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12. Renal cell carcinoma associated with Xp11.2
translocations/TFE3 gene fusions (Xp11.2 RCC)
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Introduction : Xpl1.2 renal cell carcinoma (RCC) is
a newly introduced RCC subtype, with translocations
involving the TFE3 gene on chromosome Xpll.2. Its
characteristics remain to be elucidated. Here, we pres-
ent an additional case of Xpl11.2 RCC. Case report : A
26-year-old woman visited our hospital for examination
of a left renal tumor. Radiologic imaging revealed a
mass lesion at the upper pole of the left kidney, measur-
ing 43 mm in diameter. To evaluate the possibility of
watchful waiting, needle biopsy was performed. Histo-
logically, the tumor was composed of papillary architec-
tures of the tumor cells with clear cytoplasm.
Immunohistochemically, the tumor cells were positive
for TFE3 and cathepsin K. Accordingly, the tumor was
diagnosed as Xpl1.2 RCC, and partial nephrectomy was
performed. The patient is doing well, postoperatively.
The surgically resected tumor measured 46X 33x 30
mm in size, and showed identical pathological charac-
teristics with biopsied specimen. Discussion : Although
Xpll.2 RCC occurs in children and adolescent with a
high incidence, actual cases are considered to be much
more in adulthood, most of which failed to be correctly
diagnosed. Characteristics of Xpl1.2 RCC are still enig-
matic, Le. clinical outcomes and therapeutic strategies.
To elucidate these problems, precise diagnoses are nec-
essary, which is enabled by intimate communication of
urologists, radiologists and pathologists.





