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[ Abstract] Glaucoma is the most common cause of irreversible blindness worldwide. The major performances
of glaucoma optic neuropathy are progressive loss of retinal ganglion cells (RGCs) , specific visual field defect and
optic atrophy induced by elevated intraocular pressure. Glaucoma primarily includes primary open angle glaucoma
(POAG) , chronic angle-closure glaucoma ( CACG) and exfoliation glaucoma ( XFG). Recent studies showed that
genetic factor and environmental factor participate in the pathogenesis of glaucoma, and the contributions of genetic

factor to glaucoma are widely concerned, and some disease-causing gene and their pathogenic mechanisms are

sequentially announced. A comprehensive discussion of the advances in molecular genetics of glaucoma is included in

this paper.
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FHOLIRZ W WA A TSP BOR IR, ) & 2 Fh 2 8, Horp
JE & TT M B F5 G R (primary open angle glaucoma, POAG) | J&
KA A B G ER (primary angle-closure glaucoma, PACG) DL M
I 44 7 Y6 IR (exfoliation glaucoma , XFG) £ 1" L H %
TE R 28R AVE G IR i J s LR ool T 2246 A, E A E A 4k
RTFHOCRM A FR AR s REZ R0, F 52 20 ity
S 300 Bl A DR 2 2 B S B TR A A R R e, — BB Y )T )
a3 TR QR LR R ERX S LR RTT)75)
B PR )z 0 L SO AR D AL R A 3 AR Y K g 1
F 45 R 4 2 B WF 5% ( genome-wide association study, GWAS) |
AA T R | A B TR A S R R A B Bk R 22 Y )
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1 POAG

POAG &% WL 75 G IR 278 DAIR TV & s A T ik oy 2 2
FPAE 20 208 90 4R A S8 507 R HAE 7 O B K 5 OLIR
B BB 50% LLE L H RO B LA & [ (myociling,
MYOC) &K W #2855 728 5 ¢ I I 25 [ 2[5 (optic neuropathy
inducing gene, OPTN) Fll WDR36 (WD40 repeat 36 ) F:[H 5 POAG
RIRFEIM R, M8 FF R 4 JEH (neurotrophin 4, NTF4) & 3
KM FIBES POAG AHOC B ZE A, H 2 ix 46 X HRE il B 2 Bk
AF]10% 1) POAG B3 &M IR I . IR HEE K AR £
Y5 POAG Iy 344 B 1, X 2638 4% [ 7 19 42 fb £ 45 DNA ¥
FI L 2 DNA Jy Be i R B 2k 55 . 3t A% B 5~ SR AT DL4R
TR R XU, (HAS — 2 B0 19 B 2 I, ML A R A
WFFE . LU X F 3R 4 5 B8 R0 AR 5 35t 4% IR (il AH 56 25 (5
SER ¥ 0L H0) 5 POAG CR BB kSR A7 4554 .

1.1 MYOC i

Sheffield 4" T+ 1993 45 i JFI 1 o Bk 5 &2 )5 41 4% i %4 7

/AR RILTT ) B 5 %GR (juvenile open angle glaucoma, JOAG) K %&
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BEATEB T, R R EAK 1¢-E NI MEEF LR
( chromosome 1q-linked open angle glaucoma, GLCIA) 3k B % {1 F
1g21-q31, Stone 25" 4% 4 W £F A T e 0 05 7 51 45 7 H 3% &
(yeast artificial chromosome sequence tagged site content mapping,
YAC STS) RS 22 ¢ &l , 8 & TXGPI APTILGI Ko/ M 75
FOME B2 i R e & H 4 A (trabecular meshwork induced
glucocorticoid response protein, TIGR) 3 75 ¥ R 4 3 A 245 1% 1%
FHE . WX JOAG KRMEABSE, K& kKB APTILGI JEH 1Y
SRAF i 3 [ B 9 7 K B TIGR 3 R I 28 4%, AT HIF 5K
TIGR & [H N # Y6 I i M X L I, fir & MYOC 347, 5
MYOC J:FF AR 06 1 3 06 IR B e 6 0 W4 38t 1% 19 5 1E .
MYOC £ HZE A5 4] B 76 JOAG DA B POAG | o & B,
HEEEMRE, FHEEFRBIT,2RAE 3% ~5% I
POAG f: i MYOC SR 848 512 197" . MYOC SE 15 i 3 /4~ 4b
BFM2 NS FAHB,3 AR50 604,126 DL K 782
AT AR L2 A TR IF S kb R BT X B
HEeANS5REEEAXHRNICH, TEAFHHEEA L
(activator protein-1, AP-1) . #% F-kB ( nuclear factor-xB,
NF-kB) I 1 & i P TG £ ( shear stress responsive element,
SSRE) . H bR Jlit % 22 )2 i 7C #F ( thyroidhormone elements, TRE ) il
Wi B E 44 . Bl T TIGR B 5 3 F X 8l 1) 0 5 5
JCFHIR TIGR KR 3R 3k i P8 2 IR AE AT TR o

