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Clinical courses of two male siblings with Fabry disease on hemodialysis
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Fabry disease is an X-linked recessive disease resulting from a deficiency of the lysosomal hydrolase
a-galactosidase A. In male patients with the classic hemizygous form, acroparesthesias, hypohidrosis,
corneal opacities, and dysfunction of the heart, brain, and kidney are observed. Recently, it was reported
that 0.5~1.2 % of male chronic hemodialysis (HD) patients were diagnosed as having Fabry disease based
on the measurement of a-galactosidase A activity. Fabry disease is thought to be an important cause of
end-stage renal disease. There are a few reports of patients with Fabry disease on long-term HD.

Here we report two male siblings with classical type Fabry disease on HD. They had acroparesthesias,
and hypohidrosis. Their mother had severe heart failure due to a heterozygous form of Fabry disease. Case
1 is a 44-year-old male. He had mid-cerebral apoplexy at 30 years of age. He started maintenance HD in
2000. Remarkable left ventricular hypertophy and conduction disorders of the heart were found. In 2004,
he collapsed and ventricular-tachycardia and severe hypoxic brain damage were found. Now his con-
sciousness level has been in the range of 100 to 300 on the Japan Coma Scale. Case 2 is a 40-year-old male.
He started maintenance HD in 1993. Malnutrition due to chronic diarrhea and severe ischemic change in
the brain were found. In 1998, he had severe joint pain of shoulders and fingers with ectopic calcifications
detected by X ray. The ectopic calcifications were extended to the whole body. In 2004, his dementia by
ischemic change in the brain has rapidly progressed.

In conclusion, cardiovascular complications, cerebrovascular manifestations, painful ectopic carcifica-
tions, and chronic diarrheas in our patients were considered to be specific symptoms of Fabry disease.
Young HD patients with these symptoms will need to be examined for Fabry disease.
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Fig. 1.

Pedigree of the family

Males are denoted by squares, females by circles. Clinical status is indicated as follows :
closed symbols are patients of classical type Fabry disease (hemizygous) who are in chronic
hemodialysis ; striped symbol is their mother(heterozygous) who has in severer heart

failure.
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Table 1. Laboratory data of case 1 on starting
hemodialysis (March, 2000)

Peripheral blood v-GTP 272 U/1
WBC 5,390/l T-Cho 187 mg/d!
RBC 332X 104/l TG 63 mg/d/
Hb I'l.5g/d/ amylase 1951U/1
Ht 33.8% glucose 72 mg/dl
Plts 18.0X 104/dl Urinalysis

Blood chemistry pH 5.0
BUN 70.6 mg/d!/ Prot (3+)
Cr 7.5 mg/d! Glu (=)
UA 10.4 mg/dl 0B (+)
Na 144 mEq/! RBC |2~ 13/HPF
Cl 107 mEq/! WBC 9~10/HPF
K 3.7mEq/! Renal function
Ca 7.4 mg/d! Cer 6 m//min
IP 5.5 mg/d/ Echocardiogram
GOT 311U/l effusion (£)
GPT 301U/!/ EF 79%
ALP 3111/l IVS 22 mm
LDH 4801U/1 LVPW 20 mm

IE 172/84 mmHg, R4 50/5, %, EHRWEH, Bk
Blc B Mg H v, IREKGEECHEEZ L, S5 > VHilE
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Echocardiograms of case 1(April, 2004)

Fig. 2.
a : Left ventricular and interventricular septal wall hypertro-
phy in the image of the long axis.
b : Diffuse left ventricular hypertrophy in the sagittal image
IVS © 22 mm
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Table 2. Laboratory data of case 2 on starting
hemodialysis (June, 1993)

Peripheral blood y-GTP 66 U/!
WBC 4,270//11 T-Cho |44 mg/dl
RBC |88 X IO"/,ul TG 104 mg/d!/
Hb 6.0 g/dl/ amylase 2031U/1
Ht 17.3% glucose 101 mg/d!/
Plts 19.1X 104/l Urinalysis

Blood chemistry pH 5.0
BUN 80.6 mg/d/ Prot (4+)
Cr 12.6 mg/dl Glu (=)
UA 7.9 mg/dl OB (+)
Na 141 mEq/! RBC 12~13/SF
Cl 101 mEq/! WBC 9~10/SF
K 5.3 mEq/! Renal function
Ca 8.4 mg/d/ Cer 3m!/min
P 6.5 mg/d/ Echocardiogram
GOT 111u/1 effusion (=)
GPT 101U/ EF 81 %
ALP 12110/1 IVS 14 mm
LDH 276 1U/1 LVPW 10 mm
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Fig. 3.
a : right shoulder (October, 1999) b
Multiple ectopic-calcifications with severe pain have been found around the
joints of the shoulders and fingers. Calcifications also with severe pain have

X rays of case 2
: right hand (November, 1998)

been found under the skin of the neck, back, foot, and face.
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