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RESUMO

A ocorréncia de rearranjos gendmicos que afetam um mesmo segmento cromossomico sugerem
a presenca de mecanismos de recombinacdo envolvendo regides cromossémicas criticas
suscetiveis a alteracdes patogénicas. A delecao/duplicacdo parcial da regido critica 4p16.3 pode
estar associada a doengas genémicas raras como a Sindrome de Wolf-Hirschhorn (WHS, OMIM
194190). Condicéo essa que ocorre devido a alteracdo de genes contiguos na regido 4p16.3. A
WHS apresenta um amplo espectro fenotipico, associado a um transtorno do desenvolvimento,
alteracdes craniofaciais, deficiéncia de crescimento pré e pos-natal, deficiéncia intelectual, atraso
do desenvolvimento psicomotor grave, convulsdo e hipotonia. Essa condi¢cdo tem uma
prevaléncia estimada de 1:50,000 nascimentos e tem sido relatada mais frequentemente em
mulheres do que em homens (2:1). Este estudo teve como objetivo geral realizar uma
caracterizacdo citogendmica da regido cromossémica 4p16.3 em individuos com suspeita clinica
de sindrome de Wolf-Hirschhorn (WHS) através de uma analise integrativa utilizando diferentes
abordagens metodoldgicas. Além disso, objetivamos classificar os tipos de alteragdes
cromossOmicas na regido 4p16.3 detectados nas amostras estudadas; mapear os pontos de quebra
cromossémicos na regido 4pl16.3; determinar a posicdo genémica da alteracdo; e determinar a
relevancia clinica dos genes envolvidos na manifestacdo da WHS. Um perfil citogenémico foi
estebelecido em 16 amostras bioldgicas de individuos com WHS por meio de métodos de
citogenética classica e citogenética molecular, bem como por meio de analise de interacdo
génica utilizando-se ferramentas da biologia de sistemas. Esta pesquisa envolveu a investigacao
da organizacdo cromossdmica & partir da deteccao de rearranjos cromossdmicos na regido 4p163
e do estudo sobre localizagdo, estrutura, funcdo e expressao de genes relacionados a WHS.
Identificamos 16 alteracGes estruturais envolvendo a regido 4p16.3. No total, foram mapeadas 12
delecdes terminais 4p, 1 delecdo intersticial 4p, 2 cromossomos em anel do cromossomo 4 e um
derivativo do cromossomo 4 (der4), produto desbalanceado originado de uma translocacéao
t(4;8)(p16.3;p23.1). As delecdes envolvendo a regido 4p16.3 apresentaram extensdo variavel,
desde 3,7 Mb a 26 Mb. A determinacdo da regido cromossomica de sobreposi¢cdo comum (SRO)
permitiu a identificacdo de sete genes candidatos (FGFR3, LETM1, WHSC1, NELF-A, C4orf48,
NAT8L e POLN) relacionados a WHS. Baseando-se nos dados obtidos por meio da analise
citogendmica e da analise de interacdo génica, este trabalho propde uma regido de 330 kb na
regido 4p16.3 como envolvida na susceptibilidade & microcefalia e convulsées no contexto da

sindrome de Wolf-Hirschhorn.



ABSTRACT

The occurrence of genomic rearrangements that affect the same chromosomal segment suggests the presence
of recombination mechanisms involving specific critical chromosomal regions. Chromosome rearrangements
in the 4p16.3 region can involve variable size deletions associated with Wolf-Hirschhorn syndrome (WHS,
OMIM 194190), a contiguous gene deletion syndrome characterized by typical craniofacial features, pre and
postnatal growth deficiency, intellectual disability, severe delay in psychomotor development, seizures and
hypotonia. In this study, we performed a cytogenomic integrative analysis combining classical cytogenetic
methods, fluorescence in situ hybridization (FISH), chromosomal microarray analysis (CMA), and systems
biology strategies. The goal was to establish the cytogenomic profile involving the 4p16.3 critical region and
suggest WHS-related intracellular cell signaling cascades. The cytogenetic and clinical patient profiles were
evaluated. We characterized 12 terminal deletions, one interstitial deletion, two ring chromosomes, and one
classical translocation 4;8. CMA allowed delineation of the deletions, which ranged from 3.7 to 25.6 Mb with
breakpoints from 4p16.3 to 4p15.33. Furthermore, the smallest region of overlapping (SRO) encompassed
seven genes encompassing seven candidate genes (FGFR3, LETM1, WHSC1, NELF-A, C4orf48, NAT8L and
POLN) in a terminal region of 330 kb in the 4p16.3 region, suggesting this region for susceptibility to
convulsions and microcephaly. Therefore, molecular interaction networks and topological analysis were
performed to understand these WHS-related symptoms. Our results suggest that specific cell signaling
pathways, including dopamine receptor, NAD+ nucleosidase activity, and fibroblast growth factor-activated
receptor activity are associated with the diverse pathological WHS phenotypes and their symptoms.
Additionally, we identified 29 hub-bottlenecks (H-B) nodes with a major role in WHS. In conclusion,
cytogenomic profiling brings comprehensive and valuable new information which could help to understand the
phenotypic spectrum of WHS.
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1.1. SINDROME DE WOLF-HIRSCHHORN

A Sindrome de Wolf-Hirschhorn (WHS, OMIM 194190), também conhecida como dele¢do 4p ou
monossomia 4p, foi primeiramente descrita como uma entidade clinica, independentemente em 1965 por
Wolff et. al., e Hirschhorn et. al (Hirschhorn 2008). A WHS ocorre na maioria dos casos devido a uma perda
ou delecéo parcial do braco curto do cromossomo 4 na regido 16.3 (4p16.3), apresentando uma prevaléncia em
torno de 1/50.000 nascimentos vivos. Nahara et al (1984) relataram um padréo de heranga preferencialmente
materno em 5 familias investigadas com delecdo 4p, entretanto, o padrdo de heranca da doenca ainda néo foi
estabelecido de fato. Tem sido relatado que a WHS afeta uma maior proporcéo de pacientes do sexo feminino

(2:1). Porém a causa desta proporc¢éo preferencial ainda é desconhecida (Battaglia et al. 2008).

Em torno de 35% dos afetados portadores da WHS falecem no primeiro ano de vida devido as
malformacdes cardiacas, anoxia neonatal e ao abandono ao tratamento intensivo ap0s o diagnéstico da
sindrome. De acordo com Shannon et al., (2001) a mortalidade de individuos afetados pela WHS nos dois
primeiros anos de vida é de 21%. Apos este periodo este nimero diminui significantemente. A historia natural
da doenca caracteriza-se por gestacGes complicadas — alguns fetos ndo sobrevivem até o nascimento ou
apresentam retardo no crescimento intrauterino — apresentando baixos indices antropométricos ao nascimento.
Individuos portadores apresentam um padrdo dismorfico craniofacial caracterizado pela aparéncia do "elmo de
guerreiro grego" (ponte nasal larga em continuidade para a fronte), mais visivel antes da puberdade,
microcefalia (90%), fronte alta com glabela proeminente (50%) , hipertelorismo (75%) , epicanto, defeitos do
escalpo (10%), sobrancelhas arqueadas, filtro curto, cantos da boca voltados para baixo e micrognatia. Outros
defeitos craniofaciais estdo presentes em uma menor proporcdo, tais como, fenda labiopalatina, coloboma da
iris, angiomais faciais, orelhas pequenas e dismorficas e apéndices pré-auriculares. As malformacdes cardiacas
ocorrem em cerca de 60% dos casos, na sua maioria defeitos septo atriais e ventriculares (CIA e CIV).
Convulsbes tbnicas e clénicas ocorrem em cerca de 70% dos afetados, podendo levar ao 6bito (Battaglia A,
Carey JC; Wilson et al. 1981; Estabrooks et al. 1995; Antonius et al. 2008; Hirschhorn 2008; Zollino et al.
2008; Watson et al. 2014; Battaglia et al. 2015).

Em individuos do sexo masculino observa-se criptorquidia e hipospadia em 70% dos casos e,
em individuos do sexo feminino, pode haver auséncia de Utero e gonada em fita. Anormalidades Gsseas sao
comuns, e a mais frequente € o pé equinovaro (pés tortos congénitos). Outros achados descritos sdo
clinodactilia do quinto dedo, deformidades em flex&o dos dedos, implantagdo andmala do polegar, cifose e/ou
escoliose, hemivértebras, espinha bifida oculta, deslocamento do quadril e presenca de centros de ossificacao

atrasados ou secundarios. Cerca de 20% dos casos apresentam pregas simiescas. As cristas dérmicas tendem a
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ser hipoplasticas e a contagem total de cristas dos dedos é baixa porque ha aumento do nimero de padrdes em
arco. A maior parte dos afetados apresenta grande hipotonia nas primeiras fases da vida e um retardo

psicomotor é severo (Battaglia et al. 2015).

A sindrome de Pitt-Rogers-Danks (Wright et al.,1998), também associada a delecdo 4p16.3
possui caracteristicas que se sobrepdem a WHS. Portanto, tém sido proposto que essas duas condi¢bes sdo na
realidade parte de uma Unica sindrome com sinais e sintomas variaveis (Dimmer et al. 2008; Andersen et al.
2013).

O diagnostico da WHS é baseado no exame fisico e confirmado pela anéalise citogenética ou
molecular. O estudo eletroencefalogréafico (EEG) mostra achados tipicos em 90% dos afetados. Entre 0s casos
que apresentam del4p16.3, a extensdo da delecdo na regido critica 4p16.3 é varidvel e estd associada a uma
maior chance de desenvolvimento de anomalias congénitas e a suscetibilidade a infeccGes. Observa-se ainda
sobrevida menor em casos envolvendo translocacdes, o que pode ser explicado pelo fato de que, além da
delecdo, pode ocorrer uma trissomia parcial envolvendo outro segmento cromossomomico. Entretanto, o
namero total de genes, bem como os mecanismos que originam o tamanho variavel da delecdo que contribuem
com a diversidade fenotipica da sindrome, ndo sdo completamente conhecidos (Dimmer et al. 2008; Andersen
et al. 2013).

1.2. REGIAO CRITICA 4p16.3

Duas regides criticas foram descritas associadas a patogénese da WHS: a regido critica 1 (WHSCR1)
consiste em um intervalo de 165kb definido pelos loci D4S166 e D4S3327, e inclui o gene candidato 2
(WHSC2) (OMIM 606026) e parte do gene candidato 1 (WHSC1) (OMIM 602952). A regido critica 2
(WHSCR2)(Zollino et al., 2003) consiste em um intervalo de 330-600kb definido pelos loci D4S3327 e
D4S98-168 e inclui o gene LETM1 (OMIM 604407). Esse gene origina uma proteina envolvida na
homeostasia do calcio cuja delecdo levaria a convulsdes. Ainda na regido critica WHSCR2, localiza-se uma
parte de WHSC1, o qual origina uma enzima de remodelacdo da cromatina cuja delecdo estaria envolvida no
desenvolvimento da facies caracteristica da WHS. (Wright et al. 1997; Zollino et al. 2003).

Em geral, ambas as regides 1 e 2 sobrepdem-se, sendo que todos os pacientes com WHS séo portadores
de dele¢des no gene WHSC1 (Engbers et al. 2009). Entretanto, apenas a delecdo do gene WHSC1 néo justifica
todas as caracteristicas e variaveis fenotipicas relatadas nos individuos portadores. Provavelmente, fatores

genéticos adicionais, como a influéncia de sequéncias flanqueadoras &8 WHSCR, levariam a uma modificacao
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da expressdo do gene em alguns casos explicando a variabilidade fenotipica dos individuos afetados (Nimura
et al. 2009; Hannes et al. 2012).

Aparentemente, delecdes terminais de novo envolvendo a regido critica sdo a causa mais frequente da
WHS, ocorrendo em 55-75% dos portadores (Lurie et al. 1980; Shannon et al. 2001; South et al. 2008; Zollino
et al. 2008). O relato de deleces intersticiais € menos frequente (Van Buggenhout et al. 2004; Izumi et al.
2010). Entre 40-45% dos individuos séo portadores de translocacGes desbalanceadas, apresentando a delecéo
4p e trissomia parcial em um diferente cromossomo (Battaglia et al. 2008; South et al. 2008a). Alteracdes
complexas como cromossomos em anéis, ou outros rearranjos, também tém sido detectados em individuos
com WHS (Guilherme et al. 2011; Battaglia et al. 2015). Em 5% dos casos, a causa permanece desconhecida.
Evidencia-se que em individuos portadores de translocagdo, a translocacdo entre 0s cromossomos 4 e 8 sdo
mais frequentes (Zollino et al. 2004; Maas et al. 2007; South et al. 2008a; Hammond et al. 2012). Essa alta
frequéncia poderia ser explicada pela localizacdo de clusters de receptores olfatérios em 4p16 e 8p23 (Giglio
et al. 2001). Entretant, ainda € desconhecido se estas regiGes de clusters podem mediar estas translocacfes ou
estdo relacionados com a origem da delecéo em 4p (Zollino et al. 2008).

Devido ao tamanho varidvel na extensdo das delecbes de 4p16.3, o fendtipo dos afetados apresenta
ampla variabilidade, dificultando em algumas situac6es o diagnostico clinico. Apesar de técnicas moleculares
de alta resolugdo disponiveis atualmente, resta ainda esclarecer os mecanismos que levam a origem de
alteracdes cromossdmicas na regido 4p16.3. A deteccdo de alteragdes cromossomicas e o estudo detalhado das
alteracfes gendmicas em individuos portadores de WHS abre caminho para a identificacdo de novos genes
relacionados a essa condicdo e podera fornecer a base para o diagndstico e aconselhamento genético dos

individuos afetados e seus familiares.

5 TACC3 WHSC-1 Cdorfas - 3
3" = NELF-A 5'

Regido critica - 2 (300-600Kb)

Regido critica - 1 (165 Kb)

Figura 1.2.1. Cromossomo 4pl16.3 e genes candidatos associados a sindrome de Wolf-Hirschhorn (WHS). Os genes sdo
representados em ordem da esquerda para a direita, da regido telomérica para centromérica. Os tamanhos sdo proporcionais ao
comprimento do gene em kilobases. A orientacdo da transcricdo também é representada. Linhas s6lidas pretas representam os
comprimentos das duas regides criticas de WHS. Como a linha pontilhada indica, a escala da figura € tal que a regido critica — 2 ndo
esta representada integralmente na figura.
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1.3. GENES CANDIDATOS ASSOCIADOS A SINDROME DE WOLF-HIRSCHHORN

Alguns genes candidatos tém sido investigados na tentativa de explicar o quadro fenotipico da
sindrome. O gene WHSCSL1 (Stec et al., 1998) [MIM 602952]), também conhecido como NSD2 ou MMSET,
tém sido relatado como o principal gene envolvido na pato-fisiologia da WHS. O WHSC1 expressa uma
proteina com 0 mesmo nome e que atua na resposta a danos no DNA (DDR) (Bergemann et al. 2005; Hajdu et
al. 2011). WHSC1 é uma H3K36me-3 metiltransferase (HMTase), e também apresenta funcbes de regulacéo.
Segundo Nimura et al., 2009, a WHSC1, em conjunto com fatores de transcri¢cdo no desenvolvimento, pode
inibir transcri¢des inadequadas, durante este periodo. Em um modelo de haploinsuficiencia de WHSC1 em
ratos, esses autores observaram que essa deficiéncia produziu retardo de crescimento e malformagdes cranio-
faciais. Recentemente, estudos com células nocaute para WHSC1, de carcinoma de cabeca e pescogo,
apresentaram supressao de crescimento, inducdo de apoptose e atraso da progressdo do ciclo celular (Saloura
et al. 2015).

Além do gene WHSC1 (Stec et al., 1998) [MIM 602952]), outros genes candidatos tém sido
relacionados a WHS. O gene WHSC2 (Wright et al. 1999) [MIM 606026]), também conhecido como NELF-A,
é uma subunidade do fator de alongamento negativo, inibindo a progressao transcricional da RNA polimerase
Il (Narita et al. 2007). Kerzendorfer et al. (2012), utilizando linhagens celulares linfoblastéides demonstraram
que a haploinsuficiéncia de NELF-A em cultura celular, atrasa a passagem da fase-S para fase-M e altera a

montagem da cromatina.

O gene FGFRL1 (OMIM 605830) foi associado a WHS, sugerindo que as caracteristicas craniofaciais
desta condigdo sdo devidas a haploinsuficiéncia de mais de um gene (Hammond et al. 2012). O receptor
semelhante do fator de crescimento de fibroblastos FGFRL1 mostra a expressao particularmente pronunciada
nos primoérdios dos 0ssos e nos tecidos cartilaginosos permanentes da traqueia e do nariz. Embora o musculo
da lingua e do diafragma expressem FGFRL1 em quantidades relativamente elevadas, no cora¢do, musculo
esquelético, cérebro, pulmao, rim, figado e intestino a expressdo deste gene ocorre em taxas basais (Engbers et
al. 2009). Sugere-se que a delecéo classica levaria a uma dismorfia facial mais leve, enquanto que a delecdo de
ambos os genes, WHSC1 e FGFRL1 resultaria na apresentacdo completa das caracteristicas faciais esperadas

nesta sindrome.

Rauch et al. (2001) sugerem que a delecdo do gene C4orf48 (OMIM 614690) estaria associada aos
aspectos neuronais da WHS. Embora o dominio funcional deste gene seja desconhecido, seu padrdo de
expressao sugere um potencial papel na formagéo de estruturas cerebrais e cerebelares humana, bem como

uma funcdo associada a plasticidade de neur6nios no cérebro adulto (Endele et al. 2011).
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O gene TACC3 (OMIM 605303) também tém sido relacionado & neurogénese, embora sua funcéo seja
ainda desconhecida. Entretanto, sugere-se que esteja envolvido no crescimento e na diferenciagéo celular. O
gene TACC3 estaria envolvido na regulacdo da dinamica dos microtabulos durante a divisdo celular. A
superexpressdo deste em células HelLa resulta em microtubulos parcialmente desestabilizados levando a
defeitos no pareamento cromossémico e no bloqueio do processo mitético. Tem sido ressaltada a importancia
da dindmica dos microtibulos durante a formacéo do fuso mitético para a neurogénese adequada no cortex
cerebral (Hannes et al. 2010; Rutherford and Lowery 2016). Entretanto, a representacdo clinica de pacientes

com duplicacédo desta regido ndo é bem entendida (Cyr et al. 2011).

A maior ou menor expressdo de um determinado gene pode resultar em caracteristicas clinicas
semelhantes. Um exemplo disto € o gene LETM1, no qual tanto a haploinsuficiéncia quanto a superexpressao
estdo associadas a crises convulsivas. (Hannes et al. 2010; Cyr et al. 2011). O gene LETM1 que codifica uma
proteina transmembrana, ziper de leucina, localizada na membrana interna mitocondrial (Dimmer et al. 2008).
O provavel papel de LETM1 esta relacionado com o transporte de fons, como cotransportador de Ca®* e troca
de K'/H", indicando seu envolvimento na homeostase da mitocondria (Hart et al. 2014). O gene FGFR3,
também localizado em 4p16.3, codifica o receptor de fator de crescimento de fibroblastos, exercendo papel na
mitogénese e angiogénese (Keegan et al. 1991).

O fendtipo observado em individuos portadores da WHS mostra o carater multigénico da condicdo
evidenciando que a haploinsuficiéncia de genes contiguos esta associada com as principais manifestacGes

clinicas da sindrome (Simon and Bergemann 2008; Andersen et al. 2013).

1.4. CORRELACAO GENOTIPO-FENOTIPO ENVOLVENDO A REGIAO 4p16.3

Delecdes cromossémicas maiores de 10Mb, abrangendo a regido 4p15.33-16.3 foram descritas em
pacientes com atraso de crescimento, caracteristicas faciais, hipotonia, microcefalia, fenda palatina e
deficiéncia intelectual (Wieczorek et al. 2000; Zollino et al. 2000; Battaglia et al. 2015). Maas et al. (2007)
demonstraram que genes localizados em segmentos deletados entre 0.3 e 1.4 Mb na porcdo terminal 4p
estavam associados com microcefalia, retardo de crescimento intrauterino e pos natal em 21 individuos com
delecdo pura 4p16.3. Com excegdo de um individuo, a WHSCR-1 foi encontrada deletada em pacientes que
exibiram caracteristicas faciais especificas da WHS. (South et al. 2008b), verificaram que 45% dos 33
individuos com WHS analisados em seu estudo, eram portadores de dele¢des com tamanho entre 3.1 e 9.7 Mb
na regiao 4p, originadas de translocagdes desbalanceadas. Dado semelhante foi encontrado por (Battaglia et al.
2008). Utilizando a andlise de array-CGH em 34 de 87 pacientes, os autores observaram que 44% dos

pacientes apresentavam translocacdes desbalanceadas. Todos os 34 individuos estudados apresentaram
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caracteristicas craniofaciais como testa alta, glabela proeminente, hipertelorismo, dobra epicéantica e
micrognatia. O estudo relata que dos 87 individuos avaliados, apresentavam manifestagdes clinicas como
microcefalia (90%), fenda labial ou palato (~30%), defeitos congénitos no coracdo (50%), convulsdes (93%) e
anomalias esqueléticas (60%) .

Caracteristicas clinicas encontradas em alguns individuos com WHS podem divergir das manifestaces
classicas encontradas na sindrome. Uma duplicagdo invertida 4p13 — pl16.3 e com delecdo em 4p16.3, sem
alteraces das regides criticas de WHS, foi relatada em uma menina de 4 anos de idade que apresentava
microcefalia, pequenas anomalias de face e labios, hipotonia, defeitos congénitos cardiacos, atraso motor,
surdez e convuls@es (Paskulin et al. 2009).

Rosell6 et al. (2009) relatou uma microduplicacdo/delecdo envolvendo a regido critica 4p16.3 em um
paciente com multiplas anomalias congénitas, deficiéncia intelectual, dimorfismo facial e alteracbes no
eletroencefalograma. Carmany and Bawle (2011) observaram a ocorréncia de fenotipos mais brandos
envolvendo microduplicagdes na regido 4p16.3. Os autores descreveram uma crianga com 5 anos de idade que
apresentou crescimento normal, mas atraso no desenvolvimento da fala e linguagem. A crianga era portadora
de uma duplicacéo de 2.3 Mb na regido terminal 4p16.3 e delecdo de 314 Kb no cromossomo 17g25.3. Esses
dados indicam que duplicacdes submicroscopicas, abrangendo WHSCR-1 e WHSCR-2, apresentam um
fendtipo mais brando. Delecdes em 4p16.3 resultante de formagdes em anel do cromossomo 4 estéo associados
ao fenotipo classico em pacientes com WHS (Soysal et al. 2009; Yao et al. 2014).

A variacdo do nivel das manifestacGes clinicas em pacientes com WHS pode surgir devido ao tamanho
das delecbes 4p. Entretanto, em muitos casos ndo ha uma correlacdo direta entre o tamanho da delecdo e o
grau das manifestacGes clinicas. O possivel fator contribuinte nestes casos poderia ser a variacdo alélica em
regides 4p nédo deletada. Zollino et al. (2008) avaliou 80 individuos e sugeriu a divisao dos individuos afetados
em trés grupos distintos, de acordo com o tamanho da delecdo 4p. Os Individuos afetados por delecbes
menores de 3.5Mb costumam demonstrar manifesta¢cbes clinicas mais sutis, como dimorfismo facial e
deficiéncia intelectual moderada, ndo apresentando outros tipos de malformacdes. DelecBes maiores, que
variam entre 5 e 18Mb, apresentam o quadro fenotipico classico da sindrome, incluindo deficiéncia intelectual
severa, convulsdes, atraso de crescimento intrauterino, crescimento pos natal e microcefalia. Fendtipos mais
graves, incluindo malformagdes craniofaciais, defeitos cardiacos e deficiéncia intelectual severa podem ser
identificadas em pacientes com delecdes entre 22 e 25Mb de tamanho.

Na maioria dos pacientes com WHS que exibem convulsdes, o gene LETM1 esta deletado. De forma
geral, esse gene apresenta-se preservado em individuos que ndo apresentam convulsdes (South et al. 2008a;
McQuibban et al. 2010). No entanto, ha casos de individuos que possuem o gene LETM1 deletado, mas néo
apresentam quadros de convulsdo (Maas et al. 2007; Battaglia et al. 2008). Essa informacdo sugere que a
delecdo de LETML1 esté associada a ocorréncia de convulsdes, mas a delecdo do gene LETM1 ndo € a Unica
condicdo para que ocorram (South et al. 2008b; Ho et al. 2016).
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Andersen et al (2014) analisando 3 pacientes com os genes WHSC1 e LETML1 deletados, verificaram
que esses pacientes ndo apresentaram deficiéncia intelectual grave, convulsées, microcefalia ou caracteristicas
craniofaciais classicas da sindrome. Isso sugere que a haploinsuficiéncia desses genes estdo associados a
condicdo , mas nao suficientes para o desenvolvimento do quadro classico da WHS. A delecdo do gene
FGFR3 localizado em WHSCR-2 esta associado a anomalias esqueléticas e retardo no crescimento (Keegan et
al. 1991; Simon and Bergemann 2008).

Sendo assim, o delineamento dos pontos de quebra e a caracterizacdo citomolecular dos segmentos
deletados na regido critica 4p16.3, bem como seus possiveis mecanismos de origem, sdo fundamentais para a

melhor compreensdo da relacdo gendtipo-fendtipo na WHS.

1.5. DETECCAO DE REARRANJOS GENOMICOS NA REGIAO 4p16.3

A alteracdo cromossémica mais frequente associada a WHS abrange a banda subtelomérica 4p16.3,
que € composta de regibes criticas adjacentes identificadas a ~ 1.4-2.2 Mb da porc¢éo terminal 4p (Piccione et
al. 2015; Ho et al. 2016). A técnica de bandeamento GTG que surgiu em meados da década de 70, baseia-se na
utilizacdo de tripsina e do corante Giemsa, e ainda é o0 método de rotina mais utilizado entre os laboratérios de
diagnostico em citogenética para a deteccdo de aneuploidias, delecBes, duplicacbes e outros rearranjos
estruturais por meio do exame de cariétipo. Entretanto, o cariétipo apresenta uma resolucdo limitada, ndo
sendo possivel a identificacdo de rearranjos cromossomicos menores que 5-Mb. Além disso, pequenas
alteracdes que ndo mudam padrées de bandeamento podem dificultar a identificacdo destas dele¢bes (South et
al. 2008a; Riegel 2014). Por meio da analise citogenética por bandeamento GTG em torno de 50-60% dos
casos de WHS podem ser identificados (Battaglia et al., 2015). O uso de sondas especificas utilizadas no
método de hibridizacdo in situ fluorescente (FISH) permite detectar mais de 95% dos casos de WHS,
demonstrando alta sensibilidade. O FISH ainda apresenta a vantagem de poder ser feito tanto em
cromossomos em metafase, como ndcleos em interfase. Entretanto, FISH ndo permite que a extensdo do
tamanho da regido critica 4p16.3 seja determinada. Apesar das vantagens apresentadas pela técnica de FISH, a
necessidade da suspeita clinicas prévias exigidas para a correta escolha de sondas, limita a detecgdo de
alteracOes na regiéo 4p16.

Abordagens mais atuais, como a hibridizagédo gendmica comparativa baseada em microarranjos (array-
CGH) e SNP-arrays, possibilitam fazer um rastreamento de todo o DNA genémico ou de regides especificas,
permitindo a deteccdo de maneira simultdnea de alteracbes ao longo de todos os cromossomos sem a
necessidade de uma indicacdo clinica especifica. Entretanto array-CGH ndo é capaz de detectar translocacdes

balanceadas ou inversdes. Recentemente, dados de sequenciamento comegaram a surgir na investigacdo de
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microdele¢des, no qual o sequenciamento completo do exoma, como analise complementar ao array-CGH,
pode ser uma ferramenta Gtil na anélise de mutacGes ou variantes de genes expressos que possam estar
contribuindo em um fendtipo mais brando ou severo em portadores da WHS (Bergemann et al. 2005; Gardner
et al 2012; Zollino et al. 2014).
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2.1. JUSTIFICATIVA

A realizacdo de um trabalho de pesquisa cientifica com uma abordagem citogendmica e molecular devera
contribuir para o entendimento da origem dos rearranjos gendmicos que envolvem a regido 4p16.3, o0 que
permitira a determinacdo da regido cromossémica critica em individuos afetados pela sindrome de Wolf-
Hirschhorn. Acredita-se que a proposta de delineamento citomolecular de pontos de quebra e mapeamento
fisico de rearranjos cromossdmicos na regido 4p16.3, além de compor uma investigacdo cientifica que busca
melhor compreender as bases moleculares da formacédo dos rearranjos moleculares em uma regido critica do
genoma, tem um componente de atualizacdo tecnoldgica na area de citogenética clinica. Além disso, a
identificacdo e a determinacdo do perfil citogendmico em uma amostra de individuos com suspeita clinica de
WHS devera contribuir para uma melhor avaliagdo do risco de recorréncia no contexto do aconselhamento
reprodutivo, permitindo um diagnostico citogenético pré-natal direcionado para a condicdo que esta
segregando na familia. A deteccdo e o estudo detalhado de alteracbes citogendmicas em individuos portadores
de WHS permitira a identificacdo de genes candidatos relacionados a essa condicdo e fornecera a base para o
diagnostico e aconselhamento genético dos individuos afetados e de seus familiares. Dessa maneira,
acreditamos que este trabalho contempla a pesquisa béasica, que se propde a caracterizar e buscar o
entendimento da origem de rearranjos cromossdmicos especificos, e a pesquisa aplicada, com repercussoes

diretas no atendimento a necessidades da area da salde.
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2.2. OBJETIVOS

2.2.1. OBJETIVO GERAL

O objetivo geral deste estudo foi realizar uma caracterizacdo citogendémica e molecular da regido

cromossémica critica 4p16.3 em individuos com suspeita clinica de sindrome de Wolf-Hirschhorn (WHS).

2.2.2. OBJETIVOS ESPECIFICOS

2.2.2.1 Classificar os tipos de rearranjos cromossomicos que envolvem a regido 4p16, detectados nas amostras
estudadas;

2.2.2.2 Mapear os pontos de quebra gendmicos associados a rearranjos em 4p16.3;
2.2.2.3 Tracar um perfil citogendmico da amostra utilizando métodos de analise citomolecular;

2.2.2.4 Determinar a relevancia clinica dos genes envolvidos em rearranjos cromossémicos da regido 4p16.3
através de uma analise de interacdo génica.
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Deletions in the 4p16.3 region are associated with Wolf-Hirschhorn syndrome (WHS), a contiguous gene deletion syndrome involving variable size
deletions. In this study, we perform a cytogenomic integrative analysis combining classical cytogenetic methods, fluorescence in situ hybridization
(FISH), chromosomal microarray analysis (CMA), and systems biology strategies, to establish the cytogenomic profile involving the 4p16.3 critical
region and suggest WHS-related intracellular cell signaling cascades. The cytogenetic and clinical patient profiles were evaluated. We characterized 12
terminal deletions, one interstitial deletion, two ring chromosomes, and one classical translocation 4;8. CMA allowed delineation of the deletions,
which ranged from 3.7 to 25.6 Mb with breakpoints from 4p16.3 to 4p15.33. Furthermore, the smallest region of overlapping (SRO) encompassed
seven genes in a terminal region of 330 kb in the 4p16.3 region, suggesting a region of susceptibility to convulsions and microcephaly. Therefore,
molecular interaction networks and topological analysis were performed to understand these WHS-related symptoms. Our results suggest that specific
cell signaling pathways including dopamine receptor, NAD+ nucleosidase activity, and fibroblast growth factor-activated receptor activity are
associated with the diverse pathological WHS phenotypes and their symptoms. Additionally, we identified 29 hub-bottlenecks (H-B) nodes with a
major role in WHS.

1. Introduction

Wolf-Hirschhorn syndrome (WHS, OMIM #194190) is a well size that reflects the spectrum and severity of the disease [5—
known genetic condition with estimated prevalence of 1/20,000 to 7]. Approximately 55% of individuals with WHS exhibit the
1/50,000 births [1, 2] originally described independently by  4p16.3 deletion and approximately 40-45% are unbalanced
Hirschhorn and Cooper [3] and Wolf et al [4] in the 1960s. translocations. Complex genomic rearrangements such as ring
The core clinical features of WHS are facial dysmorphia, growth 4 chromosome may also be present in a smaller number of
retardation, intellectual disability, and seizures. Moreover, other cases [6, 8]. 2 The deleted region required to express the core
clinical signs such as microcephaly, hypotonia, congenital heart ~ WHS phenotype has been reported to encompass two adjacent
defects, renal abnormalities, and skeletal anomalies have also been  critical regions. The first region described as the WHS critical

reported [5]. WHS is caused by a deletion in the p16.3 region  region (WHSCR) encompasses a size of 165 kb interval on
(4p16.3), which has a variable 4p16.3 [9]. Two genes are present in this region, the proximal

part of WHSCL1 and the negative elongation factor complex
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member A (NELFA). WHSCL1 is involved in controlling the
expression of several genes and acts as an agent in
chromatin remodeling [10]. The NELFA gene alters the
expression of tar-get genes by participating in regulating
the elongation of RNA polymerase Il transcription [11].
The second region is the WHSCR2, which encompasses the
leucine zipper-EF-hand-containing transmembrane protein
(LETM) gene and the 5 end of WHSC1 [12, 13]. LETM1
encodes a protein involved in mitochondrial metabolism by
transporting ions [14, 15]. Currently, the WHSCR is
defined at chr4:419,224-2,010,962 position in the reference
genome (NCBI BuildGRCh38/hg19) [16].

The possibility of using microarrays to characterize chro-
mosomal rearrangements has led to several studies aimed at
establishing genotype-phenotype correlations in WHS, and
many of them have described the regions of susceptibility to
seizures and microcephaly in patients with WHS [1, 5, 17—
23]. However, no consensus has been reached on the exact
identity of the genes and cell signaling pathways involved in
promoting these symptoms. Therefore, we developed a
cytogenomic integrative analysis that combines conventional
cytogenetic techniques, chromosome microarray analysis
(CMA), and systems biology strategies to suggest the mecha-
nism underlying the seizures and microcephaly in WHS.

2. Materials and Methods

2.1. Study Design and Sample Selection. This was a retro-
spective study conducted on 16 samples from patients with
clinical suspicions of WHS. The patients were followed up
at the public genetic services in collaboration with the
Brazilian Network of Reference and Information for
Microdeletion Syndrome (RedeBRIM).

2.2. Cytogenetic Analysis. Karyotyping was performed on
metaphase spreads prepared from peripheral blood samples.
The chromosomal analysis was conducted after GTG
banding at a 550-band resolution, and at least 100 cells
from each patient were analyzed.

2.3. Fluorescence In Situ Hybridization (FISH). The
fluores-cence in situ hybridization (FISH) experiments
were carried out wusing standard techniques with
commercially available locus-specific probes using a dual-
color commercial probe for the WHSCR (Cytocell, UK).
The probe for the 4p16.3 (red spectrum) contained a
sequence that was homologous to the D4S166 locus and
covered approximately 223 kb of this locus. The control
probe for the 4g35.2 region (green spectrum) contained
sequences that were homologous to the CTC-963K6 laoci.
Hybridizations were analyzed using an epifluorescence
microscope, and the images were captured using a charge-
coupled device camera. At least 30 cells were analyzed per
hybridization. We considered a chromosome region as
deleted when the FISH signal from the corresponding probe
was absent from one of the homologous chromosomes.

BioMed Research International

2.4. CMA. The deletions were mapped using whole-genome
array-comparative genome hybridization (CGH) using a 60 mer
oligonucleotide-based microarray with a theoretical resolution
of 40 kb (8 x60 K, Agilent Technologies Inc., Santa Clara, CA,
USA). The labeling and hybridization were per-formed
following the protocols provided by Agilent, 2011. The arrays
were analyzed using a microarray scanner (G2600D) and the
Feature Extraction sof tware (version 9.5.1, both from Agilent
Technologies). The images were analyzed using Cytogenomics
v 2.0 and 2.7 with the statistical algorithrm ADM-2 and a
sensitivity threshold of 6.0.

