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Abstract

Genome-wide association study (GWAS) is a method of searching for the relationship between the
visible traits of common genetic variation through the whole human genome. Researchers have
discovered the new susceptibility genes and mutations of SNPs on esophageal cancer in large
sample size of Chinese population by GWAS since 2010. Not only are these genetic variations cu-
mulative, but some of them increase the risk of esophageal cancer in a gene-environment interac-
tion.
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1. 5|18

ALK 2 53 HT (genome-wide association study, GWAS) e i i N N ZRIE DR 41k TR L st A% 48
SERAT LR 1R 5 R BB FE A 1] (2] A BB A RS IR 23 TRl 78 AV 2 0, JE R
RRLZ BT 55 \EEE R E R3] [4] [5]. HAaE, XELHF ORI $ A% R 2 45 (single nucleotide po-
lymorphism, SNP)f7 UK/, 20 DLERAN BN SNP B 7 5 88 X R/, HAFEAERNEZHA
HILAR, ABEBIER—, RESHEENLE L. B GWAS HARNHTE&8ERR, 47— %
HI/INFEAS . BRI BT T RE B, 10— BRSO — AL 100 J34 SNPs, KHFEA . Z RIS IEIFRC LLosR KISt
THAHT, AT A B I UM N T AH G 1) B 8 o SRR TR

2010 452K, @ Xt A E OB BRI T KFEA GWAS 5T, WS E AR KB T B8 B EH W 5
JEREER SR 5 SNPs o IR Seiit A& A8 e ANMEAEAE BARME I HH rh — 28738 S DURE PR - B85 58 BLAR F 7 3L ]
BN g R R .

2. PLCE1, C20orf54

T B ST AR SR AT B FT/NLLE 2010 4EXF 2.5 J3 0 DGR . AR T e 4 i B R S 4R
XFHRALBEST GWAS HIf(1077 B8 A1 1733 BiXf 1, 506,666 4~ SNPs)FIEGIE(17,673 5100 & & e Al
11,013 %R, 2303 BnG% vl ik & B 1 537 BIXTHR, 18 A SNPs)ZEAfi -, &I 2 A B T &% i
R 41 ff2 i (esophageal squamous cell carcinoma, ESCC) % 5 &V &4 rs2274223 rs13042395 [6], 437 € HL
F 10923 (1 IERE CE1 (phospholipase C epsilon 1, PLCE1)F 20p13 H)#% % & #4153 K] (chromosome 20
open reading frame 54, C20o0rf54, X¥K: human riboflavin transporter 2, hRFT2) . rs2274223 & —{iF
PLCE1 2 A% 26 NN & FAb i —E R X SNP, B] {8 41 & MR U s &R, M o 28 J B 4w i 2 A1 07
A, SENEE R W R . PLCE1 W T B A b, T A bl m 2R, ok
T BB 2 PLCE 2 R 5 AR AT 458 151 (62%) [ 7], oK H 38 B 0t 7L HAE W] PLCE1 £ [RIAR 53 5 S S IR
YA O<[8]. RFT2 % m R ia M gmid iR, H o i A v iz m & 4 i s is N . #%
HRAY TN B RS RYERE, Fooh = PRI A0 AU, R B D TR A B 3 AT ARG A R
S{CIE

3. PDE4D. RUNXI1

MR 2032 S0 AT 5T BIBATE 2011 S % 2031 $51] ESCC B F 2044 4554 B 1 4h & Il DNA 34T
GWAS, ZHF BN KL HIAH 2% 666,141 > SNP £ 6276 5] ESCC HEH1 6165 FIXt HRBATINIE, 45%
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BRHALTF 5ql1. 6p21. 1023+ 12q24 Al 2122 1) 7 /> SNP 5 &8 5 MM %101, i 1s10052657
ENLT 5q11 L F PDE4D ZEHFEE S W& F L, &— C-AMP B —FRlgRL 72, ml#%H] CAMP /K, i
TN A A AR, R LR R K RIE . A SO AT S HRIE PR PDEAD 4l FEk, SRR HaT{ER
—VELE IR AN R F-[11]. PDE4D 2R 2 A M3 T &8 5 B . 152014300 A2 F RUNX1 FZE[F 5 2
W& b, a5 AR BAE Ay —Bom B [12]. #7078 RUNX Dhfg i nl R8Ot L £
TP R A, PR HAEYERR S 0% RGFSTT T R HEAER

