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JITRE AN AR R 7 i DRI A IR AR S 2 N, SR A AL Y 24 3 Dl A
DAREALATREAL , 2 — IR SO R I B8R S5 . AR NS I H 1 RFAE
B 222G SR AR ITE N o FEACR AR S AR IR A H ARSI AR | S = o e
DRUEAAZR DA 5 T FETT T AHDRIEIE , A RS 2L RERS 1 Al BT T FEAGLIU Z5T H 1)1 PR
R BRARASIN 25 R PRI R T SRR T I s B2 250 =00 (8 Bl PR =37
N PRI« HER IR IR TS, I A A SRS AR I E WIS o Al AR
FROAREAL R S 56 S HE N S T DR UE XTI AR RIS “7 S S f T HAAR R ZEK, Dl
DR P DRAIEAS U 225 SR PRI AERA 1 o

A5 W 4S5 PUATAH DG AVE AR R LLR S BFA IR e 1, B Ik
FURIBRAE AT 53 AL IR AR 67 48 R AR AN AL, AN AV AR
RN R HEAT TG I TR 2

SRR AL rp [ PR SRR e R I e 0 1 PR o [ R R SR = O
ML L, EK PAETER DR E AR LKL e P HE
PUE MR ENZ Fi o PR SRR o AR IR 2 23 1
LRE
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1. AHEEEHEE

AR ES HH K DA AR ARG B 2 R R L K & Do ihilie , 2K A
VAR ZEAARAG B 2R R R R B 25, 15 A0 A I DR 236 DU S5 s kAT o eg A
ML 225 DR (R R B (AR 5 o AN 7 110 250 FH O 8 FE AR B 24y 1A
DUFRY B 7 A UARD I R 20— Al 52 =
2. fajfr

PR IRTT LABOR L s D2 A5 B SRR, DR UERE 20T 70 45 RN K
i, BRI MY T R IMKIE, CARBChIRE 22 R R IE S IIRIR
WFFCUESE, LA R B LR A T AR RS S B R A L JEDR SNP )
AL PR R HR R ITIN 29 7 ORI FilfS 4R IR IRAMARL BT
REMS PR Ry R IRARAN RO, ek B gy B U i) B
3. PRUEARTEFIZER Ay 4
3.1 FRERE
1) AP (Gene) iAW I B/ N DI RE AN, 2 HE BAT e B e U — B
DNA.
) A% (Mutation): JE40 il DNA KR FE3 Kk AL T RasE 1ok as
3) Al &AL (Fusion gened: J&Fif PNk D] iR 4 il — 15 20 R 2 AU AH EL Rl ol —
AN SE R R R o Rl i DRI (R A =) A Rk B
4) HEHKIE (Gene Expression): &L H[1) DNA JPH A= R A i g 2.
A B DNA i mRNA FH4h, — B BT 8 A ST AT BB s a8 ok 1k
5) L1 (gene amplification): g5 7 8 (1 S gm s (1) 3L K (1) 45 DBk £e it
b 384 0 i H AR PRI A A LA B4 I R i
6) DNA HJE{t, (DNA Methylation): >k DNA fb2# &M —MER, ¥ HIER
JNE] DNA 407 &, Blande famsse 2600 5'5% . DNA FIEILBEAEA L 4AS DNA J7
FIRIHTHE T, K DNA IR EAL 2 F — Q40 i s~

) BOMHER Y. (PCR): s —Fi ARSI B9HRE 2 DNA R BUREIAR . I HIDNAZEfA&
A I T I AR P 5 A8 B B, IR 5 142 5 B i E A MR ) S ) 25 5
PV 2 22 DNAZR A B I8 S Wk S, DNAZRE & B A5 1o 12 2 B3R (5'-3) 1 7
i) A A M o

]
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http://baike.baidu.com/view/24576.htm
http://baike.baidu.com/view/8193.htm
http://baike.baidu.com/view/1203504.htm

8) ¥Ry S A R R UL AL T 15 SR AN [ 1 35 Fr AR I B 1 1 4
T, IR T G AR FURAE A, LTI T R H 1R AR B
3.2 HEERRZ M4

NRIERH 5B 24 (HGVS) CUENT RGN IEIN 5848 iy 44 ik, FLARSEIN
AR i 44 77 1< 0] 2 5] 4 35 hittp://www. hgvs.org/mutnomen/index.html . HGVSZE [
SRAR iy 44 48 B AR T SR B BT . A SCLL20114F8 H 5 HT A AU

U PP A SR, HATSR WS H P HI A, filln “g.” Fonk
HFH,  “c.” FKWcDNAFRH, “m.” FKRLRARDNAFES, “r.” F£/KXRNA
FP4,  “p.” FontEEFA. LEBEE PE b IR T DL R RRAS o B 24 7 S 10 AR
HrhyIH, PR SRASTE e Gin trans) FPORYINE], W7 S &R i,
FRAZ NG TRAR (5085 AN Z MRk K F11303 5 R A W L i ad I A0
IIZEDNAZK - A 75 384 c.[1521_1523delCTT]+[3909C>G].
3.3 %75

5 H [E L AEPIEARLE Bt (NCBD WK 225 15 51 g fith BAT AUz S e —
PEo HAETE “NM_" KR AMRNAFS,  “NP_” RRZKFsl, “NG_” %
IR P A BE A 2 2% e 31 N g e BEBE R P 2, B G5 DL A 3 R 4 i X
(UTR) o MfE IS BRI DNAS % [T B HIR S AR I, N 45 I ¥ S Ak
LA S AR (2 G i SO > WA 481 G P8 ol L IRV R S i, i J LA I ek
Bk, BUE B AU g e k. U — S H P AT 2 Rl 7
I, EFENCBIEE e HLE R d 4 TR AR
3.4 BRZ R
3.4.1 DNAFSIR FARERTE

DNA A K S 708 A (IRIE ), C (HIMERE ). G (I LI T (i
BRmEE) KRR, FIERERZR DNA JPS. 24 DNA JPAIAR R, LI RN A% TE
R T AEA B AN F-RERA IR . “>” FF5R0R8 “INIE—B U R 5 —", iR
BT, B FRE Bk BERDURF AR Z AN H A

ECPHF
www . ecphf.cn



3.4.2 RNAFFFIZR FARTERTE

RNAFSILUNG FRFa (BRIERS ), ¢ CHEMERE). g (SHIERS) | u (JRMERE)

BEATHIER . RNAF A BCE ik 77 U 5 DNAKI L. HAARARTE A Z [ HGVS M 3
Chttp://www.hgvs.org/mutnomen/index.html) ,
3.4.3 BABUFIIZRRARENTE

T 91 U I LA EREE AN R CGE— AN FRERS) SRR, ]
BT RERAR SRR A TG 1%, A2 BT = IR 1 AEDRT T e g B 1) 2 IR A7
TEICARYE,  FLARGS H R A 5EAR 1) AR B i~ W] LB 37 A 470 S R 1R L 3%
Ko B, RERMREEER A (NER). C CEER). G (B LK
T (RER) MRS ST TR A (IRIER) . C (JEmERE) . G (SIES) LUK
T CBRmsnE ) AHEE .