MYOC B i) cDNA K/hJy 2 kb, K4 =¥y )s T 26tk B0/
PR (504 502 ) , IVE B AL TR W 210 2 PR A7 76, A1
X 43 B i 43 51 2 66 000 1 55000, MYOC K:[H 1 2544 5 D) fig
G () R RAL R E 450, 5 MYOC & A 5 RIKE LA
Ko () WEMERME R 3 5, 5 MYOC 2 b e R0l S HAth 48
HAMAEEMA R, (3) ML, 5 MYOC EE M A
Ko MHESFIHTEATW. ) WMBRIBFELS A,
55 240 it 2 TR F A B PR AR VR A 56 D4 30 A 3 W] TR 45
B e (6)TEH =AM B F KU 7E 5 IRR & B R X, 3R
D5 2 ) 7 ) oA LA 2 1 B2 A LA R T 1 R AL RO A, B A
RIE T 200 4~ MYOC B[R 55 248 (ww. myocilin. com ) , H 1
29 40% J B P2 AR, 29 90% v F 55 3 4b T 1 MR R R X
oo (7)1 NS BRE A FHEEER WX . MYOC EHAEHR
WAL Iz RIK R T /N MR T MYOC SEH 5k, 78
BEIR Rt 70 5 i B R i cDNA L H HITE 72 /N B2 20 | £ e
R AN B AL L B K T R IR E B ER UL L R A
B AR L DL S R e L AR R BT MYOC R Y R
Ko RE AR AL AR AL H MYOC 2 £
ik fH POAG M —1f il 5 MYOC S MKy £ M, MYOC
3[R 7 728 U] 3 il s HR IR B POAG AL H B i A W A, 1B 3
AR B AP 3 3E th MYOC % BRIy BA A3 50 & R 2 At
FRFFE P MYOC 3 PR e 5 1 235 1 3l 4 780 1 R
REFCIR, T2 MYOC Fe [ 58 48 2 58 o ] Fh i 72 1 %
POAG W7 MYOC & /D fg B i M AR . MYOC & 12
Iy MAETE AR MYOC JE IR cDNA 25 ¥ 45 5 DL R HE7E IR 3 Y
Sy A GG, HEI MYOC 2 [ n] gl i DL R LB ik £ 2 5 POAG

Bt AR (1) 58 2 75 /N 52 16 258 42 38 m Js oK i th B BEL g o
MYOC 7 FIBR &5 & F 20 M 3R T 41, 38 7] DL 55 00 e 50 L 378 W o
PR S H Aty — Se M 2 1 (IneF i e s 1 2 FE R P 5 ) M2
BB TG BT, 43 A0 F /AN R A0, 2 508 B B K i
FIRH Ty o MRS IR /N B A AR R B B R AE TR, T 3R K
ORI M S MYOC . IRNTER R R R (58758
&) S AR E S E O EGWIRT R T /N
V1] B2 K% 30 7 20 4 DX, T A B K R 52 BEL IR T Y o 2
B, (2)MYOC 25 [ A R 3 Ao 52 i 7 4 I — D B8 3k 428 T %o s
K BIAN G HE R . CUESE MYOC & [ FEBER UL 205, A i
I MYOC 5 A 7] g 30 3 52 0 B DR JUE 17 68 b 7K 28 7 4 g —
JUBE AR AN 7 A i, (3)MYOC i FI X MM & R 2 o i
HINATIN D MYOC DR S 3 58 52 Wil /N B2 0 1 B RE 1 X 75 D' IR
PR 2995 7 A 2 T L ABL R R 3G W] R GE S At i 42 X T OB IR
{9 257 A o Karali 450 %% B MYOC 2R 11 76 JL I 0
A AR 2 AL 5 il 25715 41 (retinal ganglion cells, RGCs ) il
LN K RIY e B At M rh 2 2 3k 4D MYOC 4 171 AT RE 78 LB
S A X 0 22 5 10 T B B A7 I AR . Swiderski 281
LA AR Pl 22 8 K I 45 )5 R 4 A MYOC R 3R3A, R
MYOC # A7 7T A8 38 i A8 A0 Pl 22 19 45 4 A L e 78 57 T 4
TR Al 2 0 5 OGR4 (1 5 bk, R B G IR A 28 % .
1.2 OPTN XA

OPTN F:[HJ2 4k MYOC J:IH J5 45 2 DR I POAG EUk
FEDH, 5 0F % IR M 3 B IR (normal tension glaucoma, NTG) ) %
Wik R Y], 1998 4F, Sarfarazi % H5E T 1A BT POAG 5
955 3L B 7 45 GLCLE, fi F 10pl4-pl5, Rezaie 251 H 8 T
GLCIE fif i I (¥ #0 P 28 4 171 2k ] 28 48 W] R -5 B0 IE 3% IR R
POAG, & B 16. 7% 138 {4 £ POAG B ¥ W B4 OPTN S A
S N OPTN JEREMM M EL B RERPEN. 5
MYOC JERAH G A i IR (1 POAG H#5, OPTN R AH 6
JGHRIRIE % 1E % . OPTN F:[H 3y 16 A 4b &7 20 i, e v fu 4%
13 A g5 4 40 7 F003 A2 T 57 AR #3% X (57 -untranslated
region,5” -UTR) iy AE BIFAM 1, OPTN HER &5 A 3 B
FE I Ee s, B T45 4 S B FF158 5 40 B F 9 58 J R L
BEZEH 55 10 Sh T FISE 11 Ab 7 1Y 58 S IR BL Bk 45 1 S L T
AR 2248 11 C AR i B BE B 454

