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Table 1. Laboratory data

T-protein 5.98 g/dl
Al 63.6 %
Glob. a1 1.6 %

a2 95 %

Vi 11.7 %

r 13.3 %
T-cholesterol 183 mg/dl
Triglyceride 78 mg/dl
TTT 1.0 IU
ZTT 7.0 IU
GOT 441U
GPT 111U
Al-p 1.6 (k.A unit)
CPK 42 1U
rGTP 211U
BUN 17 mg/dl
Creatinine 0.7 mg/dl
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Hb 10.1 g/dl

RBC 303 x10%mm3
WBC  10,200/mm?
Plts 31.6 X 104/mm3

Gas analysis

PH 7.302

Pa0; 77.3 mmHg
PaCO; 17.5 mmHg
HCO3 8.7 mEg/1
BE —14.3

Fig. 1. Aortic valve showing extensive thickening
and fusion of each valvule.
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Fig. 2. Horizontal cut surface of the heart showing
marked hypertrophy of both ventricular myo-
cardium associated with diffuse patchy fibrosis.

Fig. 3. Myocardial fibers of the posterior wall
showing marked vacuolization associated with
diffuse fibrosis, H. E. stain x18.6.

Fig. 4. Toluidin blue-positive granules within myo-
cardial fibers (material fixed in 2.59% gultaral-
dehyde, postfixed in 194 osmium and embedded
in Epon), x92.9.
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Fig. 5. Electron microscopic feature showing de-
posits of myelin-like membranes in myocardial
fibers, x 6,234.

Fig. 6. Thickened aortic valve showing mesen
chymal cells containing vacuoles (arrow), H.E.
stain x 11.6.
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Abstract

An autopsy case of a 66-year-old woman with Fabry’s disease, who died of cardiac failure due
to aortic insufficiency and stenosis, was reported. The heart was enlarged, having a total weight
of 570g. The aortic valve showed an extensive thickening and a fusion of semilunar valvules.
Histologically, the most characteristic finding of formalin-fixed materials was a marked vaculiza-
tion of myocardial muscle fibers, associated with diffuse fibrosis of the myocardium. These
vacuoles were positively stained by toluidin-blue when fixed in 2.5% glutaraldehyde, postfixed in
1% osmium tetroxide and embedded in Epon. Electron microscopic studies showed deposits of
myelin-like membranes in myocardial fibers. The same vacuoles on HE stained preparations were
seen also in epithelial cells of renal glomeruli and tubules, in endothelial cells of systemic small
vessels and in fibroblasts of the thickened aortic valve. This disease is thought to be transmitted
as sex-linked recessive inheritance, and there are few records of female patients, most of whom
are living and exhibiting only a mild form of the disease. The clinical course and morphological
findings in the present case, however, are comparable to those of severely affected male subjects.



