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DISEASE:
Hydrocephalus with stenosis of the aqueduct of Sylvius

NAME: Hydrocephalus with stenosis of the aqueduct of Sylvius

A congenital, X-linked, clinical subtype of L1 syndrome characterized by severe hydrocephalus often of
prenatal onset, adducted thumbs, spasticity (mostly evidenced by brisk tendon reflexes and extensor plantar
responses) and moderate to severe intellectual disability. This subtype represents the severe end of the L1
syndrome spectrum and is associated with poor prognosis.

DESCRIPTION:

ORPHACODE: 2182

Bickers-Adams syndrome

HSAS

X-linked HSAS

X-linked acqueductal stenosis

X-linked hydrocephalus

X-linked hydrocephalus with stenosis of agueduct of Sylvius

SYNONYMS:

Orphanet
XREF(S): ICD-10
OMIM

ANALYTE(S): L1CAM
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RELATED CONTENT

Related Genetic Tests

o X-linked hydrocephalia / CRASH (corpus callosum hypoplasia, retardation, adducted thumbs, spastic paraplegia, and hydrocephalus) syndrome

(L1CAM gene)

Related Laboratories

e Centrum Medische Genetica - UZ Brussel VUB

Related Analytes

e L1 cell adhesion molecule

Related Gene Panels

e Primary Hydrocephaly (3 genes) - ULB
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