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Introduction. Xp11.2 translocation renal cell carcinomas (RCCs) have been reported to be common in
children and relatively rare in adults. In this retrospective multicenter study, we aimed to characterize
Xp11.2 translocation RCCs in adult Japanese patients.

Methods. Immunohistochemical detection of TFE3 in paraffin-embedded samples obtained from 963
adult Japanese RCC patients, who had undergone radical nephrectomy or tumor biopsy, was performed
using the polyclonal peptide antibody sc-5958. The Xp11.2 translocation was confirmed by TFE3 split
fluorescence in situ hybridization (FISH) analysis in patients with positive TFE3 immunohistochemistry.

Clinical and pathological characteristics of Xp11.2 translocation RCCs were analyzed.




Results. Immunohistochemical analysis identified 29 patient samples (17 males and 12 females) positive

for TFE3 (3.0%) staining. Five of these samples were positive by FISH analysis. The median age of

TFE3-positive patients was 46 years (range, 22—73 years). The mean tumor size was 7.1 cm. Fourteen

(48.3%) patients were classified as stage pT3 or pT4, and 12 patients (41.4%) diagnosed as N+ and/or

M+. The mean follow-up period was 32.5 months. De novo metastatic lesions were found in 2 patients

after nephrectomy. Among 14 patients with metastatic disease, cytokine therapy, tyrosine kinase

inhibitors (TKI), or immunochemotherapy was administered to 8, 4, and 2 patients, respectively.
Objective responses (OR) were achieved in 2 (50%) patients treated with TKI, 2 (100%) patients treated

with immunochemotherapy, and none in patients treated with cytokines. The median overall survival

(OS) of all patients and patients with metastatic disease were 34.9 months and 22.0 months, respectively.

Conclusion. We observed a 3.0% incidence of Xp11.2 translocation RCCs in adult Japanese patients,

which was similar to the rate reported previously. Half the patients presented with advance stage disease

at diagnosis, and the prognosis seems to be worse than that for clear cell carcinoma. TKI or

immunochemotherapy resulted in ORs in 50% of the patients, while cytokine therapy was ineffective.

Further molecular characterization of these tumors is required to identify more efficacious treatment

modalities.
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