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Abstract. The review describes the rare genetic disease of progressive nature  Niemann-Pick disease (NPC). Typical of this disease 
is the lack of the enzyme named acid sphingomyelinase (ASM), which degrades sphingomyelin, and because of that the lipids are 
accumulated abnormally in the cells of different body tissues. The individuals with NPCs have mutations in one of the two genes � NPC1 
or NPC2. Type A of the disease is severe and with poor prognosis and high lethality. An ocular anomaly called a cherry-red spot occurs in 
peoples affected by the type A of Niemann-Pick disease. Typically, lung infections and thrombocytopenia are observed in patients with the 
type B of NPC, and about 1/3 � ocular anomalies (cherry-red spots) or neurological lesions. Treatment is targeted at speci c symptoms in 
each individual. Swallowing dif culties should be regularly monitored and the risk of aspiration should be assessed.
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