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A 67-year-old patient was diagnosed with Fabry
disease based on a compatible history and absent o-
galactosidase A activity in white blood cells. The
diagnosis was confirmed genetically (hemizygous for
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c427G > A in exon 3). At the age of 33 years, the
patient was started on haemodialysis for idiopathic
end-stage renal failure. He experienced a cerebrovas-
cular accident at age 42 years and received a renal
transplant at age 47 years, which is functional to date
(creatinine clearance 37ml/min without proteinuria).
At 60 years of age, the patient developed bilateral
multifocal renal cell carcinoma (RCC), of both the
papillary (chromophilic) type and the eosinophilic
variant of the clear cell (conventional) type; both
subtypes were present bilaterally (Fig. 1). He underwent
bi-lateral nephrectomy (staging T1aNOMO) and has been
free of distant metastases since. The resection specimens
did not show typical Fabry-related morphological
changes, only nonspecific terminal glomerulonephritis
with striking hyalinization and Munckenberg-type
sclerosis of the vessels and without any nonsclerosed
glomeruli.

Bilateral multifocal RCC has mainly been described
in familial RCC, Von Hippel-Lindau disease, polycys-
tic kidney disease and tuberous sclerosis. As this is the
second report of bilateral RCC in Fabry disease
(Blanco et al 2005), there could be a pathophysiolog-
ical link between Fabry disease and RCC. Owing to
earlier detection and improved treatment options for
this patient population, their survival is increasing and
this type of complication might become more impor-
tant. Systematic radiological screening of Fabry
patients for RCC therefore seems advisable, as might
be (genetic) screening for Fabry disease in ‘sporadic’
bilateral RCC cases.
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Fig. 1 (A) Papillary (chro-
mophilic) renal cell carcino-
ma (left kidney). (B)
Papillary (chromophilic)
renal cell carcinoma (right
kidney). (C) Eosinophilic
variant clear cell (conven-
tional) renal cell carcinoma
(left kidney). (D) Eosino-
philic variant clear cell
(conventional) renal cell
carcinoma (right kidney).
(A-D: original magnification
100x, haematoxylin—eosin.)
(E) Ultrasound image of the
right kidney (lower half;
upper half is the liver),
showing the multiple tissue
nodules morphologically
identified as (A)-(D). (F)
Close-up ultrasound image
of the right kidney, showing
the same tissue nodules
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