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F—F BFAREEA#HRE

F R FAEE T 2 B0 S ATIRA # TR — MR UK. BORIRABHER
) F7E 150 FRIEPE AN R E ., RENAXRFEERN, N 13%—47% F AR F R
(open — angle glaucoma, OAG) R & RIEE, M7 OAG BEMEREF, OAG RIFEN
2.8%—16.5% , R TEFERHERE, Bk, FHRIR & S gEAEER
Nk BE, BT HERENERE A I AEE IR (POAG) EMBE T B ANE &, A
HRERRERE EREKBHEREREERRES, — S 5RAXWE RO
INRREEER) IR FE K A5 B S SR T IR R R B S5 A B BB E LA, il B ZBIBER
FEAIRE, U E LR FREFHIHR—-EREBIGEARNHE., ILFX,74F4E
P2E i T R R B A K2 4 1R (human genome project, HGP) #y 32t FS3Ci , 42 35 T
TR FRIEFEHRI LR, — L F IR A R BUR R R g4k € e MR A L,
HHTRFEMEE N F . REFAEREE . BEEX D) EH 4 % (functional ge-
nomics) AR, T X EF IR BUA R A BER IR B — B A B8 RS, fE &
HAHRHABIEA, TR EZFIFIARESAERNERE,

— . AEEFA 1] (human genomeé
project, HGP) FIg s Y FE [ 2

AEEFHA R G AL EEA DNA 3x10° BHEBBFES, KT AE ANLE
HH EA AR A EOVE, BIEALXLETREFER, FRALE - KESFKFLE
AR B R, 3% HBUFMEI2ERIEFEZE ), HGP E A ERENSERE, 3
BRGEIOGER, AMURRTEI T RE T 1998 FESERAVEETTRI MM #EA T KA
Fr FIEEBR B ABY B, T ELAR Kb sh T ARERAH X B E B AL FUE- 5550 DI RERF
o MNBN R B “EA R HRFREE R RE, ARERAIFI . &5H
R HIPGE R B 8RR I BT BB A B E R IR E IR, BT
(post — genome project) BN Sh e R 4 % | “ & H 4 (proteome) 11X ", “IABEEEF 42
(environmental genomics)” Fi1 “ % it 5 K 2H ## & %% 31 %] (cancer genome anatomy project,
CGAP)” FEfkH 5 2t 3 A o 4 S S AR AR 8 1 o , AR EER A T R B9 P IR R S SEZE R
Wy B, BT ERANE, SRERSHEEMNTR GRAHARERNEFRERE
(common variants) (X A KR T EEANRAAENEA=YHOTIEE ZRAE
Y1145 B2 (bicinformative) &R 4 ¥ Ho B 2 R AH AT LA R REBR R R (loss — of —
function mutation) 2 HF R K THEERRAFXHHR  HEFHLEFNPIRNER, BAX 2
N REE S X IRERA 1 KA,

AT BB N & B AP TR B TIRAF R E, Ry

FOLIRA FstfE# B RIT T T REFRIER.
<« 3 .



—\ HERAY D R ERTT

1. BXREXRAEARELER

S5HMIRAXMIR N EZ EEQBEEA /DAL ) IRE KR E R EEXR
BRI RS, XEATRRAEZESE A B RBERR. IREZHMERA R ACE L
SHARSRAILL, BRI A B B 2R, XTREIXNA K& B XA BT T B B AR B ARAR K/
FHRBMBREE. MEEHHEEROHEAR, FIEERVREEEETEEANNEA
AR B LB AR Ko Armaly.Becker 538 & BE X F B i 2 5 B 5 | 62 0 HR LR R B F
FHKEKRT 0.3, XEHRFMHDHRE —ERBREE,

MREREHNSTESERERZARERTASENREHE, AELRRESE
PMAREHBEEREEMALRES. ARERE, ZRETP0E 2 ML EMAREFTL
AR, HoA ok & 3 BRE & T 30mmHg(4.00kPa) * BIJLEN 5.5% , M4ER#ET 40 3 EE
Hi59.7%, REAFHMEES 40 Z U EABRAELEN SMF. HEIEERARKAL
HIRER S, KERXRAFEE, MASEEZEXN TREAERAOTEEHR—PHE

