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Age-related cataract ( ARC) is the most common type of cataract and
+ the leading cause of blindness in the world today. A large number of studies have shown
that the genetic factor plays an important role in the pathogenesis of ARC. As the third
¢ generation of molecular genetic marker, single nucleotide polymorphism is the commo-
¢ nest polymorphic form of human. This article reviews the recent literature concerning
: the SNP and the newest progress of research on ARC.
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Z e A — AR,

SNPs 1128 — Bl B 45 (19 70 T b e, E 800 B 58
ARC 3512 ) YRR B 2B Tl W 1 ] 47
Jrtral o ARC 67 2808 T Br o A ST IR &
F AR  DNA BIANSC R S ] AR S 3 [
FIHABAHSEIE P ) SNPs 15 ARC 56 2 1Y B T 5 B

1 REZFEXERZSHE

AR VR R A T 3 1T SV J2 48 L, 7 R i 7 4 B
TG T iR & &S . SIRIARTE R & 1 e rp 2 5
PR Rl AR S RS, B SRR AR S R A
B ol TG SRR 45
1.1 BREZEB « A JEERIRIKE AW 2 Rl
BHEAMABEEA, TEHEEA NS =«
B Iy, X 2Ry ORI B MR REAEH, &
TR A EN, BA R IE T TI6E. Crystallins
SRR & F 5, K kR E 1 o A (alpha-
crystallin A chain, CRYAA) JL K7 F 21 S Lok K
(q22.3) 1o CRYAA f A B WS40 K, 2t —Ff
SR BT/ NSO A KR, B A S
P2 540 1 2R B TE A, H R AR AE T dl R AR
Fat 0 BFSE R B CRYAA B3 T 4k SRR 45 44 A0 %t
JCRYHT ST IS, 10 FAT 00 1 G Al 8 0 A 2 5 2R
FIVEFIS . CRYAA K& DR A4 kb 2 S B0H Y (1R B
PEE R A R . BHAGYALAXMI 257 SFE A
FE (LG 455 ] ARC (B35 i1 144 2 fa X AR ) B4 7
S 51X BT 5%, 30 2ok PRLEE HA) 52 2 3SR S M RN R O G
K5 % B CRYAA JEDH A7 1 0568 7S 0 s 3k
G>A 2455 ARC By A6, Horp GA 857X
T ARC RA B GG F1 AA 4lif1+F19 1. 81 1%,
R AR R M P B A A P N B v, GA B X
ARC KH: RS 32 GG 5 AA B4 2.0 f£F12.5
51 GG BUIR A MHEE N FE(OR =4.75;95% CI.;
1.76 ~12.8; P < 0. 01) . AA FI{f J5 4% T 7k (5 7
(OR=4.27;95% CI.1.10 ~16.5; P <0.05) % 4 K
B o AEUIE T2 06 5 01 A0 X BRI A 25 K, R
JELITESE, H G > A 4551 ARC [ 2R AE
KB FTE— W 5% o
1.2 §-EMEH2 5-EHEH 2(catenin delta-2,
CTNND2 ) & fith — b 2L A5 26 B ) 6 1) e Al 34 A ¢ 2R
F, Z 5 FCAZ R TE R, HLS K R 14 % & &
FivIRg TR B ST T A R 42 R B o
DRR] S T2 25 400 Do) S 200 A 756 FFF T B 4 28 06 T B4R
FI™ . WEFE K& B CTNND2 f SNPs 55 B 5T 11 BY
KAARREN ) TUN LN ok ofs 2 B AR 9 BIF Y BT 1Y)
ZHRHAG AT I 10 a B AR AR A1 15 8 A S
S FEPR AR & 50 T BB 1Y) 1249 44 1 5% H 1 Y R 43
U 55 AR R S R PR AR 1 1 SR L AT T 1
£, 45 5L 4R % CTNND2-SNP 1517183619 5 fi7 i 1 [

WERR R ARG (P =1.1 x107") | H CC FIif &
FH (temporal horn volume , THV ) k{4 88 H AT 45 i1 2#
BY(P=1.3x% 10_7), [F] B rs17183619 5 APP-
152096488 Xof Kz Jit 1 1 P i 9 & A 7 AR b T AR
(P=0.0015),5 CC-THV L A FHIHAH K (P =
0.038) ., WL iR Bos 1517183619 1Y) G i RF 5
CC F1 THV [FRAGA O, 1258728 35 810 it H 2
PR IR A, AT CTNND2 4 fih 1% 25 1 57 )
REAR A MR

