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DISEASE:
MASA syndrome

NAME: MASA syndrome

DESCRIPTION:
A X-linked, clinical subtype of L1 syndrome, characterized by mild to moderate intellectual disability, delayed 
development of speech, hypotonia progressing to spasticity or spastic paraplegia, adducted thumbs, and 
mild to moderate distension of the cerebral ventricles.

ORPHACODE: 2466

SYNONYMS: Intellectual disability-aphasia-shuffling gait-adducted thumbs syndrome

XREF(S):

Orphanet
MeSH
OMIM
ICD-10

ANALYTE(S): L1CAM
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RELATED CONTENT

Related Genetic Tests 

Brain malformations (gene panel)

Related Laboratories 

Centre de Génétique Humaine - Erasme ULB 

Related Analytes 

L1 cell adhesion molecule

Related Gene Panels 

Primary Hydrocephaly (3 genes) - ULB
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