2.5. Systems Biology Analysis

2.5.1. Network Design. The Gene Multiple Association
Network Integration Algorithm (GeneMANIA) version
3.1.2.8 (available at http://www.genemania.org/) was used
to analyze the protein-protein interactions (PPI) networks
based on the 343 genes obtained from the GENCODE
V24-GRCh38/hg38-UCSC database. In the present study,
the association data from GeneMANIA was based on the
PPl databases, where each interaction between proteins is
experimentally proven [24], or on gene coexpression data.
The interactions based on known protein domains,
pathways, and colocalization were not considered in the
analysis because they could increase the false-positive
ratios in PPl networks obtained. The outcomes obtained
through these search engines were sequentially analyzed
using Cytoscape 3.4.1 [25]. Nonconnected nodes from the
networks were not included.

(1) Clustering. The MCODE tool was used to identify the
densely connected and possibly overlapping regions in the
Cytoscape network [26]. Dense regions corresponded to
protein or compound-protein complexes or their parts. Then,
Gene Ontology (GO) enrichment, Kyoto Encyclopedia of
Genes and Genomes (KEGG), WikiPathways, and Reactome
analyses were performed using the ClueGO Cytoscape plugin

[27]. Based on the GO predictions, a cut-off of a p-
corrected value <0.01 using the false discovery rate (FDR)
algorithm (Bonferroni test) was used to describe the
mechanisms as described in the discussion section.

(2) Centralities. Two major parameters of network central-
ities (degree and betweenness) were used to identify the
hub-bottlenecks (H-B) nodes from the PPI network using
the Cytoscape plugin CentiScaPe 3.2.1 [28]. The degree of
centrality indicates the total number of adjacent nodes that
are connected to a unique node. In this study, the average
nodal degree of a network was defined as the sum of the
different node degree scores divided by the total number of
nodes that composed the entire network/s [29].
Furthermore, we also analyzed the betweenness, which
corresponds to the number of shortest paths between two
nodes that pass through a node of interest [28]. The
arithmetic average of the betweenness parameter was
estimated similarly to the average centrality degree [29].
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Table 1: Summary of cytogenomic and clinical findings of eight samples investigated using array-comparative genome hybridization (CGH).

Case 1 Case 2 Case 3 Case 4 Case 5 Case 6 Case 7 Case 8 Total
Karyotype 46, XY, t(4:8) 46, XX 46, XX, 4p- 46, XX, r(4) 46, XX, 4p- 46, XY, 4p- 46, XY, 4p- 46, XY, 4p-
Molecular cytogenetic
findings
FISH del4p16.3 del4p16.3 del4pl16.3 del4p16.3 del4p16.3 del4p16.3 del4pl16.3 del4p16.3
Deletion size (pb) 3,773,546 3,773,546 7,175,628 8,102,374 8,829,013 11,073,248 24,404,740 25,696,727
(C(;Bgrcmggnwihcgg?sition onchr:4 71552-3845097 71552-3845097  71552-7247179  71552-8173925 71552-8900564 1729442-12802689 68,345-24,473,084 68345-25765071

g

Clinical findings
Seizures + + + + + + + + 8/8
Microcephaly + + + + + + + + 8/8
Growth retardation + NA NA + NA + + + 5/8
Intellectual disability + NA + + + + + NA 6/8
Reserved prognosis - NA - + + - + - 3/8
Short upper lip + NA + + + + + + 7/8
Small mental region + NA + + + + + + 7/8
Labial deviations
downward + NA + + + + + + 8
Hypoplastic columella + NA + + + + + + 7/8
Hypertelorism + NA + + + + + 6/8
Ptosis of the eyelids + NA + - + + - NA 5/8
Deployment of hair on
forehead is high * NA + - + * + + 6/8
Fine nose + NA + + - - + + 5/8
Cardiovascular
malformations NA NA + - B - + - 2/8
Brain malformations NA NA + NA - - + - 2/8
Cleft palate NA NA - - NA NA + - 1/8
Renal malformations NA NA - - - NA - + 1/8
Hypospadias NA NA - NA NA NA - + 1/8
Feet and small hands + NA + + + + + - 6/8
Narrow fingers + NA + + + + + + 7/8
Hypotrophy of the thenar + NA + - - - + - 3/8
Hammer toe NA NA + - - - - - 1/8
Abnormal dermatoglyphs - NA + NA NA NA NA NA 1/8

(+) feature present; (=) feature absent; (NA) not available; FISH, fluorescence in situ hybridization.
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Figure 1: Karyotype results of (a) case 1 showing one normal chromosome 4 (left) and a chromosome 4p (right); (b) case 2, both normal
chromosomes 4; (c) case 4, a normal chromosome 4 (left) and a ring chromosome 4 (right) and fluorescence in situ hybridization (FISH)
results with locus-specific probes for the Wolf-Hirschhorn syndrome critical region (WHSCR) 4p16.3 from (d) case 1, (e) case 2, and (f)
case 4. Absence of red signal on one copy of chromosome 4 indicates deletion of critical region.

2.6. Ethics Review. This study was approved by the
Research Ethics Committee of the Hospital de Cl'inicas de
Porto Alegre (HCPA) with approval number GPPG 10-560
and was conducted in accordance with all current
institution ethical rules.

3. Results and Discussion

A total of 16 samples from patients whose clinical phe-notypes
were indicative of WHS were retrospectively eval-uated
(supplementary material S1). Among the patients, seven and
nine (43.75 and 56.25%) were women and men, respectively.
The most frequent clinical findings in our study group were
seizures and microcephaly; however, facial dysmorphia,
growth retardation, and intellectual disability were also
observed (Table 1). In addition, the cytogenetic and FISH
analysis identified 12 classical terminal deletions, one
interstitial deletion, two ring chromosomes, and one
translocation t(4;8) (p16.3;p23.1, Figure 1). Furthermore, from
a total of 16 samples, the CMA was used to further map eight
deletions that occurred caused by terminal or interstitial
4p16.3 rearrangements. The deletions ranged in size from 3.7
to 26 Mb (Figure 2(a)), and at least seven genes were

within the smallest region of overlapping (SRO) deletion in

the 4p16.3 region (Figure 2(b)). At the time of the present
study there were no DNA samples available to perform CMA
analysis from the further eight patients. 6 In our study, the SRO
encompassed the 330 kb terminal region of the short arm of
chromosome 4. This region extends from 1.8 to 2.13 Mb in the
4p16.3 region and it was identified as a region of susceptibility to
the convulsions and micro-cephaly that are typical of WHS (Figure
2(b)). Comparing the cytogenomic profile of our samples with that
of other studies, we delineated the proximal and distal breakpoints
as the SRO [1, 17] in the 4p16.3 region (Figure 3). This region
included seven candidate genes (LETM1, FGFR3, WHSC1,
NELFA, C4orf48, NAT8L, and POLN). These genes could
contribute to the pathogenic phenotype such as seizures and
microcephaly and include the LETM1 gene located in our SRO,
which contributes to the presence of seizures in a hemizygous
deletion [1, 12, 18, 30].

In human cell lines, the deletion of LETM1 could alter the
intracellular [Ca2+] levels, dysfunctional mitochondrial
transition-pore opening, and hyperpolarization [31, 32]. Fur-
thermore, these mitochondrial alterations could contribute to

the emergence of some clinical findings in WHS including
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seizures [31, 32]. All patients in this study presented seizure
symptoms, suggesting the putative involvement of this gene,
although patients with 4p deletions, including LETM1 with-out
seizures, or patients with seizures and the presence of LETM1
have been described [1, 17, 23, 33, 34]. However, this may be
partially explained by the synergism between the
phosphatidylinositol glycan anchor biosynthesis class G
(PIGG), complexin 1 (CPLX1), and LETM1 genes, frequently
associated with WHS convulsions [18].

Furthermore, our results showed a 330 kb region also
associated with microcephaly. The deletion of two genes,
WHSC1 and NELFA, in this region has already been associ-
ated with this condition [17, 19, 35]. WHSC1 shows transcrip-
tional corepressor activity by expressing a histone methyl-
transferase [32, 36], which controls the level of histone H3
lysine 36 (H3K36) trimethylation and histone acetylation [10].
NELFA encodes a member of the negative elongation factor
involved in regulating the progression of transcription by RNA
polymerase Il [37] and histone mMRNA maturation
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into MRNAs [11].The haploinsufficiency of NELFA in cell
lines from patients with WHS is associated with delayed
pro-gression from the S- into the M-phase and altered
chromatin assembly [35].

The following four additional genes are also located in the
susceptibility region proposed in this study, fibroblast
growth factor receptor 3 (FGFR3), N-acetyltransferase 8
like (NAT8L), DNA polymerase Nu (POLN), and
chromosome 4 open reading frame 48 (C4ORF48lI).
However, these genes are not directly associated with
seizures and microcephaly but have a putative involvement
in the skeletal development and plasticity of the human
brain [38-40]. In addition, previous studies have described
the occurrence of seizures, microcephaly, or both, which
indicates the contribution of multiple deleted genes located
adjacent to the SRO delineated in our study [41].

Thus, focusing on the critical 4p16.3 chromosome region
mapped in our study, we explored the molecular inter-action
networks and biological pathways involving WHS-associated
genes. An initial list of 343 genes obtained from the
GENCODE V24-GRCh38/hg38-UCSC database was used to
construct an interactome network. This network was
composed of 136 nodes and 750 edges (Figure 4(a)). It is

important to note that for this initial network prediction we
considered a deletion of 26 Mb including our SRO, WHSCR,
and WHSCR2 (Figure 2(a)). Furthermore, we performed a
cluster analysis that identified two major cluster regions,
cluster 1 (19 nodes and 56 edges) and cluster 2 (13 nodes and
56 edges). In these clustered and unclustered nodes, more
significant GO categories were identified (Figure 4(a)). In the
unclustered nodes, four discrete molecular functions were
predicted: (1) NAD+ nucleosidase activity ( value corrected =
0.002); (2) NAD(P)+ nucleosidase activity ( value corrected =

75 x 10 ). These pathways participate in nicotinamide
metabolism and calcium signaling, thereby contributing to
excitability, exocytosis, motility, apoptosis, and cell
transcription mechanisms [42, 43]; (3) FGFR activity ( value
corrected = 0.006) and (4) FGF binding ( value corrected =
0.004), which is involved in the maintenance of tissue
homeostasis and regulation of metabolic processes with
specific roles such as the regulation of cell migration,
proliferation, and differentiation [44, 45].

The receptors involved in these pathways are encoded by
FGFR3 and FGFRL1, which interact with FGFs to activate a
downstream signaling cascade. The hemizygous deletions
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of FGFR3 and FGFRLL1 are implicated in the skeletal abnor-
malities and facial features typical of WHS [21, 46-48].
Furthermore, three GO categories were identified in cluster 1
(Figure 4(a)). The dopamine receptor signaling pathway (
value corrected = 0.001) has been implicated in numerous
neurological processes including sleep regulation, feeding,
attention, cognitive functions, olfaction, and hormonal reg-
ulation [49]. Toxin transport ( value corrected = 0.001) and
molecular functions such as nuclear DNA replication ( value

corrected = 7.3 x10 4) encompassing the stem-loop binding
protein (SLBP) and NELFA genes, often deleted in WHS, were
also predicted. It was not possible to predict GO and pathways
categories for cluster 2.

An alternative strategy to decipher cell signaling path-ways
involved in seizures and microcephaly using networks is based
on connectivity analysis. In this analysis, the centrality
properties were evaluated (Figure 4(b)), and 29 hub-
bottlenecks (H-B) nodes were identified in the initial network.
The NELFA gene was localized in the SRO defined in this
study, and the SLBP gene was identified as an H-B in the
centrality analysis (Figure 4(b)). There is evidence that NELFA
is necessary for the recruitment of SLBP, by its regulation of
histone synthesis during the S-phase [11, 50]. Therefore, the
haploinsufficiency of NELFA, SLBP, or both could affect the
cell-cycle progression, DNA replication, and the chromatin
assembly [35]. Interestingly, NELFA is located in the WHSCR
and SLBP in WHCR2, suggesting the inde-pendent
contribution of both genes in WHS pathogenesis.

The WHSC1 protein, also located in the SRO, affects the
levels of trimethylated H3K36 (H3K36Me3), which can be
reduced by SiRNA-mediated knockdown of the NELF-E
component of the NELF complex [10, 51]. This indicates
another functional association between WHSC1 and NELFA
in controlling gene expression by chromatin remodeling and
regulation of the elongation of the transcription, respectively
[35]. The identification of the H-B NELFA, SLBP, and the hub
WHSC1 (Figure 4(b)) using centrality analysis highlights the
importance of the involvement of these genes in the core WHS
phenotype, such as skeletal malformation, facial features, and
microcephaly (Figure 2(b)) [1, 17, 19, 35, 52].

The centrality analysis revealed that 90% and 10% of the
H-B are located on chromosome 4 and other chromosomes,
respectively. Considering this evidence, we suggest that the
diversity of the pathological WHS phenotypes could be
dependent on interrelated and close H-Bs located on the
same chromosome. To the best of our knowledge, this is
the first report of a cytogenomic integrative network
analysis using systems biology to study the critical region
associated with WHS. Our study described the putative cell
signaling pathways altered in WHS that contribute to the
integrative understanding of the role of contiguous genes in
the spec-trum of this syndrome.

4. Conclusions

This study combined clinical data and integrative analysis with
conventional cytogenetic techniques, CMA, and systems
biology strategies. We confined the region of susceptibility

BioMed Research International

for microcephaly and seizures to a 330 kb sized region that
encompassed seven candidate genes (LETM1, FGFR3,
WHSC1, NELFA, C4orf48, NAT8LI, and POLN). The
network topological analysis identified 29 H-Bs, and the
candidate gene NELFA was included among these H-Bs. In
addition, significant GO categories showed that several cell
signaling pathways are responsible for the seizures and
microcephaly in WHS.
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Table S1: Summary of molecular cytogenetic and clinical findings.

Patient 1 Patient 2 Patient 3 Patient 4 Patient 5 Patient 6 Patient 7 Patient 8 Patient 9 Patient 10 Patient 11 Patient 12 Patient 13 Patient 14 Patient 15 Patient 16 Total

46, XY, t 46, XX 46,XX, 46,XX,r(4)(p16q34)[ 46, XX, 46, XY, 46, XY, 46,XY del 46, XX 46,XY,del(4) 46, XY 46, XY 46,XX,del(4) 46,XY,r(4) 46, XY 46,XX,del(4)
Karyotype (4:8) del(4)(p16.3) 26]/47,XX,r(4)(idem del(4) del(4) del(4) (4)(p16.3) (p15.3pte) (p16.3) (p16435) (p16.3)

)+1(4) (p16.3) (p16.3) (p15.2)
Molecular cytogenetic
findings
FISH del(4) del(4) del(4) del(4)(p16.3) del(4) del(4) del(4) del(4) del(4) del(4) del(4) del(4) del(4) del(4) del(4) del(4)
(p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3) (p16.3)

CMA NA NA NA NA NA NA NA NA
Deletion size (pb) 3,773,546 3,773,546 7,175,628 8,102,374 8,829,013 11,073,248 24,404,740 25,696,727
Deletion location on 71552- 71552- 71552- 71552-8173925 71552- 1729442- 68,345- 68345- L e e e e
chr:4 3845097 3845097 7247179 8900564 12802689 24,473,084 25765071
(GRCh38/hg38)
Clinical findings
Seizures + + + + + + + + - + + NA + NA NA 12/16
Microcephaly + + + + + + + + + NA NA NA + + NA NA 11/16
Growth retardation + NA NA + NA + + + NA NA NA NA + + NA NA 7116
Intellectual disability + NA + + + + + U + + + NA NA NA NA NA 9/16
Reserved prognosis - NA + + - + - NA NA NA NA NA NA NA NA 3/16
Short upper lip + NA + + + + + + NA NA + NA + NA NA NA 9/16
Small mental region + NA + + + + + + NA NA NA NA + NA NA NA 8/16
Labial deviations + NA + + + + + + NA NA + NA + NA NA NA 9/16
downward
Hypoplastic + NA + + + + + + NA NA NA + - NA NA NA 8/16
columella
Hypertelorism + NA + - + + + + + + + NA + NA NA NA 10/16
Ptosis of the eyelids + NA + - + + - u NA NA NA NA + NA NA NA 5/16
Deployment of hair + NA + - + + + + NA NA NA NA NA NA NA NA 6/16
on forehead is high
Fine nose + NA + + - - + + NA NA NA NA - NA NA NA 5/16
Cardiovascular NA NA + - - - + - NA + + + + NA NA NA 6/16
malformations
Brain malformations NA NA + U - - + - NA NA NA + NA NA NA 3/16
Cleft palate NA NA - NA NA + NA NA NA NA + NA NA NA 2/16
Renal malformations NA NA - - - NA - + + + NA NA + NA NA NA 4/16
Hypospadias NA NA u NA NA + NA + + + - NA NA NA 4/16
Feet and small hands + NA + + + + + - NA NA NA NA + NA NA NA 7116
Narrow fingers + NA + + + + + + NA NA NA NA - NA NA NA 7116
Hypotrophy of the + NA + - - - + - NA NA NA NA + NA NA NA 4/16
thenar
Hammer toe U NA + - - - - + NA NA NA - NA NA NA 2/16
Abnormal - NA U U U U U NA NA + NA U NA NA NA 2/16

dermatoglyphs

(+) feature present; (-) feature absent; (NA) not available; FISH, fluorescence in situ hybridization.
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4. CARACTERIZACAO CITOGENOMICA

A associacdo da citogenética classica e molecular tem permitido a detec¢édo e caracterizacéo
de um namero cada vez maior de variantes gendmicas decorrentes de alteragdes cromossémicas. A
determinacdo exata dos pontos de quebra gendmica e a delimitacdo das regifes cromossomicas
envolvidas nesse processo é fundamental para uma correlacdo gendtipo-fendtipo, e fornece
informacdes para um melhjore entendimento dos mecanismos moleculares associados a origem dos

rearranjos cromossémicos que levam a variantes gendmicas estruturais.

Além da identificacdo das alteracGes cromossémicas detectaveis pela analise cromossémica
convencional, a aplicacdo de andlise cromossdmica baseada em microarranjos (CMA), tem
permitido a deteccdo da variacdo do nimero de cdpias gendmicas e a caracterizacdo de rearranjos
cromossémicos estruturais. A deteccdo e 0 mapeamento de alteracbes do numero de cépias de
regibes criticas do genoma oferecem uma importante contribuicdo para a associacdo entre 0s
defeitos moleculares encontrados, o fen6tipo dos individuos portadores e a determinagdo da origem
dos desequilibrios genémicos. Assim, métodos de citogenética molecular tém sido largamente
empregados no rastreamento ao longo do genoma de alteracbes genémicas que podem representar a
evidéncia inicial para a identificacdo de um ou mais genes candidatos associados a condi¢cdes

clinicas especificas causadas por alteracfes cromossdémicas estruturais.
A seguir, apresentamos a caracterizacdo citogendmica pelo método de analise cromossémica

por microarranjos de 8 amostras com rearranjos cromossomicos envolvendo a regido 4p16.3
avaliados por este estudo.
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4.1. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #1- del(4)(p16.3)/dup(8)(p23.3p23.1)

Figura 4.1.1. Amostra #1. Paciente aos 12 anos com WHS apresentando implantacéo alta do cabelo
na fronte, hipertelorismo, columela hipoplésica, ponte nasal plana e micrognatia. Cariotipo:
46,XY ,der(4)t(4;8)(p16.3;p23.1)
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Figura 4.1.2. SNP-array utilizando a plataforma CytoScan750K _array, Affymetrix (Santa Clara,
California, USA) em amostras de DNA de paciente como teste, pontos em rosa. Os dados da razéo
de teste/referéncia para o cromossomo 4 sdo comparados em banco de dados. Cada ponto representa
um clone localizado ao longo do cromossomo 4. (A) A barra horizontal (em vermelho /~ -1x)
mostra 0 segmento gendmico alterado inidicando uma delecdo terminal no braco curto do
cromossomo 4p16.3, de ~ 3,773,546 pb (chr4:71552-3845097; (B) A barra horizontal (em azul /~
+1x) na representacdo grafica mostra o segmento genémico alterado indicando uma duplicacdo
terminal no brago curto do cromossomo 8p23.3-23.1, de ~ 11,620,291 pb (chr8:221611-11841901).
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4.2. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #2 - del(4)(p16.3)

iew: chrd (AMP: 0, DEL: 1, LOH: 0) BT = X

Figura 4.2.1. Array-CGH utilizando a plataforma 8x60 K (design 2521924, Agilent Technologies,
Santa Clara, USA) em amostras de DNA de paciente como teste (pontos em vermelho) e DNA de
individuos normais como referéncia (pontos em azul). Os dados da razdo de teste/referéncia para o
cromossomo 4 sdo mostrados. Cada ponto representa uma sonda (oligonucleotideo) localizada ao
longo do cromossomo. A barra horizontal (em vermelho /~ -1x) na representacdo gréafica indica o
segmento gendmico alterado que mostra a presenca de uma delecéo terminal de material genémico
do bracgo curto do cromossomo 4p16.3, de ~ 3,773,546 pb de tamanho (chr4:71552-3845097).
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4.3. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #3 - del(4)(p16.3-p16.1)

Figura 4.3.1. Amostra #3. Paciente aos 4 meses de idade apresentando, hipertelorismo, columela

hipoplasica, ponte nasal plana e micrognatia.

Figura 4.3.2. Array-CGH utilizando a plataforma 8x60 K (design 2521924, Agilent Technologies,
Santa Clara, USA) em amostras de DNA de paciente como teste (pontos em vermelho) e DNA de
individuos normais como referéncia (pontos em azul). Os dados da razdo de teste/referéncia para o
cromossomo 4 sdo mostrados. Cada ponto representa uma sonda (oligonucleotideo) localizada ao
longo do cromossomo. A barra horizontal (em vermelho /~ -1x) na representacdo grafica indica o
segmento gendémico alterado que mostra a presenca de uma delecdo terminal de material gendmico
do brago curto do cromossomo 4p16.3-16.1, de ~ 7,175,628 pb de tamanho (chr4:71552-7247179).
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4.4. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #4 - del(4)(p16.3-p16.1)

Chr4

Chromosome Yiew
(GHPane

Figura 4.4.1. Array-CGH utilizando a plataforma 8x60 K (design 2521924, Agilent Technologies,
Santa Clara, USA) em amostras de DNA de paciente como teste (pontos em vermelho) e DNA de
individuos normais como referéncia (pontos em azul). Os dados da razdo de teste/referéncia para o
cromossomo 4 sdo mostrados. Cada ponto representa uma sonda (oligonucleotideo) localizada ao
longo do cromossomo. A barra horizontal (em azul /~ -1x) na representacdo grafica indica o
segmento gendmico alterado que mostra a presenca de uma delecdo terminal de material genémico
do bracgo curto do cromossomo 4p16.3-16.1, de 8,102,374 pb (chr4:71552-8173925).
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4.5. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #5 - del(4)(p16.3-p16.1)

Chromosome Yiew
{GH Pang

Figura 4.5.1. Array-CGH utilizando a plataforma 8x60 K (design 2521924, Agilent Technologies,
Santa Clara, USA) em amostras de DNA de paciente como teste (pontos em vermelho) e DNA de
individuos normais como referéncia (pontos em azul). Os dados da razdo de teste/referéncia para o
cromossomo 4 sdo mostrados. Cada ponto representa uma sonda (oligonucleotideo) localizada ao
longo do cromossomo. A barra horizontal (em verde /~ -1x) na representacdo grafica indica o
segmento gendmico alterado que mostra a presenca uma delecéo terminal de material genémico do
braco curto do cromossomo 4p16.3p16.1, de 8,829,013 pb (chr4:71552-8900564).

4.6. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #6 - del(4)(p16.3-p15.33)

.

.
.
. .
+ ¥
. T oot . ¢ NEOPTE "
o8 oat ks i‘." ‘4 o' .5"':.;. ‘i.:;’:‘i:{ LY T u:i.’&?’" o 'g}%&
s ’ﬁf . s m # o

b AN gy v, WHERRTIRN ‘,.'."gk' 1}‘-‘%‘.'?‘?1 Mo o 1ol 3" =, -\; 5 15:'
P ok ML ML S oS KR AR PRSI T A S A th

' @ “w, %, ., . . ' L

Figura 4.6.1. Array-CGH utilizando a plataforma 8x60 K (design 2521924, Agilent Technologies,
Santa Clara, USA) em amostras de DNA de paciente como teste (pontos em vermelho) e DNA de
individuos normais como referéncia (pontos em azul). Os dados da razdo de teste/referéncia para o
cromossomo 4 sdo mostrados. Cada ponto representa uma sonda (oligonucleotideo) localizada ao
longo do cromossomo. A barra vertical em azul indicada no perfil cromossomémico mostra o
segmento alterado deletado. A barra horizontal (em vermelho /~ -1x) na representacdo grafica o
segmento gendmico alterado que mostra a presenca uma delecédo intersticial de material genémico
do brago curto do cromossomo 4p16.3p15.33, de 11,073,248 (chr4:1729442-12802689).
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4.7. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #7 — del(4)(p16.3-p15.2)

1-16748 MPMWHS_(CytoScan750K_Array).cy760K.cychp: Log2 Ratio
-15

Figura 4.7.1. SNP array utilizando a plataforma CytoScan750K _array, Affymetrix (Santa Clara,
California, USA) em amostras de DNA de paciente como teste, pontos em rosa. Os dados da razdo
de teste/referéncia para o0 cromossomo 4 sao comparados em banco de dados. Cada ponto representa
um clone localizado ao longo do cromossomo 4. A barra horizontal (em vermelho /~ -1x) na
representacdo grafica mostra o segmento genémico alterado indicando uma delecdo terminal de
material gendmico do brago curto do cromossomo 4pl16.3- 15.2, de 24,404,740 pb (chr4:68345-
24473084).
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4.8. CARACTERIZACAO CITOGENOMICA DA AMOSTRA #8 - del(4)(p16.3-p15.2)

Figura 4.8.1. Amostra #8. RN com WHS apresentando, hipertelorismo, columela hipoplésica e
ponte nasal plana.

1-UFMTECS. (CytoScana0K. Atray).cy750K eych: Log2 Ratio
-15

Figura 4.8.2. SNP array utilizando a plataforma CytoScan750K _array, Affymetrix (Santa Clara,
California, USA) em amostras de DNA de paciente como teste, pontos em rosa. Os dados da razéo
de teste/referéncia para o cromossomo 4 sdo comparados em banco de dados. Cada ponto representa
um clone localizado ao longo do cromossomo 4. A barra horizontal (em vermelho /~ -1x) na
representacdo grafica mostra o segmento genémico alterado indicando uma delecdo terminal de
material genémico do brago curto do cromossomo 4p16.3- 15.2, de 25,696,727 pb (chr4:68345-
25765071).

41



49. CARACTERIZACAO GENOMICA DA REGIAO CANDIDATA DE
SUSCEPTIBILDIADE A MICROCEFALIA E CONVULSAO
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Figura 4.9.1. Regido candidata associada a microcefalia e convulsdo. As barras mostram o
tamanho e a posicdo citogenémica das dele¢cbes em 4p. Barras verticais vermelhas indicam a
presenca de microcefalia; barras em cinza , convulsdes. A regido proposta baseia-se em dados de
pacientes descritos no banco de dados do DECIPHER e ClinGen.
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Figura 4.9.2. Definicdo da regido candidata de susceptibilidade a microcefalia e convulsdo. As
barras mostram tamanhos das delecGes e posicdo gendémica em 4p. Barras horizontais vermelhas
indicam a presenca de ambas as condicdes clinicas: convulsdo e microcefalia; Barras em verde
indicam auséncia de convulsdes e microcefalia. Barras em cinza representam as regides criticas da
sindrome de Wolf-Hirschhorn. A regido de sobreposicdo comum de susceptibilidade a microcefalia
e convulsdo é representada pela barra azul, cobrindo um tamanho de 330 kb (1,8 a 2,13 Mb). A
regido proposta é baseada em dados de pacientes avaliados nesse estudo e em dados publicados na
literatura (autores indicados no eixo Y).
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Figura 4.9.3. Comparacdo entre este estudo e de outros autores das regifes associadas a
microcefalia e convulsdo. As barras mostram tamanhos das delegbes e posicdo genémica em
4p16.3. Barras verticais vermelhas indicam a presenca de microcefalia; Barras verticais em azul,
convulsdes. Barras em preto representam as duas regides criticas associadas a sindrome de Wolf-
Hirschhorn. A regido de sobreposi¢do comum (SRO) de susceptibilidade a microcefalia e convulséo
é representada por fundo cinza claro, e por barra em cinza. A SRO (barra cinza) proposta nesse
estudo abrange um tamanho de 330 kb (1,8 a 2,13 Mb).
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CAPITULO5

CONSIDERACOES FINAIS
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O objetivo principal deste estudo foi o de realizar, retrospectivamente, uma caracterizagéo
citogendmica da regido cromossémica 4p16.3 em amostras de individuos com suspeita clinica de
sindrome de Wolf-Hirschhorn (WHS). Além disso, este estudo visou a tracar um perfil
citogendmico da regido critica associada a WHS utilizando métodos de analise citomolecular e de
andlise por meio de ferramentas de biologia de sistemas. Dessa maneira, nos propusemos a realizar
uma analise de interacdo génica para determinar a relevancia clinica dos genes e variantes

envolvidos em rearranjos cromossdmicos na regido critica 4p16.3.

A WHS é uma doenca rara classificada como sindrome de genes contiguos (WHS, OMIM
194190) que ocorre devido a uma delecdo parcial do braco curto do cromossomo 4 na regido 16.3
(4p16.3). Investir em estudos que possam caracterizar e definir a extensdo dessas alteracdes
estruturais, delinear os pontos de quebra citogenéticos, identificar o conjunto de genes deletados e
pesquisar 0 processo de interacdo génica associado & alteracdo cromossdmica, € fundamental para
que seja possivel uma correlacdo genoétipo-fendtipo. Neste trabalho estudamos uma amostra
composta de dezesseis individuos com suspeita clinica de WHS. Entre esse, sete (2,3,4,5,9,13 e 16)
eram do sexo feminino e nove (1,6,7,8,10,11,12,14 e 15) do sexo masculino. Os achados clinicos
em comum na amostra foram convulsdo, microcefalia, hipertelorismo e deficiéncia intelectual.
Dismorfias faciais, retardo do crescimento e malformacdes cardiovasculares e renais também foram
relatadas (Tabela S1, pag. 32).

Utilizando métodos de bandamento GTG, FISH e anélise cromossdmica por microarranjos,
identificamos 16 alteracBes estruturais envolvendo a regido 4p16.3. No total, foram mapeadas 12
delecBes terminais 4p, 1 delecdo intersticial 4p, 2 cromossomos em anel do cromossomo 4 e um
derivativo do cromossomo 4 (der4), produto desbalanceado originado de uma translocacéao
t(4;8)(p16.3;p23.1). As dele¢des envolvendo a regido 4p16.3 apresentaram extensao variavel, desde
3,7 Mb a 26 Mb ((Tabela S1, pag. 32).

A partir do delineamento da posicdo gendmica das delecdes, investigamos as CNVs
encontradas dentro destas regifes. A caracterizacdo das CNVs quanto aos pontos de quebra
cromossémicos, posi¢do gendbmica e tamanho da alteracdo associadas as caracteristicas clinica da
amostra foram compilados e registrados. Comparamos os dados encontrados neste estudo com as
informagdes dos bancos de dados DECIPHER e CliGen. Dados clinicos encontrados associados as
alteracdes detectadas foram registrados e posteriormente comparados aos dados da amostra avaliada
neste estudo (Anexo I). Utilizando como base as posi¢des gendmicas das alteragdes detectadas em
nossa amostra, identificou-se os genes localizados na regido 4p16.3-p15.2 e suas respectivas

funcbes (Anexo Il1).
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A partir da compilacdo das informacbes obtidas por meio de diferentes métodos
citogenéticos, realizou-se uma analise integrativa por meio de biologia de sistemas, avaliando a
interacdo génica na regido critica 4p16.3. A interacdo génica e 0s rearranjos cromossémicos em 4p,
possivelmente estdo associados a variabilidade fenotipica em individuos com WHS. No entanto,
correlacdes gendtipo-fendtipo envolvendo a regido 4p16.3, devem ainda considerar a influéncia de
outros desequilibrios genémicos em outras regiGes do genoma ou, a presenca de rearranjos
moleculares complexos ndo identificados. Considerando que WHS é uma sindrome de genes
contiguos e que apresenta um espectro variavel, focalizamos na investigacdo de CNVs associadas
as duas manifestacdes clinicas (convulsdo e microcefalia) recorrentes na WHS. A convulséo
apresenta-se em cerca de 90% dos pacientes com WHS (Battaglia et al. 2015) e a microcefalia esta
presente em mais de 80% dos pacientes com WHS

A partir deste trabalho, delimitamos uma regido de sobreposicdo em comum (SRO) na
regido 4pl6.3. A regido SRO abrange 330 kb e localiza-se em um segmento 4p terminal entre
1.8Mb e 2.13 Mb. Propusemos que a SRO delimitada nesse estudo seja uma regido de
susceptibilidade a convulsdo e microcefalia no contexto da WHS. Esta regido inclui sete genes
candidatos (LETM1, FGFR3, WHSC1, NELF-A, C4orf48, NAT8L e POLN). Ja foram propostos
anteriromente pelo menos cinco intervalos em 4p16.3 associados a convulsdo (Figura 9.3). A regido
candidata mais distal € um segmento de 197 kb a partir de 360 kb da regido 4p (Ho et al. 2016).
Demais regides propostas, sdo definidas pelos intervalos entre 0,6-0,9Mb (Bi et al. 2016), 0,4 a
1,9Mb (Zollino et al. 2008), 0,3-1,4 Mb (Maas et al. 2007) e 0,76 a 1,3 Mb (Shimizu et al. 2014).
Estas regides incluem seis genes candidatos associados a convulsdes: PIGG, CPLX1, CTBP1 e
LETM1 (Endele et al. 1999; Zollino et al. 2003; Simon and Bergemann 2008; Catela et al. 2009;
Engbers et al. 2009; Misceo et al. 2012; Bayindir et al. 2013; Hart et al. 2014; Shimizu et al. 2014;
Zollino et al. 2014; Bi et al. 2016; Ho et al. 2016).

Neste estudo, a delecdo do gene LETM1 ocorreu em todos os individuos e pode indicar uma
importante contribuicdo a presenca de convulsdes. Localizada na membrana mitocondrial interna,
esta proteina funciona como um transportador de ions, regulando as concentra¢cdes mitocondriais de
Ca (2+) e H + (Jiang et al. 2009). LETM1 tém sido frequentemente relacionado a convulsdo em
casos de delecdo hemizigdtica (Endele et al. 1999; Zollino et al. 2003; Hart et al. 2014; Shimizu et
al. 2014; Bi et al. 2016). Em linhagens celulares humanas, a delecdo de LETM1 pode alterar os
niveis intracelulares de ca2 +, uma transicdo mitocondrial disfuncional, a abertura dos poros e a
hiperpolarizacdo. Estas alteracbes nas mitocondrias podem contribuir para o aparecimento de
alguns achados clinicos na sindrome, incluindo convulsdo (Khurana et al. 2013; Hart et al. 2014).

Neste estudo, identificamos a delecdo de LETM1 e convulsdo em todos os individuos, sugerindo
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um envolvimento putativo deste gene. Embora exista o relato de casos sem a presenca de convulsédo
e delecdo de LETML1, e também de casos com a presencga de convulsdo sem a delecdo de LETM1
(Van Buggenhout et al. 2004; Maas et al. 2007; Misceo et al. 2012; Andersen et al. 2013; Bayindir
et al. 2013), isto pode ser parcialmente explicado pela possibilidade de haver contribuicdo de
diversos genes, e um provavel sinergismo entre os genes PIGG, CPLX1 e LETM1, frequentemente

associados a convulsdao em WHS (Bi et al. 2016).