1.3 Tudor ZHMERT FAZMMAHMIE T RNA
UKL Z: 55 BE PR s S5 Ry, Je 45l mRNA A A8 E
FRITE A 05 57 1) 2 B 40, 7 i PR 3 4 v i
HHEERER" . Tudor 4549 % 11 7( Tudor do-
main containing protein 7, TDRD7 ) 3£ [H 4515 RNA 5
KL — 853, TEMFL AN R A rp s 38, X d R AR
REREZEN, K258 RIEEN N 4R, A
WE5E 7% TDRD7 Jk R 58 48 5 (1 N e 1Y % A= A
%P ZHENG 2™ D d PR 218 fi] ARC #3501 271
il B % B8Ry BF 58 % 42, 12 ] SNaPshot _ Multiplex
Kit X} TDRD7 %[ () .4~ SNPs i 155 ARC [1) 5 &
YEIEAT 00T, 45 5 8.7~ 1s10981985 [ GA + AA £t [H
BRI 5 ARC By &4 HAG Gt # M %
(P =0.002, Bonferroni # 1F J5 i) Pc = 0. 03, OR =
0.561,95% CI:0.388 ~0.809) , H 1 rs10981985 f
A SEALFERTE ARC AT X HEZ (P =0. 002, Pc =
0.03,0R =0.619,95% CI.0.455 ~0.841) . i%H5
FW] rs10981985 G—A Xof rr [=] A THE B o M 1 oA e 17
KRG ER % SNP {37 55 AT fig v LIAE N ARC 12
W B AR M1 AR A0 I T DAAE RSk IR 9T UL . Ak
11462091 .rs11793735 . rs2045732 151462089 7 ARC
s P9 FXE R Z [ et 27 25 5

2 DNA EEMRXEREZEME

DNA &5 8 JJ A 45 25 R 4H A2 AR 40 B ) E 1E
LT, HAETS ARC AHCH) DNA &85 5L
SNPs [F9T B P AEREVIBR 2 & (base excision
repair, BER) | #% H MR Y] 4 18 & ( nucleotide excision
repair, NER) 1354 W7 22446 5 ( double strand break re-
pair, DSBR) 1&4%

2.1 XHEXTXEWMEERER1 EH5CETER
EED X F&LXHEAMELFR 1 (X-ray repair
cross complementing 1, XRCC1 ) &% — 1705 2] 152
O 248 L X6T F, 25 o S U E B i FLBh W B L 6 T
H 19 B kKR X (19q13. 2-19q13. 3) , 405 17
AHR T H g A 9 XRCCL 28 11 o0 W F 22 &
F, 2 55 D5 H g S AR A A 408 4 5 | A A B DD I 1
SRPEERT ST . 47 XRCCL 6P & A 5878,
WA B A 5 R ) e 5 e A AR X9 i 1Y 2 SRRk o
TEFEMIAR S ARC MHEH) XRCCl i HIRZ
7 T45 10 SRS Hr, oy G28152A , FHUM My 2 L R
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FRAEM S (Arg399GIn ) , ik s S Al fEFZ i) XRCC1
MM

EHE T KA D (xeroderma pigmentosum
group D, XPD) {ii T4 19 S 4L A (K, & NER 34211
KHEIEIA , gty 761 N SRR B T, B
FRIRHERG I DIRE , 0T LAXT4%5 1) DNA F B it 47 A W2
€, Z 58 R0 5 UME B R SRl i k. H AT AE
XPD JE[H SNPs 5995 2y etk R 58 o, LLZ 28400
A Lys751GIn 588 £, Lys751Gln( A—C) f FAM i
T 23 I xS 248 5 DNA &5 6 )8 55 % V)
X

