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Mechanisms of accumulation of gene mutations and carcinogenesis in the
urothelium

Sato, Yusuke
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In a total of 10 cases of renal pelvis or ureteral cancer that underwent
radical nephroureterectomy at Department of Urology, the University of Tokyo Hospital, we collected
micro-sized samples of the urothelial mucosa in non-tumor areas besides the tumor area and tried to
detect gene mutations that had accumulated in the urothelium.

DNA was extracted from the collected specimens and a comprehensive genetic mutation analysis was
performed, and KMT2D gene mutations were detected in some non-tumor area urothelium. These mutations
were different mutations depending on the site from which they were collected, resulting in
independent KMT2D gene mutations at each site. KMT2D mutations are frequently detected in urothelial
carcinomas, suggesting that these mutations already occur at an earlier stage of cancer
development.
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