7K 54 BE AE LA H IR 2 (B) A B BEAR SR, T i E IR A R E R SRR 157K i % B B
BT,

TEHE B R B & I TT A Y6ER (glucocorticoid — induced glaucoma, GIG)#F9 7,
VR BoR R BB P R R K I RS R BR v A R PR R R LS % . Armaly \Beckerb 2
PR B B M S BOEREE R N4 =28, 4 B A o ARBURE , A R o SR £ 22 57 )
BB — Btk R H], I 7T BB H /R B M. Becker #EHIX M REFBHIF AHFH
YRR A X H AR, 1 Armaly MEIAKHERTRERBREZ FLRAEXLEEZ —, Francois N
Xit 33 b 0 B R FB 0 R B8 , Schwartz  Palmberg 25 7EXT 885 X4 K — BB XA FXif B Sl 2k
B MR R R BRI BFAYJE this  X Fp RES R BRTE B . BT Polansky %4t X4
A JR]%H BR RONE AY2E  , 3R HH IR Bt B XUE AR R o

ARET RV, P A U E R 45 5V 2 REFL BEL B A1 A R DR AR E 03 B P IR AT 55 B S
& RIRRTR RO IR 0 R A R, W S R A ARE R, SH PR 2R ERER
RIS TA . BTl BB/ N SREZ BNWE —EWNXR, FRAEREHE,

2. BAREXRFER

ANFEE R A THRIBIGR SR , 8 5 YRR A L BUREH BT G T4 A0 B 898
i, BM 1993 4E Sheffield HIRKE—RE TP FREFLRRRZFRIAT LRAEXER
HELK, HFERHEXEFERNTRE TERKNERE, —LH A RMEXEURER BE#
B MBI, BXBAXERERNGZENRREAXERAANME, A
“GLC"FRECIRBURENE ; L 1.2.3 B RIRRHF A A AFMERET R ;A B.CIHF
REFEANE — FE - F=/1MEE, BHREABVEREEH GLCIA.GLCIB,
GLCIC. GLCID.GLCIE.GLCIF.GLC3A .GLC3B.RIEG1 #1 RIEG2 %(F& 1-1),

+ 1mmHg=0. 1333kPa
.« 4 -



R1-1 FEARAXHFEARARISERR

2 EEE EREEM s ;@@f BEE  RENR
FERE
HOER GLCIA 1g24.3—q25.2  ADY  3—45 MYOC/ BE
BEFR TIGR
Jo%: i) GLC1B 2cen—ql3 AD >40 N FHER
FEFAE
AR GLCIC 3q21—q24 AD <40 & I EE AR
EF®
B & GLCID 8423 AD SR
EWREN GLCIE 10p15—p14 AD i
REFHF GLCIF 7935—36 AD 28-70 AW
FEHEE
GLC3A 2p21 AR? <3 CYP1B1 B
GLC3B 1p36 AR <3 i s
REHHE AR
Rieger £ & 1iE
ADMIRAREA4E RIEGL
BB HRT IRID2 4a2> AD PITX2
AEEAIE
Rieger & 1E RIEG2 13q14 AD Y|
Axenfeld — Rieger IRID1 6p25 AD FKHL1/
EXFH FREAC3?
MREBAL IRID1 6p25 AD FKHL1/
FREAC3?
MEBEARE IRID1 6p25 AD FKHL1/
AR FEREF IR FREAC3?
BAREAE IRID1 6p25 AD FKHL1/
RIEHEE R FREAC3?
HAhr R
BERBRSGAIE  GPDSI 7935—q36 AD i
GBERBHESSME  GPDR2 18q11—21 AD g
Nail — patella NPS1 2Q34 AD LMXI1B
AL
BYERIAR LR S 2pl16 AD? . ¥

1) Wik @i, 2) WAk,

(1) GLC1A #H
R &ZMHEH D ERFH IR (Guvenile — onset open — angle glaucoma, JOAG) Z—FE A1
BRETENERRER, BERANELEAERBERE, FRINIEER, 4 80%—
96% . AITEAFRFIR (3—45 %) KW, BEE 320 F 2 M, HWIERE, HYHELUE
B, BHRHITFARIEIT
B AT AR , Sheffield 5T 1993 FEHKE—B JOAG R Ak BHEREERE
.5 .



