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Gaucher’s Disease -A Report of Two Cases in Homozygous Twins-

Jae Do Kang, M.D., Kwang Yul Kim, M.D., Yang Hoon Lee, M.D. and Keun Soo Lee, M.D.

Depariment of Orthopaedic Surgery, Wallace Memorial Baptist Hospital, Busan, Korea

Gaucher’s disease is an uncommon metabolic disorder, which was first described by Gaucher in
1882, characterized by accumulation of distinctive Gaucher’s cells in the reticuloendothelial system

such as spleen, liver, and bone marrow.

The great majority of cases have been reported in Jews, and others in negros and orientals.

We are presenting two cases in homozygous twins in Korea, whose clinical manifestations are
hepatosplenomegaly and bone lesions due to expansion of involved bones.
Key Words: Gaucher’s disease, Homozygous twins.
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Table 1. Diagram of family tree

[} O :male

[J__I E : female

died(11 yr.) case 1 case 2
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Table 2. Summary of Lab. data.

Case 1 Normal Case 2
W.B.C count 16,900 5,000-10,000/mm 14,900
Hgb 10.5 14-16gm% 11.1
Het 32 40-48% 34
Plt. count 30.7 15-40/mm 19.7
Seg./Lym 50/32 60-70/20-30% 54/36
E.S.R. 51 0-9mm/hr 37
Al. Phosph. 20.7 5.0-14.0 KAU 20.0
Acid Phosph. 2.8 0-0.6 KAU 1.5
Serum Ca./P. 4.1/3.9 3.5-5.5/2.4-4.7mg 4.9/3.6
Urinalysis normal normal
B1. culture negative negative
R.A. factor negative negative




Fig. 1, 2. Bone scanning reveals increased
uptake in midshaft of Rt. tibia and focal de-
creased uptake in Rt. femoral head(case 1).
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Fig. 3, 4. A-P roentgenogram of Rt. knee shows typical Erlenmeyer flask deformity in distal femur

(case 1.2.)
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pathologic fracture(case 2.).
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,6. A-=P roentgenogram of pelvis shows avascular necrosis of Rt. femoral head(case 1.2.) and
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Fig. 7, 8. Liver biopsy shows infiltration of large pale foam cells(Gaucher cells), H & E, 10x10,
and magnification of Gaucher cells, H & E, 10 x 40(case 1).
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Fig. 9, 10. Bone biopsy shows accumulation of multiple Gaucher cells, H & E, 10x10, and magnifi-
cation of Gaucher cells, H & E, 10 x 40(case 1).
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