FRIC A VP2 OPTN 3 5848 (1 . Rezaie %1 1F 54
AR POAG( £ NTG) 52 5 ] B4 48 15 2 25 1 (single
stranded conformation polymorphism, SSCP) 43 #t OPTN & [H %
7% K B Glu50Lys . Premature stop (691 ~ 692 ffi A AG) .
Arg545GIn Fl Met98Lys 4 948 i i, FF 45 1T 3 A1 2 2 6
AR O P AL R 5848, Met98 Lys My i€ 2 7 56 AR B4 i 1 2 25 1 2k
B, BABER YL TE OPTN JEH T A 3¢ 4 1, ESOK %8748 &
POAG Ji A fig 19 B0 €28 7 Tang %5 '°V 4 H A& 165 fi] POAG
A (148 ffi] NTG 5 196 £ IEH A H#, &I OPTN S:H A 12
T BB 1 TR £ A1k (single nucleotide polymorphisms, SNPs) , &
R Lk OPTN JePR 5742  $278 OPTN JE [Fl 5€ 75 W] GE A7 78 F 1
e Stk Wiges %7 WA OPTN JEH 5848 5 A POAG G
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. OPTN EP 5 A W55 LA B e 5 POAG #9562 H RITAF 15 4%
AL, X S [6) ol AR [) % 2 B0 R 98 48 B S T B 5 SR
Fan 2% 1 JE 43 MYOC [ OPTN 3£ [9 5 APOE %X 2 i 7] fig
FEAERI AR, Chen 28 8§l 8 MYOC 31X 55 CYPIBI %
P9 22 1) T REA7 AR M ELAR . Park 2270 438 OPTN 3 [H 11 5 %
BATLLE S MYOC LR MY ik e n bR Bl ge 2 th 2
FER LR BOR . 35k OPTN F X 58 48 76 L3 45 M 6 0 2% 1
LI F Paget B9 B 2 A e B2

OPTN F£H E50K 5845 HUR (1 #H 5¢ 43 F WL 8 AR .
EMMZEO AT AR RABS tE 0 JIlek&E O VI ke O
A EAEY . OPTN Jik B f 18] 8 45 i W1 56 L F o (tumor
necrosis factor-a, TNF-a) /5 3 ) NF-kB {5 5 18 % 49 15 1L 31 52 1y
AN E T BI(E , OPTN JE [ 2878 v ESOK 28 4% B 3% Jin 4 #ft &8
B A5 E A G NG 55 5% YA 5 73 T TANK 454 3 1
( TANK-binding kinase 1, TBK1) {145 & , {2 ¥ HLIE Bk &2 & 40, M
T 6 5% W) 200 i 08 T # [) 5 % #4860 TNF-o #8998 #5246 . de
Marco 2213\ , B4 ES0K %275 iy OPTN % 14 7€ RGCs W5
FEZRIK S| OPTN 2 [ 1] 41 Ml A% PN 1) 38 4 2 5% i) 48K 4% i
I SR, NI AE SR AL 07 F S B4 L g 1=, ESOK 2878 5] 2
AP 22 B O T 6 3 (R R 2 51 A2 P B (5 R 1 % (retinal
pigment epithelium, RPE) 41 ifg #1 RGC5 4 fitd ¥k H 2k 5% iz 26 (%
Bh (350 E AT 3 7R B 368 B e T L ESOK 5% 738 Y % 3k
H/NBRAE & & 28 7 b 24 ek B 40 i o o e A Y A
RGCs HRE % M AR 2R T 1A% 19 15 P 7K SF , 3% 5 40 i 19 1 3% 7%
EM™ . #z ,OPTN Wl GE34 i RGCs X 5 546 T i U, ix
5 MYOC F£ 5| & IR IE R RGCs ER AR . OPTN 3 FH i A
/] 28 A% T HOA [R5 8 AL B s RS 2
1.3 WDR36 3 [H