3.4.4 55 A TR R T X B RAERIE

BT =AY 7 TR I M, 2N % T R 11 U538 RT e AN 5 i i 24 2 IR
Jeg. DA, %5 A DNA ZKPFRIGEERR/K FHEIR 548 . N DNA KRS
— SN A RA T SRR A, IER IR, > f5, SARmEE. i,
FE—E A 551 SEAEMRIkAER G (HE®) RN D (RAZR), M DNA
KA RN ¢.1652G>A.

TEREERAKCY, B T8 IR IR ) B IR TR AT R L B TR SRR IR 1 4
FREEY SRR TR . KONV B AE A R IR AL A AR,
SR AN K. B, p.Gly551Asp FoniZ ik (A 551 5 H AL (G)
WRA G IRIEAE (D) FTAUEE . TE XRARR IR I 5 AL H e 2 “X”
P AR LIS 1. B, p.Gly542X KR 542 £ 55 10 H &R R HE g 48 1151
ERAACE
3.45 BREFIHEANREMTE

B T A SAZ 23 B AT Z% “del” A “ins” Skekar, IFVE B SRARAT 25 LL A
WL, 1, c.44ldelA FRIRAEIZ DNA JPHIH 441 SO0 KA A BRIEEK
C.241_243del ATC F71E 1% DNA 81 M 241 5 5| 243 "k ATC =/ MigkE

FEERAKY, FRRAHR TR plle2ddel, Komi%E AR 24 5157
SERRIRIE R A . “indels” R BT HI R A R IS AT 4 BEd . il
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http://www.hgvs.org/mutnomen/index.html

234 239delAATTCGInsTA (ai# 234 _239delinsTA) #7~1% DNA J¥51 234 % 239
ST LR AATTCG NI, [l IHZ BT 250 BT A K TA BlE T 1K
3.4.6 BHREAREMIE

BRG] “fs” FFak&on. “fsxa” WA TR SRR SARRAL, filn,
p.His62Profs*21 Foxiz i R A TRAL, 5 62 T2 JEMR 2 24 1R 54 A fili 24
BRIT = A B K B LAY, 2810 158 62 ‘5% i1 FiF 21 S8 1Ak 1 RAZ ]
(A ELHEAR A p.His62fs, RIZE AN 62 551 K AEBI IR
3.4.7 WEEHFS

HGVS #ERE, %1741k [N 20 25 PR 1k b 30 3 DA — AN S 527 41 Oy P
76, Jaimn b “[EEMRE]”, W CGG[55]. 4 & JFHMREHE —MufZ
N, TFEELE/ANES “O” bR H ] RE B> I R s T S IRE, e A
HTT R kI A 12 A~ 15 4> CAG EHE, FERUKFRRZRW T
C.52CAG[12]+[15], HEAKFMZERRA: p.GIn18[12]+[15]. HTT JEH I HEE ¥4
TG HIHEA . ¢.52CAG(27_35) B p.GIn18(27_35).
3.4.8 WifE B EEL K AREITE

S5 ) YZ S R iy 48 R 3t A 24 3 25 B DR BRI AR [] - L Ath 3 A 24 S DRI, 451
DA AR O HE R 40 i (. 3% pdb0 ZK0ik, NZRAH (a3 P450 (CYP) SRAr R fir 4
ZEin4 (http/lwww.cypalleles.kise) HEFEH “*” 44, WK 1. £ZRSH, &
LR R E ) “* 17,

Cytochrome P4502 D 6 “4

Superfamily

Family

Subfamily

Isoenzyme ——

Allele variant ——

K 140t 38 P4502D6 254 LK iy 42 MY
3.4.9 Hith
ST R RAE, Al 5% HGVS (http://www.hgvs.org/mutnomen) £ (¥
AR, AR A A2 2% () AR 53 (1) i 44 o
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4. SrHTETRELRIE
4.1 BEARRL KR
4.1.1 FrErAL(BHEFARIERALR)

PR A VR AR AT S H S5 BT K DNAL RNA. ZETF AR BURE (1)1
DL LA, R AR B N AR 4 S e R B R E R . R
PR R R AR L2 ST R PR A AN BE R A, DA S AR AR A &
Ko DIFNR B —2F, JERA S —F N EHLbr A, RG24 HIA

FARUIER R A AR ORAr 7 1k B TR, AR5 DRAF TV
o-80°CUKAH, XMW AE T ARFEAR RS 30 0 Bh N e .t TSV &
s SEREAT I B 0 My, AE 0BT 58 UGS NS RS HSVREACE T RUE R, A% IR
2 it o
4.1.2 AESAEAL (formalin-fixed paraffin-embedded, FFPE)

10%H PEAE ZR By ARIE E T ARVIBRAEAS, 4200 B2 B S HEA T UMY

FIVEAS YIS, YIS gt v, Foh 1 v HEAT HE Zetn, A iR 4n
WS AR REBUERIN ik, w] 2% R A TR AR A

DNA 5% [l 2 sem, Kmfm (1 LR 2R R DA i REA
DNA 27 Bk, AR RAZ o SRR B [ 58 I 0] — 2 24 /N, 1%
RUSETERIAEAS, ] 58 I ()2 E 6~24 /M e
4.1.3 MR/ S M A A

