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DISEASE:
Corpus callosum agenesis-abnormal genitalia syndrome

NAME: Corpus callosum agenesis-abnormal genitalia syndrome
Corpus callosum agenesis-abnormal genitalia syndrome is a rare, genetic developmental defect during
embryogenesis syndrome characterized by agenesis of the corpus callosum, mild to severe neurological
_ manifestations (intellectual disability, developmental delay, epilepsy, dystonia), and urogenital anomalies

DESCRIPTION: : . : . . . . .
(hypospadias, cryptorchidism, renal dysplasia, ambiguous genitalia). Additionally, skeletal anomalies (limb
contractures, scoliosis), dysmorphic facial features (prominent supraorbital ridges, synophris, large eyes)
and optic atrophy have been observed.

ORPHACODE: 2508
ACC-abnormal genitalia syndrome

SYNONYMS: Microcephaly-corpus callosum agenesis-abnormal genitalia syndrome
Proud syndrome
Proud-Levine-Carpenter syndrome
Orphanet

XREF(S): OMIM

ICD-10

ANALYTE(S): ARX
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RELATED CONTENT

Related Genetic Tests

e Epilepsy (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Antwerpen

Related Analytes

e aristaless related homeobox

Related Gene Panels

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