©
2016 2018

EGFR

Isolation of genes associated with EGFR mutation-positive lung cancer risk in
the Japanese

Takahashi, Meiko

3,700,000

EGFR ALK MET
EGFR

3~4 EGFR

EGFR EGFR

Lung cancers can be divided into two main groups: small cell (SCLC) and
non-small cell lung cancer (NSCLC). NSCLC can further be classified by tissue type into
adenocarcinoma, squamous cell carcinoma and large cell carcinoma, and many biomarkers such as EGFR,
ALK and MET have become evident in recent years. Personalized treatment for lung cancer patients is
becoming a reality and its use will only increase in the future. In order to investigate the
contribution of EGFR gene mutations to lung cancer risk in the Japanese, we have established a
protocol for analyzing the presence or absence of EGFR mutations at high speed and low cost using
the latest MiSeq sequencing technology. The correlation of the presence of EGFR mutation with
clinicopathological factors such as histology of the tumor, smoking status, and sex of lung cancer
patients was analyzed statistically.
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Table 1. Association of GWAS identified SNPs and lung adenocarcinoma risk among never-
smoking Asian women (Seow et al., 2017)

Human Molecular Genetics 2017 Our Results

MAF No. No. OR [P value MAF No. No. OR |P value
SNP Nearest gene(s) |Chr Major/minor all{Ca/Co Case Control |OR [P value Ca/Co |Case Control |OR [P value
154488809 |TP63 3928 T/C 0.47/0.53 {7,448 7,007 0.80 4.30% 107" 0.46/0.51 |516 578 0.83 10.0366
152736100 |TERT 5pl5.33  [A/C 0.49/0.46 [7,505 7,070 143 |6.12% 107® [0.46/0.38 [516 578 1.35 |5.11x10 ™
rs3817963 (BTNL2 6p21.3 T/C 0.33/0.29 {7,255 6,745 1.16 [1.63x 1077 [0.39/0.33 [516 578 1.28 |6.35x10™%
rs2179920 |HLA-DPBI 6p21.32 |C/T 0.14/0.13 (7,457 7,020 1.17 [1.69x 107 ]0.20/0.17 [516 578 1.18 {0.148
rs2395185 [HLA class II 6p21.32  |G/T 0.41/0.38 |7,757 9,637 1.16 [2.04x 107° ]0.42/0.38 [516 578 1.19 |0.0452
159387478 |ROSI/DCBLDI |6q22.2 C/A 0.47/0.50 |8,022 9,970 0.86 [5.25x 107" 0.45/0.49 |516 578 0.86 {0.0672
rs7086803 |VTIIA 10q25.2  |G/A 0.30/0.26 |7,964 9,914 125 [9.22x 1077 [0.27/0.21 |516 578 1.37 [2.28x10"
rs11610143 12q13.13 |C/G 0.30/0.33 (10,267 10,634 0.85 [3.55x 107" 0.32/0.35 |516 578 0.90 {0.252
157216064 |BPTF 17q24.3 |A/G 0.40/0.42 7,720 8,630 0.86 16.19x 10 0.25/0.31 |516 578 0.74 |1.48x10™"
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