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23R AR B3s S 2 P s DR A A A S S FL AR KT AR A vl d i 52
i 2450 PR A AR AN BB, B2 SR NI PEAMAR 22 5 o AR R BB NSRBI 22 (K
J&, Pi AL AS B IR R, ORI (1 20 D L AR M bsac ) B s I s
PAERREL. 9N A7 OO TR SRR AR 25 VRO ™ B2 R SONR A R
B $5 LW B 20 (BB T, AR b T AR 249 AR T g e DR R o N
B . R FDA CHtHETE 140 RFFZGIMZS S br2E R ROINZG IR NG R, 3 k2
ViR AR ICH) 42 Ao Bbsh, B0 AT A5 R R A8 70 IF FDA St A= bRic ) e
HRFE Cn MGMT 2D AL (A AN A BIRRIBT T8 o 2990 S AT DR EE A J
RIEF=WNI 73T ALI A SE MR 25087 BT -

B AR A A A (ORI T L 29 AR B 775 (pharmacokinetics, PKD Al
ZIMRRLE) )% (pharmacodynamics, PD) W75 . 250 115 1 22 € B AR 2
PEAER NI A ACEERIHEHERUEE T B A 25 AR A RE s 25N B
122 BRI IR AR T I AR IR, N R 2 SR R 2
AR AR B S A4 AR 2 AR 224k, (ST AR 25 an e S5 R BE ok A2
PEFH o X 5 AU B A 245 P 4 i ik P AT RSN T 48 2 i PR A X 5 (1 R B R i N 24
Yirngs 29706, SEOMAE 2, i3 s 2906 )7 A R E A 2 sk, B 1k B 254
ARSMEL . HETSEE FDA FI3E f fh 25 5 M E S 3R (CFDA) #lCHHtHE 7 — &
SRR G2 2 Wi G X AR R AET 20 N DNA FEASHEAT 2 A A 0«
11 J PRI TR ARSI 5 T P RNA [RIRRE TR 22, FEAR AL AT 38U H b RNA B,
AT S5 R AUER,  REmil R DRI, RNA ARG I3 BRI A AR X i

AAREE B AL MAA ] 245 5 IS I B i — Bk i 75 7% . ASHR g h TR 9 25 2 R 4L
PEVIRR SV AN ESE DU GG S I E B AR S o BeAh, R RR T 25
WA AL B AR R L R AN AR TR T A I BOR TR R D -

AARRRRE AL PR R SEIUHELE el PR 245 BRI FURfr S v Rl K R 24 BT T
TR R AR I I, R E K DA ER M E AR MR T X R = THE
B R GBI H 2 bR i . PRGBS IR G B 2 Ll R AT AR R 2 2
Ry S HLUET

AIEEEEN: R, B skl dImEET. gl R R E.
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LAFEBTIEFITERE ... bbb
2. 2R B 25 A PR BB AR B IURIEIR .......ovvvvo s
B T R T ettt sttt bttt
4 ZiAR G BRI 25 e F R B A AT BB RARAE ..o
AL R AT B oottt 6
B2 BRZRTRIE ... b 7
A R AR B G DRI o oot 9
A A BRI G BRI oo e 9
5.2 B AN 25 W E PR R R BRI AT A BB ARIE ...
B SEI FEHETIEEIR oo 10
B2 REMUTTEE . oooooooeeeeeee e 11
5.3 BB BAMIME . B ERIE oo s 17
BA AFBEYI oo 17
5.5 REIUAR R AIEEBEIRIE ... e 18
6. 25 AR BRI 25 WA E L HE R E BRI TSR BARIE ...
6. LTI « MR TR IRIE oo 19
6.2 KT JEBEASIRIERIAEIE .....oooooooeeeeeee s
7. 25 AR B 25 A PR R B BRI BB IRIE ...
7.1 BEINHEAFIRRIEREIR ..o 24
7.2 ATERARHERT SOP ZHE ....ooovooovie s 24
73 IR G BT .o s 24
T4 B TRFEHIVEHY oottt 26
AT 15 7] OO TR UT R UTRTRRN 26
Bl bbbt a ettt bbbt
B A BEEBRBLIRY BBRIBE oo
B B BT ..ottt
pisx C. Z9MARERAZG Y E e R ERITE FUZE ..o
Bfs% D. ZEYR I BRI 2 P EE A B A SCIIZIM .o..oooov
BEIETUBR . .ocvcveveeeeee bbbttt



1. Afem & E

AFE el E K DA ERMEE AR AR L R E R HE, B NIRRK LR
06 58 HEAT 250 AT i AN 24 ) B R R AR DU R 4 5 o AR FE R Y T ZEE LN SO A
PRAR R 55 73 3R i ) B T 7 AT Tl PR S 562 =5
2. 2B A 21 A EE RER R IR

LA Bl A 24 WA FH B R BRI P 0 A A S e 5 M 245 ) A P 9 B AT 2H 24
XFEYBURYE, SRR NYE (BREGYIRIT R R RN KA MEZESR . 259
LR AH A=W bR 25 A 2 Tl PR SE T A A 25016 ST I RT3« 25 AR B AN 24104 F
HE R A, WML 25 R R I 3 S e ARASRAE . . e, AbEE. R
AKGI G5 RAR SRR S N E A B A A SR JEUN, DUR AT RE H B ] e
X 5 e 55 7 T B PN R BEAT A 4, T DT 2 AR R 24 ) 1 B A R R A I £ A AR
LIRS
3. WREARIE
3.1 Ct{E (threshold cycle)

PG E T PCR [R5 9 BE R i B 5E B BB T 73 PR 3R . Ct{EAL T PCR
HITR BT, SARA TP AL IR 70 1 R 4R 75 DUE 5 S b, RIUREAS o J5Lan 4% DI B0 %
DGR T BB R, AR Ct Bk ) o
3.2 RNA (ribonucleic acid)

EHEZIL, 5 DNA KU AR, A IR IR — 2 BB AR, &
PRUGEE AN & M B ng , A7 A2 T 400 S A Az b, AE40 M8 5 16 RS At AL 270
i EEMER . RNA 5 FESEME RNA (MRNA), 12 RNA (tRNA). % HE A
RNA (rRNA) FIHAB/N RNA S ZFEER, AT AR DIRE. %70 RNA 1R &
AR RNA,

3.3 rs  ss & & SNP

1 SE [ E 7 AR5 Bt (national center for biotechnology information, NCBI)
57, dbSNP 4 il 52 1) SNP s 44K 52, rs A R 1) SNP AR SRS E 7 W AT AT
[f1Z% SNP (reference SNP), ss ¥ Z I SNP X3 7 i idh 2 H v AR A5 EATT ) SNP
(submitted SNP).

34TE &M

TE Sk H1 Tris #1 EDTA Bc Bk, FEF T DNA, fefaE G 7 DNA.
1



3.5 $EELEE (mismatch repair, MMR)

EEHEICIAER) DNA 27, [EIEWRERFIIKE I HREE T, X
RAIMMEE AT 2 1E DNA XU E EASICAOBRER X, 34 rT A& DR S 3T i o A i R R
FENBE . MMR (Pt R 575 B X o REEE RN T8, (03] R DI 78 B R AZ R, 1M
A UIBRBEE BB TR BRSO IERIEE, YIBREA ERNE 5,
X )G IETS DNA SREEE 11 AT DNA EEREHIEH, & BOERRC xS XU DNA.

3.6 BREHMREZ S (SNP)

TR AR —A. T C 8 G MSUZ M 51 DNA 7 A1, & e A
RAE IR 2 ] e AR R DR L 1) 22 B
3.7 HhrEH

— R R AL T X FIPR e R A AL BB ) R — MR AN R S 0 — 4 A 2
JSORT (4 58 B TR B A BR S8 AR ], TN R SR R Al o 2 AN S5 A JE
PR AHE,  WZAMASZ IR R 24 E T
3.8 5- TR M e

— PR AU, A TR G AR, BELT DNA S P 0 75 SRk R i e
& . T IRIRIT .

3.9 HEE

FoNE IS N AR I B2 5, 260nm KR IIMROEE (DNA R 4
B ATHRFER DNA BRI EE, AR AN DNAKEE (ng/ul) =OD2s0 X 50 X
MR £ 2o
3.10 EF

KRB GEEAF 7K SMESE T 400) R 2 7l e T 3 kS
PRI IRIRE S 2 FREAT 4458, IB IR AN ERET 73— (0 A4 32 A5 5 05 8 JE I SR EURE b 431 1)
HEAFIER.

311 ERH

S BAEY) T iR /NI RE AL, 2R B — A U — Bt DNA.
3.12 ZERHA

NRRBAER, R AR SRR A G SRR, BRI RS R, R
MICERAF I AR EE R R o A Th, ARSI A 3 4. Bk, B EYN


http://baike.baidu.com/view/545607.htm
http://baike.baidu.com/view/307185.htm

BRI RIR I, AL B AR Y, ARAT R FE MR i R R AL
3.13 EFHAAEYIFEY

FE— AT TR I AR 5 R o B e R AN BV 7 B At TS e Js2 A2 )
ALY DNA B RNA REPE. Hort DNA R FTAFREAMUR T R 2 &1
JPHIE S R AT A58, DNA [BUn A I R AIAE Nk . #5 DLEOR
LAl A A, B BRREUR L . RNA R EFREAMUR T RNA F51.
RNA KiE7KF. RNA HE 2 CAnBTEfigmt) . 7 RNA.

3.14 #HER Climit of detection, LOD)

BRAS f—Fho r0 AT Bt I R AR 7 &, X — AT R T RN AL R B AR
fA.

3.15 {2 IR AL K FAE=E (health insurance portability and accountability act,
HIPAA)

EEBUF 1996 FEMA . BEI7 MRS AT A TG F R E . ZIEREE T — RIEL
Aebrifl, RORAETHRI AR RS A 4h S A an ] DU SO R AR 1 L U i) RS2 AR
PR AT B TR E
3.16 WE&E¥E R M (polymerase chain reaction, PCR)

fAFK PCR AR, J&—FiAsh 184557 DNA H BUIHAR, B Z A AT DL KA A
KA EU LA DNA #5 DL 38 2 5 5 0= 2
3.17 R R SL I %

FEFENT I A RIS AR AT AL . AR e, . e .
MR ARV AR, I R B AR I A 56 I 55 1 S =
3.18 REKEF (sensitivity)

I8 2R G50 P A AR A o AR S 14 A 00 A8 £ T 45 PR R

3.19 ER R EIEH
SEI6 = N EEAT O 9 AL R R AR E R AR RS B
3.20 ERFAE N

FE R ETIN & 2 FKSLIE N E—F A, FF ARSI BEE RN s s 36 =
WEER . PP S S BRI RS, HRREEIIRAE .
3.21 i REIZER (DNA)



IRIRI —Ff, 2 RRIR 2 B I EAZ AL TR 500 (ANTPD MR 22 SRIZH IR
AL AL (S B DI BE . DNA —MURE 731, Gl A% 1 BRI T 6] (1) B 4E & - DNA
FEH) 4 MAZHRRAAE: R (A, SRR (G). Mafigming (T) MEME (G). A
FRAFTEP AR R DNA: K H G2k K124 DNA (gDNA) FlZkfifik DNA.

3.22 REHIAE (proficiency testing, PT)

ZABRA S S R 1K B S AT A (80 K58, KRR ENAE RS
2H ) HoAh SR 00 55 (R 5 IR Bl B (H BEAT L, IR RS RIS 42 SR s, A=A
Ji VAN o
3.23 AWknic® (biomarker)

BFEPRAT TS AR —FRRR I 2 )50 (n DNAL RNAL SEEA RS, AfH TR
TR PB4 8 24 ORI AE H AR N b B 22 e R R0
324 DB

TRIEIA B 5 A A DNA FL/NF A B AR IR I X 3k, AR IT K EEAE 1-6 bp 2
], HRVEEE BT S 046, T2 DNA FEAIR 4 3 Ak, sw—l, B4R
A7) b Y
3.25 M P EARFEM (microsatellite instability, MSI)

po =i BRSPS EASR A 0k i SR AR B VAT (S =2~ PN EZEW 12 ) = AP PSSR R DA 7R
2R B N T 32 G 5 A P S B DR I KN AR A, Y I O T R S FE PRI I R
3.26 Ltk

FECHPTEE A, SRRt r 25 R e B ShrARMRE (BEME mudk &
HIRE T o
32T M EER

AR AE T2V CT A L BGE N H W EERI AR Rk &, DI M
A H BRI RIE ZE 7 o 1% 07 VRIS F R AN R F ik Bt B ife 2 T
3.28 BIELHEF

WFFEALAR B[R] 22 A5 A ) 25 W) S MM Z2 RS, e 293 I 2 I B A
3.29 A BB (adverse drug reaction, ADR)

efR BTSRRI HEEN T HIK, SHAEKTR, JFaaH
H SRR v B T SO

HY
=
[



3.30 M I R

BRI AT (RIZGRBN 15D iWIRS. (g nia 15 4y
RO BB o
3.31 ZHE N A~

BTN IE RS B S AR IR FR, [RII H9R] LR 25 4037 HE m R s i
PRAES 1 R %
3.32 %I E R PCR

T R 2 e Gkl Bl e bR ic IR S EAREL 6 SR BRI BT PIREAT bR PR
SIS WA OSSR, S5 A A LR AT AT AR S OGAE S AT A b, SEEBI I DRIk U 7 S 1 AT
(B &R
3.33 O RAL AR (FISH)

— AL AR, R DL SRR AT KA E AL . SR IC AR IRE L 5
FA i FEAR AR (AR 28 58, T F T Ge ik b BE R 1) s (S A E o
3.34 32

PR CA_E 5431 EL A FRUT (0 A 2 435 W A0 ek IR T 38 L RO 2 1F S T R A A, 243 1
TG F AR H— A RIS T TR P SN R R I 2 b R < ) 1) A M T £t
AT BRAR AR S IR AL IR 74 2C
3.35 HfERZE (informed consent)

A A RRENGE E RS, 50T UG EE 55 A 53 BT R 6 97 e it Rl PRSI 350 H
A P e BLE AR .
3.36 24 M

AT B 245 B 0 AS S TR 2 8 B bR AR B
3.37 #EWIE (accuracy)

M E LR RAEIRZE SR ERNLSGS, RRNESERS HEN—S0RE.
3.38 IEHASE (trueness)

ToT5 2 R E G S A NP E S — A S B E R — B
3.39 BHEE (precision)

FEARTE— & M T HHMT 2 0NE R, BTl 4 R M &R, RnllEs R
R BEATL IR 22 K/NIIRR FE


http://baike.baidu.com/view/37.htm
http://zh.wikipedia.org/wiki/%E6%A0%B8%E9%85%B8
http://zh.wikipedia.org/wiki/%E7%86%92%E5%85%89
http://zh.wikipedia.org/wiki/%E9%9B%9C%E4%BA%A4%E6%8E%A2%E9%87%9D
http://zh.wikipedia.org/wiki/%E6%9F%93%E8%89%B2%E9%AB%94
http://zh.wikipedia.org/wiki/%E5%9F%BA%E5%9B%A0

3.40 ®pRME (specificity)

TEHITRILG Gems) B, 50k TR T A6 8 (i 1R 0 B8 S0 e St — sk
(=i
4. 2R 21 P B R R R 2 A AT SR B ARAIE

AR I A 5 56 512 30 25 1) 2% 11 5 T 1) 20 T2 i T0T I R 224 PR A A 3R A DR A%
12 5E 1tk 8 BRI HER P A OGREE AR ASTEAR I AT 0 AU DRARAS R R R . B M A A7 17 5 22
Ko PRAMEA LA RS EZIRIEM, FBUE BARIINE RAER .
4.1 RFEERTHES
D 4 TFECHmE K RIES%E

23 A AN 25 )1 FH AL m R R DU R A BT 75 S 5 AV B PR B, PR B N AL 5 A2
MG, LUREE A BT B AE IR IR R A o e R IE AR SRS I PR 75 5Kk & 2
R TEWIIUE o AN 25380 R T, RS S0 B N 5 5 1 PR B il ()Y 38
JIN 48 T R R A M E R 2B H , FEREE & BRI 25 s AW 2 IR
PR A I R = T ) S B I, B i PR AR T 245 70 FAS I B 75 5K DL I H H
Ko SEHGE AR L EARM TAERARE, o iiE R Tebs, WEF KGR R, &
IR WA, I I B B AT R BE A, g S0 ARG 36 HH A HEAT P
2) BERIEFIRN KAERR

B IER R B DRSS IERR IR R PR AR AT o WCERFR A A8 4% b R ] 2 3%
MG, @ NAREA . BRERARE. Eh5%. B A RTERAER R E et
e B By, SRR s BERIE R

PRASWCEE R S 0] S8 A A A 2 R R R I A i S, DA 3 83 A ), BRI
AR SRR 45 A B BTN E 0 B . & SEARTRE . T H T REAAE RN 2
For i 25 S AT B IS I R FH 25 2 bR AR RO O IR BRI £ 1m) CRAEW RelE 2 H T
FHATUE D KARTERSIE], ORAPSZA# A NBSARL CRARERITICR AT 88 o Xk
A O E 2 T2 W00 w2 SR LY, i A b R S SRR ARG 1 T A 2 Y
DR AN BB DL N R RTEE o 01 [F) R R R 7 JBAT s 5 Jan S5 HOEYE , 2 R
AT A I8 AL A5 TR AR
3) RRBEKEE5IENER

PRACR IR T S IR F G ., SR b2 0 HIE B iE AR H S E B .



