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INTRODUCTION: Niemann-Pick disease type C (NPC) is a neurovisceral atypical autosomal recessive
disease of lipids storage with a wide clinical spectrum. Its clinical variability can include from the
neonatal onset with fatal course to adult-onset forms with chronic progressive neurodegenerative
involvement. Two genes are involved: NPC 1 gene, which is responsible of 95% of cases, and NPC 2
gene. OBJECTIVE: To report a case of Niemann Pick type C diagnosed in our country and to discuss its
clinical and molecular findings. METHODS: retrospective medical record review of a patient diagnosed
with NPC. RESULTS: We report a 3-years-old female patient with 9 months of the evolution of loss of
skills with neurological impairment. She had neonatal jaundice associated with hepatomegaly and minor
dysmorphic features that were studied as congenital cytomegalovirus that was ruled out. She has had
several respiratory symptoms associated to deglutition disorder and multiple bronchoaspiration episodes
which require gastrostomy for feeding and tracheostomy with ventilator support. She also has
splenomegaly with portal hypertension. Comparative genomic hybridation (CGH) was performed and
showed deletion of 1p36.22 and loss of heterozygosity in 8q23.1-q23.3 and 20q11.22.q-12. Using next
genome sequencing (NGS) it’s identified an NPC 1 gene pathogenic variant in a homozygote state. Lyso-
SM-509 biomarker concentration study was performed resulting positive. DISCUSSION: Niemann Pick
type C is a rare lysosomal storage disease. It is caused by accumulation of unesterified cholesterol due to
the impaired exit of the lysosomes. It can be present from the neonatal period to adulthood. There is a
broad clinical spectrum that often includes neonatal transitory cholestasis associated to hepatomegaly or
splenomegaly and later onset of neurological impairment. Our patient presented the same clinical course
described. The diagnosis was made by finding a homozygote state NPC 1 gene pathogenic variant and
high concentrations of Lyso-SM-509. We think it’s a very important case because the clinical variability
and lack of clinical awareness of this disease result in underestimation of cases and late diagnosis.
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