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Blepharophimosis-intellectual disability
syndrome, Verloes type
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Blepharophimosis-intellectual disability syndrome, Verloes type is a rare, genetic multiple

congenital anomalies/dysmorphic syndrome characterized by congenital microcephaly,

severe epilepsy with hypsarrhythmia, adducted thumbs, abnormal genitalia, and normal

thyroid function. Hypotonia, moderate to severe psychomotor delay, and characteristic

facial dysmorphism (including round face with prominent cheeks, blepharophimosis,

large, bulbous nose with wide alae nasi, posteriorly rotated ears with dysplastic conchae,

narrow mouth, cleft palate, and mild micrognathia) are additional characteristic features.

Qeios   ·   Definition, February 10, 2020

Qeios ID: RUED0I   ·   https://doi.org/10.32388/RUED0I 1/1

https://www.qeios.com/read/definition/97785#reviews
http://www.orpha.net/ORDO/Orphanet_293725

	Blepharophimosis-intellectual disability syndrome, Verloes type
	Source


