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CTCF mutation is commonly found in uterine endometrial cancer and is
considered as a driver gene, but the mechanism remains unknown. We investigated changes in DNA
methylation and gene expression associated with CTCF mutation using existing omics data and
validated them using TCGA data. We confirmed hypermethylation of CTCF binding sites in CTCF-mutated
samples in our and TCGA data. CTCF-mutated uterine endometrial cancer had hypermethylation of
estrogen receptor binding sites in our data, but not in TCGA data. We confirmed mutations in uterine

endometrial cancer driver genes, including CTCF, in CTCF wild-type and mutant endometrioid uterine
cancer cell lines, and found no decreased estrogen responsiveness in CTCF-mutated cell lines.
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