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Analysis of germline gene mutation in gynecologic cancer patients with next
generation sequencer.
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Hereditary gynecologic cancers include hereditary breast and ovarian cancer
syndrome (HBOC) and Lynch syndrome, which develop endometrial cancer and ovarian cancer. We
collected 138 blood DNA samples from the two cancer patients.

We selected 4 cases strongly suspected of hereditary tumor from the background from 138 cases, and
searched for mutations in the tumor-associated gene region using the next generation sequencer. We
found Variant of Uncertain Significance (VUS) of BRCA2 gene only in one case.

Since hereditary tumor is as small as 10% or less of all malignant tumors, we decided to select 61
cases with hereditary background and conduct microsatellite instability (MSI) examination on them.
We are planning to examine gene mutations in tumor-associated genes using next generation sequencers

against those positive for MSI tests.
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1 Serous I1C 37
2 Serous Iic_ | 38
3 Endometrioid | 1A 33
4 adenosarcoma | 1A 41
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Gene Variant Chr Coordinate Type Consequence

BRCA2 GC>GCI/G 13 32906627 deletion frameshift_variant,

feature_truncation
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