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Abstract

e Myopia is generally considered to be resulted from both
environmental and genetic factors. Moreover, the genesis
of pathological myopia is highly relevant to genetic
factors. The purpose of this paper is to summarize the
results of its gene-related research.

o KEYWORDS: pathological myopia; genetics/gene; ad-
vancement

Yang JL, Wu JH. Research on genetics of pathological myopia. Int J
Ophthalmol( Gugi Yanke Zazhi) 2010;10(7) :1341-1343

mE

PR e A 30 H A R R PR s A N R LR MR 25
T B I 2L, BRDAh SistfE R R s e, I8
ATt s B ST R 3 PR T A I A — 2

RERIA L PR st G 2/ S b

DOI:10.3969/j. issn. 1672-5123.2010. 07. 034

bk, S B, PR s L 2oy . EIPRAIRE} 2235 2010510
(7) :1341-1343

035

S B T A, SR R R T A S A A, R R G
>-6. 00D, M A FEA T T [, B 22 AT HR il 4% 4 1 HR 66 5
ARSI R E B PR s BRI A o O R
27% ~33% A5 W S AR AG ) AR RN 22 57

TR R 22 F 5T, BT W TG 2 &5, (BAT LAA
BERR? Fgfe R o E, e R R e ffE A
EA MATIR IS, DR R E T, i B T A0 o] e

()3 AL A PR B R R 384G (XR) | 5 Y (o AR sk it %
(AR) Fl Yoo (R B AESHE (AD) I FLA B % S
H AT, 38 1o 4 5 PR 4H 49 44 5% 8543 B AT DNA 9143
BraE o FA2F 7%, B A2 B B 0 0 e PR 7 o
A 6 4, 645 MYP1,MYP2, MYP3, MYP4 , MYP5 Fll MYPI1
AN BB IR K 4= B 95 5 s B T A 2 %% D) ORI
AR AL B A A5 e WA 2FE DR B i
PR —F B B et . TAT A —Z73
1 EERHEEN
1.1 MYP1 ERE (XR) 1990 4 Schwartz ™ $ MYP1 %t
IR B VL 7E X 28 , 5 0 T Jk PR % 400 IR0 I 55 44 5k DR A 3 40
2004 4F Young 58X 3 Wi P42 B K R AT T A
FKZ NN MYPL BE[H 535l i — 20 58 i 7E Xq28 1Y 34.4 F16.8
JHLEE JRAR (M) B DX I8 P | L & 390 605 L D) 5 30 W 452 HoAth
AR S SE RS A 8
1.2 Xq23-25(XR)  Zhang 25173 i % — 4~ X 1 i 4
PEIS AL BRI 0 b B R R ST, & B DXS1001 Al
DXS8059 A K A5 LOD {45351k 2.75 F12. 29, i 2% M
PEIEPR B 2 (Vi AE Xq23-25 I, [ 25¢M 119 X 3, ( DXS1210-
DXS8059) , 1% Al MYPI [R] /I 16. 66Mb, VAN, 1%%
Z I SN SR BT TC 40
1.3 18p11.31 (MYP2 &) 1998 4E Young %" 1
LA FGTEXT 8 A Y i A M 35t % A g R S R
K AR IAT R BB 2 A 2 B, feJe i 2 LOD (L #xd
B ) # MYP2 R 2 43 78 18p11. 31 7. 6¢M HSE I A
(D18S118-D18S59) , 2001 4F, Young %5 TDT ( transmis-
sion disequilibrium test AL b ARG 56 ) B MYP2 B XS
HisE 7, flfi1& B 18pll. 31 fx4%iF D18S52, H i T
D18S63 F1 D18S52 Z [al, [ #H 0. 8cM, 3% M i — 75
MYP2 A7 8 {37 5 FMBE I L DR 3 B B T Al
1.4 12g21-g23 (MYP3 &) 1998 4E Young %" %t 1
A ] - 7 R T I G e A S M 35 A% (14 PR 3 R
RARMATIEST , I B8 o B A4 SE AL 3 8 i, &80
TR 2 2 AREMEL RO (MYP3) IR e
F 12q21-¢q23, £ 30. 1cM AI7E N (D12S1684-D12S1605) , H
B i PR 2 S AV A T4 XA 5 R 465 A4 A o6 Bk A Bk TR
decorin Al lumican , T {12 3¢ 3K 75 45 B 41 B 40 3 5 /)N (8]
PR 1 222 0 B R 4y, -5 e SRR A F RIS ) £F 4
HARREK 2001 4E5K M o1EHER T decorin LK
508 BRI LB A P, 2004 4E Young 25K MYP3 P
ft) lumican F fibromodulin FE£ R HATAF5E, IEM lumican F1 fi-
bromodulin FEFASEAN MYP3 FHFEMERREEM A I ECRIEA
1.57936 (MYP4 EE)  Naiglin %' B9 T 23 MksH
SR AD S PRI R R, 4 PR AL R B o b
I Ja il it LOD R 70 A1 K 2 468 18 35 R 2 v T 736, (] 1R
11.7eM BIIXIF (D7S798 F Y o (AR A s ) , 1% X I A
A KRN T 7 TP SEAHE mRNA Fl— 2B IL [ |
ERtHE M ThEem 5 , B — Vet 3L A,