WDR36 $& M & F Z I 5 POAG MBS, A F 5
SYEERKE L&A 23 NMMNEF, e IR ERAT B DU Bk
AL A 2 A0 JE R AR A 2 29, oo I L iR 45 v 1y
HEk, RERPIFTEH, /£ POAG # & th WDR36 %4 5
JRRATH 1.6% HINE 17.0% , AW A J5 £ 1 0F 58 IE
WDR36 J: B &2 %5 6 IR B9 B 3 WYY . Hauser ££7° 4R 8
WDR36 5 [H 52745 (1] POAG & R T IZHL N =248 % 7>, 4
7~ WDR36 F:[H 5 51| Bt 28 mT B HJZ 52 T POAG 1Y & 8% 1k T AN
JE POAG 9 B 4% B0 5 B i 2o BE T f A0 B X R B,
WDR36 & [ S [l & Utp21 [ [a] P 2 (5, ZE 4% 1 T 18S rRNA
S AR R T AR A, T AR s 2k s D B pS3 N R N G
B, BT LA p53 3l 3k DN g8 AR Y 4t 55 15 R BB XF POAG B H W
WDR36 H:[H 5748 7 A= 5 i Y o WF ST R W1, 7 1F R TE /9 5% 2%
B/ B & B WDR36 3 R 28 4% W] fig B B2 5% i RGCs 1) 3l 1) A=
KO B A7 00 R A6 /N2 0 40 e b WDR36 3k [
B2 T AE 43 4E 2% 18S tRNA JE I IF 1 1/ 42 0 240 e o v
WDR36 # 112 W 5L 3 4 40 o v iy — R i 26 (R LR A
XK WDR36 H: IH (4 B 52 A )Ry B F T 40 M 35403 i 1 40 e A R 2
(interleukin-2, TL-2) 1Y 55 B 36 8 5 J7 1 , 30 4F > 16 i 5% 0 4% 1)
THEAYRE. PN, WDR36 & HE2— 2R HE A, HAE

Jn T rRNA 2R 400 2 1 5 8 A Kl IR CHALIE R IER R E
DY KR E — =R .
1.4 NTF4 3R

2009 4F— IR ST , 26 BRI N BE P A 1. 7% (1) POAG
B AFAE NTF4 JE PR 58748 e NTF4 JE 1R 98 25 v] fig s W NTF4 —
BRI E M BCE W NTF4 Z R AK 5 H 52 & TrkB fy A1 B 4E
AR 7R %5 R AT RE 45 7 IR 0 A 5 5 H i RS SE R BF S
SCRFIZM AL o — R 5 1 N 1 1 B T B, E BN LG AR
FAFAEE L) NTF4 SR AR L5 P BRI 5 — TR et &
BT RMLINEE R, 2010 4, A BF S R E 174§ POAG i
HMOL ZIEH N AT NTF4 RN ik, R B 1 fl 5 B A
NTF4 5& R 37 805 9848 E B NTF4 55 R 58 28 46 v [
Re—F I (&R 0.6% ) POAG Bk [ K™, 2012
4F, Chen 453 3 5 o B of A s Sk A0l 5 g 720 iR
H) POAG B3 1 230 £ 1F # N i#E4T NTF4 3 5 i #5245 L 4 2
151 5825 43 03 & B p. Glyl57Ala I p. Alal82Val i B 5 42,
A LB SR NTF4 SR 5 POAG K0 AH 56 , (B L AE v (& AR iy
RASMCRARAC . HAT, 56 F NTF4 3 B g 5 19 2 (19 2 /8 X
HAE POAG A5 B AE FH i AT 4 o
1.5 Hi#fiEM POAG AHCHEE A

