
de novo AGO2, p.(Ala367Pro)
Mutations:

Slowed mental 
development

Slowed physical 
development

Slowed general 
development 

Speaking issues

THERAPIES

DEVELOPMENT

� Convulex, 2xdaily. Since 2018.

Slowed general development. Silvana is a little clumsy.  

Mental age: 6 years old

AGO2

Age 

Family 

Age of 
Diagnosis

Mobile phone, coca cola and 

ice-cream make me smile

12 years old

Sister Antea, 17 years old 

AGO2, discovered at 5 years old

� Doll � Kitchen utility

INTERESTS

FAVOURITES

� Mobile phone � Paper cutting

� Dolls � Games with kitchen

NN – –CL1 L2 MID PiwiPAZ

53 140 229 348 445 578 859