1341



EfRERIZEE 200F78 $E10% F7H  www. UO.an
B335 .:029-82245172 83085628 EEF{=#E:1J0.2000@ 163. com

®1 SIRFREMHEANNSEERROERZER
L B A
B R A EOLIR GLCIA JER 7T 1¢21-g31,D1844-D1S218 Z [ i) 8cM 35 il Iy
Stickier Z54-1F A9 s 2A1 #EH  fF 12q13-q13. 1

T 7. Collagen1 1A2 FEH % F 6¢21.3-q22. 3 |k D6S276-D6S299 2 []

Marfan 255 1F
Marshall Z&&1F
Knobloch &4 1iF
Smith-Magenis ZEAAE

Fribrillin ZE {7 T* 15¢21. 1

COLI1A1 BE[H ( 4w XUBU R R LT 48 ) , o T 1p21

COL6-A1 KK LT 21q22.3 £5 4. 3¢M RYTE FlN

FL1, KIR2.2V, ZNF179, HUGL1, RNU3 & {F 17p11.2 2 ~5Mb (75

1.6 17g21-g22 (MYP5 £[&) 2003 4F Paluru 2" 5%
T 1ASEEMER AD WHEME TR KR, &I MYPS
(17q21 ~ q22) &8 X I8 %2 7 F 38t £ Fs i D17S787 Al
D17S1811 Z ], A fE K 7. 71cM, H LOD i} 3.17, Uit
T HP AT X P X2 Fi% X I8N i COL1 AL 1 CHAD i
R FAT50T, & P40 /bR 25 1 COL1AL Al chondroad-
her( CHAD ) JEPK 4 At X PN I 2 H 38 -5 9 B S ORH O 19
ZRAR X2 X I PN ) A R R A O e TR IR A i — A
fgE
1.7 2937.1  Paluru %57 il 53 XF—A4> AD Jp B 0 00 55
R R, K BARIC D2S2344 Hyf K £ 5 LOD 14
b 4.75, 31 HLAE D2S2344 H1 D2S2348 8] 4 & 81, e 4 441%
e I R BN T 2437, 1, (8] 2. 22eM (1) X I8, P ( D2S1279 ~
D252205) . IZXIA NA P s 45 H 3L AR I 5
P FI—~ cDNA S, Hiri S-Antigen (W20 M & A,
SAG) FI 5 H I BB 8 ( DGKS) 7442 b 5 ML
X, HAEARPINE A 2635, SAG Fifis— > FEAY I
MREEZ AR 1, 2 5O T 0 O 4 R B VR A
TZHE R A 28 78 5 — ol 2% DL A0 B e £ R B S8 AL R T AE
Oguchi JA &, HMFE 4% X A9 DNA W5 & & 8L 5 6
PRAH DI ZE7E
1.8 4g22-027 (MYP11 E[E) 2005 4 Zhang &5 H
ENTF 4q22-q27, HOCH X EE (7 Tt & 4ric D4S1578
1 D4S1612 ZZ[a], [a]#H 4 20. 4cM, H LOD {8} 3.61
1.9 Hftt A4 TCFR HK 10 53 T 2 5k
ATAE s R SR B ), AT S 2 e OB A A
KR F (HGF) AT HE 2 Hh B DU AR R I A0 56 ) 7
FEHEA™

