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A Case of Gaucher Disease Type Il with Fragile Vascular Vessels
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Abstract | Gaucher disease is a genetic disorder characterized by glucocerebrosidase deficiency and
the accumulation of glucocerebroside in various tissues.

The patient was diagnosed as having Gaucher disease tvpe Il at the age of 12 months on the basis of
her clinical features and laboratory findings, and subsequently treated with intravenous infusions of
glucocerebrosidase. Although her hepatosplenomegaly was improved by the trealment, neurological
degeneration was not. The maintenance of an intravenous route was necessary for parenteral nutrition
and the administration of drugs. However, obstructions often occurred in the vessels that were being
used for the infusions. Venograms of the patient’s legs and arms revealed the obstruction of several
vessels and the formation of collateral vessels, indicating the fragility of the vascular vessels. This fragility
may have been caused by the accumulation of glucocerebroside in the vessels and the surrounding
lissues, although these findings have not been previously reported in connection with Gaucher disease.
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Table.1

[Cell Blood Count]

Hb 12.5g/dl

Plt 12.0 X 10"/ nw*

[Glucocerebrosidase activity]

10.5nmol/hr/mg protein/hr
(12.8% of the control level)

[Bone Marrow]
Gaucher cells (+)

[Blood Chemistry]
AST  1841U

ALT 341U

LDH 15861U

CK 1299 1U

ACE  86.31U/1/37C
ACP 105.01U

[Gene analysis]
L444P / 7
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< b, Fig.1 Abdominal CT
5,0 rns 011 Abdominal CT shows severe hepatosplenomegaly.

1y 7AaAaAB F a|b
Fed

Fig.2 Brain CT
Brain CT shows progressive
brain atrophy.
a . 12 months old
h ¢ 15 months old

alb
Fig.3 Bone X-p
Pathologic fractures of femur and humerus were accepted in the X-ray.

a . Right femur
b ! Left humerus
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Fig.4 Venogram (Branchial veins~Subclavian vein) 21months old
Venograms of the arms reveals the obstruction of several vessels and the formation of collateral vessels.

a: 21 months old b : 24 months old

Fig.5 Venogram (Right femoral vein)
Venogram of the right femoral reveals the obstruction of several vessels and the formation of collateral
vessels.

39



40 HANR B i

a: 21 months old b : 23 months old
Fig.6 Venogram (Lift femoral vein)

Venogram of the left femoral reveals the obstruction of several vessels and the formation of collateral
vessels.
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