ARBZPFRIA—MEBOREE, BAE N GLCIA £EIARE TR EAME 1@21—1931 (£
D1S196 Z D1S191 2 jd], £ % 23 Centimorgan, cM), X & JOAG B £ ¥ BF5T iy B AR5,
Johnson %£(1996) X} JOAG K R # 47 AF R 43 17, % GLCIA i 48 /M E D1S445 &
D1S218 Z ] 8cM X3, Ab FE B 4T i1 Sheffield 25 BT iR 18 B [X 3 (23cM) Z Mo EJE, Sun-
den EHHFR T T K JOAG RRE R ER A 55 £ 58 144535 (highly polymor-
phic genetic markers) Z [l M EHFH EBHF M, ¥ GLCIA AWK H# - P H/PMRELE
1q23—q25 24 3cM X8 (D1S3665—D1S3664) o

MY 1g NETATREEIN BT ALARBBERCSNEMNARBHRT
LAMC1.NPR1 1 CNR2, X HEBRk T ATP1B1 . ATP2B4 .ATP1A2 K % Fif i (VDAC4) .3t
EEMES III(AT3) JRIF AR R & BB (PTGS2) M F R ERA R A B LR BB EHE AT fE
;8757 X & Bl SELE #1 SELL 3 FE A F JOAG BEF LR WX E FXEI LIS, B
YACSTS H %K (yeast artificial chromosome sequence tagged site content mapping BEEE A
T Yt id e yitna B 78 ) FBET 2422 B (radiation hybrid mapping) , B % =M F GLCl
BA/NKIR A, 86 7] fE 2 JOAG MEBUREHE, B2 512 TXGPI(EHEEKESH
MD90224) APT1G1 . %1 TIGR( I FEK &5 R95491,R95443,R47209 F1 U85257) , & /5
e UBKIE TIGR #H,

TIGR EEIE 3 M EF, 451 604,126 K 782 MRERTHM, B 2 M E T4
FF,2H 5 3 A dEBIR X, IR EAALRETE 2 5 TATA # CAT 248 B8 iE
BE, HEDHTFRBATHESINEEN SERFEA XMEIT (motif), 10: DEIEEH
1,2(AP—- 1,2)%F#ETHE, §H C-Fos M1 C—Jun B MR W HESE; 2) BEHEH
EESH ) RERATES (R FEF)NFKB, ZEH &V HA {24455 B KB Ak
Kappa W5 S BRE 2L R 056 R84 5 4) VIR F1 T (SSRE) 5 5) FURIRIEE
R TGHE(TRE) : FORIRM E Z AT SHE S, 15 FORIRME 7 DNA #RKF LEIER
AKX, 6) LUALE R ATV BT - 4035 Prl - FP 11 # Prl — FP IIT(BH A R
&) ,HNF - L(FF 4 fUE .0 B F - 1), VBP(EEE REREAER) (FBHAL KT M
KTF(EBLHE R )M A 7R 84 1 I (GT) 13 EHE #t, 1 Tk
(CA)6 EHHIT,1 a4 MIR BRE KA F nt— 514 B - 319)F1 1 MR Alu EXX
15,(f7 F nt — 3942 B - 3823),

TIGR ##J cDNA % 2kb /N, HEB=Y R FTHEQMEE (504 HER), HE
VI SIHEEAHEATE: )FE 7T A SERERNBEEESNW, 5 TIGR EAERMEKE K
X DBEREA, 5 TIGREA MEEHAHGEAMEERAR; 3)ESE3
HNETFIRIBEER I 178 MEEM A R A5 R E (olfactomedin) (M £ b 5 41 L5
HENFERS)BEREX, FEXHE, X—KEAETHACHH TIGR &, 3
HEHBMELSEROEERTIARE; HESFH, HTEASWY; 5)RRIBFER
A ERBHEMES S, SAREAEMRABFEEEERERX; o) fELE, 5 TIGR
BEBRSHEAX; DENBFESNRESE#FEX, TIGR #EHNERMERHA
BRI EESFARERREFRIRNERENZSEER B/,

B, —F¥AE TIGR #H FRH IR EAHEEHE - Myocilin(MYOC) Z#H E i
FYefafh 1923—q24, A Myocilin # cDNA W HBF IR — 20405 TIGR #RH £

- 6 .