RGN E . FrAgn s Zhed s Ml AR, KR, KR & TE]
WACKIE (AHZUEEAD . MRIRIRZERE (NS, RE . BRIz, Bomaaill. &
R N KR RBIELATR EREIMEAREEE. RS ENA
W RARYEAS B R R I H 1A B AT § A%, N AT S0 BRI 8
4.2 WRARE

I 53715 W S 6 B KT 35 P AN FH 245 53712 Wl AR A P SR S 4 6 00 225K
NLSOP. BRACKEE N BN G RGN . RAEERT I bR AR LSBT VLAY, HIRA
BRGNS TIRMELTE, IREIRAEICT . FIT 2504 AN 26 W 11 P o 222 R
[RIRRASE R AR IS 1] TCRR IR R o Bk I 00R B 22 iy 7 42 22 SRt TR L P 38 67 A ER 4
o BT ZH 21 Hh DNAF) S0 R 5 B2 W0 BT F IR AR B AT, (H T FRNAG BT IORR A 5 &
R, FdE S AR SRR T R AR B B 4% AR AR AR TR R b . — R RFE R
Girh ek, BT AR 35 AR, TSRO — IR, BB IES B TR
SEMRFH R IRRAS, SRFEIH L T2, LU S br A% o J5 AR W R 7 Jok it 7 4
LS BR A5 B

FH 25 AR A0 240 16 FE A0 5 SE DRI (O R AR 25 BT 2 B, (G A bm AR . 4143
FRAs GHrfdIZR . UKRAZE. A3 gl, FRlba4) DT B8, WIEKE.
FEARAE SR I, CAMA A 28 T 5 = AR F 7 )
1) £MmANEERRA

A AR AR AL BI85 A7 38 P SO I A RAR B R, W AR 4 2= (DNA
AL RNAD AT H ARAEAA AT E . B 2= T PCR, 4 Ml Bébs A — M H
EDTA sliMRR Ehftit . SKRE R 75 75 A 35 BT 28 EARAARAE B A AR AR AES1
JAFENK L 2~3 mL 3B T RIVE S, B RIMERRGUENTE S Bx DI IR 785 Pit, @ %
WL kil H 2400 RNA, 223 & RNA T AIRRAEE, BURFE /R 4
I B BEIMAS] RNA FEE R . RET MBEPRASNT, W] mJCE 4k N2y 50 pL
AL, MRYETHEAELAARA R B INbRA, TR AT ERED 4 0N TR
ARAER AN EEHE S B, A5 HA S e, A5 0B 785 TS RSN R4S T, 8
MBEZ A A E5 S, B I TEFIRREI R &, &R EEk.
2) HLE A

AR PR ZH 2R3 5 R 0 s it 4 e DR RS — SO, B 2H SR A IR R 6 23



RIS CUnA il iR AL 2 mRNA RiE . A& 2D BRI ek . ALK
WMEREATRES), FTREHLSDRARIATRN . THEHS A O EEHA. Sk H
21, A A SR AT A

a)

b)

B ZAMTER R SR RN T HLRA, — RS, TS dl 21264,
ERH KEAEBT AR SR R, 10 mg A4 AR H2EL DNA 5 RNA 10 pg. &
H 2 N KR KNP AR BFAG414Y (2125 mg); R 20 SR AR IR AT R 4141 L
B1>70% o ZEHHLSAR R L AU, BP0 A A0S 2 AT IR 40 %, 21G AT
WIR1F>100 NI, 19G AHETHEFKIRF>150 ANIAE, SO IR X 3192300 4
M, CT N SHI0EF 28043 R T IR452500 ANAHMT . 388 R0 A A o f e 440 e F
B FE 3] 200~400 Ao FEFELLAFLLT, BER [F R AR IO AR (K A LB AN A LA E
ST Canfi R AR S PRI o ZHZUEREURE Ji5 1 AL 2 5 ORAF L (AN A 5 2 00 o
ELRIEFER) .

A A2 HEFEF 1096 P g i FR VAR I S 2R A, e G A P A A SR
T 2 WL Bouin V& . FEEA S DNA B FERE S 3 /NeHE B R kA, BN
K, DNA #5458k ™5 . PR B/ N H 2R CaniE s 4l 23bR A [ 5E 6~12 /N,
BRHIAA (NP ARYIEFRA) [BE 6~48 /. FHIEERE 5E 14 b I ZUNE T
FIE RNA R, (H7ERA HADAR A AT BL ey, m 25 JE IR B 15 Ju il 7 S B
RNA F-FHEI, A5 RNA 751 K 55 17 <130 bpe  ZHEAUbRA Y] I RE4RE )V 38k
G s AR [F] (152 L35 G

HAY . AT DNA KRS, FARFAFRM 10 pm ERAEY) A 4~8 5K, T
RIS 35 K IER B R AR AR 10 pm JE V) F 8~10 T, FTE VI EINE F
RH D) RAE HE Jeth s, ZBLEEImRmss FOgE, LAl S &6 sl
A R iR 0 B B A 75 AR 0 (— MEEESR>50% ) SRBEALLILLBiI<10% , FHAEXT B
LR L SR, R e 2 2 B X AT AR . DN 0034 2 SR e e 4 ff 22 o
CHLRHIARIY 50%6 o SR HUHE il G AL RS X5 e, il 45 AN R R R ER V) v A AT
T

3) DERE i

e B 7% 20 v [F) B T DNAA AT RNA 737 & R Dl 37, B TRk A

R B B AR RS AR A 1, U M B BORG R AL /e A7 S B4R 20 247, AR 2R



KM E T IR LT, SO 200 # 2/ RS 3R . MRS HINT 4 8 11 2E
RHR N B RN 5, 55 BN EbRC . BN 21 KA A2, DL 4H iR
AR AL BR B AE T o W b At R ARy D i v A B ARV FH T RNA e
i B % A B 6 L ORAT A RNA B2 E A
4.3 Ir A izt 5 R A7
I RN G AR AIE I S RAF I SR AR BOR . bnAs— 2R 8, B PIZ B fe:
SO A o R SR 06 = N E AR AN I a5 ORAF 1 SOP . fEIZIE T RIS FrAiizis AN
DRAF ISR 25 5 T N ™ A% E FAAT
IBIE R T NP TR A A A AR AR K, IEE AR BRE . A
HIE P o BRAS N AR B R AR I IR A] LSS IR TA) L SO0y s ey A) L SEI6 s 2 WO A
AHGRIE o IBIEFAFARIEIR AR AL IR I VE UM E - DNA i NAEREE R 8
NI IRIE RIS S, BINFRRIRIZE . SRR Y RNA I, BEAE 10 70 8h A IRIA LG
FRhA R RIRIZIE; MABIEN A, NN A BT TUKF, 4 /N NIEE s
=y WERARASTEIN T RNA F2sg ), WA s=iRIS g sl ay « b i EE BIZIE N AT &
W2 A TR o bRAIE N 51 N4 A TE T b A SR I AN R A i 1 42 4 AL R e ) 8
il
D #ARzhPRERRNEIER
a) R ML BURRAS (14 R ML I FH A U i s W JBe s 8 i, AR b AN I8 T R R i
EE MR AR IS Ry R T AR I HAS S R R R, R R T B AR
B RHETE .
b)  ARAIE AN it A7 R B RE YR A A B B R RE T B IR B AR
) IEFEWEERIBRIE AT, FEACE M N PR R I S g a PR S R ORAE I, B
R FEAS I S 1 DU EAT B RER B o FEASZER AR R B T A0 I 8] P 3R TR A S0 =
d) ARSI BARA KR AT RE TPl fE 510 2 R R0k B, & B R IA I
i 5 S E o
2) ERAAAEWMARFEEEHR
W (AR 22 I o R ARALE SR R )
4.4 WAKEESRE
D AR, #5250 G PR 7112 W S0 5 N 7™ RS b A 6 HAc ] JEE AT



AERRAINCHIE, I 2 L NBIhRA . ARA KU A ARG 7 Hi S A 35 H
HEREMEER. FRIRREERE: Wi RA LEINE T BiE pArEnH 25 5k
Fros—38 FigREs . Bl M2k S 5SRARins et —38: 26%5E 7 aE
IR A s AL SEHR A RAR SO 2 [ B 18] (I RG CEESRORAE 1 R BAD s R AT bR AR f) AN
SRR, MLBBRAS AU G R ML R 5% AT B OV ML, ERER TR bR
RN AHERE TR CGIFED, FEARB KRB, FARRGHEGER, F
RUIGRH LN AR T M) A HE Gett,  HHAa 456 10 s 38 B MDA kI 40 B 1 00 2 15 3
ARG T2 A IEK Y DNA BEAR, ZORMAPINT 20 v, OD 260/280 Jy 1.6~1.8
Z 8], WERT 50 ng/ v L, BRAEREHIKE Bk &M KT 50 kbe ECEARZE . W25 ANE
BT SRIMERR. CIFan. Ekm R 1 FIFEAR . JEIRChR A B J i 5 36 46 B A7 B
R, BOREFRHSEIIESE . GNEZH G AR AR I R — A ME— AR RS . FEA
S SEATIERE NRISORE N A4 I o AR ARG s AN RESLRIRS I, 06 20 4% SR 3k
1T S I RAF -

2) ARG IC RN FEAZWUGILEN S ICEARTEARE S, Wb H IR 1a], Jf
RYPEAGRFNERE (RER GRARSR, f58mB e KA AR5 M —
G5 o

3) PRATIALBE: I IRAGHR A BIIA LI 2 J5 T b AT AL EE, W ORA7 T D4R i I
TFR AT K 27 LK AR B MR SN B OB, ISR IR e, $RIR
FEIREE DR EMEA LM E S Rl sy, — TR e s, F 4L
WL 70% 1Y) CEEARIE e, PBS whie/a, J7 il T N —ANF B R AL . Rk e A
Wt 0, 3 20 L AT R RS D AT T REA TR PR B, F DR P 1 o RO MLV 7

4) FBUGHRARHIRAT W A = 28 I o 2 CRAUE R R ) o
5. ZiWARBIEEAI 2 Y1 I BE R BRI 43-H R B ARAE

25 AR TR 245 47 A TSR st 58 DRI I 0 2005 T [ S s e, 30 R R 9 1 1
AT T 0 200 388 3 A B A P PR BT A 6 SI 300 25 58 B 40 BT v B S A o 1 P 2%
LG SIS WTTIEDR  RIURE T R R A KB DR A IR 4ed 5
s NGBS PEARHIHESR (WZIRAEAEE ) PATAIN: US4 SR B mT St . s
gy 5 W 52 R P RSB ERE T (SOP) 12 = [7) J5 ¥ B S = 1] L X
5.1 LI EIHER

10



JEU_F A% I (AR A I B AR TETR R ) (M EESRIEAT . VA2 AR B A 2459
1 FHER SRR RZ D BR 2 — IPCR,  BEARIUESE R AT SEMERIMERA I, o EE M2
B 5 g7 o RRISEEG 5 N AL B ITHLRA G PR R4 30 S 06 22 A ) BRI T R E,
FEHE BRI S S, B PCR= TS G
5.2 Rl

LA AR TR 22747 A TSR st 5 DRG0 2 — PO 0 55 A T R R A 0 795 Y B
5.2.1 BRRIUTIE

DNA HEHUH By - S A SR BOE R L BT 5 0] o -G VE ST A5 30 DNA B o
Bysk SRS, TS 4200 PCR . #hATik SR AT R A7 76 8 (1 5 & SLAh 4% 1)
Wax, DNA BIZEEAF R A . DNA SRIBUERIEZORAEA Y 2 2 N 1T . DNA —RIE
fil(E pH N 7.2 B TE (Tris-EDTA) ¥R, /b HFEAE . H% DNA fEF2EUS JLR
NHT PCR, L n] XS AKHEAT I il . $2HH ) DNA 223k OD 260/280 4T~ 1.6~1.8 2
[H], WEEKT 50 ng/uL.

DNA X Fe5E, 7EJC DNA BERIIESL T, H iR M 44 DNA 7E TE Sl -l i
26 JH, 2~8°C UKFE AT TE 20 148 . JyBE{ DNA BERTEPEAHH Or DNA K 5884,
A4k ¥ DNA FRA K IRAERITE 0 °C LUR IERSE b . B 10K DNA IR LR A7 T--70°C 5L
AR ERSE . DNA RRCEEN f2 %85 . Bk B RHE h GIRRIRE R I 3RS TE AT
PRI PG ST DNA, JUHR 1L B TR I s, R ZME45 4 DNA 1)
e JJTE SR, DNA Bl T ORAFE 57 0T 7] i 5 G WA R RIS B R R AL 3 11 SR R s 4
kg .

