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FHEL 3 DR AT Tl 19 7 4 0 VR VR P il 25 APk 5 7 )L 9 i

B R

(A XFWEILAER, LiE  200032)

W sk

[(FES%S] R722 [ X#EIRIAG] A

PRAT — B2 ) % W I IR % B4 88 ( UDP-glucurono-
syltransferase , UGT) & — K ZS REfE b 5 4 b 12 5
ALY A G R SCHE , FEAFAE T HFIE , SOk ik
HRARZS & AL A= 1 % A AR 58 — A B b A
HIRERERR S & R . UGT R A4S 30 245,
PSRRI, TR UGT 23 0 W RO 5 1, BRI
UGTL 5 UGT2' . UGTL WAL R AL LT 3% L )
SEEE G RN Y [R) T8, UGT2 i 5% A0 975 A A 25 ] i
SEEEOY RN B R T . UGTI LS 1 Ah R 7
[ UGTIAL ) F 8 S 5 REE G LR MO 55 H
ZLE, FR O M £ 5 PR B0 T o 2 0 I TR % Tl
( bilirubin UDP- glucur onosyltransferase, B-UGT)
ST 14 Bk Bl AELLL 3R AN R S I A B IR 45 5 T Fl 4
BIMHLLER RS S BRI A HER, S B
UGTT AT HE PR G J2 58 A 15 1 1 0 ) o 8 i
KT AEFSEE 7R, UGTTAL BP9 28 558 A= )L
T RT3 I A A o

1 UGTI1 ERFHEHFThAE

N UGTT 4 5E 7 F 2372, AFIE UGTI
FLA B cDNA ( HUG-Brl J% HUG-Br2) 4= K 1 469
bp, UGT1 2 1 AhF- X3 5 3y 13 SR a9 56
1 4h 8 F (UGTIA) 41 5%, Bl UGTIA1-UGT1A13,
ARIF UGTI A AFIES 1 4+, #E UGT1 L
(33,4 4 MILRANE T, BEE 2 ~5 ANE T
AYARTE 6 kb By X, UGT1 JEH AT F/R Hy:5'-
UGTIAI3-UGTIAI2  «---e- UGT1A2-UGT1A1-CE2-
CE3- CE4- CES-3', 1 UGT1A1 &2 44 5 ATG |
liF 23 ~-38 bp Z[], )3 311 TATA & /541, Hji-
ATATATATATATATAA-, &5 & A (TA) 6TAA, fU
50 Sh 776 S IR DX R S 1 N L

[ ik H 4112007 - 01 - 30; [ f&21al H 1] 12007 - 02 -26
[FEZ TR 1M, 4, ERse A . EBO7 1 B A LR o

[XEHS]

I IRAE RSO, 2t , 52 BOR At LR e , ik 24 - 200032
- 510 -

1008 - 8830(2007)05 -0510 - 04

FhE T 5 s 456 g sl k. 125
LU 8 mRNA B}, B —F25 1 Sh R Al 5552 ~5 It
) 1 S A 2 i A 4 , TE B Rl RR 5519 mRNA,
WiEG M2 UGTL [a] T, 55 1 /b &+ Ji i
UGTI A P RE X 1 286 N2 HElR , P g T UGTI1
B AR R S, 2R 2 ~ 5 LRl b i ORSF
X, 4 UGTI JRFE35 246 Mo LM, 2 A [l Y ]
TR S H A IR A A IR R A A . AR 1 AN T
Hi, UGTIAL % 1% L H 41 & A K ¥ B9 B-UGT,
UGT1A2-UGT1AS % fi5h DL BH 21 K #E 4 i A i 9 1Y
UGT1, 1fif UGT1A6-UGT1A9 gt Dy 251 5t M W)
[y UGT1™ , BFFE 50t & B UGTIAL f £ 50Ei0 5
2 R RE B I A 56 . BTN
(IRE D A B Y UGTIAL JLPR Bhfi A wishe 5y | Bl
TATA & TA #fi ARSI H 5848 7Y

