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DISEASE:
Multiple congenital anomalies-hypotonia-seizures syndrome type 2

NAME: Multiple congenital anomalies-hypotonia-seizures syndrome type 2
A rare, genetic, lethal, neurometabolic malformation syndrome characterized by multiple, variable,
congenital cardiac (systolic murmur, atrial septal defect), urinary (duplicated collecting system,
vesicoureteral reflux) and central nervous system (thin corpus callosum, cerebellar hypoplasia)
. malformations associated with neonatal hypotonia, early-onset epileptic encephalopathy, and myoclonic
DESCRIPTION: . . . . . . .
seizures. Craniofacial dysmorphism (prominent occiput, enlarged fontanel, fused metopic suture, upslanted
palpebral fissures, overfolded helix, depressed nasal bridge, anteverted nose, malar flattening, microstomy
with downturned corners, Pierre-Robin sequence, high arched palate, short neck) and other manifestations
(joint contractures, hyperreflexia, dysplastic nails, developmental delay) are also observed.
ORPHACODE: 300496
SYNONYMS: MCAHS type 2
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): PIGA
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RELATED CONTENT

Related Genetic Tests

e Congenital disorders of glycosylation (79 genes)

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e phosphatidylinositol glycan anchor biosynthesis class A

Related Gene Panels

e Congenital disorders of glycosylation (79 genes) - KUL
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