FH RS2 70 H 1) R 40 B P - S RS I BT a2 AR 4 G, 2 o 3 A3 s
IKAEASGEAT 2 A LG BEAGL B 2 Jim s T ARMBAR Vel V> R DR AT, BT HE 5 41 i ik
I3 BB OTE OIS A B A BORPE A 22 (AL 26, Qiagen v v]) 4%
HIORAT o F T A0 S~ AR AS F S RE 40 2 S AR, DRIl 250 Y v R BB AGL TNy
e
4.1.4 IM¥FEAR

fli¥k DNA(circulating free DNA, cfDNA)JE17AE T I3 o 137 25 DNA, s
KU1 DNA (5 I 357 25 DNA (¥ L A5 7R AN 7] Jif 7 L2 93 9] Hh A 2280 (0.01~93% ),
NI BRI T A Jo A b 988 535~ AGr D I PR I o R A 22 0 SCHRAIE S mI 0 T AL
HUiE 2 DNA KL RAE, H T ZE ] ARMS 72355 R B0 A = A 7y v
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ARSI F ML B HUAL ST 25 DNA BEATAC I, BURE IS A A — v % 1] EDTA
PUBELASRIMA, R4 6~10ml 4xifin, ABGEH, 6 TS EIM, FEHU S
DNA, {rRAF31-80° CUKFET, JFlE b [ B VRl an4h B w5 K TRs ey, i iU
A AL 7 25 DNA FEAGRAE R, AERIRAIE T, cfDNA fEA I nl AR £ A7 7
Ko
4.2 KRR

JH9RE A0 B AL AT AT, A2 T R JMVRE AN A i o 5 DR U ) B i o G SR A
IR A7, S0 ES I A B D) A 1 R AR b BT

KAEVEAN N A HE: A BZR . IR 40 M B, R i R A T A L
B4, VP TS IR WSS BB N SR AT

MR 23Dy A N A BRI 1), BC— 9K D) v HE By 00 )5 S T uge,
AR IR A A7 AE, O SRSV E B, b R 40 i 2 X I
4.3 FEARRETHIFGTE 3

PEACK AT R — P RE, AN FH A B0 m] A8 H

il 8 AN ) S BRI REAR I, TG SE T J) i, IS B R RS 0L S iR
5% B

RAET AR IR IR Y, BB REE B R . R R

U BRI L, AJR 25 e K1, LMY P BEA7E 1Y) DNase 2R3 ;

WIHEEC RNA B, %2R ] RNase #1574 it A1 E RNase #4%}

4.4 PERBEMRSE

JR ) 4R AR A I B PR UE TR ) SR AT .

S % N AT VEA I REASZ REARUEBRVERURE (SOP), Xof Il KPS A S A A
KAETM, BORYIRN B S AN G608, fi s 6 R s A (1 22 4 Pk A
AR AT

T BEIEIOREA . T RNA R INIOREA, R AR R E (AL BE, A 2534
HE, B TIKpIsE,

2ol MRS E A A B R A T AE R N isik, WiH T DNA 4 BG A I 1
EDTA Hrst 2 MAEA ST RNA § 85k (1) 2858 AR BRI REAS
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5.7t R B ARIE
5.1 KB ERIFERK

JEU) b A% R A B 2R T RUEHR R ) R UET . AR A E R LR
T AR ZR SR IR AN VAL I 2 A 000 2 56 5 R ok A2 60 A 1) e DA s DR 184 A 56 52 56
ESST0
5.2 il vk
5.2.1 SangerJl i
5.2.1.1 HFARFH

Sangeril 5% BV XW I 48 4 £¢ 1192 (Chain Termination Method) , ] —FfDNA
REMRIEM L SR E IR LS. HEBA P2 b B A 1k,
BT B E FH— 5 DUAS B 1 S5 AR i, A B 25 A A DU it 4R 7 IR
ZWERR(ANTP), JEVER A B [ — M AN R R BB 48U =2 (dANTP) o tH T-ddNTP
B Z IEAR s EE A 3-OHAEH], ISR T IR FEVEHIAEG . AL TECAL
Zilo 80k fUHH SN AR I I XUBE AU 5E o A5 T dNTPSRIANTPS R AR Xk B2 7
DARSE, A A B — KU 2L TSR 2 =1 e A I
s (RSO EEA AL TR b, T s o R A M B L UK 23 B KN AN R
Ji B BERALER S T X067 T8O B 5 B R R A7 = Al AT A o
5.2.1.2 HARFKE A

%752 DNA [FHI TN E 5%, e ELERIN . Al R AR i AR (1)
— ik HTZ T B EL DNA [RFPA, DR A o A JE IR 40 TR (1 4
.

FEP R WP, AR AR AL i, G — LT i 2D WL AR
ARG IYIZRAY, WS R Bk

PR REBEAN R, FEAR S I K T S 20% A4 AeA th o SR A b iR
20 B 1 S AN LA SRR v, — BB SRR 4 5 B ANIG T 50%., T AL gge 4 i
LI T 500, DMt B AR M o4 o b 2 s ARG FH T3 R B i 2 R AR
5.2.2 FEBEEE I FFiE (Pyrosequencing)
5.2.2.1 HFARFH
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http://baike.baidu.com/view/59733.htm
http://baike.baidu.com/view/2419396.htm
http://baike.baidu.com/view/117213.htm
http://baike.baidu.com/view/7687.htm
http://baike.baidu.com/view/3853239.htm
http://baike.baidu.com/view/345429.htm
http://baike.baidu.com/view/963570.htm
http://baike.baidu.com/view/2006213.htm

FEREIRIN P BRI H 4 AR A 1 [F)— S5 S Ak 28 v 1R Bl B AK 27 R D't SR o
ISP SR DNAIR K5, (EDNARAG. ATPERIRICHEE. 996 HEER —
BT I XU IR 5 4 RPN RGP AR TR, #5514 B — DN dNTPER G IR
TR AR FE A (PPI) 5 — RSG5 5 BB TBUR IR R, T8 I Aar I 5 ) B T
HIGRIE, 3 3 52 I 2 DNAFEFIFE 5538 2 51 A2 A 1) H 1) 6
5.2.2.2 AR R

FEBEIR I 3 BOAR L —FloB B4 I B IR R I I 7 B, HE SRR v v
Sangerill FEAHHESE , 100 e B U R K $R ey, AR & S0 T 0 I Ry 91 A T
FP o3 Ht

T KRSk 10%, AHXS Sanger kR, AL i 58 AR 1
SEARE TSI E S s BUUER nT A, SRR, SEER RO RS, AT RIURTIN
RAR BIRAEAL 5 o

SRR WP LR, ANREXRTC r BOEAT 70 M o AN R AU T A8, HE LUK
HIR T 1006H95RAL o ANIE T T ks el 4 i 27 FEAR
5.2.3 Hi—4RMFF (next generation sequencing, NGS)
5.2.3.1 FiARJFEH