LIU 2510 5 A 0 ) 2% B2 SR L B Med-
line 2045 FERE R 1 5 ARC & Az XUE AH DG 9 XRCC
Arg399GIn 1 XPD Lys751Gln f#) 3¢k ( A4t 1518 4
FI DB 151 S 1437 {5 AH 7 X6 BE) | X 25 53 5 meta
3T % XRCCL Arg399GIn 5 1 P s % A ) KU 4
% (FaPERLR . OR =0.79,95% CI:0.67 ~0.93; Pk
FEL. OR = 0.84,95% CI.0. 64 ~ 1. 115 A A 7 .
OR =0.82,95% CI:0.72 ~0.92) ,fii XPD Lys751GIn
HHWE R EREEA G (0R =1. 10,
95% CI:0.82 ~1.47) ., {H &% W5E B REXT XRCC1
Arg399GIn I XPD Lys751Gln 5 & I B9 PN & 4 & A=
[ HEATE— 240 HT o

ZHENG 257 % 36 [ BF 8 15 B B 5098 1%
PubMed Z5£: %5 ARC & /& KBS #H < 1) XRCC1 (1)
Arg399GIn (31 1300 il i 1222 fF]%f #E) XPD ff
Lys751GIn(Ht 1092 {4555 4] , 1061 5] %} BE ) SCHR 45 SR
BEATZE 20 B, 45 AR B AR A 43 B 827, Arg399GIn
(G/A) W) A {7 LR BT T ARC 9 & 4 KU
(OR=1.16,95%CI.1.03 ~1.31,P =0.015) . I}
ST ERUITEE N AHE A S50 5L 5 ARC 1y &4 B
B2 (O0R =1.23,95% CI:1.07 ~1.41,P =
0.003) , {H7£ /&5 i Z& A BE P& A X Bl 48 1 24 4 ¢
(OR=0.94,95% CI.0.73 ~1.22,P =0.660), 4
GG FEHAIA L, GA JE AL S 7 AHE ARC 1 &/
KU A5 (OR =1.32,95% CI:1. 08 ~ 1. 61,P =
0.006) ,{H5 & in & ABEA A 5 (OR = 0. 58,95%
€1:0.27 ~1.26,P =0.171) . %} XPD Lys751Gln( A/
C) 5 ARC WYBXER ,ZEAR RSN R, CC R A 5
AR ARC A9 XU A E , W20 20 B4 /R 55 AA JE R Y
FHEE, CC 3 PR ARG B AR = iR AR ARCXUES: L
B2 (OR =0.41,95% CI:0.24 ~0.73,P =
0.002), 1 5 YN A BE ARC 4 % 2B XU AS A 6
(OR=1.06,95% CI.0.51 ~2.19,P =0.877) . HHi
FENE Y NHEFN =5 i 28 HE R BIF 98 45 SR A — 3K, o
T G RAEA ST 12— 24T
2.2 WRN{( Werner) 1 BLM (Bloom ) £E #&F
8 KK RecQ fiR e (£ DNA & il 4 B LIS 2
SR RE R 2 e s 7 T R A B RO
WRN Fil BLM /& DSBR j&42 19 %60 ', & T RecQ

DNA fif SR iERG K% , RefE 1L ATP 51 1) XU DNA
AU , X5 5 - Ber) DNA BEAT8 5 i i B 1k
A5EAVLHE DNA i 3l SUEE (14 7 B ok 35 Bl 20 35 35 1A
HpRasE™ . WRN J N 538 S 80U 4 IR N 25 A AE
N4 N B0 R g - T S A AL, B T R 4R
Wl DI R A& B R EEAE B R B
Sk AL . I BOE bR FPE IR 2 B8 256 0 204
fiEs A AIEEEMRE LS 2, HZHE 20 &5k
HOA A R Bloom 23 4 Ak BT T 3 41 BE 4 1
ZEAAET R BLM 3 [H 2 735 5 | /S 1Y) e £ R B b ask
FEHI , I R R R B AN R X I SR Ty 3 o
Y IR BE SRR (R R S i T