Da mesma maneira, diferentes intervalos da regido 4p16.3 tém sido propostos como criticos
para a presenca de microcefalia no contexto da WHS. O segmento mais distal proposto localiza-se
entre 0.3-1.4 Mb (Maas et al. 2008). Ainda outros dois intervalos entre 1.28-1.9 Mb; 2.2-2.38 Mb
(Van Buggenhout et al. 2004) e uma pequena regido proximal de 1.79-1.9 Mb partir do telémero
também foram propostos como de suscetibilidade a microcefalia (Okamoto et al. 2013). Dois genes
deletados na regido de susceptibilidade proposto por este estudo ja foram associados a microcefalia
em WHS. Os genes WHSC1 (Van Buggenhout et al. 2004; Okamoto et al. 2013) e NELF-A
(Kerzendorfer et al. 2012). A proteina expressa por WHSC1 apresenta atividade do co-repressor da
transcricdo pela atividade histona metiltransferase (Kim et al. 2008; Hart et al. 2014), atuando no
controle dos niveis de trimetilacio H3K36 e acetilacdo de histonas (Lee et al. 2014). NELF-A
codifica um membro do fator de alongamento negativo, envolvido na regulacdo da progresséo da
transcricdo por RNA polimerase Il (Narita et al. 2003) e maturagdo de mRNA de histonas (Narita et
al. 2007). A haploinsuficiéncia de NELF-A em linhagens celulares em pacientes WHS esta
associada a progressdo tardia da fase S no ciclo celular e alteracdo da montagem da cromatina,
indicando envolvimento na patogénese da sindrome e uma possivel contribuicdo no
desenvolvimento da microcefalia (Kerzendorfer et al. 2012). Outros quatro genes também estdo
localizados na regido de susceptibilidade proposta neste trabalho: FGFR3 (receptor tipo 3 de fator
de crescimento de fibroblastos), NAT8L (N-Acetiltransferase 8 Like), POLN (DNA Polimerase Nu)
e C40RF48 (Cromossomo 4 com matriz de leitura 48 aberta). Estes genes ndo foram descritos
associados diretamente a convulsdo e/ou microcefalia, entretanto, podem ter um envolvimento
putativo no desenvolvimento esquelético e plasticidade do cérebro humano (Colvin et al. 1996;
Wiame et al. 2010; Endele et al. 2011). FGFR3 codifica um receptor para um fator de crescimento
envolvido na mitogénese e angiogénese (Keegan et al. 1991). Fenotipos como defeitos do tecido
esquelético interno foram demonstrados em ratos homozigotos para delecdo de FGFR3,
apresentando-se fendtipos normais em heterozigotos (Colvin et al. 1996). CAORF48, expressa um
neuropeptidio putativo, e seu padrdo de expressdo sugere um potencial papel no desenvolvimento
do cérebro e estruturas cerebelares humanas, bem como uma funcéo associada a plasticidade dos
neurdnios no cérebro adulto (Endele et al. 2011). NATL8 codifica uma proteina especifica de

neurdnio que catalisa a sintese de NAA de L-aspartato e acetil-CoA, importante forma de
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armazenamento e transporte de acetil coenzima A (Wiame et al. 2010). POLN expressa um membro
da familia de DNA-polimerase do tipo A, envolvida no reparo do DNA e na recombinacao
homologa (Moldovan et al. 2010).

Ha evidéncias de que a proteina expressa por NELF-A, localizado na SRO proposta por este
estudo, é necessaria para o recrutamento da proteina de ligacao de stem-loop (SLBP), na qual regula
a sintese de histonas durante a fase S (Narita et al. 2003; Zheng et al. 2003). Portanto, a
haploinsuficiéncia de NELF-A e/ou SLBP pode afetar a progressao do ciclo celular, a replicacdo do
DNA e a montagem da cromatina (Kerzendorfer et al. 2012). Curiosamente, NELF-A esta
localizado em WHSCR1 e SLBP em WHSCR2, sugerindo uma contribui¢cdo independente de

ambos o0s genes, quando excluidos, na patogénese WHS.

A proteina WHSC1, também localizada em SRO, influencia nos niveis de histona H3
trimetillisina 36 (H3K36Me3), no entanto, H3K36Me3 pode ser reduzida por knockdown mediado
por siRNA do componente NELF-E do complexo NELF (Sun and Li 2010; Lee et al. 2014). Isso
indica outra associacdo funcional, mas agora, entre WHSC1 e NELF-A no controle da expressdo
génica por remodelacdo da cromatina e regulacdo do alongamento da transcrigdo, respectivamente
(Kerzendorfer et al. 2012). A identificagdo de associacOes entre NELF-A, SLBP e WHSC1,
consolida a importancia do envolvimento desses genes em caracteristicas clinicas centrais em WHS,
como malformacdo esquelética, caracteristicas faciais e microcefalia (Van Buggenhout et al.
2004;Maas et al. 2008;Nimura et al. 2009;Kerzendorfer et al. 2012;0kamoto et al. 2013).

A correlacdo genotipo-fendtipo torna-se um desafio em sindromes de genes contiguos como
a WHS. Mais especificamente em relacdo a microcefalia e/ou convulsao, estudos prévios indicam a
contribuicdo de multiplos genes deletados, além dos identificados na SRO proposta neste trabalho.
Entretanto, a geracdo de dados de analise genébmica que mapeiam a regido critica de uma alteragédo
cromossOmica acrescentam valiosas informacdes para a identificdo e pesquisa de interacGes entre
as proteinas dentro de uma regido critica. Esta analise integrativa possibilita um melhor
entendimento dos mecanismos intrinsecos associados a uma sindrome.Neste estudo definiu-se a
configuracdo citogenética e molecular de diferentes rearranjos estruturais envolvendo a regido
critica 4p16.3, foram dentificados genes candidatos envolvidos na patogénese da WHS e foi
avaliada a possivel interacdo génica dentro desta regido. Como resultado, definimos uma regido

critica de susceptibilidade a convulséo e a microcefalia no contexto da WHS.

Além da contribuicdo cientifica no &mbito das doencas raras, este trabalho tem um impacto
na comunidade, permitindo a vérias familias atendidas pela rede publica de salde o acesso a um
diagndstico citogenético adequado. Estas agdes promovem consequéncias positivas para a pratica

clinica. A identificacdo de uma alteracdo cromossdmica e um correto diagndstico citogenético séo
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uma importante ferramenta de auxilio ao clinico no acompanhamento de individuos afetados por
uma sindrome. A confirmacdo de uma suspeita clinica de uma sindrome rara contribui
significativamente no manejo da doenca e aconselhamento genético. Além disto, traz a

possibilidade de diminuir a angustia do individuo afetado e de seus familiares.
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ANEXOS

ANEXO | - DADOS CLINICOS

57



Tabela 1.Achados clinicos descritos associados a delecdo no segmento cromossémico 4p16.3 (chr4:71552-3845097). Dados compilados do
DECIPHER e ClinGen. Paciente #1, referéncia 15749.

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecdo (Mb)
Posicdo gendmica inicio
Posicdo gendmica final
Gerais:

Microcefalia

Convulsdes

Retardo do Crescimento
Deficiéncia intelectual
Prognéstico reservado
Padréo Dismérfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica
Hipertelorismo

Ptose das palpebras
Implantac&o do cabelo na fronte é alta

Nariz afinado

Malformacoes:

DECIPHER
15749 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894 272155
M F D F M F M F M D M F F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
3,77 0,469 1,48 1,54 33 3,77 0,614 37 0,855 1,74 345 1,74 1,89
71552 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677 119071
3845097 541094 1554763 | 1613886 | 3375637 | 3845097 | 686681 | 3770412 | 927839 | 1810090 | 3519927 | 1819995 | 2009727
+ = = = + = = = = + + - =
+ - + + + - - - + - - + -
+ = = = + = = = = + = = =
+ - - - - - - + + + + - +
- !+ 7 7 ! [ | |

Cardiovasculares SIR + -
Cerebrais SIR - -
Palato fendido SIR - -
Renais SIR - -
Coloboma da iris SIR - -
Hipospédia SIR - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes

Continuacéo tabela 1

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecdo (Mb)
Posicéo gendmica inicio
Posicao gendmica final
Dismorfias:

Pés e maos pequenos
Dedos estreitos

Hipotrofia das regides tenar e hipotenar
Artelhos em martelo

Dermatoglifos anormais

DECIPHER

15749 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894 272155
M F D F M F M F M D M F F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
3,77 0,469 1,48 1,54 33 3,77 0,614 37 0,855 1,74 345 1,74 1,89
71552 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677 119071
3845097 541094 1554763 | 1613886 | 3375637 | 3845097 | 686681 | 3770412 | 927839 | 1810090 | 3519927 | 1819995 | 2009727

SIR - - - - - - - - - - - -

Radiologia:

Atraso de maturacdo 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises
Malformacoes:

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

S/IR

SR
SIR
SR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes

Continuacao tabela 1

DECIPHER
Referéncia Citogenética 15749 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928 266946 2599
Género M D D D D D D M F M D F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~~ . . ~— — _— — _—
Tamanho da delecéo (Mb) 3,77 0,042 0,042 0,042 0,042 0,042 0,042 0,645 1,73 1,54 3,11 3,72 2,51
Posicéo gendmica inicio 71552 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630 471352 1075598
Posicéo gendmica final 3845097 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638 4190247 3587919
Gerais:
Microcefalia + - - - - - - = o . + - -
ConvulsGes + - + - - - + - + + + - -
Retardo do Crescimento + = = - - - - - + B + . _
Deficiéncia intelectual + + - + + + + + - + + + +

Prognéstico reservado

Padréo Dismorfico:

Labio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Malformacoes:

Cardiovasculares SIR - - - - - - - - - - + -
Cerebrais SIR - - - - = - = = - - - -
Palato fendido SIR - - - - - - - - - R - +
Renais S/IR - - - - - o - - - + - -
Coloboma da iris SIR - - - - - - - - - - - -
Hipospadia SIR - - - - - - 5 5 . & - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes

Continuacéo tabela 1

DECIPHER
Referéncia Citogenética 15749 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928 266946 2599
Género M D D D D D D M F M D F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~— . ~— _— — — _— —
Tamanho da delecéo (Mb) 3,77 0,042 0,042 0,042 0,042 0,042 0,042 0,645 1,73 1,54 3,11 3,72 2,51
Posigéo gendmica inicio 71552 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630 471352 1075598
Posicéo gendmica final 3845097 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638 4190247 3587919
Dismorfias:
Pés e maos pequenos + - - - - - - - - - - - -
Dedos estreitos + - - - = - s 5 o - - - -
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - -
Artelhos em martelo SIR - - - - = s . - - - - -
Dermatoglifos anormais - - - - - - - - - - R -
Raciloga . . [ /| |
Atraso de maturagdo 6ssea + - - - - - - s = - - - -
Pélvis estreita + - - - - - - - - - - - -
Anomalias costo-vertebrais + - - - - o 5 . - - - - -
Sinostose radio-ulnar + - - - - - - - - - - - -
Pseudo-epifises SIR - - - = - = . o - - - -
E— . . [ '/ | |
Intestinais + - - - - - - - - - - - -
Uterina - - - - - - = = o - - - -
Disgenesia gonadal SIR - - - - - - - - - - R -
Extrofia de bexiga SIR - - - - - 5 5 5 - - - -
Ectrodactilia SIR - - - - - - - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes

Continuacao tabela 5.1.

DECIPHER
Referéncia Citogenética 15749 288598 285842 314608 272047 298151 270581 286913 289699 270501
Género M D M F F M M M M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal ~~ -~ ~~ ~~ ~— ~— — — _— _—
Tamanho da delecéo (Mb) 3,77 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021
Posicdo gendmica inicio 71552 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629
Posicdo gendmica final 3845097 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787
Gerais:
Microcefalia + - - + s o 4 + - +
Convulsdes + - - - - - - - - -
Retardo do Crescimento s - - - - + - + - -
Deficiéncia intelectual + - - - - - + - + +
Prognéstico reservado - - - - - = - - - -
Paiio Dismoriico . ! ' |
Lébio superior curto + - - - - - - - - R
Regido mentoniana pequena + - = = = o - - - -
Comisssuras labiais desviadas para baixo + - - + - - - - - -
Columela hipoplésica + - = = = o o - - -
Hipertelorismo + + + - - - - - - R
Ptose das palpebras + - - - 5 = = - - -
Implantacéo do cabelo na fronte é alta + - - - - - - - - R
Nariz afinado + - - - 5 = = - - -
Malformctes: ! ! ! |
Cardiovasculares SIR - - - - - - - - -
Cerebrais SIR - - - - - o 5 - -
Palato fendido SIR - - - - - - - - -
Renais SIR - - - - = = - - -
Coloboma da iris SIR - - - - - - - - R
Hipospadia SIR - - - - = o - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes

Continuacéo tabela 1

DECIPHER
Referéncia Citogenética 15749 288598 285842 314608 272047 298151 270581 286913 289699 270501
Género M D M F F M M M M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal ~~ ~~ ~~ ~~ ~~ ~— — ~— — —
Tamanho da delecéo (Mb) 3,77 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021
Posicéo gendmica inicio 71552 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629
Posicéo gendmica final 3845097 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787
Dismorfias:
Pés e maos pequenos + - - - - - - - - R
Dedos estreitos + - - - = 5 o - - -
Hipotrofia das regides tenar e hipotenar + - - - - - - - - -
Artelhos em martelo SIR - - - - - o - - -
Dermatoglifos anormais - - - - - - - - - R
odifogi: ~
Atraso de maturagao 6ssea + - - - - s = - - -
Pélvis estreita + - - - - - - - - -
Anomalias costo-vertebrais + - - = o . = - - -
Sinostose radio-ulnar + - - - - - - - - R
Pseudo-epifises SIR - - - - 5 = - - -
v e O N
Intestinais + - - - - - - - - -
Uterina - - - - - - = - - -
Disgenesia gonadal SIR - - - - - - - - R
Extrofia de bexiga SIR - - - - - = - - -
Ectrodactilia SIR - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.



https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes

Continuacéo tabela 1

DECIPHER

ClinGen
Referéncia Citogenética 15749 308614 259123 292827 262543 285672 583094 577943 582126 575330 575255 576471
Género M F M F M M D D D D D D
Ponto de quebra distal p16.3 p16.3 pl16.3 pl16.3 p16.3 p16.3 pl16.3 p16.3 p16.3 p16.3 pl16.3 pl16.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~ ~
Tamanho da delecéo (Mb) 3,77 0,529 0,164 0,104 0,342 0,063 0,041 2,32 3,49 0,037 0,037 0,036
Posicdo gendmica inicio 71552 2110075 2837653 2968483 3413612 3573014 72447 72247 72447 147582 147582 1814763
Posicéo gendmica final 3845097 2702441 3301865 3072568 3756297 3636893 113583 2402086 3563382 185425 185425 1850806
Gerais: -
Microcefalia + - - - - - - - - - - -
Convulsdes + - - - - - - + - - + -
Retardo do Crescimento + - - - - - - + - - - -
Deficiéncia intelectual + + + - + - - - - - - -

Prognéstico reservado

Padréo Dismorfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantac&o do cabelo na fronte é alta
Nariz afinado

Malformacoes:

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

S/R
SR
S/R
S/IR
S/R
SR

@ _»

M: masculino; F: feminino; “+”: Clinica presente;

: clinica ausente; "S/R"

sem registro.



https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes

Continuacéo tabela 1

| DECIPHER | ClinGen
Referéncia Citogenética 15749 308614 259123 292827 262543 285672 583094 577943 582126 575330 575255 576471
Género M F M F M M D D D D D D
Ponto de quebra distal p16.3 p16.3 pl6.3 p16.3 p16.3 pl6.3 p16.3 pl6.3 pl6.3 p16.3 pl6.3 pl6.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 3,77 0,529 0,164 0,104 0,342 0,063 0,041 2,32 3,49 0,037 0,037 0,036
Posigdo gendmica inicio 71552 2110075 2837653 2968483 3413612 3573014 72447 72247 72447 147582 147582 1814763
Posicéo gendmica final 3845097 2702441 3301865 3072568 3756297 3636893 113583 2402086 3563382 185425 185425 1850806

Dismorfias:

Pés e méos pequenos

Dedos estreitos

Hipotrofia das regides tenar e hipotenar

Artelhos em martelo

Dermatoglifos anormais

+
+
+

S/IR

Radiologia:

Atraso de maturagio 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises
Malformagoes:
Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

SIR

S/R
SR

SR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.



https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes

Tabela 2. Achados clinicos descritos associados a duplicagcdo no segmento cromossémico 8p23.3 — 23.1 (chr8:221611-11841901). Dados

compilados do DECIPHER e ClinGen . Paciente #1, referéncia 15749.

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecdo (Mb)
Posicdo gendmica inicio
Posicdo gendmica final
Gerais:

Microcefalia

Convulsdes

Retardo do Crescimento
Deficiéncia intelectual
Prognostico reservado
Padr&o Dismérfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica
Hipertelorismo

Ptose das palpebras
Implantac&o do cabelo na fronte é alta
Nariz afinado
Malformacoes:

DECIPHER
15749 291610 285503 | 252360 | 283408 | 262054 | 314994 | 252360 | 262983 | 249540 2368 610 290213 | 331513 | 288156
M M F F M M F F F D M S — M F D
p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.2 p23.3 p23.3 p23.3
p23.1 p23.2 p23.1 — p23.2 p23.1 p23.2 -~ — p23.2 p23.2 p23.1 - — -
11,62 1,98 7,53 0,064 4,366 7,597 4318 0,59 0,589 1,936 4,984 6,21 0,269 0,269 0,74
221611 221611 221601 | 224765 | 311977 | 360157 | 360389 | 449281 | 450006 | 487634 | 487634 | 487643 | 590399 | 590399 | 686598
11841901 | 2206217 7753593 | 288938 | 4678847 | 7957314 | 4678847 | 1039793 | 1039748 | 2423869 | 5471879 | 6697917 | 860051 | 860051 | 1427222
+ = = = o = = = = + = + - - -

+ - - - - - - - - + - + - - -

4 = = . o + = = = = = = = = =
+ + - + - + + + - + + + - - +

+ o+ o+ o+ o+ o+ o+ +

Cardiovasculares S/IR - - - - - - - - - - - - . _
Cerebrais S/IR - - - - - o o - - - - - - -
Palato fendido S/IR - - - - - - - - - - - R - _
Renais S/IR - - - - - o o - - - - - - -
Coloboma da iris S/IR - - - - - - - - - - - R - _
Hipospadia SIR - - - = = = o . - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/291620#genotype/cnv/67384/browser
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59228/browser
https://decipher.sanger.ac.uk/patient/252360#genotype/cnv/28140/browser
https://decipher.sanger.ac.uk/patient/283408#genotype/cnv/57115/browser
https://decipher.sanger.ac.uk/patient/262054#genotype/cnv/37438/browser
https://decipher.sanger.ac.uk/patient/314994#genotype/cnv/93908/browser
https://decipher.sanger.ac.uk/patient/252360#genotype/cnv/28139/browser
https://decipher.sanger.ac.uk/patient/262983#genotype/cnv/45947/browser
https://decipher.sanger.ac.uk/patient/249540#genotype/cnv/727/browser
https://decipher.sanger.ac.uk/patient/2368#genotype/cnv/9538/browser
https://decipher.sanger.ac.uk/patient/610#genotype/cnv/2471/browser
https://decipher.sanger.ac.uk/patient/290213#genotype/cnv/65893
https://decipher.sanger.ac.uk/patient/331513#genotype/cnv/112726/browser
https://decipher.sanger.ac.uk/patient/288156#genotype/cnv/62468/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221601-2206227&hgsid=575780943_QeoTaIM2PRcwKDbxBiTue63nOdTl
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221601-7753593&hgsid=575781253_vwu7asaHkXrRtzn7y42w8TXaboLj
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A224765-288938&hgsid=575784875_mtE4q8XPH9WnMjC6i6RDsUKyuYN6
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A311977-4678847&hgsid=575786987_9iiGuBrispKQZQE7B0AfgnJaTxAS
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A360157-7957314&hgsid=575787205_9q6smTEao52BBnfHUjVnSOoikIwz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A360389-4678847&hgsid=575786435_pa4UsqEXavsmVeFDGj9lC5c5bSNO
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A449281-1039793&hgsid=575788455_CAA6XWMhUXqaK7zC3aIZDcbda2io
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A450006-1039748&hgsid=575789303_tBQnGNXUZXfq4EpGJMyHBdbdDWu7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A487634-2423869&hgsid=575790735_uuW2T2ZDUQDyaAZsL9rK1kFndhYv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A487634-5471879&hgsid=575792899_ImiNxi1Ub1dDlVabOrquCLaBmsr3
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A487643-6697917&hgsid=575794743_q1fQGrbjgEk1vEAI8qmZagP2bAgK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A590399-860051&hgsid=575795195_VhjRnlfgH0aw0oUKLCuQCWJzWSkY
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A590399-860051&hgsid=575804229_1DJtWuUX8UfdBcA1XIq5umxWPXmN
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A686598-1427222&hgsid=575804515_SpVlvgUqF3g95sWNM7UXzSlc4AIl

Continuacéo da tabela 2

DECIPHER
Referéncia Citogenética 15749 291610 285503 252360 283408 262054 314994 252360 262983 249540 2368 610 290213 331513 288156
Género M M F F M M F F F D M F - M F D
Ponto de quebra distal p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.3 p23.2 p23.3 p23.3 p23.3
Ponto de quebra proximal p23.1 p23.2 p23.1 ~~ p23.2 p23.1 p23.2 ~~ ~~ p23.2 p23.2 p23.1 ~~ ~~ ~
Tamanho da delegdo (Mb) 11,62 1,98 7,53 0,064 4,366 7,597 4,318 0,59 0,589 1,936 4,984 6,21 0,269 0,269 0,74
Posicdo gendmica inicio | 221611 221611 221601 224765 311977 360157 360389 449281 450006 487634 487634 487643 590399 590399 686598
Posicdo gendmica final | 11841901 2206217 7753593 288938 4678847 | 7957314 | 4678847 | 1039793 | 1039748 | 2423869 | 5471879 | 6697917 860051 860051 1427222
Dismorfias:
Pés e maos pequenos + - - - - - - - - - - - - - i,
Dedos estreitos + - - - = = = 5 5 - - - - - ;
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - - - -
Artelhos em martelo SIR - - - - = = s 5 5 - - - - -
Dermatoglifos anormais - - - - - - - - - - - - - - -
Radiooga . |
Atraso de maturagdo 6ssea + - - - - + - - = - - - - - -
Pélvis estreita + - - - - - - - - - - - - - i,
Anomalias costo-vertebrais + - - - - = = s . - - - - - -
Sinostose radio-ulnar + - - - - - - - - - - - - - i
Pseudo-epifises S/IR - - - - o o - - - - - - - -
. wveoaces |
Intestinais + - - - - - - - - - - - - i i
Uterina - - - - - = - = s . - - - - -
Disgenesia gonadal S/IR - - - - - - - - - - - - - .
Extrofia de bexiga SIR - - - = = = = . - - - - - -
Ectrodactilia SIR - - - - - - - - - - - - - B,
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/291620#genotype/cnv/67384/browser
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59228/browser
https://decipher.sanger.ac.uk/patient/252360#genotype/cnv/28140/browser
https://decipher.sanger.ac.uk/patient/283408#genotype/cnv/57115/browser
https://decipher.sanger.ac.uk/patient/262054#genotype/cnv/37438/browser
https://decipher.sanger.ac.uk/patient/314994#genotype/cnv/93908/browser
https://decipher.sanger.ac.uk/patient/252360#genotype/cnv/28139/browser
https://decipher.sanger.ac.uk/patient/262983#genotype/cnv/45947/browser
https://decipher.sanger.ac.uk/patient/249540#genotype/cnv/727/browser
https://decipher.sanger.ac.uk/patient/2368#genotype/cnv/9538/browser
https://decipher.sanger.ac.uk/patient/610#genotype/cnv/2471/browser
https://decipher.sanger.ac.uk/patient/290213#genotype/cnv/65893
https://decipher.sanger.ac.uk/patient/331513#genotype/cnv/112726/browser
https://decipher.sanger.ac.uk/patient/288156#genotype/cnv/62468/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221601-2206227&hgsid=575780943_QeoTaIM2PRcwKDbxBiTue63nOdTl
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221601-7753593&hgsid=575781253_vwu7asaHkXrRtzn7y42w8TXaboLj
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A224765-288938&hgsid=575784875_mtE4q8XPH9WnMjC6i6RDsUKyuYN6
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A311977-4678847&hgsid=575786987_9iiGuBrispKQZQE7B0AfgnJaTxAS
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A360157-7957314&hgsid=575787205_9q6smTEao52BBnfHUjVnSOoikIwz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A360389-4678847&hgsid=575786435_pa4UsqEXavsmVeFDGj9lC5c5bSNO
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A449281-1039793&hgsid=575788455_CAA6XWMhUXqaK7zC3aIZDcbda2io
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A450006-1039748&hgsid=575789303_tBQnGNXUZXfq4EpGJMyHBdbdDWu7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A487634-2423869&hgsid=575790735_uuW2T2ZDUQDyaAZsL9rK1kFndhYv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A487634-5471879&hgsid=575792899_ImiNxi1Ub1dDlVabOrquCLaBmsr3
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A487643-6697917&hgsid=575794743_q1fQGrbjgEk1vEAI8qmZagP2bAgK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A590399-860051&hgsid=575795195_VhjRnlfgH0aw0oUKLCuQCWJzWSkY
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A590399-860051&hgsid=575804229_1DJtWuUX8UfdBcA1XIq5umxWPXmN
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A686598-1427222&hgsid=575804515_SpVlvgUqF3g95sWNM7UXzSlc4AIl

Continuacao da tabela 2

DECIPHER
Referéncia Citogenética 15749 254189 332747 275284 314280 249114 253654 289159 289620 314265 325769 1617 280494 284368 286720
Género M M F F M F F D D M F F M F F
Ponto de quebra distal p23.3 p23.2 p23.2 p23.2 p23.2 p23.2 p23.2 p23.2 p23.2 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ p23.1 p23.1 p23.1 p23.1 ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegdo (Mb) 11,62 2,201 0,206 0,953 0,439 0,429 0,175 0,163 0,163 0,186 0,366 0,686 4,448 0,842 2,759
Posicdo gendmica inicio | 221611 3701806 4208151 | 4767537 | 5721359 | 5897624 | 6129089 | 6139426 | 6139426 | 6416469 | 6677838 | 7169406 | 7273022 | 7303177 | 7753514
Posicdo gendmica final | 11841901 5903523 4414654 | 5721438 | 6161216 | 6327284 | 6304824 | 6302540 | 6302540 | 6603440 | 7044056 | 7855766 | 11721664 | 8145260 | 10513056

Gerais:

Microcefalia
Convulsdes

Retardo do Crescimento
Deficiéncia intelectual
Prognostico reservado

Padrao Dismérfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Malformacoes:

+ o+ |+ |+

+ o+ o+ o+ o+ o+ o+ +

Cardiovasculares S/IR - - - - - - - - - - - - - -
Cerebrais SIR - - - - - - + - = 5 = - - -
Palato fendido S/IR - - - - + - - - - - - - + -
Renais SIR - - - - - o = 5 - - - - - -
Coloboma da iris S/IR - - - - - - - - - - - - - -
Hipospadia S/IR - - - - - - o 5 = - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/254189#genotype/cnv/28813/browser
https://decipher.sanger.ac.uk/patient/332747#genotype/cnv/115602/browser
https://decipher.sanger.ac.uk/patient/275284#genotype/cnv/49402/browser
https://decipher.sanger.ac.uk/patient/314280#genotype/cnv/92969/browser
https://decipher.sanger.ac.uk/patient/249114#genotype/cnv/22890/browser
https://decipher.sanger.ac.uk/patient/253654#genotype/cnv/28005/browser
https://decipher.sanger.ac.uk/patient/289159#genotype/cnv/64154/browser
https://decipher.sanger.ac.uk/patient/289620#genotype/cnv/64951/browser
https://decipher.sanger.ac.uk/patient/314265#genotype/cnv/92954/browser
https://decipher.sanger.ac.uk/patient/325769#genotype/cnv/105770/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6052/browser
https://decipher.sanger.ac.uk/patient/280494#overview
https://decipher.sanger.ac.uk/patient/284368#genotype/cnv/58103
https://decipher.sanger.ac.uk/patient/286720#genotype/cnv/60691/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A3701806-5903523&hgsid=575815233_Evuyu1TN4HFAc4ddIVG11BgrNFwX
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A4208151-4414654&hgsid=575815673_QnHUnTRPqZHzz8skrKJzaQ1J6ZWB
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A4767537-5721438&hgsid=575815763_ltgId4rtuQsopNnCAKQdXMpNvoKs
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:5721359-6161216
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A5897624-6327284&hgsid=575816191_pa4rDiUBBkidFbVGdSYoB50lw030
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6129089-6304824&hgsid=575816797_HtdlglklxbpAK9npJI1keAvQdAM1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6139426-6302540&hgsid=575817159_bAIbyAmgX1b0z8Op43I7hy4jSAgr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6139426-6302540&hgsid=575817589_tQxE67O1RZOeuH4FPNFAMvk00RWB
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6416469-6603440&hgsid=575817811_vNoDVBf94iFA5mESzltQH8OgQasG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6677838-7044056&hgsid=575818589_CoM8xGVkYHofqtw74F743Gfahkvh
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169406-7855766&hgsid=575819277_ayRaXwaWNH7B0vizY5NPNdmgDAtb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:7273022-11721664
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:7303177-8145260
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7753514-10513056&hgsid=575898465_GZJLao5aoDmxHLm15kJLMaVDaQw7

Continuacéo da tabela 2

DECIPHER
Referéncia Citogenética 15749 254189 332747 275284 314280 249114 253654 289159 289620 314265 325769 1617 280494 284368 286720
Género M M F F M F F D D M F F M F F
Ponto de quebra distal p23.3 p23.2 p23.2 p23.2 p23.2 p23.2 p23.2 p23.2 p23.2 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ p23.1 p23.1 p23.1 p23.1 ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 11,62 2,201 0,206 0,953 0,439 0,429 0,175 0,163 0,163 0,186 0,366 0,686 4,448 0,842 2,759

Posicdo genémica inicio | 221611 3701806 4208151 | 4767537 | 5721359 | 5897624 | 6129089 | 6139426 | 6139426 | 6416469 | 6677838 | 7169406 | 7273022 | 7303177 | 7753514
Posicéo gendmica final | 11841901 5903523 4414654 | 5721438 | 6161216 | 6327284 | 6304824 | 6302540 | 6302540 | 6603440 | 7044056 | 7855766 | 11721664 | 8145260 | 10513056

Dismorfias:
Pés e méos pequenos + - - - - - - - - - - - - - ;
Dedos estreitos + - - - = - = 5 5 - - - - - -
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - - - -
Artelhos em martelo SIR - - - - - = s 5 o - - - - -

Dermatoglifos anormais - - - - - - - - - - - - - R -

e O O O S

Atraso de maturacgéo dssea + - - - - = = s s - - - - - -
Pélvis estreita + - - - - - - - - - - - - - R

Anomalias costo-vertebrais + - - = - = o . - - - - - - -
Sinostose radio-ulnar + - - - - - - - - - - - - - R

Pseudo-epifises SIR - - - - o o - - - - - - _ -

o O

Intestinais + - - - - - - - - - - - - - R
Uterina - - - - - - = = . o - - - - -
Disgenesia gonadal SIR - - - - - - - - - - - - R -

Extrofia de bexiga SIR - - - - - = = = - - - - - -
Ectrodactilia SIR - - - - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/254189#genotype/cnv/28813/browser
https://decipher.sanger.ac.uk/patient/332747#genotype/cnv/115602/browser
https://decipher.sanger.ac.uk/patient/275284#genotype/cnv/49402/browser
https://decipher.sanger.ac.uk/patient/314280#genotype/cnv/92969/browser
https://decipher.sanger.ac.uk/patient/249114#genotype/cnv/22890/browser
https://decipher.sanger.ac.uk/patient/253654#genotype/cnv/28005/browser
https://decipher.sanger.ac.uk/patient/289159#genotype/cnv/64154/browser
https://decipher.sanger.ac.uk/patient/289620#genotype/cnv/64951/browser
https://decipher.sanger.ac.uk/patient/314265#genotype/cnv/92954/browser
https://decipher.sanger.ac.uk/patient/325769#genotype/cnv/105770/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6052/browser
https://decipher.sanger.ac.uk/patient/280494#overview
https://decipher.sanger.ac.uk/patient/284368#genotype/cnv/58103
https://decipher.sanger.ac.uk/patient/286720#genotype/cnv/60691/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A3701806-5903523&hgsid=575815233_Evuyu1TN4HFAc4ddIVG11BgrNFwX
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A4208151-4414654&hgsid=575815673_QnHUnTRPqZHzz8skrKJzaQ1J6ZWB
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A4767537-5721438&hgsid=575815763_ltgId4rtuQsopNnCAKQdXMpNvoKs
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:5721359-6161216
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A5897624-6327284&hgsid=575816191_pa4rDiUBBkidFbVGdSYoB50lw030
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6129089-6304824&hgsid=575816797_HtdlglklxbpAK9npJI1keAvQdAM1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6139426-6302540&hgsid=575817159_bAIbyAmgX1b0z8Op43I7hy4jSAgr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6139426-6302540&hgsid=575817589_tQxE67O1RZOeuH4FPNFAMvk00RWB
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6416469-6603440&hgsid=575817811_vNoDVBf94iFA5mESzltQH8OgQasG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A6677838-7044056&hgsid=575818589_CoM8xGVkYHofqtw74F743Gfahkvh
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169406-7855766&hgsid=575819277_ayRaXwaWNH7B0vizY5NPNdmgDAtb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:7273022-11721664
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:7303177-8145260
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7753514-10513056&hgsid=575898465_GZJLao5aoDmxHLm15kJLMaVDaQw7

Continuacéo da tabela 2

DECIPHER
Referéncia Citogenética 15749 288140 289649 331109 258439 250048 259716 255293 289432 287840 290261 287928 288102 330157 296542 290836
Geénero M M D M M M M F D D D D F D D M
Ponto de quebra distal p23.3 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegéo (Mb) 11,62 0,93 0,281 3,702 3,675 3,54 0,418 0,204 0,096 0,106 0,106 0,541 0,541 0,768 0,634 0,027
822989 851405 931372 931372 931372 1035834 1120760 1139177
Posicédo gendmica inicio 221611 7927923 8072686 | 8103637 | 8130650 | 8191984 7 0 0 0 0 9464462 9464462 2 3 6
1180583 1180594 1173295 | 864835 871885 941096 942024 942024 1000581 1000581 1114507 1184191 1141968
Posigdo gendmica final | 11841901 8857934 8353809 0 0 8 8 9 8 5 5 8 8 6 1 5
Gerais: N ) (Y Y U
Microcefalia + - - - - - + - - - - - - - - -
Convulses + - + - - - + + + - - - - - - -
Retardo do Crescimento + - - + - - - - - - - - - - - -
Deficiéncia intelectual + + - - + + + + - + + - - - + -

Prognéstico reservado -
Padrdo Dismorfico:
Lébio superior curto +

Regido mentoniana pequena +
Comisssuras labiais desviadas para
baixo

Columela hipoplésica
Hipertelorismo

Ptose das palpebras
Implantacéo do cabelo na fronte é
alta +

Nariz afinado +

Malformagoes:

Cardiovasculares SIR + - - + - - - - - - - R R . +
Cerebrais SIR - - - - - = 5 = = - - - - - -
Palato fendido SIR - - - + - - - - - - - - - -
Renais SIR - - - + - - - o 5 5 5 - - - +
Coloboma da iris SIR - - - - - - - - - - - - R - -
Hipospadia SIR - - - = = = = o . - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/288140#genotype/cnv/62425
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64975/browser
https://decipher.sanger.ac.uk/patient/331109#genotype/cnv/112242/browser
https://decipher.sanger.ac.uk/patient/258439#genotype/cnv/34341
https://decipher.sanger.ac.uk/patient/250048#genotype/cnv/23252/browser
https://decipher.sanger.ac.uk/patient/259716#genotype/cnv/36253/browser
https://decipher.sanger.ac.uk/patient/255293#genotype/cnv/30386/browser
https://decipher.sanger.ac.uk/patient/289432#genotype/cnv/64596/browser
https://decipher.sanger.ac.uk/patient/287840#genotype/cnv/61914/browser
https://decipher.sanger.ac.uk/patient/290261#genotype/cnv/65988/browser
https://decipher.sanger.ac.uk/patient/287928#genotype/cnv/62024/browser
https://decipher.sanger.ac.uk/patient/288102#genotype/cnv/62335/browser
https://decipher.sanger.ac.uk/patient/300157#genotype/cnv/84836/browser
https://decipher.sanger.ac.uk/patient/296542#genotype/cnv/71603/browser
https://decipher.sanger.ac.uk/patient/290836#genotype/cnv/66568/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7927923-8857934&hgsid=575898677_PJSF00oscgaWzRxZL5DdT1Ddo5As
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8072686-8353809&hgsid=575899307_48fqMo0UKja5pJmI6vXRl8Uj9uq9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8103637-11805830&hgsid=575899851_5msrb5r2A8k1rKZL17K8A2410biT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:8130650-11805940
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8191984-11732958&hgsid=575900315_xau27mgFw0QZXIKYQDgauP22piOO
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8229897-8648358&hgsid=575900439_AMYMAoexzSLdA8lgGNaUavdQMXeg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:8514050-8718859
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:9313720-9410698
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9313720-9420245&hgsid=575901007_gA2ML0W89KOLYMn3cm2ydeAsXjJK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9313720-9420245&hgsid=575903215_aWcALYLtTKda2QaNHaKdgELfC2Jm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9464462-10005818&hgsid=575903453_K4MafQUHeawma43zPgo2dS4NaZAm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9464462-10005818&hgsid=575903803_k4UnIREA8X8XNDIaAe4efFsDMw8l
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A10358342-11145076&hgsid=575904517_Tmw7grcOetlxdMMRGZuVLStTizXP
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11207603-11841911&hgsid=575905163_kDvXOrdxy9xULSdkKTyxZVcc1p2a
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11391776-11419685&hgsid=575905509_azGeJ5MPx9lC7prNOHM6CwHekiCn

