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DISEASE:
Intellectual disability-macrocephaly-hypotonia-behavioral abnormalities syndrome

NAME: Intellectual disability-macrocephaly-hypotonia-behavioral abnormalities syndrome

A rare, syndromic intellectual disability characterized by hypotonia, global developmental delay, limited or
absent speech, intellectual disability, macrocephaly, mild dysmorphic features, seizures and autism
spectrum disorder. Associated ophthalmologic, heart, skeletal and central nervous system anomalies have
been reported.
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ORPHACODE: 457279
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OMIM
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RELATED CONTENT

Related Genetic Tests

e QOvergrowth (gene panel)

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes

e protein phosphatase 2 regulatory subunit B'delta

Related Gene Panels

e Overgrowth (24 genes) - IPG
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