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Niemann-Pick Disease Type C (NPC)

Niemann-Pick Type C (NPC) is a progressive and life limiting autosomal recessive disorder caused
by mutations in either the NPC1 or NPC2 gene. Mutations are associated with abnormal endosomal-
lysosomal trafficking, resulting in the accumulation of multiple tissue specific lipids in the lysosome.
The clinical spectrum of NPC ranges from a neonatal rapidly progressive fatal disarder to an adult-onset chronic
neurodegenerative disease. The age of onset of the first neurological symptorm may predict the severity of the
disease and life expectancy. NPC has an estimated incidence of ~1: 100,000 and the rarity of the disease translate
into misdiagnosis, delayed diagnosis and barriers to quality care.

The consensus clinical management guidelines for NPC have been developed by an group of international
experts and are freely available online. A brief summary of key aspects of the guidelines are below.
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