
Heat

Hyperlaxia 
insensitivity to pain

Bone ageing delay

Dental anomalies

Blurred vision

THERAPIES

Learning, concentration and behavioural problems

Mental age: 7 years old

DEVELOPMENT

� Physio from 1 month to 22 month�
� Speech therapist since age 4,�

� Educator, psychomotor therapist and psychologist since age �
� Orthoptist since age 6. 

AGO2

Age 

Family 

Age of 
Diagnosis

The cuddles, my friends, when 
parents say "yes" make me smile

9 years old

1 brother (aged 11) and 1 sister 
(aged 4)

AGO2 to 7 years

Daily struggle: cries, he claps his hands a lot, 
Malo always says no and is in opposition to 
everything (washing, meals, school ...)




History: constipation for up to 24 days 
without a bowel movement, fractured wrist 
and all without pain, so we spent hours in

the hospital emergency room and for 
nothing since he was not in pain ... no one 
listened to us !!!!!"

INTERESTS

FAVOURITES

� Trampolines � Playmobils

� Small cars � Marbles

� Toy cars � Music � Bikes

de novo AGO2 c.2251T>C, p.(Cys751Arg)




NN – –CL1 L2 MID PiwiPAZ

53 140 229 348 445 578 859

Mutations:


