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genetic variations by using semiconductor-based next-gen sequencings
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We conducted next-generation sequencing to identify potential genetic
variants associated with the incidence of cancer in a cohort study containing 8,100 healthy
individuals. We sequenced the genome of a cohort of individuals, including 40 breast cancer cases
and 28 prostate cancer cases, and observed the recurrence of several functional non-synonymous SNVs
with significant associations to the risk of cancer in 2 genes. Sanger sequencing also confirmed the

recurrence of these mutations. We also analyzed polymorphisms of breast cancer related genes in the
40 breast cancer and found five amino acid substitutions in six of those 40 cases. Those
substitutions were results of the presence of four known and one unknown SNPs. The risk variants
characterized in this study can be a useful predictive tool for the early detection, diagnosis and
monitoring of cancer. Analysis of those functional risk alleles may highlight the underlying
mechanisms leading to oncogenesis in these risk populations.
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