NGS NI KMBFATINT (MPS), A48 28] DL— Pk A K e Ar
R HI I PR, &4k Sanger 7 1 Ear gt 2, RHESATIN RS, RE
BRI T EE R A AS DNA 3 FHETINRE, SEBl T ORMURE, el i U e
B E AR ANE S SN SR BEANR], =25 A5 el (Sequencing by
synthesis, SBS). Z&T-“DNA " fl“nl i P K24 45 (Reversible Terminator) K
FIBFATINR . 4 VOO hR 0 SR R R 4 SR S NI e A0~ ARSI
5.2.32 B R

et S AR AN AT PABEAT KRR R AL e, 3 w] T R TA 3
B AL /N3 T RNA HSEE sk PR RESE D R B e 1 DNA FEAL S5 AH AT 7T

FEAL A EIEEN TR ARG =K SEAE 4 Sanger PTFVEAT A R &1 2
—, EAMAS AT, T AERCE A s BRI TSR 5, el
FERORA E ST RE, T DNA B R R S e 14 il it DNA (R F
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http://www.bio1000.com/zt/dna/2339.html
http://www.bio1000.com/zt/show-1.html
http://www.bio1000.com/zt/show-1.html

S MIIMEGE Sanger Ml A% e B AN ZEFE BRI VRIS THRERR 27 123508, il
A F v 20 U e R BEAT NSRRI 5, e A I T 1 T 264

JRiPRAE s Ao R AR PR LM OC, —BOR UL, NGS 78R AR 40 i) A2 for
DU, Srin R AU Sy 1096 AR 5 IR AR OCUK Bl L R AR AT R, g 4 2R
DI ROk AR IS T A SRR, F AT NGS B HT T~ 83 40 i S AR Far il (i b
PREAR A o B 2 1l 1 A B IR R
5.2.4 ¥ IGMHIFRZ ARG (ARMS) -PCRi%k
5.2.4.1 AR H

P HaRHAGT R A R 4: (amplification refractory mutation system, ARMS) j& PCR
FARN R E, BRREEA L E PCR (allele-specific PCR,AS-PCR) 4%, Hi
T AN AR T RIEATAGIN . VAR B IS 5w 1), — 5 IR DNA B
A, A EH5A DNA HAl, X T2ia v, 20 nl AN Z RS 14 K 3 55 14
BEATPIASTAT PCR, AT 5584 DNA 5S¢ HAMK S H)A rl i )F45 3] PCR 414
P WRAR A TS I 3 )22 PCR ANREREfH
5.2.4.2 FiRFF A

ARMS-PCR & H Hir s 46 5 %5 HI )3 P SR A 7 ik

TR ARMS-PCR Al SR B i, ml Asr I e il o b S AZ LU0 1%
B4 HARH RA LA

JR PR HURERIN AR AR, ANRE I LR ). RANRAS: ik
R ) SR AR, R BSR A EG Z2 , MRG58 H 385 0 0BRSS ek 45 5 (O A
NEREIN: BRI, B I, 0 DNA BEAS S KA 0
52.5 RAPERMEMEIME (HRM) &
5251 FAJRH

E R 2k (high-resolution melting, HRM) J& —FP%ET- PCR B+
A F AN R AR S AR R A FE R AR S B R 22 21k DL R AL
HRM s 7 I B mb XUREAR P b IR i JU) o DNA XUBE A (1) s bl J 2 2
SR T FEDAIAR 5 o 0UE DNA 7 Bofe Hs 52 (Ul BEJA Al Ja 0 RO E i B
CG &t Pyl KELLL—ANMEANZEmIEE. H DNA k& 3k
A LA BIEATXURE Fr BUR I AR, FEA DOG IR G ARHITE DL~ PCR 9739 7 B,
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www . ecphf.cn



718 5 1 7 A AL — A PR R R (0 I B BT AR 8 o AP AE T IR
ST I, YekshiE % UE DNA KRR, 280615 5 B/ .
5.2.5.2 HiR%E

H T HRM 73 B AN SZ BRI AR AL ORISR I BRI, o T 5848 94 . kDA 4y
ML JFHICHEL . DNA FIEAL A5 5 TH 5T .

FEBA A KR BIE 1%, Femthm, TRV HEERR, AR
AIRENE: ARSI Rl I HEAT, JoF PCR JR#EAT AL BE .

Jrd PR« T i 1T 58 11 VAN B A T — R S PR PR AR S A, R U 4 B R
7 ST I PS5 7
5.2.6 HFPCR (Digital PCR)
5.2.6.1 HARJRE

HF PCR & —FILIR 4 F4ixt e SR . T gPCR, %47 PCR REf H
B DNA 53T I X AAFE R Zont s e Bl — MR LT 21 L
EHtr, SECEIAE RN HTT, BARITE S — A A U H bR 1
(DNA 8ti) » LRSIV R ITH 7m0t H AR 70 74T PCR 73, § 38405
XA RN TC ISR S AT G2 20 17 o 07 PCR BERAWT K &, Bio-Rad.
LIFE Technologies. Fluidigm Az RainDance 25) 5 AH 4k 41 H AR A il i B0 7
PCR ™ i
5.2.6.2 HiR%E

- PCR HuTHIN A : Mg AL ARSI SRRk o e & IR
PrifE b 4ion) 78 . AR SCE LR 5 4G

T REE A 0.001~0.0001%, YL, AR 24y SR D
FRFeH); ] BN 52 PCR B NAMEIF]: AN DA 5t bR, I H bR%
DIBCE BT RS %08, TN B 22 55 S0 oy BT (5, AN
PRI S5 SR LA PE . BRIV, Hdl b Bantl: Igeit RARR, i geit o i
A3 R AU AR

JRBRPE: Hy PCR AGHE SRR, H AT BERI KIS 5 FAM F1 HEX.
BN SN 2 T N RO Bt s T PCR AR A R g, EE ST DNA IR
JERIREAR A B 5 DA, i ELAZ IR 5 v, 5l FEL T 75 1 % LB