(1) TATA & TA fi AR 7225 1 b T 19
UGTIAL J7 8+ TATA & v W TA &K 5 54
AR5 U WA TA 1996 A A (TA) 6TAA
WA ACTA) TTAA, IEH B AERIAE 5 728 A(TA)
6TAAA (TA) 6TAA, Bk 66; 24844 FH A
(TA)TTAAA(TA)TTAA, Bl 77; 224 TN K A
(TA)6TAAA(TA)TTAA,RIB R 677 X—Hk
FU RS L " TATA &Pl T4 TAHEA,
fi TATA S HE, (i 55 sk 9 455 B
TR, i UGTL 4 Bk A 1 5 8505 s i & A=t
Bosma M\ 77 5 66 3 R 7Y (1% A Ik B 200 b rr R ECBE [R)
21 DNA,PCR "3 &% TATA &P 95, S5 A
PRI HE K W T i3 B 1 BUkE pXPL & 4%, P4%
Je AR AIMORR N ,48 h 15555, K TATA [R5 R %
A CHETE VA& 5 TATA ¥ 51 1 Bl 5 1 1 18% ~
33% , 1580 A (TA) 7TAA J¢ %5 ] {ff UGT1 22 ik i
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ATR] N B A 25 37 56 DA 2R R 2 T 35 K )
Biondi #3817 98 {3 2 ~ 30 2 iy & K| A,
16.3% N R 77 FE R R, 2507 3 R %R 0. 365
39.8% fy 67 LR 43.9% g 66 LRI, 1E 77 H
ALY 16 A, A 7 A R ECE 3, 16 A P340
T MALTZ (STB) Jy 25. 1 pmol/L, [fij 67 JE[H K 66
SLR IR STB 43512 9.6 &% 7.7 wmol/L, UGTIAL
(77 JERAEIAE (AR N 2 00, FE TR A% 22 ROmE R
FriAAE R ARE 53900 7% ~10% 17% ~19% , i
67 JE[RTL 5 X 46 A\ BER) 45% ~51% ', FEAE Y 1
AH B A(TA)6TAA (A(TA)TTAA JFHI5b, A
A(TA)5TAA A (TA)STAA &5, Bk 65,75 .68 .
88 78 FLPH AL, X b 5 P RUTE 1 A N B AR N R AR
Ao BJFEF A E | H AN, 77 567 FEH A
DFERN, L5 ANBEN 3% ~5% , %0 3 PRI R
$70.10 ~0. 15 f&F EH A Af# 0.33 ~0.40°

(2) P ZEAR R DFE L5747 qnfE UGTIAL
55 211 iR G—A(GlyT1Arg) 1255 2 bR T
o5 872 ik iR C—T(Ala291Val) ; 745 3 4T
HE 1070 137 A—G ( Gln357Arg) 26123 @ T8 X 58
75 R 578 I T 8 11 S0 11 Hh 1k UGTL 4 45 A,
FPEAETCINRERY A T . ANAE UGTIAL Hhifs 840 fi#%
R C—A(Cys280X) 45 756 2 b FH1 56 991 {if
CHT(GIn331X) %12, @BM%AE MTEL 2 4
T4 879 ML ERELAR 13 bp FE2H 4 S 2h
1223 iR RRIGA G0 Sty i s i R A8 . @
SR TN MR AE Gantla R84 UGTIATL JE[H
A6 G 5 1) N F DX S8 AR, BT B2 A A A 58 AR
mRNAJI T AP 85 24515, A8 R Baoik 8 23 &
RGBSR BER mRNA . IFESE 1 556 2 A 22 )
N 1 BT AR (splice-donor) fi7 55 G—C A2,
TESS 3 NS T Y432 1 (splice-acceptor) fi7 5 A—

G R,

2 UGTIAl EFES54&XMIERMERER
XEGHE1E

2.1 Gilbert £ & 1 ( Gilbert syndrome, GS)
Gilbert ZEAE B T 58 AR AR 1LPE #98, Aok
ghEAHLT R =Y, 1901 4E [ Gilbert 15GHRGE ., %
it B T UGTL 3% 1 B AR T 250, LT 4 mT B AR 22 1F
WY 30% Zidy, BPEZ 0L, R AR MR AE LB
B RO SR RO O, I R EE A
212 17 pmol/L ~ 50 wmol/L, 4 Ktk , M Yx
kil , RIEHE3% ~1% ",

Gilbert ZE51E UGT1A1 FH L5 v FHHAE
i X i B T X d. Farheen 257 i 3 X 95 4
GS 955 A1 95 5] 1F 5 A A X BRI 5% % B, 76 BN EE 7Y
GS A H 80% Fy TA i A4l &7, IF KB T H
AR, WHETE—/NER 4> (10% ) 1 GS i A
B F AR (CAT) il Ao 78 UGT1 A 4ihg X
(5 SURAE I T, J o e i B e AT
AARGERINB RS EAEDFTE R B GS i A Ay
FERE LA UG T, 1 H 2 Fh 8 A8 AF A — 2 Y
FHSCHE . FE HAS N B N Kb )N v g i WA
FRf 211 i G—A A8 fdAH B 4w i 1) Gly 722 1,
Arg, " RE A P L 674 i TG A%
A5 923 i G—A 55875 % 488491 ({4 ACCT %8
Astiol e 1 UGTIAL 1) Pro229GlIn . Pro364Leu .
% 4 ShE 1) Arg367Gly  Arg209Trp %5 5 M2 51y
441 Tyrd86Asp ARSI H A Maruo 251
WS T 11 AR AF 12 A~ H A GS fis A A(TA)
TTAA 5875 5 T3279G 5878 2Z [a] (4 AH S, TA R 3k
T 5 A8 [ o — B2 5| A 1) % SR A URAE Gilbert ZEA5AIE
RN
2.2 Crigler-Najjar 22 & 4E ( CN)

