
de novo AGO1 c.539_5341 del, p.(Phe180del)



Mutations:

Learning disabilities

Intellectual disabilityHypotonia

Disruptive behavior (DBD)AD

ADHD

THERAPIES

Alan’s development is stagnant. He has no mobility 
issues and he speaks. He says single, sometimes 

disorganized words.   

DEVELOPMENT

� Psychologist (10 months)�
� Physiotherapist from 11 month�

� Speech therapist (3 years).

AGO1

Age 

Family 

Age of 
Diagnosis

I am smiling most of the days

8 years old

1 sister and 1 brother

Diagnosed with autism and global 
developmental delay at 2 years old. 
Diagnosed with AGO1 mutation at age 7.

Bluey's stuffed animal

INTERESTS

FAVOURITES

� Music � Swimming pool
� Photographs and pictures

� Flags � Geometric shapes

N-terminal L1 L2 MID PiwiPAZ

1 34 164 173 226 368 418 427 515