10
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Fra koA 87 PCR ARG HERN 2, (R BRI N 22 A7 AE 2 5
RN A BEAUEF qPCR, WASBEAE FLA B T A O Bk 7775 . QX200 454
PCR 1% H B H TR g, 207 PCR & [n) I ARAS 96 ik 75 24— BN [A]
5.2.7 ZOGIRALFRAT (FISH)
5.2.7.1 HARJRH

e 56 A 242 (Fluorescence in situ hybridization, FISH) &3 i %€ Y6 F5ic [f) DNA
WA 540 Uiz I DNA BEFFIZ%AE, JFAEZO0 BAREE T LS H 45 B —Fib
TR AL AR . B S B A SRS S 5 A B DNA LR 4 D)
HE DNA 55T AR ET 2 R BLANY), e ve-1R k-2 1, BB
AL DNA SRZRIRE A5 o K ALIRARET T S — P M brac b 4Ras 4+
W E . HimE, PR AR 70 T S O R AR IC RS SRR A 3R A ) S ek
[N, 2 A AR R AL N A A5 DNA BEAT e a2 BT s 7 047 -
5.2.7.2 HiRHE S

FISH FZErf R R B2 . R Rl . R S R4 TR

TEA A T2 RO ERRIC, B DNA R B FER 2 [ AR A B 5 7 1),
2R e ARG R RESEELR, T RSB RN A 2 AN i, JF AT
E Sy AL LUK I e B B ) ) Gt AR IR A K 53 28 A% Y

JRPRTE: FISH R E AR AR LR B my, 12 W BRI e 1 P 4% 1)
FISH #ERIGE SR, AT 4 FISH BR/E 2505 5 I BT ) 1 &5 A BAT
AEENE; H AT FISH ARSI A B3 5t . Gl 2GS
5.2.8 G4t (IHC)
5.2.8.1 FARFHE

Hu 414 (Immunohistochemistry, THC) 43 M7 Al AR IR 2 18] (K] 45 & 1)
ERE N, A B T AU I T R R PR BUR S & B A A B2 o ok, B
FLIE B0 H 2 A0 i o (R A BT R AT E L AL EE BT ST
5.2.8.2 HAR%RE A

IHC 14T & TR T FISH, BA&GrREMIL A, JCHEH T REFEA
(IR 3T 52 IHC &5 JLI% DN 32 - B RS PUARIME £ Rl s 4 2L e
WS 5 AR T 1) 2 0 55 o
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5.2.9 RN ERYHRPCR(Q-RT-PCR)
5.2.9.1 FARFEHE
i 5% PCR (reverse transcription PCR ) EY # #R [ # 3% PCR(reverse
transcription-PCR, RT-PCR), &% & ik = s N (PCR) W) — T 2 N MR TE . i
—% RNA HUE#E 3% 0 H A DNA(CDNA)RAE “ik 7, HKHi RNA [f) DNA %
Al CURRRE) RoE. B, DNA [R5 — 45 i i AU H IR 5 | I A
DNA ¥ DNA S5 E i, BEREMEIAEEE, I K PCR. J5U5EH RNA itk
# RNA TilF H B&fig, BN B4 DNA.
5.2.9.2 HiRHE

YT PCR ZHINFE VIBCR ) —FhbRik B VR MBI 25, %54
AT T RNA FBACPRINZ B £ A s PR W s RS,
FTEASJE LR IR 4 SUHE L RNA 1145t SR oy, Rl s DA 3 ik i ) A
HEMIAR S —. FISH. IHC fil Q-RT-PCR = A AE A ALK J K FHE I (14 ik
MR L .
# 1: FISH. IHC il Q-RT-PCR #ill ALK i K FHE (1 P s L%

IHC FISH Q-RT-PCR
R/IpE HH DNA RNA
R + + .
RIMKIBERE | 2. K% L. AKN WAl
BE ++ + S
# A + S o+

5.2.3 il J7 VAL FE A

SR A5 W A8 B B M bt BRI T ik, RIS A s Fea R
fase . EREVEL . FER MR EAR, RN A R, A H 2 b5,
RO IERRAEMIT I,

T IR AR ) S ook, AT A SR AR TR A R R 2L i A dR
HCH) DNA Ui M AR, AR RS, HAT ARMS-PCR> £ IR I
J>Sanger ¥ .

12
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RS I e 5 R AR I, AN — R SRR 52 (0 RO, SR 0 e PO
7K HEAS SR R v 1 T SR Ok A, T L R i A B

A FhIq RO R A B, ER T IR RE AN T P A 1, TR TR A T 1
Jrids, ik F 9Ot i mPCREDRAEHUK B RNARIE UG Ll b, Wi 2Lt/
FEEFIRNA R T BEIA A BRI LR, I B % RS 32k XA A o B SRAE ARG DUy
%o
5.2.4 W5t H

AFE AR B /> T (DNA B RNA) 287 K 3 K 38 R HLRIZE R 1A
[, R R A AR RN H 43 A R 58 L SRR A Rl A DR L R PR
AR AR B k35t H 342 H RGEE R I K27 o, 2 ks IR UE s
Fursy, HEATWHIOGRN N, VRIS 1o S5 = 76 R s MRS
DTG B, VA T R FRURS U5 H (R, DA S 3 110 0T A LA DGR
5 o
5.3 DNAREU; ¥ 5 B2l

DNA $EECZ i (F93 3T A2 b3 L, v T S S 45 R i vl S
FEAHEATAL I AT 38 56T 5 WU B X RIS I (HE Je(0), IR ZAT 2006 1 B
s 2 JP IR 40 L ¥ 0 B (MRa i i / 85K UL R B A i, 0 S I R B S
FEANMIA 7 v, 0T TR B SR A I ENL . e E AP 4Nk S B R
INHE BN R PR A2 TR

it A P LE B TG 8 — b, BRARIE OGN, A A A o g 4 i 1 A9 AN B
i1 50%, HEAEAANET 25%, X T ARMS SERUBIER w1 73, e 4
(& A L) AT US4 . HARRE TR FH 1) DNA 2505 1M 5 A8 Rar il 772 1R

X TR RRAR I TFARALIREA,  w] KRR R A DNA S50 &
TR RREA, HEFEA0 B f IO I f B0 20 20 B DNA (R & 0 TR ik
AR IOAT &, PR 5250 =5 A0 A0 FH T, 062000 FEAZ IR P 4 5 R R A T VPR
2l Ak I FE AL IR 11 56 P R VR PR VKSR R (R X R A U 5 X R b o LU R
M5E 6

