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CONNECT AND CURE

#1 Genetic Cause of

What is
CTNNBI1

A WQ/'@

Syndrome? -
Arare disease caused by ?uru_f:c';a.::;;_.s % ’(f /\;\(\
variants of the CTNNB1 rccssato cenetic Testing YRL) ("”—L
gene thatresultin

decreased levels and/or oo
function of the beta- K
catenin protein.

Estimated
Prevalence:

Symptoms Can Include

Cognitive impairment
Microcephaly

Behavioral challenges

Sleep disturbances

Limited speech / nonspeaking
Epilepsy

Truncal hypotonia
Peripheral spasticity
Dystonia

Exudative vitreoretinopathy
Strabismus
Refractive errors

Tethered spinal cord
Congenital heart defects
Osteopenia

Scoliosis

Feeding difficulties
Gastrointestinal problems
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s Arastirmayi Farkindalik Aileleri Bir Araya
Hizlandirmak  Yaratmak Getirmek
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CONNECT AND CURE

#1 Genetik Nedeni

CTNNBI1

Sendromu Belirtiler sunlari icerebilir:
ir?
n ed Ir: . = Bilissel bozukluk
CTNNBI1 geninin K U'u"le"l"a'“;_f_y” . 4 ﬂ Mikrosefali
tlarind Yaymlar, Geneti Testlere (»/ Y,  Davramissal sorunlar
varyantlarinadan " Erisim P Uyku bozukluklari
kaynaklanan ve beta- Sinirli konugma / konusamama,
katenin proteininin Epilepsi

seviyelerinde ve/veya
islevinde azalmaya yol
acan nadir bir hastalik.

Govde hipotoni Periferik
spastisite Distoni

Eksiidatif vitreoretinopati
Sasilik Kirilma kusurlari

Tahmini Yayginlik:

Omuriligin yapisik olmasi
Dogustan kalp kusurlari
Osteopeni

Skolyoz

Beslenme giicliikleri
Gastrointestinal problemler
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= Beschleunigung Sensibilisierung Familien
der Forschung verbinden
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CONNECT AND CURE

Was ist das
CTNNB1-
Syndrom?

Eine seltene
Erkrankung, die durch
Varianten des CTNNB1-
Gens verursacht wird
und zu einer
verminderten
Konzentration und/oder
Funktion des Beta-
Catenin-Proteins fuhrt.

Geschatzte
Pravalenz:

#1 Genetische Ursache von

Zugang zu Gentests

Zu den Symptomen kénnen gehéren

Merchandise-Artikel 4
offentliche Kampagnen
wissenschaftliche

Publikationen

Kognitive Beeintrachtigung
Mikrozephalie
Verhaltensauffalligkeiten
Schlafstérungen eingeschrankte/
fehlende Sprachfahigkeit
Epilepsie

Stammhypotonie,
Periphere Spastik
Dystonie

Exsudative Vitreoretinopathie
Strabismus
Refraktionsfehler

Tethered Cord

Angeborene Herzfehler
Osteopenie

Skoliose
Futterungsschwierigkeiten
Magen-Darm-Probleme
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vas Onderzoek Bewustwording Families met
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CONNECT AND CURE

#1 Genetische oorzaak van

Wat is het %
CTNNB1-

Symptomen kunnen zijn:
syndroom? ymp !

Merchandise Cognitieve stoornis
Een zeldzame ziekte die Publieke campagnes Igf/—\( Microcefalie
Wetenschappelijke Gedragsproblemen
wordt veroorzaakt door publicaties ~ ) | .
Toegang tot aapstoornissen

varianten van het CTNNB1- genetische testen Beperkte spraak / niet-spreken
gen, wat resulteert in Epilepsie

verlaagde niveaus en/of
een verminderde functie
van het béta-catenine-
eiwit.