H Allingham %57 %} POAG i MR MG R kR Z )G,
HATC A 20 425 5 POAG 5 {% AH 3¢ i 438 , ALK 2 SR 15 5
EE R, AR R85O R GWAS XA I R F
BEF R Tt i i H L, s S R BOREM H i 5
POAG st f&#H 26 B iE 4 . 5 — 4~ K% F POAG ) GWAS W3
o H A 827 il j A TN 748 A4 R N H B R K B I 3 1Y 5t A% AR
FE T MG B B A NTG ) GWAS BF 5% 145 305 il NTG
A 355 2 IEF xR K 2 S Yk I SRBDI SEE K
& SNP rs3213787 HATHEAH M . Z WP 45 i k4 B A&
Hofts NTG BF5¢ o 15 5] 2 W il ™, #i7% SRBDI £ K 7E NTG
AR EEAEM .
1.5.1 /NUZEEKSEE  Thorleifsson 2078 Xk il 19 POAG i
BT CWAS WF5E, KB T S RO BRRKBEE I XA 14Y
POAG & 5C Yy SNP rs4236601 , I 45 5 4 &5 i A F b = A
W 55 v A5 B IE 52, SNP 14236601 {37 F /I8 [ 25 1 ( caveolin,
CAV) 1 H1 2 Z [a] iy 5 X ] X 4, CAVI/CAV2 7 /N2 W F1 RGCs
rRIE R PR BN CAV 40 i 3% 1 ke N BE i — R R
BN AT A, 45 CAVI CAV2 1 CAV3, 75 4745 40 i1 35 11 /<
RN B 2540 19 SE 38 Pk NI IE Y 5 S AL 2 4 I AR
Wl —E AR . B IR AR AT POAG UM 40 SR 5 A
2 HBFFL R W CAVI/CAV2 (OPTN L) e MYOC SR %55
MMM RS A X . WA R LB R LS POAG
AR S 1, P BE 5 B 5 Hh B RS B S N TR TR 26
1.5.2 200 %) 309 2% AR50 1 3k i 400 o 500 2B DR 4 M A DT R
A 481 1 185 il 400 #4179 2B 5P (eyelin dependent kinase inhibtor 2B,
CDKN2B) i F 9 5 Y (0 1A 55 i 55 21 X, 4 i pISINK4B [,
J5 % J& CDK4 #101 # %| ( inhibitors of CDK4 ,INK4) & [ 1 19 1%,
B 22—, R RE SR 40 M A BT R RO US4 (ceyelin
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dependent kinase 4, CDK4 ) 1 CDK6 ) ff£ {k V. 28 {3 , pISINK4B
E A AL KT B (transforming growth factor-B, TGF-) i
FRBERBESAMEE G mE ., 3 — GWAS B M
B R B IR K R B CDKN2B LR 15 VCDR A6 , bl 3 i
1535 3 R 43 7 BF 98 0 5 T 5 POAG 1y 28 5 XU AR 26077
Cao 25! i )y HE A PG EP B R B A IESE CDKN2B 3 [
15 POAG #H5¢, Liu 2572 07 55 — 4> GWAS BF 50 HiiF 52 7 3% Ff
Rtk o FRT AR S 00E 52, 7% 5% TR 7 008 5 0 WLRE BT L /51 4
Wk B R (TR TR P R 2 e R A
S F o E AR SE UL i % CDKN2B 3] 5 2 OB R 0 L
REZE S AR 56 1270 HIZ S R ) 2 5 A 2K R A % &
G LR 2 A R 2
1.5.3 BES5GMEER 1 EHN  BES G IRER 1 2K
(transmembrane and coiled-coil domains 1, TMCOI) & {\i T & /K
FARE RS, TMCOI AT 1 5 Y @R K5 22 ~
25 X, gt 1 ASAEXS > T e dt g 21 175 (& (A B, &4 188 4
FHERR . Xin 2 HGE T TMCOT 3 P 4l 4 58 78 5 0 £ 15 1
TR L LB R R B A R, PR E B TMCOT FE IR %
A5 5 POAG A" . RFEIFN KB40, TMCOT 3 R 4 1 1) 5
0 AT AL T R R FE AR P 5 ) Bl R A, W] g #E RGCs 1Y A
TR REER
1.5.4 SIX6 3L —WIWFFiRiE 14 S5 @k KBS 23 X4
55 VCDR AR 548 30 ok 78 2 A 8l 14 0 3% % 1R BF 9 b
KB REDL 5 5 POAG HU XU AR 96 070 i e 5 A48 3 {37 T
SIXI F| SIXG6 1 3 R 1] 9F 4 §5 IX 4. SIXT FE [ 15 5 8 1 sine
oculis 3 R [ Y§ , T sine oculis JE& R 1 2 745 W) 43 5 B 58 R GE 1
KABAR,ANESIXI FERRESSHUEFME-F -5 2551
(OMIM 113650) , SIX6 % [ % 75 W] £ 5 B A A ) AR Bk Gk
2 SIXG BN TE & B R UL I B R R 2 A ek 4%
BFFE 3R R AT, SIX6 FI/8 SIXT KD AT e 5 IR T % & A %, OF
S IR KA
1.6 JLHE#INEYE POAG

R ¢ 10 5 R 22 265 1 B0 SNPs 4% DL 40 5, 4% 11
Bt SR NJIE LA 1 kb B2 4> Mb 9 DNA F B % 0L %
ORI L HE DNA B A B A A A2 R4 & 2 00 i 8
SEAEY P DU e NS RAL R R R A, ]
Bl A5 38 12 75 S5 AW A Ak J7 TG Hb SNPs R2 %5 o S S AOAE L 2
A S5 A A I 7E P9 A9 N 2 B B9 F 55 #4440 Lehmann %0 5
2000 4 5 ] FISH $ A M a6 14~ 6 £ Yo ok B4 8% 19 %
MR R R AT IHA, RN ] FOXCL R MR, KW EH
FOXCI S 6p25 YR E T 51 R FO6IR ik & A
REERE S, T 2002 4% & Yo o (R B s Wi il g § 1
BLAN % 95 O0IR 2 A5 R HEATHESE, 1K R B 6p25 T HE $ 3K
i 6p25 [P AMEk SRR FRGLSER X, &0
HEUO BRSO T 4925 19 PITX2 JE R 1 Sk 4 FOXCI
e PR 52 1 S BU OGBS W B 2% T 8ol FOXCT JE N A48 5
JIF S GIR . Davis 457 BF 5 22 B, 55 DL (%) 5 1R 95 D0 B0 A
{6AE POAG 1 & ) i i 1 L, TULP3 % 1R R BE ¥ i 2k A0

