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Identification of novel susceptibility genes and establishment of VUS risk
assessment approach in Japanese familial breast cancer
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In this study, we analyzed the risk prediction and the function of each gene

in cancer through whole exome analysis of the germline of 84 individuals from 24 families with
familial breast cancer, and succeeded in narrowing down the candidate genes to six. Among these,
functional analysis was conducted on a gene (GeneA) that has been reported to be associated with
carcinogenesis in other cancers, and its potential as a novel susceptibility gene was evaluated.
In addition, with the recent increase in NGS analysis, the interpretation of genetic variants of
unknown significance (VUS) has become an issue. In this study, we evaluated VUS in BRCAL and BARD1
by establishing an analytical approach appropriate for the function of the gene as well as its
homologous recombination repair ability.
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Whole-exome sequencing for the identification of Japanese familial breast cancer susceptibility genes
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RHBDL2-ASCT2 axis have critical roles for modulating glutaminolysis in triple negative breast cancer
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