Continuacéo da tabela 2

DECIPHER
Referéncia Citogenética 15749 288140 289649 331109 258439 250048 259716 255293 289432 287840 290261 287928 288102 330157 296542 290836
Género M M D M M M M F D D D D F D D M
Ponto de quebra distal p23.3 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 11,62 0,93 0,281 3,702 3,675 3,54 0,418 0,204 0,096 0,106 0,106 0,541 0,541 0,768 0,634 0,027
Posicdo gendmica inicio 221611 7927923 8072686 | 8103637 8130650 8191984 | 8229897 | 8514050 | 9313720 | 9313720 | 9313720 | 9464462 9464462 | 10358342 | 11207603 | 11391776
Posicéo gendmica final | 11841901 8857934 8353809 | 11805830 | 11805940 | 11732958 | 8648358 | 8718859 | 9410968 | 9420245 | 9420245 | 10005818 | 10005818 | 11145076 | 11841911 | 11419685

Dismorfias:
Pés e maos pequenos

Dedos estreitos
Hipotrofia das regides tenar e
hipotenar

Artelhos em martelo
Dermatoglifos anormais
Radiologia:

Atraso de maturacdo 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises

Malformacoes:

+

+

+

S/IR

SIR

Intestinais + - - - - - - - - - - - - - - -
Uterina - - - - - - - = = 5 . = - - - -
Disgenesia gonadal SIR - - - - - - - - - - - - - - -
Extrofia de bexiga SIR - - - - - = o o 5 = = - - - -
Ectrodactilia SIR - - - - - - - - - - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.



https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/288140#genotype/cnv/62425
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64975/browser
https://decipher.sanger.ac.uk/patient/331109#genotype/cnv/112242/browser
https://decipher.sanger.ac.uk/patient/258439#genotype/cnv/34341
https://decipher.sanger.ac.uk/patient/250048#genotype/cnv/23252/browser
https://decipher.sanger.ac.uk/patient/259716#genotype/cnv/36253/browser
https://decipher.sanger.ac.uk/patient/255293#genotype/cnv/30386/browser
https://decipher.sanger.ac.uk/patient/289432#genotype/cnv/64596/browser
https://decipher.sanger.ac.uk/patient/287840#genotype/cnv/61914/browser
https://decipher.sanger.ac.uk/patient/290261#genotype/cnv/65988/browser
https://decipher.sanger.ac.uk/patient/287928#genotype/cnv/62024/browser
https://decipher.sanger.ac.uk/patient/288102#genotype/cnv/62335/browser
https://decipher.sanger.ac.uk/patient/300157#genotype/cnv/84836/browser
https://decipher.sanger.ac.uk/patient/296542#genotype/cnv/71603/browser
https://decipher.sanger.ac.uk/patient/290836#genotype/cnv/66568/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7927923-8857934&hgsid=575898677_PJSF00oscgaWzRxZL5DdT1Ddo5As
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8072686-8353809&hgsid=575899307_48fqMo0UKja5pJmI6vXRl8Uj9uq9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8103637-11805830&hgsid=575899851_5msrb5r2A8k1rKZL17K8A2410biT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:8130650-11805940
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8191984-11732958&hgsid=575900315_xau27mgFw0QZXIKYQDgauP22piOO
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A8229897-8648358&hgsid=575900439_AMYMAoexzSLdA8lgGNaUavdQMXeg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:8514050-8718859
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr8:9313720-9410698
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9313720-9420245&hgsid=575901007_gA2ML0W89KOLYMn3cm2ydeAsXjJK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9313720-9420245&hgsid=575903215_aWcALYLtTKda2QaNHaKdgELfC2Jm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9464462-10005818&hgsid=575903453_K4MafQUHeawma43zPgo2dS4NaZAm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A9464462-10005818&hgsid=575903803_k4UnIREA8X8XNDIaAe4efFsDMw8l
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A10358342-11145076&hgsid=575904517_Tmw7grcOetlxdMMRGZuVLStTizXP
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11207603-11841911&hgsid=575905163_kDvXOrdxy9xULSdkKTyxZVcc1p2a
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11391776-11419685&hgsid=575905509_azGeJ5MPx9lC7prNOHM6CwHekiCn

Continuacéo da tabela 2

DECIPHER
Referéncia Citogenética 15749 254290 280883 281495 287180 576814 | 575837 | 1603320 | 1603936 | 584044 | 1602517 | 1603331 | 1603498 | 1601582 | 1603489 | 160131
Género M F F M M D D D D D D D D D D D
Ponto de quebra distal p23.3 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~ ~
Tamanho da delecdo (Mb) 11,62 0,374 0,158 0,158 0,158 1,026 0,234 0,583 0,91 0,91 0,636 0,636 0,636 0,91 0,91 0,91
Posicéo gendmica inicio | 221611 11431196 11683623 | 11683623 | 11683623 | 7053186 | 7169490 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510
Posicdo gendmica final | 11841901 11805830 11841911 | 11841911 | 11841911 | 8079920 | 7403681 | 7752596 | 8079912 | 8079912 | 7806227 | 7806227 | 7806227 | 8079912 | 8079912 | 8079912
Gerais: I N I
Microcefalia + - - - - - - - - - - - + - - -
Convulsdes + - - - - + - - - - - + - + - -
Retardo do Crescimento s - - - - - - - - - - - - - - -
Deficiéncia intelectual + - - + + - - - + - - - - - - +

Prognéstico reservado -

Padr&o Dismorfico: -

Labio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

+ o+ o+ o+ o+ o+ o+ +

Nariz afinado

o I O e S

Cardiovasculares SIR + - - - - - - - - - - - - - -
Cerebrais SIR - - - - = = o - - - - + + + i
Palato fendido SIR - + - - - - - - - - - - - - -
Renais SIR - - - - - - o o = = - - - - -
Coloboma da iris SIR - - - - - - - - - - - - - - -
Hipospadia SIR - - - - = - o o = = - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/254290#genotype/cnv/28937/browser
https://decipher.sanger.ac.uk/patient/280883#genotype/cnv/54639/browser
https://decipher.sanger.ac.uk/patient/281495#genotype/cnv/55200/browser
https://decipher.sanger.ac.uk/patient/287180#genotype/cnv/61112/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11431196-11805830&hgsid=575905989_vhaaAde3NNzs7oFwZMfc2UoN9sfC
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11683623-11841911&hgsid=575906843_sctpEirxegFFNcg2a47Caf3scMo0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11683623-11841911&hgsid=575907593_G3GxUNLfObrMjoawsn8BvCOiTG2t
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11683623-11841911&hgsid=575908369_IViMOXJ4y9rqzACa1X0Yyk2KUh88
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169490-7403681&hgsid=575951951_xGMgv9GMv6cxlHQBXk32M4pmYiYj
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7752596&hgsid=575933065_FIcAtoz8kPlhcIEChgkH1xa317pU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575950059_O2Ets42amFJXBCnMudK9AsNnlPjz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575934059_56IzW0TqUHexzZVLZam7IVhRTA2J
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7806227&hgsid=575934159_H2r3gMnizdEDvyk2kKcmLsAuGsgM
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7806227&hgsid=575935023_gppqaqjAacpb2XQ1LKrHBDJzvLaN
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7806227&hgsid=575936711_CVDXZCPFcB3mzc3sa2AHS00oMGiR
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575936205_F5W7um7w7rDDWP6bEnFitRpz5d2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575941083_xzd2cXPkoQSyasPZdFZMWhik13sQ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575942525_WeTlJorsMJ1Vy71z0gdafKm1nl80

Continuacéo da tabela 2

DECIPHER
Referéncia Citogenética 15749 254290 280883 281495 287180 576814 575837 | 1603320 | 1603936 | 584044 | 1602517 | 1603331 | 1603498 | 1601582 | 1603489 | 160131
Género M F F M M D D D D D D D D D D D
Ponto de quebra distal p23.3 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 11,62 0,374 0,158 0,158 0,158 1,026 0,234 0,583 0,91 0,91 0,636 0,636 0,636 0,91 0,91 0,91
Posicdo gendmica inicio 221611 11431196 11683623 | 11683623 | 11683623 | 7053186 | 7169490 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510 | 7169510
Posicéo gendmica final | 11841901 11805830 11841911 | 11841911 | 11841911 | 8079920 | 7403681 | 7752596 | 8079912 | 8079912 | 7806227 | 7806227 | 7806227 | 8079912 | 8079912 | 8079912

Dismorfias:
Pés e maos pequenos

Dedos estreitos
Hipotrofia das regides tenar e
hipotenar

Artelhos em martelo
Dermatoglifos anormais
Radiologia:

Atraso de maturagio 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises

Malformacoes:

Intestinais + - - - - - - - - - - - - - R i
Uterina - - - - - o o - - - - + - - _ B
Disgenesia gonadal S/IR - - - - - - - - - - - - - R .
Extrofia de bexiga SIR - - - - - = - = - - - - - - -
Ectrodactilia SIR - - - - - - - - - - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=8:221611-11841901#consented-patients/results
https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://decipher.sanger.ac.uk/patient/254290#genotype/cnv/28937/browser
https://decipher.sanger.ac.uk/patient/280883#genotype/cnv/54639/browser
https://decipher.sanger.ac.uk/patient/281495#genotype/cnv/55200/browser
https://decipher.sanger.ac.uk/patient/287180#genotype/cnv/61112/browser
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11431196-11805830&hgsid=575905989_vhaaAde3NNzs7oFwZMfc2UoN9sfC
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11683623-11841911&hgsid=575906843_sctpEirxegFFNcg2a47Caf3scMo0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11683623-11841911&hgsid=575907593_G3GxUNLfObrMjoawsn8BvCOiTG2t
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11683623-11841911&hgsid=575908369_IViMOXJ4y9rqzACa1X0Yyk2KUh88
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169490-7403681&hgsid=575951951_xGMgv9GMv6cxlHQBXk32M4pmYiYj
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7752596&hgsid=575933065_FIcAtoz8kPlhcIEChgkH1xa317pU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575950059_O2Ets42amFJXBCnMudK9AsNnlPjz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575934059_56IzW0TqUHexzZVLZam7IVhRTA2J
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7806227&hgsid=575934159_H2r3gMnizdEDvyk2kKcmLsAuGsgM
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7806227&hgsid=575935023_gppqaqjAacpb2XQ1LKrHBDJzvLaN
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-7806227&hgsid=575936711_CVDXZCPFcB3mzc3sa2AHS00oMGiR
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575936205_F5W7um7w7rDDWP6bEnFitRpz5d2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575941083_xzd2cXPkoQSyasPZdFZMWhik13sQ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8079912&hgsid=575942525_WeTlJorsMJ1Vy71z0gdafKm1nl80

Continuacéo da tabela 2

Referéncia Citogenética 15749 1601806 | 1603470 | 1604741 | 583987 | 1604553 | 584134 | 1604182 | 1603027 | 575734 | 575594 | 578037 | 583892
Género M D D D D D D D D D D D D
Ponto de quebra distal p23.3 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
Ponto de quebra proximal p23.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecio (Mb) 11,62 0,906 0,513 0,84 0,84 0,84 0,84 0,891 0,811 0,438 0,811 0,811 0,537
Posicdo gendmica inicio 221611 7169510 | 7239471 | 7239471 | 7239471 | 7239161 | 7239471 | 7239471 | 7268825 | 7268819 | 7268819 | 7268819 | 7268825
Posicéo gendmica final | 11841901 | 8130631 | 7752596 | 8079912 | 8079912 | 81305393 | 8079912 | 8130631 | 8079912 | 7752586 | 8079920 | 8079920 | 7806227

Gerais: |

Microcefalia
Convulses
Retardo do Crescimento

+ o+ o+ o+

Deficiéncia intelectual
Prognéstico reservado -

Padr&o Dismorfico: _
+

Lébio superior curto

+

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

+ o+ o+ o+ o+

Nariz afinado

vatormagoes.

Cardiovasculares SIR
Cerebrais SIR

Palato fendido SIR
Renais SIR
Coloboma da iris SIR
Hipospadia SIR

706709
D
p23.2
0,953
7268825
8222024

578103
D

p23.1

0,708
7371630
8079920

1602731
D

p23.1

0,081
11590294
11672038

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8130631&hgsid=575937437_KcbOBblIAtg8cp0xxXil7EJVpkqZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-7752596&hgsid=575949205_jzaLiKD8DPv824zWwIo106tAfh8V
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575949431_hegkxGw3hgheujILDz2g4wxlejEs
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575931837_UG67XfDiaJDd7JefHFJFAX7gxYaf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575942305_YzrriD6veEtJJx4GPZKEf1wlWeb0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575941727_gxa0SOOr0wksXFGHotn0XNhwAvzN
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8130631&hgsid=575930771_Ue2AXkxLlT7KWFP9RoHsK0aoaTmi
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7268825-8079912&hgsid=575949669_P3HjEsGACyzOsObCOQxXaGwipCAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7268819-8079920&hgsid=575952311_dR4tiBPPvKJJMO6QBIiAujXEJach
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7268825-7806227&hgsid=575930253_YkhWxcUIP9FlCZG4pFZzh4BULcFR
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&hgt.customText=http://www.iscaconsortium.org/isca/ucsc/hg19/BEDFiles/BigBED/allCustomTracksBigBed.txt&position=chr8:7371630-8079920&spliceVariants=0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11590294-11672038&hgsid=575951737_gd2Ahgxl09ZAtAj9QoJpSdQcpVeN

Continuacéo da tabela 2

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecéo (Mb)
Posicéo gendmica inicio
Posicéo gendmica final
Dismorfias:

Pés e maos pequenos
Dedos estreitos

Hipotrofia das regides tenar e hipotenar
Artelhos em martelo
Dermatoglifos anormais
Radiologia:

Atraso de maturagdo 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises

Malformacoes:

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

S/IR
S/IR
SR

706709
D
p23.2
0,953
7268825
8222024

578103
D

p23.1

0,708
7371630
8079920

15749 | 1601806 | 1603470 | 1604741 | 583987 | 1604553 | 584134 | 1604182 | 1603027 | 575734 | 575594 | 578037 | 583892
M D D D D D D D D D D D D
p23.3 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1 p23.1
p23.1 - —~ — — — — — -~ -~ -~ -~ —
11,62 0,906 0513 084 084 0,84 084 0,891 0811 0,438 0811 0,811 0,537
221611 | 7169510 | 7239471 | 7239471 | 7239471 | 7239161 | 7239471 | 7239471 | 7268825 | 7268819 | 7268819 | 7268819 | 7268825
11841901 | 8130631 | 7752596 | 8079912 | 8079912 | 81305393 | 8079912 | 8130631 | 8079912 | 7752586 | 8079920 | 8079920 | 7806227
- 7 4 7.+ /. | |
+ ; . ; ; ; ; ; ] . . . .
- ; i i i i i i ) i i i i
+ ; . ] ] ] ] ] ] . . . .
SIR - - - - - - - - - - - -

1602731
D

p23.1

0,081
11590294
11672038

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/browser#q/8:221611-11841901/location/8:1-17902046
https://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A221611-11841901&hgsid=575779515_hWKRTuYzuxZhbMOkZXj8KyPSjg04
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7169510-8130631&hgsid=575937437_KcbOBblIAtg8cp0xxXil7EJVpkqZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-7752596&hgsid=575949205_jzaLiKD8DPv824zWwIo106tAfh8V
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575949431_hegkxGw3hgheujILDz2g4wxlejEs
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575931837_UG67XfDiaJDd7JefHFJFAX7gxYaf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575942305_YzrriD6veEtJJx4GPZKEf1wlWeb0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8079912&hgsid=575941727_gxa0SOOr0wksXFGHotn0XNhwAvzN
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7239471-8130631&hgsid=575930771_Ue2AXkxLlT7KWFP9RoHsK0aoaTmi
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7268825-8079912&hgsid=575949669_P3HjEsGACyzOsObCOQxXaGwipCAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7268819-8079920&hgsid=575952311_dR4tiBPPvKJJMO6QBIiAujXEJach
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A7268825-7806227&hgsid=575930253_YkhWxcUIP9FlCZG4pFZzh4BULcFR
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&hgt.customText=http://www.iscaconsortium.org/isca/ucsc/hg19/BEDFiles/BigBED/allCustomTracksBigBed.txt&position=chr8:7371630-8079920&spliceVariants=0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr8%3A11590294-11672038&hgsid=575951737_gd2Ahgxl09ZAtAj9QoJpSdQcpVeN

Tabela 3 Achados clinicos descritos associados a delegdo no segmento cromossémico 4p16.3-p16.1 (chr4:71552-3845097). Dados compilados do
DECIPHER e ClinGen. Paciente #2, referéncia 10500.

DECIPHER
Referéncia Citogenética 10500 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894
Género F F D F M F M F M D M F
Ponto de quebra distal p16.3 p16.3 p16.3 pl16.3 pl16.3 pl16.3 pl6.3 p16.3 pl16.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal ~~ ~~ -~ ~~ ~~ ~— ~— ~— — — _— _—
Tamanho da delecéo (Mb) 3.733 0.469 1.48 154 33 3.77 0.614 3.7 0.855 1.74 3.45 1.74
Posicdo gendmica inicio 71552 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677
Posicdo gendmica final 3845097 541094 1554763 1613886 3375637 3845097 686681 3770412 927839 1810090 3519927 1819995
serai:| | | |
Microcefalia SIR - - - + = = = o + & -
| Convulsdes + - + + + - - - + - R +
Retardo do Crescimento SIR - - - + = s o o 4 - -
Deficiéncia intelectual S/R - - - - - - + + + + -
Prognéstico reservado S/IR - - - - - = - - - - -
| PaoDimorficor
Labio superior curto S/IR - - - - - - - - - R R
Regifo mentoniana pequena SIR - - - = = = o o - - -
Comisssuras labiais desviadas para
baixo SIR - - - - - - - - - - -
Columela hipopléasica SIR - - - = = s - - - - -
Hipertelorismo SIR - - - - - - - - - - R
Ptose das palpebras S/IR - - - - - = - - - - -
Implantacéo do cabelo na fronte é alta SIR - - - - - - - - - - R
Nariz afinado SIR - - - - - - o = - - -
Cardiovasculares SIR + - - - - - - - - - -
Cerebrais SIR - - - - - - o o 5 - -
Palato fendido SIR - - - - - - - - - - -
Renais SIR - - - - - - = o - - -
Coloboma da iris SIR - - - - - - - - - - R
Hipospadia SIR - - - - = s = o - - -

@ .

Masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes

Continuacao da tabela 3

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecdo (Mb)
Posicdo gendmica inicio
Posicdo gendmica final
Dismorfias:

Pés e méos pequenos
Dedos estreitos

Hipotrofia das regides tenar e hipotenar
Artelhos em martelo
Dermatoglifos anormais
Radiologia:

Atraso de maturagio 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar

Pseudo-epifises

Malformacoes:

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

DECIPHER
10500 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894
F F D F M F M F M D M F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
3.733 0.469 1.48 154 3.3 377 0.614 37 0.855 1.74 3.45 1.74
71552 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677
3845097 541094 1554763 1613886 3375637 3845097 686681 3770412 927839 1810090 3519927 1819995
SIR - - - - - - - - - - -
SIR - - = = - = = - - - -
SIR - - - - - - - - - - -
SIR - - = = - = = - - - -
SIR - - - - - - - - - - -
SIR - - - - - - - - - - -
SIR - - - - - - - - - - -
SIR - - - - - - - - - - -
SIR - - - - - - - - - - -
SIR - - = = - - - - - - -

SR
SIR
SR
SIR
S/R

M:masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.



https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes

Continuacao da tabela 3

DECIPHER
Referéncia Citogenética 10500 272155 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928
Género F F D D D D D D M F M D
Ponto de quebra distal p16.3 p16.3 pl16.3 p16.3 p16.3 p16.3 p16.3 p16.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal ~~ ~~ -~ ~~ ~~ ~— ~— —~— — — _— _—
Tamanho da delegdo (Mb) 3.733 1.89 0.042 0.042 0.042 0.042 0.042 0.042 0.645 1.73 154 311
Posicdo gendmica inicio 71552 119071 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630
Posicdo gendmica final 3845097 2009727 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638
Gerais:
Microcefalia S/R - - - = = = 5 - - - +
Convulsbes + - - + - - - + - + + +
Retardo do Crescimento SIR - - - = = = - - + - +
Deficiéncia intelectual S/IR + + - + + + + + - + +
Prognostico reservado SIR - - - - = = s 5 - - -
e o O
Labio superior curto SIR - - - - - - - - - - R
Regido mentoniana pequena SIR - - - - - o 5 . - - -
Comisssuras labiais desviadas para baixo SIR - - - - - - - - - - R
Columela hipoplésica SIR - - - - - - 5 . - - -
Hipertelorismo SIR - - - - - - - - - - R
Ptose das palpebras SIR - - - - - s - - - - -
Implantac&o do cabelo na fronte é alta SIR - - - - - - - - - - R
Nariz afinado SIR - - - - - - 5 . - - -
e e o
Cardiovasculares SIR - - - - - - - - - - -
Cerebrais SIR - - - - - - = 5 5 - -
Palato fendido SIR - - - - - - - - - - -
Renais SIR - - - - = o = = - - +
Coloboma da iris SIR - - - - - - - - - - R
Hipospédia SIR - - - - = = . - - - +

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes

Continuacao da tabela 3

DECIPHER
Referéncia Citogenética 10500 272155 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928
Género F F D D D D D D M F M D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~— ~— ~— — — _— _—
Tamanho da delecéo (Mb) 3,733 1,89 0,042 0,042 0,042 0,042 0,042 0,042 0,645 1,73 1,54 3,11
Posicdo gendmica inicio 71552 119071 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630
Posicdo genémica final 3845097 2009727 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638
e O
Pés e maos pequenos S/IR - - - - - - - - - - -
Dedos estreitos SIR - - - - - - s 5 - - -
Hipotrofia das regides tenar e hipotenar SIR - - - - - - - - - - R
Artelhos em martelo SIR - - - - = - s 5 - - -

Dermatoglifos anormais

Radiologia:

Atraso de maturagio 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises
Malformacdes:

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

SIR
S/IR
SIR
S/IR
S/IR
]
S/R
SIR
SR
SIR

SIR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes

Continuacao da tabela 3

DECIPHER
Referéncia Citogenética 10500 266946 2599 288598 285842 314608 272047 298151 270581 286913 289699 270501
Género F F F D M F F M M M M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 pl6.3 pl16.3 pl16.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~~ ~~ ~— ~— ~— — —
Tamanho da delecéo (Mb) 3,733 3,72 2,51 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021
Posicdo gendmica inicio 71552 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629
Posigao gendmica final 3845097 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787
Gerais:
Microcefalia SIR - - - - + - - i + - +
Convulsoes + - - - - - - - - - - -
Retardo do Crescimento S/IR - - - - - - + = + - -
Deficiéncia intelectual SIR + + - - - - - + i, + +
Prognéstico reservado S/IR - - - - - = - - - - -

Padrdo Dismorfico: -

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Malformacoes:

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

SR
SIR
SR
SIR
S/IR
S/IR
S/IR
S/R
I
S/R
SIR
SR
SR
SR

SIR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes

Continuacao da tabela 3

DECIPHER
Referéncia Citogenética 10500 266946 2599 288598 285842 314608 272047 298151 270581 286913 289699 270501
Género F F F D M F F M M M M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal == ~~ ~~ ~~ ~~ ~— ~— — — — — _—
Tamanho da delecéo (Mb) 3,733 3,72 2,51 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021
Posicéo genémica inicio 71552 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629
Posicdo genémica final 3845097 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787
Dismorfias:
Pés e méos pequenos SIR - - - - - - - - - - R
Dedos estreitos SIR - - - - - = s 5 - - -
Hipotrofia das regies tenar e hipotenar SIR - - - - - - - - - - -
Artelhos em martelo SIR - - - - - - s . - - -
Dermatoglifos anormais SIR - - - - - - - - - - R
Ragiologi: .|
Atraso de maturacdo 6ssea SIR - - - - = = . . - - -
Pélvis estreita SIR - - - - - - - - - - R
Anomalias costo-vertebrais SIR - - - - - = 5 . - - -
Sinostose radio-ulnar SIR - - - - - - - - - - R
Pseudo-epifises SIR - - - - - - 5 . - - -
Valformagges:
Intestinais SIR - - - - - - - - - - -
Uterina SIR - - - - - - = = - - -
Disgenesia gonadal SIR - - - - - - - - - - R
Extrofia de bexiga SIR - - - - - - 5 5 = - -
Ectrodactilia SIR - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes

Continuacao da tabela 3

DECIPHER ISCA
Referéncia Citogenética 10500 308614 259123 292827 262543 285672 583094 577943 582126 575330 575255 576471
Género F F M F M M D D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal ~~ ~ ~~ ~~ ~~ ~— ~— —~— — — _— _—
Tamanho da delecéo (Mb) 3,733 0,529 0,164 0,104 0,342 0,063 0,041 2,32 3,49 0,037 0,037 0,036
Posigéo gendmica inicio 71552 2110075 2837653 2968483 3413612 3573014 72447 72247 72447 147582 147582 1814763
Posicéo gendmica final 3845097 2702441 3301865 3072568 3756297 3636893 113583 2402086 3563382 185425 185425 1850806
Gerais:
Microcefalia SIR - - - - = = s . - - -
Convulsoes + - - - - - - + - - + -
Retardo do Crescimento SIR - - - - - - + s o - -
Deficiéncia intelectual SIR + + - + - - - - - - -
Prognostico reservado SIR - - - - = = s 5 - - -
I O O
Lébio superior curto SIR - - - - - - - - - - -
Regido mentoniana pequena SIR - - - = = = . . - - -
Comisssuras labiais desviadas para baixo SIR - - - - - - - - - - -
Columela hipopléasica SIR - - - - - = - - - - -
Hipertelorismo SIR - - - - - - - - - - -
Ptose das palpebras SIR - - - - - s - - - - -
Implantac&o do cabelo na fronte é alta SIR - - - - - - - - - - -
Nariz afinado SIR - - - - = - s . - - -
Malformages: . /.| | |
Cardiovasculares SIR - - - - - - - - - - +
Cerebrais SIR - - + - - - 5 . 5 - -
Palato fendido SIR - - - - - - - - + - -
Renais SIR - - - - - - = 5 5 - -
Coloboma da iris SIR - - - - - - - - - - -
Hipospadia SIR - - - - - - 5 . - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes

Continuacao da tabela 3

DECIPHER ISCA
Referéncia Citogenética 10500 308614 259123 292827 262543 285672 583094 577943 582126 575330 575255 576471
Género F F M F M M D D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 pl16.3 p16.3 p16.3 pl16.3 p16.3 p16.3 p16.3 pl16.3 pl16.3
Ponto de quebra proximal ~~ ~ ~~ ~~ ~~ ~— ~— ~— — — _— _—
Tamanho da delecéo (Mb) 3,733 0,529 0,164 0,104 0,342 0,063 0,041 2,32 3,49 0,037 0,037 0,036
Posicéo gendmica inicio 71552 2110075 2837653 2968483 3413612 3573014 72447 72247 72447 147582 147582 1814763
Posigéo gendmica final 3845097 2702441 3301865 3072568 3756297 3636893 113583 2402086 3563382 185425 185425 1850806
Dismorfias:
Pés e maos pequenos SIR - - - - - - - - - - R
Dedos estreitos S/IR - - - - - = = . - - -
Hipotrofia das regides tenar e hipotenar S/IR - - - - - - - - - - -
Artelhos em martelo S/IR - - - - - = = . - - -
Dermatoglifos anormais S/IR - - - - - - - - - - -

Radiologia:

Atraso de maturagdo dssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises
Malformacdes:
Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

SIR
SR
SIR
SR
S/R

SR
SR
S/R
SR

SR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes

Tabela 4. Achados clinicos descritos associados a dele¢do no segmento cromossémico 4p16.3-p16.1 (chr4:71552-7247179). Dados compilados do
DECIPHER e ClinGen. Paciente #3, referéncia 15614.

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecéo (Mb)
Posicéo gendmica inicio
Posicéo gendmica final

Gerais:

Microcefalia
Convulsoes

Retardo do Crescimento
Deficiéncia intelectual

Prognéstico reservado

Padrdo Dismorfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela

hipoplasica

Hipertelorismo

Ptose das palpebras
Implantacéo do cabelo na fronte é
alta

Nariz afinado

Malformacoes:

Cardiovasculares
Cerebrais

Palato fendido
Renais
Coloboma da iris

Hipospédia

DECIPHER
15614 331646 289649 288500 263569 285503 293489 288001 287892 291456 252491 252479 252482 314306
F F D F M F F D D M F F F F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3

p16.1 — - — — - p16.2 -~ -~ - - p16.2 p16.1 -
775 0,469 1,48 1,54 33 377 5,44 6,05 8,66 0,614 37 6,05 8,6 378
71552 71553 71553 71553 71552 71552 71552 71553 71553 72247 72247 72247 72247 72320
7247179 541094 1554763 | 1613886 | 3375637 | 3845097 | 5506588 | 6124891 | 8732736 | 686681 | 3770412 | 6125018 | 8667751 | 3848756

+ - - - + - - - - - - - - +
+ - + + + - - + - - - - - -
S/IR - - - + - - = + = = = = -
+ - - - - - - - - - + + + -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/browser
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/browser
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/browser
https://decipher.sanger.ac.uk/patient/252482#genotype/cnv/26113/browser
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/293489#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288001#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
file:///C:/Users/Thiago/AppData/Roaming/Microsoft/Excel/tient/252479%23phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252482#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314306#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-5506598&hgsid=575490287_FrBuSmZ3f83sghgncYA0daRHqekI
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-6124901
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-8732746
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-6125028&hgsid=575497075_eFrSkb5b5elUSKLNYB5Fxy2JtjAb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-8667761&hgsid=575498321_zloHqtQgfZDanFvMKfQJ0AsSDXbb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72310-3848766&hgsid=575498889_qnCNTxt8145Kpji4XaFWTaQgJ79R
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/genes
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/genes
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/genes
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/genes

Continuacao da tabela 4

DECIPHER
Referéncia Citogenética 15614 331646 289649 288500 263569 285503 293489 288001 287892 291456 252491 252479 252482 314306
Género F F D F M F F D D M F F F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 pl16.3 pl16.3 p16.3 p16.3 p16.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ pl6.2 ~~ ~~ ~~ ~~ pl6.2 pl6.1 ~~
Tamanho da delecéo (Mb) 7,75 0,469 1,48 1,54 3,3 3,77 5,44 6,05 8,66 0,614 3,7 6,05 8,6 3,78
Posicdo gendmica inicio 71552 71553 71553 71553 71552 71552 71552 71553 71553 72247 72247 72247 72247 72320
Posicdo genodmica final | 7247179 541094 1554763 1613886 3375637 3845097 5506588 6124891 8732736 686681 3770412 6125018 8667751 3848756
Dismorfias:
Pés e méos pequenos + - - - - - - - - - - - - -
Dedos estreitos + - - - = = = 5 o - - - - -
Hipotrofia das regides tenar e
hipotenar + - - - - - - - - - - - - i,
Artelhos em martelo + - - - - - - - = = - - - -
Dermatoglifos anormais + - - - - - - - - - - - - -
Radiologia:
Atraso de maturagao ossea + - - - - - o . = - - - - -
Pélvis estreita + - - - - - - - - - - - - -

Anomalias costo-vertebrais - - - - = o - - - - - - - R
Sinostose radio-ulnar - - - - - - - - - - - - R R

Pseudo-epifises - - - - - o - - - - - - - B

Matfrmacoes - '/ ' ../ |

SIR
Intestinais - - - - - - - - - - - R R
SIR
Uterina - - - - o o - - - - - - B
SIR
Disgenesia gonadal - - - - - - - - - - - - B,
SIR
Extrofia de bexiga - - - - o 5 . - - - - ; ;
Ectrodactilia SIR - - - - - - - - - - - R R
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/browser
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/browser
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/browser
https://decipher.sanger.ac.uk/patient/252482#genotype/cnv/26113/browser
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/293489#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288001#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
file:///C:/Users/Thiago/AppData/Roaming/Microsoft/Excel/tient/252479%23phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252482#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314306#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-5506598&hgsid=575490287_FrBuSmZ3f83sghgncYA0daRHqekI
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-6124901
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-8732746
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-6125028&hgsid=575497075_eFrSkb5b5elUSKLNYB5Fxy2JtjAb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-8667761&hgsid=575498321_zloHqtQgfZDanFvMKfQJ0AsSDXbb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72310-3848766&hgsid=575498889_qnCNTxt8145Kpji4XaFWTaQgJ79R
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/genes
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/genes
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/genes
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/genes

Continuacéo da tabela 4

DECIPHER
Referéncia Citogenética 15614 256885 2797 4676 280834 279894 284559 272155 288880 289199 289990 290096 290184
Género F M D M F F M F D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ p16.1 ~— pl16.1 ~— — _— _— _— —
Tamanho da delecéo (Mb) 7,75 0,855 1,74 3,45 8,59 1,74 7,82 1,89 0,042 0,042 0,042 0,042 0,042
Posigéo gendmica inicio 71552 72447 72447 72447 72447 75677 75677 119071 143084 143084 143084 143084 143084
Posicdo gendmica final | 7247179 927839 1810090 3519927 8667051 1819995 7897940 2009727 185308 185308 185308 185308 185308
Gerais:
Microcefalia + - + + - = o s 5 - - - -
Convulsoes + + - - - + - i, - + ) R )
Retardo do Crescimento SIR - + - - - + s 5 o - - -
Deficiéncia intelectual + + + + - - - + + - + + +

Prognéstico reservado

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/280834#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/284559#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-8667061&hgsid=575575455_vtR7BV5MNbFtCtMDBbEHejxcLMHE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-7897950&hgsid=575577969_zX9dv3XHd2iAqI2oR7w2tAjqtM64
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes

Continuacéo da tabela 4

DECIPHER
Referéncia Citogenética 15614 256885 2797 4676 280834 279894 284559 272155 288880 289199 289990 290096 290184
Género F M D M F F M F D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 pl16.3 pl16.3 pl6.3 p16.3 p16.3 pl6.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ pl6.1 ~~ p16.1 ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 7,75 0,855 1,74 3,45 8,59 1,74 7,82 1,89 0,042 0,042 0,042 0,042 0,042
Posigdo gendmica inicio 71552 72447 72447 72447 72447 75677 75677 119071 143084 143084 143084 143084 143084
Posigéo gendmica final 7247179 927839 1810090 3519927 8667051 1819995 7897940 2009727 185308 185308 185308 185308 185308

Dismorfias:

Pés e maos pequenos

Dedos estreitos

Hipotrofia das regides tenar e hipotenar

Artelhos em martelo

Dermatoglifos anormais
Radiologia:

Atraso de maturagio dssea

Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar

Pseudo-epifises
Malformacoes:

Intestinais
Uterina
Disgenesia gonadal

Extrofia de bexiga

Ectrodactilia

SR

SIR

SR

S/IR

SR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente;"S/R" sem registro.