4. ADHIB. ALDH2

IR ZWT T I PACE 2012 £EIEIE 6T 2031 Bl [E ESCC, 2044 Bt #EE4T GWAS HIffidemd -, SOt
8092 {5l ESCC F1 8620 il BRIGE, I T 9 ANHT I & B 5 A7 s [13] H A AL T 4923, 16q12.1, 17921,
22q12, 3q27, 17pl13 F1 18pl11 Yefathk ) 7 A SNPs A BB Z N . FATAIE, 4923 Jetofk B —A
“fil 2.1 il S B (ADH) X % (ADH7, ADH1C, ADH1B, ADHIA, ADH6, ADH4, ADH5)/ 3 A & #[X . ADH
ReALIE R N O, 55 RS IR 2B K E[14]. ADH A8 555 300 & £ 80 0 UG 4
e EALT 12924 ‘S ufk B ALDH2 5 88 K ARG, Hognhd LM M A RE-2, ] SRt 4y
RN IR - WG SRR 73 A A5+ ADHIB JE K 2 A VEA7 £ 1s1042026 GA GG &K Y FHE 7 ALDH2
B[R 2 AT 5 rs11066015GA GG =PRI YA 5 15 T HL A5 g 5 DAL R 1P 85 A L S5 A B R R R
FHEE, BB A XU 3

5. SLC39A6

ZA FCHIBALE 2013 4E7EX 1331 i [ ESCC B #FAIFA 1962 5] ESCC 4T GWAS KiF 5l I,
ffRILHT 669,802 4~ SNP HE NI J& M AEAF R AT o AR A7 0 A 4 SR R4 T SLC39A6 FE A 151050631
Ap 5 5 ESCC B FilJ5 A 15], SLC39A6 J:[K] 5'-UTR K rs7242481 & B A ) T CUAR I AL AR 5
HG>ATFEET S-UTR SRMZEAMS AR, MMM SLC39A6 Kk, XA[fE&1% SNP 5
ESCC 5 #5 A5 771 [ 55 35 AR S ) A= 4 4 i At

6. TMEM173. ATP1B2

2014 4 i _FR P 5 A1 BA -5 52 [ Tailyor ©F 58BN =77 &4, il X} 5337 %1 ESCC Fl 5787 il i R Xt
HE 97 A1 9654 1] ESCC 1 10,058 515 HEIGAIE ') GWAS HF 78 357t L, %5 58 H #4857 SNPs {7 45, 157447927
151642764, 43746iF TMEM173 Al ATP1B2 %[ E[16]. U KBLE T TMEM173 ¥ rs7447927
AR N T B RO KUK . TMEM173 Be R iR AT I 7™ A8 T Y410 20 H 4 1 50 23 I 9 46 10 S I
JBi[17]. ATP1B2 2 Na', K'-ATP fi§ B2 WA, | ZAF/E T HAN IR -, F Sty . 4 Na's
K shiis, 5455 RS TN A Na's KIRBET 5. rs1642764 N— 17pl13.1 LI
ATPIB2 HH LN & T SNP, 1ZAEFAFE TR TPS3 3' X & A FHEIX . rs1642764 2551
7. RE

GWAS W5t K I SNPs ZURAH FLIC &R, FORHALAR 7 A 52 0 1 77 2T BE A2 22> 5 R 2% e A4 AH LA
BCE ST AR . @RS T E AR R EHE 5 BRI R, D B R A AR
AL LK SNP 48 S i BRI 9 8 KT I8 5, TR IR R B8 8 AN 40 1 2D HE IR o7
B SEA, JEA BB AN 5 S .
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