RNAFHE A 70 F RIS & M- A 05 3 0%, ZESRIEHUS IRNA OD 260/28041 T
1.8~2.1 8], ERfEkE ek 28S:185=>2, [NIRNAIRZ 59 MM, Akt IRNARIFITIEAE
oK 2. BE 170 °CE HARIRE N AR-7E. RNAFBMEEAE K Bk HHMEBRR — 28
(DEPC) Kif | RNAMG I EEEVE h, BRE R T8 . REMRNAGM T Wik (pH
7.1~7.5) . AL IRNATE B KU BlUG 3/ YRR E , (HR R Al S804
5.2.2 LA R 25 ) 1 P B 5 R A B AR AL 7 1

FH T SRS I 1) 77 V5 L FEPCR- L3N 735 . PCR-EEBEIRINTE . b ®PCRI%
PCR-E: KIS i, PCR-HIK T PCR- 7 HF i il M 2is . S5O R RS 7 M PCRYZ:
PCR-PRI M B 2 A MET7E AL AR (ISHD) B2 Rk, SR 7 i) R B A1 f
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R
1) PCR-EB:I P

WFK PCR-Sanger Ml F7, %712 T XU EAZEZ IR (dANTP) Rim#& bk, R
FARRAE R — [ 8 ST AR e, BEALIE R —ReE AL 4 ik, BT B NIRRT
THOthmd, B4 T LA Ty C G &5 s B PUZHAH 25 — ANl B AN [F] K FE 1) R 81 A%
R Fv By RIS HPK A B B B S SR A R 1O BRER P 51 . Sanger AT 2
DNA JZ 5 M I 8 777% . - TZ 077 B2 DNA 751, Rt A 2 2 A 4y
R hR it o

PCR-Sanger Il -y (e i #2 245 PCR ¥ 1641 PCR F=pdlifh. M+ i Il
FPAIZE R M DA 2 EOP IR 4 M 75 B B I ORI B B ot o 107V R T e 1
R, A0SR R, AR AR A . FEA R REUEAS, TUHEE
BEAT MR 2 AR AN M SR AR KT I I, 24 2 2L P AR L R 8 A LU T 2096 1, 7T e LR BIAE
FAPESE SR, SHAFIA S G RFIREER, A58 & BAES 2, UM, S
HEAR,
2) PCR-AEBEERINI P2

KITEAE B 4 FhBEE AL I [F]— SONAR Z A R BRZIBAL 22 RO OB o S5 R BT — 2%
EVESRCHI TSI, 4915 RaEE DNA GBK )5, 7£ DNA R&F. ATP filg
TR 2 ERER = BERR IR XU RS 4 FREGO DM RIER R, K514 B8 —A> dNTP 1)
AL — R IE 5 PREBUB BT R , 38 1A I 5 b R R ORI 588 %, T8 B S i DNA
A E B BT R R AR A FARTN) . ARy R SRR ) 2R AR
I P 3R R B P o 42 i LR 2R . I e AN AR o PCRASCRIAE R IR I PP AN o Ayt i FH 4 A0
BBt 235 3R 5 7 PP X 43 BH A o 42 it R B R 32R) B A8 R S 7 ok DR s G BB PR v R A

IR B A Rl R AR, A4 i SR AR A R Ak S5 T SEIRE S A
S ARUMERR TS, R, SRIRWT RN, ARBUHTIROR B R . E R X
WAACERARERER, A5 K A RBUEABR, 0 fieg 20 23 b (1 = FE R 4t g 5%
AR (<3%) Ao MPUERIATE: WP RN 10 28, ARextK BT 4047
3) SERFPIL PCR ¥

AR A B B AR, SR 520 PCR ET] 20 NAREHE M AEAREE PRl , A& I H
SELFBRE A AS MARET (Tagman FIArFAE4R) SKRARRY =3, 5 & FI 2%
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SRR EAFIR BT 1 5 R AR R = N . Tagman $RENEFIRTZRE T 5 uni% iz
BEVE TE RS, HAE RIS R 4 S AL TREE, I WA S B R 57 1
WEE, WS PCR 5190 PR SRIRET AT 43 5ol b5 SR AR R AN A RUABEAR EL b, G199 3 43 ) 2
JH B it i RN K BE A B S BT AR, PR ARARET IR S B B e YR A — . 7ERE
4T SNP KrUET, PCR 1Y iR JOd F2 S BRE SRR IR 456, U 51 DA R PR E A
i, DNA R&EEN 5 u SMIBG VR PREN 1) 5 it 25 2 WERET BUIBR, iz 5K
FE[ AR, AR TS AR PRI, T O RS TH AR DR F e BE T AN 22 R
AN F RS B R BT B T AR G GRS R, BRIt R 265 S AN R, mradsd x50
EREAINE malll PRIl TE e % Nt~ P Eite

S PCR VERBUE M, /AU, BRAEMEIRGE, FTRERAES S KL, 5T
HES A . (R ol A, R RARE S, MR R AR SRR RO,
RERN, BARE ATNEREE T DB A RFEARRITH 8. Hij CFDA &t
i CYP2C9. VKORC1 %52 il ik P 22 A5 A 1Y) PCR-2GA 7 &
4) PCR-ZEHT ik

T LR TE SRR R B R PREL, K Foa I HE B & e TSR b, SR
K iE f DNA LT PCR 43 SOBARIC S RET, SRl 35 8 0 4258, st 5%
FEATI R Goxt i i B SaAE S AT RN AN S B, AT SR AR A A A R R L5 R
RS R o RO B AR 6 PCR MRy 1. JRac. SR HfiMas Rotr. &M
T DNA FE[F 53 BB Jg T8 PEATIN,  REUEN 50 ng/uL. FERLE R g o b i 75 50 B B
SXof R H P J5 42 it o S P 0 R8s 0 37 g I 2t DR R R T 3 AT SR AR A . 2
IIRARAE PRIV 5], Ze A8 A A 55 L TE @G 26 1 R REAT, PCR IR BRI E A1 S
R RR G ORAE, O IIRE Iy R A AR B A SOSL X, BN BRI H . SR H L0,
PABGAZ X5 5% . He - Z0 U2 AT A0 2 A0 SNP AL ATl . JR1E CFDA &t
2 P T 25 AR Bl AN 2450/ FHE s BE DR a0 ALDH2. CYP2C9. CY2C19. CYP2D6.
ADR1. ACE. VKORCL 2 2 1A i ity 225 RS 1y ik 4
5) PCR-EL¥KAHT

TSR R AT B0 H B R A Beadb AT PCR 973, i Bl bl e I FR K BB
A FIK AT, ARYE PCR P R/ B R 2 A AL RUEAT R A B . iz g T
PEAI, B R T QA 2 VAL TR, ASREIRAIR A2 M. BRIERE Fvk

5
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E T B K A N BRR 2 A MEEAT AN, W1 ACE FRABRKRZAEE: BAE
VKIEIE T B A N Bk 2 A UGT1A1*28 & MEAIM P EAFEZME (MSD
AR . PCR 3ot R o 75 4 7 BH PR 48 it R R P o4 i, FELVK 23 BT IS 5 (RIS FH 23 1 b ic
VAT BO/INBIFIWT o 24 53T BRI e B TG 2% it B HH R S5 R 2kl I, AT BB R A
DRGSR LI S R E YR AN Bl R PR ) S e B8 R R o 1277 92 (PR A
AAK, TEFESLI AT AITF s SR &S DNA HN /R 2 48 Ve sl & B R kAT
SEPEDSE, ANREFH T SNP R .

6) PCR-I 3 RIAMRRIZE (HRM) ¥

7B PCR N e 1 26 0 BT EAT B R 43 A1 . PCR 9 1 R 435 A it 2 L ok
THY WP H, JFF i — AT 1 7 7 A4 ] S B0 DNA MR EEIRFE K EE . HRM
VI FH SR 5 . PCR S Mk b4 i B2 A Ak, s i 38 1 H 0 1y Boh 2 75
FAERAE, MM THRESE. HRM 7388 LC Green S AN G IR, 1KY RHE
YA PN PCR S BETCHIIVE ], BRI AT DAk BEAE A, AT 4= 545 & DNA XU JiE
ZER IR/ . TEXUEE DNA IR MEE AR R 6y T I HE,  FAe R A5 2R IR R
TH, BRIk, et A ) AR A T USRI B A (Y 2 e R AR DT R AT B A
7T T

SOTEBRAERE . DU, Gl R, ARG, 45 RUE, AR T SR R,
FEJEAT ARSI B P AR 15 8 i 2 1 52 R B AUAR FE IR s 1K 20T R IR 2 . AReF
o 5 DA 2 oI HH D PR A AR S s |l T B AN B2 9748 5 300 DNA A B IRV AR A 3 /DN,
T VEX AR 1) R BUE AN H A B R
7) ST EEE R PCR (Allele-specific PCR, AS-PCR)

NP EHATRAE 245 PCR (Amplification Refractory Mutation System PCR,
ARMS-PCR). ZFARMIFEAFEL: BT Tag DNA RAEEEH=Z 322 55k 0 4D BEE
3 U C I 2 5 S5 A AR FE AR, IS B — B RN, Sl g 4 ik,
TFAFRr S K PCR #8574, MM~ DNA A 5514 3 s Biixt i0mse, &
ZWH . Fik, AS-PCR 8 5 B % S A 3 AR R 1R 5 | A — Sk SR B i il 510,
AR M S ITE 30 S B TC, (R A BER P 41 e A — . R 51 3
BRR 52 O, PCR 39 4 T LLIEAT . PCR 724 Wl 3t 3 ik J2 FEL Wk 3k 4720 BT AN 32 BRI R g
FWTo %I S SER O E B PCR S5 AR IEAT IR 43 2 o % 07vE T DA T

14



HANALN SNP, HAR B R =y, K5 G G 500 e 2HL 23 rh fr A 4 i R A 1EAT RS U
e 25 R PH 1 2R 5 1
8) PCR-R#IM: B B LB VA

BRIV B 2 A7 (RFLP) & —Fp it TR VI I M 7 i, e d i T2
R R 7152 —, BRI 2 R o 127 925 25 B3 1 5 e PR o 4 Py 1 il T ARy
SR SR E P AU DNA, JEX AT BT UN (R . BR ) 1 Py D) e o 1R )
XUEE DNA [E—H5E 741, IFERT A B 80 M XUE DNA YIWT, iR 5
[¥] DNA 7 Bto BT BRI A DIBER 7 50 0 P2 ase b, —NIREE AR A RT DL B0 1)
TR 25 o FIFIX—HEME, 254550 RN SNP A7 S8 S — PR 9 Ui R 7 A5 L
F 2> FBOLHE AR H A ) — RSO SR R A NS E . BRI, A BRI R D) R AL
I SNP JEAT or BB, 0] LAS AL 5 % A7 21K PCR 7475 48 S (4 BR i 1 P9 D) g R 47 iR,
Bo MEVILLS I BAT sk, IFARIEEED) ™1 b B RN R AT HE R 43 Y o 27 VEA
T EATATIREL, TR BRI AR, BRI, SERI RE MR, FIERAEMESR. (1
PSR E, FEREERE, KESMN THERELR, FHHIER T SNP /1.
9) FALZAL (ISH) ¥

ISH 7 DL Rl NARKR A, ELHEAH RS 56 77 ) 4% I A B 2 R 24 Am AR (R /R T Ak
[F e A AL VEAEERR, SRAT H B9 DNA REF 5 ZEEAREEAT 2 T 2258, ARl AH 5%
RO R o ISH BEARIZ IBEREM AR IC 28T, W] 43 S T 5 4 52 AN SR A
A8 (FISHD. ISH A8 i # b 1L e B A iz, O 7R AT AR I 4R L . FL AR D7
AR, R3S (SHD Fara). (EZ) ARG RIEE RO R, ISH VAR EH
TIN5 2 AT R R R S 2 e

R 1. 2R EEE N 29 S S 2 A SR PRsR i B 38 F P LR AR

Ik = B R &
AS-PCR REEEm, ETX @A XFNFEA L ARRAZ L] H
i 988 2H 21 5 AR AR 20 0 AR HEAT A«
bE 451 2K 11 4 4
PG A AT R I o
SR 5% PCR R, BRERE R VIR VAN = 7N 77N
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BRI P

HRM

Sanger Y& P

PCR-RFLP

FE PR v

[ A

(ISH)

LIE 28 2k
o
R, E R
PN REGPN
Vi I 5% A2 AR K
RAZ . SEALHE R
BT T
= W AR
AR, RBUE
. HEBRE, B
(ISEEZSRN

HESRAUTF, 4
R EhniE, IR
IEARFIRAL o

TG % R 1A H
W&, MRAEL,
S AR L, AT
(R T

=

HE

£ 20 % D A Xt
3 N 1 5 R AT
Al

-/ NG s
o

CETUIE T
o IR
B

HEAR, AR
N A N
20% ] SNP.,

R AR, AR
it SRR EIAX
B

A, EEAR,
I TRl

BEATREIN, AT AT mRNA
RistI .
EETRAEA. RAL
Bl T 5% 1 & Fp A
SNP il FH AL AL 1
B 5E -

SRR SR R i
T & AT SNP 73 BUHF
7. FTHT R AL
s RIS o

R SNP AR, RANR
AR PR 7 25 DL S B0 HeAth 7y
R ZER

I8 e 2 s K 51 A
R I LI = T /I
PN o ity iRl 8

& T B A A RE )
S 56 =00 20 ] € Ar
Ry KEEAFR A AT R
3 o0 3k A7 1 i 2K
H AT

5.2.3 ZpAEEE A2 A BE MR AT I B 2R RY

BRI AR PE (PharmGKB) AR T H st AR FEK A A FH 247 25k RS 35T H 43
N A, FFAONHF 1 RWH CEFE LA M 1B 20 2 In KRR B fsbrd, 1 4
9 101 H 3E T PR F A UE 4 fe /0 . LA I E Sy [ B SR I PR 388 A 24 3 2 S it Bk B

16



(Clinical Pharmacogenetics Implementation consortium, CPIC). i\ 7] CPIC 43 H4H
FARE M e DAACSE [ [ 5K AR 8 e 25 1 5k DR 41 27 BE 7T I 4% - (Pharmagenomics
Research Network, PGRND WA [R] (T H , 3X 2301 H 18 % 242 KL FE LA B Il AR 56 (RCT)
XFIH B SGHEAT TR 1B 0 H A WD) I ARIESE S s AR SR, HAX R AR St 4
BHA — EREARE B FUATIESE, HIETHEE— D BIGARIESE . ARSI H Brid & 2k
PRI 2 24 S L A R AL AN 2 707 (DNA B0 RNA) BN, AMAAk T 24573
TIN5 H ELAE 25 A G S e 18 AR DR A% 22 AR | 20 B RT3 A AR
AT | JFC At J PRI AR S A R 24 ) FH A R Rl mRNA ISkl DU AR (B ).
53U BB EMEA . L 5R5F

JE I _E AR MR SR BT B ORAEFE 7 ) Y ERIEAT . 29l A 2591 H
R DRSS B A RS g AR, SIS W 25 A T SR B 1R A U P 5 15 1t
W A Z AT AR TR R 4E 4 RASAETHRY, B AR & M 4Ed A ], AR B 0w
Y HISOP. X TRt SR As, ROAKIEIRE THEVEME, vt e v E i
TS, FFORAFIFARIAE S o IR GE S UK AR 55 B8 B AR B30 T HEAT Wl o X 2%
P AR EE RIS AR, U OGEREDGH RS, &S O NIZ IS T TS
L EBATAE e MR TR G, NH S AR AR DR IRIC 3R o Ingedr o A 30 ),
JOL R ISPIC AR A B ) R AL %, SRR AR N RS 44
5.4\ &R

JE A2l MR SR I ot B ORIE SR P ) B ERIEAT . 29l A 25701
B R RS 3 20 SRR C ) AR, X SegmAE . SR i A i S b B #R
TEN R EA — 2 ML BOR FRA NI 256 74 BE SRS A5 € 7T S RIA I 25 2R . s N a5 i)l
SE R PRSI R B ) oGk . N BRI NNERES . PEBEE RSN ER . @it i5l, ik

AR AEY A BE T, T BRI BR% h FR H N S A R AR 0 S e DR IR S DLREAT VEERA IC %
BEATEAE AT SIS AR N RAERS G F i ifiA S CEs2d sl B 1
FHRSOP. b & WX Sty = TARE N Sy 34T AEHRE D B i A SR RE 0 B 5 1%, € T
JE BRI M IR B X AR T A e A 3 A A X AR THAE MR R 27
A 5 1 F M SEATUAE 2L ST 2 B & A B AR BE I

