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CONNECT AND CURE

CTNNB1 is a gene located on the 3™
chromosome that encodes for a protein
called beta-catenin that acts as a key
mediator in Wnt signaling and cell to cell
adhesion. Mutations or variants in CTNNB1
lead to a broad spectrum of symptoms,
including:

Familial exudative
vitreoretinopathy
Strabismus

Refractive errors
Cognitive impairment
Microcephaly
Behavioral challenges
Sleep disturbances

Limited speech / nonspeaking

Epilepsy

“Patients in our cohort
require treatment for
FEVR despite repeatedly
normal dilated
examinations in clinic
over multiple years.”
(Requejo Figueroa, G.A., et al)

Truncal hypotonia

Peripheral spasticity _g—
Dystonia

Tethered spinal cord

Congenital heart defects

Osteopenia and scoliosis ‘
Feeding difficulties
Gastrointestinal problems
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