https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/280834#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/284559#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-8667061&hgsid=575575455_vtR7BV5MNbFtCtMDBbEHejxcLMHE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-7897950&hgsid=575577969_zX9dv3XHd2iAqI2oR7w2tAjqtM64
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes

Continuacéo da tabela 4

DECIPHER
Referéncia Citogenética 15614 290436 263421 302018 257053 1928 266946 2599 288598 285842 314608 272047 298151
Género F D M F M D F F D M F F M
Ponto de quebra distal p16.3 p16.3 pl16.3 pl16.3 p16.3 p16.3 p16.3 p16.3 p16.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~— . ~— — ~— — _— _—
Tamanho da delecéo (Mb) 7,75 0,042 0,645 1,73 1,54 3,11 3,72 2,51 534bp 0,097 0,653 0,267 0,182
Posi¢éo gendmica inicio 71552 143084 143113 143413 156100 200630 471352 1075598 1166847 1398891 1710501 1742590 1827058
Posicéo gendmica final 7247179 185308 788322 1875315 1694721 3307638 4190247 3587919 1167380 1496353 2364148 2009643 2009615
Gerais:
Microcefalia + - - - - + = = - - + - -
Convulsoes + + - + + + - - - - - - -
Retardo do Crescimento S/IR - - + - + o o - - - - +
Deficiéncia intelectual + + + - + + + + - - - - -

Prognéstico reservado

Padrao Dismdrfico:

Labio superior curto

Regido mentoniana pequena

Comisssuras labiais desviadas para baixo

Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

Nariz afinado

Malformagcoes:

Cardiovasculares

Cerebrais

Palato fendido
Renais
Coloboma da iris

Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes

Continuacéo da tabela 4

DECIPHER
Referéncia Citogenética 15614 290436 263421 302018 257053 1928 266946 2599 288598 285842 314608 272047 298151
Género F D M F M D F F D M F F M
Ponto de quebra distal p16.3 p16.3 pl16.3 pl16.3 p16.3 pl16.3 p16.3 p16.3 p16.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~— . ~— ~— — _— _— —
Tamanho da delegéo (Mb) 7,75 0,042 0,645 1,73 1,54 311 3,72 2,51 534hbp 0,097 0,653 0,267 0,182
Posicéo gendmica inicio 71552 143084 143113 143413 156100 200630 471352 1075598 1166847 1398891 1710501 1742590 1827058
Posicdo gendmica final 7247179 185308 788322 1875315 1694721 3307638 4190247 3587919 1167380 1496353 2364148 2009643 2009615
Pés e maos pequenos + - - - - - - - - - - - -
Dedos estreitos + - - - - = - = o - - - -
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - -
Artelhos em martelo + - - - = = s o o - - - -
Dermatoglifos anormais + - - - - - - - - - - R -
Radiologia:
Atraso de maturagao 6ssea + - - - - = - = = - - - -
Pélvis estreita + - - - - - - - - - - - -
Anomalias costo-vertebrais - - - - - = = = - - - - -
Sinostose radio-ulnar - - - - - - - - - - - - -
Pseudo-epifises - - - - = = = o o - - - -
ilformagoes [N N O N
Intestinais SIR - - - - - - - - - - - -
Uterina SIR - - - - - - = = - - - -
Disgenesia gonadal SIR - - - - - - - - - - R -
Extrofia de bexiga SIR - - - - - - = = - - - -
Ectrodactilia SIR - - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.



https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes

Continuacéo da tabela 4

DECIPHER
Referéncia Citogenética 15614 270581 1098 286913 289699 270501 308614 259123 292827 262543 285672 296513 289873
Género F M F M M M F M F M M M D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2
Ponto de quebra proximal pl6.1 ~~ pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ pl6.1 ~~
Tamanho da delecéo (Mb) 7,75 0,147 6,31 0,051 1,56 0,021 0,529 0,164 0,104 0,342 0,063 2,77 0,048
Posicdo gendmica inicio 71552 1837887 1846234 1900811 1905949 1988629 2110075 2837653 2968483 3413612 3573014 4441881 5730521
Posicéo gendmica final 7247179 1985244 8151890 1952501 3462672 2009787 2702441 3301865 3072568 3756297 3636893 7212894 5779391
Gerais:
Microcefalia + + - + - + - - = = - - -
Convulsdes + - - - - - - - - - - - +
Retardo do Crescimento S/R - - + - - - - - - = - -
Deficiéncia intelectual + + - - + + + + - + - - -

Prognostico reservado

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Malformacdes:

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes

Continuacéo da tabela 4

DECIPHER
Referéncia Citogenética 15614 270581 1098 286913 289699 270501 308614 259123 292827 262543 285672 296513 289873
Género F M F M M M F M F M M M D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2
Ponto de quebra proximal p16.1 ~~ p16.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ pl6.1 ~~
Tamanho da delecéo (Mb) 7,75 0,147 6,31 0,051 1,56 0,021 0,529 0,164 0,104 0,342 0,063 2,77 0,048
Posicdo gendmica inicio 71552 1837887 1846234 1900811 1905949 1988629 2110075 2837653 2968483 3413612 3573014 4441881 5730521
Posicéo gendmica final 7247179 1985244 8151890 1952501 3462672 2009787 2702441 3301865 3072568 3756297 3636893 7212894 5779391

Dismorfias:
Pés e mdos pequenos +
Dedos estreitos +
Hipotrofia das regides tenar e hipotenar +
Artelhos em martelo +
Dermatoglifos anormais +
Radiologia:
Atraso de maturagio dssea +
Pélvis estreita +

Anomalias costo-vertebrais -
Sinostose radio-ulnar -

Pseudo-epifises -

alformacees

Intestinais SIR - - - - - - - - - - - -
Uterina SIR - - - - - - = o - - - -
Disgenesia gonadal SIR - - - - - - - - - - - -
Extrofia de bexiga SIR - - - - - 5 o 5 - - - -
Ectrodactilia SIR - - - - - - - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes

Continuacéo da tabela 4

DECIPHER ClinGen
Referéncia Citogenética 15614 290122 583094 577943 582126 582190 582188 577957 583048 577945 577962 575330 575255 576471
Género F D D D D D D D D D D D D D
Ponto de quebra distal p16.3 p16.2 p16.3 pl6.3 p16.3 pl6.3 pl6.3 p16.3 pl16.3 p16.3 p16.3 pl16.3 pl16.3 pl16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ pl6.2 p16.1 pl6.1 ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 7,75 0,048 0,041 2,32 3,49 4,28 4,28 5,14 6,17 7,75 4,32 0,037 0,037 0,036
Posigdo gendmica inicio 71552 5730521 72447 72247 72447 72447 72447 72447 72447 72447 85040 147582 147582 1814763
Posicéo gendmica final 7247179 5779391 113583 2402086 3563382 4360445 4360445 5214111 6245152 7831152 4407509 185425 185425 1850806
Gerais:
Microcefalia + - - - - - - - - - - - - -
Convulsdes + - - + - - - - - - + - + -
Retardo do Crescimento SIR - - + - - + - + - - - = =
Deficiéncia intelectual + - - - - - - - - - - - - -

Prognéstico reservado

Padrdo Dismorfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela hipoplasica
Hipertelorismo

Ptose das palpebras
Implantacéo do cabelo na fronte é alta
Nariz afinado
Malformacoes:
Cardiovasculares
Cerebrais

Palato fendido
Renais

Coloboma da iris

Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628327_op8XnpASkkVsH1f7lwYa99ICCS2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628843_LdnXP93dukYyAOqSMzjSp3h100Yt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-6245152&hgsid=575627335_IM1RJYIL3cvhZRDagU9QpUPdo1a2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-7831152&hgsid=575626877_W55OszkNDzoY1RsnD2BNzotadMlT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A85040-4407509&hgsid=575624647_EmzJIthcyiaycCHzf4WWJwj5TINE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes

Continuacéo da tabela 4

DECIPHER ClinGen

Referéncia Citogenética 15614 290122 583094 577943 582126 582190 582188 577957 583048 577945 577962 575330 575255 576471
Género F D D D D D D D D D D D D D
Ponto de quebra distal p16.3 pl16.2 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p16.1 ~~ ~~ ~~ ~~ ~~ ~~ pl6.2 p16.1 p16.1 ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 7,75 0,048 0,041 2,32 3,49 4,28 4,28 5,14 6,17 7,75 4,32 0,037 0,037 0,036
Posicéo gendmica inicio 71552 5730521 72447 72247 72447 72447 72447 72447 72447 72447 85040 147582 147582 1814763

Posicéo genbmica final | 7247179 5779391 113583 2402086 3563382 4360445 4360445 5214111 6245152 7831152 4407509 185425 185425 1850806

Pés e méos pequenos + - - - - - - - - - - - - -
Dedos estreitos + - - - - = = = . - - - - -
Hipotrofia das regides tenar e

hipotenar + - - - - - - - - - - - - -
Artelhos em martelo + - - - = = = o 5 - - - - -
Dermatoglifos anormais + - - - - - - - - - - - - R

Radiologia: ‘ ‘ ‘ ‘ ‘ ‘
Atraso de maturagao ossea + - - - - - o = . - - - - -
Pélvis estreita + - - - - - - - - - - - R -

Anomalias costo-vertebrais - - - - = o = - - - - - - -
Sinostose radio-ulnar - - - - - - - - - - - - - _

Pseudo-epifises - - - - - - o o . . - - - -

e B B e I —

Intestinais SIR - - - - - - - - - - - R -
Uterina SIR - - - - = = o = = - - - -
Disgenesia gonadal SIR - - - - - - - - - - - R R

Extrofia de bexiga SIR - - - - - = = = - - - - -

Ectrodactilia S/R - - - - - - - - - - - - _

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.


https://decipher.sanger.ac.uk/search?q=4:71552-7247179#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628327_op8XnpASkkVsH1f7lwYa99ICCS2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628843_LdnXP93dukYyAOqSMzjSp3h100Yt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-6245152&hgsid=575627335_IM1RJYIL3cvhZRDagU9QpUPdo1a2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-7831152&hgsid=575626877_W55OszkNDzoY1RsnD2BNzotadMlT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A85040-4407509&hgsid=575624647_EmzJIthcyiaycCHzf4WWJwj5TINE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes

Tabela 5. Achados clinicos descritos associados a dele¢do no segmento cromossémico 4p16.3-p16.1 (chr4:71552-8173925). Dados
compilados do DECIPHER e ClinGen. Paciente #4, referéncia 10289.

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecéo (Mb)

Posicéo gendmica inicio

Posicao gendmica final

DECIPHER
10289 331646 289649 288500 263569 285503 293489 288001 287892 291456 252491 252479 252482 314306
F F D F M F F D D M F F F F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3

p16.1 -~ — — — — p16.2 -~ - - - p16.2 p16.1 -
88 0,469 1,48 1,54 33 377 5,44 6,05 8,66 0,614 37 6,05 8,6 378
71552 71553 71553 71553 71552 71552 71552 71553 71553 72247 72247 72247 72247 72320
8173925 541094 1554763 | 1613886 | 3375637 | 3845097 | 5506588 | 6124891 | 8732736 686681 3770412 | 6125018 | 8667751 | 3848756

Gerais:
Microcefalia + - - - + - = o . - - - - +
Convulsoes + - + + + - - + - - - - - -
Retardo do Crescimento + - - - + - - - + = = - - -
Deficiéncia intelectual + - - - - - - - - - + + + -
Prognéstico reservado + - - - - = = = - - - - - -
Padrdo Dismorfico: ‘ ‘
Lébio superior curto + - - - - - - - - - - - - i
Regido mentoniana pequena + - - - - o o = - - - - - i,
Comisssuras labiais desviadas para

baixo + - - - - - - - - - - - - i
Columela hipoplésica + - - - - o o = - - - - - i,
Hipertelorismo - - - - - - - - - - - - i i
Ptose das palpebras - - - - - o o = - - - - - i,
Implantac&o do cabelo na fronte é alta - - - - - - - - - - - - - -
Nariz afinado + - - - - - o o = - - - - -

alformacoe
Cardiovasculares - + - - - - - - + i, - . + i
Cerebrais SIR - - - - - - o . = - - - -
Palato fendido - - - - - - - - - - - - - B,
Renais - - - - - - o o + - - - - R
Coloboma da iris - - - - - - - - - - - - - _
Hipospadia SIR - - - - = = o - - - - i i

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/browser
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/browser
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/browser
https://decipher.sanger.ac.uk/patient/252482#genotype/cnv/26113/browser
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/293489#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288001#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
file:///C:/Users/Thiago/Documents/Mestrado/Arquivos/Análise%20de%20dados/4%20-%2010289%20Rhanna%20Luiza%20Vasconcellos%20Santarem/CNVs/tient/252479%23phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252482#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314306#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-5506598&hgsid=575490287_FrBuSmZ3f83sghgncYA0daRHqekI
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-6124901
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-8732746
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-6125028&hgsid=575497075_eFrSkb5b5elUSKLNYB5Fxy2JtjAb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-8667761&hgsid=575498321_zloHqtQgfZDanFvMKfQJ0AsSDXbb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72310-3848766&hgsid=575498889_qnCNTxt8145Kpji4XaFWTaQgJ79R
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/genes
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/genes
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/genes
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/genes

Continuacao da tabela 5

DECIPHER
Referéncia Citogenética 10289 331646 289649 288500 263569 285503 293489 288001 287892 291456 252491 252479 252482 314306
Género F F D F M F F D D M F F F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ pl6.2 ~~ ~~ ~~ ~~ pl6.2 pl6.1 ~~
Tamanho da delecéo (Mb) 8,8 0,469 1,48 1,54 3,3 3,77 5,44 6,05 8,66 0,614 3,7 6,05 8,6 3,78
Posigdo gendmica inicio 71552 71553 71553 71553 71552 71552 71552 71553 71553 72247 72247 72247 72247 72320
Posicdo gendmica final 8173925 541094 1554763 1613886 3375637 3845097 5506588 6124891 8732736 686681 3770412 6125018 8667751 3848756

Dismorfias:
Pés e méos pequenos + - - - - - - - - - - - - -
Dedos estreitos + - - - - - = = o - - - - -
Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - - - R
Artelhos em martelo - - - - = = = o o - - - - -
Dermatoglifos anormais SIR - - - - - - - - - - - - R
odifogi: |
Atraso de maturagao 6ssea SIR - - - - - = o o - - - - -
Pélvis estreita SIR - - - - - - - - - - - - R
Anomalias costo-vertebrais SIR - - - - = = = o - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - - - - R
Pseudo-epifises SIR - - - - - o = = - - - - -
Vaformagges
Intestinais SIR - - - - - - - - - - - - -
Uterina SIR - - - - - = = o - - - - -
Disgenesia gonadal SIR - - - - - - - - - - - - -

Extrofia de bexiga

Ectrodactilia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/browser
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/browser
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/browser
https://decipher.sanger.ac.uk/patient/252482#genotype/cnv/26113/browser
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/293489#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288001#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
file:///C:/Users/Thiago/Documents/Mestrado/Arquivos/Análise%20de%20dados/4%20-%2010289%20Rhanna%20Luiza%20Vasconcellos%20Santarem/CNVs/tient/252479%23phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252482#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314306#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-5506598&hgsid=575490287_FrBuSmZ3f83sghgncYA0daRHqekI
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-6124901
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-8732746
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-6125028&hgsid=575497075_eFrSkb5b5elUSKLNYB5Fxy2JtjAb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-8667761&hgsid=575498321_zloHqtQgfZDanFvMKfQJ0AsSDXbb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72310-3848766&hgsid=575498889_qnCNTxt8145Kpji4XaFWTaQgJ79R
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/genes
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/genes
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/genes
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/genes

Continuacao da tabela 5

DECIPHER
Referéncia Citogenética 10289 256885 2797 4676 280834 279894 284559 272155 288880 289199 289990 290096 290184 290436
Género F M D M F F M F D D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 pl16.3 pl16.3 p16.3 pl16.3 p16.3 p16.3 pl16.3 pl16.3 pl6.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ pl6.1 ~~ pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 8,8 0,855 1,74 3,45 8,59 1,74 7,82 1,89 0,042 0,042 0,042 0,042 0,042 0,042
Posigdo gendmica inicio 71552 72447 72447 72447 72447 75677 75677 119071 143084 143084 143084 143084 143084 143084
Posicéo gendmica final 8173925 927839 1810090 3519927 8667051 1819995 7897940 2009727 185308 185308 185308 185308 185308 185308

Gerais:

Microcefalia
Convulsdes

Retardo do Crescimento
Deficiéncia intelectual

Prognéstico reservado

Padrédo Dismorfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela

hipoplasica

Hipertelorismo

Ptose das palpebras
Implantacéo do cabelo na fronte é
alta

Nariz afinado
allo acoe

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospadia

+ - + + - - = - - - - - - -
+ + - - - + - - - + - - - +
+ - + - = = + - = - = = - =
+ + + + - - - + + - + + + +
e - - - - - - - - - - - - -

SIR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/280834#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/284559#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-8667061&hgsid=575575455_vtR7BV5MNbFtCtMDBbEHejxcLMHE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-7897950&hgsid=575577969_zX9dv3XHd2iAqI2oR7w2tAjqtM64
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes

Continuacao da tabela 5

DECIPHER
Referéncia Citogenética 10289 256885 2797 4676 280834 279894 284559 272155 288880 289199 289990 290096 290184 290436
Género F M D M F F M F D D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ pl6.1 ~~ p16.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 8,8 0,855 1,74 3,45 8,59 1,74 7,82 1,89 0,042 0,042 0,042 0,042 0,042 0,042
Posigdo gendmica inicio 71552 72447 72447 72447 72447 75677 75677 119071 143084 143084 143084 143084 143084 143084
Posicdo gendmica final 8173925 927839 1810090 3519927 8667051 1819995 7897940 2009727 185308 185308 185308 185308 185308 185308

Dismorfias:
Pés e mdos pequenos +
Dedos estreitos +

Hipotrofia das regides tenar e
hipotenar -

Artelhos em martelo -

Dermatoglifos anormais SIR

I e

Atraso de maturagao dssea SIR
Pélvis estreita SIR

Anomalias costo-vertebrais SIR
Sinostose radio-ulnar SIR
Pseudo-epifises SIR

vatformagses:

Intestinais SIR

Uterina SIR

Disgenesia gonadal SIR
Extrofia de bexiga -

Ectrodactilia -

M: masculino; F: feminino; “+”: Clinica presente;

.

clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/280834#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/284559#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-8667061&hgsid=575575455_vtR7BV5MNbFtCtMDBbEHejxcLMHE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-7897950&hgsid=575577969_zX9dv3XHd2iAqI2oR7w2tAjqtM64
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes

Continuacao da tabela 5

DECIPHER
Referéncia Citogenética 10289 263421 302018 257053 1928 266946 2599 288598 285842 314608 272047 298151 270581
Género F M F M D F F D M F F M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 8,8 0,645 1,73 1,54 3,11 3,72 2,51 534bp 0,097 0,653 0,267 0,182 0,147
Posicéo gendmica inicio 71552 143113 143413 156100 200630 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887
Posigdo gendmica final 8173925 788322 1875315 1694721 3307638 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244

Gerais:
Microcefalia + - - - + = = . o + - - +
Convulsoes + - + + + - - - - - - - R
Retardo do Crescimento + - + - + = = = - - - + -
Deficiéncia intelectual + + - + + + + - - - - - +
Progndstico reservado + - - - = = = - - - - - -
Padrdo Dismdrfico: ‘ ‘ ‘
Lébio superior curto + - - - - - - - - - - - R
Regifo mentoniana pequena + - - = = = = . - - - - -
Comisssuras labiais desviadas para

baixo + - - - - - - - - + - - -
Columela hipoplésica + - - - - o . - - - - i, -
Hipertelorismo - - - - - - - + + R R ; R
Ptose das palpebras - - - - - o . - - - - i, -
Implantacéo do cabelo na fronte é alta - - - - - - - - - - R i -
Nariz afinado + - - - - = = - - - - - -

allo acoe
Cardiovasculares - - - - - + - - - - - - -
Cerebrais S/IR - - - = = 5 = - - - - -
Palato fendido - - - - - - + - - - - - -
Renais - - - - + - - = o 5 - - -
Coloboma da iris - - - - - - - - - - R _ -
Hipospadia SIR - - - + - - 5 o 5 - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes

Continuacao da tabela 5

DECIPHER

Referéncia Citogenética 10289 263421 302018 257053 1928 266946 2599 288598 285842 314608 272047 298151 270581

Género F M F M D F F D M F F M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p16.1 ~~ ~~ ~~ ~~ ~~ -~ ~— ~— — _— _— _—
Tamanho da deleg¢éo (Mb) 8,8 0,645 1,73 1,54 311 3,72 2,51 534hbp 0,097 0,653 0,267 0,182 0,147
Posicéo gendmica inicio 71552 143113 143413 156100 200630 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887
Posicéo gendmica final 8173925 788322 1875315 1694721 3307638 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244
Dismorfias:
Pés e mdos pequenos + - - - - - - - - - - - -
Dedos estreitos + - - - - - - = . - - - -
Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - - R
Artelhos em martelo - - - - - = = s . - - - -
Dermatoglifos anormais SIR - - - - - - - - - - R R
- gorbge .|
Atraso de maturagdo 6ssea SIR - - - - - - s s - - - -
Pélvis estreita SIR - - - - - - - - - - - -
Anomalias costo-vertebrais SIR - - - = = = . - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - - R R
Pseudo-epifises SIR - - - - o . - - - - - -
- weorwaes |

Intestinais SIR - - - - - - - - - - - -
Uterina SIR - - - - - 5 5 = - - - -
Disgenesia gonadal SIR - - - - - - - - - - - -
Extrofia de bexiga - - - - - - 5 5 = - - - -
Ectrodactilia - - - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes

Continuacao da tabela 5

DECIPHER
Referéncia Citogenética 10289 1098 286913 289699 270501 308614 259123 292827 262543 285672 296513 289873 290122
Género F F M M M F M F M M M D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2
Ponto de quebra proximal p16.1 pl6.1 ~~ ~~ ~~ ~~ ~— . ~— — pl6.1 _— _—
Tamanho da delegdo (Mb) 8,8 6,31 0,051 1,56 0,021 0,529 0,164 0,104 0,342 0,063 2,77 0,048 0,048
Posicéo genémica inicio 71552 1846234 1900811 1905949 1988629 2110075 2837653 2968483 3413612 3573014 4441881 5730521 5730521
Posicdo gendmica final | 8173925 8151890 1952501 3462672 2009787 2702441 3301865 3072568 3756297 3636893 7212894 5779391 5779391
Gerais:
Microcefalia + - + - + - = - = . - - -
Convulsdes + - - - - - - - - - - + -
Retardo do Crescimento + - + - = = = s 5 5 - - -
Deficiéncia intelectual + - - + + + + - + - - - -
Prognéstico reservado + - - - - = = = - - - - -

Padrao Dismérfico:

Lébio superior curto
Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica
Hipertelorismo
Ptose das palpebras
Implantacéo do cabelo na fronte é alta
Nariz afinado
alto acoe
Cardiovasculares
Cerebrais
Palato fendido
Renais
Coloboma da iris
Hipospadia

SIR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes

Continuacao da tabela 5

DECIPHER
Referéncia Citogenética 10289 1098 286913 289699 270501 308614 259123 292827 262543 285672 296513 289873 290122
Género F F M M M F M F M M M D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2
Ponto de quebra proximal pl6.1 pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ p16.1 ~~ ~~
Tamanho da delecdo (Mb) 8,8 6,31 0,051 1,56 0,021 0,529 0,164 0,104 0,342 0,063 2,77 0,048 0,048
Posicdo gendmica inicio 71552 1846234 1900811 1905949 1988629 2110075 2837653 2968483 3413612 3573014 4441881 5730521 5730521

Posicéo gendmica final | 8173925 8151890 1952501 3462672 2009787 2702441 3301865 3072568 3756297 3636893 7212894 5779391 5779391

Dismorfias:
Pés e méos pequenos + - - - - - - - - - - - -
Dedos estreitos + - - - = = = o - - - - -

Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - - -

Artelhos em martelo - - - = o = - - - - - R .

Dermatoglifos anormais SIR - - - - - - - - - - - -
o

Atraso de maturagéo dssea SIR - - - = = = o - - - - -

Pélvis estreita SIR - - - - - - - - - - - .

Anomalias costo-vertebrais SIR - - - - = = = o - - - -

Sinostose radio-ulnar SIR - - - - - - - - - - - -

Pseudo-epifises SIR - - - - - o = = - - - i
I O

Intestinais SIR - - - - - - - - - - - -

Uterina SIR - - - - - = = o - - - -

Disgenesia gonadal SIR - - - - - - - - - - - -

Extrofia de bexiga - - - - - = = - - - - - i

Ectrodactilia - - - - - - - - - - - R R

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8173925#consented-patients/results
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes

Continuacao da tabela 5

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecdo (Mb)
Posicéo gendmica inicio
Posicao gendmica final

Microcefalia
Convulsoes
Retardo do Crescimento

Deficiéncia intelectual

ISCA
10289 583094 577943 582126 582190 582188 577957 583048 577945 577962 575330 575255 576471
F D D D D D D D D D D D D
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
p16.1 — -~ — — -~ p16.2 p16.1 p16.1 — — — —
88 0,041 2,32 3,49 4,28 428 514 6,17 7,75 432 0,037 0,037 0,036
71552 72447 72247 72447 72447 72447 72447 72447 72447 85040 147582 147582 1814763
8173925 113583 2402086 3563382 4360445 4360445 5214111 6245152 7831152 4407509 185425 185425 1850806
+ - + - - - - - - + - + -
+ = + = = + - + - - - - -

Prognostico reservado

Padrdo Dismérfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

Nariz afinado
EcEe

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

SIR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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http://dbsearch.clinicalgenome.org/search/
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628327_op8XnpASkkVsH1f7lwYa99ICCS2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628843_LdnXP93dukYyAOqSMzjSp3h100Yt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-6245152&hgsid=575627335_IM1RJYIL3cvhZRDagU9QpUPdo1a2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-7831152&hgsid=575626877_W55OszkNDzoY1RsnD2BNzotadMlT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A85040-4407509&hgsid=575624647_EmzJIthcyiaycCHzf4WWJwj5TINE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8

Continuacao da tabela 5

ISCA
Referéncia Citogenética 10289 583094 577943 582126 582190 582188 577957 583048 577945 577962 575330 575255 576471
Género F D D D D D D D D D D D D
Ponto de quebra distal p16.3 pl6.3 p16.3 pl6.3 pl6.3 p16.3 pl6.3 pl6.3 p16.3 pl6.3 pl6.3 p16.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ pl6.2 pl6.1 p16.1 ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 8,8 0,041 2,32 3,49 4,28 4,28 5,14 6,17 7,75 4,32 0,037 0,037 0,036
Posicdo gendmica inicio 71552 72447 72247 72447 72447 72447 72447 72447 72447 85040 147582 147582 1814763
Posicéo gendmica final 8173925 113583 2402086 3563382 4360445 4360445 5214111 6245152 7831152 4407509 185425 185425 1850806
Dismorfias:
Pés e méos pequenos + - - - - - - - - - - - -
Dedos estreitos + - - - - - - - - - - - -
Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - - -

Artelhos em martelo - - - - = = - - - - - R B

Dermatoglifos anormais SIR - - - - - - - - - - - -
I

Atraso de maturagao ossea SIR - - - - o o = . - - - -

Pélvis estreita SIR - - - - - - - - - - - -

Anomalias costo-vertebrais SIR - - - - = = = . - - - -

Sinostose radio-ulnar SIR - - - - - - - - - - - -

Pseudo-epifises SIR - - - - - o = . - - - -
I

Intestinais SIR - - - - - - - - - - - -

Uterina SIR - - - - = o o = - - - -

Disgenesia gonadal SIR - - - - - - - - - - - -

Extrofia de bexiga - - - - - = = - - - - - -

Ectrodactilia - - - - - - - - - - _ R R

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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http://dbsearch.clinicalgenome.org/search/
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628327_op8XnpASkkVsH1f7lwYa99ICCS2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628843_LdnXP93dukYyAOqSMzjSp3h100Yt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-6245152&hgsid=575627335_IM1RJYIL3cvhZRDagU9QpUPdo1a2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-7831152&hgsid=575626877_W55OszkNDzoY1RsnD2BNzotadMlT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A85040-4407509&hgsid=575624647_EmzJIthcyiaycCHzf4WWJwj5TINE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8

Tabela 6. Achados clinicos descritos associados a dele¢do no segmento cromossémico 4p16.3-p16.1 (chr4:71552-8900564). Dados
compilados do DECIPHER e ClinGen. Paciente #5, referéncia 11265.

DECIPHER
Referéncia Citogenética 11265 331646 289649 288500 263569 285503 293489 288001 287892 291456 252491 252479 252482 314306
Género F F D F M F F D D M F F F F
Ponto de quebra distal p16.3 p16.3 p16.3 pl16.3 p16.3 p16.3 pl16.3 pl16.3 p16.3 pl16.3 p16.3 p16.3 pl16.3 pl16.3
Ponto de quebra proximal p16.1 ~~ ~~ ~~ ~~ ~~ p16.2 ~~ ~~ ~~ ~~ p16.2 pl6.1 ~~
Tamanho da delecdo (Mb) 8,8 0,469 1,48 1,54 3,3 3,77 5,44 6,05 8,66 0,614 3,7 6,05 8,6 3,78
Posicéo gendmica inicio 71552 71553 71553 71553 71552 71552 71552 71553 71553 72247 72247 72247 72247 72320
Posicéo gendmica final | 8900564 541094 1554763 1613886 3375637 3845097 5506588 6124891 8732736 686681 3770412 6125018 8667751 3848756
Gerais:
Microcefalia + - - - + = s 5 - - - - - +
Convulsoes + - + + + - - + - - - - - -
Retardo do Crescimento S/R - - - + - - - + = . - - -
Deficiéncia intelectual + - - - - - - - - - + + + .
Prognéstico reservado + - - - - - = = = - - - - -
Padrédo Dismorfico:
Labio superior curto + - - - - - - - - - - - R R
Regido mentoniana pequena + - - - - = = o - - - - - -
Comisssuras labiais desviadas para
baixo + - - - - - - - - - - - - R
Columela hipoplasica + - - - = = = . o - - - - -
Hipertelorismo + - - - - - - - - - - - - R
Ptose das palpebras + - - - - o - - - - - - _ _
Implantacéo do cabelo na fronte é
alta + - - - - - - - - - - - - -
Nariz afinado - - - - - - = = o - - - - -
Malformagges: /' | /! !/ /| |
Cardiovasculares - + - - - - - - + - - - + -
Cerebrais - - - - - = 5 = - - - - - -
Palato fendido SIR - - - - - - - - - - - - -
Renais - - - - - - - - + = = - - -
Coloboma da iris - - - - - - - - - - - - - -
Hipospadia SIR - - - - o 5 . - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/browser
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/browser
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/browser
https://decipher.sanger.ac.uk/patient/252482#genotype/cnv/26113/browser
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/293489#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288001#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
file:///C:/Users/Thiago/Documents/Mestrado/Arquivos/Análise%20de%20dados/5%20-%2011265%20Maria%20Eduarda%20Lima%20da%20Silva/CNVs/tient/252479%23phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252482#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314306#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-5506598&hgsid=575490287_FrBuSmZ3f83sghgncYA0daRHqekI
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-6124901
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-8732746
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-6125028&hgsid=575497075_eFrSkb5b5elUSKLNYB5Fxy2JtjAb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-8667761&hgsid=575498321_zloHqtQgfZDanFvMKfQJ0AsSDXbb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72310-3848766&hgsid=575498889_qnCNTxt8145Kpji4XaFWTaQgJ79R
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/genes
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/genes
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/genes
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 331646 289649 288500 263569 285503 293489 288001 287892 291456 252491 252479 252482 314306
Género F F D F M F F D D M F F F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ pl6.2 ~~ ~~ ~~ ~~ pl6.2 pl6.1 ~~
Tamanho da dele¢o (Mb) 8,8 0,469 1,48 154 33 3,77 5,44 6,05 8,66 0,614 37 6,05 8,6 3,78
Posicdo gendmica inicio 71552 71553 71553 71553 71552 71552 71552 71553 71553 72247 72247 72247 72247 72320
Posicéo gendmica final | 8900564 541094 1554763 | 1613886 3375637 3845097 5506588 6124891 8732736 686681 3770412 6125018 8667751 3848756
Dismorfias:
Pés e maos pequenos + - - - - - - - - - - - - -
Dedos estreitos + - - - - - - - - - - - - -
Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - - - -

Artelhos em martelo - - - = o - - - - - - R - -

Dermatoglifos anormais SIR - - - - - - - - - - - R R
- wwspiorge |
Atraso de maturagao 6ssea SIR - - - = = = o o - - - - -
Pélvis estreita SIR - - - - - - - - - - - R R
Anomalias costo-vertebrais SIR - - - - - o o = - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - - - - R
Pseudo-epifises SIR - - - - - o = = - - - - -
L weormagges |
Intestinais - - - - - - - - - - - - - -
Uterina - - - - - = = = o - - - - -
Disgenesia gonadal SIR - - - - - - - - - - - R R

Extrofia de bexiga - - - - - = = = - - - - - -

Ectrodactilia - - - - - - - - - - - R _ -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/browser
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/browser
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/browser
https://decipher.sanger.ac.uk/patient/252482#genotype/cnv/26113/browser
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/293489#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288001#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
file:///C:/Users/Thiago/Documents/Mestrado/Arquivos/Análise%20de%20dados/5%20-%2011265%20Maria%20Eduarda%20Lima%20da%20Silva/CNVs/tient/252479%23phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252482#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314306#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-5506598&hgsid=575490287_FrBuSmZ3f83sghgncYA0daRHqekI
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-6124901
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:71543-8732746
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-6125028&hgsid=575497075_eFrSkb5b5elUSKLNYB5Fxy2JtjAb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-8667761&hgsid=575498321_zloHqtQgfZDanFvMKfQJ0AsSDXbb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72310-3848766&hgsid=575498889_qnCNTxt8145Kpji4XaFWTaQgJ79R
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/293489#genotype/cnv/69119/genes
https://decipher.sanger.ac.uk/patient/288001#genotype/cnv/62175/genes
https://decipher.sanger.ac.uk/patient/287892#genotype/cnv/61967/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/252479#genotype/cnv/26109/genes
https://decipher.sanger.ac.uk/patient/314306#genotype/cnv/93002/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 256885 2797 4676 280834 279894 284559 272155 288880 289199 289990 290096 290184 290436
Género F M D M F F M F D D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 pl16.3 pl16.3 pl16.3 p16.3 p16.3 p16.3 pl16.3 pl6.3 pl6.3 pl6.3 pl6.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ pl6.1 ~~ pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 8,8 0,855 1,74 3,45 8,59 1,74 7,82 1,89 0,042 0,042 0,042 0,042 0,042 0,042
Posicéo gendmica inicio 71552 72447 72447 72447 72447 75677 75677 119071 143084 143084 143084 143084 143084 143084
Posicéo gendmica final 8900564 927839 1810090 3519927 8667051 1819995 7897940 2009727 185308 185308 185308 185308 185308 185308
Gerais:
Microcefalia + - + + - - - - - - - - - -
Convulsdes + + - - - + - - - + - - - +
Retardo do Crescimento S/IR - + - - - + = = = = = = =
Deficiéncia intelectual + + + + - - - + + - + + + +
Prognéstico reservado + - - - - - - - - - - - - -

Padrdo Dismérfico:

Labio superior curto + - - - - - - - - - - R R -

Regido mentoniana pequena + - - - = = = o o - - - - -
Comisssuras labiais desviadas para

baixo + - - - - - - - - - - - - R

Columela hipoplésica + - - - - o o = - - - - - -

Hipertelorismo + - - - - - + - - - - - - -

Ptose das palpebras + - - - - o o = - - - - - -

Implantacéo do cabelo na fronte é alta + - - - - - - - - - - R R R

Nariz afinado - - - - = = = o - - - - - -
I Y N N
Cardiovasculares - - - - - - - - - - - - - -

Cerebrais - - - - - - o o 5 - - - - -

Palato fendido SIR - - - - - - - - - - - - R

Renais - - - - - - + = = = o - - -

Coloboma da iris - - - - - - - - - - - - - _

Hipospadia SIR - - - - - + - - o 5 - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/280834#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/284559#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-8667061&hgsid=575575455_vtR7BV5MNbFtCtMDBbEHejxcLMHE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-7897950&hgsid=575577969_zX9dv3XHd2iAqI2oR7w2tAjqtM64
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 256885 2797 4676 280834 279894 284559 272155 288880 289199 289990 290096 290184 290436
Género F M D M F F M F D D D D D D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ pl6.1 ~~ p16.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecdo (Mb) 8,8 0,855 1,74 3,45 8,59 1,74 7,82 1,89 0,042 0,042 0,042 0,042 0,042 0,042
Posicdo gendmica inicio 71552 72447 72447 72447 72447 75677 75677 119071 143084 143084 143084 143084 143084 143084
Posicéo gendmica final 8900564 927839 1810090 3519927 8667051 1819995 7897940 2009727 185308 185308 185308 185308 185308 185308

Dismorfias:

Pés e maos pequenos

Dedos estreitos
Hipotrofia das regides tenar e
hipotenar

Artelhos em martelo
Dermatoglifos anormais
Radiologia:

Atraso de maturacdo 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar

Pseudo-epifises

Malformacoes:

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

SR

SIR
S/IR
SIR
SIR
S/R

S/IR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/280834#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/284559#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-8667061&hgsid=575575455_vtR7BV5MNbFtCtMDBbEHejxcLMHE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-7897950&hgsid=575577969_zX9dv3XHd2iAqI2oR7w2tAjqtM64
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/280834#genotype/cnv/54595/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/284559#genotype/cnv/58269/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 263421 302018 257053 1928 266946 2599 288598 285842 314608 272047 298151 270581 1098
Género F M F M D F F D M F F M M F

Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3

Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ pl6.1

Tamanho da delecéo (Mb) 8,8 0,645 1,73 1,54 311 3,72 2,51 534bp 0,097 0,653 0,267 0,182 0,147 6,31
Posicdo gendmica inicio 71552 143113 143413 156100 200630 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887 1846234
Posicdo gendmica final 8900564 788322 1875315 1694721 3307638 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244 8151890

Gerais:

Microcefalia
Convulsoes

Retardo do Crescimento
Deficiéncia intelectual
Prognéstico reservado
Padréo Dismorfico:
Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela

hipoplasica

Hipertelorismo

Ptose das palpebras
Implantac&o do cabelo na fronte é
alta

Nariz afinado

Malformacoes:

Cardiovasculares
Cerebrais

Palato fendido
Renais
Coloboma da iris
Hipospadia

+

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 263421 302018 257053 1928 266946 2599 288598 285842 314608 272047 298151 270581 1098
Género F M F M D F F D M F F M M F

Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3

Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ pl6.1

Tamanho da delecdo (Mb) 8,8 0,645 1,73 1,54 311 3,72 2,51 534bp 0,097 0,653 0,267 0,182 0,147 6,31
Posicdo gendmica inicio 71552 143113 143413 156100 200630 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887 1846234
Posicéo gendmica final 8900564 788322 1875315 1694721 3307638 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244 8151890

Dismorfias:

Pés e maos pequenos

Dedos estreitos
Hipotrofia das regides tenar e
hipotenar

Artelhos em martelo
Dermatoglifos anormais
Radiologia:

Atraso de maturacdo 6ssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar

Pseudo-epifises

Malformacoes:

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

SR

SIR
S/IR
SIR
SIR
S/R

S/IR

M: masculino; F: feminino; “+”: Clinica presente;

.

clinica ausente; "S/R" sem registro.