5.5 A4 2 K1k FE IR IE
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JE_E A% MR A A T B ORIESR R ) AOZERAEAT o e PR 56 S 56 % N
ARAME WA S B R 4 0 & i B B R (CFDAY bRl & B X AR TR
BB A A S AL PR E « B A AR HERRAE AR (SOP) 1 A L iatit
(LDT) o P kG AR da diAT h B VA o SO0 i ) S PR R Lk A AR S s AR 3 15 B 8t
TSR PEAR T 25 A A S0 = NOZAE LR RERE NG A2 ] ZOMUE IHERIIE . FE L
AN E RS U E A S % X0 o S286 508 MAZ RN R g L VERERNYE, BHRE
Pey WERARE . AR e (BT « AR VE R A AL R, JF
MRYEPEREMVE A E RS RIRIEAFIERE Y, DREFVERERFALEE S . RCHEAN S R P A G
ENAJIC o 7N R 6 A6 o A AE A BEAT S A

AR 2 73 TSI A7 2 AN E B A o s PEASIN (K RE B8 UE SR br 2 BRI
HEVEGE . HEREE CRARRARNEE D R e E . R IREE, Al 2255 E
IRSES EhrtEtb e (CLSD HIEPI2—A2SCHFHEAT o 78 BRI I 44 Z 1k RESGAIE A 45
PRE AR . R A ATIREEE . R, ZHXE. REUE. Rt

\
=t

HERA VAN RN 73, — MO R SARMEY) AT LU, 58 A A PP A T X
CIBRAE IR AED BT e PEAIN A B BRPES D BEAT 204, RIS R 5 2
PRUEMELREAT ELBG 5 RV RN A PRSI A ShatE il (S35 75750 XHF-—dit
RFERRREAT 00T, PRI REAS R VEAS B I S5 RAEAT X L7 o A P R 4 R A I 26 1
T, FAFHIALIN E LS R IE] B — SRR, SR NE RBEHRZE R — R R, W beE
ZEAI, ARUEZE NG T BT o 52 A (RS 5 A B — A B BRI R AR LE 22 1R
R b, 2R REAS B AT E R A S BB SE R . 25 AR 25 W1 B iR R R A A
TR ZRBEAT HERA SR« RS a5 S5 RE S8 UE IR P (58 FH 1) 25 25 W0 o g 45 b A AR B A= 7R J o
BRARGH IR o

LML T AT B M QORI RORE dh, BRI EE I RE R AT R REIA, IR
PE AR DR 7 R TR B 5 3820 1 B A UG VIR B 22 B2 A AR 2 o T dik i Y T 2
RE U5 A0 T I PS8 A R AR AT SR A N 45 2R, SR = Wil I “ 2 fR 7 HEAT ] SRS, JHEAE
IS FHSANANRIAR B KT (R i EAT B80T

LoD $i5 W ARG 1A Z A HE D SRARARE TR P58, SRR i /I I AR P58 A TG PR o 3
ANGGUELODIY , T [RI AL BiE =S IR o A BR — Rt K iR S e
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SEIG 25 LD TR SR 52 7775 ) LoD .

I S SR SRR S ME AR E o RSB SYAFE S B AR RE.
0555 AR v T e SR T Y BEAE AR T i FAE N W D T, 0 i A 0 W g A v 1
I AR A0 18 6 T8 AL 96 2 ks S PR A2 W RS . H AT A # Im RIG T TR B 254))
B I MRNARIE Kk (WIERCCLAIRRML) 1B A48 T H 25k, SR B #l
XF 15 M AEMRNAZLIE 7K i FHE € AR A . 70 T2 I Se e =5 w2 1) 52 1% T
VERFAE 2R Creceiver operating characteristic, ROC) Hi@iZ Wi e, 5314 1E KUK SE
ARE 7 . ROCHNZa /e b EEIT, HHAT AR BRI ARG 6 P vRE 18 2 el bk
i 3 5 7 4 R K1) A 7 7 ) i A B S SRS i S AT 1R

LOT bR R VEREVPAL AL AR FE il (2R S8R M S o7k, PPN TRER. HEH
JE. B SREE T AV R FE L A R U S e 2% XA slcut-off
(R RVEREVPAG 25 5 o BAR T S 25 [H R Tt (AMARLE AN LD T I BTG .
6. 25 VA B AT 25 W0 E R 8 U B R B 234 /5 R B AR UE

JE I A28 MR SR BT B CRAUEFE 7 ) W EERIEAT . 20 B ORIE BT A
R AR R RE RS & A EREAR I IR A AT AL B
6.1 MR MERERRE KK

1 KR E R NE RER

R e o OB 55 18, S AR AT BETRE S B SCHITE L T 2 DB R 45 5, DA ORI PR
BRAERR MR, G RERF R MNP ENEER, MEMBSHINE: BT
UGB SREG S A4 0% . TUH PR ARG 5 Bk AD . ISR B f2 (B0 Bl= 40k, B E
Bk MRS R FRASKRTY ., ArACRE SR E] L AR BEAR LR . RIS
e B R RO E] L AR A AL R L A A R B A R AR A £ SR B A
KB, SRR HZTTZEN. WK RR . DERZSECER. AR, FizA
IR AT RS HIAR I, Rl B I R A5 S o Rl 25 SRR DA B 2 132
H. 5 B B ITAD 3 PRAR A R ATy, i 7 5L R I A v A R 2k PRl iy 42 AN - 8.
Do T ARSI SR W 2328 X (] AR 7532 0 2 e il s Y e s s MG P B e S R TR A
BRY WAL MEREARRENEE (K. T, &) FEREE T,

2) KGRI

AR 245 P 5 R 20 A b S s M A P 2 - B AR A 2R A . — 2 AR S A
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st (s S 2550 &, DA INZG e 28, b 29 RISOBII R 2 s 2 iR A
I AT S I ZG (PSS, JE G I FH B0t R e 2k PR 2R AR TE R0l vl e 7 26 7™ EL 25 ) A
RSN 254 . 2980750 B 1 R AR AT T AR T BE AL B PR ST RO £ 2R s X H Rk Z Rl
Xt B PRI U RO B A% A8 S, PR Sk DR AR X 25 ) 24 A0 77 5 i 28 T AR S0 1 R/ 55
G5 23— N2 SN 52 22 A5 A ik DR 55 P85 PR GR (AU AR EL AR FRE I I, mIAR
A8 FE] P R B KA PR B 3 3 1« AN TR D B R LA R R Y P 25 I R B
R FH 24 70 o 5 DL 285 AU IR 245470 £ P BB e e RT3 £ 28 S e 0 28 R0 W PR FH 243 4
B ERWE 2.
R 2. ARG AN 250 A s R A I I H S L 24546 5

K5 R#iES
ALDH2*2 2 25 PHEAG #5117 ALDH2*2 55 B D] (10 S0 5 38 S mT g e FH
b 22, G ER H S R B RTC AL
CYP2C9*3 £ A A&l ¥ CYP2C9 I VKORC1 H:PHZUAR N ARSI S5

NI FEHIGE 25708 b 55 CYP2C9*3 A
FEAA AT 1 25570 65 38 N CYP2C9*3 251
S DAL 14 fr I B s VD TH R Y 247

CYP2C19*2 Fi1*3 & Al T PM 5 PR RS A A SRk A R )RR, e H F A AN
£: CYP2C19 AR T I /N 245 W0 5 A6 i 5 56« PM
e FR] 2R G K 5 bR 110 7 2 71 e A1 2 7
50 %6 25 W I I 24534 B . P ik PR A 6 38 g AR 3
JREWE IS 75 5 HH LR I SR, S OE 2 7

CYP2D6*10 £ A5 A Il 5447 CYP2D6*10 45 7 5 IR () K8 54 35 (097 2K
e BT K B A R 9 B B I 5 9 R 24 70
25% .

CYP3A5*3 £ A ML /> CYP3AS*3/*3 i[RI 7Y £ 25 At v B2 =] 1 FH 24 771

&, DR RERNR RN, AJ¥ CYP3A5*3 HL[k 7Y
RN At S 7 52 5] L 4R 77 &

CYP4AF2*3 22 25146 [RA% CYP4F2*3 4li& TR A B ERLIMN L EFELT R
Ky (BBWEIR. AEELR) MWHEGHIE.
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DPYD*2A 25 {37 & K] 45l

77 DPYD*2A 54 FL[A () 2 MW AE FH 5-FU. <55tk
A NG, B 250, PLEE R R N .

18754 NATL/NAT2 J K AL

NAT1 Al NAT2 12 A HY L K FY B3 e B 45 T A
fa ML ER R, SIRERMER, NElEER.

SLCO1B1 521T>C £ A

#5717 521C S ik PR 8 R AT S o fth 7 A0 98 57 Al At
1T, VB R AENUR N, BARRIRYE FDA HETf
FlER (ML 2).

TPMT £ &5

PRARAR R e PEBRE R AL 5 MP R 2570 &, & Tild
AT R 30~70% , 45 > RARSF (7
DRFR) AN FH 24700 B o B 245770 &) 1/10, 801 ) 3
K& T HNFENZY, B AR5, Lo %™
A B 3 I AR GE R T SN 5 TPMT I VAN = 5
R EE MP IRIT I RETCRL. 1577 TPMT RAZZE
r 5 DAL 1) L B DO R AS A, DLIEE 465
EH R

UGT1AL Z &M

UGT1A1*28 (6/7) Al (7/7) PRI AL &
JRET R 38 F AR S AR AT 7 28 DARE B 5 ke ™
75 #51 UGT1AL*6 S JE IR [ SR 4 g rh ki 4 i
PRl 0 A RS B, R TR A

ACE I/D &1k

DD F: PR 74 1 sy I P 8 3 S 130328 P AR = R EAT P T
077 DD HE AR i I A 0 22 0 s KA ET 7K 3
FE 8 PR (4 £ 5 S LA P RIS RV s 11 2]
T 56 5 o P 0 A R B R AR T I N R

B LI RE

ADRB1 £ Z& A5

GIy389 1AL i . A HL S T S AR I
S Y Y N 25

APOE £ &4

SRy E2/E2 (1 iy I HERE R 2 1303k P A AR A 7T
69T, AR BT 2L

ANKK1 rs1800497 £ &AM

#5417 rs1800497A F5 7 JE PR A B L A o5 —AXHTRG Aol
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RGN AR ANREAS RSO (05 A ST I, R

HECIE L EE K (AMMR) £

o

# dMMR #H 82 A 5-FU LS 7 % .

G6PD & [K £ 2 PEAa

ooty RAZSEAL HL K 1) GOPD ik = & AR F Sl L 20K
XA AT L o

HLA-B 437 55 &5 A7 38 DRI AG

il HLA-B*1502 45y J PA 2518 - 15 75 7 I R %
7&, #5i HLA-B*5801 45 fir K=K & 5 F il e g, LA
52 SISITEN; #54 HLA-B*5701 254 5 [K 5 1H ]
BT -R S, DAsliE s .

IFNL3 Z &M

Rs12979860T &5 FE R #1758 4 —E T % a-2a.
RO TEETIER o-2b FIF EFHMHIESTT HCV YL HTT
WZE .
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TOP2A B[R 7 GERY 1 a it
[RIR 2 ) A6
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VORI 77 %
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EAT-1639A S5 A0 3k PA] (1 A4 B i 2D R AR FR T 24571
&, AR ATIRYE S AT R T 5 2 E SRR
s

ERCC1 mRNA Fikm

1 ERCC1 mRNA K321k B AE /)N 4 i i e 26 22 1%k FH
PLEAZE N ST T & .

RRM1 mRNA kA6

i RRM1 mRNA IR 1 B 18 5 e Atz v 3=
VAR

3) MMERFMEWES KK

AU 38 LA 3 7 B 2k DA 7 i R 4 AU 2 AR i AT
Sk DA I 445 SRR 75 75 2T AT RN RE , AR DR 3015 S R s B AR KN IR
(SEINS= Pt S0 R IR S S=priX Rl ey 230w TR EE LG R Py Rl PUR SHIDE SRV G K 2 e 2R D
AER, SRR W% N EE BRI R TAEA G Al sei = 5T A
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A AT N AURIIIG PR S 56 28 FATRAUN B A% A IR 4R 5 1 o &= 4 3

S B A R 48 35 T DA 5 B sl A 0 S 36 = A B L R G R B
SEAS AR 5 B H RIS R B o ARG I 25 SRR S R ORI RN BT, B R A TRA I
25 AR IS 18], 55 I (8] 2 48 N2 IR A, Bk I 45 SRR TS I (8] o 1) 5
A0 25 L RUR I B A B B, 0 v RS N BB 15 R AR B0 25000 s A 380 d 15 e
BUERR G S R RN AR REG, HREN BT ENSG Fra AR & AR 46 1 55 8 24
RS ORAE, SEE0 %15 B R G 22 /0 8 VI3 HARAEAE A A 7, DM H SR
— e g A B RS PN 5 SR A ORAT I AF 5 3 Y B RN 2 2 ) 5 B VA R SR
JRAEAE B 2D RAF AR ERIRES RS I TR B & 5 . R4 R A i)
WH AR B A ARG T I E A H T A

AR 5 RS SRS 25 B TR IR Geih, AR, e IR R
4) W JE B RS

MBI 53 T2 S 06 % G £ AH DG B« HUPS E K DAR T AE A A s A
BN b =l B TR DR EN SRR 4 NSRRI 62 BT S R 7 il s i i
B AL IR b 300 5% Foh 5 2R AT AR R AN J5 IR 55 -
6.2 Al JE AR IR AE A AL 2

BEAR SE Ok I J5 BEHEAT — g B 1R] ORTTRERID MIRER, D&M EER S . AR
TRAFARL AT B AR (0 AN Bl e R A 4R 2 R e oker 5 7R (1) DNA FEAR % /D
fE-80°CIRAF 2 . DNA ZE-TOCIIAEE N uJfRAEZ /D 7 4. 2lEEA & 1) DNA B il 1L
{RAFAE-20'C BREAR MR EE b, DA% DNA 5830 . FEAR LI 32408 S N el KRl 2
FIRTHR S5 T, DNA JI R PRI P B 44 F TR 22078, H TR 7E 1% [ 81 b B e
IR 7R RIREA RAE A fa i i Ak
7. 25 AR B AN 25 ) P B R R R A U F) 3 2 fRAE

24549 A 0 R 247 P A1 S B R RS 0 % Jo 428 )5 ORI A A A A = 2 A O R
TERIRZ L NS, M F 2535 RS WS A R AL ) T RGPS 56 150
RITHRIFIHE %, BRIG I B B0 TIE RS 50 4 1 PR 75 B A AU B A R
7.1 R RBANRERR

FEREAS I F T 1 R A 2 F LA D7 iR BEAT 70 I B A R AR A oS58 =8 SAf 52 15
RO PR FEAZ IR < B g A AR ik g Y A S PR RE B AR IE A T RIARE P o B
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WU Mz s KA H I, SEEEER, BRI FAIMRAS; U EE AR B
77k, BREAM T MR RIFEAR SRR ZE Bt RERrE s S MBI
el At RE R, G eT R e e ) SR PR % s R I v N P 2 D E i

7.2 AT EAEEE SOP 45

A R ERAE IR PR HESRAE RS (SOP) J& AMAAA 122 2 Ao ] S 56 =25 Joit & PR ) R 3 . SOP
VAR ARG S S . — SeARE S AN S5 =5 5250 TAR A S0 AR 8, AL FR A RIHE %
PRACREE . FRASEC S TRALEE . IRFRIREL. M 7k, SRR . ACEHRIE, o
36 = 2 A S IR A I8 A AN AT . SOP 4R 5 Nk Bl AR 5 18 . A0 . 5 i i
T B3O SEEeE TAE N SN AR IEE SOP B BREK BT HAE, K I SOP
A CHET N, S EORE RN B TAE N SR SEER IR S A INHME .