TBKI B:[H v B Ry & il o b s m] I, B BN 288 5 DA 3 ) 1 58
FRFIAE X 43 8t % 2= B R TE DG IR AF 90 45038 1y i A, ok il &2
H) POAG AH G 5L R R 28 8 it R B o [l B, 55 e g PR R A1E
AH KA TR A Bl 22 7E POAG g 71 o 42 38, 491 4 VCDR A ¢ 1Y
CDKN2B 3 [H #1 ATOH7 3N, v J¢ ff 5 J& B ( central corneal
thickness, CCT ) #f 3% ) ZNF469 . COL5AI . AKAP13 | COL8A2 |
AVGRS £ 1A, ¥ £ T FL A 26 9 TGFBR3 . CARDIO . CDC7 #:
A PRI IR 53 it 4% BF JC b 25 POAG H 6 JE 1A 9
BTG, R 2 O R IR B I PR 26 T A AT

2 FERMAERMEFHRR

Ji & S R AMET JE IR (primary congenital glaucoma, PCG) X
FRIE R S LBV E JGIR , 2808 3 A48 i T A7 76 1 55 A R/
RMWEE SN GBEES VY LURER, EFERARE N FE
FRHEZ—. 184 K1k, B MR E R WG R 3 45
PCG AH G 1 3L PR {7 5, B GLC3A .GLC3B 1 GLC3C, Hrp o &
#Ik CYPIBI J& 4+ GLC3A v £ - W BOw &, i 26 Hofth 2 A4
PR EAR ARG BB I R . Bk W WX HiGE LTBP2 36 Y 2%
ASA] S 3 PCG, % M N 5 GLC3C {5 L W K 1.3 Mb",
Nishimura % **' W/ it 3 FOXCI J:1H A] g5 PCG 41X,

2.1 #liffd a3 PA501B1 AL [H

€6 2 P4501B1 ( cytochrome P4501B1, CYPIBI ) 3 B J&
CYP R WP &M 1 WKk B 1ot — 2 Bk, J& — I 2K 1l £
R BB R 0 S, 32 A T 40 AR ST R P 5 A A
JABEZE P, CYPIBL 2R A 7E 4 & 2R A 4l ¥ ik, B 3L
ENEM K E WA EE XY fifh RAEEEM.
CYPIBI K: A & 7 T 2p21-22, 1 3 DA B F (3711 044 Fi
3707 bp) Fl 2 A~ P 5 - (390 bp FiI 3 032 bp) 21 /& ( GenBank %
845 U56428) , Hofh st 7K 22l 5.1 kb, 2 5 X A5 2 41 i+
TEih, gt 40 1 BT O 543 R B T IR45 A4 .

20 2 90 AEAXH M, WA WS T B AT A N 17 A £
HE R 13 35 — 4 PCG A 7 15 GLC3A, & i T 2p21,
D2S1788/D2S1325 & D2S1356 2 [i] iy 4 8 44 X 48, Horp 11 4~
REMFEGARGZIFTET D HFAN PCC R PIESE T %ML
R ORJE BT I Yy STSs FI ESTs Hdli , 564 W 1 STRs 43 ¥4
10 YAC 5 [ Ui 8 B i 6 P A 32 S5 % R, 1 S5 W 8 SPTBNI
hSOSI .PRKR .CYPIBI SFRS7 % GLC3A ({3 3L |, 4R 5 3l 1t
HIEW P S5 R I 5 B 0 A AN, s & W & CYPIBI
9 PCG IEUR LN . Y64 ik A 8 i 80 415 7 6 IR A %
) CYPIBI 3: R R 75, CYPIBI R 7 {E Peter 5 % Fl1 Axenfeld-
Rieger ZEAAE P4 KB . CYPIBI 3k [H 58 45 W] fE 43 3% i A 4F
A POAG 5 & PE ™ . W98 % 8 & B 1 A~ PCG Al POAG )45
SMEGFR R LA, CYPIBI SEF I MYOC 3£ H 78 53 5 54
M T LAETE ZHE 3278 CYPIBI K&K Al g jt MYOC %k
P 7' . Chen 25— [H JOAG % & 5] ¥ h
HIKe M F] 2 4~ CYPIBI 3Ky SNPs( Argd8Gly 1 372-12C>T) |
HEM W] RS MYOC BE[H (1 4 & 58748 Pro370Leu 3 [ VE I B0 .
XS AR EE R CYPIBI LR 7 PCC AMH MR AT X & A R



SO IR B 8 A 2015 4E 3 HEE 33 5585 3 ] Chin J Exp Ophthalmol ,March 2015, Vol. 33 ,No. 3 + 267 -

