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Angelman Syndrome is a severe neurodevelopmental disorder caused by the dysfunctional
maternal UBE3A gene, mainly due to a maternally derived 15q11-q13 deletion;

The prevalence is estimated as 1 in 12 000-20 000 live births;

Evolution:
It’s characterized by marked developmental delay as speech impairment, movement « Decreased muscle strength of the left hemibody
abnormalities (including tremor) and happy demeanor. * Independent ataxic gait

Severe epileptic seizures are present in 80-90% of the patients * Fine motor deficits
* Poor vocabulary and doesn’t build sentences

e Auditory hypersensitivity

Referred to the Neurodevelopment consultation at 23 months-old * Self and heteroaggressiveness
due to global psychomotor development delay * Sleep disturbance
* Seizures
* Perinatal History: Term gestation, Apgar score 8/9, Anthropometry at
birth:  Weight 3000g (p15-50); Length 46.5cm (p3-15); 32cm (p3-15) Medicated with risperidone and sodium valproate
* Personal History: Congenital strabismus, minor trauma fracture and
. . i/?illlsstsg,nes of psychomotor development: Sit: 12M; Palmar prehension: Follow-up:
— 19 M; Gait: 23M (ataxic gait); Vocalization: 23M (no words) * Neurodevelopment, Neuropediatrics, Pedopsychiatry, Ophthalmology,
« Physical Exam: Genetics and Pediatric Surgery
Male = Protruding ears, open mouth with hypersialorrhea and hands with * Physical therapy, speech and occupational therapy, hydrotherapy
thick palmar region * Integrated into a multi-disability unit.
7 years old = Bilateral strabismus
= Ataxic gait

Angelman Syndrome should be considered as a diagnostic hypothesis in
child with severe development delay and early childhood onset epileptic
seizures with a typical EEG pattern

Metabolic study: normal The evaluation and follow-up should be multidisciplinary, taking into

Cerebral MRI: normal account the multisystemic involvement
Electroencephalogram: generalized bursts of delta activity associated with
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