73 RIEMEEA R
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FITA 247 U T A0 24 1 PSP e DAL 0 41 75 0 38— 5 I o s R A AT 4% 4
W7o JRARFEAR G BERUAST I T H T, 24P A e ) SNPAS 1) B P o 2 A AN ] DA
TCAH IR TR (1 [R) AR FNAS S ATATRZ R A /K BE A, BRI S 428 AR T DA DA ARSI 3 Fy
5T R SR T 60 R A B AR R 1) 5 R SR RORL I A B ko 5 T A B0E Dy 1249
ORan i I R BT aRDN B B MEB s PR R . SSFEMERT S, BRI AR SR
R REAR [F) N REAT AR, B — 28 R I PRAR AR N — A AR FEAS . A [R5 /A%
AL I, TR S0 = PR SR B LA X 2~ 3N A ) B I B R P X R, EAS[RI L]
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S R A I 5 R S 4 R AT (5 FE UM e . BRI = YR EBRE AR Z A LR
Rial: A8 RV SARREAR LA MR AR Faoe tELF, 7E3& MRS A7 5 T RER
FREUHF AR E M s Al 45 R Nz i e 1Y), HBEE e 1 doE MKy, B 24
Y, AEEEMEGERTE: P REIRS, DUE TR .

7.3.2 ENREEHIH %
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st 25 EQA AR, MBI R THASIL EAE . HEAAER I,
Jebt FoREGHTVE, MR, e sl = i EEIR R, DRI = AT IR E .
EQA VI3 BLFEALXS VP43 FIAHNT VF 53 o ATV I3 B2 T S 6 2 RHZ T A 5P A A )
25 5 TR AE R IAR A S B0 2R AR AR I 2 b, K4 T H KT 80%E[ R4
AR EE R R ECE R . 2 A B AN 21 B AU DR U ) EQA 38 75 X Al 41 75
FEHSHIVORRE . SCFHE IRETEWIE . 45 RS Wm0 70 o S AT VAR
APIEE R FPF R, FEERFILR: 1D S irses s i ol RETHE .
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) PPREAS D2 R BRI FRaE s 6) ANAFEAEAS AT G fr A6 e fE [ .
8.1 B
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B A EEERBLR. ZRER

1LERAR

SR A e N8R dr 42 22 514> Chuman gene nomenclature committee, HGNC)
1979 “EMUAR I NRIE K ar 468« N LTS5 2% HGNC $dE, H 32 25 A 45 .
AT — AN BRI B i 44 3 BT E— 1, R AT 540 5 T8 sCURT AR R A4 R IO S, 2
rp RS T /7S MR a8y, BT S A SR GRS, AMEARER AR
“G”, AMIEMRE AR RN “H” 8L “h”, HAZERUN RNA ZEH a4 R %
NEH)7EE “has”. NFRIEHFA RS H T 78 RUERR.
2 EE PRI E

A R LT RR AL B — M LgniD 741 (coding DNA sequence, CDS) #li#F
RCAR R T ATG [ AH 1, B0 A B —10oh-1, B b 2R 1 3" 28—
Yo*L, Ja—hiN*2, MIRSEHE. XTSRRI BN, BLE AR TR e —
ML RRIIAE . ISFAEFRMMERR, W c77+1G: T W& F RN E,
AR —4bE TS — MR E . oM ST LR E RN, i c.78-2A,
3EFRZHIFER

B RN, ZERBAH “>” B Fox, W c.76A>C RRH 76 hif A
N C, c*46T>A FR A LT 1 N 3 undERI IR X 46 AAZ IR T AN Ao I H IR B
KN MEZEHRIFKIIFFIIA R SR “del” R, £79 RN ESRRFIZH R
fiE, MBEMIERZ A FRILEE:, 19.210_211delTT. E#IH dup Fox, HATHEA
FHIE AN ERG— MEHRRIFS]. SNP HZ%5 5T 5 dbSNP $iE 1FE i 2
%5, CYP450 [A] L f <5 A2k N ey 44 5 N 38 CYP450 25 4 2% [N v 4 & 04 &=
(http:/iwww.cypalleles.ki.se/) frR¥F—%L, W1 CYP2C19*2, CYP2C19*3 %%,
ABRER

BRI (G B A Y A ZE K 41 DNA JPHIAT mRNA 741, #1522 NCBI
GenBank B2 554 E 2% 7 %1 (Reference Sequence, RefSeq). FE[K4 DNA %1
GenBank /5 BT A NT. NC & AC IR RilZebnid, Horh BLNT 4ridf) 75108 BAC
o B B AR PR AR R S B R E AW T R A . 10 S g Ak R B
NT_030059, [F]— 7415 AR RIRA SIS, JG5THH SRR 5%, 41 NT_030059.14.
J# MRNA B 5 AR Fe 5 FE M5 5T NM IR RIZECNMDFR7E . 4 CYP2C19 ) mRNA
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A58 NM_000769. f/N RNA (microRNA, miRNA) KR FIE S &%
miRBase /7 #I%¥5 %, miRNA Fi4& 7 261 H “MIF5r7E, miRNA 1) B2k 7 51 R F
“MIMAT” FriE.
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f% B. ZEBEAE
ACE: angiotensin converting enzyme  IflL & % 7K 2% il
ACEI: angiotensin converting enzyme inhibitor  Ifil 55 %% 7k 2 1 i i1 1) 5751)
ADRBL1: B-adrenergic receptor 1 p1 ' R & 21k
ALDH2: aldehyde dehydrogenase 2  £& itk 2. % it S il 2
ANKK1: ankyrin repeat and kinase domain containing 1 %8 (4 5 & fli gk 1
APOE: Apolipoprotein E  #fIg%E A E
ARMS-PCR: amplification refractory mutation system PCR 14 [ 5¢ 48 £ 4t PCR
AZP: azathioprine fifiMEIE A
CDS: coding DNA reference sequence ZwfiZ DNA % 5 %)
CFDA: China food and drug administration [ % £ i 24 5 B H R
CPIC: Clinical Pharmacogenetics Implementation Consortium I 18 4% 24 B 27 Szt B
CSCO: 1 [H fijie Fr2x I PR b e 7 WA L 122 B
CYP450: Cytochrome P450 4 fiil (. & P450
CYP2C19: Cytochrome P450 2C19 4H fifil {3 P450 [F] T.f 2C19
CYP2C9: Cytochrome P450 2C9 4Hfifd 2% P450 [F] T.fif 2C9
CYP2D6: Cytochrome P450 2D6 4l {4 2% P450 [ 1./ 2D6
CYP3A5: Cytochrome P450 3A5 4Hififi 2 P450 [ L/ 3A5
dMMR: deficient mismatch repair 4% A0 15 5 & H 62k
DNA: deoxyribonucleic acid it A% H 1% %
dNTP: deoxy-ribonucleoside triphosphate it 8% T = i 2
DPYD: dihydropyrimidine dehydrogenase — &1 i i & /i
DRD2: dopamine receptor D2 £ B %5244 D2
EDTA: ethylenediaminetetraacetic acid 2 — %0 Z. &
EM: extensive metabolizer RAXH
EQA: external quality assessment ‘& i) J5i & 14/
ERCC1: excision repair cross-complimentation group 1 ¥][&&HE 48 X HAM 1
5-FU: fluorouracil /KM IE
FDA: food and drug administration 3 [E & 525 B &S



FFPE: Formalin fixed and paraffin embedded H i [# 72 5 A7 i £, 1
FISH: fluorescent in situ hybridization ¢ JE A7 2428

FK506: tacrolimus b 75 37 =]

G6PD: glucose-6-phosphate dehydrogenase 7] %; #%-6- ik i fi. (i
Genomic biomarker & K 2H A ¥k ic )

GWAS: genome-wide association study 4= K| 2H SCEEHF 7T

HCV: hepatitis virus C A BYHT % 5% 75

HGNC: human gene nomenclature committee ARIE[K iy 44 & 4>
HIPAA: health insurance portability and accountability act f& {5 5 fA M ST 412 %
HLA: Human leukocyte antigens A2 A4 3705

HRM: high resolution melt 54 ¢ 3 7% fiFk i 28

IM: intermediate metabolizer H[EfQi5

ISH: In situ hybridization {7458

LDT: laboratory developed test 5256 = 4 it i)

MGMT: 06-methylguanine DNA methyltransfersse O6-F 3t 19 114 DN A- 1 54 74 il
MMR: mismatch repair 4EEifEE

6-MP: mercaptopurine  6-%7 JklE 4

MS: microsatellite i T2

MSI: microsatellite instability i T 2 A Fa5E

MSS: microsatellite stability /3 & fa €

NAT1: N-acetyltransferase 1 N-ZFt3LEH0E 1

NAT2: N-acetyltransferase 2 N-Z.BtILiEF 0 2

NCCN: National Comprehensive Cancer Network 3% [l [E 7. 254 e i 9 2%

NSCLC: non-small cell lung cancer =JE/|N4H ffa fili a5

OATP1B: organic anion transporting polypeptide member 1B1 HHLIH & FiEiz £ ik 1B1
PCR: polymerase chain reaction 58 &rilgsE = [ v/

PD: pharmacodynamics Z5430M 5l 712

PGRN: Pharmagenomics Research Network 2443 Rl 4 S 0T 53 0 2%

PGt: pharmacogenetics i#1% 24
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PGx: pharmacogenomics 2443 K 4H 2

PK: pharmacokinetics Z5#11Riftsh 712

PM: poor metabolizer &Lif#

PML: promyelocytic leukemia 5-4/4% 21 i 14 (5 1157

RCT: random control trial ~ FEHLX IR

RARa: Retinoic receptor o 4k H RS2 o

RefSNP allele: 2% SNP &A1 5 A

RR: ribonuclease reductase  #% A% HFRIL I g

RRM-1: ribonuclease reductase modulator 1 % 42 7 & i J5 B 1 45 W 2 1
SLCO1BL1.: solute carrier organic anion transporter family, member 1B1 A ML= 154
fik 1B1

SNP: single nucleotide polymorphism HA% 1R % A%

SOP: standard operation procedure  FnHE#E/EFLFE

iz%

SJS/ITEN: Stevens-Johnson syndrome/toxic epidermal necrolysis —Stevens-Johnson g4 1iE/

HEE MR B IR AL R E

TE: Tris-EDTA =¥ HIBLE Ik i fe- £ — e U 2R Gl

6-TG: thioguanine 6-fifi 1% MEn4

6-TGN: 6-thioguanine nucleotide  6-%fi 1% =4 A% R

TIMP: thioinosine monophosphate %7 i /¢ i FEL WA FR R

TOP2A: topoisomerase Il alpha, #H¥MHIEE 11 o

TPMT: thiopurine S-methyltransferase fifi =04 F 3L 4444 il

UGT1A1: UDP-glucuronosyltransferase 1 family, polypeptide A1 SR & % %) b
Ferzly 1A1

UM: ultrarapid metabolizer # AL #

VKORC1: vitamin K epoxide reductase complex, subunit 1 44 % K AL R
ERIEE 1

32

Bl

fig



b C. 5B 25 Yy 1 A BE R A U 0 H 51128

1. YR 5 R E 2 50
1.1 ALDH2*2 &Rl

etk LML ARG 2 (ALDH2) [FIETEA 2B AR RERERS 1, 25 8. MR
TS5 25 IR AR U . ALDH2 AR Ui 3 A i 2 3l s 0 PR AR U = ) — AL . ALDH2*2
(Glu504Lys, rs671) £ S TS E A B 504 75 A B IR AT, 5 RATZEAL
R (ALDH2*2) HMA& ALDH2 Bvd v T R, 2 & T MRS OO B A RUAMARY 10%,
RAAL TAMEREEVEGR . BRI, #53 ALDH2*2 2507 56 Rl (MR RS At e 11 R B, 2D
7 TR e RTINS L9 1B 7 S S A S O A I N S 51 E I R 1673 R
RONRES o TP NFEh ALDH2*2 S8Ar 3 K 14515 %6 30~50% . #5417 ALDH2*2 &5 J [A]
o 898 R LR T e SO A S R 2, e G i R 2 ARG 28
1.2 CYP2C9*3 LA MR I

CYP2C9 241 ta 2 P450 if (CYP) ZH - WREHMEE MR, HIFHkifA P450
HEMEMN 20%. CYP2CO Z 54kt M), SR FEMEZ) . JEES A MRAEDR PR
2. Wi I 24 LA B R PR 255 2 Fh 25 I A AR, oAk bk. FRSRAE T IR AN 2K 2 [
BIRIRITAREUB AR 2. CYP2CO i AR T 5 UK L6 249 s P v 5 HH IS KAk,
HESHIE YA R B KA. CYPC2C9*2 (rs1799853, C430T, Argl44Cys) Fi
CYP2C9*3 (rs1057910, A1075C, lle359Leu) ¥JSE CYP2CO Ffif 4[4k, CYP2C9*3
gl A5 T AR PE O Z AL AT AR A S TR R AL A R (A CYP2C9*L BR
Arg144/11e359 ZEArHL R (1] 4~6% . HE AHEH CYPC2C9*2 [45i% 4 0%, CYPC2C9*3
gy 3% . CYP2CO iftfh 2 A ME SRS MEAR AL, I3 B2 W AU A0 A
ZERIG

AeVE MR IR L FH T2, SR IRFRIK AR . ol 2T B o JUE I 2 5 A i
R FEE M — 2 24, HImRTT SO R SAFTEAR R AR 22 57, 12453 3 B
USRI T S BUE M. SRR SR R-BIRPTH eI R, A S-ARIEAR )
PUBEEMEL A R-AEVEARIN 5 fiF . 85% LA I S-HRIEMIEARNZE CYP2C9 Rt s
R0, CYP2C9*3 4li& T A& FIE BIAMA S-HyE bk 1 11 IRid B 28 43 il F ¢
90% 1 66% , [RIMLAEIRINI 45 2570 & T A S Fe K4, SE [ FDA CUftbHEAS i k= it
PP, HEFRLEAE AR AT HEAT CYP2CO JE K INOY, 5 CYP2CO*3 v 3 [A ] 1]
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TR S E AR T IERMR G AR, JETI 2R, 46 EHbrbr i L E
(International normalized ratio, INR) RrillfE, fhivhHyEmRI4ERE IR, MIRHZ %4,
FER AT AT A AR PR L, B Rr 5 PR AURE-2 TR FE AR R AN
PLRAER, HARRMNE LOME RS BFHE. s KGR RS, W5k
M WAR . KA. ZEREAMAEES T2 d CYP2C9 ALl @i CYP2C9
ATV i DR R ) S8 PR R B AR R I 24 7, AT R IR 2 0 AN 1R IS I Ff R A XU
VDI — B BT s LR 259, (R A E 2 CYP2C9 RIUNE I A B A
BRIP4 E-3174. #5717 CYP2C9*3 S5 A DA ) M iR T Vb 30 J5 E-3174 FAIAE Lk
b, WGP FEAC. HIRFRIEI% VDI S 1h~6h J5, CYP2C9*1/*3 Kk ANk b
VDI R AR TR, 708 2 1 24790 B DA i T
1.3 CYP2C19*2 fl CYP2C19*3 A J

CYP2C19 Z 5AMAR T . S-EIF %o, BRhMe, ROZFRME, 225, ZH%ESY

P AR . CYP2C19 It 4% 78 S ] 5 BN I 14k 1) AN 22 57, A6 T HE IO AR o 2
(ultrarapid metabolizer, UM). R # (extensive metabolizer, EM). A [a]fC i
(intermediate metabolizer, IM) #1118 {7 (poor metabolizer, PM) 4 FjiZ& Y . CYP2C19*2
(rs4244285, c.681G>A) 1 CYP2C19*3 (rs4986893, ¢.636G>A) s [E ABEHEER)

2 Fh S E CYP2C19 BRI 1 1 BT FE K . CYP2C19*2 S BB 2k, CYP2C19*3 iy
KRS T35 . EM AMA R BT CYP2C19*1 SN 3E[K, IM AMAHET CYP2C19*2

CYP2C19*3 & & T 2 K A ; PM 1A 4G #i CYP2C19*2/*2 . CYP2C19*2/*3 Al

CYP2C19*3/*3 ZE A AL, A /5 NBfrh 75~85% (1) PM Hi CYP2C19*2 filr i, £ 20~25% [
PM 1 CYP2C19*3 AlT%.

