Gaucher disease (GD) is caused by the deficiency of glucocerebrosidase, In pediatric patients with GD,
especially Type | GD, enzyme replacement therapy (ERT) can reduce the hepatosplenomegaly and im-
prove the hematologic finding and growth velocity, Herein, we report a 2-year-old girl with Type | GD
presented with hepatosplenomegaly, bone pain and growth retardation, A 2 year-old-girl was referred
to our hospital due to severe hepatosplenomegaly and growth retardation, She suffered from both leg
pain and chronic fatigue, Simple x-ray showed widened distal long bones like that of an ‘Erlenmeyer
flask’ which is associated with GD. The laboratory test showed anemia and thrombocytopenia, The
enzyme activity was markedly reduced and the direct sequencing of the GBA gene showed the com-
pound heterozygous mutations, p.G46E and p L444P. As the G46E have been considered as the pro-
tective gene against neuronopathic genotype, we could assess the Type | GD in this patient. After one
year of ERT, the growth velocity became 11 cm per year, Bone pain and fatigue disappeared, The
volume of liver and spleen was reduced from 683 cm® and 703 cm® to 590 cm® and 235 cm®, respec-
tively, Although GD is an extremely rare disease in Korea, growth retardation and bone pain in children
are the important signs which lead to early detection of GD and a simple radiologic finding is helpful
to assess the GD at outpatient clinic, We highlight that the early diagnosis and early ERT is important
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A Case of a 2-year-old Girl with Type | Gaucher Disease
Presenting with Growth Retardation and Leg Pain
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for good growth and outcome for pediatric patients with GD,
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Fig. 1. Clinical photo of patient showing severe spleno-
megaly and hepatomegaly (A) and simple X—ray
on upper leg showing distal femur widening like
‘Erlenmeyer flask” which is associated with Gau-
cher disease. (B) Whole body magnetic resonance
imaging showing the mild hyperintensity on
T1WI and hypointensity on T2WI from bone
marrow of the distal femur (C-D).
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Table 1. Summary of the Characteristics at Diagnosis and Clinical Course after Enzyme Replacement Therapy in

Gaucher Disease Patient

Parameter Normal range Baseline 3 month 6 months 12 month§
after ERT after ERT after ERT
Height, cm (pecentile) 89 (12™ 93.2 27M 95.3 (29™) 100 (48™
Hb, mg/dL 10.2—-12.7 9.4 11.1 11.4 12.5
Platelet, 10%/uL 189-394 53 54 85 127
Ferritin, ng/mL 22—158 104 179 241 142
IGF-1, ng/mL 13-187 111.3 - - 130.6
IGFBP-3, ng/mL 1,000—-4,700 3,770 - - 2,420
Angiotensin—converting enzyme, U/L 29-112 350 178 122 87
Acid phosphatase, U/L 0.0-6.5 34.0 16.6 11.9 8.1
Chitotriosidase, nmol/hr/mL plasma 4-76 4,062.5 2,780.2 1,579.3 738.4
Glucocerebrosidase, nmol/hr/mg 23-53.9 11.8 - - -

Abbreviations: ERT, enzyme replacement therapy; IGF—1, insulin like growth factor—1; IGFBP—3, insulin like growth

factor binding protein—3.
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Fig. 2. Abdominal computed tomography scans showing severe hepatosple-
nomegaly at baseline (A) and remarkable reduction of liver and
spleen at 1 year after enzyme replacement therapy (B).

Table 2. Clinical Characteristics in Gaucher Disease Patients having G46E of GBAf rom Present Case and Previous

Reports
Patient 1 2 3 4 5 6 7 8 9 10 11 12 13 14
Genotype G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/ G46E/
L444P  L444P  L444P V191G F2131  RI120W G46E F2131 R257Q  Rec 8a  L444P G46E L444P ?
Phenotype Type 1 Type 1 Type 1 Typel Typel Typel Typel Typel Typel Typel Typel Typel Typel Type 1
Sex Female Male Female Male Female  Female  Female Male Female  Female  Female Male Male Male
Age at diagnosis 2y 10m 2y 2y 3m 23y 11y ly Im 30y 4y 6m 1y 1lm 1y 10m 2y 2m 3y 57y 12y 3m
Age on ERT 2y 10m 9y 3y 4m 3ly 20y 3m 1y 2m  3ly 3m 4y 6m 1y 1lm 1y 1lm 2y 2m 3y 57y 12y 3m
splenomegaly + +, Sp + + +, Sp + + + + + + + + +
Hepatomegaly + + + + + + + + + + + + +
Thrombocytopenia + ND ND ND ND ND + ND ND ND + + + ND
Anemia + - - - - - - - - - - + -
pancyto-
penia
Bone pain, + - - + - - - - - - - - - -
Skeletal + - - - + - - - - - - - + +
involvement femur femur femur
AVN AVN AVN
Reference Present 4 4 4 4 4 4 4 4 4 5 5 5 5

case

Abbreviations: ERT, enzyme replacement therapy; Sp, splenectomy; ND, not described; AVN, avascular necrosis.
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