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CTNNB1 Syndrome

Arare disease caused by
variants of the CTNNB1
gene thatresultin
decreased levels and/or
function of the beta-
catenin protein.

Estimated
Prevalence

Symptoms Can Include

Cognitive impairment

Microcephaly ’@
Behavioral challenges (,y )
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

Merchandise
Public Campaigns

Scientific Publications
Access to Genetic Testing




