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Niemann-Pick Disease, Type C

National Cancer Institute

Source
National Cancer Institute. Niemann-Pick Disease, T ype C. NCI T hesaurus. Code C85214.

An autosomal recessive inherited lysosomal storage disease caused by mutations in the

NPC1 and NPC2 genes. It is characterized by progressive neurologic deterioration

manifested with ataxia, dementia, seizures, and dystonia. Other signs and symptoms

include hepatosplenomegaly, jaundice, and respiratory failure.

Qeios   ·   Definition, February 8, 2020

Qeios ID: PISZC5   ·   https://doi.org/10.32388/PISZC5 1/1

https://www.qeios.com/read/definition/95433#reviews
https://ncit.nci.nih.gov/ncitbrowser/ConceptReport.jsp?dictionary=NCI_Thesaurus&ns=ncit&code=C85214

	Niemann-Pick Disease, Type C
	Source