AFE, X —ZHR MYOC #HA) 107—108 FBFLE T —1“CA”, BB REM SR
109 FH FER T BB FEB“ATG”, TIGR ZHEMEHFEBEMNF MYOC EEKEE 65 %
BF,

Myocilin ZHEHE M AZEMMEL DNA CEFTEL R, BEHRE—REES, 20T
BRI BN, SARZAMMT BHE, XHEQE—FHENHRE
WEH, S59BMEER(INERZAR)MIESKE, MYOC #E mRNA K&
ETFARRES, 2FCBFETERN. HMELEMOM. B, KR, . . §
FIBEAE R Fik, BRIMBIRIAHA Myocilin ZEMR BT AR HREFER, ZEH%
BEEEF BN, N- RRAOGKEXSATEBENBERINESYR, SUREE
SREEAEESRNTIRE, MYOC 7S£ rootlet FIEL R KM E (L X EH B
S MHR T RESA B FHME JOAG BEKRNIZERE (K TIGR)WIIEE, /NRFIR
FAME SN, MYOC A5 TIGR #FEME/EMAT ERFR/PRMBEF ST
A,

A TIGR #EEHEBHEM F 1q23—24(GLCIA) AT RN EXRBUR ZEE W EERAE,
Stone Z£(1997) 5% 8 MR AW B E #HAT TIGR HESH , AR TFHFP SAMKREP R
TIGR B Hz4, Hh— Iq E481 JOAG K FHRF 22 FIF IR BFHFAES 430 HEH TR
A | BEER A HH R (Tyrd30 His) ;2 MRRGEH 1 M AMA POAG HZR)F 15 flBHE
TETESE 357 B TR, HEMERBE M (Gly357 Val); 53 2 MR RFES 361 FH T
Ie L RAF , BB K2 1E# S (GIn361 Stop) ; TIGR ZE 4L C s 136 &
MR,

5 POAGURAR) b8, JOAG B ER L FRER REKE KA BN KR AKE R
&SN, KA POAG —8, 4R TIGR RERAESHE M GLCIA/TIGR EH
AHBAREEREEFARNELRNOBURER, BEBFERREE, THEMEX
Wi, WANEERE S SHAPKEI2.9% K& 0.3%H Gln361 KT X RE, BRI
AR MEFHARFLRA X

%t B 2« POAG K % TIGR #E MBI L, — POAG KIEFHFNEE (XX A,
4 LEAIEE) , REAFHG TIGR BEES 370 MEERRENEFEFE _IEHFRE
BT — 224 C—T 275, (3 EMAAE T BRI IHEM (Pro370Leu) . SSikH )& 3EF
HEL4H B TS R BOFEAR , XU TIGR BRE A, B LK RN B R Ak B ke, 5
I —PE RS RE , AR TIGR B 367 MEERREFHTFHE - MEHER
i T — 22 G—A 2275, [ H AR T AR (Gly367Arg) . BIREERY, HAEAK
B4 POAG 7] g1 TIGR R E 4B, TIGR #HE 3 S4B FRREAHS 4% BEK
B IR M R R4 3L, BRI CE A RTE 367 EEMBEM L, KX IRFE POAG B
KRR u] REAE KB AIEA

BRI A A B EH E M TIGR KA H Pro370Leu & %, GIn337Arg. Gly367Arg.
GIn368STOP.11e477Ser . Asnd80Lys.11e499Phe 2, X L6 XA RS HAESE = 4P B F X4,
PR el B RE R E B NI EEE X .