Hypotonie van de romp
Perifere spasticiteit
Dystonie

Exsudatieve

Geschatte e e
prevalentie:

Vastzittend ruggenmerg
Aangeboren hartafwijkingen
Osteopenie

Scoliosis
Voedingsproblemen
Maag-darmproblemen
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Acelerar a Aumentara_Conectando
pesquisa Conscientizagao familias

CONNECT AND CURE

Causa genética n°1de

Oqueéa

r
sindrome
CTNNB1? .
Uma doenga rara causada Campanhas Publicas ’@( o J
por variantes do gene Publicagdes Cientificas (—-‘/ ),
Acesso a Testes Genéticos

CTNNB1 que resultam em
niveis e/ou fungdo
reduzidos da proteina
beta-catenina.

Preyaléncia
estimada:

Os sintomas podem incluir

Comprometimento cognitivo
Microcefalia

Dificuldades comportamentais
Disturbios do sono

Fala limitada / auséncia de fala
Epilepsia

Hipotonia troncular
Espasticidade periférica
Distonia

Vitreorretinopatia exsudativa
Estrabismo
Erros refrativos

Medula espinhal presa
Cardiopatias congénitas
Osteopenia

Escoliose

Dificuldades de alimentacao
Problemas gastrointestinais
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Accelerare Sensibilizzazione Collegare le
“ N B la ricerca famiglie

CONNECT AND CURE

#1 Causa genetica di

Cos'e la
sindrome
CTNNB1?

| sintomi possono includere

/ Compromissione cognitiva
Una rara malattia causata da . Microcefalia .
o Campagne pubbliche Problemi comportamentali
varianti del dene CTNNB1 Pubblicazioni scientifiche = ) Disturbi del sonno
che determinano una sl e " Linguaggio limitato / assenza di
riduzione dei livelli e/o della parola
Epilessia

funzionalita della proteina
beta-catenina. Ipotonia del tronco
Spasticita periferica
Distonia

Vitreoretinopatia essudativa

Prevalenza Diroen o ifrazione
stimata:

Midollo spinale ancorato
Difetti cardiaci congeniti
Osteopenia

Scoliosi

Difficolta di alimentazione
Problemi gastrointestinali
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e Accélérer la Sensibilisation Créer des liens
( “ N B recherche entre les familles

CONNECT AND CURE

#1 Cause génétique de

Qu’est-ce
que le Co,,
syndrome Se,.
2
CTN N B1 ° Produits dérivés Qoo Ig(’(ﬂ/}:\(\ Micrz<|:ép2alie
Une maladie rare causée par Campagnes publiques 2, ) Troubles du comportement
®

Publications scientifiques .
des variants du géne Troubles du sommeil

Acces aux tests T bl del I
i ! e — roubles de la parole
CTNNB1 qui entrainent une (y compris I'absence de parole)

7
diminution des niveaux et/ou oo - Epilepsie
de la fonction de la protéine =
béta-caténine.
Vitréorétinopathie exsudative

p ré.va Ile n Ce Z::E:'ssnsz réfraction
estimee :

Les symptdmes peuvent inclure

Déficience cognitive

Hypotonie du tronc
Spasticité périphérique
Dystonie

Méniére attachée
Malformations cardiaques
congénitales

Ostéopénie

Scoliose

Difficultés d'alimentation
Troubles gastro-intestinaux
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Acelerarla Sensibilizacion Conectando
( “ N B investigacion familias

CONNECT AND CURE

#1 Causa genética de

¢Qué es el
sindrome

CTNNBI1?
° Proguet Deterioro cognitivo
Una enfermedad rara pror:loocl::nl:es. ;@ Microcefalia

Los sintomas pueden incluir:

. campafias publicas, Problemas de comportamiento
causada por varia ntes publicaciones cientificas, X )l Trastornos del sueiio
b o .
del gen CTNNB1 que “‘Zﬁ:,,:g;‘;j = " Dificultad para hablar / ausencia de
provocan una habla
. . Epilepsia
disminucioén de los

niveles y/o la funciéon de
la proteina beta-
catenina.

Hipotonia troncal
Espasticidad periférica
Distonia

Vitreorretinopatia exudativa

Preyalencia o activs
estimada:

Médula espinal anclada
Defectos cardiacos congénitos
Osteopenia

Escoliosis

Dificultades para alimentarse
Problemas gastrointestinales
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