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CLASSICAL TYPE OF FABRY DISEASE WITH DILATED PHASE OF HYPERTROPHIC CARDIOMYOPATHY WITHOUT RENAL FAILURE IN AGED MAN 
H Yoshida , T Ishido, A Tsubokawa, M Shimojo

Fukui Red Cross Hospital, Fukui, Japan
Fabry disease is an X-linked lysosomal storage disease due to alpfa-galactosidase A deficiency. Classical type of Fabry disease is characterized by angiokeratoma, acroparesthesias, corneal opacities, and hypohidrosis. Renal failure occurs earlier than cardiac dysfunction. In contrast, cardiac variant of Fabry disease has late onset cardiac involvement and does not have renal failure. Here, we present a patient with classical type of Fabry disease with dilated phase of hypertrophic cardiomyopathy without renal failure. In November 2004, a man aged 61 consulted our hospital because of further examination of cardiomegaly and abdominal pain. The patient had angiokeratoma, hypohidrosis, past history of acroparesthesias, and moderate proteinuria with mildly decreased renal function(serum creatinine, 1.5 mg/dl). An echocardiogram showed ecconcentric left ventricular hypertrophy and decreased cardiac function, so-called dilated phase of hypertrophic cardiomyopathy. Multiple nodular masses in the spleen were found by  abdominal CT. The echo guided splenic biopsy showed marked lipid accumulation in many macrophages. He had under 1% alpha-galactosidase A activity in leukocytes. Cardiac catheterization revealed normal cororary angiogram, decreased left ventricular function(EF %) and significant cavity dilatation.Conclusions: We report the first case of classical type of Fabry disease with dilated phase of hyperthophic cardiomyopathy without renal failrure in aged man. This case suggests cardiac dysfunction could occur earlier than renal failure in classical type of Fabry disease and this disease might be diagnosed in aged man.