13
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BRRIRIURI 2R WA Ageo 1EINE, DNA WET TE ¥iliHh, #UKR % Pl
7t 50~100ng/ul, & 20~40 pg 8BA F.
BRRAE: I AgeolAzso ELHFIE, DNA RIHLE N 1.8, RNA [ EL{E
2.0, 47 DNA EfEm T 1.8, UiWIHIAI T RNA FHRER/S. RNA. DNA &R
A YRR TR B E AR
5.4 RNARBU ¥ 5 B2
RNA $EHCH LR A, JEHR PR BRI 2028, RNA AR ™
o i RNA BRI R AT PN J7 1 : RNA BREE LI 220 3° A7 B A F 0k,
DMK IR FERR I FIOMBER S T A2 E K5 RNA B, JF H RNA B§A Y K15,
el G A AR RS IE AT S AT . DRI ARE A 47 . RNA 13RI AR AT,
T A NN, B RNase X RNA (1 BFAiAEH o
RNA FEHR 28 3071 SR IR SR A S-S 3, A SR AR B A4 A )
A AL RNA SRR it g sl 2R sI 282 RNA $EIGS
HEIAS IR, ERENEBT 1 RNA [R5 R AR o A0 S5 107 25 I HRH1 41 e s 21 2 )
ESULP SVEE N
IRIRBUR =2 . RNA 7% T JC RNase (2K, @0k E#H17E 100ng/ul
Pl b, BEIA 30ug UL
alifk J5 11 RNA Ml e OD260/0D280 i, RNA: 1.7<<0D260/0D280<2.0
(<17 W RUHEA TGS >2.0 I &I 0l G8H F60 sURIRAD), BEITBY
HEhH Bt s L vk WL 545 TG DNA V5 44 R RNA [ 58 38R
5.5 RAMILEHE. ML ATEFm
IEARES IR 20k CFDA SEHERIRA], BB A ™A bRt ERURE (SOP)
(¥ A ECIR 7 (LDT).
PR (R0 52 s S VR, RS L MRS . RS R P
I RAS 56 0y IFCCL WHO SEHEFEI 7 ikt e . BT ARV i B bR E S B A
5 5% LA A ZR I AL 360 Lo R B R R 5K

14
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5.6 Ry R

IR PCR Rl i AME B R EE . RS m R e EA
Py MERRTE, SRR YE . BN Sy 1 . PR EE A I, 20
HIUERH PRI VE, B0 45 AT AR R A58, A )i ™ 55 R

TERZIRPEI T, W /DA 14y DA Sg PHE TR FEAR . o a A i 45 22,
IS S A PR B IR B A Rk (25 e RIS, 388 B 2 /s — 3 L A B ot
PEREAR, B0 58 1 25 3R] LRI Z IR R BOS R b R AR R AR B

UNAERLIR 2 DNA, T DNA 934 A R0k, wIAER 1 6 Sl & L 1t 59 R0
PESE DNA FEAS,  EH 53U IR R N A o AR A RNA, JUJRR T A B
RGGFAE cDNA T DNA §H2PEAL, & n] H Ol L 99 B PE RNA Bids
SR S EE SR o DAk, ST B PR it o BT RO B A Ay B 2
I, BRI AR I R K B AT 52 BURL IR YT G o 7 BT FEURE: it ARV B 1 o) LR
ARSI 25 AL AT EE A BSR4 4t SR AT R
5.7 WA U

S B AR IO TR 5 YL S 5 SR B3 IR L G 4y, AR R IR TR
UG O R B IE R BRI %

AR VA 222 PR ME BRSO 0 H A N A B AT S & 4
AN G 58 1, B e P B54% R 25 Tr) B 75 K8 43 IR 5 st A5 11 22 5K iz it
AT, I A AR %

A VA N8 WITF R HE T i, RV R . TR E A AR BRI
A AT HE B AN A AN BEATH

SR H O LAE, AR B S A4y, B H ded . Y
S, IF Rl
5.8 ANm#EI

RO B3 RNZ A AR & 50 NI TAELL, 2l Bkigil. 5
W E T PSR EE I, P9 DI 48 B A FH (R v SR B 3 e A B A
Yedr U T IAE, SRR [ 5K T AT AR ZR I RS 36 Lo A ] 55 1
PEVH AR A AN B 2 A 55 U1 e S5 LA A U R 1) 45 BB AR RS I
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5.9 J7iERIPERERIE
JIVEZE S| BERT TR R U 22 G 5 30 H % 2 00 S B0 s Al PESGIE, AL HT R
WL VR MV IGIR AT IR A R RN R P iae )04
JITAT 350 E R 75 V50 UE N T BV 4 (1 B4, SO VRGN FiR T VA S uE K B
NIV N (1 EEE SN o TP TN AT R R o AT IR S N EEh o Bl M i 41y
NZEF G A e T IR RR I o ARFE I H IRRr 1, — L8770 R PR AN T 2T R
BEATIN SRR P D AR S Bl o R T T BV SCRR A2 0 I SO AR AR
FLARIIPERESRUE J7v5, i FH /2 48 CFDA Stk (a7, Al 2 AR ) & i W
o FAH R R REFERRER 73 HEAT IR, B 2 75 BEAE I S50 5 N I U W] T 7R i)
R vERESRNR . Aoy BHRAFE B @k, WZ% LDT BRI 24T PR REVEAT S
HEAL BIRPERESRRR . LR VA 2%
[HERASE]
D ZmEK DA ARG AR Z R FTE, N EFTEG 45 R oFo sk
0 A0 45 SR 1) O 2 B G R YO0, AT DA AR 52 6 = A 445 SR R HE AR 2k
2) JPLECACSESR: G BER T R T AT LU, e DREAER 20 41,
FHPIR TR R N0 [FIRE TR A o AN 285 AT AT G I, R B8 = b 7 0 8t 1
BHTHI
3) KU CAMEMFREYIIT, X T FEARISEAAAE o) R AN 773, ) BOY CANME
FRIAE AR B AN TRV S AN, LTS A Aff 2
(R MU ]
1 T R R E R T A R B K SR AR, T
HF AR R RE R AR R S AR UL R A, BOE AR IR AR S 7, — ELARRE 2RI P
PR Rk, ~PATAIN 3 7, 3 At HICLYE | r | =0.98 (Wi A Bk FE R
ZITVE RN B o CRyRR AR SE et DU AE S AR B2 BRI HEAT 10 A5 LR B0
=)
2) IR R FERIUE I A ER . = A B Bt sl A g A L4
Wtk 20~50 BREA, SEATRCIN o34, HC R AEURE BV A I R N K, R AR
=[TB/(TB+FN)] X 100 ( TB=true positive. FN=false negative); 7 CFDA 3 {1
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PRAF, Wtk 20 B BHMEAE A BEAT IR AR : WA CFDA LS I 7 sl S
HHEARI LDT 385, Wtk 50 B FH PHEAEASBEAT IO, JF A REAT =8 (A) LoX
CRr At ]
1) R e Pk g0 Uk 32 SR AN T R R B 2, R S M =[TN/(TN+FP)] X 100
(TN=true negative. FN=false positive).
2) M= HEERBE SV BOS R A LR W 20~50 1 B PR REAS,  BEAT RN 237, 3L
R PR N A I AR A I 225K . A7 CFDA SR A7), Wtk 20 41 1 PERE A ik
ITHAIE: ¥ CFDA LSRN I H 8 H S A I H . AR 50 Bl B PEAE A 1
TR
6. Z-#T/E RERIE
6.1 &5 REICHK
D kil gl Rt N T IR, R UM RS, AR R AR
2) XA A EAE EAT A oA, AR T Y PCR 38 A9 250, AT 4 e
a9 S5 RAF G IUH SOP A7 KR4I, Al A sty , 5 WU =R I
3) BABELMELIR —IFm N “RREERG”, s NERDNAR: K
AR BFEMA M ER . METH . RITE RINGIR . S5
M EBREA S . FEAZEAL, KD ] SCIE. Widks s el Hi, s
W=k AR 7 A A7 W R e e A 7 P
6.2 KIEGRILFK 50

