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WFZeR RO EE (3530) @ We have done the screening for the glaucoma genes using the single
nucleotide polymorphisms (SNPs). Using association study, we identified the glaucoma
susceptibility genes for primary open angle glaucoma, normal tension glaucoma, and
exfoliation glaucoma. We also detect the rare amino acid substitutions in glutamate
transporter gene GLAST by candidate gene approach. By the association study using SNPs
and candidate gene approach, we detected glaucoma susceptibility genes.
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1. WFFEBHAR AW D1 5

BUEF D EIC 1T DFkNEA =R (40 2L
) 13K 5% & &, A0 BEEE L TREN
B D PEAE FREEITHRI 400 T AICH DIE S,
2000-2002 4ED KR/ JE R4 ThH DI B
BDOZIERAZT 4 75 1E, 40 sl B 20
NETABREL TS L0 ) fERAHE &
iz (HARARET S 2004 ), £OHIFE
1. 40 AN TIE 2% THDH A 70 miki/e b
E10% EBZ AFl L L b BRI 5, HAGI

WL CH D & PHZERE A RN PRI bE A~ R B
FEAARNIE (Primary open angle glaucoma;
POAG) DR E L, BN OAIIZEBNT
X 1E i BR JE Bk N B (Normal tension
glaucoma; NTG) 73, POAG {ZxfL 3 f5lh ko
BEPE CIAAET 5, £ AFEMTH ST NG
DOREBRICHERENRD Y, AFTILNIG 2
2N E (B 92%) BRENTWD, Fiz,

DART & 0 SN FEICIXZ GRS BRI 5 & &
NTHY, IRICTHHRBEREA AT HIERNIC



BT AT 10—20% TH Y, FENFERK
BIGT, NERZ RGN FETDH L
DIRE S5, U BR B A ik P B D i R i
RT3, 1993 20D 54 B FC R A8 kN B 52 5%
DFPREL L FE~D~ v B 7 L 1997 0D
MYOC BT DI RITIEFE L TW5, BEE
T, GLCIA 7°% GLCIP £ T 16 OB FEN~
v B EN, Bis & LT MYOC(GLCIA),
OPTN(GLCIE), WDR36 (GLCIG) 72 E N[EE & h
TW5, $7247 /7270y FOEIZE
0. ZIKTHEETH DHPERF, @ifE, fin
PEDRBREDOH Y S 72K (Common
Disease) DJRIKEILFNAIREL e oT-, H
—BEFE L DFEV T, Common Disease |48
BT OB T ERNEGR L, T
BRIER T EMAEWVWRIEORINE 705 & 2
AThD, REBOHNEL, H—KTDH
ko THEEND DO TIIRL ., By
KO, AETEEESCERBE R S Ao
MEITAE B W B, Z DG REMEZTRIE L
TW5b, £, BNEOETE S SNP & Bif
LTWbEEZLND, T, HapMap il
W2 o< — L B (SNP;  Single
nucleotide polymorphism) ®DF — & ~X— 2R
IFRGHICEFE L, 77— T —A— RERIZAT
TOA LT TANT I F ¥ —0NE-TET
W5, L L, ZHETDSNP TORENIEE
GBI PRI ER TOSRBMEEL TR L TE
D EAD E ORREEFENBEIZHE U 09D
PR ET Tr—F INTWiehoTz,
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1) BHEHR AR, ERIRITERAENRE Y%
122 Dk N B8 1 £ - BE GLC 1 BRg % _E (O SNP669
& vy, OesR) BEAR A RN EE12361, Bk
RS A8 ok PN B (IE 5 AR AR P BRS) 121451, 1 % HR
1206 CH—BfED A7 ) —=2 7 BT
AT o1z, M FRICA B2 6fEOSNPIZEI L
. BHR ARS8 TH, 1E 5 IR E kPN 286
Bl EFEXRTIHCH _BEORA 7 ) —=
TaAToT, £, MEHFIITA E7RSNP & B

