(®)
2014 2015

Liquid biopsy for detection of somatic mutation using next generation sequencer
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This study aimed to evaluate the feasibility of detecting gene mutation in plasma
using NGS. We established and validated a gene mutation assay for the detection of KRAS, NRAS, and BRAF
mutations in colorectal cancer samples using an lon Torrent PGM semiconductor sequencer. The concordance
of KRAS mutations in exon 2 as detected using the NGS assay and the standard assay was 92%. In addition,
we established a %ene mutation assay for the detection of 22 Iun? cancer-related gene mutations. To gauge
the feasibility of using the assay for liquid samples, we used plasma samples from eleven lung cancer
patients. The concordance of EGFR mutations as detected using the NGS assay and the digital PCR assay was
91%. In conclusion, the genetic screening assay using NGS was useful for the detection of clinically
relevant gene mutations using liquid samples.
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