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DISEASE:
SYNGAP1-related developmental and epileptic encephalopathy

NAME: SYNGAP1-related developmental and epileptic encephalopathy

A rare genetic developmental and epileptic encephalopathy (DEE) characterized by developmental delay,
DESCRIPTION: generalized epilepsy consisting of eyelid myoclonia with absences and myoclonic-atonic seizures,
intellectual disability and autism spectrum disorder (ASD).

ORPHACODE: 544254
SYNONYMS: SYNGAP1-related DEE
XREF(S): Orphanet
ANALYTE(S): SYNGAP1
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Source URL: http://gentest.healthdata.be/disease/3914
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RELATED CONTENT

Related Genetic Tests

e Epilepsy (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Antwerpen

Related Analytes

e synaptic Ras GTPase activating protein 1

Related Gene Panels

e Rare epilepsy with developmental delay (> 240 genes) - UZA
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