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Post-GWAS analysis of endometriosis: exploration of transcriptional regulation
through chromatin interaction
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We developed a novel 3C-based approach to detect allele-specific chromatin
interactions. Our work illuminates the allelic imbalances in a series of transcriptional regulation
from factor binding to gene expression mediated by chromatin interaction underlie the molecular
mechanism of 9p21 endometriosis risk locus. Furthermore, we investigated regulatory mechanisms
underlying the other endometriosis associated loci.

We demonstrated that somatic mutations on cancer-associated genes such as PIK3CA and KRAS were
prevalent in epithelial cells in ovarian endometriosis and normal uterine endometrium. Finally, we
conducted single endometrial gland RNA-sequencing to evaluate gene expression difference according
to somatic mutation status.
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