STEAS B 2 — PRI/ IMRZ3Y, |z T At Ak GE A AE . s e PAIZETE
KA 9 AN B KA B AR A 2 51 R IR I I o /OIS BT R 5 1) S8 TR KU IR Y St A%
EUABTIE 2 A A . SRR TR L CYP2C19 MRUHE L G & 15 I N R R
CYP2C19 PM 32 FH 5 JHL 77 42 1) SR A 5 5 A PR AR A A 7= i, of IfiL /N P 440
HIVER TR S5 FDA A58 FELCMER o 0 XT CYP2C19 AR R 8 Y R 75 7%
JEBUARIATT T D), BAKE WA CYP2C19*1/*1 FEPRIRIAMAR FH SIS A R, FIH
LR : CYP2C19*2 mi(*3 JE R BYAM A S A% T 7 A FAIG, o e jl i s 7 5
R HE: CYP2C19*2 Bl*3 FASRIAL & A4 B FH SUMAR 5 2 R 22, i i3 A hi i
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BRI K B M =R R PUMAR 2, &2 T A R B I ARRE (VR TT o B B AR AE
RN F 22 CYP2C19 M iE TEACU 1 25 B AR . CYP2C19 M A v I Al e T 52 i
I BT R B bR 25 F B ARV P L, 5 R SR R 5 A PR 7 RIORAS R I [ 7= A
CYP2C19 PM Mk I 3 B[ oK 5 bh 15 25 I B bR B2 () EU AR 35 T vy, B-F (i PRt B ) 410
HE A RE . BT =R RPEALZ H A 2 M R N UUIRGA e . AR R4
ARRMACAEARN R RN, HIRYTREEHEDIR . RN CYP2C19 TRAZE (L A K
S PR PRI RS 4R FH 245700 S B T PRI 4R R 7 IR IMCR . CPIC F5 1 i CYP2C19
EM 1 IM JE R B 825 80 FH o R AL 46 7102 1B oK B K, 177 CYP2C19 PM ik PR AL/ A oK
B PRI 46 77 B B PR 2R RN 21 50% , R HEAT IR T 254 B it

AROT e — 1% =R BT 25, CYP2C19 2 H FEMUEE 2 —. CYP2C19
EM 5 PM AMARIRVER LR 1) MR FE AR S 22 57, PMAMARTE I FH 5 R 77 8 245 47
FRE L IERR RN, BRI 2578 EM AT IM AMETT S T3 A& . 78 % &
T, 5 EM M H IR AR BLEL PM JTRONME, BN R #2459 . FDA St 25
W5 BA A P S AR ST BERE R TR RGN CYP2C19 SRR, AT (R 24 22 410,

1.4 CYP2D6*10 £ 2 AR 9l

CYP2D6 X FR5:HEAN 4 -F4LlE, CYP % —WRRFHEER L. ABEF CYP2D6
S I 2EERICEEE (EMDL FEREE AV 554R8E (PMD) RIS (UMD
MU A IS . EF B CYP2D6 PM (1R A% sk 5~10%, TM{E 477 ABEH PM
IR A ZL N 1% .

HATC K T CYP2D6 J:R ) 70 Z Mt fL A8 7t . AR SRAR A0S Wiy ik AN 25 74X
WA — . E A CYP2D6 & LI 5 S5l v M B A1 1) 55 10 8 [H 048 CYP2D6*3

(A2637 deletion). CYP2D6*4 (G1934A). CYP2D6*5 (CYP2D6 deletion) 1 CYP2D6*10

(C188T), ZEArFENARIHIN 1% 1% 6% 53% . Hr, CYP2D6*5 HFE [k
ZA&, FHPM LA, CYP2D6*10 HiZMGEE 34 AR 2 AR B, FECIM
E i

T3 CYP2D6 Hif iif VB 2 1) 2 A VE VT 52 22 %5 LUK . WAL, B A2 AR BH I 71 U 26 4
WORFIR Yy . FAMKEE. KH A, e, 28T, Ak, D8k, BT
REE . =HINRKEE . G PFm] o, il o 20 At S S5 A5 (R oA A AU, AT 5 I3 28 24 ) 1)
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ITROMAS RS R AR, I R 75 AR A 4 10 8 R 2R AT 70 P R

i 5 S5 d i 5 R 6 A A E S A, DT L AR M PR G B, ) B
T IR S MR B P LI (R IR T o A B8 25 3 B o FR AU =) 4- 32 Ath 35 25 A0
W IR S5 R FEATE FH 5 FLt 1 = 400 ) 0 8 0 P09 P2 A B35 25 (¥ 100 5 A . CYP2D6
VT BT S BURSEE SR T R T RS, S FDA O ER 52k B 1 (0 LR
FEHE 32 M BB S59A T AT 4T CYP2D6 JEE BRI, DL 259 197 2581,

CYP2D6 Rt = SEHTHIAR 245 Bl K B AR e i PR A =4, ik IM A1 PM
AN 5 FP R K B AR PRI T [RII, CYP2D6 2 B K 5 bRy AR I 2 Y B AR
F ARG . CPIC 455 U EM & R AU 8 R0 == A BOR B Ak, 1M 3 R AR AN
BT KB AR 1 AT LA 77 B PRI 2 MR 1) 75 %, PM PR BB A ki F HAth A% CYP2D6 AR
UTRIZ5, BCREBTK B AR IA A 46 77 2 PR 22 3 IS 4R R B 1 50 %, LA S A R RN K
A=l

PR O — Rl BE IR B Y 5-R (i 2 s ), A TR ARG . T KO8T 5]
AR I, AR AR 3 2 F A T ROR B AR . CYP2D6 A2 B 1F ) B 1 B2 AR
fitiz—, CYP2D6 UM M Ty 3 AN UL CYP2D6 JE[K, 24 Ritnidk, &
FRE) BT IR i A AE P8RS . CPIC a8 457l 3 A CYP2D6 S A7 B[] UM

Fe DRI B P15 BT 200 PR,
1.5 CYP3A5*3 £ 25 M8 i

CYP3A5 Z 5 7e 5 m] . BRAMEG . S AN FTHIAL . JEFEHI-F45 2 Rl 25 M) i AL .
CYP3A5 J:[H 2 3 & F N 22893 i A71E 6986A>G {15848 (rs776746, CYP3A5*3), %
SNP 155 CYP3ASMRNA R 8Y#E, 5l b% i 1id 5. 87Y) CYP3AS &I, MIfi
R BRI, R CYP3AS*3 4l & 1 MA LA i7iE CYP3ASL i HRIA I 1 2
% T F%. CYP3AS*1 S5 B RIS AAFAE B PR 22 5, AR ABEP O 10%--15%, HE A
REH Oy 28%, 1 AT AHEN =35 60%--80% .

fik 52 55 H] (tacrolimus, FK506) Jy-KFRPYEEA G4, IR b7z T B
O il BREESR B R R I S AT, H SN R R ARGk R MG R
M. BRI ARSIk R AR PR A R 45 . 38 B A R B Atk o
L] S L 24 P I T3 B R v e S RN 2 A R B AR s 0 2494 P i v U 25 5 R 2B
BrEptE. LR BEROW . EUIRE . R AN B R RSN R RN . SRt
m B AIE IR E . CYP3AS fEAh ve 5 m] AU s AR A, HOR MR vT 3 8t 3
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PR MR E TS, AR CPIC f RS i CYP3AS*3/*3 Jt [A AL {1 # i
BE R SE R 2R E, DB R AE AT BB,

HAKI &, ATARYE BRI R X 2 5 2 M g i a5 35 =) FH 2577 & v S A
BEAT At b SR 7R B ) TR A . RRMNRL A KR R R CYP3AS*3/*3 Kk K| A £ 25 Al v 5
Al A B 0.15mg/kglday; CYP3AS*1/*3 3 K] 1 g 2 i vu 55 =] (A2 46 77 &
0.20mg/kg/day; CYP3A5*1/*1 K&K 1Y i 2 Aih v 54 =] 2 46 77 &4 0.25mg/kg/day .

[ AHFARYE CYP3AS*3 Jk K R 25 T 4] 46 7). CYP3AS*3/*3 Jik K| A R 3 A 5o 52 7]
L aE7E A 0.075mg/kg/day; CYP3AS*1/*3 A/ CYP3AG*1/*1 J K| Y £ 3 Jit [K| 714 2 5 Ath
FLELE] PRGN 0.15mg/kg/day;

BT o (BN ) At e S ] FH 2470 2 3K
fth 7 55 ) R g I = 5.409 — 2.584*CYP3ASGG? — 1.732*CYP3A5GAP +0.279* ABCB1C
1236T¢+0.205*ABCB1G2677T9-0.163*donor type®- 0.149*CCB' - 0.140 * infection? -0.197*

Hypertension"
a. CYP3A5GG: AA=0, GG=1;

b. CYP3A5AG: AA=0, AG=1;

c. ABCB1C1236T: 0 for CC, 1forCTor TT;
d. ABCB1G2677T:1forGGorGT,2forTT

e. MAEEM. EAEFEME=1, HAh=0;

f  CCB:& I AN @E A9 1, ANE&IFAO.

foo Y =1, RHII=0;

g. k. mifE=1, KHI=0,
1.6 CYP4F2*3 LA HA M

CYPAR2 N4 R K BN, IE MR lo- B 2EAT44 . CYPAF2*3 (152108622
C>T, V433M) ] FEEGIE PERRAK, BFA: Bl 7 2 D B AR S P B, CYPAF2*3
FAFHIR, CYPAF2*3 4 Fisthifik. CYPAF2*3 4lif T AMARBFE I N % S 844
= KRBT, HRE R PTRE s R e 5. IGRH 37K, CYPAF2*3 &M H MR
BFEAE, AR 1~10% AR EAMEZE U 355 CYPAF2*3 S5 B: R ) /MA
IO FH A RIS H L0 AU 2 2 39 0. CPIC 878 £ WU BEAIK CYPAF2*3 4li& 1 R R AL/ ik
IR K TR R (BT R. AREER) WHAGHEN.
1.7 DPYD*2A L& MR
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FIRIENE (5-FUD. RS A N sl s g 20, TR H s SR 254 .
RIS 5-FU BRI, ZEAR N RIVEARIEA 5-FU, H T-45 im0 i e 2 2L
B2 S T R G S LR (YR T - B NN 5-FU (AT A4, 1 1A Py 2 BT IR AL 3645 4 5-FU
M AAESUREE N . 85% [ 5-FU 22 — Mg it =l (DPYD) LU Ki&. DYPD Mg
VEAR R 25 i A0 8 i ZR 3 L B-FUL REFMIEEE Indlfs Pk i 5-FU &8, 5l
FEERGIR A RLAR ML D E . PR RGUEIRELEIET.. DPYD AT 1 SRR, #%
FEIR 14 4MET 1986 12 A>SG 241 (DPYD*2A) A2 5 i LI 51 AL BTG P T B (1 3 A AR
T, ST IEREA RN 3% . 27 40% 1K DPYD i M 1A DPYD*2A S5 JE [,
Hr g 60% (1 &3 N A 5-FU Y8975 B 4 0™ E R 4I kD s i/E DPYD Bgi% P IE
BT, 5-FU FrE™ E R AR MR A A 10% 890, Rk, %f DPYD*2A a1k
BEATAT AT T 5-FU ¥ 97 S B MR OV R A XS . FDA Citt#EfE 5-FU Bt B
IS INZE 25 H0 % DPYD 2 a8 b7 R it 221X, CPIC famg th @ iAEN A 5-FU. R
FEAb AT IO RCHT X DPYD 2 a5 VESEAT R I, 4517 DPYD*2A 5537 ik A 1 /35 15 A 5-FU.
IR NG, B MICAH 2570, DL G ™ A R S P i ok A M
1.8 NAT1 Fl NAT2 £ &AMl

N- LIS R g2 — i 11 AHZG AR, A 2RI 25 SR A AR . N A
i N-Z B BERIE R, 43002 NATL AT NAT2, P Bl 87%HIRVEME. NATL
FIETREZHALp, KU agfmeamriE s, FES 570 ntRBi.
FIAET- . EE KGR AR B R H RS IR NAT2 SCRIE TIFIEAE, 25
S EEREE . B 20 ZFFEELEIN SR . ABETR N- LB R
Mg PE R 28000, IR W ARBIRA R ABER 70 =38 188 AL . IR
R AAR U o A o ) B 2 AR . WA R 18 A 2B AR R R SRR
10~30% .