AR 4 B0 1R R T Sl B B, B 8 1] B R I POAG (195
FoE R, B AE— 2 Ak R S48 L N ] B2 5 8 JOAG, Yang
ST %E 41 R [ PCG S A 80 44 I H X B H#E4T CYPIBI
LA i A, & B CYPIBI R J& [ AR PCG Y 8 2 BU% &
B, JEHJE R390H 2845, O THFSY CYPIBI FEPH A5 Y6 R i
P, Buters % gl 57 T CYPIBL B, & B/ BUBT K R 4 5
W, 5N PCG B E TR, /DR ILIK B R T 7% L
Je T A BORS % 45, PCG SR CYPIBI LN S AT MR A
H 2R 20% |, T A2 10 BT R AT R 3% £ 5 10 7 3 28 N AP 02
I 100% 1,
2.2 IR AR A K E TS BN 2 B

MEMR AR IR KRN FEAER 2 R
(latent transforming growth factor beta binding protein 2, LTBP2)
A5 TT 3 PCG B 5 1% 45 45 #) Azmanov 25 HAIE 5L
EARE A LTBP2 3 [H 28 25 JE A8 i 58 75 sl 4 6 L 828, LTBP2
FERENALT 14924, 08 36 DAL BF, g —Fh B A Z A4
R B AR L A R B K 1821 AN ER . LTBP2 3
B9 N i (X 30 B P 8, BB 5 betal I alpha3 #2425 (I AH B
YR, LTBP2 3 TGF-B W 1E & 4 W) R b 2 — , fE 5
HEE S I M TR LT A A0 B A IR AR A R R
YRS sy, SHMBE A L. LTBP2 B 5HF IR &
RUFRWIF IR G KT,
2.3 kAE C1IER

X 3k #E C1 ( forkhead box C1, FOXCI) #: [ & v £ N W)
6p25, A4 — B4 X, 4 i (9 2 (1 B 553 A LM, % L A
MBE M ARG, BRA N EERKR A S BN AT
o R AR, FOXCT JEN 4 SIRAT Y & 5 A RATX .
FOXCI ZE (152 5% s B 7 303k HE R % 3 5% FOXC i B 5L =2
— Al S T RE A G DNA 554 X S ORI
HAh 254 . FOXC1 2 [ A48 n] 5] #2 PCG K Peter S5 | ML I
Bk B A B LA HE (iridogoniodysgenesis syndrome, IGDS) |
Axenfeld-Rieger £ G AE7E N A £ R R T . HEIA ¢ FOXCI 5
B Z LR ER . EHE k3 FAHNET UK
FOXCI 3R 7748 8RR A% 1. Nishimura 28V 4536 7 1 i
FOXCI % it 22 (19 PCG %5 1], Hong %% BF 5% & % FOXC1™~
ANRIRFT Y & & R% . EAEWATFE FOXCI RS % 5555
R 4% 248 B £ A 79 A S

3 EEAREERR

184 141 ff 935 S BR ( chronic angle-closure glaucoma, CACG)
R e T 1 AL B /I 1 AL BH P 3R 5 BOAT B AR O AT L B K U
FEfs IR Th R WE LR 2 B A ECE M R R
HZ—. AttFE A 1600 5 A% 2T CACC™ . Hifl,
CACG J 9 oL G A NG 2, Hor F it e =i 2 4E W
PR, VAR BoR, Va2/Vav3 FE [H G5 B2 B 2R 5 M
KM B MR R TH i, IR B M & R RGCs 5 2 AL i 48 45 4 1 2y
BeiED, BAE PRI, Vav2/Vav3 S 2 4~ SNPs 5 H
A NEE POAG 1 & HE ARG B 5 EREE ARl POAG FI PACG

AR Nair 2577 9 3 9y 52 50 R , PRSSS6 J PR %8 78 {ff
BRI A 1 B i, R B 55 CACG ML % 7, Awadalla %1%
WF5E 22 B, BT 40 ifg 4= & F1 7 (hepatocyte growth factor, HGF) 3k [A
i) 975 5 JE /RN PACG A5 M1 | H R A J5 45 A 26 19 BT 58 4
o A ANAIE, 2012 4F Vithana 2817 X 5 [ W7 91 1 1 854
1l PACG % F1 9 608 4 Xf I8 % HEAT GWAS, ¥ — 45 %) 5 A i
T ML 1917 ] PACG [ Fl 8 943 4 % I8 % MEAT T B iiF ik
K, B 5E 15 PACG M0 3 A>3 R 37 24, 43 ) Jit PLEKHA7 3% IR g
rs11024102 .COL1IAI 3K [ 13753841 ¢ PCMTDI F1 STI18 &
PRI £ 151015213 , 2 W 38 % B9 776 PACG T8 1l 1R T, 3 J
PACG 43 it & T 72  HLRR AR 1) % B

4 XFG

XFG J&—Fh 5 S W AR 1 R GEPEB L LLULF 45 IR ) 5t 76 3
ZHRFRALLY Bz R T N E 28 B 00 &5 4 240 80 7= A 0 BN AR AE
1) 4t L A7 i S A 35 L A 0 L T 5 1 Ak /0N 2 ) R OB R N R e T
L TS 3 XFG, XFG 2 W T g A, i BB R A%, H
I 53 T AW AL AT ANTE A, T e s A% R R MR 8
HFE M, wiG T, HAjHE—IES: 5 XFS/XFG A6 ¢ 1 /2 #i
R AACTERE 1 (lysyl oxidase-like 1, LOXLI) JEN o T R PEE A
38 CNTNAP2 $: R 5 XFS/XFG %,

