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A case of Fabry’s disease with chronic renal failure
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Fabry’s disease is a genetic disorder caused by the absence of a-galactosidase («-Gal), the gene of
which is carried on the long arm of the X chromosome. This enzymatic defect leads to an accumulation
of glycosphingolipids in the plasma and lysosomes of endothelial, perithelial, and smooth muscle cells,
especially involving those of the cardiovascular, renal and cerebrovascular systems. We report one male
case of Fabry’s disease with renal deterioration. A 36-year-old man who was a classic case with
acroparesthesia, angiokeratoma, and hypohidrosis from 10 years of age, was diagnosed to be a hemizygote
of Fabry’s disease at 27 years as a result of severe decreased «-Gal activity of his peripheral white blood
cells. This patient was found to have a point mutation of a G to A transition in exon . In May, 1989, he
was reported to have proteinuria with normal renal function and admitted to our hospital due to renal
deterioration in September, 1993, Laboratory examinations revealed a serum urea nitrogen of 65 mg/d/
and creatinine value of 6,9 mg/d/. Urinary protein excretion was 3.9 g/day and urinary sugar was negative.
On the renal biopsy specimens, light microscopic examinations revealed multiple sclerosing and collaptic
lesions in glomeruli without severe tubulo-interstitial damage, but with stenotic change of the small
arteries and arterioles. Electron microscopic examinations revealed a large number of electron dense
deposits in the tubulus. We diagnosed this case as Fabry’s disease with chronic renal failure, however the
pathogenesis of this renal progressive deterioration remained obscure. In this case, degenerative changes
in the renal vessels due to Fabry’s disease may be associated with rapid deterioration in renal function.
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Table. Laboratory findings on admission
Urinalysis Chemistry
pH 7.0 TP 6.5 g/d/
0. b. (%) Alb 65.4 %
Protein 3.9 g/day v-glb 14.1%
Glucose (=) GOT 91u/!
Sediments GPT 101u/1
RBC 0-1/HPF LDH 4151U/1
WBC 0-1/HPF LAP 291U/1
NAG S/ yGTP 81U/f
C.B.C. ChE 7.810/1
WBC 7,400/ ul T-cho 171 mg/d!
RBC 289X 10*/ ul TG 167 mg/d!
Hb 9.3 g/d/ UN 65 mg/d/
Ht 26.7% Cr 6.9 mg/d/
Pt 20.5% 104/ ul UA 9.4 mg/d!
ESR 30 mm/hr Na 142 mEq/!
Serology K 4.6 mEq/!
CRP <0.5 mg/d/ cl 101 mEq/!
ASO < X160 Ca 7.9 mg/d!
ANA (=) Pi 6.0 mg/d/
CHso 38.5U/m/ Mg 2.7 mg/d!
HbsAg (=) Fe 52 ug/dl
HCV (=) TI8C 245 pg/fdl
1gG 919 mg/d/ FBS 91 mg/d/
IgA 105 mg/d/
IgM 74 mg/d/
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Light micrograph shows diffuse glomerular sclerosis and col-
lapse without tubulo-interstitial damage but stenotic change of Fig. 2.

small arteries and arterioles. (PAS stain, X 100) Light micrograph shows marked degenerative changes of the
vessel with severe swelling of the intima in the small arteries.
(PAM stain, x200)

Fig. 3.
Light micrograph shows vacuolar degeneration of visceral Light micrograph shows increase of PAS stained substance in
epithelial cell “honey comb appearance”. (PAM stain, X 400) the sclerotic glomeruli. (PAS stain, X 200)

Fig. 5.

Electron micrograph shows prominently a
lot of electron dense deposits in tubulus.
(%5,500)
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Electron micrograph in the electron
dense deposits in tubulus shows so-
called zebra bodies. (< 38,000)
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