Crigler-Najjar £3 45 1iE J& T 56 K P A 9 i 1 3
IEL, MR B Y R 25 A IR E I AL, oy 1 ALY
117 B CNT5 CNIL, CNTA Yo o A B 8t 1%,
UGT {H AR, MIEARZE G IHLLR > 340 pmol/L, 2K
ELH AT Toak) . ON T2 e o i i v %, 7
B LAl kA A E, L UGTT 35 Mg/ H R T
e, MIEARLE A MO ZE N 60 pmol/L ~340 pmol/L,
REHZRTTAR

CNT R HEEETREEE 1S BT
(UGT1A1) , o n] B4 2-5 4@ 1, FEFIRAS Al 47
PUF 287 D5 L R78 : d7 CN 1 A 48% . H i
%38, UGTIAL %5 529 fi &% ik T — C
(Cysl77Are) . 55 826 fif G — C ( Gly276Arg) %
AR 2 AN T RS 872 KR C T
(Ala291Val) &5 923 fii G—A ( Gly308Glu) 245 ; 45
3 SN TS 1070 i A—G(GIn357 Arg) ;45 4 41 i
F-H%5 1102 {37 G—A( Ala368Thr) 45 1124 {3 C—T
(Ser375Phe ) .; 5 1143 {ii C— G ( Ser381Arg) | 5
1201 17 G — C ( Ala401Pro) . %5 1282 i A > G
(Lys426Glu ) %5 5 4125 @ J6 X 5 48 it i A
UGTIAL H145 840 (v i H 2 C—A ( Cys280X) (4f 2
MRS 991 i C—>T(GIn331X) 5 3 b+
551005 fii G— A (Trp335X) . &5 1021 {7 C—T
(Arg341X) 55 1069 fii C—T( GIn357X) &5,
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%55 SMBTFRES 1309 AL AT (1ys437X) 0 @)%
587 : UGTIAL Hh2fs 80 fif Z AR %Y 1 Hh i A 4
bp 55 508 SRR 13bp 457 55 470 {3
PRIl A T35 2 Sh 78 879 (% 2
Bk 13 bp* BEANES 2 Ah i TR A 4 b
T 1223 (T RRIR A G AR T RSt 5
S BT AL

CN I EEH A8 m] B % UGTL {55 1.2 .4 .5 4k
B HEERARRA . DfF L 78 UGTIAL
Leul5 Arg, Leul57 Gln, Arg209 Trp, Gly71Arg,
Pro229GIn ,Val160Glu . Met204 Val , 55 2 #p i T 26
992 i A—G (GIn331Arg) , Arg336Trp, 55 4 4 T
Hh Arg367Gly, 55 5 ANE FHES 1456 k%R T—G
(Tyrd86Asp) 22321 | Hivp — 365845 ) Pro229GIn
Gly71Arg F Tyrd86Asp I+ GS J§ N, — Ik A,
SISO A Tl GS, 44 TI5 1 ONT
@ JoXAE s 2 SMNETFHY GIn331X 5848

A2,

3 UGTIAl ERS5FEEAHFEILSHE
LR IMAE

B-UGT J&E VAR T 20 L LB SR IR = — , 78
Gy JLBIEAT GOV AR R R A PR AL, T e A
TEAL P 2, 1980 4F, Odell 2 H 7557 A JL #0 of
TTREAELE S 51 GS ARMLIRT A, & 7T A2 B i
PE LB PRI AS B e RELZE 3% IR 0RO AE RS i PR 2
—  Bancroft 2 g i 4 151 {5 fidt HEE i A JL 28 Bz AR
LRI B, i T 7 RAH LIS RYIPIR TCB
(B T2 2878 B H &, ¥ — 5 3%
% AR A5 A LI R A =[] 0 T