LT, R L ORI 2T o7 (3 —7
T H—_ ABI PRISM 3130 Genetic Analyzer) ,
2) £, BT CTHDHHEBRT HToll-like
receptor 4 (7LR4 ) BIEIZBIL T, BAKHE
AN, EFIRERRNRE, EERAEICE
WC, A IR (SNP) (DU THEAT
EATo T, TLRATAMAME « RRMED Y 7 R
(2% LT g &8 0 B E @A 2 AR T,
gy VEAEMHAEERAEZ LD E S LD,
3) FMREANRELL, KREAIZAR 0 T W BN T
HYFIRNAZ L THLTRIIRETHD, &
PERENFRIZ W T, BB T Td D OVINAP
BL T EOSEDSNPEIRIN, 7T A v —%i%
FE L, PREA LY b —r o RIEITT, %
PERRNBE 10961, 5 kR 108612 35\ TSNP &
AT HEToT-, T UIVHEE, &5 TR
FE\ZOWT, BT 21T o 72,
HEMETIVITE N OIFRREDIRTIZ T2V~ A
HRBRGERHY . SBIET IV~ 7 RZEE
Lice JNVHIVNTUVAR—H—THD
GLASTRIE~ 7 A1, IREDNIER TH O 203 5
AR FLEAMA M 2 7R U, GLASTEIR 11X IEF R
LR RO EAES T D, CLASTER 1D
(Bt (7R AT % BR R f e N B, 1E R IR
FENBEY > 7 V& W T T 72,

WL AL, BT L REA (FERT)
PRI CE D XD, BRT—20& b
MEBHESNT-EEBRERTH D,

(W FL D ~DEE)
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K DRI G TR T B AR, falEbE OBk
bRE2+oEEL, MHEFEE (74 —2L4
Kearvkvr b)) w2505,
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Wiz, —HESMERNEAT V) —= Tk
1To7=,

1) Y ta k27 DGLCIBREI T (72~ 116Mb)
DAY ) == T 54T o7-, BAEARNE
W Ui, BB THEN] S2E A5 T3 R T &
HBELTWD Z 2L L, EWIRE
FENBEIZBI L CiZ, X b= KU 7 TORER
HHZBEFRT D HEKZE 5103 IEH IR E kN B
Bl L CWAZ 2D THLENI LT, F
7-NCKi&15 1 D SNP &, 1F &7 IR i P | 2 B
LTW5Z &% 52N L7z (PLoS ONE,
2013),



2) TR D BRLBE A RN EE, NTG, ZEMERRN
FE (XFG) Ji Ml DR B & Toll 1ike receptor
4 (TLR) i& A5 1 DAREA % fi# 7 U 7=, TLRAEAL T
LED8ODSNPER T UV —=F L., TLR4GELSG
T EOSNPIZHEAZZRD T, £7-,rs1927914
. rs1927911, rs12377632, rs21493560D 7
JUBEEE (p=0.019, 0.021, 0.038, 0.015, x>
T AR, EFIRERENEL Y &, T L ABK
R Ak NRE E RS BE L CWA Z &R LT
(Am J Ophthalmol, 2012).
3) FEMERENBEIZ I T AT T R OVINAPZ
BT FDrs1404699, rs7803992\Cf H %
2R (7 VU LBEEE p=0. 0086, 0.00054) . %
DH YV T LT xRV ORENVEZEE D D CNTVAP
B\ TH, WERENEICEEL TWH 2tk
&N L (Mol Vis, 2012),
4) A B, GLASTE A DT 2 /o —F 1 7
B D E A VI R — 7 T ADFER N
P FEE AR U T 4401 2041, FERENFE =2
kB — VBRI B\ TA506 2B o ~7 v 24
O—HEFEBRN R Sz, 2RO T
DOFFNEEREREE 2 he— L0 T ¢
v 3 — D IEfERESRRE 1$p<0. 01 &R L, A
v REIE10. 6128 5 2 Lnn . BRNEE
BRI RSN LRI ST, £,
BERIZL > TONH I VR IABBENE T
LTWAZ & &R LT-(Journal of Clinical
Investigationffa ), LT L~
A &b NOIFEN G FBIEFIIIC—E Ly
ZE BB L (BBRC, 2013),
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