SU 2518 ST 35 B G R A7 6 22 WF 58 A B o 789
A~ ARC B35 DA 531 /X BRI DU Ff DNA & 52 3L [
(3% BLM, WRN,ERCC6 Fl OGG1) {1y 18 4~ SNP {if
MR AL TS ARC E R B E
7% WRN-1s11574311 5 iz itk JR &M ARC A5
T2 A 2 (P = 0. 001, OR = 1. 68; Py <
0.000 1,0R =2.08) , Hrpr C S5 3L [F Ay XU FE A
WRN-1s2725383 i ji FE K 2 &M 5 A 7 ARC #
K(P=0.003,0R =0.60) % B SENM FLH C 1L
B WA T ARC 41, &P K IE)G, XFEEiT
2EE AN, A&7 05 5 ARC LUK 45 7Y ARC
IR EG IR HiZR K R R T ARC 5y
il DNA {55 JE R SNPs ({40 &M, % 5 HoAl 5 &2 3%
[N 1) 2 R A AR — 25 T R 5T

JIANG 251 DY 95 AR5 47 95 2 F 55 A B v
504 44 ARC ¥ i Fil 244 4 {8 REXT BN BT TE N 52, v
f WRN [ SNPs fif /5 11346044 . 1s1801195
12230009 |, 153087414 F1 HOGG1 [f) SNPs fii fi
151052133 5 ARC )3 &, 253 5 WRN JLH Y
1s1346044 5 ARC W & A tH K, E—2 ot R W
rs1346044 5 iz Pk A B kAR B SRt e A O
(OR=0.51,95% CI.0.33 ~0.80,P <0.01) ,H C
ENIEH X T ARC [ & AR E, 5 Rk
JERER M IR A M ARC 19 R A T, WEIT R
11346044 [y C—T 53k WRN K 4% 155 1367 fif
GAIETR A 55 1 2 W R 28 742 0 b R , M T i rp
DU R P R %) B SRR 36 m . 4R i LA €8 471
f—Ti40 & 81 f5) ARC B HymFse " i@t PCR I
B OE H SPSS HEAT 4E it M T CI367T
(131346044 ) 5 ARC %2, 45 5 % 67% ARC H
FohTT #4,33% Ky TC &I 5% 5 1 % A B 34T 22
5. HAH WRN C1367T (151346044 ) 5 L {4351 A
ARC ARG, XFpas 2z TR le i Tl
NI BV D HL AT X 45 Bk — 4 e Wi A7 56,
AIRE S AR E =A%, HILEHINAIZ SNP 5
ARC Gy B PER 5 R it T80T

3 EHFEFHEXEREHR SNPs
HAZEY B S N R IE e — A S 2% 1A 7 1
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P, 52 B BT, Hrb R A T i SRR 9 1 2
FEAE R E T, St 12— R feR = 1
PUI E55 DNA J3 91 1Y 2 1 51, 38 3 5 428 o 4 s X
SEA RN EE I DNA B 81415 B ) RNA i %%
S5, TR R Sk a4 i v R HE d AR

3.1 ZEFOEMm2 HXEF2ER HHETL
i 2 A AT 2 35 A (nuclear factor erythroid-de-
rived 2-like 2, NFE21.2 ) 3[R g5 14 2 1 ot Nif2 &—
Tl S DAL, 98759 40 L N AR 22 SR A B I Rk
Nif2 5 14 40 Mg Jit 4% Sk 8 1 KEAPL ( Kelch-like
ECH-associated protein 1) 4221} $t & Ak 16 J7 v
HORX T . N2 st S i A R i o (ARE) A
HAE 175 AT A A 2R R TR e B T ) R
TE R 5 4 L A AR A R S P I B A v A 4 R R
HFTEE . Nrf2-KEAP1/ARE 3 % 76 2 35 40 i 42 1k -
UM PO BUUA T PR AESF T i B A
2 (20 B A AR B P L AR A R B A AL
I 22 Tl IR AR5 5 1 B Aok AR A G , T4 8 AH 56
PERCBEAEE IR OLI R 8 OTTER 41
XTI AR 489 1] ARC (B35 (45 153 1l B¢ it
P 115 6] )5 5 T 75 iR 146 BTR A1)
182 {5l et e Xof B4 3 451 X6} HEAF 9, 308 o 5 PR L 4
%I NFE212 il KEAP1 1% SNPs 5 ARC % 4 X& A
FASG . SR AR H DGR 73 B B NFE21.2 K& X i) 7o
AN S FR 25 SNP-rs7557529 | 152886161 | 151806649 |
rs2001350 I rs10183914 , H. 4 — 1 GAAAA BA KA
SN R 5 5 9T M N BE TR IR H 4 a K
(P=0.019) , XF NFE2L2 47458 K 41 OCHE 40 Hr &
I, BRI SN B GAAGAGGC 5 B¢ Bk 1 N e T~
ARHEIR 4 a HEEHEAE (P =0.009) , {H 2 1% 5
IR AL NFE2L2 JE P [A] A 7 ARC AR 1 AH ¢
T,

