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Screening method for endometrial cancer for women with suspected Lynch syndrome
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We examined germline mutations in all exons of MSH2, MSH6, MLH1, and PMS2
involved in the development of Lynch syndrome in 433 pathologically diagnosed cases of uterine
cancer at the National Cancer Center Hospital from 2011 to 2018, and detected pathological variants
in 3.7% of cases. To investigate the clinicopathological differences between cases with and without
pathological variants, the expression of MMR proteins (MLH1, MSH2, MSH6, PMS2) in tumor tissue was
evaluated by immunostaining (IHC) in 433 cases, and 337 cases were evaluable. Of these, 26.7% were
revealed to be MMR deficient (dMMR) or MMR proficient (pMMR). However, cases identified as
pathological variants in germline mutations did not necessarily show dWMR. Furthermore, somatic
mutation analysis was performed separately for hereditary tumors (anch sgndrome) and non-Lynch
syndrome, focusing on dMMR, and found that Lynch syndrome patients had a better prognosis. These may

be new prognostic markers.
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