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DISEASE:
KDM5C-related syndromic X-linked intellectual disability

NAME: KDM5C-related syndromic X-linked intellectual disability

DESCRIPTION:
A rare multiple congenital anomalies/dysmorphic syndrome characterized by mild to severe intellectual 
deficit associated with variable clinical manifestations including spasticity, cryptorchidism, maxillary 
hypoplasia, alopecia areata, epilepsy, short stature, impaired speech, and behavioral problems.

ORPHACODE: 85279

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): KDM5C
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RELATED CONTENT

Related Genetic Tests 

Epilepsy (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

lysine demethylase 5C

Related Gene Panels 

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