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INTRODUCTION: Niemann Pick type C (NPC) disease is a progressive, irreversible, and debilitating
neurovisceral lysosomal storage disorder. Biallelic pathogenic variants in one of the two genes cause
NPC: NPC1 in 95% of cases and NPC2 in the remainder, confirm the diagnosis. The mutations lead an
impaired intracellular lipid trafficking and subsequent accumulation of unesterified cholesterol,
sphingosine and glycosphingolipids in the endolysosomal compartment. The estimated incidence is
1/100,000 births. There is a wide spectrum of clinical onset and progression of the disease. It occurs from
the prenatal period to adulthood with visceral, neurological, and or psychiatric features. In the perinatal
period and infancy, manifestations are predominantly visceral, from late infancy onward, neurologic and
psychiatric. The progression is different in each patient. There is no curative therapy. Miglustat has been
approved for the management of neurologic manifestations and it seems to be beneficial for survival.
OBJECTIVE: To present our experience on clinic, diagnosis, treatment and follow-up of 5 NPC disease
cases. CASES REPORT: From a biochemical point of view, two cases have elevated dried blood spots of
chitotriosidase activity, four have elevated plasma oxysterols. All cases have molecular definitions
(NPC1). Considering the age of onset, 3 patients belong to the early infantile (<2 years) and 2 to the
juvenile (6 to <15 years) onset group. Sex: 2 males and 3 females. Isolated splenomegaly was the first
clinical feature in two males and a female. All cases had splenomegaly at the moment of the diagnosis.
After the diagnosis was confirmed, all patients began scheduled clinical follow-up: thorough physical
examinations and disability rating scales, every 6 months. The shortest follow-up time is 1 year and the
longest 10 years. Three patients started treatment with Miglustat at different ages according to the
moment of the onset of neurological signs or symptoms. CONCLUSIONS: Our series of cases of NPC
disease represents a broad spectrum of the clinical onset and evolution of this progressive and damaging
lysosomal genetic disorder. We highlight the importance of starting disease progression monitoring of
each NPC patient as soon as the diagnosis is confirmed.
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