RITESLE S H— R E LR ERLH 521 HR 14 FIFARERRES,

HO EERBENE, 2 RAE B, 748 K GZ(Guangzhou) . 1 RF. XH TIGR
- 7 .



HEARTHPIRKI, 8 HIRET,F 4 HEE TIGR EEFE =4 B FRERDT, AN
B7E% 370 BB F, i CCG—>CTG, A E Mt i IR & B A E PR (Pro370Leu) , 45 5
SHARENRGEETFLRERARTER - AE50F AR ABMHGESRAR, Z%
FZRBEAPEAFREEFARRAEZRES TIGR ZHEREE X, BhEARKEELBE
EmH LS HMERITBFEMNE L MR ERER, B0 4PREHBRERA
TIGR #H %2, ] G BBAE ; th Al BRI SR A =4, Bl #8/R TIGR 2HEREHAL£H
EARGEH R EROE—EE, TEEEH— sk MEENAES S,

BEE L EE /DR RSN SRR T, B O B S B B SR S S R /N R B A i 5
THEERIR 1 B AR POAG # GIG ZARHLEI M — N EABR, B 24FsE,/NRYIMIAF
HEESHERMERIESSWBERMEZE(GR) BEFEES GREABRE
HHRE, FERDRAK TR NEAFBE (P EEMNR TIGR, B/ 2K G S E
JEMERNER) , N /N4 e G AL I I RESE I S S ThRES R 4
—RINBE, XK EkR B POAG BEEENRIEEM SRR B, AR /NR R
REZ BRI RRFER MR S EEEEASRERRE QS AR LR/ NERKN
REBEEGHEERMELCTRBAOAMRIIMNEHORET SR HE LR RS RE,
T 5L AT LA ]/ SR 40 A W T R (S B S BT/ N SR Y, 3 S i AR Xt 2 40 4 St 22 Bt /)
WRHitE, BY I HE I 5X BT BE R POAG B8 GIG RIR ML R4 F 55,

L EARZEFREY /NREME POAG X GIG RARIILREE K, HE AR EE R
HENRAKES EHRERE, KPP EZERAMNE TIGR XXM FH, TIGR Fik
R FATRES SEW T /NRARA RN RS AL AN TR AT
HE 443 : UGR Z2HKMRES POAG BURA X, TIGR EEEIE%EZFN POAG BEK
FEAEH N 2.8% ; M Polansky %538 13 Xt /N W75 T AW B I8 3K Iz Iov 5k B 7= 40 4 4l L 24
HZE M FAEY AR BT G5 1 - 3t TIGR 2 E FIFE AR A §E£K R POAG =, GIG
RIAHLEI A, AT, EHE-THRF ER GIG MARS TIGR EEMNRE LXK,
XELER I T POAG 1 GIG HE 21,

EEN, UERTR 2R POAG M AR E L EIME, HE KR RHABEAN POAG
RIRRHEE AR LT, X SEEMRENTRTE STEEFENERIREH
FHARALXFR, TMHTHERMEERR LR ZNASMA, GIG EIRBHE KL+
WEAAE, RHERLTELERHE, FERNAERFOEEE R ™E, TR,
POAG M GIG MBI R BB BERE THENERREZ—,

BAIXE 70 FIHE LM FE A POAG £ TIGR EEREMPFRAI, £ SSCP fiitk
H 2 BT REE R, TS M F 2 B 1 BI7E5S 388 R FARE, i FRAY GAT
—AAT, @M KA RFIR A KABEE, B Asp388Asn, B 1 BIRAE =28, RAF(UH
1.4% (1/70) , B ESMREM, REM A SEIEEMEN AR —B, B FEA POAG
ERYEI AT RS AR b, ML At 54X GZ. 1 RRFBRERNREMEARRF, 2
AHEAN POAG ZIRBEAR S TIGR EERARTA X, BEASGBHFEEXZTHEE,

R FEA 45 6 GIG B TIGR EEBF5 XM, £ SSCP ik 1 BlREHE,
REENFRERARE, MEHWERER GIG 5 TIGR RERE XX, (HEALKA
R B POAG A /0, BT A A BESE £ HERR TIGR RARTMEE , R SFRIN AR

+ 8 -



WEENZS, KR HEE R THE - NEARE,.