109


https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 286913 289699 270501 308614 259123 292827 262543 285672 296513 289873 290122 1617 250823
Género F M M M F M F M M M D D F F
Ponto de quebra distal p16.3 p16.3 p16.3 pl16.3 p16.3 pl16.3 p16.3 pl6.3 p16.3 pl6.3 pl6.2 pl6.2 pl6.1 pl6.1
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ ~— . ~— p16.1 _— — _— _—
Tamanho da delegéo (Mb) 8,8 0,051 1,56 0,021 0,529 0,164 0,104 0,342 0,063 2,77 0,048 0,048 0,204 0,11
Posicéo gendmica inicio 71552 1900811 1905949 1988629 2110075 2837653 | 2968483 | 3413612 3573014 4441881 5730521 5730521 | 8202891 | 8227651
Posicéo gendmica final | 8900564 1952501 3462672 2009787 2702441 3301865 | 3072568 | 3756297 3636893 7212894 5779391 5779391 | 8407210 | 8338533
Gerais:
Microcefalia + + - + - - = = - - - - + -
ConvulsGes + - - - - - - - - R + R _ +
Retardo do Crescimento S/R + - - = = = s o - - - - -
Deficiéncia intelectual + - + + + + - + - - - - - +
Prognostico reservado + - - - = = = s o - - - - -
Padréo Dismorfico: ‘ ‘ ‘
Labio superior curto + - - - - - - - - - - - R R
Regido mentoniana pequena + - - - - - o . = - - - - -
Comisssuras labiais desviadas para
baixo + - - - - - - - - - - - - R
Columela hipoplésica + - - - = = = . o - - - - -
Hipertelorismo + - - - - - - - - - - - - R
Ptose das palpebras + - - - - o o . - - - i - -
Implantacéo do cabelo na fronte é alta + - - - - - - - - - - - + -

Nariz afinado

valformagoes: |

Cardiovasculares
Cerebrais

Palato fendido
Renais

Coloboma da iris

Hipospédia

.

M: masculino; F: feminino; “+”: Clinica presente; “-”:

clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes

Continuacao da tabela 6

DECIPHER
Referéncia Citogenética 11265 286913 289699 270501 308614 259123 292827 262543 285672 296513 289873 290122 1617 250823
Género F M M M F M F M M M D D F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2 p16.1 p16.1
Ponto de quebra proximal pl6.1 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ p16.1 ~~ ~~ ~~ ~~
Tamanho da delecdo (Mb) 8,8 0,051 1,56 0,021 0,529 0,164 0,104 0,342 0,063 2,77 0,048 0,048 0,204 0,11
Posicdo gendmica inicio 71552 1900811 1905949 1988629 2110075 2837653 2968483 3413612 3573014 4441881 5730521 5730521 8202891 | 8227651

Posicéo gendmica final | 8900564 1952501 3462672 2009787 2702441 3301865 | 3072568 | 3756297 3636893 7212894 5779391 5779391 | 8407210 | 8338533

Dismorfias:
Pés e méos pequenos + - - - - - - - - - - R - ;
Dedos estreitos + - - - = = = . - - - - - -

Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - R - .

Artelhos em martelo - - - - o o = - - - - - - B

Dermatoglifos anormais SIR - - - - - - - - - - R - -
ol
Atraso de maturagéo dssea SIR - - - = - = . o - - - - -
Pélvis estreita SIR - - - - - - - - - - R - -
Anomalias costo-vertebrais SIR - - - = = = s o - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - - - - -
Pseudo-epifises SIR - - - - o o . - - - - - i,
L e
Intestinais - - - - - - - - - - - - - -
Uterina - - - - - - - = = . - - - -
Disgenesia gonadal S/IR - - - - - - - - - - - R -

Extrofia de bexiga - - - - - = = = - - - - - -

Ectrodactilia - - - - - - - - - - - - _ R

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes

Continuacao da tabela 6

DECIPHER ISCA
Referéncia Citogenética 11265 288780 278627 583094 577943 582126 582190 582188 577957 583048 577945 577962 575330 575255 576471
Género F D F D D D D D D D D D D D D
Ponto de quebra distal p16.3 pl6.1 pl6.1 p16.3 p16.3 pl6.3 pl6.3 p16.3 p16.3 pl6.3 pl6.3 p16.3 p16.3 p16.3 pl6.3
Ponto de quebra proximal pl16.1 ~~ ~~ ~~ ~~ ~~ ~~ ~ p16.2 pl16.1 pl6.1 ~— — — _—
Tamanho da delegdo (Mb) 8,8 0,144 0,19 0,041 2,32 3,49 4,28 4,28 514 6,17 7,75 4,32 0,037 0,037 0,036
Posicdo gendmica inicio | 71552 8258559 8416549 72447 72247 72447 72447 72447 72447 72447 72447 85040 147582 147582 1814763
Posicdo gendmica final | 8900564 8403088 8607464 113583 2402086 | 3563382 | 4360445 | 4360445 | 5214111 | 6245152 | 7831152 | 4407509 185425 185425 1850806
Gerais:
Microcefalia + - - - = - = 5 - - - - - ; -
Convulsoes + - - - + - - - - - - + - + R
Retardo do
Crescimento S/R - - - + - - + - + o . - - -
Deficiéncia intelectual + - + - - - - - - - - - - - -
Prognéstico
reservado + - - - = = = 5 - - - - - ; -
Padrao
Dismorfico:
Labio superior
curto + - - - - - - - - - - - - - -
Regido mentoniana
pequena + - - - - = = s - - - - - - -
Comisssuras labiais desviadas para
baixo + - - - - - - - - - - - - - R
Columela
hipoplésica + - - - - - o . . - - - - i, -
Hipertelorismo + - - - - - - - - - - - - i -
Ptose das
palpebras + - - - - - o . . - - - - i, -
Implantacéo do cabelo na fronte é
alta + - - - - - - - - - - - - - -
Nariz
afinado - - - - = = = . - - - - - - -

Malformacoes:

Cardiovasculares
Cerebrais

Palato fendido
Renais
Coloboma da iris
Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628327_op8XnpASkkVsH1f7lwYa99ICCS2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628843_LdnXP93dukYyAOqSMzjSp3h100Yt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-6245152&hgsid=575627335_IM1RJYIL3cvhZRDagU9QpUPdo1a2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-7831152&hgsid=575626877_W55OszkNDzoY1RsnD2BNzotadMlT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A85040-4407509&hgsid=575624647_EmzJIthcyiaycCHzf4WWJwj5TINE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes

Continuacao da tabela 6

DECIPHER ISCA
Referéncia Citogenética 11265 288780 278627 583094 577943 582126 582190 582188 577957 583048 577945 577962 575330 575255 576471
Género F D F D D D D D D D D D D D D
Ponto de quebra distal p16.3 p16.1 p16.1 p16.3 p16.3 pl6.3 p16.3 p16.3 p16.3 p16.3 pl6.3 p16.3 p16.3 pl16.3 pl16.3
Ponto de quebra proximal p16.1 ~~ ~~ ~~ ~~ ~ ~ . p16.2 pl16.1 pl6.1 — — _— _—
Tamanho da delecéo (Mb) 8,8 0,144 0,19 0,041 2,32 3,49 4,28 4,28 5,14 6,17 7,75 4,32 0,037 0,037 0,036
Posicdo gendmica inicio 71552 8258559 8416549 72447 72247 72447 72447 72447 72447 72447 72447 85040 147582 147582 1814763
Posicéo gendmica final | 8900564 8403088 8607464 113583 2402086 3563382 4360445 4360445 5214111 6245152 7831152 4407509 185425 185425 1850806
Dismorfia
Pés e méos pequenos + - - - - - - - - - - - - - .
Dedos estreitos + - - - - = = s 5 5 - - - - -
Hipotrofia das regides tenar e
hipotenar - - - - - - - - - - - - - R i,
Artelhos em martelo - - - - - - = = s . - - - - -
Dermatoglifos anormais S/IR - - - - - - - - - - - - R -
Radilogi - . '/ /' [ /|
Atraso de maturagéo dssea SIR - - - = - = . . - - - - - i
Pélvis estreita SIR - - - - - - - - - - - - - -
Anomalias costo-vertebrais SIR - - - - - o 5 . . - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - - - - - -
Pseudo-epifises SIR - - - - o o - - - - - - _ -
rE— - . '/ /' [ /|
Intestinais - - - - - - - - - - - - - - -
Uterina - - - - - = = = = - - - - - -
Disgenesia gonadal SIR - - - - - - - - - - - - R -
Extrofia de bexiga - - - - - - = - = = - - - - -
Ectrodactilia - - - - - - - - - - - - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-8900564#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628327_op8XnpASkkVsH1f7lwYa99ICCS2N
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-4360445&hgsid=575628843_LdnXP93dukYyAOqSMzjSp3h100Yt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-6245152&hgsid=575627335_IM1RJYIL3cvhZRDagU9QpUPdo1a2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-7831152&hgsid=575626877_W55OszkNDzoY1RsnD2BNzotadMlT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A85040-4407509&hgsid=575624647_EmzJIthcyiaycCHzf4WWJwj5TINE
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes

Tabela 7. Achados clinicos associados & dele¢do no segmento cromossdémico 4p16.3-p15.33 (pontos de quebra - chr4:1729442-12802689).

Dados compilados do DECIPHER e ClinGen. Paciente #6, referéncia 8079.

DECIPHER
Referéncia Citogenética 8079 272047 298151 270581 1098 286913 289699 270501 308614 259123 292827
Género M F M M F M M M F M F
Ponto de quebra distal p16.3 p16.3 pl6.3 p16.3 p16.3 p16.3 p16.3 pl6.3 pl6.3 p16.3 pl6.3
Ponto de quebra proximal p15.33 ~~ ~~ ~~ pl6.1 ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da dele¢éo (Mb) 11,073 0,267 0,182 0,147 6,31 0,051 1,56 0,021 0,529 0,164 0,104
Posicdo gendmica inicio 1729442 1742590 1827058 1837887 1846234 1900811 1905949 1988629 2110075 2837653 2968483
Posicéo gendmica final 12802689 2009643 2009615 1985244 8151890 1952501 3462672 2009787 2702441 3301865 3072568
o N T ——
Microcefalia + - - + - + - + - - -
Convulsdes + - - - - - - - - - -
Retardo do Crescimento + - + - - + - - - - -
Deficiéncia intelectual + - - + - - + + + + -

Prognéstico reservado

e e —

Lébio superior curto

Regido mentoniana pequena

Comisssuras labiais desviadas para baixo

Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

Nariz afinado

Malformagdes:

Cardiovasculares
Cerebrais

Palato fendido
Renais
Coloboma da iris

Hipospédia

S/R
SIR
S/IR
SR

M: masculino; F: feminino; “+”: Clinica presente;

.

: clinica ausente; "S/R™ sem registro.
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https://decipher.sanger.ac.uk/browser#q/4:1729442-12802689/location/4:1604442-12927689
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes

Continuacao da tabela 7

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecéo (Mb)
Posigéo gendmica inicio
Posigéo gendmica final
Dismorfias:

Pés e maos pequenos

Dedos estreitos

Hipotrofia das regides tenar e hipotenar
Artelhos em martelo

Dermatoglifos anormais

e

Atraso de maturagio 6ssea

DECIPHER
8079 272047 298151 270581 1098 286913 289699 270501 308614 259123 292827
M F M M F M M M F M E
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
p15.33 ~— ~ ~ p16.1 -~ ~ -~ -~ ~— ~—
11,073 0,267 0,182 0,147 6,31 0,051 1,56 0,021 0,529 0,164 0,104
1729442 1742590 1827058 1837887 1846234 1900811 1905949 1988629 2110075 2837653 2968483
12802689 2009643 2009615 1985244 8151890 1952501 3462672 2009787 2702441 3301865 3072568
+ - - - - - - - - - -
45 - - - - - - - - - -
SIR - - - - - - - - - -

Pélvis estreita
Anomalias costo-vertebrais
Sinostose radio-ulnar

Pseudo-epifises

valformagses

Intestinais

Uterina

Disgenesia gonadal
Extrofia de bexiga

Ectrodactilia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/browser#q/4:1729442-12802689/location/4:1604442-12927689
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1098#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1846224-8151900&hgsid=575610583_ffhF3HUdbxTNsNqjOXWYqhzWu6vA
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/1098#genotype/cnv/2547/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes

Continuacao da tabela 7

DECIPHER
Referéncia Citogenética 8079 262543 285672 4453 296513 248510 289873 290122 254460 1617 250823
Género M M M M M D D D F F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2 pl6.1 pl6.1 pl6.1
Ponto de quebra proximal p15.33 ~~ ~~ pl6.1 pl6.1 p15.33 ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 11,073 0,342 0,063 532 2,77 8,23 0,048 0,048 2,76 0,204 0,11
Posicéo gendmica inicio 1729442 3413612 3573014 4124473 4441881 4460924 5730521 5730521 6619379 8202891 8227651
Posicéo gendmica final 12802689 3756297 3636893 9444322 7212894 12691840 5779391 5779391 9381817 8407210 8338533

Gerais: I e e T

Microcefalia
Convulsoes

Retardo do Crescimento
Deficiéncia intelectual

Prognostico reservado

+ - - - - - - - = + -
+ - - - - - + - - - +
dL = - - - - - - 5 - -
+ + - + - + - - + - +

Padrao Dismérfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

Nariz afinado

Malformacoes:

Cardiovasculares
Cerebrais

Palato fendido
Renais
Coloboma da iris

Hipospédia

+

4=

+

+

S/IR
SIR
S/R
SR

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente;"S/R" sem registro.
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https://decipher.sanger.ac.uk/browser#q/4:1729442-12802689/location/4:1604442-12927689
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4453#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/248510#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/254460#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4124463-9444332&hgsid=575150561_C4gun7Sl7rmbQKyfG4isD3PXivaT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4460914-12691850&hgsid=575151311_vdnEA3VxmHt4PSbAcFTemjgDQO7j
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A6619369-9381827&hgsid=575450221_VaGpb0asfFQ3HKqUCqxMk0bRk4gJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes

Continuacao da tabela 7

DECIPHER

Referéncia Citogenética 8079 262543 285672 4453 296513 248510 289873 290122 254460 1617 250823

Género M M M M M ) ) D) E E F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2 p16.1 p16.1 pl6.1
Ponto de quebra proximal p15.33 ~~ ~~ pl6.1 pl6.1 p15.33 ~~ — — — —
Tamanho da delecéo (Mb) 11,073 0,342 0,063 532 2,77 8,23 0,048 0,048 2,76 0,204 0,11
Posigéo gendmica inicio 1729442 3413612 3573014 4124473 4441881 4460924 5730521 5730521 6619379 8202891 8227651
Posicéo gendmica final 12802689 3756297 3636893 9444322 7212894 12691840 5779391 5779391 9381817 8407210 8338533
Dismorfias:
Pés e maos pequenos + - - - - - - - - - -
Dedos estreitos + - = = = s - - - - -
Hipotrofia das regides tenar e hipotenar - - - - - - - - - - -
Artelhos em martelo - - - - - - 5 - - - -
Dermatoglifos anormais SIR - - - - - - - - - R
Atraso de maturagio 6ssea + - - - o . . - - - -
Pélvis estreita SIR - - - - - - - - - R
Anomalias costo-vertebrais - - - - - - 5 - - - -
Sinostose radio-ulnar - - - - - - - - - - R
Pseudo-epifises SIR - - - - - = 5 - - -
L e |
Intestinais - - - - - - - - - - -
Uterina SIR - - - - - - o - - -
Disgenesia gonadal - - - - - - - - - - -
Extrofia de bexiga - - - - - - = - - - -
Ectrodactilia - - - - - - - - - - R
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/browser#q/4:1729442-12802689/location/4:1604442-12927689
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4453#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/248510#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/254460#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4124463-9444332&hgsid=575150561_C4gun7Sl7rmbQKyfG4isD3PXivaT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4460914-12691850&hgsid=575151311_vdnEA3VxmHt4PSbAcFTemjgDQO7j
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A6619369-9381827&hgsid=575450221_VaGpb0asfFQ3HKqUCqxMk0bRk4gJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes

Continuacao da tabela 7

DECIPHER _
Referéncia Citogenética 8079 288780 278627 288374 256134 286236 331105 576471 580525
Género M D E D M M E D D
Ponto de quebra distal p16.3 p16.1 p16.1 p16.1 pl6.1 p15.33 p15.33 pl6.3 pl6.1
Ponto de quebra proximal p15.33 ~~ ~~ ~~ p15.33 ~~ ~~ ~~ p15.33
Tamanho da delecéo (Mb) 11,073 0,144 0,19 1,19 0,94 0,283 0,289 0,036 0,957
Posicdo gendmica inicio 1729442 8258559 8416549 9370782 10423951 11881248 11909503 1814763 10747826
Posicéo gendmica final 12802689 8403088 8607464 10556432 11364693 12165095 12198981 1850806 11705504
Microcefalia + - - - = = = = =
Convulsoes + - - - - - - - +
Retardo do Crescimento + - - - - = = = =
Deficiéncia intelectual + - + + + - - - -

Prognéstico reservado - - - - = = - - -

Padrao Dismérfico:

Lébio superior curto + - - - - - - - R

Regido mentoniana pequena + - - o = = - - -
Comisssuras labiais desviadas para baixo + - - - - - - - R
Columela hipoplésica + - - o o = - - -

Hipertelorismo + - - - - - - - R

Ptose das palpebras + - - o s - - - -

Implantacéo do cabelo na fronte é alta + - - - - - - - R

Nariz afinado - - - - o o - - -

y— !/ /[ |

Cardiovasculares - - - - - + - + +
Cerebrais - - - - - + - - -

Palato fendido SIR - - - - - - - -
Renais SIR - - - - o - - -
Coloboma da iris SIR - - - - - - - -
Hipospadia SIR - - - - o - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/browser#q/4:1729442-12802689/location/4:1604442-12927689
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/browser
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/browser
https://decipher.sanger.ac.uk/patient/286236#genotype/cnv/60196/browser
https://decipher.sanger.ac.uk/patient/331105#overview
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10747826-11705504&hgsid=574700673_lirGyeuJaWdC9axbi1aw8o9JQh9e
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288374#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/256134#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286236#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/331105#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A9370772-10556442&hgsid=575450573_JiZGFIDJJkhNdECMkYyntdTagcfK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10423941-11364703&hgsid=575450615_3hpAMbWKTemSAs9G959tKewBqmSr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11881238-12165105&hgsid=575450683_nhJ1a4V3nz9yty9NHINA7aDQ14Fc
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11909493-12198991&hgsid=575450777_nFVgMcWXIApE9lba0qyAQeaY5T2D
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/genes
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/genes
https://decipher.sanger.ac.uk/patient/331105#genotype/cnv/112237/genes

Continuacao da tabela 7

DECIPHER _
Referéncia Citogenética 8079 288780 278627 288374 256134 286236 331105 576471 580525
Género M D E D M M E D D
Ponto de quebra distal p16.3 p16.1 p16.1 p16.1 pl6.1 p15.33 p15.33 pl16.3 p16.1
Ponto de quebra proximal p15.33 ~~ ~~ ~~ p15.33 ~~ ~~ ~~ p15.33
Tamanho da delecéo (Mb) 11,073 0,144 019 119 0,94 0,283 0,289 0,036 0,957
Posigéo gendmica inicio 1729442 8258559 8416549 9370782 10423951 11881248 11909503 1814763 10747826
Posigdo gendmica final 12802689 8403088 8607464 10556432 11364693 12165095 12198981 1850806 11705504
Dismorfias:
Pés e mdos pequenos + - - - - - - - -
Dedos estreitos + - - - = - - - =
Hipotrofia das regides tenar e hipotenar - - - - - - - - -
Artelhos em martelo - - - - - - - - -
Dermatoglifos anormais SIR - - - - - - - -

Radiologia:

Atraso de maturagdo dssea
Pélvis estreita

Anomalias costo-vertebrais
Sinostose radio-ulnar
Pseudo-epifises

Intestinais

Uterina

Disgenesia gonadal

Extrofia de bexiga

Ectrodactilia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.

119


https://decipher.sanger.ac.uk/browser#q/4:1729442-12802689/location/4:1604442-12927689
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/browser
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/browser
https://decipher.sanger.ac.uk/patient/286236#genotype/cnv/60196/browser
https://decipher.sanger.ac.uk/patient/331105#overview
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10747826-11705504&hgsid=574700673_lirGyeuJaWdC9axbi1aw8o9JQh9e
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288374#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/256134#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286236#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/331105#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A9370772-10556442&hgsid=575450573_JiZGFIDJJkhNdECMkYyntdTagcfK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10423941-11364703&hgsid=575450615_3hpAMbWKTemSAs9G959tKewBqmSr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11881238-12165105&hgsid=575450683_nhJ1a4V3nz9yty9NHINA7aDQ14Fc
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11909493-12198991&hgsid=575450777_nFVgMcWXIApE9lba0qyAQeaY5T2D
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/genes
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/genes
https://decipher.sanger.ac.uk/patient/331105#genotype/cnv/112237/genes

Tabela 8. Achados clinicos associados a delecdo no segmento cromossémico 4p16.3-p15.2 (chr4:68345-24473084). Dados compilados do
DECIPHER e ClinGen. Paciente #7, referéncia 15748.

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecéo (Mb)
Posicéo gendmica inicio
Posicéo gendmica final

Gerais:

DECIPHER
15748 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894 272155
M F D F M F M F M D M F F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
p15.2 — — — — — — — — — — — —

24 0,469 1,48 154 33 377 0,614 37 0,855 174 345 174 1,89
68345 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677 119071
24473084 541094 1554763 1613886 3375637 3845097 686681 3770412 927839 1810090 3519927 1819995 2009727

Microcefalia i - - - + . . - - + + . ;

Convulstes + - + + + - - - + - - ¥ B,

Retardo do Crescimento w - - - + = = = - + - - -

Deficiéncia intelectual + - - - - - - + ¥ ¥ + . i
+

Prognéstico reservado

Padrao Dismorfico:

Labio superior curto + - - - - - - - - - B - a
Regido mentoniana pequena ki - - s = s - - - - . - B,
Comisssuras labiais desviadas para +
baixo - - - - - - - - - - - R
Columela hipoplasica v - = = 5 - - - - - - B} i
Hipertelorismo + - - - - - - - - - - } i,
Ptose das palpebras B - - - - o 5 - - - - i, -
Implantago do cabelo na fronte ¢ alta + - - - - - - - - - - . _
Nariz afinado wr = - = s - - - - - - i, i
Malformagoes: ‘ ‘
Cardiovasculares + + - - - - - - - - - - -
Cerebrais v - - = = = - . - - - . i
Palato fendido + - - - - - - - - - - } _
Renais - - - - - - o 5 . - - - -
Coloboma da iris - - - - - - - - - - R _ -
Hipospadia - - - - - - = = s - - - -
M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes

Continuacéo da tabela 8

DECIPHER
Referéncia Citogenética | 12748 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894 272155
Género M F D F M F M F M D M F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p1s5.2 — — — — ~— — — — — — _— —
Tamanho da delegéo (Mb) 24 0,469 148 1,54 33 3,77 0,614 37 0,855 1,74 345 1,74 1,89
Posicao gendmica inicio | 68345 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677 119071
Posicéo genomica final | 24473084 541094 1554763 1613886 3375637 3845097 686681 3770412 927839 1810090 3519927 1819995 2009727
Dismorfias:
Pés e maos pequenos + - - - - - - - - - - - R
Dedos estreitos + - - - - o o - - - - - -
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - -
Artelhos em martelo ) - - - - o o - - - - - -
SIR

Dermatoglifos anormais - - - - - - - - - - - R

Raciologia | ! ]| '/ '/ /|

Atraso de maturago 6ssea S/R - - - = = = - - - - - -
Pélvis estreita SIR - - - - - - - - - R - -
Anomalias costo-vertebrais S/R - - - = = = = - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - R - -

S/IR

Pseudo-epifises - - - = = = o . - - - -
I L O S
Intestinais - - - - - - - - - - - R
Uterina - - - - = o 5 = - - - -
Disgenesia gonadal - - - - - - - - - - - R

Extrofia de bexiga - - - - = o o = - - - -

Ectrodactilia - - - - - - - - - - . -

.

M: masculino; F: feminino; “+”: Clinica presente; “-: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes

Continuacao da tabela 8

DECIPHER
Referéncia Citogenética | 15748 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928 266946 2599
Género M D D D D D D M F M D F F
Ponto de quebra distal p16.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 -~ — — ~— — — — — — — — —
Tamanho da delego (Mb) 24 0,042 0,042 0,042 0,042 0,042 0,042 0,645 173 154 3,11 3,72 2,51
Posicao gendmica inicio 68345 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630 471352 1075598
Posigio gendmica final | 24473084 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638 4190247 3587919
Gerais:
Microcefalia il - s - - - - - _ _ " _ ;
Convulses + - + - - 3 + . + . " ; :
Retardo do Crescimento i - - o o = - - + - + - _
Deficiéncia intelectual + + - + + + + + - + + + +
+

Prognéstico reservado

Padrdo Dismérfico:

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantac&o do cabelo na fronte é alta

Nariz afinado

Malformacoes:

Cardiovasculares
Cerebrais

Palato fendido
Renais
Coloboma da iris

Hipospédia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes

Continuacéo da tabela 8

DECIPHER
Referéncia Citogenética | 19748 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928 266946 2599
Género M D D D D D D M F M D F F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p1s5.2 ~~ ~— ~— — — — — — — — — —
Tamanho da delegéo (Mb) 24 0,042 0,042 0,042 0,042 0,042 0,042 0,645 1,73 1,54 3,11 3,72 2,551
Posicio genomica infcio | 08345 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630 471352 1075598
Posicao gendmica final | 24473084 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638 4190247 3587919
Dismorfias:
Pés e maos pequenos * - - - - - - - - - - - -
Dedos estreitos + - . . B B - . - B} . B} .
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - -
Artelhos em martelo ) - - - = o o - - - - - -
SIR

Dermatoglifos anormais - - - - - - - - - - R -

I e I s ) A NN

Atraso de maturacdo 6ssea SIR - - - = = o - - - - - i
Pélvis estreita S/R - - - - - - - - - - R .
Anomalias costo-vertebrais S/R - - - = = = s o - - - -
Sinostose radio-ulnar S/R - - - - - - - - - - - i

S/IR

Pseudo-epifises - - - - - o . = - - - -

L vemegses
Intestinais - - - - - - - - - - - B,
Uterina - - - - = = = o - - - -
Disgenesia gonadal - - - - - - - - - - - -

Extrofia de bexiga - - - - - = = = - - - -

Ectrodactilia - - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes

Continuacao da tabela 8

DECIPHER
z 15748 288598 285842 314608 272047 298151 270581 286913 289699 270501 308614 259123 292827
Género M D M F F M M M M M F M F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegio (Mb) 24 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021 0,529 0,164 0,104
Posigo gendmica inicio 68345 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629 2110075 2837653 | 2968483
Posicao gendmica final | 24473084 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787 2702441 3301865 | 3072568
Gerais:
Microcefalia + - - + - - + + - + - - -
Convulstes + - - - - - - - - - - - -
Retardo do Crescimento + - - - - + - + - - - - -
Deficiéncia intelectual + - - - - - + - + + + + -
+

Prognéstico reservado

Padrao Dismérfico:

Lébio superior curto

Regido mentoniana pequena

Comisssuras labiais desviadas para baixo

Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

Nariz afinado
Malformagoes: ‘

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes

Continuacao da tabela 8

DECIPHER
Referéncia Citogenética | 12748 288598 285842 314608 272047 298151 270581 286913 289699 270501 308614 259123 292827
Género M D M F F M M M M M F M F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegéo (Mb) 24 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021 0,529 0,164 0,104
Posicdo gendmica inicio | 68345 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629 2110075 2837653 | 2968483
Posicdo genomica final | 24473084 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787 2702441 3301865 | 3072568
L e |
Pés e méos pequenos + - - - - - - - - - - - -
Dedos estreitos + - . . B B - - . . B} B} .
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - - - -
Artelhos em martelo ) - - - - - - - - - - - -
SIR

Dermatoglifos anormais - - - - - - - - - - - -

Radiologa

Atraso de maturagio 6ssea SIR - - - - o = - - - - - i,
Pélvis estreita SIR - - - - - - - - - - R .
Anomalias costo-vertebrais SIR - - - = o = - - - - - i,
Sinostose radio-ulnar SIR - - - - - - - - - R R i

S/IR

Pseudo-epifises - - - = = = o . - - - -

L veormaes
Intestinais - - - - - - - - - - - B,

Uterina - - - = = o o = - - - -

Disgenesia gonadal - - - - - - - - - - - -

Extrofia de bexiga - - - - - o o = - - - -

Ectrodactilia - - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes

Continuacao da tabela 8

DECIPHER i
Referéncia Citogenética | 15748 262543 285672 4453 296513 248510 289873 290122 254460 1617 250823 288780 278627
Geénero M M M M M D D D E E F D E
Ponto de quebra distal p16.3 p16.3 p16.3 pl6.3 pl16.3 pl6.3 p16.2 p16.2 p16.1 p16.1 p16.1 pl16.1 pl6.1
Ponto de quebra proximal p15.2 ~~ ~~ p16.1 p16.1 p15.33 ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecio (Mb) 24 0,342 0,063 532 277 8.23 0.048 0,048 2.76 0.204 0,11 0.144 0.19
Posicio gendmica inicio | 68345 3413612 3573014 4124473 4441881 4460924 5730521 5730521 6619379 | 8202891 | 8227651 | 8258559 8416549
Posigio gendmica final | 24473084 3756297 3636893 9444322 7212894 12691840 5779391 5779391 9381817 | 8407210 | 8338533 | 8403088 8607464
Gerais:
Microcefalia + - - - - - - - - + - - -
Convulsdes + - - - - - + - - - + - -
Retardo do Crescimento i - - - - - - - - - - - -
Deficiéncia intelectual + + - + - + - - + - + - +
n

Prognéstico reservado

Padrédo Dismorfico:

Labio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Malformacoes:

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4453#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/248510#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/254460#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4124463-9444332&hgsid=575150561_C4gun7Sl7rmbQKyfG4isD3PXivaT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4460914-12691850&hgsid=575151311_vdnEA3VxmHt4PSbAcFTemjgDQO7j
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A6619369-9381827&hgsid=575450221_VaGpb0asfFQ3HKqUCqxMk0bRk4gJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes

Continuacao da tabela 8

DECIPHER )
Referéncia Citogenética | 12748 262543 285672 4453 296513 248510 289873 290122 254460 1617 250823 288780 278627
Género bt M M M M D D D E E F D F
Ponto de quebra distal |  P16:3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2 p16.1 p16.1 p16.1 p16.1 p16.1
Ponto de quebra proximal p15.2 ~~ ~~ pl6.1 pl6.1 p15.33 ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegéio (Mb) 24 0,342 0,063 532 2,77 8.23 0,048 0,048 2,76 0,204 0,11 0,144 019
Posicéio genomica inicio | 68345 3413612 3573014 4124473 4441881 4460924 5730521 5730521 6619379 | 8202891 | 8227651 | 8258559 8416549
Posicao genomica final | 24473084 | 3756297 3636893 9444322 7212894 | 12691840 | 5779391 5779391 9381817 | 8407210 | 8338533 | 8403088 8607464
Dismorfias:
Pés e maos pequenos * - - - - - - - - - - - -
Dedos estreitos * - - - - - - - - - - - -
Hipotrofia das regides tenar e hipotenar * - - - - - - - - - - - -
Artelhos em martelo B - - - - - - - - - - - -
SIR

Dermatoglifos anormais - - - - - - - - - - R R

e e I O e O w—

Atraso de maturacdo 6ssea SIR - - - = = o - - - - - -
Pélvis estreita S/R - - - - - - - - - - R R
Anomalias costo-vertebrais S/R - - = = = o - - - - - -
Sinostose radio-ulnar S/R - - - - - - - - - - R -

S/IR

Pseudo-epifises - - - - - o - . - - - -
I A
Intestinais - - - - - - - - - - - R
Uterina - - - - - = o - - - - -
Disgenesia gonadal - - - - - - - - - - - R

Extrofia de bexiga - - - - - = o = - - - -

Ectrodactilia - - - - - - - - - . - _

.