R AP R R A 5 Cp B (H b i e e R
) B, YT/ A R R B AR, i A oAb R & i
B R EE M2, Farbrother %1% 51 A~%2 [F AD
TR RS R A AT 12q A9 MYP3 JEFE
SRR AT 17q W07 A 59 00 3E 85, JCIEdE 2 B 18p
B MYP2, COL2A1, COLI1A1 il FBN1 4 K 7775 % 81, #2
LT 12q B9 MYP3 3 R 7 5 P RESE DL R 24 25% AD w5 i
VT EOR SR BT 18p AT 17 q FAFE RIAS & 5 [ 5 DL
BT SE R, [R]RA n] BB AE A5 35008 N = B 30 1 A
BRI S, PR, Liang 4573 53 9 51 %k B8 F 5 HE R T
MMP3 Fil TIMP1 FEPR A Sy H [ 65 05 4F B 0 SR 3 L
I FE IR R BB s mT B 5 e A e B 3 R ) /)
B NBEA O AL DT — 5 NBFHIEAIE H . 15 50
PR IR,
2 WA Y

TS B SR EME T A & B V)R X SR
o 108 i 2 P i PR R S R R B 1 A RS, T T A 4

1342

SR , T BRI R OO AR IR B 2 B, B mT 5
FECR B T AL 1Y) 35 4 9 i 1 i PR 67 1Y BIF 9 45 SR S
(£1),
3 BHREFI

WA A 25 35 A Ry o B S R — o 1 B f 2 T R
Wi, Wang 2517 & BURIMET IS HLA $T5RY B15 Hi5
EHAIE, 5 HLA B8 RIEAK, 2H%E™ KI HLA-
DOQBI HE[H H % 0301 %54y 3k [R50 B 3T AR AT B 2 A0 A
M WHRIR B Sy A B 3 & 0 mT B A — e AR
Mo BT EOR R R R Ik BRI IR 5 L
AYZE AL, RV R AU S o i P I HR
U It ) Bl 728 5 IR 5 A AR S e S AT G, Lazuk
AT R AR AR AT LR AR I3 P, 50% ~ 70%
FELE F BRI, Ud B S A AR %) & i LB v A e
J5 AR AR S AFAE
4T K RE

PR BE AT AT (141 T )7 3 2 e 4 o AR A A Kok
Y 5 T AP ) HEA T IR'  RTREA R 2 A R
PEAEHURIIR - VE P2 2 1 e R Hw R TR L
WETF THOCTARBA H L, J5 U E RPN R B — & B
JE B3R R S I PR R DG AR IR Rl OB T
2=

MR EOG JE PR ST A 5% B S— Se S e SR H
LAY H AT EAL TS50 W B AT AR 22 Ak TR R 14 1)
RO BRI« PRI PR 3R 0% 5 0 5 PR 3R 8 77 A A FH LA R A e 2
VE R 5 9 B 3 PRS00 5 PR %) 2 A7 B o o A 8 A 5 5
o LA T R O i PR 14 9 A | 3k K i 428 i ANV A 5 ]
e Z2 T A 3R AR IR AL Ok 545 0 M A 0k — A0 ik B TR 30 A
R AL S BEA 53T A HOR I K T IR A
TR o BT ARE D ) o7 5878 TITRE |\ FaA FI 5 45
ST R IATE DT HE— 2548 75 o B S R 1) i s B )
FGE AL R, S A R0 35 7 A 7 o B O R T 40 8T 1
B
&2k
1Young TL, Ronan SM, Drahozal LA, et al. Evidence That a Locus for
Familial High Myopia Maps to Chromosome 18p. AmJ Hum Genet1998 ;
63(1):109-119
2 Schaefel F. Local changes in eye growth induced by imposed local
refractive error despite active accommodation. Vision Res1997; 37(6) :
659-668
3 Rose KA, Morgan IG, Smith W, et al. High heritability of myopia does
not preclude rapid changes in prevalence. Clin Experiment Ophthalmol
2002;30(3) :168-172
4 Schwartz M, Haim M, Skarshoim D. X-linked myopia: Bornholm eye
disease-linkage to DNA markers on the distal part of Xq. Clin Genet
1990;38(4) :281-286
5Young TL, Ronan SM, Alvear AB, et al. A second locus for familial



