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Cholesterol Ester Storage Disease : A Case Report
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Abstact : A 6-year-old boy had had fever, chronic diarthea and massive hepatosplenomegaly since 4

months of age. On physical examination he was an underweight boy with enlarged liver and spleen.

The complete blood count was Hb 7.5 gm%, WBC 2,610/mm°®, N45%, L50%, M3%, E2%, Platelets 118,000/
mm”’. Liver function test revealed reverse albumin/globulin ratio with mildly elevated serum glutamic

oxaloacetic transaminase. Cholesterol was 184 mg/dL, triglyceride 308 mg/dL and LDL 109 mg/dL.

Bone marrow aspiration revealed hypercellularity, normal megakaryocyte, myeloid, and erythroid series

with abnormal sea-blue histiocytes. Ultrasonography and CT whole abdomen showed hepatomegaly
with fatty change, splenomegaly and multiple enlarged and matted lymphadenopathy. Gastroscopy
and upper GI follow through were showed diffuse thickened fold and mild dilatation of small bowel.

Small bowel biopsy showed foamy histiocytes infiltrating small bowel with mild to moderate steatosis.
Liver biopsy showed enlarged hepatocytes, Kupffer's cells and portal macrophages with vacuolated

cytoplasm that contained cleft-like spaces. Electron microscope revealed macrophages containing clefts

of needle-like crystals. The gene analysis showed lack of expression of the lysosomal acid lipase gene,

hence cholesterol ester storage disease was diagnosed. Treatment was started with a low fat diet, an
HMG-CoA reductase inhibitor, fat soluble vitamins and cholestyramine. Chronic diarthea and lipid
profiles have been improved thereafter, and hepatosplenomegaly were not progressive. The matched
unrelated donor stem cell transplantation may play an essential role in this patient since the patient
has no sibling.
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