U DL B T TR, BRAE RN IS R SR R R, |
AT S A, H L A A A H By AR A it Rt S A AR DR 5
IE o KAE T — F B R RAS 5 A% 042 i AL RS R AR o P REAE I . Utk
N, e E AN G DR R N, WO R, AT e = AR E R RIR A D
B BF AR MR . WO BURTE, PR ERRG, iR,
JAE i E SR I B A
6.3 & KR
D RE RS T 24 8 AR, DA ORA S5 B e 8. ARk A,
=M, IR BB I EEFA o ArI &5 SR LR IR & B R T 3R A S (AR bk
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DR AL, 5 4% FRTRS I S 56 =3 AT LA B R T 2R AR 25 » 3 ST I 4 A ) R 4
TR 2% A 3 e i Y o A T AN 5 SR A

2) R g B R A R AL CREE. AR LA A R] .
AR BRI E . A 7vs. g5, SRR HZEE. K
A BERA SRR ARSI SRAT 6 R 7 A A 5L SR AR N LS, R Y
S EEEITLL B TAEN G ARSI A o7 A PR, EIRR B, HH
A% ORI AR A 1 T 5T

3) SERER TR TIGIRSEI0 %, AR Al g AR R 45 2 . IR AR R
(I TTAT 8 I PR s A=, AR AG I &5 SRRV PR A5 SRk 1) SR AR A 45 T . 2%
I R 23—~ 12 W7 00 S 36 B30 RN DA UG A B U R S8 2l b 48 SR P 12 W 1) 25
S, A 255 R L

6.4 CFIRH

BB FIREARLS R BREA S, 18 “FEARBMOE A thid s B3 RIREALS
B RAFF GRS R AL “REARIERCSICA” Fidsk, JFABaEHE .
CREAKI FE ) S5 RA7 T X, 20 L4EDL by e sl e T4
FSLIHR X A, B 1AED B, (R B Sz Ac %) fAr T3 X &
FISCHAAE P, DL A4k 91l R o e e S 00 A (R B SCA s iU e AR
RGN L TISCER, 2 s 1
6.5 Frill f5 E R &)

SR FNLRA I RGMIR IS R T 5, PR R AR R . RS
R IR S M A&, s P IRSS Tek, TE K R SS A B
3 R I R I A R 3 Bt T S e DRI 4 5
6.6 A& (RER) RE E54HE

PRI AR TR DRI 35 A H i TRV RE AR W RS AT BE R K DR AT o S0 55 1
B REA AT B IS REARBAT /AT, T REAR B AF T I, AR A bR I
FEHEAF T, AP REAS SR BRAD, 7 LA AR AR A IR L B R 4

FEATR A BRIAH AL B A BB & (BT IR B4R 1) (a7 AR
P IRV BINE) M H K X AR 2EK

-

oy
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6.7 Frdl-5 i KRB AR 5 5

S0 5 SRSCER | B B R 50 D A A e s DA 5 DRG0 i (1 DR B A
o G PR IR 25 S R AGE T 0 Ar, Ak D SAR TR B 2, SRR IR B % i
THORHRGE, MR EM, FIERTAAEEBIVERE L, AR B VE R WA, NS
AR DN 7 VA I S R R B M (R RT RE,  JRREAT B0 1 9 5
7. PRGN B AR UE
7.1 WERAEREF

JEU) b B (AR B A T R AR UE FR R ) I EESRIEAT . R AR
7RI SOP, MW ALKRIRAMER . FEACKAE . FEARMCS AL B, IR
W7k SRR . DR S50 5 e A T S I A 50 1) T A 215
SOP ({14 5 NyE LIRS Sy . RN Wi T B0, W= TEAN G
JN RS EAG SOP H Kb BREESR AT R A, WA 5 SR RS 5230 5 1 i A IR L ik
1T SOP #TZMET, X TSCARMEIT . BRIk, CROREE T, S IORE 2K,
&3 HEHEAT, JEB7 1k JE A R AR ST
7.2 JREE

A ST A i PR ST A T v S BRI 5 R T EE MR R A B A, —
DUT, ORIV LR AR . SEIRIEAT S s Bt iRk b — ka7
(KT LERT o At A7 2 AT B T B A SR i PRI AS R B0 2 A vy 4 110
FEAREE,  HBNA H BT o
7.2.1 JR¥E KA

BHPEST R DL H A B DNAEOTRD VRN BN IEATH 1, 1FR] PCR
ARG § R EAh . (PR PERE SRR A, N 4 Lk
RUAFTRT E 8 G I A P A R G o, AR S8 AR B, R4 T 11
R 7%, R T 10 R AT ACT I B[ 8T P AR