NATL BRI HA @2 A8, EiR5 &K N-CBEEHEBIERN G AR RSO RA T
28 Filt NATL [{JJERAL, ot NATL*4 J& NATL ({87 A BUSE A1 B R . NATL*20, *21, *23,
*24, *25. *27 5 NAT1*4 TjfeRMh, TMi*14A. *14B. *15, *17 fi*22 3318 LWk
B, %10 A11 SEEEEES . BEAh, IEAF LG R T R 1R AR B AR Y
RS NAT1*10 Al NAT1*11 206 1Rk & 13 R RN R S A AR IR B, i
SN FE R A T N R 08 A LA AR B R Y . TRIBE, X NATL BERIEAT 4 B AN RE

JRI PR 54> SNP, T N2 [ B Xk 22 A SNP EAT A AN 70 R o AR 52 NATL 22 25 PERE2 i i
38
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Ky REBAARB AR I IRZ) )5, M0 45~110 34, 118 £ BE A AR 1A
AN RZG W 5 I 3% FE AT KA 4.5 /M. 18R AMA R A 25 5 5l B
7, SIEFAEMZ K. FDA CURF NATL 2R SN2 YRR A A Mbric.,

NAT2 BRI B w2 A, EBRJT & N- O S M Ny 44 2% 1 4 COR AR
T 87 Bl NAT2 JERIAY, Horh NAT2*4 2 BFA RS L, @ PR B S5 A L AN
PR 247 FE R B FE NAT2*5B. *5B. *5C. *5D. *5E. *5F., *5G. *5H. *5l. *6A.
*6B. *6C. *6D. *6E. *7B. *12D. *14A. *17 #/19. NAT2 JE[K % &Ml il FH KAy
fe e TE A RE S IR SEAN ) DL B AR A 2 1 i e A 45 07 U2 i) NAT2 (R ZhRE . IR IR |
HEFFAGI ) NAT2 SNP 45 rs1801280. rs1799930. rs1799931 Al rs1801279. H i FDA
F NAT2 51 5 JH AN A F 24 PR i DR 2 AR 10, HEFEAE A S5 OB B T % NAT 2 35 [T 2
BEATRE I, S PRI NAT2 18RI 8 (357 1 A B AR B S5 A7 BRI B A D) ANk S
T Rk 47 FH 245 7505 A SRS 5 AR o s R R BRI AR 2 485 T AR Y. (A5 s — /MBI L A5 7
PRURI—ANPRAR U B A5 FE DR RO AL (A AP B S5 0 BE RDD B35 ] A
F 5 JHREAT VR TT o
1.9 SLCO1B1 L&A

AHHE THIZZ Ik 1B1 (OATP1BL, XFK OATP-C. OATP2 m{ LST1) #ffiisk
IBTE T B RN b, 2 FFF 4 S ORI B PR M R MR M B An AR BR . R4S S AL
ZLE. HURIRE. MTR259. ks B4 IR RIRL, &SR], SiybiH, BEEubiH,
FH G v M ST 5 e VAR 40 SN-38 S5 b R4 B EE/E H] - OATP1B1 Hi SLCO1B1 %
Hgahd, 2% 5 42T 521T>C (Vall74Ala) £ 2P W AR b i) 32 B L AR 52,
AL FERIINE Y 10~15%, %2 SR FFEI OATPIBL X R KIS HRE /1, (Al T
KAGVUESAMTT BT AT AN IR AT 45 (1) 25K FE T . SLCO1B1 521T>C £
S =MIEE AL 521TT (BARAIGF), 521TC (RAEMIEET) 1 521CC
CRAAE T,

b TT LW 7 AN [ B AL FE T D e T AR SOV R AE S, #5747 521C S5 A&
PR FF) S5 L FH S AR AR T« 7 SEARAR Y T B JTLG (1 5 A XSS S 25 38 im0 11, g B A A T 24 245
P AN R RN R AR AR, R WU R FARYE SLCO1BL J H AU ik At VT K 25 Widk AT 3A
JT o

PR 1. SLCO1B1 521T>C K7 5 5 K 245 7 &2 1106 R
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SLCO1B1 SLCO1B1 SLCO1B1

IEHFIE
2 c.521TT c.521TC c.521CC
(mg/K)

(mg/K) (mg/K) (mg/K)

FARATT 80 40 20 5-80

VCARAtTT 4 2 1 1-4
BT EARAR YT 80 40 20 10-80
1.10 TPMT L& Al

RS2 Wtn 6-3 FEMENS (mercaptopurine, 6-MP). 6-Fi SIS (thioguanine,
6-TG) FlfRMERENS (azathioprine, AZP) %52 —ZR B G fHE A MHifCi 5. 6-TG
A1 6-MP 5 F TS IR AT, AZP I 2 T B 5 S e MR A 2% B A1 A3 . AZP
VENRTRZIITE IR 23 B H IR A2 B 5540 9 6-MP. 6-MP 28 IR T RIS - 15 IEEIA T 3 A%
WEIE R B AU 50 B VI I A B iR 2 (thioinosine monophosphate, TIMP), J&# F4&
i — R A SRR AU A E A ) 6-B SRS A% H R (6-thioguanine nucleotide,
6-TGN) Ja K AFEHIHIRIVE F . 6-MP ]2 TPMT AR AT IE TR 6-F 575 ZE L4 (6-methyl
MP, 6-MMP). TPMT F3 14 5 2L 4l i f2 ik i 2 2R 6-MP 3E AR P4 6-TNG 7K
EHAHIE, TPMT JEMEFEAC AT (SRR 25 W s L R G i1t G = BEH0H]D B0 .

TPMT BgIE MM fEE L A VEILS, TPMT 538 5 2 5 SO B M A 1 32 2 i
Ko IEHTEMER TPMT B TPMT*1 S5 F 465, TPMT*2 (rs1800462, 238G>C,
Ala80Pro). TPMT*3A(rs1800460 460G>A, Alal54Thr; rs1142345, 719A>G, Tyr240Cys).
TPMT*3B (rs1800460 460G>A, Alal54Thr). TPMT*3C (rs1142345, 719A>G, Tyr240Cys)
Fe I TPMT 35 N A 28 SNP B8 . TPMT RREIBL AT 7308 3 Ff: BpA R4l &
T (TPMT*L/*D). A FRRBLEG 7. AL T MEREB EFK TPMT 361,
FB TR TPMT FEPERRAR, 1 RABAE T TPMT B PEARREE 2 = . thoh, 2 Fhe
AN FE N 441 (TPMT*2 [TPMT*3A fIl TPMT* 3A /TPMT*3C) MA th ik = B pE12,
TE AR NFEAIAERS 36 B ONBE, BY AR YAl &7 2L R B AR 2 90% , RAZHA T HE K 1Y
HIAER L) 10%, RABMETHRRENBEINEL 0.3% .. FEAREF TPMT*3 244 T3 R R
WRFRL) 2.2%, ARArill 2] TPMT*2 G547 5L A

FDA CHEHELE 6-3R L MENA | 6B 1 22 1A 1 g PR PEE 04 1) 243 i Tt BH 15 o 189 0 7 FH 24 iy st

40



AT TPMT JEDH 2 25 A Y. CPIC B2 TPMIT AR Bl 14 L R L SR 5 7E 452 6-MP
IR D 2GR, G TR R MR G 77 B O H LR Y 30~70%, R4S T
ARG IR/ 2 FLH 25700 80 110, 851 3 IR TR MIRIE 259, i A
254, DL AR E G N RGN, TPMT 3EVEM & 10 R 32 A 1Y 6-MP
TR AT REA A BE YT AR,

WA 2 2 s e yr, Btk R F EAR RN Z —. )L B P
FTSUCH SR R AR S ik 61%, ZHUEGL T AU 7 N F, HAAA SECR TS RIT /)
e o W W2 H A T A0 U S FE A T g SR e An it . TPMT W] 3 I i 3
B-NERS S AR, DL DNA AZiE, AT BT 51 4 e T . TPMT
AR 11 S i 22 LR ) 3 i ea B0 B PR R AR, iy TPMT*3B 50*3C (1) L3 J32 HJIi
AR E R R A RN 17 %, TPMT SRR %5 {07 5 JR] FOu M 61 250 7338 2 B 44 o)
{HI% 96% . 2011 4 FDA #EHENEAE S W45, 850 7 TPMT 28 57 5 A pr 80U L #
Bt A 25 4 m B0, gl TPMT J8ARS5 (07 56 R (1 ) L2 46 A FLAt 7 okl 24 i
FAIT H R
1.11 UGT1AL 344

THALE BN SRR B 29 T 2, TE1 N &R IR RS AU TS AR =) 7-
£ H-10-F2 5L B TR (SN-38). SN-38 £ FI ¥y DNA #5440 HG 1, 4] DNA 1IE A
LB T2 N T4 e e BUE . 0P SUR S SR IR TT . LB RT3 80T
IR PEVS AR A ER =, 3-4 SR R MRS I R A 50K 40% DA, WE P 41
R R AR L) 10%, SELITIRATA LR,

SN-38 7EFIF 48 JR T — MR &) BEIE IR A2l (UGTI1AL) A &) M R AL K0
A R AT RS R 1L SN-38 (SN-38G). UGTIAL R EA LM, & LA THE
FFIX TATA BN TA ERERELE UGTLIAL*28, BFARISA NS 6 IR TA X

(TA6, UGT1AL*D), RAFBIAMAKS 7 IR EH (TAT, UGT1AL1*28, rs3064744) . UGT1A1*28
B AR RN SN-38 i & B I H AL M T B, SR AlG A4 SN-38 i 4 Bl 4k
SO AR TG T 35% . (RSB BEG T IR, BPAERY UGT1AL (6/6)
S DR A 5 B R A XU AR, UGT1AL*28 24451 (6/7) FI AR Y4l 451 (T/T)
B M PLE R LR 508 12.5% F1 50% . UGT1A1*6 (G71R, 211G>A) AT
NBETRAA R RAT A L, IRy 18%, %45 FEPfE UGT1AL K& N B 70%,
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THAL B REFF VR R A AR 3G 0, 5 67 S 4 e B 35008 b o 2 sk D 0%, FT A 4
2% Fp R R Y R A R T R 3 1510, FDA CUflbEx 250 B HE T 1B 2, I
5 AP R 5 RS B 7 3E4T UGTLAL JERIAUAGI,  DASR s FL I 2 2 42080,

2. 254 FISE R B 2 A A

2.1 ACE I/D £35MA8

I3 Sk KW (angiotensin converting enzyme, ACE) 2B &-IME ZK R RS
fIoHERE, /2 ACE #4171 (ACE inhibitor, ACED [IfEF#E A, ACE #RALT 17 5
Jettifk 1723, H NS T 16 174 288 bp ) Alu #E A ClInsertion) /&2 (Deletion) £
PESE=RERA. I GEALIST). ID GEABEZST) Al DD (BrE4is 1),
EAN L AR R AT D S hn R A% 3 il 56.2% . 60.3% 1 39.0% .

ACE I/D Z2&Er 20 3K ACE (7K, DD E:RBAMA MK ACE HiE T 5,
IR FEYT 5 ACE i1t T R T8 B R ; TEWNA I s R B, DD BB 4 35 1
B R TT 25 A R IR A I A0 O B AR K AN B o A 78 2 i () f8 3 P, DD RN AL R 3
I FH A8 T8 AR L ) 5 O T R AR AR BE AR T 1D AT 11 SRR SR 1) R R R
FRE 5 3 ) BT R R I D R B S A, NS R TR, IR AR
ACEI KZ5Y TR Y7 AT X ACE I/D Z a8 VERHTRIIN, DL4E Rk FE &1 ACEI K259,
2.2 ADRB1 £ A

B LR 21k (B-adrenergic receptor) N'Y LIRRZHH—PMIEFE, J&T G &
FURBSZ R R, A8 B B MIBs =M AR, Z2RIEE 5 Gs & B
AN CAMP AT L AL Ca?* Il Ii (1 FF IO, 2 B2 Al 71 A B 52 A4 BEL i 71 RO AR FHAE A
Br B2 RGBS SE I ADRBL 2 25 {1k Wl 5 0T B 52 Ak LI 71 4n S5 478 /K 19T 24 1°1. ADRBL
Gly389Arg(rs1801253) % A: 1t S 34z 1 Arg389 Al Gly389 Fifli 257 () 32 44, Hih Arg389
Mk G AR m T Gly389 RU52 1A . Arg389 21 & i IfiL 1k AR & R SRHL# /K
Ja I N B RREEE A Gly389Arg k& TR AMAT 3 fif: Arg389 4l I K A0 3
KR L R I RN SE R R VAT G A0 2 S L B 1 SR A o R BN R I T TE B
B1 SZARBHIT 25 AT 34T ADRBL AR, JFARHE HIL AL R B 24570 &, DAS T 24
DA RS AE -

2.3 APOE £ &4
#HNeE A E (Apolipoprotein E, APOE) & —FA71E T FLBE ORI AN o (i) 25 FE flg B
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FEAEE A, FEAFIEREREGRTE, S5 nR0EH. FiEfHE. A3 APOE
FHFAT 19 Stk 19913.2. ZIEF P ThEEE SNP rs429358 (¢.388T>C,
Cys130Arg) F1 rs7412 (c.526C>T, Argl76Cys) #k 3 Fh e fx AL, 2 52 E2
(rs429358T-rs7412T). E3 (rs429358T-rs7412C). E4 (rs429358C-rs7412C). H=Ffi
AR 6 FMOARIZE R A (E2/E2. E3/E3. E4/E4. E2/E3. E2/E4 F1 E3/E4). E3/E3
B LR R A, AR IR 2 60%

VAR 2598 AR A T I8 o 5 4 M 3 ) 3-F3 0k 3-F L I Rl A I8 )RS (HMG-CoA
B, AT A 0 o O e 5 i, PR SR T E R B (LDL) 244K
RIS, ANsRAZ AR T 1) LDL o AR & i LDL (i&RR. HHT FDA &
¥ APOE2 Il % ARtV ] 24 I AR R A= P bric . BEERI A APOE E2/E2 [¥)1m IfiLJigdiE
R AR A YT 1 B i T S AL,

2.4 ANKK1 Z 2Rl

B 1 B MR IR 1 Cankyrin repeat and kinase domain containing 1, ANKK1) &
YRR E R R A R A . NS ANKKI FERA T 11 5304k 119232, 5B
fi% 5% A& D2 (dopamine receptor D2, DRD2) #:[X] DRD2 #H4%. ANKKI 4} -7 8 ] SNP
rs1800497 (c.2317G>A, Glu713Lys) MR DRD2 TaqlA £V, B ZE2SMA TS
{37 JE R T SOIRAA DRD2 (%5 BE R B o B A A RS2 BORE 1075 24 3 B4R AN RN R ROBLZ.
—, #5717 DRD2 rs1800497 A & =D i) 8 75 I 55 —ARBTRE #1 2570 97 31 1a) AL AN
BEAS RSO R AR 28 5 25 v Tz A A GG ZE R R . CPIC 4% ANKK1 rs1800497 %
AUEFIN 1B RAEER A FRCY), i I8 A2 2 45 1 AT B HURS #3248 R R .
R A R
2.5 IFNL3 £ 751 i)

WA %5 (hepatitis virus C, HCV) B4l R AR 4 AT REEFI B
FIATIRYT, T RUREIR R IAMEZE R, o BB RIT o IR SR 3 N, 3
DREERITIER, R EIREER. WA, WA R B R B T
BN ANBE. AT IENL3 B[R 12y 3 kb 4b ) SNP rs12979860 C>T S5 HHE &R BLAFIE
FAIBIT IR ERIRIT B ARG, CC BN B T 4 AL TR RBA R H MBI 24
FlJG 70% MG KGR SR NE, 1 CT Al TT BBFHRERFEHRENER A
30% . Rs12979860C <5 Ik (I MAR 7 A AFAE A R 22 57, LI AHE KT 90% , AR A
#EH )y 20~50% . AR AHER CC R BUATZ Ny 37% o 3 B JF I3 27 < R 0
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2% 2011 4F HCV IR LB G TR Ok IFNL3 3 [H 2 A8 T A AL U 3R 2 — Ak T4
MMM EERNEZ . EE FDA CHMER O HTIRE o-2a. RO B TME
o-2l0 A1) EL 5 AR 356 BH 5 B4 in /8 A 2510 % IFNL3 rs12979860 i [A AL i3k 476l fry g 1 1.
) 1IFNL3 rs12979860 & K 344 Bl T HCV G H/MAIRTT , TIHE M 697 K.
2.6 PML-RARa Bi-EZE R R

Sk Rk 40 A L Cacute promyelocytic leukemia, APL) J&—Fhr ik AY () &
PEE LR, 29 95~99% ) APL R H B 17 54 tafk (17921) 4EFEEZ /K o (RARa)
515 S etafk (15022) F4kignputs A MmmIEE (PML) fhé, B 5 fh & 55 R
PML-RARa. %R HE R 21k = pid i S 1 0 S e e 2 S AN AL B 1 26 S AL G
%, THAMMIERED PML 1 RARe 15 5I0EE, (R0 40 LA T F 4R B,
T 5 B0 8 1) i LI R i TE BRI 3, 2 T 3 APL IR E

TR 2 = i (As203) fERYT APL iR R HREF ST 8. As203
(R4 APL AF 5 bR i 28 A1 4 Al PML-RARa Rl 2 2R 11, AT 975 4 ot 440 23 AL A
ToHIPBEIB M A 56 . X APL 535 3547 PML-RARe Bl & R RS 6 T4 S £96 97 77 %
o5 B9 A R APL O TR B B B,
2.7 TOP2A Z:H B HE K