Int J Ophthalmol, Vol.10, No.7, Jul. 2010  www. LJO. cn
Tel.029-82245172 83085628 Email ; 1JO. 2000 @163. com

high myopia maps to chromosome 12q. AmJ Hum Genet1998;63(5) .
1419-1424

6 Young TL, AtwoodLD, RonanSM, et al. Further refinement of the
MYP2 locus for autosomal dominant high myopia by linkage disequili-

brium analysis. Ophthalmic Genet2001;22(2) :69-75

7 Zhang Q, Guo X, Xiao X, et al. Novel locus for X linked recessive

high myopia maps to Xq23-q25 but outside MYP1. J Med Genet2006;

43(5):20

8 Young TL, Ronan SM, Drahozal LA, et al. Evidence that a locus for

familial high myopia maps to chromosome 18p. AmJ Hum Genet1998;

63(1): 109-119

9 SRIEM, By ZENE  S81n) B, 4. 90 51 i BE AL S IE A TP AL O B L R
HEN AL AT, h AR 25 L2445 2001 (4) :327-328

10 Naiglin L, Gazagne C, Dallongeville F, et al. A genome wide scan

for familial high myopia suggests a novel locus on chromosome 7¢36. J
Med Genet2002 ;39 . 118-124

11 Paluru P, Ronan SM, Heon E, et al. New locus for autosomal

dominant high myopia maps to the long arm of chromosome 17. Invest
Ophthalmol Vis Sci2003, 44 . 1830-1836

12 Paluru PC, Nallasamy S, Devoto M, et al. Identification of a novel

locus on 2q for autosomal dominant high-grade myopia. Invest Ophthalmol
Vis Sci 2005 ;46 :2300-2307

13 Zhang Q, Guo X, Xiao X, ef al. A new locus for autosomal dominant

high myopia maps to 4¢q22-q27 between D451578 and D4S1612. Mol Vis

2005311 554-560

14 Lin H J, Wan L, Tsai Y, et al. The TGF beta 1 gene codon 10
polymorphism contributes to the genetic predisposition to high myopia.
Mol Vis2006;12; 698-703

15 Farbrother JE, Kirov G, Owen MJ, et al. Linkage analysis of the
genetic loci for high myopia on 18p, 12q and 17q in 51 U. K. families.
Invest Ophthalmol Vis Sci2004 ;45 . 2879-2885

16 Liang CL, Wang HS, Hung KS, et al. Evaluation of MMP3 and
TIMPI as candidate genes for high myopia in young Taiwanese men. Am
J Ophthalmol2006;142(3) ; 518-520

17 Wang RF, Chu RY, Guo BK. HLA-A,B antigens and the relation
between high myopia and high myopia with glaucoma. Chin Med J1986;

99:775-7176

18 ZFAFFY  WRitk W, 45 o R EEIE LS HLA-DQBT [N SCHk Y
FKAWIFE. IRBLHERE 2001 ;21(2) :78-80

19 Lazuk AV, Slepova OS. Study of immune reactions to collagen in
patients with myopia. Vestn Oftalmol1995;111(2) :14-16

20 XUFF. JE UM EAIZERCR IS, IRPIDE#2%5 1999;1(2) :83-85

21 BUBUEL, IR, ERNHE. VT XN T 5 3 4 L B T RO
PEFIBLL. AEIRBHIE 200652 (1) (42-47

22 JHEAEW], XURE Ik, T3] 5 SUBBEN ARG ST g I T A A s PR 1A
22 I RIRFL %35 2006 514 (4) :324-326

1343



