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Spinal muscular atrophy-Dandy-Walker
malformation-cataracts syndrome
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Spinal muscular atrophy-Dandy-Walker malformation-cataracts syndrome is
characterised by infantile symmetrical distal muscle weakness and atrophy of the lower
limbs, bilateral anterior polar cataracts and Dandy-Walker malformation. It has been
described in two brothers. No sensorineural or cognitive deficits were observed. The
karyotypes of the two patients were normal. No mutations were found in the survival
motor neurone (SMN), neuronal apoptosis inhibitory protein (NAIP) or androgen

receptor genes.

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


https://www.qeios.com/read/definition/99736#reviews
http://www.orpha.net/ORDO/Orphanet_73245

	Spinal muscular atrophy-Dandy-Walker malformation-cataracts syndrome
	Source