UGTIAL JE[H & 25 M S A5 Rl i 22 Sk 19, 5 1
DK LRSS 0B o 5 L 301 90 22 251 s Ak
Babaoglu ™' 43 #7 T 106 151 -+ F- Hj A1 6/6.6/7 ,
7/7 PR, R K TA T IFIIIE L5 1T HE
af S5 R B A SR A W A 56 . Maruo™ BP9 T 25
19 B A 37 A5 LA B 5B Y s 8 4T 2 g (>
257wmol/L) , DA 50 ] 1E % Hr A= JLAE A Xk B4, 9 21
(%) 77,67 FEPR L b 5o L R A T . [
45 S R, FE B AL R GlyT1Arg R AE (1 9% 45 F
4% 51 12% SR ILRAE I AT 28% L 4l
F2% , WAL GlyT1 Arg 58 75 1 %5 {37 3 DR A 2% Oy
0.34, B & TOH BRI 0. 16, Jeob, BFFEiE KB,
XTI T Gly71Arg 2878 137 2 JL TCB & T I 58
AFRFT AL . 4R, GlyT1 Arg 5878 55 A4 L AR
LLR M K EA . HE A Huang 257 4047 123

1 )5t RS BT 805 A L s IELZL 3R I , >R ] PCR 5 12
PG UGTIAL JE NS 3751 ST 1-5 4k 751,
TP RS R 211 7 GoA RAZ KR
i, SR IRATAH H 22 e A W E A, L (TA) 7 ,686C
—A 1092CHT A8, R HR 2116G—A RAF 2
SECPE G A LS LR AR S E R R o B
FHIESE > S2IUT 25 (55 R AW 1030 48k 29
JL Kz 60 19 1F # fid B )L DNA 231, A R P4 i ZE 1
PO LS UGTIAL L[] Gly71 Arg RS DIHI
FoAt A A R ARIE, ] GlyT1Arg RASZH
A [ o R AR LB R 2 — o B A R
PN P 23 T SRR P Gly71 Arg 2 0T
AE- TR LRIE I A A AT G

4 UGTIAl B E 5 & % 1E-6-5; B it = B
(G6PD) TR = fiE

GOPD it Z J&—F it X YL oA 58 4 i 1 35t
&9, LRGSR = i NADPH A= sz BH , 4 b6 H Ak id
JR AN BE SL 1 3E I GSSG iy GSH, 21 4l il 5 3% 4k
TSP R SR A R 40 T R AR TR I BT AE LA
W R A . 1E GOPD BRIA I A , 5 IB 40 2% il
2 W T P2, R B RE B I AN 5 0 R A —
HOR R A HALN RS 58 &L Kap-
lan™" W% T 131 4 G6PD ik [ 1438 A JL 5 240 44
GOPD 1EH (8 L, 7£ GOPD kA4 22. 7% M AN A
FEIRHZLZR MAE ( > 257 pmolL) | M IEH 418 9. 2% , 7
GOPD BG4 66,67 77 PR AL = BH LT £ i & 4=
RIYHH9.7% 31.6% H150% , 1E1F % 41 66 .67
77 SEPR RS IRLT R MAE & AR5 3N 9. 9% 6. 7%
FI14. 7% , Wi Ia] 67 77 PR AL &5 JH£1 2 i & A=
FHWEZES . R IL, 2 GOPD HllE # M IEH
(1) 66 F:[RIRIEF (A GOPD [ H- A4 fin = IHLL 3R
IAE A & A 285 Y [ ) A2 7E GOPD Bkt J 67 1 77
FE PRI B Aol g I 20 R ML AE 3 22, 67 .77 3t R R4
VET R B Sampietroim %T GOPD [
AR LI UGTIAL Jg 87 3% P I8 BAIE S — 45
W HEEAT Huang % 44, 3 UGTIAL J£[H
BB 2% B AE G B9 X A% 1 R 211G—A p5 5848, H
G211A 2l FoAREHE T GOPD BLFE & 18 3 B 1)
JE R

Bl 75 % UGTIAL JE B 58 1 AR A 1F 2 AN
A s DR %) 7 2B L B Y a8 15 1 o LR s ik @ ]
B, 3O T A L RLL R IfURE A I W R IT A &
Ew EBE IR M E. LA, UGTIAT FEH K15
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X A= LA PR A 25 A AR 7 5 2 4 T, AR

BV ENE , g s G A i s A LR BR 25
B i = % UGT J k4>

HAE, B2
AR TR T,

JBTAE L) S 2R A AR I BT B0, 728 A LY i PR
AR, BEFE 425 R UGT IG MR AT R 2 254

2

HFE RS T, UGTIAL JE A B 8F 9% 0 8 A LR

TEH 2530 T L o
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