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JR AR RMEFOGIR CYP1BI
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HE] Bf THCYPIBIEFTREDEEEZELAXEE LR (PCG) BEXFHMIEM.
FiE WERAARFRE 16 #) PCG &3, XtH CYPIBI BEREMM IS TITEHBENF, *Hids
THREERESHEMT. &R T1HPCCAEAFPHEAT LR, H8006G>A (R390H). E&N
FHET U MELRE, RN T AMAZERESH, 259014 3793T>G, R48G, Al19S, A330S,
V432L., &g CYPIBl BEEESHTEAPCG 2ENERERN, HHELMET RN PCGER
X,

[X@iF] BRAMEAERXEFENE CYPIBIER, &R

Initial study in CYP1B1 gene of primary congenital glaucoma HUANG Lina, JI Pengxiang, CHENG
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[ Abstract] Objective The aim of this study was to understand the role of CYP1B1 (Cytochrome
P450, family 1, subfamily B, polypeptide 1) mutations in causing primary congenital glaucoma(PCG) in Chi-
nese populations. Methods The study included 16 cases of PCG from different district of China. Direct
sequencing evaluated the coding and the promoter regions of CYP1B1 in PCG patients. Single strand conforma-
tion polymorphism (SSCP) analysis was used in normal groups to screen other mutations. Result A patho-
genic mutation (8006G>A, R390H) was observed in one case which has been described ever. It is a missense
mutation in exon III. And we found five single nucleotide polymerases(snps) in PCG patients, they are 3793T>
G, R48G, A119S, A330S, V432L. Conclusions The mutation in CYP1B1 cause primary congenital glaucoma
in Chinese populations, but other mutations probably relate to PCG.
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CYPIBI BN For#r, SRMEWT.
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AFFFTUEE 2004 £E — 2005 4 0] B R R 2R
YT BRB O EBE X T2 B 12 12 PCG 53R 16
B, BTEX SR8 ZEEREEIIRB ORI E
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BEAS RN E S RARF S REEL 250007
1 1250, ZpaRurm iR & A RIBR N R IR
FgE M. PCGHifE F XA BRER I AKRH
Wi, OB ERERAERERREESRE. B
R s T EREEHFEE. BEAHRR
R E TR E65%. 75%MIPCG & R [
MEkEER. B0%EHRER —FERNER. KE
HE BN AR, AHRH PCG BE P WBI
5 62.5%, WREWRES, BANAFRBHEST
o, 5 ERGERT.

Haifra, 5PCGH XMPEARNMNAE 34
4R GLC3A(2p21). GLC3B(1p36)H1 GLC3C
(14g24.3) *7, CYPIBI1 E.8iiE } GLC3A #£H.
CYPIB1 H 348+ (371, 1044, 3707bp) F12
ANHEF (390, 3032bp) A, MBELN 5434
HER. CE—HEMER, BUBRERN 8
FEZ YRR R H EIRE . S B A S 2R A
XM TRER L, 25285 FEM17- 8
T ERET BB . K, REBEMEAEN
IERTAY T ER TR R . Schwartzman 2
B FEF W —Fh i i £ EPASOMK R 0 4F PUR IR 10 1t
Yya] DA £ B B Na*—-K*~ATP B2 5
FRLE B R REKE . X—EHS5HE
M. IREFSXFA R R AR T R EIER
R . BAHFHETOBORILEEA TEE.

A [F R R AR BRI,
CREUTHI 40K CYPIBl HEERY, 8
B M P450 & H i hinge XA (%) RFHEBOEW
(CSS). BRFHEZ LML T P4S0E A C i, B
48R (D. 1. L SRFER AT E 985E), J.
K, B HEL. 2, MAELEEXHM “meander”
. AR N PAREE LT, BHREE. B
REFKAMBAREFEZMHER. SHREANER
8006G>A (R390H) iz T CYPIB1 HEHSNE 111,
BTHXRELZ, GEHRFES FHCGCANCAC, &
BB 390 AR S E A W EER, Al Stoilov
TEHGE . MAIMEERE KBEEAN—T
4r, HEWTTRBM LG, SERILR P450E F4a5t
RFH EXXR 5, REAMAEREEEYWHE]
P450 AR TFHE OEWH, BARJRERF I P450
FOWEEDEE. XOPRFIEERRRE, FRR
BE, FEAR.

TR LM (SNP) BUI4E sk H B4k
— RIS BRRENES SRS, FTRABTEER
IR RREE DRSBTS RE, ERHE
BRI B A LR B EN B KPR
I —FERA IR A /INT 1%, FER ZRB &
HENM . KT, MEBIRE B BRI AT S IR
FEEEAXAEENEMR. SHREKIAH S #
SNP 5 Matsumoto Z219% MAiHE . £ PCG B&H
HISRREE, 29K 56.2% ~ 100%, H5RAR
BHREREESTE R —EHER.

B2, CYPIBl EFNREERHT PCGH KA,
BASC Z A RAERIT LESIME, U 6.25%, #
AEFEPCG AP RER AL MBURER, &
PE—3E FEATHH X5 - BEAh, BRI BI B, &
H—H WEE LR HIBEREARTIE, PAIGREM
HITPCG AR FHLEIN T8, IR REMEEHK
S WIRIGIT Z R R ORISR I, BAW AR
HERBENHRER.
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