
UBE3A clinical phenotype guidelines:

Mandatory criterion:
Severe ID (if 5 years of age or older) or global developmental delay (if <5 years of age)

In addition, the patient has to satisfy at least 4/5 of the following:
● Ataxia/jerky movements
● Characteristic EEG
● Seizures
● Absent speech or less than 5 words (if at least 4 years of age)
● Frequent smiling

Additional notes: If information is provided such that a phenotype of Angelman syndrome is
suspected, with specific minimal features used for the diagnosis, then this can be used for PP4
in lieu of the specific clinical features listed.


