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Definicja

A rare, autosomal recessive, acid sphingomyelinase deficiency characterized clinically by onset in
infancy or early childhood with failure to thrive, hepatosplenomegaly, interstitial lung disease and
rapidly progressive neurodegenerative disorders.

Dane

Klasyfikacja Synonimy

Choroba Infantile neurovisceral ASMD
Niemowlecy niedobdér kwasnej sfingomielinazy
nerwowo-trzewnej
NPD-A
Niemann-Pick disease type A
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http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=77292

