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[Abstract] Objective To investigate the mutation types, mutation sites and relevant clinicopathological
characteristics of BRCA1/2 germline mutation. Method Retrospective analysis was performed on patients
with BRCA1/2 mutation confirmed by high-throughput sequencing in Guangdong women and children hos-
pital from January 2017 to March 2019. The related clinicopathological data were collected, including age,
histological grade, lymph node status, ER, PR and HER-2 expression. Results 9 BRCA1 mutation sites
and 8 BRCA2 mutation sites were detected in 16 cases of BRCA1/2 mutation carriers. We detected 1
frameshift mutation at the BRCA1 gene c. 5335delC sites, and 1 undefined point mutation at the BRCA2
gene c. t5836¢ sites, and the other missense mutations and point mutations were benign mutations. The
mean age of 16 BRCA1/2 gene mutation carriers was 43. 68 years old, and 50 % of the patients were youn-
ger than 40 years old. 9 patients with invasive breast cancer had both BRCA1 and BRCA2 gene mutations
in 7 patients, and 2 patients with BRCA2 mutation alone. One case of BRCA2 mutation with unknown
significance was bilateral invasive breast cancer, and the other case of BRCA1 mutation with pathogenic
frameshift was triple-negative breast cancer. Conclusions The germline BRCA1/2 mutation is mainly be-
nign mutation, but non-benign mutation may be associated with the high degree of malignancy of breast
cancer.
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