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Abstract
This article reports a case of Xp11.2 translocation/TFE3 gene fusion-associated renal cell carcinoma
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confirmed by pathological and genetic testing. The patient was a 16-year-old male who was admit-
ted with intermittent macroscopic hematuria for over 20 days. CT examination revealed a space-
occupying lesion in the right kidney with multiple retroperitoneal lymph node metastases, invasion
of the right renal vein, partial involvement of the right renal calyces, and extension to the right ad-
renal gland. The morphology and immunophenotype of the aspiration biopsy were consistent with
renal cell carcinoma, and FISH testing showed positive TFE3 gene breakage, confirming the diagno-
sis. This disease is clinically rare and is more commonly seen in children; diagnosis is established
through immunohistochemistry or TFE3 fluorescence in situ hybridization testing. This article re-
views the relevant literature to improve understanding of this disease.
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Figure 1. Abdominal contrast-enhanced CT
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