GAUCHER’S DISEASE
Report of Two Cases*
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Gaucher’s disease is a rare heredofamilial disorder of cerebroside
metabolism and is characterised by splenomegaly, pigmentation,
pingueculae and an insidious course in adults. The course in infants,
unlike that in the adult form, is very acute and often rapidly fatal.

This disease has been reported only twice ¥’2 in Turkish medical
literature, and for this reason it is thought to be rare in this country.
We felt therefore that the appearance of two cases in a year at the
Hacettepe Children’s Hospital was of interest. The first case is of
further interest in that it is the only infantile case reported in
Turkey. The absence of neurologic findings in this case also seems
to be worth recording.

Case Reports

Case 1: This was an 11 month old white boy who was admitted to
the hospital with complaints of fever, cough, pallor, irritability and
weakness. His mother reported that the baby was in good health until
one month prior to admission, when he began to cough and
developed anorexia. He was given penicillin injections by his
family doctor, which relieved the symptoms of cough and brought
the temperature down to normal. However, the baby continued to
have anorexia and lost weight.

Past History: This was the fifth child of this family who was born
after an uncomplicated pregnancy and delivery. Birth weight was
unknown. .

Development: The baby had head control when he was two months
of age and had just begun to sit up at the time of admission. He had
no teeth on admission.

- Family History: His father, mother and four siblings were in
good health. Bone marrow aspiration of the father and two siblings
showed no abnormality.
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tenth year of agein about half the cases and before the thirtieth in
the remainder. The acute form usually starts in the first six months of
life and its course is progressive, resulting in death usually before the
end of the second year of life. The etiology and pathog n sis of this
condition are little understood. It seems that thisis the result of a me-
tabolic disturbance of the reticulum cells and is most likely due to
intracellular enzymatic imbalance.5

Treatment is symptomatic and includes blood transfusions for
anemia.

In 15 of the 29 cases studied by Medoff and Bayrd,® pancytop -
nia was present and splenectomy was done. They report that the
average life span after diagnosis was longer in the splenectomized
group and suggest that splenectomy is of therapeutic value. There is
no effective dietary treatment of this disease.?

Summary

Two cases of Gaucher’s disease are reported, one of them being
the acute infantile form and the other apparently the adult type. The
first case had no evidence of neurologic symptoms and died under
two years of age at home.
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