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CTCF mutations have been reported in several cancer types, including
endometrial cancer, and it is known to be a tumor suppressor gene associated with
haploinsufficiency. However, its specific role in cancer development has remained unclear. By
comparing the methylation status of CTCF/Cohesin binding regions and transcription factor binding
regions in CTCF-mutant and wild-type endometrial cancer samples, we found that CTCF-mutant
endometrial cancer exhibited hypermethylation in CTCF/Cohesin binding regions as well as in
transcription factor binding regions such as ESR1 and FOXA2. This suggests aberrant transcriptional
control mediated by hormone receptors with disrupted chromatin structure regulation in endometrial
cancer with CTCF mutations.
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3: Single sample region—set enrichment analysis for DNA methylome (methyl-ssRSEA)
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