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4453#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/248510#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/254460#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4124463-9444332&hgsid=575150561_C4gun7Sl7rmbQKyfG4isD3PXivaT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4460914-12691850&hgsid=575151311_vdnEA3VxmHt4PSbAcFTemjgDQO7j
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A6619369-9381827&hgsid=575450221_VaGpb0asfFQ3HKqUCqxMk0bRk4gJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes

Continuacao da tabela 8

) i DECIPHER ClinGen
Referéncia Citogenética 15748 288374 256134 286236 331105 583094 577943 582126 575330 575255 576471
Género M D M M F D D D D D D
Ponto de quebra distal p16.3 pl16.1 pl16.1 p15.33 p15.33 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ p15.33 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~
Tamanho da delegio (Mb) 24 119 0.94 0,283 0,289 0,041 232 3,49 0,037 0,037 0,036
Posicio gendmica inicio 68345 9370782 10423951 11881248 11909503 72447 72247 72447 147582 147582 1814763
Posicio genomica final | 24473084 10556432 11364693 12165095 12198981 113583 2402086 3563382 185425 185425 1850806
Gerais:
Microcefalia i - = = = - - = = = =
ConvulsGes + - - - - - + - - + -
Retardo do Crescimento i - - - - - + - - - =
Deficiéncia intelectual + + + - - - - - - - -
+

Prognéstico reservado

Padrao Dismérfico:

Lébio superior curto

Regido mentoniana pequena

Comisssuras labiais desviadas para baixo

Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantac&o do cabelo na fronte é alta

Nariz afinado
Malformagoes: ‘

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospadia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/browser
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/browser
https://decipher.sanger.ac.uk/patient/286236#genotype/cnv/60196/browser
https://decipher.sanger.ac.uk/patient/331105#overview
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/288374#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/256134#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286236#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/331105#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A9370772-10556442&hgsid=575450573_JiZGFIDJJkhNdECMkYyntdTagcfK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10423941-11364703&hgsid=575450615_3hpAMbWKTemSAs9G959tKewBqmSr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11881238-12165105&hgsid=575450683_nhJ1a4V3nz9yty9NHINA7aDQ14Fc
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11909493-12198991&hgsid=575450777_nFVgMcWXIApE9lba0qyAQeaY5T2D
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/genes
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/genes
https://decipher.sanger.ac.uk/patient/331105#genotype/cnv/112237/genes

Continuacao da tabela 8

) ) DECIPHER ClinGen
Referéncia Citogenética 15748 288374 256134 286236 331105 583094 577943 582126 575330 575255 576471
Género M D M M E D D D D D D
Ponto de quebra distal p16.3 p16.1 p16.1 p15.33 p15.33 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p1s5.2 ~~ p15.33 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~
Tamanho da delegéio (Mb) 24 119 094 0,283 0.289 0,041 2,32 3,49 0,037 0,037 0,036
Posicao gendmica inicio 68345 9370782 10423951 11881248 11909503 72447 72247 72447 147582 147582 1814763
Posicao genomica final | 24473084 10556432 11364693 12165095 12198981 113583 2402086 3563382 185425 185425 1850806
Dismorfias:
Pés e maos pequenos + - - - - - - - - - -
Dedos estreitos * - - - - - - - - - -
Hipotrofia das regides tenar e hipotenar + - - - - - - - - - -
Artelhos em martelo - - - - - - - - - - -
SIR

Dermatoglifos anormais - - - - - - - - - R

edivoge:

Atraso de maturagao 6ssea SR - - - - - - s - - -
Pélvis estreita S/R - - - - - - - - - R
Anomalias costo-vertebrais SIR - - - - = = s - - -
Sinostose radio-ulnar S/R - - - - - - - - - -

S/IR

Pseudo-epifises - - - = - o . - - -
T O
Intestinais - - - - - - - - - -

Uterina - - - = - = 5 5 - -

Disgenesia gonadal - - - - - - - - - -

Extrofia de bexiga - - - - - = = - - -

Ectrodactilia - - - - - - - - - -

.

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/browser
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/browser
https://decipher.sanger.ac.uk/patient/286236#genotype/cnv/60196/browser
https://decipher.sanger.ac.uk/patient/331105#overview
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/288374#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/256134#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286236#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/331105#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A9370772-10556442&hgsid=575450573_JiZGFIDJJkhNdECMkYyntdTagcfK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10423941-11364703&hgsid=575450615_3hpAMbWKTemSAs9G959tKewBqmSr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11881238-12165105&hgsid=575450683_nhJ1a4V3nz9yty9NHINA7aDQ14Fc
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11909493-12198991&hgsid=575450777_nFVgMcWXIApE9lba0qyAQeaY5T2D
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/genes
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/genes
https://decipher.sanger.ac.uk/patient/331105#genotype/cnv/112237/genes

Tabela 9. Achados clinicos associados a delecdo no segmento cromossémico 4p16.3-p15.2 (chr4:68345-25765071). Dados compilados do

DECIPHER e ClinGen. Paciente #8, referéncia 15882.

Referéncia Citogenética
Género

Ponto de quebra distal
Ponto de quebra proximal
Tamanho da delecdo (Mb)
Posicdo gendmica inicio
Posicéo gendmica final
Gerais:

Microcefalia

Convulsdes

Retardo do Crescimento
Deficiéncia intelectual
Prognostico reservado
Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica
Hipertelorismo

Ptose das palpebras
Implantac&o do cabelo na fronte é alta
Nariz afinado
Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

DECIPHER
15882 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894
M F D F M F M F M D M F
p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
p15.2 — — — — — — — — — — —
25 0,469 1,48 1,54 33 3,77 0,614 37 0,855 1,74 3,45 174
68345 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677
25765071 541094 1554763 1613886 3375637 3845097 686681 3770412 927839 1810090 3519927 1819995
W = - = + . 5 s 5 + + =
+ - + + + - - - + - - +
+ o o o + o 5 o 5 + 5 5
SIR - - - - - - + + + + -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.

130


https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes

Continuacao da tabela 9

DECIPHER
Referéncia Citogenética 15882 331646 289649 288500 263569 285503 291456 252491 256885 2797 4676 279894
Género M F D F M F M F M D M F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delecéio (Mb) 25 0,469 148 1,54 33 3,77 0,614 37 0,855 1,74 345 1,74
Posic&o gendmica inicio 68345 71553 71553 71553 71552 71552 72247 72247 72447 72447 72447 75677
Posicdo gendmica final | 22765071 541094 1554763 1613886 3375637 3845097 686681 3770412 927839 1810090 3519927 1819995

S

Pés e maos pequenos
Dedos estreitos
Hipotrofia das regides tenar e hipotenar

Artelhos em martelo

Dermatoglifos anormais

Radiologia:
Atraso de maturagio dssea S/R
Pélvis estreita SIR
Anomalias costo-vertebrais SIR
Sinostose radio-ulnar SIR
S/IR

Pseudo-epifises

vatfomagses |

Intestinais
Uterina
Disgenesia gonadal

Extrofia de bexiga

Ectrodactilia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/browser
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/browser
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/browser
https://decipher.sanger.ac.uk/patient/263569#genotype
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/browser
https://decipher.sanger.ac.uk/patient/291456#genotype/cnv/67191/browser
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/browser
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32777/browser
https://decipher.sanger.ac.uk/patient/2797#genotype/cnv/11809/browser
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/browser
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/browser
https://decipher.sanger.ac.uk/patient/331646#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289649#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288500#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263569#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285503#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/252491#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2797#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4676#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/279894#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-541104&hgsid=575492405_EvcnfAIh6rmYAhKbKAd7DKiaQmGe
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1554773&hgsid=575493483_hmq8nO6XNYpO1SGMwGecJ8dcaLmy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71543-1613896&hgsid=575493913_LhrTfFRrtmATNpIvXhyqgoiHWkQ2
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3375647&hgsid=575488689_4c7lq4KLUd2iifTT8HKdJFjNWVwb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A71542-3845107&hgsid=575489649_fNCTNe4coZJuclAQrqohUhwoJ3ad
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-686631&hgsid=575495845_sbYdAieCsaiWUldAAaIkeI0WaKRf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72237-3770422&hgsid=575496561_hekMuBCLreO6UkC4wmhXKIMg7qa1
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-927849&hgsid=575499699_1ZldiAhiOfiwXjmCZCwdpUxPYlTV
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-1810100&hgsid=575501605_BXYYPjaEMAvXO3ioHJ7Ay5bSqqFz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72437-3519937&hgsid=575574977_hpS7dcLnkRHX7O2RCQPD6RTnIKzm
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A75667-1820005&hgsid=575576767_aLAIsArMxTpVBDFbPaqltbQMxjB9
https://decipher.sanger.ac.uk/patient/331646#genotype/cnv/112887/genes
https://decipher.sanger.ac.uk/patient/289649#genotype/cnv/64950/genes
https://decipher.sanger.ac.uk/patient/288500#genotype/cnv/62992/genes
https://decipher.sanger.ac.uk/patient/285503#genotype/cnv/59227/genes
https://decipher.sanger.ac.uk/patient/252491#genotype/cnv/26125/genes
https://decipher.sanger.ac.uk/patient/256885#genotype/cnv/32778/genes
https://decipher.sanger.ac.uk/patient/4676#genotype/cnv/17161/genes
https://decipher.sanger.ac.uk/patient/279894#genotype/cnv/53689/genes

Continuacéo da tabela 9

DECIPHER
Referéncia Citogenética 15882 272155 288880 289199 289990 290096 290184 290436 263421 302018 257053 1928
Género M F D D D D D D M F M D
Ponto de quebra distal p16.3 p16.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3 pl6.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~— — — — — _— — — — — —
Tamanho da delecio (Mb) 25 1,89 0,042 0,042 0,042 0,042 0,042 0,042 0,645 173 1,54 3,11
Posig&o gendmica inicio 68345 119071 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630
Posicdo gendmica final | 25765071 2009727 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638
Gerais:
Microcefalia W - = = 5 - - - - B, i "
Convulsées + - - + - - - + . + i n
Retardo do Crescimento i - - = = = . - - + - +
Deficiéncia intelectual SIR + + - + + + " " - ¥ ¥

Prognéstico reservado

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplasica

Hipertelorismo

Ptose das palpebras

Implantac&o do cabelo na fronte é alta
Nariz afinado

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

M: masculino; F: feminino; “+”: Clinica presente; “-”:

clinica ausente; "S/R" sem registro.



https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes

Continuacao da tabela 9

DECIPHER
Referéncia Citogenética 15882 272155 288380 289199 289990 290096 290184 290436 263421 302018 257053 1928
Género M F D D D D D D M F M D
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da deleg&o (Mb) 25 1,89 0,042 0,042 0,042 0,042 0,042 0,042 0,645 1,73 1,54 311
Posicio gendmica inicio 68345 119071 143084 143084 143084 143084 143084 143084 143113 143413 156100 200630
Posicdo genomica final | 29769071 2009727 185308 185308 185308 185308 185308 185308 788322 1875315 1694721 3307638

Disrrfics

Pés e maos pequenos - - - - - - - - - - -

Dedos estreitos + - - - = - - - - - . .
Hipotrofia das regides tenar e hipotenar - - - - - - - - - - - R
Artelhos em martelo B - - - - = = s - - - -

SIR

Dermatoglifos anormais - - - - - - - - - - R

Radiologa

Atraso de maturacdo 6ssea SIR - - - - = = = o - - -
Pélvis estreita SIR - - - - - - - - - - -
Anomalias costo-vertebrais SIR - - - - - o 5 = - - -
Sinostose radio-ulnar S/R - - - - - - - - - - -

SIR

Pseudo-epifises - - - - - s = - - - -

e e O e e —

Intestinais - - - - - - - - - - R
Uterina - - - - - = 5 = - - -
Disgenesia gonadal - - - - - - - - - - R

Extrofia de bexiga - - - - - - - = - - -

Ectrodactilia - - - - - - - - - - -

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/browser
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/browser
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/browser
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/browser
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/browser
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/browser
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/browser
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/browser
https://decipher.sanger.ac.uk/patient/272155#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288880#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289199#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289990#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290096#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290184#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290436#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/263421#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/302018#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/257053#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1928#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A119061-2009737&hgsid=575579519_bW8Nfr1j4dfZMi1eNwqBJaGBOWlg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580417_D0aj6R1fxJNPacXua4x1DEztwk3p
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575580871_rEFCWrafsmw0avnuIY481a3iPePt
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575581509_iSsjJzexhNIhqLpDIYAorsYhdktZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582067_EFDDJ8OG9nb530vvPORiryf7qHGq
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143074-185318&hgsid=575582869_dnUV1MtKEsSm6xp8bUbpxNoqiNnU
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143074-185318
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:143103-788332
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A143403-1875325&hgsid=575588303_AZyGLb9aanNifODbAWowlTQVzk50
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A156090-1694731&hgsid=575588681_mlRF9qREJMz7cvRPn5a8fyxTlede
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A200620-3307648&hgsid=575589041_oiQJKZHlcAQiYyptNLWC6vqh5iG7
https://decipher.sanger.ac.uk/patient/272155#genotype/cnv/46641/genes
https://decipher.sanger.ac.uk/patient/288880#genotype/cnv/63670/genes
https://decipher.sanger.ac.uk/patient/289199#genotype/cnv/64239/genes
https://decipher.sanger.ac.uk/patient/289990#genotype/cnv/65561/genes
https://decipher.sanger.ac.uk/patient/290096#genotype/cnv/65723/genes
https://decipher.sanger.ac.uk/patient/290184#genotype/cnv/65828/genes
https://decipher.sanger.ac.uk/patient/290436#genotype/cnv/66273/genes
https://decipher.sanger.ac.uk/patient/263421#genotype/cnv/38660/genes
https://decipher.sanger.ac.uk/patient/302018#genotype/cnv/86684/genes
https://decipher.sanger.ac.uk/patient/257053#genotype/cnv/35517/genes
https://decipher.sanger.ac.uk/patient/1928#genotype/cnv/6401/genes

Continuacao da tabela 9

DECIPHER
Referéncia Citogenética 15882 266946 2599 288598 285842 314608 272047 298151 270581 286913 289699 270501
Género M F F D M F F M M M M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~— — — — — — — — — — _—
Tamanho da delegdo (Mb) 25 372 2,51 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021
Posigio gendmica inicio 68345 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629
Posiio gendmica final | 29765071 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787
Gerais:
Microcefalia + - - - . + - - i ¥ - "
Convulstes + - - - - . - - - - B} B}
Retardo do Crescimento ki - - = = o - 4 - + ; i
Deficiéncia intelectual SIR + + - - . . . . ) + +

Prognéstico reservado

PacidoDsmortioor .
+

Labio superior curto

Regido mentoniana pequena

Comisssuras labiais desviadas para baixo

Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta

Nariz afinado

vaformegpes: | |

Cardiovasculares
Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

M: masculino; F: feminino; “+”: Clinica presente;

“-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes

Continuacao da tabela 9

DECIPHER
Referéncia Citogenética 15882 266946 2599 288598 285842 314608 272047 298151 270581 286913 289699 270501
Género M F F D M F F M M M M M
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegéio (Mb) 25 3,72 2,51 534bp 0,097 0,653 0,267 0,182 0,147 0,051 1,56 0,021
Posig&o gendmica inicio 68345 471352 1075598 1166847 1398891 1710501 1742590 1827058 1837887 1900811 1905949 1988629
Posicdo gendmica final | 25765071 4190247 3587919 1167380 1496353 2364148 2009643 2009615 1985244 1952501 3462672 2009787

Dismortias

Pés e mAos pequenos - - - - - - - - - - B,

Dedos estreitos i - - . - 8 - - - B, B} 3
Hipotrofia das regies tenar e hipotenar - - - - - - - - - - - R
Artelhos em martelo - - - - - = - - - - - -

SIR

Dermatoglifos anormais - - - - - - - - - - R

e O e O

Atraso de maturacdo 6ssea SIR - - - - = = = . - - -
Pélvis estreita SIR - - - - - - - - - - R
Anomalias costo-vertebrais SIR - - - - = - = . - - -
Sinostose radio-ulnar SIR - - - - - - - - - - -

SIR

Pseudo-epifises - - - - - 5 o . - - -

e B e O —

Intestinais - - - - - - - - - - R
Uterina - - - - = - = . - - -
Disgenesia gonadal - - - - - - - - - - -

Extrofia de bexiga - - - - - - - = - - -

Ectrodactilia - - - - - - - - - - -

[N

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.

135


https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/browser
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/browser
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/browser
https://decipher.sanger.ac.uk/patient/285842#genotype/cnv/59677/browser
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/browser
https://decipher.sanger.ac.uk/patient/272047#genotype/cnv/46533/browser
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/browser
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/browser
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/browser
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/browser
https://decipher.sanger.ac.uk/patient/266946#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/2599#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288598#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/285842#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/314608#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/272047#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/298151#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286913#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289699#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/270581#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A471342-4190257&hgsid=575590121_ylAEtdTlUmsNL1O8II8fsLQVBN7H
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1075588-3587929&hgsid=575590585_pOhearlafa9wkMaJg27y3s0GHcqz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1166837-1167390&hgsid=575471401_SYHIGOovqmEhi6qlQNff5KuAmDyv
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1398881-1496363&hgsid=575591479_ZMgNP03YMHYjUGKPvtjMaHgCX94T
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1710491-2364158&hgsid=575449149_AjqEEgyAxsYr3RCF0OV10NDmPcLG
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1742580-2009653&hgsid=575592361_JZqGs6pfXpcuc9vAaoqYGysqqy25
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:1827048-2009625
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1837877-1985254&hgsid=575592915_Wd4DLfR6gOzRlT10Pc7VGto3ivH0
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1900801-1952511&hgsid=575611783_oPJ1wBNiYio5TBZMo89SZe47vSHF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1905939-3462682&hgsid=575149605_tgJiCvakx7OSMpHFPhXTlUiG6wbZ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1988619-2009797&hgsid=575612741_x1hx8HaowgWuLc0NkdYXvgqAzAos
https://decipher.sanger.ac.uk/patient/266946#genotype/cnv/41733/genes
https://decipher.sanger.ac.uk/patient/2599#genotype/cnv/11180/genes
https://decipher.sanger.ac.uk/patient/288598#genotype/cnv/63180/genes
https://decipher.sanger.ac.uk/patient/314608#genotype/cnv/93367/genes
https://decipher.sanger.ac.uk/patient/298151#genotype/cnv/77967/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45214/genes
https://decipher.sanger.ac.uk/patient/286913#genotype/cnv/60871/genes
https://decipher.sanger.ac.uk/patient/289699#genotype/cnv/65035/genes
https://decipher.sanger.ac.uk/patient/270581#genotype/cnv/45215/genes

Continuacéo da tabela 9

DECIPHER
Referéncia Citogenética | 15882 308614 250123 | 292827 262543 285672 4453 296513 248510 289873 290122 254460 1617 | 250823
Género M F M F M M M M D D D E E F
Ponto de quebra distal p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2 p16.1 pl6.1 p16.1
Ponto de quebra proximal p15.2 ~~ ~~ ~~ ~~ ~~ pl6.1 p16.1 p15.33 ~~ ~~ ~~ ~~ ~~
Tamanho da delegéo (Mb) 25 0,529 0,164 0,104 0,342 0,063 532 277 8.23 0,048 0,048 2.76 0,204 011
Posicdo gendmica inicio | 68345 2110075 2837653 | 2968483 | 3413612 | 3573014 | 4124473 | 4441881 | 4460924 | 5730521 | 5730521 | 6619379 | 8202891 | 8227651
Posico gendmica final | 25765071 2702441 3301865 | 3072568 | 3756297 3636893 | 9444322 7212894 | 12691840 | 5779391 5779391 9381817 | 8407210 | 8338533
Gerais:
Microcefalia v = = - - - - 5 5 s - s @ 5
Convulsdes + - - - - - - - - + - . - +
Retardo do Crescimento v - - - - - - - - - - - - -
Deficiéncia intelectual SR + + - + . + y + - - + B +

Prognostico reservado
Padréo Dismorfico:
Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para
baixo

Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantac&o do cabelo na fronte é alta
Nariz afinado

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4453#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/248510#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/254460#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4124463-9444332&hgsid=575150561_C4gun7Sl7rmbQKyfG4isD3PXivaT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4460914-12691850&hgsid=575151311_vdnEA3VxmHt4PSbAcFTemjgDQO7j
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A6619369-9381827&hgsid=575450221_VaGpb0asfFQ3HKqUCqxMk0bRk4gJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes

Continuacao da tabela 9

DECIPHER
Referéncia Citogenética | 12882 308614 250123 | 292827 | 262543 285672 4453 296513 248510 289873 290122 254460 1617 | 250823
Género M F M F M M M M D D D E E F
Ponto de quebra distal | P16:3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3 p16.2 p16.2 p16.1 p16.1 p16.1
Ponto de quebra proximal p1s5.2 ~~ ~~ ~~ ~~ ~~ pl6.1 pl6.1 p15.33 ~~ ~~ ~~ ~~ ~~
Tamanho da delecéo (Mb) 25 0,529 0,164 0,104 0,342 0,063 532 277 8.23 0,048 0,048 2,76 0,204 011
Posicéo gendmica inicio | 68349 2110075 | 2837653 | 2968483 | 3413612 | 3573014 | 4124473 | 4441881 | 4460924 | 5730521 | 5730521 | 6619379 | 8202891 | 8227651

Posicdo gendmica final | 2765071 | 9702441 | 3301865 | 3072568 | 3756297 | 3636893 | 9444322 | 7212804 | 12691840 | 5779391 | 5779391 | 9381817 | 8407210 | 8338533
Dismorfias:

Pés e maos pequenos - - - - - - - - - - - - R

Dedos estreitos + - . . - - B - . - _ ) B B
Hipotrofia das regiGes tenar e )
hipotenar - - - - - - - - - - - R R
Artelhos em martelo B - - - - = = o o - - - - -
SIR

Dermatoglifos anormais - - - - - - - - - - - R R

e e o B

Atraso de maturagao 6ssea S/R - - - - = = = = - - - - -
Pélvis estreita S/R - - - - - - - - - - - R R
Anomalias costo-vertebrais SIR - - - - - o o = - - - - -
Sinostose radio-ulnar S/R - - - - - - - - - - - - R

SIR

Pseudo-epifises - - - - o - - - - - - _ _

e e e e e S ——

Intestinais - - - - - - - - - - - - R

Uterina - - - - - = o 5 - - - - -

Disgenesia gonadal - - - - - - - - - - - - -
Extrofia de bexiga - - - - - = = = - - - - -

Ectrodactilia - - - - - - - - - - - - _

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/browser
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/browser
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/browser
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/browser
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/browser
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/browser
https://decipher.sanger.ac.uk/patient/296513#overview
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/browser
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/browser
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/browser
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/browser
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/browser
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/browser
https://decipher.sanger.ac.uk/patient/308614#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/259123#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/292827#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/262543#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/4453#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/296513#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/248510#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/289873#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/290122#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/254460#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/1617#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/250823#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2110065-2702451&hgsid=575614317_9PEk7vgSDaE358IyB8hdVyRzaPAa
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2837643-3001875&hgsid=575449533_oya8xAIgXqpAc5SOuhqRqUZYm6Gy
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A2968473-3072578&hgsid=575449645_Znpw5yV6D4CLcsbM2xvx6SJMhHPF
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3413602-3756307&hgsid=575449729_aaYxcK0NeJKpCPfARqoATCF42Cam
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A3573004-3636903&hgsid=575449843_lePrh8R8zAPvK2SA0KFXTImedZrx
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4124463-9444332&hgsid=575150561_C4gun7Sl7rmbQKyfG4isD3PXivaT
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4441871-7212904&hgsid=575449989_GHDBolFrAbBQe5Aw6pgqZAgiqIxz
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A4460914-12691850&hgsid=575151311_vdnEA3VxmHt4PSbAcFTemjgDQO7j
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A5730511-5779401&hgsid=575450083_cVz2LC9vyN2xPSKZp0c2EUMaHDEJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&omimGene=full&decipher=full&position=chr4:5730511-5779401
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A6619369-9381827&hgsid=575450221_VaGpb0asfFQ3HKqUCqxMk0bRk4gJ
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8202881-8407220&hgsid=575450309_LYaYQ4N0ktR3SHJxfGe0TzQsC42K
https://decipher.sanger.ac.uk/patient/308614#genotype/cnv/92290/genes
https://decipher.sanger.ac.uk/patient/259123#genotype/cnv/34896/genes
https://decipher.sanger.ac.uk/patient/292827#genotype/cnv/68462/genes
https://decipher.sanger.ac.uk/patient/262543#genotype/cnv/37859/genes
https://decipher.sanger.ac.uk/patient/285672#genotype/cnv/59438/genes
https://decipher.sanger.ac.uk/patient/4453#genotype/cnv/16585/genes
https://decipher.sanger.ac.uk/patient/296513#genotype/cnv/71584/genes
https://decipher.sanger.ac.uk/patient/248510#genotype/cnv/19113/genes
https://decipher.sanger.ac.uk/patient/289873#genotype/cnv/65312/genes
https://decipher.sanger.ac.uk/patient/290122#genotype/cnv/65773/genes
https://decipher.sanger.ac.uk/patient/254460#genotype/cnv/29153/genes
https://decipher.sanger.ac.uk/patient/1617#genotype/cnv/6116/genes
https://decipher.sanger.ac.uk/patient/250823#genotype/cnv/23842/genes

Continuacao da tabela 9
DECIPHER ISCA
Referéncia Citogenética | 15882 288780 278627 288374 256134 286236 331105 583094 577943 582126 575330 575255 576471
Género M D E D M M E D D D D D D
Ponto de quebra distal p16.3 pl16.1 p16.1 p16.1 p16.1 p15.33 p15.33 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p15.2 ~~ ~~ ~~ p15.33 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~~
Tamanho da delegéio (Mb) 25 0,144 0,19 1,19 0,94 0,283 0,289 0,041 2,32 3,49 0,037 0,037 0,036
Posicio gendmica inicio | 68345 8258559 8416549 9370782 | 10423951 | 11881248 | 11909503 72447 72247 72447 147582 147582 1814763
Posico gendmica final | 29765071 | 8403088 8607464 | 10556432 | 11364693 | 12165095 | 12198981 113583 2402086 3563382 185425 185425 1850806
Microcefalia v = - - - - = - - = = = =
Convulsdes + - - - - - - - + - . + .
Retardo do Crescimento o - - - - - - - + - - - -
SIR

Deficiéncia intelectual

Prognostico reservado

Lébio superior curto

Regido mentoniana pequena
Comisssuras labiais desviadas para baixo
Columela hipoplésica

Hipertelorismo

Ptose das palpebras

Implantacéo do cabelo na fronte é alta
Nariz afinado

Cardiovasculares

Cerebrais

Palato fendido

Renais

Coloboma da iris

Hipospédia

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro.
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/browser
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/browser
https://decipher.sanger.ac.uk/patient/286236#genotype/cnv/60196/browser
https://decipher.sanger.ac.uk/patient/331105#overview
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288374#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/256134#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286236#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/331105#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A9370772-10556442&hgsid=575450573_JiZGFIDJJkhNdECMkYyntdTagcfK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10423941-11364703&hgsid=575450615_3hpAMbWKTemSAs9G959tKewBqmSr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11881238-12165105&hgsid=575450683_nhJ1a4V3nz9yty9NHINA7aDQ14Fc
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11909493-12198991&hgsid=575450777_nFVgMcWXIApE9lba0qyAQeaY5T2D
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/genes
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/genes
https://decipher.sanger.ac.uk/patient/331105#genotype/cnv/112237/genes

Continuacéo da tabela 9

DECIPHER ) ISCA
Referéncia Citogenética | 19882 288780 278627 288374 256134 286236 331105 583094 577943 582126 575330 575255 576471
Género M D E D M M E D D D D D D
Ponto de quebra distal |  P16-3 p16.1 p16.1 p16.1 p16.1 p15.33 p15.33 p16.3 p16.3 p16.3 p16.3 p16.3 p16.3
Ponto de quebra proximal p1s.2 ~~ ~~ ~~ p15.33 ~~ ~~ ~~ ~~ ~~ ~~ ~~ ~
Tamanho da delegéio (Mb) 25 0144 019 119 094 0,283 0,289 0,041 2,32 349 0,037 0,037 0,036
Posicéo gendmica inicio | 98345 8258559 8416549 9370782 | 10423951 | 11881248 | 11909503 72447 72247 72447 147582 147582 1814763
Posicdo genomica final | 22765071 | 8403088 8607464 | 10556432 | 11364693 | 12165095 | 12198981 113583 2402086 3563382 185425 185425 1850806

Dismorfias:

Pés e méos pequenos - - - - - - - - - R R .

Dedos estreitos + = . . - - - - - - ; B} 3
Hipotrofia das regiGes tenar e )
hipotenar - - - - - - - - - R - .
Artelhos em martelo B - - - = = o - - - - - -
SR

Dermatoglifos anormais - - - - - - - - - - - -

patioogia:-

Atraso de maturagio 6ssea SIR - - - - o - - - - - - i,
Pélvis estreita SIR - - - - - - - - - R - .
Anomalias costo-vertebrais S/R - - - - = o = - - - - -
Sinostose radio-ulnar SIR - - - - - - - - - R R i

S/IR

Pseudo-epifises - - - - o - - - - - - i,

e B e N —

Intestinais - - - - - - - - - - - B,
Uterina - - - = - o = = - - - -
Disgenesia gonadal - - - - - - - - - - - B,

Extrofia de bexiga - - - - - = = - - - - -

Ectrodactilia - - - - - - - - - - - R

M: masculino; F: feminino; “+”: Clinica presente; “-”: clinica ausente; "S/R" sem registro
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https://decipher.sanger.ac.uk/search?q=4:71552-3845097#consented-patients/results
http://dbsearch.clinicalgenome.org/search/
https://decipher.sanger.ac.uk/patient/288780#genotype/cnv/63558/browser
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/browser
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/browser
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/browser
https://decipher.sanger.ac.uk/patient/286236#genotype/cnv/60196/browser
https://decipher.sanger.ac.uk/patient/331105#overview
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-113583&hgsid=575629403_A3kqP1rpu6VbzaETzBBYMf1Hqjdf
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72247-2402086&hgsid=575629965_RREAIQPEpttWQNtdDQlt9oFiARag
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A72447-3563382&hgsid=575629061_CcAAJN2iu5zeqmKdc09yYin1q6aD
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631299_hrFgbSBIvJfYA83AbDxCcyvn3jnb
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A147582-185425&hgsid=575631495_ioxF7oQBIl3qghHWcu4xzis1a9Yn
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A1814763-1850806&hgsid=574697455_0ehY7L4UZWPTRF7sSd0S443AYQL8
https://decipher.sanger.ac.uk/patient/288780#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/278627#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/288374#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/256134#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/286236#phenotype/patient-phenotypes
https://decipher.sanger.ac.uk/patient/331105#phenotype/patient-phenotypes
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8258549-8403098&hgsid=575450397_LlbZqjuFXDRP2djq5bRAmTsLcu0B
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A8416539-8607474&hgsid=575450445_qVA0a4A6B15ZbZrw72VkarCh0aPg
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A9370772-10556442&hgsid=575450573_JiZGFIDJJkhNdECMkYyntdTagcfK
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A10423941-11364703&hgsid=575450615_3hpAMbWKTemSAs9G959tKewBqmSr
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11881238-12165105&hgsid=575450683_nhJ1a4V3nz9yty9NHINA7aDQ14Fc
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg19&lastVirtModeType=default&lastVirtModeExtraState=&virtModeType=default&virtMode=0&nonVirtPosition=&position=chr4%3A11909493-12198991&hgsid=575450777_nFVgMcWXIApE9lba0qyAQeaY5T2D
https://decipher.sanger.ac.uk/patient/278627#genotype/cnv/52379/genes
https://decipher.sanger.ac.uk/patient/288374#genotype/cnv/62779/genes
https://decipher.sanger.ac.uk/patient/256134#genotype/cnv/31504/genes
https://decipher.sanger.ac.uk/patient/331105#genotype/cnv/112237/genes

ANEXO II- Protocolo de registro dos dados clinicos.

RedeBRIM GENETICA

Rede Brasileira de Referéncia e Informagao @ % SERVICO DE GENETICA MEDICA
em Sindromes de Microdelegéo ® @ | 5507AL DE CLINICAS DE PORTO ALEGRE

DADOS CLINICOS
WOLF-HIRSCHHORN

Rede Brasileira de Referéncia e Informagao em Sindromes de Microdele¢ao
Centro Coordenador: Servigo de Genética Médica - HCPA - Porto Alegre - RS

Nome do paciente: DN: / /
Codigo RedeBrim:
Sexo: Ao nascimento: Ao exame fisico:
Masculino D G (sem) Peso:
Feminino D Peso: (9) Altura:
Ignorado D Comp.: — (cm) PC:
PC: _______ (cm)

Idade materna:

Idade paterna:

Retardo mental profundo dermatoglifos anormais

SIM NAO DESC. SIM NAO DESC.
Gerais: Dismorfias:
Retardo do crescimento Pés e maos pequenos D D D
pré-natal ( peso médio ~ 2000g) ':] D D — D D l:]
Microcefalia [:I D [:] Artelhos em martelo E] D D
Convulsdes D D D hipotrofia das regioes tenar e hipotenar D D l:]
L] O O 1O O
O O O

Prognéstico reservado
Radiologia:
Padrao dismorfico: Pélvis estreita D D D
Implantag@o do cabelo na fronte é alta D D El Anomalias costo-vertebrais D D E]
Hipertelorismo ocular D D D Sinostose radio-ulnar D D D
Ptose das palpebras D D [:l Atraso da maturagao dssea [:' D |:]
Nariz afinado D D D Pseudo- epifises D D D
Columela hipoplésica D I:l D
Lébio superior curto I:I EI l:] Malformacdes: I:, |:| I:I
Comissuras labiais desviadas para baixo D I:l D Intestinais D I:l D
Regiao mentoniana pequena D D Uterina D D D
Disgenesia gonadal D D D
Malformacdes: Extrofia de bexiga I:‘ D I:‘
Cardiovasculares D D D Ectrodactilia D D D
Cerebrais l:] D D
Renais D D [:] Achados ocasionais:
Coloboma da iris D D D
Palato fendido D D [:]
Hipospéadia D EI D
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ANEXO IlI- Caracterizacéo dos genes localizados na regido 4p16.3-p15.2

WHS 11251: chrd4 (pl6.3-p15.2):
68345-25765071; GRCh38/hg38

ZNF141 (Proteina dedo de zinco 141) ou D4S90;
PAPAG

PIGG (Proteina de classe G de biossintese de
fosfatidilinositol glicano) ou Gpi7; Mrt53.

PDEG6B (Fosfodiesterase 6B cGMP especifico,
ROD, BETA) ou PDEB, RP40, CSNBAD2.

ATP5I (ATP sintase, transporte h+, complexo
mitocondrial FO, subunidade E) ou ATP5k.

MYLS5 (Cadeia leve de miosina 5)

CPLX1(Complexina 1) ou CPX1.

GAK (Kinase associada a ciclina G)

TMEML175 (Proteina transmembrana 175)

DGKQ (Diacilglicerol kinase, theta, 110-kd) ou
DAGKA4.

SLC26A1 (Transportador de soluto, familia 26) ou
SAT1; CAON.

IDUA (Alfa-L-iduronidase) ou IDA.

FGFRL1(Receptor-like 1 do fator de crescimento
do fibroblasto)

RNF212 (Proteina de dedo de anel 212) ou ZHP3.

SPON2 (Spondina 2)

CTBP1(Proteina 1, ligante C-terminal)

MAEA ou EMP (Proteina de macrofagos de
eritroblastos)

Doenca e/ou funcdo associada - GeneCards®

Pode estar envolvida na regulacéo da transcricdo como repressor. Desempenha um papel no desenvolvimento
de membros. As doengas associadas com ZNF141 incluem polidactilia pds-axial do tipo A6 e polidactilia pds-
axial bilateral do tipo A https://www.genecards.org/cgi-bin/carddisp.pl?gene=ZNF141#summaries.

Etanolamina fosfato transferase envolvida na biossintese da &ncora da glicosilfosfatidilinositol. Transfere
fosfato de etanolamina para a GPI manose https://www.genecards.org/cgi-
bin/carddisp.pl?gene=P1GG#function

Esta proteina participa no processo de transmissao e amplificacdo do sinal visual. Necessaria para a formacéo
de uma holoenzima fosfodiesterase funcional. Doengas associadas com PDE6B incluem cegueira noturna e
retinite pigmentosa https://www.genecards.org/cgi-bin/carddisp.pl?gene=PDE6B#summaries.

ATP sintase H+transportando, na matriz mitocondrial interna (segmento FO), subunidade E, complexo V de
fosforilacéo oxidativa (OXPHOS), mediando transporte de prétons. A ATP sintase mitocondrial catalisa a
sintese de ATP, utilizando um gradiente eletroquimico de prétons através da membrana interna durante a
fosforilacéo oxidativa https://www.genecards.org/cgi-bin/carddisp.pl?gene=ATP5I#summaries.