(2) GLC1B ZRF1 GLC1C £#H

I ¥ R BAE KR R R (adult onset POAG) WEUREE, EHR B HE LG
kB8 1%,40 ZLUS &R, IRE EH ZHEFA R (GLCIB) R E R E T8 (GLCI1C),

GLCIBEEH F 1996 £ 8 H B Stoilova % B KR i&, & T ¥ 64K 2cen—ql3
(D282161 % D2S176 [6],% 11.2cM), #EHET 17 1~ POAG RREFATHFR , K R bR
MR BRI AMBZRT ;R OAG; Rk BHRE SR APBRLE M FRAEHFH
—fANFEIERER. FREY, 6 MERREFI 16 REES GLCIB A EM KR, B
EXRIHNBEEERFEEFR; BRERE O Z UG BRANFATRERR; 54
IFBRREF. MAH 8N HERAMHREBRERS GLCIB X, Al REA R H R AL R

BB AR POAG BUREH GLCIC B Wirtz %F 1997 S B RIRIE, fEX—%
ek B R POAG b XA AR RZHTAR P R IZEHF B FYEEK 3g21—q24
(B D3S3637 & D3S1744 Z % 11.1cM R3) . BF5EH, Wirtz SR T AR R E R E .
BEECHI2 A POAG H#T SWBIT ERFAUTRHEZLZUEH: 1) AIFHT IOP>
3.2kPa(24mmHg); 2) HEHRHBUHERAMEAHZMELRIL L C/D>0.7 F; 3)
Humphrey AEFK B R ; 4) R B BRIE R E . Wiree FEH#HT T B0 017
(D1S194,D18196, D1S201, #1 D1S218) , HEBR T % K R OAG X5 GLC1A ZEHAH X
KF . Avramopoulos % T EAFICEXT 5 — B AE KK POAG F 5 AR RITEHF5E,
HRIAZEKFR OAG KWHS GLCIA BE XX,

POAG EH BN AR ZEELZHEBE, i1 T RARBRUKERI BHERSS, B
FERZOEROEREEREHERAHE , R EEER KZRRTHAHIZEHN POAG &
HWBRAR, XRFEEXT POAG RRWEBHRTELURIF . HRILEME, Coole ZiXit
H—EIFAr kR E R R PRI TS TR AR B (ERE %

Y24 R 1k FER 4K 3q21—q24 (B D3S3637 2 D3S1744 [8]) F &K 11 MEEMA
I 85 BU4E & 7" POAG #3%, H# MME (membrane endopeptidase ) %t B B & 7] 8E i 4
POAG MBUREKE., MME BREEFZXMAM(GRE/DNERN) LK I REREL, X
PPN YIEES IOP EHRA X, AXBRERNTTHNEER TP, ERAK
2cen—ql3 KIBAMFEFEZEANEEI A, BIES MIE— BB AN POAG B E
A, #—2%8 GLCIB &% GLCIC A, BB # T REBHNFXRETHIHRFES
HEREM R BERED. —BAR, — N EECLSE/NEKRY 1M B, AT F Y AR
128 R (physical mapping techniques) %6 BiZ#H,

(3) GLC3A &Hf1 GLC3B #H

GLC3A #1 GLC3B i@%}fﬁﬁﬁif’ﬁiﬁﬁ%ﬂﬁ(pﬁmmy congenital glaucoma, PCG) &%
R, CGHEMAIIBRELZERYILET KR, B2 —HED> LGB EERRE, B/RKN
EEREBHKRHERNAR. CCENBELRK, 10— 2% BEBRELE, XAHN
HYEIRRRERIE, P B ER N 40%—100% . GLC3A FH /i Sarfarazi FF 1995 FEFEXT
114 CG REMBIR P L BIH &N F Yk 2p21 (75 D2S117 {15 L B8 & KX LOD &
9.40);GLC3B HH M i Akarsu % F 1996 & &3, AL F Rk 1p36(7E D1S283 HLAH
BEBRA LODH 4.51), Akarsu F7EX 8 I CC REMMAFTEIA, F 4N KRERRKE
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GLC3B Mi%1 5 GLC3A TEIK R ;75 4 MR F 5 GLC3A & GLC3B LERILR 12
REDHEEDB I GLC3 #H A7 Ao Anderson Z57E5T 8 CG FIRLAA 25 K R HHF
RGN, GLCA A5 CCMARREX,