3.2 H#HEEAER HEEYITMITFZEARS
TS THOIRG M B FHR S5 1 IX, X RN
PHEERN 2 REEN R T fTEEZEY )T
123Gk, HinT DI4h & DNA il RNA JifRE 5 DNA-RNA
AR F VA A A AR R B A S A R
SERBRE K LA RN RED D BIEEAS
UM IG5E AR T AR 2 A R A A R I
A I K M ET . PENDERGRASS 467
X 2580 4] 1 P A 2 R 1367 45 %t BE R4 755 19 %o AR
WF5T, iz ] Biofilter 1. 0 #£ & 2 K 5 X [ . PhenX
Toolkit #RZFL K 5 M5 AH B AR 5 N B & A= Al Y
WA AR IAE 19 S Y ek, 3 BrE S AL
471 F11 ZFP28 FL A fY) SNP-rs2058131 5 4 KW 4 &=
DFEEE0.5 a PR DMRIVE T, 5 ARC ML AH Gt
SR (P =2.72 x107") . EGF L[ 465 (1 3 je 1E
KPR IR A A —Fh 8 2 0 4 B B 5, AT DA i 22
240 0 1 6 RN A, 2 DR Y S e Y
TRA K, ZIH W 583278 EGF-1s2298999 &

HH I T2 17172446 HIE (VL1 P i
PR T (P =3.37 x 107°) . (HIZBFE A
S B R 50T it
BFFEHRIT

4 EH{t SNP

4.1 EHEARHE1EE IKhEA (kinesin) j&
FH P 4% T B0 RN R A% RS B A R i DY SR AR & — 2R LA
EONBIE RS E A . WK E R — i B
Mz ot LRSI A A AT, 53— I 2K
BN PLEE ™ ERETK AR ATP PR B9 hE
WA APLEE , B — 280 (132 B RE HR ik o)
N1, 55U L EEREYEENY . W EATER
PR SRE ATk, EXH S EmhbhE., BT
FE AT S S E TR AE R B UOE SRR IE
BB B 25 R PR U B PR AT i A VK
R v JEL ] PSR | I P TRy A R L R o
FN R BR SR R sE 1 JE A (kinesin light
chain 1, KLC1 ) % % 5K 2y 25 (1 5685, VE i 49 43 7,
ST AN P iE i B 6 F . OTTER 261 % @ &
NBETF e — T 491 %+ BEF 5% (f & 495 4> ARC R
F11183 filfgRfexs i) | iz ] TagMan 5 AR #1758 43
4% KLC1 3 A Y SNPs-1s8007903 1 1s8702 5
P B R A 1 A AU A e . e rs8007903 (1) A
S FEPR B I N B & AE XU (OR =1.7,95% CIL
1.2~2.3,P=6.6 x107°) 1M rs8702 (1 C 257 LA
%t ARC ) % A= AR YEF (OR =0.6,95% CI:0. 5 ~
0.9,P=6.29 x 10 %) , x5 ANDERSSON Z5!] 43
[ 1s8702 5 ARC [#) &AM KA —3 . ZEH Tk
HIX AT RE S R RN B RS SRR X A%
SCH BE 9T K PR rs2403205 | 154900590 | rs3212102 .
13212079 5 ARC %A= KU A A

