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Abstract : Gene-gene and gene-environment interaction play important roles in the pathogenesis
of esophageal cancer. Gnome-wide association study(GWAS) have discovered a series of suscep-
tibility genes and loci which provide us new strategies for the prevention,diagnosis and treat-
ment of esophageal cancer. In this article,the progress in GWAS of esophageal cancer is re-
viewed ,and the advantages as well as the perspective of its application are discussed.
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Table 1 The susceptibility genes and loci of Esophageal cancer reported by GWAS

. Screening Validation . OR
First Author(Year) sample sample SNP Gene loci Gene IR (95% CI)
(Case/Control)  (Case/Control)
Cui R(2009) 705/1486 365/1350 rs1229984 4q21-23 ADHIB 6.76 x 107 3.84 (3.06~4.82)
(Japan) (Japan) rs671 12q24 ALDH2 3.68 x 10% 3.69 (3.17~4.29)
Wang LD(2010) 1077/1733 7673/11013 rs2274223 1023 PLCE1 7.46 x 10 1.43(1.37~1.49)
(Han nationality) (Han nationality)  rs13042395 20pl3 C200rf54 1.21 x 10" 0.86(0.82~0.90)
303/537 rs2274223 1023 PLCE1 570x 10*  1.53(1.21~1.95)
(Uigur nationality) rs13042395 20p13 C200rf54 7.88 x 107 0.66(0.49~0.88)
Abnet CC(2010) 1898/2100 217/1202 rs2274223 10923 PLCE1 3.85x 107 1.34(1.22~1.48)
(China) (China)
Wu C(2011) 2031/2044 6276/6165 rs10052657 5ql1 PLCE1
(China) (China) rs10484761 6p21 PLCE1
rs2274223 10923 PLCE1
rs11066015 1224 PLCE1 - -
rs2074356 1224 PLCE1
rs11066280 12q24 PLCE1
rs2014300 21q22 PLCE1
Wu C(2011) 2031/2044 8092/8620 rs1042026  4q23 ADH 1.78 x 10 1.35(1.29~1.41)
(China) (China) rs4785204 16q12.1 HEATR3 224 x 10  1.24(1.18~1.29)
rs6503659 17q21 HAP1 273 x 10" 1.27(1.20~1.34)
rs2239815 22ql2 XBP1 3.88x 10 1.18(1.13~1.23)
12239612 3q27 ST6GALL 5.74%x 10" 1.21(1.15~1.27)
rs17761864 17p13 SMG6 221 x 10" 1.21(1.14~1.28)
rs2847281 18pll PTPN2 249x 10" 1.20(1.14~1.26)
Jin G(2012) 5368/4006 9001/11436 rs2494938  6p21.1 LRFN2 1.20x 10" 1.15(1.10~1.19)
(China) (China) 12285947  7Tpl5 SP4/DNAH11 1.26x 107 1.17(1.12~1.21)
Duan F(2013) - 381/420 rs2274223 10923 PLCE1 0.001 2.80 (1.45,5.39)
(China) rs17417407 10423 PLCE1 0.52 0.84 (0.27~2.66)
rs2274224 1023 PLCE1 0.02 0.65 (0.46~0.91)
Wu M(2013) - 858/1081 rs1229984  12q24 ADHI1B 0.0005 1.34 (1.08~1.66)
(China) rs698 12q24 ADHIC 0.9002 0.97 (0.73~1.29)
671 12q24 ALDH2 0.1954 0.89 (0.71~1.12)
Levine DM(2013) 1516/3209 2390/10120 rs10419226 19pl13 CRTC1 3.6x 107 1.18 (1.12~1.24)
(America) (America) rs11789015 9q22 BARX1 1.0x 10”? 0.83 (0.79~0.88)
rs2687201 3pl4 FOXP1 5.5% 107 1.18 (1.12~1.25)
Bye H(2012) - 407/849 rs2274223 1023 PLCE1
(South Africans)  rs13042395 20p13 C200rf54
257/860 rs10052657 PDE4D
(Mestizo descendants) rs2014300 0.0055" 1.33(1.09~1.63)

rs10484761 UNC5CL

Note:":Only had statistical significance in mestizo descendants ,other loci had no significance.
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