Syit— B8 GLC3A 3, Sarfarazi AT 2p21 X[E]N 7 N EEE A L # T, HE
BT CAD.CALM2 Fl L11CGR f§h CG KR EF Ml G, B, Hith 4 N EEA S
PRKR, TIK,SOS1 #1 SPTBN1 #5245 CG KIFHIX R A FHE—H05,

CYP1Bl £ HAit— C MW A EE P450 ik CYPIB U REFHBR, EMNT
2q21—22 K, CPY1B1 &R A XMIEE AT 12kb, #1 3 MMNEFHM. HIFBBREE R
1629bp, BT 2 1 3 4RfS — 543 MEEBMRMNES, NEEER LF, 5 PCC MREER
GLC3A WERI—F,

CYPIB1 BEH/ C- K, BIRTFHEEWE O R, ZXHY A G K P450 07
MR, EZRRMAESE AKX, CYPIBl 51 C R ZHEEISHWHEH 4 1180
WO DL RS ZREPFATHRE E) e ] MK B RE 1 Ml 2 MO RES | XA
“meander” X.(ff F ML ELEESXM N i) fEiH 5 MO ZKNESA2 FRFRITEAR X,

Stoilova % F Northern blot 7%t CYP1B1 mRNA E AKF B2 1T THER, 45
BREAUEMHEBEERERES, QFEERE R EEWIEARZERILE, NERF#
FHREZ(ES {8 CYPIBl mRNA AR MMEAE R IUMERREBRK, EF
ZIRSMAGH B F W CYPIBl MR RE ,H R B HREKFHEMER,

CYPIB1 £ P450 SRR K FH—A R , BRI BEFERRTY EX X & M AETE B
WG, 25T EERSTRERIREE, Hb, 28 E R EA VOE BRATA YT R B R
Hiff . BIFHEE R CYPIB] 884 17 - B M —Brh i 4 N ALEBL, THER R A M — BE3ZK
TETE, Schwartzman 28R 5% 32 B —Fh 4B €0 P40 K876 A VO BRAC IS =T LA i
M FAI Nat - K* - ATP BERIE T, 2 5AESHER AT HE KB, X—&H
SR BEFEXNNEZEEREE RO EZSHKREE—B®,

FEE TR ARWHEA , A% CYPIB1 ZEHEA S PCG Z I8k & BN R 1L A Wi fin
o Stoilov 78 5 GLC3A MARKF LA T — L7 @15 M4 E R P4501B1
(CYPIB1)WZRAE, 7E 1 AME MM 1 MR EMRE S, A 1 K B EENA SR
Rk Xk T CYP1Bl ZEZH RS 1410—1422 b (S B F 3 ), 51 R EZIEN
M, L LB RS (TAG) 277 1 B, S B R A T 203 DMRREESR K, 4 — C RigErD>
189 MEEMM R, SIARIL, BB MEERERTRIFS) 1209—1214(SPE T 2
H)6 MELEHIEIE S A — AR A S IR A, SR ARG 106 M ELL H
P I BRSPStk 254 NEEBRNBREEH. FENAESHRERAE —ER
i, 12 BNE T 3 5B TRA— KR, BT 2 5AEF 3 mPHEKERAE,
B0 7 CYPIBl EEMIE ¥ #HE, SERERAR TR SRR 4£,

Stoilov 235} 22 4~ PCG Rk CYPIB1 #1377 FFI4#, T 16 FiRAE, H
8 FRAFKAF T CYPIBI T B RAELE , 3% 1 AU EE (glu281~& L) ,6 4
B %A5 (847insT, 1209insC, 1410del13, 1546dupl0, 1691delG, 1749dup27) #1 1 K Fr Bt
Shok  BA 8 R4 L ZEAF  Trp57 2K Cys, Gly61 24 Glu,Gly365 Z AT Trp,Pro379 %%
34 Leu,Glu387 A5 4 Lys, Arg390 284 His,Prod437 284 Leu, Argd69 24 Trp, TZEAER

. 10 .