4.2 BERBERE 16 FFE 12 BEE HHRARKER
% 16 B 51 12 ( solute carrier family 16 member 12,
SLC16A12 ) 5L PH 2 i) 5 42 IR b e 53 0 A b —— %
JitHe iz P MCT12, 15 558 W 6 i ol e rpolee 0 22 A
M A ESE Es MCT12 fE/ Bk R A 23k,
SLC16A12 [ 5878 5 5 et ik i M it e M4 A 1
W /N A S B PR B R AR T R —
T 56 BRI 9 (0% 134 24 248 AU 1 Y s\ 350 44
EAEPE N BE L K 190 4 %t g )Ml S it x
SLC16A12 FEH A Ah i F X M H 5N & F Y%
X iE4T DNA U )3 Fl 256 S 2 B 4 o, RIRAE 5
UTR Xy — 4~ SNP-1s3740030 ( c. 42T/G) 5+ A
HEARC ZAAKE (P =0.006) , Hrp G &8 3 K £
ARC 2 W] ¢ /& T X B4 (OR =2. 25 CI: 1. 23 ~
4.30) ,#2&7~ G A FERE ARC KA R HZE, T
L FEFEXT ARC (&A= R VEA . i SNP fi
BRI AN B R A BRSO A e, E
SLC16A12 FEH 4ifih () MCT12 & 1 F¢: M Sh BE il A
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WIRf , HiZa 98 HAR & T SLC16A12 5 ARC b j&fk:
[ 72, ANBEHE R FLAth AH OC & J% 3 [H] 43 [ 1) ]
RETE

4.3 FEEREBEERE P HA KK (vimentn,
VIM ) 5 B i 65 1) 5 T 2 1 0 — Ff TID 78U oo ] £ 4,
S 22 i g —FP R T, IR IA TR S ALY,
HZ 540 M 2R T B, BE 45 41 i T2 25 1 20 if ot
M SEEEE, 5 MG 5 7% S B VA O TE 4R 08 T
L7 % o 2 P T e 240 L A R R T R A RS
SRR AE T EAE T L VIM AR IR AR R
Hh g 258, A ESE o VIM JE R 2878 ] ) 3 850t
e BAEENRE ) ARC MR A4 5IE E AR E
WA S RN X IR N 138 ] B
Pk ARC f35 S 133 {5 it B REHEA 755 151 %) BB 5T,
X7 VIM B #E47 PCR 3 & IS Al SNPs, Horr 57
UTR [X /) SNPs A7 =B, 5547 B 0 % 4E ARC 41 5
XTHE A (8] 22 5745 G0 2 3 L 2 2 13758410 ( g.
17271400G > C) (P =0. 0001, OR = 2. 208) fi g.
17271110G>C(P =0.04,0R =1.591) , K &I g.
17270912A > G 5 ARC KA (P >0.05) . HfE
RISHT R IR . 17270912G il g. 17271110C-22G [ 54
f5 7 5 B2 it 4 ARC 5% AH ¢ (P = 0. 008, OR =
8.185), Ja 3 + X & B = Fl SNPs, 4 5| &
rs17140300 ( g. 17269762A > G) .g. 17268954C > G
g. 17268834T > C, 3% = Ff' SNPs 5 f fi 4 ARC [a] 3%
A2 (P >0.05) , Al Vimentin K& [H 48
IR F RN IR K LS AR B SNPs, K I DAy
UGN R BT ARC /) & 5 VIM JE R A 1
Joo (HH Tl e o o gE, Bk BORE A
ORI L, v 2l REAR SRS

5 AIRSRE

ARC fyf R A2 2%, AT A T 5 26 I 22 25
PEA ATRER 28 ARC BYA . C A BF5IE R SNPs ff
B — RIS FARAE 72 ARC [ & b J T & 45
TEEARH, il 1 8 L] SNPs 5 ARC SRR )
AW HA B TAE 7 T/ ARC R4

ARC W R AFEAR B — 0> T HF, A H 2Rl
PIEMRVE T, 5 rT 34 ARC A ek . R &R
J& ARC R HIFER PR 22—, 2 ik He Y 5 R 45 [N
FAMEAE A BBETE, K HA B T3 X ARC [#97A
W TEFE DK P S B B 8 B B o7 3 8 i
T RE R, DT e R M AR g B P AR 3 i

Pt JATTARAS SNPs K HAHSCH R TE ARC HF
TAR 2 AF AR SR . /Z4 SNPs 7E73HF ARC
(4 A L 5 T 1 — LB il , (HR A 30 427
FAPAALE T SNPs i 51, 45 ARC R
P A SNPs (i i HAE— I8 5 (19 T AR . I, fEARZ
(2 ) SNPs 07 i AP £ R SEA37 i AT RIS, 5
RZ BRI AR ICR D 2 55 17 1A . AR B

I AR TE ARC BFFFE S350 32 1 K
R IBHEDE SNPs 5 ARC HISCHERIBESE
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