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Unusual Cause of Abdominal Pain: Niemann-Pick Disease
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A 54-year-old woman was referred to our hospital for 
left upper abdominal pain that had been recurring with 
sudden onset and termination for more than 2 months and 
accompanied by nausea and vomiting. Gastroscopy at another 
hospital revealed no peptic ulcer, malignant tumor, or pyloric 
obstruction. However, head magnetic resonance imaging 
(MRI) revealed brain atrophy. The patient also had a history 
of anxiety disorder and depression. Computed tomography 
showed no enlargement of the liver or spleen. However, 
abnormal changes in the third sacral vertebral body were 
observed, which was confirmed as a pathological fracture 
on MRI (Fig. 1). MRI further revealed abnormal bone signal 
changes in the thoracic and lumbar vertebrae and pelvis 
(Fig. 2). Bone marrow aspiration biopsy revealed numerous 
Niemann–Pick cells (Fig. 3). After further genetic testing, 
the patient was diagnosed with Niemann–Pick disease type 
C (NPC). Ambulatory electroencephalography monitoring 
showed diffuse epileptic discharges. The cause of abdominal 
pain was abdominal epilepsy. The patient was ultimately 
diagnosed with Niemann–Pick disease secondary to abdominal 
epilepsy. Antiepileptic treatment with oral phenytoin sodium 
resolved her abdominal pain. No recurrence was observed 
throughout more than 3 years of follow-up.

NPC is a rare autosomal recessive genetic lysosomal storage 
disorder mainly affecting the nervous system and internal 
organs [1]. Because it affects the brain, it can also cause mental 

health disorders. The clinical manifestations of NPC are diverse 
[2, 3]. Some patients may exhibit focal or generalized epileptic 
seizures, while others may have anxiety disorder, depression, 
schizophrenia, bipolar disorder, or other psychiatric symptoms 
alone or in combination. In this report, we describe a case of 
Niemann–Pick disease in which the latest presentation was 
abdominal pain initially of unknown cause.
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