KiEH,CYPIBl S BERAFAEEROEBERENE, TARERETHEET
CYPIBI WA, f CYPIBl ZRRREWRERT 79—327 MEER, XLERTS
FHERHERRPMLARE S X, HERMAREGER P450 2 FHIEE,

(4) HAth GLC EH

1998 4E, Wirtz it X — R 2 FIREFA®HKILE POAG KRB, ¥ GLCID
ENLTE 8923, BT, T TEE R —H Ye o ik B & POAG REBIT TR, XK E
RIFEREY S0 %4 IBEXET 22mmHg, FIEEFREMHECBRER, HAHEXHBE
B GLCIE #E L F 10p15—pld, Wirtz Fildx A—BKHEHERAN,10 MEE, KK
SRR M 28—70 1) POAG ZKEBISHT, ¥ GLCLF B AL T 7935—36,

FemErERERFEERREERELR, Hit, XERBHBORER LA AT fEf
BHENRBUFEE(GLC), Flin, Rieger ZEE1ER 2 MBUREE LA 4925 F1 13q14 3
PiF L E S GLC Rk HE . BN, Andersen Z3RIE 1 4 8 B L5 A 1F (pigment
dispersion syndrome, PDS)Z % , &3 81 4 r i 5Tk 35, PDS BUR B RE AL FH kK 7q35—
q36 D7S2462 ZFE D7S2423 £ 10cM Z[8], A E GLC HH , W Z XA E EF R
WA Z #17, BB R 5 U5 3 X B A~ 2 (Iridogoniodysgenesis anomaly, IG-
DA) \Axenfeld — Rieger & B A2 %M XM 6p25 EBHEFE LA IRIDI 4 FKHL7 #
AIREALA GLC fREBEHZ — . IGDA Ry H Y a ik B A2 v IR , FE PRAFAE Jy o1 B 25
45, s KB A2 JOAG, IGDABURERREEMATTHWRE , MAEHR T LA
RIS PR AR E IR R R S R AL BEREMRX, X 5H A RHF HRA XA Nail -
patella LR A ER RMPFFTT A, BAOLTF 9934 B LMX1B EE A4 T RE,

=, FRRERFRFANBSRE

FHORIRMXBUREE MBI EE , EIRITRESTEAME FK AR E R A Z R
H, B B AT B ORI IAR LSS st — S R IR TR E . HE, BF—&
TR R B S AR TR, X 48 BT B BUR 2 B Y R AR B9 B AT, 2 75 BLIE 51 M B B Y
EEREZ MW, EG B ERNAETS | Z AN KR HFHREFH— R
IESL, BEMRLSIRTIHCEAS TS RISHWH®RE, CREEEASIEELRERH
BT T ESEESEAERTHEY RS> FHHEAERAS RERROUAERE, £—2H
MIREMEEENER, RESESRE RS E A FEHRA, ER“— N EE—
W FEHE— SR, WS, DNA TR B AR K DNA #5114 AR (DNA chips & DNA
microarray) B AR Stk KR EHILEAXER AR L, ZEEMETREREE,
ST E ERBOREE AR, ERHTREREEF LR XM FE LS, #an,JOAG
3 A (GLC1A) # POAG BUw 3£ (GLCIB.GLCIC) MG K # M B E R HRER FEE
& ,Meyer FiE M — JOAG BEAR R, HB A 5 20 BB EHNERHRFELBM 11 B F 51
%, ¥ 36 #,5 POAG ERERESR, A, FERBARERRSWELZESRYIL
HEF IR (6 % LA &% )JOAG(6—30 % &5%) M 4E K s POAG(30 # Lia K ) Fi&
GRS BEARRGH  HE LR NI AR AARMAERES IR —MEH%N
%, Hilb, BEERILFHTERMLNBHETHRETX BURER RKRFER . F
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