TOP2A %A (topoisomerase Il alpha, TOPIl o) Zwfi% DNA $h3- A EE 1 o, i%BFIET
TAATZR MG 8IA7E M, 25 DNA BIEH] fst, BA KBRS RE . FUIE B R
HEIPAAAE TOP2A E:[H 5% TOP2A B[R s AL Rl Gh 2k . TOP2A FeR 5 i 1) FL e
BUEZE, TERAEFIAGIR . B2 7L S 2 P g ST 25%), TOP2A
Je DR i SR B IR AR YT T R NI
2.8 VKORC1 L3R T

25 1R R R B2 LB 25 ) ARV E AR IR A P A 28 AR K B ie SR B 2 &1
LFf 4 5 56 IR VKORC L #1384 45 57 @ Ik 5 M VKORC LR %, AT M A2 b R e
AT ZER R X (-1639 G>A) HHZHIRRA 1599232317 {2 VKORCLH ik,
RSHEERHAGRENMEE R FEFERZ —. 50 MAARER AL R EZ AL,
-1639GATIGGHE [K Y 3 1 Ky kMR B 0 il tE n52%  (95% Cl: 41~64%) A1102%

(95% Cl: 85~118% ). VKORC1 2 351 xf Hey2o 71 B8 R Ml (4 LU B BRI bk 1T 575 -1639GA

FNGGIEH B xR N Ay bR 7 2 (0 52 LS ST N PRI 52 43 1) 10 % 150 % o Ak I,
VKORC1 £ 75 P 75 AN 7] Fft e AN 5] N TF Hp ] A 240 27 96 ARk bk T 24 70 B A 1k 22
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VKORC1 -1639A %5 fo Jk X 7 9 N« 1 A A0 28 b N v i) 45 Aoz ik BRI 3 73 il Oy
91.17%. 38.79%110.81% CIR# T ANEHEZERISE R : LA BRFIEF AR+
S5 A7 JHE PRI 3156 73 71 92% . 40% N 7%),  FLATe J Afi I e 72 5 S VA AR 247 1 22
1) HAT AR BOA e . VKORC 22 25 1k ) I B S mi R i Ak 25 i I R J5 SR . S5 EI FDA
T-2007AEHLAERE LR AR IR 7= it 10 B 5, HHE 2 A FH AR AR X VIKORC Lk 47 2 PRI A«
20104E PRV AE U I, E 1M 45 A VKORCLAICYP2C9E [K 1 2% & A0 bR I W1 4A FH 26 7+
(£3) B, IR EATHR YA S T VKORCLMICYP2CORE R . 4R, &, tRE. Fh
T TS G P 25 5 0 AN 75 G IR 55 D51 26 10 79 B ok B 2UHf e SRk iRl 4
Espilp gt

M2 MR i VKORCLHICYP2COMK & 2[R 7 28 i I Ay kW) 4 FH 245578 (mg)

VKORC1  -1639 CYP2C9 £: A

G>A SR *1*] *1*3 *3*3
GG 6-4 4-3 2.5-05

GA 5-3 3.5-2 2.5-05

AA 4-2 2.5-1.25 1.25-0.5

BT EANBE R R R R A
AEERFE EFIRD (mg/day) = [1.432+0.338 x (VKORC1 -1639AG) + 0.579 % (VKORC1
-1639GG) — 0.263% (CYP2C9*1*3) — 0.852x (CYP2C9*3*3) - 0.004 Age + 0.264 < BSA +
0.057 <xAVR + 0.065 xSex + 0.085 x Smoking habit + 0.057 xAtrial fibrillation + 0.132x
Aspirin -0.0592 xAmiodarone] ?
VEf#: VKORC1 -1639AG Fon ¥ N-1639AG JEK R BN N 1, N-1639AA 5-1639GG
ST HUE 9 05 VKORC1 -1639GG o i 4-1639GG R AU HUE 7y 1, J9-1639AA
H(-1639AG F: A RUHUE Jy 0; CYP2C9*1*3 /R diE y CYP2CO*1*3 KK A R HUE N 1,
4 CYP2C9*1*1 u{, CYP2C9*3*3 A [A B! 2 HU{E y 0; CYP2C9*3*3 Kn & N
CYP2C9*3*3 F: AN ALZEUE N 1, A CYP2C9*1*1 B CYP2C9*1*3 & [K Al &2 HUH N 0;
Age /R, BUEY ; BSA R/RRRF, BSA=0.0061>E +0.0128>4 H-0.1529;
AVR TR 2 g B T E SRR B 1; Sex FRan 24 g PE BN B EX 1, AL EL 05
Smoking habit 7AW Se T BUE 9 1, AWJHEEUE A 05 Atrial fibrillation 7 3%
HIAEFE AN 1, ANEHAHBUEFIUE 05 Aspirin 7 B 2[RI I H fif =] T
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PRI HUE A 1, ASHRFIHUE Y 0; Amiodarone 277 6 2 [ IS IR P AR et B A2 0 1,
AN BT EUE N 0.
3 oAt FE PR 2 A4 A
3.1 dAMMR &30

25 B s i 2 e 3R 5 B 56 3 L, i HE B IR 1 3 5 7. 80 %6 45 EL W IR Tk
ARG BAENE: 20% 145 Wi A S IRAENE S50 L0 g S e P FRa 1A 8 PR AR iE A 1k
RSB (Lynch 2410, BEMEAR S RS B lipe B4 W HUS L e 4
e BB U . YRR E M DEATE (MSD #Al S8 EIER LA, 2 15% 1
45 H e B 2 T dMMR RG22 R BRI T B MSI. dMMR 2 45 Bl 15 A
ST 7, B pMMR 38 HE AR TS « 5-FU B A i@k m sl R gk DY 0 IR 4 Bh v
J7 e 1N 145 Bl som KU 1 9145 B e (8 AR HE R YT 77 & . 5-FU S EIG YT RE &R
= pPMMR B FH FITORAAEI, 1 dMMR B ANGEM 5-FU 1697 3k 0el, [Fk, dMMR
BRI R RTUN 11 JAFD 11 L e B UG, SORT F R W 4 B e J 8 BE 5 AN 5-FU 4L
ST 3R G . NCCN 45 H s i2 1048 75 2010 FEMHEFAN MMR, JFEI dMMR #H A%
E R BT T R
3.2 G6PD £ &AMl

AR M AR A 0 40 A . CAn 2L ) i LA~ 2R e B A& 42, [RINf 25 NADPH
FKPII4ERF, 11 NADPH 85 & il B2 w23 B H Ik T4 b i & &, 538 v AR 240
b 52 A AL SN B A o 4 %) B -6- T R i =G (glucose-6-phosphate dehydrogenase
G6PD) & IR M AR i A B  o 81 26 W -6- T R i AU Bl Z i, 44 GBPD k=
;AP E LI X Y RSB AL MR . SR T MR SR N S R B, Tovk IR
RIS, TER S 2900 SR . R ELIT L R PR RRAR FE AR, S A1
AVEMR, R, CBERERG . BERGteE . RiASIEE. ZORIN. BTEIUTAR, R T, ET.
PERERE G P Be M LA PRV RS, BB e, R E R IR R O
R, R A

H Al CE &Rl AR %58 T G6PD ) 140 £ Rh AR KA, rf [\ JE o 28 /0 % 5
31 FhoeAE KM, 1388G>A. 1376G>T. 1024C>T. 1004C>T. 871G>A Fl 95A>G A& H[H
NBERH WL RAR KA, BRIk 86% . FDA CUtbukre . EIEARLAG 3] 24
SHBRZE R GEPD k. N HERT B S B SRV LM 2, BoAi LG 2 br L SEAE R B,

FEN S, RN AT LB 2 7, @O G6PD RASFATA I, G6PD k= i) i
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AR ER 25y,  DARRAR S 7 o 4 XU
3.3 HLA-B Zfr R

ANEEHEHE (Human leukocyte antigens, HLA) J& AR FEA SUHA M E &1
(RI2IE 74, A5 G 2R 50 Hh 32 2 A7 T 4 I 8] PR BV RIS 3 G SRS, S S R
RYE HLA 28 =2K: [ K9 F N HLA-A. -B. -C RFIFE, | ZRETHHL G
MR : 1128574 HLA-D/DR. -DP. DQ #%Hijs, FEKIAT B MpMITEER
AR, | AN KBRS S E R A, b I RPUEE N EE, 1R 7 rMA K
Gy o MTAERR I — LW BN RSSO A R N 2 SR OG,
HLA-B*1502 55 o 2 [ 5 R 15 75 - F1 2 2% 9% T 2L Stevens-Johnson £ &4/ W B3 14 32 J IR AL
FAfi#4iE ( Stevens-Johnson syndrome/toxic epidermal necrolysis, SIS/ITEN)AH %, HLA-B*5801
Sty B TR 5 I VA I 85 SIS/TEN A2 ; HLA-B*5701 257 3 A 5 ] (245 =5 Fr 8025 4 ik
R A G 200, SETE FDA Stk vE -~ I 781 24 i Ut B 45 38 i Ui 2 2R me . 7 N\
TENRA RS VE-F AT AT HLA-B*1502 %57 FE R i 25 (210, HLA-B*1502 FH 4 (1) AN B
TR R S PG F, DA G H B0 7™ 28110 B Ok S s RO FH AT B R 5 i iEAT HLA-B*5701
SERTIERAGI, DL & A SISITENBL, CPIC [AI t B4 HLA-B*1502 1 ATk o 7§
SRR 2 0 R R LA RGP R RS C Y, F HLA-B*5801 1 Ay Tl 1 e ne i i
AR 1A 253N ARR 0, B HLA-B*5701 E N Fi ki B = By S 25 ke iU
RLI 1A 2R bR .

3.4 MGMT Ja 3 F &ALkl

B SR N e R R B MR R AR 2540, 7E 1R 4 22 AR B A PR A0 o LA 4 R 2 11
TEPEAL G MTIC [5-(3- F 2k = BUA-1-) ke -4- FRBERR], FEXT20 A= 2E 3. MTIC 48
FIEE IR T 3L DNA GeRALIEH, e b 32 R AR AE S IEENA (1) O A1 N7 17 5 SIMEf 2
H AT BUR I — 2T 254, 807 B IR B S i J H IS R R B2 PR i 24, 3238
7RI

OF-FI 3L 1A DNA-F EEFE B (MGMT) 2 —FIDNASEEE, 174 T4 A
MPiZ T, MDNAKTEALET, KEMGMTHER B4HMilx, ASur ol b 5L 10 5 4] L O°
R B E B 1450710 - e IR iR S F i PR Al i G 32 e AL U 45 405 . MGMTVE 1 T v 2
T Ji o 988 FB A e A TR 24 ) £ R IR 22— . MGMT3E [R5 301X CpG & F AL mT 41 il
HEER RIS, ST FHEMCMTIE R YTER, MGMTIE!E TR, £145% ~ 70%[¥#£
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B2 80 8 254 ZEMGMT 3 T RS A o MIGMIT 3 30 7 P 6 0 0 R £ 5 B

Ep) CRRIREP IV € Sunimpt e AR E
3.5 WM IEARE N

WML RRER EEAEEN DNA B/NFHBEAZ TR X . £ NREER A,
ARE ETAMEIE, 4 DNA B TEHIR, HTHMEEESFHME EER)
SEEFINgEEIEK, 5] T2 AR 2 M (microsatellite instability, MSI). i#%
0L, DNA FHRECEERE (MMR) AIEEXLRA . (HAEMBEMMEA, BT MMR
HERK, TEBEEMRNMEAE, FEEARAN LI MSI. MSI 28 yH B MMR
HEABKRIACY) . i MSIATUEMEMEEEE, Ao E AR ENE (MSI-HD) FIEAE:
EME (MSI-L). IEH TS AR 2 #a 5E (microsatellite stability, MSS).

MSI 545 i iR AR R & e 5-FU JRIT SR B UMK, 49 15% M4 Ble b T
dMMR 3 MSI AR 11 JA0 101 3125 iz B85 HEAT (0 KRR AR AL I R 58 K 30, MSI-H
B MSS B MSI-L 235 [ TS SE 4, 15 MSI-H 85 AN B8 M 8R4k BhiR 7 3k o
1] MSS Fll MSI-L &35 ] A SUR I e 4 By 7 3R a5 220, [RkG, MSI RIS T 1 1
AN S5 e 5858 T I DA B 15 P DSRUPR 1 e i B o o 3R e B 4B 5
4. ZiY{EFRE REEREKFAR
4.1 ERCC1 mRNA ikl

HiZ) CBFERIE. RIS RIED |z T 2 M S iy . A2 i
TIN5 i e e A DNA BE B IR AC G, TR “DNA-H1” S46%, Mifi#id] DNA
SRR AN I K . ISR 2 BT L) DNA B3 vl 3@ i 4% 4 e BY VA& 5 B X4
BHATBE . VIBRE E 38 X H 4. 1 (excision repair cross-complimentation group 1, ERCC1)
RPN VIBRIEE “DNAS” ZEYMBRIER . ERCCL RiA/KFL5HRAMINIT SR
FAH, ERCC1 mRNA ik /KPR AR /IN ff fitoies i 3 7E 3 2 4028 5 3 U AR B A 1L
I7 77 B LV ZON EMALST ST ORI, S AR R K . NCCN E/NgH i g 1) i
IRiGITHaR (20100 K ERCCL mRNA FIA /KAy T Ea S 2459097 R i) A nbric ) »
ERCC1 mRNA & 587K I B M 245, ARFRIE K1 U=
4.2 RRM1 mRNA x4l

A — AR AL T M BT AI 25, T EE ] DNA 1)-& i,  Busid 4
HIRZ N RR G )5 RS (ribonuclease reductase, RR) NG, [R50 DNA K&K, %
AT PGB R B T AR R e . PR R . DR A s ik
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. RR HMNIEEE RRM1 1l RRM2 %, #7572 RRM1 Cribonuclease reductase
modulator 1, RRM-1) t1 RRM1 & [K| %5 IR FERK I, RRM1 mRNA Fik/KF 5
VEABVE YT R R A OG, A FER Ak /K F AT F 148 i R A2 15 B FH 7 PR AR AT 10T
75 MG AN e B, R ZH 2R RRMImRNA ZRIE /KT 5 Fh A S A A7 AR %,

RRM1 I IA# 1 FR A A A7 1 B 25 K . NCCN /N il f I PR 16T Fe RS (2011)

K RRM1 mRNA ik 7P 7 PU ARG T Rl (9 A= 90k ic ¥, RRM1 mRNA &5 7K1
R FR) 63 0 FH 55 P A o T AT O 3897 BULGF
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Ff=k D. Zi¥RBEERIZ Y R MR AR

HRF 7R S AN ESEY)
MR GI SR AEE

ALDH2 T 1R H i

CYP2C9 HEMR, FEREAN . IR

CYP2C19 SRS . S-S, BSERIME, FIDKEAR, ARIZHE
W . R RE

CYP2D6 M BEE S5 R BN, G A B SRFBIE K. SRR
ZWEM B 2R ARKER. SR EAR, B
VCOREE, —HIAmREE, 5%

CYP3A5 fih 7 55 7]

CYP4F2 LTS

DPYD FIRWENE . REHRE . BN

NAT1. NAT2 SR B SRR RN . FIAEE . BRI
X K R

SLCO1B1 SEARARTT . FESARMYT . DTARARYT . BB AT

TPMT 6-FHALMENS . 6B YRS | BRIPKIERS | I

UGT1A1 (EARVA Y5

ZiWIE P BE R

ACE | R AR R R

ADRB1 B2 A4 BH W 771 dn SR B % /R

APOE HARABTT

ANKK1 9 ARPURS R 2

IFNL3 RO TIME a-2a. RO EETIME a-2b, FIEFH

PML-RARa S

TOP2A BRI AT 2459

VKORC1 LSRN

ERCC1 H2R258 OBEL. R FIED
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