4.1 LOXLI $£H

LOXLI F:IH A0 T 15 5 Y R K8 22 X, f 5 7 A4k i
T AR E BT 574 A EE R . LOXLIT B 5] 2 UK B i B
TR E R E S XFC R LR Bis /e
UK AN EG BLXF 1.6 7 4 GIR B AT S H AL AT, & B A
A5 LOXLI BER A N B XFG g R I 2 % T 1E % AN, LOXLI
LA 3 4 SNPs, Bl rs1048661 ,rs3825942 F1 1s2165241 , 5 XFS/
XFG 17 7E 550 1 S I | CIF 9% 25 31 72 AS [R) (9 Al v 45 Z1HIE
ST H A CHE P BT 5T 45 SR A 2 W 5 S 4 A R G
W%y 258, LOXLI R 2878 5 POAG (¥ A A 56 #  iF 0 T
XFG Fl POAG HA A [F] B 8 15 4 1k . WREY % % p @ A
XFS FI XFG 8 35 5 LOXLI B [H (% 3¢k v i 17 F 98, & W)
LOXLI 3L (1) SNP rs1048661 5 XFS f1 XFG 4 e, H v [
A\ SNP rs1048661 Fll rs2165241 (1) 15 fx &5 47 22 A 5 /& & A AH
Ko Hmgk—Tiwt o8 s, o E A b SNP 1s3825942 5 XFS £
W H R % BL SNP rsl048661 5 XFS 45 e, LOXLI 3 A 4
T B 2 1 0T 3P 21 4 8 b R MR G, B R 4 iR A T
&R B, R A I R AE IR S R S & XFG, E4EY
% FAWAESL IS XFS (9 bR s M . 5 H A% LOXLI
N Z B S AR AT XFS/XFG /441 56 2 i AR B
4.2 HEMEARER 2 ER

Hefh £ 4 X H 2 (contactin associated protein-like 2,
CNTNAP2) B 5 i F 7935, 4y CASPR2 B5 I F 2 1, )&
THIEORE, EO K 1331 MEEER, B9 & xR
HZMih& Rk E WA I, Q1A i 4> 240E T | IRMAE R
JREEAE U SR R0 R R A G R 1 A
X F U, CNTNAP2 3L 7 [l 9825 5 XFS/XFG 44 3% . CNTNAP2
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H PN 7R AR AR AL 2, 02 A0 W [ P 3 A 2 3, DR H T RE A3 4%
R, H 5 IR Y G IR L iy — P BRI

5 AHEMERRENRZEESTAR

B IFFA SR SR 0 & E T G IR AL 15 B 5 B R LR A E
Axenfeld-Rieger £5 & fiF A K £ 5 R B IR 2 2% 75 R LB 1Y
OB, % s u\%ﬂéﬁﬁﬁﬁjﬁj%%ﬁkﬁﬁﬁ , M2 5

HB AR BT B R B A SRR T AU O R
*R%U@Tﬁ)f%?i‘ﬁ%ﬂ%?’yiﬁ,EJE¢(£%EQ“¢%@%£EEA$%EJ,
HBARREEERGILY ., F2RFSNEEEE HKIRE

SCWAE R, tn PITX2 \PITX3 . FOXCI .FOXE3 .PAX6 .LMXI1B #i
MAF %120 e 3 R 36 7] 45 6% 46 58 DNA 5 5 1 B 5 s A
T IR R R ek KB S R T S A TE R E Ik A
T HE TR 0 P R 2 B A R £ B L SR AL K
B AN HRERN2 5 AR 414 ﬁ?ﬁa‘éﬂ’ﬁum,é}ﬂﬂ
L F G fk 13q14 F1 1624 X 5k, {2 H 9 {5 ok 3% X R
waE .

6 B&

Bl N2 A2 o 1) DR 2 i, TE I8 i o R PPk R g AL e
T 20 (R e 5 36 A 1A DI, AT JFL st £ 22 A G A 2 00 56 R A
AL o BB AR FRATTAS 15 A 3k 46k A Y S R 0l S B0 Ol
MR g4, 3k 26 38t % 27 1) & B LG L AS BB I T T 1 R 52 B, (EL =, ik
FL A F 72 2 JR T 5 B A 2 1 et A% 2 F 7 R AN AR A8 T
TR AR5 L0 19 20 AL, 0 GWAS 441 B 5~ 21
AR R LA B At — 3 16 4G 0 2 1R 0K 1Y U Tk ik
PR 05 3k L JT BR iz T H O IR B BF 58 . o8 4 M A1) T 5 88 Ty
HE R R P A = R D 3R 0E l B  Br DL b 3 L e AL =
SEREA D T IR O IR B0 A R B, O HE— 25 S BRAE i FE T
IS W T B, LLBORE R B R R T BEE S
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