Este gene codifica uma das cadeias leves de miosina, um componente da proteina de motor celular, ATPase
hexamérica. Entre suas vias relacionadas estdo a contragdo muscular lisa e a adeséo focal
https://www.genecards.org/cgi-bin/carddisp.pl?gene=MY L5#summaries.

Regula positivamente um passo tardio da exocitose de varias vesiculas citoplasmaticas, tais como vesiculas
sindpticas e outras vesiculas secretoras. Doengas associadas com CPLX1 incluem Sindrome de Wolf-
Hirschhorn https://www.genecards.org/cgi-bin/carddisp.pl?gene=CPLX1#summaries.

GAK é um parceiro de associagdo da ciclina G e CDKS5. A doengas associada com GAK incluem a
Suscetibilidade a Doenga de Parkinson. Entre as suas vias relacionadas estdo a formacéo de vesiculas derivadas
de clathrin e o transporte mediado por vesicula https://www.genecards.org/cgi-
bin/carddisp.pl?gene=GAK#summaries.

Canal de potassio especifico de organela, especificamente responsavel pela condutancia de potassio em
endossomos e lisossomos https://www.genecards.org/cgi-bin/carddisp.pl?gene=TMEM175#function.

Pode regular a atividade da proteina kinase C controlando o equilibrio entre lipideos de sinalizagéo. Ativada no
nucleo em resposta & alfa-trombina e ao fator de crescimento nervoso. Pode estar envolvido na ativacéo
induzida por cAMP de NR5A1 e subsequente transcri¢do de genes esteroidogenicos. Entre as vias relacionadas
estdo a ativacdo, sinalizagéo e agregacéo plaquetéria https://www.genecards.org/cgi-
bin/carddisp.pl?gene=DGKQ#summaries.

Alta aceitagdo de sulfato por afinidade. Aceita oxalato, mas ndo succinato como co-substrato. Medeia o
transporte de sulfato e oxalato. Doengas associadas com SLC26A1 incluem displasia diastrofica e
atelosteogenesis I https://www.genecards.org/cgi-bin/carddisp.pl?gene=SLC26 Al#summaries.

Hidrolise de ligagBes alfa-L-iduronosidicas néo sulfatadas em sulfato de dermatano. Doencas associadas com
IDUA incluem Mucopolysaccharidosis Is e Mucopolysaccharidosis 1h/S https://www.genecards.org/cgi-
bin/carddisp.pl?gene=1DUA#summaries.

A proteina codificada por este gene é um membro da familia do receptor do fator de crescimento dos
fibroblastos (FGFR). A por¢do extracelular da proteina interage com fatores de crescimento de fibroblastos,
colocando em movimento uma cascata de sinais a jusante, influenciando a mitogénese e a diferenciacéo.
Doengas associadas com FGFRL1 incluem WHS https://www.genecards.org/cgi-
bin/carddisp.pl?gene=FGFRL1#summaries.

Pode funcionar como uma ubiquitina ligase. A proteina codificada pode estar envolvida na recombinagéo
meidtica https://www.genecards.org/cgi-bin/carddisp.pl?gene=RNF212#summaries.

Proteina de adeséo celular que promove a adesdo eo crescimento de neurdnios embrionarios do hipocampo
https://www.genecards.org/cgi-bin/carddisp.pl?gene=SPON2#summaries.

Envolvido no controle do equilibrio entre estruturas tubulares e empilhadas no complexo de Golgi. Doencas
associadas com a CTBP1 incluem Adenoma de Célon https://www.genecards.org/cgi-
bin/carddisp.pl?gene=CTBP1#summaries.

Desempenha um papel na enucleag&o de eritroblastos e no desenvolvimento dos macréfagos maduros. Doengas
associadas com MAEA incluem neoplasia de epiglotes https://www.genecards.org/cgi-
bin/carddisp.pl?gene=MAEA.
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WHS 11251: chrd (p16.3-p15.2):
68345-25765071; GRCh38/hg38

CRIPAK (Inibidor rico em cisteina de PAK1) ou
FLJ3443.

SLBP (Proteina de ligagéo de stem-loop) ou HBP.

TMEM129 (Proteina transmembrana 129)

TACC3  (Proteina
contendo coiled-coil 3)

transformadora  acidica,

FGFR3 (Receptor do fator de crescimento de
fibroblasto 3)

LETM1 (Protéina transmembrana ziper de leucina
1

WHSC1 (Candidato 1 da WHS) ou NSD2
(protéina 2 que contém o diminio SET nuclear); ou
MMSET (proteina que contém o dominio do
mieloma multiplo)

WHSC2 (Candidato 2 da WHS) ou NELFA (Fator
de alongamento negativo polipeptidio A)

C4orf48 (Cromossomo 4 com matriz de leitura 48
aberta)

NAT8L (N-acetiltransferase 8 like) ou CMLS3;
NACED.

POLN (DNA polimerase Nu)

HAUS3 (Subunidade do complexo HAUS

augmim-like) ou DGT3; C4orfl5.

ZFYVE28 ( Proteina contendo dominio dedo de

zinc fyve 28) ou LST2; KIAA1643.

RNF4 (Proteina contendo motivo dedo em anel 4)

TNIP2 (Proteina
ABIN2; FLIP.

interativa 2 TNFAIP3) ou

SH3BP2 (Proteina 2 de ligacdo de dominio SH3)
ou CRPM.

Doenca e/ou funcgéo associada - GeneCards®

Regulador negativo de PAK1. Tem sido sugerido que a perda de CRIPAK em tumores de mama pode
contribuir para a independéncia hormonal https://www.genecards.org/cgi-
bin/carddisp.pl?gene=CRIPAK#function.

Desempenha um papel importante no direcionamento de mRNA de histona madura do nlcleo para o
citoplasma e para a maquinaria de traducdo. Doengas associadas com SLBP incluem WHS
https://www.genecards.org/cgi-bin/carddisp.pl?gene=SLBP#summaries.

E3 ubiquitina-proteina ligase envolvida na ER-associada degradacéo da proteina, preferencialmente se associa
com a enzima E2 UBE2J2. Explorado por proteinas US11 virais para mediar a degradagdo de proteinas de
classe | de HLA.

Proteina do fuso motor que pode desempenhar um papel na estabilizacdo do fuso mitético. Envolvido nos
processos que regulam a migragdo nuclear intercinética mediada por centrossoma de progenitores neurais.
Também pode desempenhar um papel no crescimento e diferenciagdo de células cancerosas. Associado a
gliossarcoma e glioblastomas https://www.genecards.org/cgi-bin/carddisp.pl?gene=TACC3.

Receptor do fator de crescimento de fibroblasto — mutagGes levam a craniosinostose e varios tipos de displasia
esquelética. Influéncia a mitogénese e diferenciagéo https://www.genecards.org/cgi-
bin/carddisp.pl?gene=FGFR3.  Associado com acondroplasia, céncer de bexiga e colorretal
https://omim.org/entry/134934.

Localizada na membrana mitocondrial interna. Crucial para manutencdo das redes tubulares mitocondriais e
para a montagem dos supercomplexos da cadeia respiratéria. Necessario para a manutencéo da forma tubular e
organizagdo  das  cristas.  MutagBes envolvidas em  WHS  https://www.genecards.org/cgi-
bin/carddisp.pl?gene=LETM1.

A proteina é expressa ubiquitinamente no inicio do desenvolvimento. Entre suas vias relacionadas estdo a
organizacdo da cromatina e reparo de quebras de dupla fita do DNA. Ligagdo de sequencia especifica de DNA
e atividade N-metiltransferase da lisina em histonas. Envolvido em WHS e mieloma
https://www.genecards.org/cgi-bin/carddisp.pl?gene=WHSC1.

Expresso em niveis mais elevados em tecido fetal do que adulto. Membro do fator de alongamento negativo
que participa na regulagdo do alongamento da transcricdo de RNA polimerase Il. Tal complexo regula
negativamente o alongamento da transcrigdo da polimerase. Envolvida em WHS e outras microdele¢des
https://www.genecards.org/cgi-bin/carddisp.pl?gene=NELFA.

Gene ndo anotado. Expressdo elevada em liquido cefalorraquidiano https://www.genecards.org/cgi-
bin/carddisp.pl?gene=C4orf48. Codifica um neuropeptidio putativo e é expresso durante o desenvolvimento
cerebelar e do neocértex http://link.springer.com/article/10.1007%2Fs10048-011-0275-8.

Contém uma sequéncia conservada da superfamilia GCN5 ou NAT (N-acetiltransferases). Esta proteina é uma
proteina especifica para neur6nios e é a enzima biossintética de N-acetilaspartato (NAA), catalisando a sintese
de NAA a partir de L-aspartato e acetil-CoA. A NAA é uma importante forma de armazenamento e transporte
de acetil coenzima A especifica para o sistema nervoso. A mutacdo genética resulta na deficiéncia de NAA
primaria (hipoacetilaspartia) https://www.genecards.org/cgi-bin/carddisp.pl?gene=NAT8L.

Codifica um membro da familia de DNA-polimerase do tipo A. A proteina desempenha um papel na reparagdo
do DNA e na recombinacdo homologa. Entre suas vias relacionadas estdo anemia de Fanconi e via de reparo de
quebras de dupla fita de DNA https://www.genecards.org/cgi-bin/carddisp.pl?gene=POLN.

Codifica um componente de HAUS no qual apresenta papel na mitose e citocinese. Disrupcdo da proteina
resulta na fragmentacéo dos centrossomos e desestabilizagdo dos microtibulos. As vias relacionadas estdo a
regulacdo da atividade de PLK1 na Transicdio G2/M no Ciclo Celular https://www.genecards.org/cgi-
bin/carddisp.pl?gene=HAUS3.

Regulador negativo da sinalizagéo do receptor do fator de crescimento epidérmico (EGFR). Atua promovendo
a degradacéo do EGFR em endossomos quando ndo monoubiquitinados
http://www.uniprot.org/uniprot/ Q9HCC9#section_comments.

Regula a degradagdo de varias proteinas. Envolvido no alinhamento cromossémico e no conjunto do fuso, ela
regula o complexo cinetocorema, direcionando o CENPI polisumolado & degradacdo proteossomal.
Alternativamente, pode também ligar DNA/nucleosomas e ter um papel na regulacdo da transcri¢do, por
exemplo, aumentando a  transcricdo  basal mediada  pelo receptor de  esteroides
http://www.uniprot.org/uniprot/P78317#section_comments.

Atua como um inibidor da ativacdo de NFkappaB. A proteina codificada também est4 envolvida na via de
sinalizagdo MAP/ERK na resposta imune inata em tipos especificas de células. Pode estar envolvido na
apoptose de células endoteliais https://www.genecards.org/cgi-bin/carddisp.pl?gene=TNIP2#function.

A proteina liga-se aos dominios SH3 de varias proteinas incluindo as proteinas tirosina-cinases ABL1 e SYK e
funciona como uma proteina adaptadora citoplasmatica para regular positivamente a atividade transcricional
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WHS 11251: chrd (p16.3-p15.2):
68345-25765071; GRCh38/hg38

ADD1 (Adducina 1)

TETRAN  (TETRACICLINA
transporte de tetraciclina) ou TPOL1.

Proteina  de

NOP14 (Proteina nucleolar

NOL14;RES425

NOP14 ) ou

GRK4 (Receptor cinase 4 acoplado a proteina G)
ou GPRK2L; GPRKA4.

HTT (Proteina huntingtina) ou HD; IT15.

RGS12 (Regulador da sinalizagdo de protéina G
12)

HGFAC (Ativador do fator de crescimento de
hepatdcitos) ou HGFA.

DOK7 (Downstream tirosina kinase 7) ou
C4orf25; CMS10.
LRPAP1  (Proteina associada & proteina

relacionada a receptor de lipoproteina de baixa
densidade 1) ou A2MRAP; MYP23

ADRA2C
ADRA2L2.

(Receptor  alfa-2c-adrenérgico) ou

OTOP1 (Otopetrina 1)
ZBTB49(Proteina contendo dominio de dedo de

zinco e BTB 49) ou ZNF509.

MSX1 (Segmento muscular homeobox) ou HOX7;

HYD1; OFC5; STHAG1; ECTD3.

CYTL1 (Proteina like-citocina 1) ou C17.

EVC2 (Subunidade 2 do complexo ciliar EvC) ou

Doenca e/ou funcgéo associada - GeneCards®

em células T, natural killer (NK) e basofilas. Mutacbes nesse gene
https://www.genecards.org/cgi-bin/carddisp.pl?gene=SH3BP2.

resultam em querubismo

Adducina alfa, proteina acesséria de actina, proteina de ligagdo a calmodulina, componente de 80kDa do
esqueleto de membrana de eritrécito. Doengas associadas com ADD1 incluem Hipertenséo e Gastrosquise.

Confere resisténcia celular a apoptose induzida pelos farmacos anti-inflamatérios ndo esteréides indometacina
e diclofenaco. Pode atuar como uma bomba de efluxo https://www.genecards.org/cgi-
bin/carddisp.pl?gene=MFSD10#summaries.

Envolvido no processamento nucleolar de RNA ribossomal pré-18S. Tem um papel na exportacéo nuclear de
40S pré-ribossomal subunidade para o citoplasma. Pode estar envolvida na regulagcdo da proliferagdo e
migragao de células de cancer de pancreas https://www.genecards.org/cgi-bin/carddisp.pl?gene=NOP14.

Este gene codifica um membro da subfamilia de quinase de receptor de proteina Ser/Thr de proteina de
ligacéo a nucleotideos de guanina (proteina G) acoplada. Fosforila as formas ativadas de receptores
acoplados a proteina G. O GRK4-alfa pode fosforilar a rodopsina e a sua atividade é inibida pela calmodulina;
As outras trés isoformas ndo fosforilam a rodopsina e ndo interagem com calmodulina. Doencas associadas
com GRK4  incluem  coarctagdo  adrtica e  hipertensdo  https://www.genecards.org/cgi-
bin/carddisp.pl?gene=GRK4#summaries.

Pode desempenhar um papel no transporte mediado por microtdbulos ou fungéo de vesicula. O defeito genético
leva a doenca de Huntington e transtorno obsessivo compulsivo https://www.genecards.org/cgi-
bin/carddisp.pl?gene=HT T#summaries.

Regule as cascatas de sinalizacdo do receptor acoplado a proteina G. Inibe a transducéo de sinal aumentando a
atividade de GTPase das subunidades alfa de proteina G, conduzindo-as assim em sua forma inativa. A
isoforma 5 comporta-se como um repressor transcricional dependente do ciclo celular, promovendo a inibicéo
da sintese de DNA em fase S https://www.genecards.org/cgi-bin/carddisp.pl?gene=RGS12#summaries.

Ativador do fator de crescimento de hepatdcitos (HGF), precursor serina protease envolvido no processamento
endoproteolitico de HGF. Ativa HGF convertendo-o de uma Unica cadeia para uma forma heterodimérica.
Doengas associadas com HGFAC incluem carcinoma hepatocelular fibrolamelar
https://www.genecards.org/cgi-bin/carddisp.pl?gene=HGFAC#summaries.

Ativador muscular-intrinseco provavel de MUSK (kinase de receptor especifico) que desempenha um papel
essencial na sinaptogenese neuromuscular. Atua na ativagéo neural de MUSK e subsequente agrupamento de
receptores de acetilcolina (AchR) em miotubos. Induz autofosforilagdo de MUSK. Doengas associadas com
DOK7 incluem sindrome de miastenia congénita e sequéncia de deformagdo acinesia fetal
https://www.genecards.org/cgi-bin/carddisp.pl?gene=DOK7#function.

Este gene codifica uma proteina que interage com a proteina relacionada com o receptor de lipoproteina de
baixa densidade (LDL) e facilita a sua dobragem e localizacdo adequadas por prevencéo da ligacdo de ligantes.
Mutagbes neste gene foram identificadas em individuos com miopia https://www.genecards.org/cgi-
bin/carddisp.pl?gene=L RPAP1#summaries.

Os receptores adrenérgicos Alfa-2 medeiam a inibigdo induzida por catecolamina da adenilato ciclase através
da agdo das proteinas G. As doencas associadas com ADRA2C incluem o transtorno de déficit de atengdo e
hiperatividade e intolerancia ortostatica https://www.genecards.org/cgi-
bin/carddisp.pl?gene=ADRA2C#summaries.

Necessario para a formagdo normal de otocdnias no ouvido interno. Inibe purinoceptores P2Y. Modula a
homeostase do célcio e o influxo de célcio em resposta a ATP extracelular https://www.genecards.org/cgi-
bin/carddisp.pl?gene=OTOP1#function.

Fator de transcricdo. Inibe a proliferacéo celular pela ativagdo da transcrigdo de CDKN1A/p21 ou transcrigdo
de RB1 https://www.genecards.org/cgi-bin/carddisp.pl?gene=ZBTB49#summaries.

Membro da familia de genes homeobox do segmento muscular. Atua como um repressor transcricional,
podendo desempenhar um papel na formacdo de membros. Atua no desenvolvimento cranio-facial e
especificamente na odontogénese e inibicdo de crescimento tumoral. As mutages neste gene, que ja foi
conhecido como homeobox 7, foram associadas com fissura labial néo-sindrémica com ou sem fissura palatina,
sindrome de Witkop, WHS e hipo-distonia dominante auto-motora https://www.genecards.org/cgi-
bin/carddisp.pl?gene=MSX1#summaries.

C17 é uma proteina semelhante a citéquina especificamente expressa em células mononucleares de medula
6ssea e de corddo umbilical https://www.ncbi.nlm.nih.gov/pubmed/10857752 que ostentam o marcador de
superficie CD34 https://www.genecards.org/cgi-bin/carddisp.pl?gene=CYTL1#summaries.

Regulador positivo da via de sinalizagdo hedgehog (Por similaridade). Desempenha um papel critico na
formagdo Gssea e no desenvolvimento esquelético. Doengas associadas com EVC2 incluem sindrome de Ellis-
Van Creveld e disostose acrofacial de Weyers https://www.genecards.org/cgi-
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WHS 11251: chrd (p16.3-p15.2):
68345-25765071; GRCh38/hg38

WAD; LBN.

EVC

CRMP1 (Proteina mediadora de resposta de
colapsina) ou DPYSL1; DRP1.

JAKMIP1 (Janus kinase e proteina interativa
microtubular 1) ou JAMIP1; MARLIN1.

WFS1  (Glicoproteina  transmembranar  de
Wolframin ER) ou WFRS; WFS; DFNAGS;
DFNA14; DFNA38; WFSL; CTRCTA41.

PPP2R2C (Proteina fosfatase 2, subunidade

regulatdria B) ou PR52.

MRFAP1(Proteina 1 associada a familia Morf4)
ou PAM14; PGR1.

S100P (ProteinaS100 de Ligacao ao Célcio)

BLOC1S4 (Subunidade 4 do complexo de
biogénese do complexo 1 de organelas relacionado
ao lisdssomo) ou BLOS4; CNO.

TBC1D14 (Membro 14 da familia de dominio
TBC) ou KIAA1322.

TADA2B (Adaptador de transcricio 2B) ou
ADA2B.

GRPEL1 (GrpE like 1, mitocondrial) ou HMGE.

SORCS2 (Dominio VPS10 relacionado a Sortilina
contendo o Receptor 2) ou KIAA1329.

AFAP1 (Proteina 1 associada a filamento de
actina) ou AFAP, AFAP110.

ABLIM2 (Membro 2 da familia de proteina LIM
ligante de actina) ou KIAA1808.

MIR95 (Micro RNA 95) ou MIRN95

Doenca e/ou funcgéo associada - GeneCards®

bin/carddisp.pl?gene=EVC2#function.

Atua como um mediador positivo da sinalizagdo Hedgehog indispensavel para o crescimento endocondral
normal e desenvolvimento esquelético. Este gene codifica uma proteina contendo um ziper de leucina e um
dominio transmembranar.Tem sido implicado tanto na sindrome de Ellis-van Creveld (EvC) como na disostose
acrodental de Weyers https://www.genecards.org/cgi-bin/carddisp.pl?gene=EVC#summaries.

Codifica um membro de uma familia de fosfoproteinas citosdlicas expressa exclusivamente no sistema
nervoso. Pensa-se que a proteina codificada é uma parte da via de transdugdo de sinal da semaforina implicada
no colapso do cone de crescimento induzido por semaforina durante o desenvolvimento neural. Desempenha
um papel na orientacéo axonal, crescimento invasivo e migragéo celular, também pode participar na citocinese
e remodelag&o do citoesqueleto https://www.genecards.org/cgi-bin/carddisp.pl?gene=CRMP1#summaries.

Associa-se a microtiibulos e pode desempenhar um papel no transporte dependente de microtibulos do receptor
GABA-B. Pode desempenhar um papel na sinalizacdo JAK1 e regular rearranjos de citoesqueleto de
microtibulos. Entre suas vias relacionadas estd a via integrada de cancer de mama
https://www.genecards.org/cgi-bin/carddisp.pl?gene=JAKMIP1#summaries.

Participa na regulacédo da homeostase celular Ca (2+), pelo menos em parte, pela modulagéo do estado de
enchimento do reticulo endoplasmatico Ca (2+). Proteina transmembrana altamente expressa em ilhotas
pancreaticas, cérebro e coragdo. MutagOes estdo associadas a sindrome de Wolfram, também chamada
DIDMOAD (diabetes insipidus, diabetes mellitus, atrofia dptica e surdez). Mutagbes neste gene também
podem causar surdez autossomica dominante 6 (DFNAG6)  https://www.genecards.org/cgi-
bin/carddisp.pl?gene=WFS1#function.

A subunidade reguladora B pode modular a seletividade do substrato e a atividade catalitica e também pode
dirigir a localizagdo da enzima catalitica para um compartimento subcelular particular. E esta implicado no
controle negativo do crescimento e divisao celular https://www.genecards.org/cgi-
bin/carddisp.pl?gene=PPP2R2C#function.

Este gene codifica uma proteina intracelular que interage com membros da familia MORF4/MRG (fator de
mortalidade no cromossomo 4) e o supressor de tumor Rb (proteina de retinoblastoma). A proteina pode
desempenhar um  papel na senescéncia, no crescimento celular e na imortalizagdo
https://www.genecards.org/cgi-bin/carddisp.pl?gene=MRFAP1#summaries.

Pode funcionar como um sensor de célcio e contribuir para a sinalizagdo celular de célcio. Indiretamente
desempenha um papel em processos fisiolégicos como a formagdo de microvilosidades em células epiteliais.
Pode estimular a proliferagéo celular de uma forma autdcrina. Esta proteina pode desempenhar um papel na
etiologia do cancer de prostata https://www.genecards.org/cgi-bin/carddisp.pl?gene=S100P#function.

Podem desempenhar um papel na biogénese de organelas associada com melanossomas, granulos densos de
plaquetas e lisossomas. O complexo BLOC-1, em associagdo com proteinas SNARE, & proposto estar
envolvido na extensdo neurite (projecéo do corpo celular de um neurdnio). Desempenha um papel no trafico
intracelular de vesiculas https://www.genecards.org/cgi-bin/carddisp.pl?gene=BLOC1S4#summaries.

Regulador negativo da formagdo de autofagosoma induzida pela estarvagdo https://www.genecards.org/cgi-
bin/carddisp.pl?gene=TBC1D14#function.

Funciona como uma proteina adaptadora transcricional que potencializa a transcrigdo através da coordenagao

da atividade da histona acetiltransferase (HAT) e ligagéo dos fatores de ativacdo a maquinaria transcricional
basal. Entre suas vias relacionadas sdo a organizacdo da cromatina e efetor direto de p53
https://www.genecards.org/cgi-bin/carddisp.pl?gene=TADA2B#summaries.

Componente essencial do complexo PAM, um complexo requerido para a translocacdo de proteinas contendo
peptideo de transito da membrana interna para a matriz mitocondrial de uma forma dependente de ATP. Parece
controlar a ligacdo dependente de nucleotideos de HSP70 mitocondrial a proteinas de substrato. As doengas
associadas com GRPEL1 incluem Ehrlichiosis monocitica humana https://www.genecards.org/cgi-
bin/carddisp.pl?gene=GRPEL1#summaries.

Este gene codifica um membro da familia de proteina vacuolar que classifica 10 (VPS10) contendo dominio de
proteinas receptoras https://www.genecards.org/cgi-bin/carddisp.pl?gene=SORCS2#summaries.

Pode representar um potencial modulador da integridade do filamento de actina em resposta a sinais celulares
e também como uma molécula adaptadora que liga outras proteinas, tais como SRC e PKC ao citoesqueleto de
actina. Parece desempenhar um papel no desenvolvimento e progressdo do adenocarcinoma da prdstata através
da regulagdo da adesdo célula-matriz e migragdo de células cancerosas https://www.genecards.org/cgi-
bin/carddisp.pl?gene=AFAP1#function.

Pode atuar como proteina de arcabougo. E estimular a atividade de ABRA e a atividade de transcricional de
SRF dependente de ABRA https://www.genecards.org/cgi-bin/carddisp.pl?gene=ABL IM2#function.

Em células Hela, verificou-se que a inibicdo de miR-95, 124, 125, 133, 134, 144, 150, 152, 187, 190, 191,
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HTRA3 (HtrA serina peptidase 3) ou PRSP

ACOX3 (Pristanol acyl-CoA Oxidase 3)

METTL19 (Metiltransferase-like 19)

GPR78 (Receptor 78 acoplado a proteina G)

CPZ (Carboxipeptidase Z)

HMX1 (H6 familia homeobox 1) ou H6.

USP17L9P (Peptidase especifica de ubiquitina 17
membro da familia 9, pseudogene) ou USP17.

SLC2A9 (Membro 9 da familia 2 de transportador
de soluto) GLUT9, UAQTL2

DRD5 (Receptor de dopamina D5) ou DRD1B;
DRD1L2.

WDR1 (Proteina 1contendo repeticdo do dominio
WD)

CLNK (Ligante de células
dependentes de citocina) ou MIST.

hematopoiéticas

HS3ST1 (3-Sulfotransferase heparina  sulfato-
glucosamina 1) 30ST, 30ST1

RAB28 (Membro RAS Oncogene Family)

NKX3-2 (NK3 Homeobox 2)

BOD1L1 (Biorientagdo dos cromossomos na
divisdo celular 1)

FBXL5 (Proteina Repetitiva rica em F-Box e

Doenca e/ou funcgéo associada - GeneCards®

192, 193, 204, 211, 218, 220, 296 e 299 causou uma diminuicdo no crescimento celular
http://www.wikigenes.org/e/gene/e/407052.html.

Serina protease cliva beta-caseina, assim como varios proteoglicanos de matriz extracelular (ECM). Pode agir
como um supressor de tumor. Regula negativamente, in vitro, a invasdo de trofoblasto durante o
desenvolvimento placentério e pode estar envolvida no desenvolvimento da placenta in vivo. Pode também ter
um papel no desenvolvimento ovariano, diferenciacéo de células granulosa e luteinizagdo. Doencgas associadas

com HTRA3 incluem vitreorretinopatia, neovascular inflamatéria e otite média aguda
https://www.genecards.org/cgi-bin/carddisp.pl?gene=HTRA3#function.
Estd envolvidlo na dessaturacdo de 4&cidos graxos 2-metil ramificados em  peroxissomas

https://www.genecards.org/cgi-bin/carddisp.pl?gene=ACOX3. Sugere-se que a enzima é expressa apenas em
circunstancias especiais, como em estagios particulares de desenvolvimento, ou em tecidos especializados néo
examinados até esse momento. https://omim.org/entry/603402.

A proteina codificada é uma tRNA metiltransferase putativa encontrada no citoplasma. Defeitos neste gene
podem ser uma causa de epilepsia parcial com picos pericentrais (PEPS), mas isso ndo foi provado
definitivamente https://www.genecards.org/cgi-bin/carddisp.pl?gene=TRMT44#summaries.

Exibe um nivel significativo de atividade constitutiva. O seu efeito € mediado pela proteina G (s) -alfa que
estimula a adenilato ciclase, resultando numa elevacéo do cAMP intracelular. As doencas associadas com
GPR78 incluem esquizofrenia https://www.genecards.org/cgi-bin/carddisp.pl?gene=GPR78#function.

Esta enzima apresenta atividade carboxipeptidase em relacdo a substratos com residuos C-terminais bésicos. E
mais ativo a pH neutro e ¢ inibido por inibidores de metalocarboxipeptidases. Doencgas associadas com CPZ
incluem Yaws e doenca do sono https://www.genecards.org/cgi-bin/carddisp.pl?gene=CPZ#summaries.

Esta proteina pode ligar uma sequéncia de DNA do nucleo 5'-CAAG-3 ‘e estd envolvida no desenvolvimento
de estruturas craniofaciais. As mutag0es neste gene causam a sindrome oculoauricular, uma desordem do olho
e da orelha externa https://www.genecards.org/cgi-bin/carddisp.pl?gene=HMX1#summaries.

E um pseudogene. Entre as vias relacionadas estdo a protedlise dependente de ubiquitina-proteasoma. As
anotacdes incluem atividade de peptidase de tipo cisteina e atividade de ubiquitinil-hidrolase dependente de tiol
https://www.genecards.org/cgi-bin/carddisp.pl?gene=USP17L9P#summaries.

Transporte de urato e frutose. Pode ter um papel na reabsorgdo de urato pelos tibulos proximais. Também
transporta glicose. Os membros desta familia desempenham um papel significativo na manutencdo da
homeostase da glicose. Pode desempenhar um papel no desenvolvimento e sobrevivéncia de condrdcitos na
cartilagem https://www.genecards.org/cgi-bin/carddisp.pl?gene=SLC2A%summaries.

Receptor de dopamina cuja atividade é mediada por proteina G que ativam adeniato ciclase. Doencas
associadas com DRD5 incluem Blefaroespasmo e transtorno de déficit de atencdo e hiperatividade
https://www.genecards.org/cgi-bin/carddisp.pl?gene=DRD5#summaries.

Induz desmontagem de filamentos de actina em conjunto com proteinas da familia ADF/cofilina. Entre suas
vias relacionadas estdo a ativacdo, sinalizacdo e agregacdo plaquetaria e modelo de hipertrofia
https://www.genecards.org/cgi-bin/carddisp.pl?gene=WDR1#summaries.

Desempenha um papel na regulagdo da sinalizacdo de imunorreceptor, incluindo a sinalizagdo de receptor de
antigeno de células B mediada por PLC-gama (BCR) e a degranulacéo de mastécitos. Doencas associadas estdo
a laringotraqueobronquite aguda, recessdo gengival, nefrolitiase e defeito do septo atrial
https://www.genecards.org/cgi-bin/carddisp.pl?gene=CL NK#diseases.

Sulfotransferase utiliza sulfato de 3-fosfo-5-adenililo (PAPS) para catalisar a transferéncia de um grupo sulfo
para a posicdo 3 de residuos de glucosamina. Esta modificagdo é um passo crucial na biossintese de heparina.
Entre as vias relacionadas estdo a biossintese de heparan-sulfato e o metabolismo de glicosaminoglicano
https://www.genecards.org/cgi-bin/carddisp.pl?gene=HS3ST1#summaries.

Membro da subfamilia de Rab de GTPases relacionadas a Ras. Proteina pode estar envolvida na regulagéo do
tréfico intracelular. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=RAB28&keywords=RAB28#summaries.

Repressor transcricional que atua como um regulador negativo da maturacdo de condrécitos. Papel no
desenvolvimento distal do estbmago; necessario para a morfogénese. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=NKX3-2&keywords=NKX3-2#function.

Componente da maquina de protegdo de forquilha necessaria para proteger “garfos” de replicagdo danificados
da ressecg@o descontrolada dependente de DNA2. Atua estabilizando RADS1 em “garfos™ de replica paralelos.
http://www.genecards.org/cgi-bin/carddisp.pl?gene=BOD1L 1&keywords=BOD1L1#function.

Componente de algum complexo de proteina ligase SCF (SKP1-cullin-F-box) que desempenha um papel
central na homeostase de ferro, promovendo a ubiquitinacéo e a subsequente degradacéo de IREB2/IRP2.
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Leucine 5)

CD38 (Molécula CD38)

TAPT1 (Transmembrana Transformagédo Posterior
Anterior 1)

LDB2 (LIM Domain Binding 2)

QDPR (Quinoid Dihydropteridine Reductase)

LCORL (Co-repressor de receptor nuclear
dependente de ligante)

SLIT2 (Ligante guia da fenda 2)

GBA3 (Glucosilceramidase Beta 3)

SEPSECS (Sep (O-fosfosserina) TRNA: Sec
(selenacisteina) TRNA Sintase)

ZCCHC4 (Zinc Finger CCHC-Type contendo 4)

ANAPC4 (Subunidade Completa de Promocéo de
Anafase 4)

Doenca e/ou funcgéo associada - GeneCards®

http://www.genecards.org/cgi-bin/carddisp.pl?gene=FBXL5&keywords=FBXL 5#function.

A liberagdo da proteina sollvel e a capacidade da proteina ligada & membrana de se internalizar indicam
funcbes  extracelulares e intracelulares para a  proteina. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=CD38&keywords=CD38#summaries.

Pode estar envolvida no desenvolvimento da cartilagem e dos o0ssos (por similaridade). Pode desempenhar um
papel na diferenciacdo das células da crista neural craniana (por similaridade). http://www.genecards.org/cgi-
bin/carddisp.pl?gene=TAPT1&keywords=TAPT1#function.

Ligacdo do dominio LIM 2, envolvida em processos de desenvolvimento. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=LDB2&keywords=LDB2#function.

O produto desta enzima, a tetrahidrobiopterina (BH-4), é um cofator essencial para fenilalanina, tirosina e
hidroxilases de triptofano. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=QDPR&keywords=QDPR#function.

Pode atuar como ativador de transcricio que liga elementos de DNA com a sequéncia 5-
CCCTATCGATCGATCTCTACCT-3. E desempenhar um papel na espermatogénese.
http://www.genecards.org/cgi-bin/carddisp.pl?gene=LCORL &keywords=LCORL#function.

As proteinas de fenda desempenham papéis altamente conservados na orientagéo ax6nica e migragao neuronal
e também podem ter fungdes durante outros processos de migragao celular, incluindo a migracéo de leucécitos.
http://www.genecards.org/cgi-bin/carddisp.pl?gene=SLIT2&keywords=SLIT2#summaries.

A proteina codificada por este gene é uma enzima que pode hidrolisar varios tipos de glicosideos. Este gene é
um pseudogene polimérfico, sendo o alelo mais comum o alelo funcional que codifica a proteina de
comprimento total. http://www.genecards.org/cgi-bin/carddisp.pl?gene=GBA3&keywords=GBA3#summaries.

Converte o O-fosfosseril-tRNA (Sec) em selenocisteteinil-ARNt (Sec) necessario para a biossintese de
selenoproteinas. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=SEPSECS&Kkeywords=SEPSECS#function.

As anotagbes GO relacionadas a este gene incluem a ligagdo ao &cido nucleico e a atividade da
metiltransferase. http://www.genecards.org/cgi-
bin/carddisp.pl?gene=ZCCHC4&keywords=ZCCHC4#summaries.

Componente do complexo/ciclossoma promotor de anafase (APC/C), uma ubiquitina ligase da E3 regulada
pelo ciclo celular que controla a progressdo através da mitose e a fase Gl do ciclo celular.
http://www.genecards.org/cgi-bin/carddisp.pl?gene=ANAPC4&keywords=ANAPC4#function.
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http://www.genecards.org/cgi-bin/carddisp.pl?gene=CD38&keywords=CD38#summaries
http://www.genecards.org/cgi-bin/carddisp.pl?gene=TAPT1&keywords=TAPT1#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=TAPT1&keywords=TAPT1#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=LDB2&keywords=LDB2#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=LDB2&keywords=LDB2#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=QDPR&keywords=QDPR#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=QDPR&keywords=QDPR#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=LCORL&keywords=LCORL#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=SLIT2&keywords=SLIT2#summaries
http://www.genecards.org/cgi-bin/carddisp.pl?gene=GBA3&keywords=GBA3#summaries
http://www.genecards.org/cgi-bin/carddisp.pl?gene=SEPSECS&keywords=SEPSECS#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=SEPSECS&keywords=SEPSECS#function
http://www.genecards.org/cgi-bin/carddisp.pl?gene=ZCCHC4&keywords=ZCCHC4#summaries
http://www.genecards.org/cgi-bin/carddisp.pl?gene=ZCCHC4&keywords=ZCCHC4#summaries
http://www.genecards.org/cgi-bin/carddisp.pl?gene=ANAPC4&keywords=ANAPC4#function

