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Autosomal recessive frontotemporal
pachygyria

INSERM
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INSERM. (1999). Orphanet: an online rare disease and orphan drug data base. Autosomal

recessive frontotemporal pachygyria. ORPHA:329329

Autosomal recessive frontotemporal pachygyria is a cerebral malformation
characterized by symmetric, bilateral pachygyria with normal head circumference and
without polymicrogyria. Clinical manifestations include developmental delay, moderate
intellectual disability, normal or slightly decreased muscle tone and deep-tendon reflexes,

telecanthus or hypertelorism.

Qeios ID: XT946P - https://doi.org/10.32388/XT946P 11


https://www.qeios.com/read/definition/98444#reviews
http://www.orpha.net/ORDO/Orphanet_329329

	Autosomal recessive frontotemporal pachygyria
	Source


