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Introduction 

 
Gaucher disease is the commonest glycolipid storage 
disease, characterized by abnormal accumulation of 
glucocerebroside in cells of the reticuloendothelial 
system. It is caused by inherited deficiency of 
lysosomal enzyme glucocerebrosidase. The birth 
incidence of this autosomal recessive disease is high 
(0.2%) among the Ashekenazi Jewish population1. 
There are 3 major types based mainly on presence or 
absence and severity of neurological manifestations. 
Type 1, the commonest, is characterized by absence 
of neurological involvement. Even though type 1 has 
been termed "Adult type", it usually presents in 
childhood2. 
 

Case report 

 
A seven year old girl was admitted to Lady Ridgeway 
Hospital (LRH) in June 1998 with a history of 
progressive enlargement of abdomen and growth 
retardation since the age of 1 year. She was born nor-
mally and the mother noted that her growth was not 
in keeping with other children of similar age. She has 
taken the child to several institutions where different 
investigations were done with no definite diagnosis. 
By that time, mother noted that the child's abdomen 
was also enlarging progressively. When she was 
brought to LRH, in addition to these cardinal symp-
toms, there was a history of repeated infections, 
lethargy and easy bruisability. She was the product of 
a non-consanguineous marriage and there was no 
family history of similar illness. 
 
She was wasted; both height (90cm) and weight 
(11.5kg) were less than 3rd centile. She was pale and 
examination of abdomen revealed gross splenom-
egaly (15-17 cm below left costal margin) and 
moderate hepatomegaly. There were no neurological 
signs. Her development was age appropriate and she 
was noted to have a good drawing skill. 
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Initial investigations showed normal blood counts 
except for mild thrombocytopenia; x-rays, acid 
phosphatase and echocardiogram were normal. An 
ultrasound scan of abdomen confirmed the clinical 
findings. Bone marrow biopsy showed numerous 
Gaucher cells. Definitive enzymatic diagnosis could 
not be performed. A diagnosis of Gaucher disease 
was made based on clinical presentation and presence 
of Gaucher cells in bone marrow. Since there were no 
neurological abnormalities until presentation, diagno-
sis was narrowed to Gaucher disease type 1. 
 
She was started on "Cerezyme" in April 1999, 
initially on a low dose for first 3 months and later on 
the standard regime. She was monitored by quality of 
life, episodes of infection, growth parameters, blood 
counts, skeletal survey and visceral volume. After 
about 4 months of treatment, her weight was gradu-
ally picking up, blood counts improved (platelets rose 
from 150 x 109/L to 205 x 109/L) and there were no 
episodes of infections. The treatment is being 
continued. 
 

Discussion 

 
In a series of 34 children with adult type Gaucher 
disease, majority presented before the age of 10 years 
and growth retardation with hepatosplenomegaly 
were prominent features. 90% of children in this 
series had radiological features of skeletal 
involvement2. 
 
Common laboratory findings in type 1 Gaucher 
disease are anaemia, thrombocytopenia and elevated 
levels of serum acid phosphatase. Diagnosis of 
Gaucher disease should be considered in any patient 
with unexplained splenomegaly and is strongly sup-
ported by elevated levels of serum acid phosphatase 
and presence of typical Gaucher cells in bone mar-
row3. It is confirmed with results of an assay of 
glucocerebrosidase in white blood cells, fibroblast 
culture4 or urine5. 
 
The child described here had the classical pre-
sentation of growth retardation and progressive abdo-



minal distension; she did not show any neurological 
deficits and did not have skeletal abnormalities. 
Together with presence of Gaucher cells in bone 
marrow, the diagnosis of Type 1 Gaucher disease was 
made. 
 
Treatment of type 1 Gaucher disease was entirely 
symptomatic until recently. Splenectomy is effective 
in correcting thrombocytopenia and anaemia and 
eliminates the distress caused by the massively 
enlarged spleen2. Hydration, analgesics, narcotics for 
pain in bone crisis and orthopaedic interventions for 
fractures help to maintain the quality of life. Bone 
marrow transplantation is an effective form of 
therapy but the risk of mortality and morbidity makes 
this mode of treatment less desirable6. 
 
For type 1 disease, there is good evidence that 
enzyme replacement therapy (ERT) with mannose 
terminated placental, or recombinant 
glucocerebrosidase is beneficial in reducing 
hepatosplenomegaly, improving haematological 
parameters, and to a lesser extent alleviating bone 
disease6. Over 1500 patients are now on ERT. 
Marked organomegaly, severe/moderate cytopenias 
and extensive skeletal involvement are common 
indications to initiate ERT. Major disadvantages are 
cost of therapy, determination of effective initial and 
maintenance doses and difficulties in administration. 
Even in USA, cost of therapy for each patient ranges 
from $100,000 to $400,000 annually. For developing 
countries like Sri Lanka, cost of treating a single 
patient with ERT from annual drug budget is 
impossible. 
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