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INTRODUCTION: Gaucher Disease (GD) is a rare autosomal recessive genetic disorder, caused by
mutations in the GBA gene located on chromosome 1q21.31, which is characterized by the deficiency of
the glucocerebrosidase enzyme. Organ damage results from the accumulation of glucocerebroside lipids
throughout the body especially in the bone marrow, spleen and liver. OBJECTIVE: Describe the
challenges associated with the diagnosis of Gaucher disease in Haiti. MATERIALS AND METHODS: We
present the clinical presentation and testing done to confirm Gaucher Disease in a child from Haiti.CASE
REPORT: A three-year-old girl was seen at our center with a history of chronic anemia, abdominal pain
and distension, progressive hepatosplenomegaly since the first year of life. She had been seen at
multiple health centers with no definitive diagnosis. Sickle cell disease had been ruled out. There was no
other significant past medical history, except for maternal toxoplasmosis treated during this pregnancy.
Physical examination was notable for convergent strabismus and significant abdominal distention due to
hepatosplenomegaly in an otherwise normal child. She was referred to the Dominican Republic for further
diagnostic evaluation. Gaucher disease type III was diagnosed based on decreased enzyme activity levels
and confirmation of homozygous c.1448T< C mutation in the GBA gene. Ophthalmologic examination
showed bilateral sixth nerve palsy with convergent strabismus. The fundus was normal, with no central
neurological damage. CBC showed hypochromic microcytic anemia with thrombocytopenia
(123,000/mm3). Abdominal MRI confirmed hepatosplenomegaly (liver - 2,580.75 cm3, spleen 2,961.62
cm3) with no ischemia nor venous dilatation. The pancreas, adrenal glands and kidneys were normal. The
chest X-ray was normal. There were no hip or long bone lesions, no Erlenmeyer flask deformities,
fractures, or evidence of avascular necrosis, osteopenia, infarction, or bone marrow infiltration. The
patient is currently stable and being evaluated for enzyme replacement therapy. CONCLUSION: This
case highlights the diagnostic challenges of inborn errors of metabolism and the need for a high index of
suspicion in a child presenting with the classic form of anemia, thrombocytopenia, and
hepatosplenomegaly.

Powered by TCPDF (www.tcpdf.org)

Page 1/1

http://www.tcpdf.org