SAPERT . DA H 1R BURBIVERE st E g AR A TH 38, H TR 3
AR TS

AR DABKAE D BRREEATY 3G, e sl R b e AR B I &%

PCR il #nt B e 76 5 BH AR R [ 1 S S AA g ey, I N A ] i 1) A )
FEdh DNA, i SRS 38t H R B, R AR U i DNA HRA7AE PCR 4614 .
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PO I A AR BON BTG S5 RO BV, U] DNA Sl sl 2
R RESZ BTG G

BHAEBRIBOM L BH P SIS HE T S 25 SO I, DO SRBUL FE T RE A 8.
- DNA BHEX RS B8 25 B AP, sias DNA BT BRI 2 Fon] B 3 45 5Ly
B, T PCR AR iy 1 ok A7 vl

SEPRI AAZ AT IR 2 A (SNP) I, 75 BB 22 A B Moo JEUFH T4 I B A
RO FIERRL, et TRERA, SRARA A T HE R o s R ] e BRI R AT
A, TR 7705 R IR AR [
7.3 EHNREEH

JEUU) 1422 f (AR BE 2 A e BRI FR ) (SR HEAT . % LR
W) 5 3 N e s

(1 R 1 ANFER AR, P E A —r #1E CUT-OFF(2~4 1) 1)
55 B PEAD— 03 B ST A A B AT o A P40 1A 5 0 A U A 0 48 o 42 L
1038 24389 1, A9 e R AR A HC 3 1) 50~60 43, JU) R KR B A2 R B 1 e A (1 K
EE A TS ot B LB I AR A e T B ) I R A ) I Ak 3

(2) Y [A] R I 22 A S AR BRI, ) ORI 5250 % 3 B4 fF, I ikar
e 5z R Bt Sz IS I i ) 2 AN B 3 AN SRAR R R Y B B PR Jg s, T RS ) e P
YRR R SEAR T B BA o B, RIS, RS . D34k, RIS
SR PR AN IR S 1 o] 5 A ) — AL, T AR R A U, AT AR
(RINGUAE, S A] BE E—  H A] P ) R 0 1 — LI 3 2k

U SRAE YT i ORI 25 SRS T, B R AE, WALk R,
BN X S BRI SR AT 23 AT o AEFRAS B A BRI S DL T, 20K AN AT
A 110 AT 5 R AH I R 60f DB A 0

WA, G DAY A B ARSI BT P R S P 5 SR R BT, DA R[] — 5 P R
e PR SRR HH AR B 2 AR A, AT A A B OR S 3 Y g (R R R AR o
7.4 Z[A REIEN

e ARG I S 56 % 8 2 I = () PF (EQAD TR, Wnsiiihid 56215 EQA 1)
At R, AR R R TR =R A TR R, SR ol gy
W MR, 6 S = TR AR

20

ECPHF
www . ecphf.cn



7.5 PCRY5 4&45 41

T 98 2 DS S 0 e o0 20 2 B R i, BHAEREA A IS . PCR 47
BEI PP n] B RCh PCR SIE50 5 1 32 2295 Yokt 17 PCR 1 BBUR I R A% il v
JITUAZD S 1R 3 38 7 40)v G AR B N A5 R T BB RH . JC L PCR 4738 4
FFURL 7T AR 2% 5 3 SR I 3 1075 B, S BURBAMEIL G R A o T I E SE 56 %5 1
vy BTSRRIV S S R E AR b AR il G

5 ILE) PCR 15 YA B b 11128 S5 9% . PCR RTINS e PCR 471 P =435 %L |
AR R S = B TR Y S

VIO VO R R N S AR R Ak
H, 40 PCR ¥ s25G A ] dUTP, MIAH dTTP.
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BfsRA: B AR H
Al FERZRAR R E
A.1.1 EGFRE: K 5Kl

[ A] EGFR &R c-erbBl (IRIE“ W), A KK 7214k
(HER) FKEHiZ —. HER K% H EGFR/HERLl/erbBl. HER2/neu/erbB2.
HERS3/erbB3 . HER4/erbB4 U473 1A f, FEANMI ARG, BGTE AN /010 55 A B
AR R BRI TEA

[ WRAZ Y EGFR 1548 32 SR A0 M P s 2 RS (TKO X IRI¥ i PUA4b
Bk (18~21) , HERILM TK KIS 30 ZH. 62k 5848 £ 2R AAE 4
B 19 b, BHILIE del E746-A750, BFARNSEAR R LI R AAEANE T 21
F1) L858R, SFHIEAE ANRAL K AELES T 20 b RATESNEF 20 EREARR
A7 T790M M 255548, WIFTIL K P L858Q. D761Y. T854A L&Ay,
[EGFR JEKZAZF EGFR-TKI U PE]  EGFR-KTI (143 R th PR 5 A8 4 A i
AN, AME T 19 BRSAR AT R Ny 81%, L858R A RE N 71%, G719X [
AR N 56%. A RYIMIAE NI EE, R Ans. Hh 50%
SRR AE 19 A1 7B K B L858R kR AR AR IR R AR I FEAM L, SR A2 T 58 790
PSS IR R 1) AR R 5848 (TT90M) » WFFT KRB 2 1~ 3% 47 TKI
W7 HTRIAFAE T790M,  RIVSUA 24, IXRHE LT TKI VR LU 2K
UREUREAZE ALY £ 10% HEAR R SHARIE & A i E0 3 PR A /)N 40 o s e b 8 2
2,

ORI 77721 #E3E ARMS B Sanger I/ 7i51E1T EGFR S8Rk, w25 &R AT HT
— AR B A [7] B 1A T I 958 50K ) DR Py G

CiGARR XY (1) Bu2y4y7 3. EGFR & HER/ErbB ik s 53l 4 1) 14 H )
T, HARRE. JERE RSN T TKI BEADI A, HEAEH T EGFR HI K
PGS, T3 ATP e, i UM IR s o, BRI (¥ 1 B o R At A i
VB IRAY, ARG BELT S 1 I S BRI 5 A% 5, T BEL L S A A 3 1 524 K
NS S IR S, PRI GL Y, fREE T, MEDE A A G (22
MR, BRI IER . M7 TKI 97355 EGFR LR H UG, &
TKI 721000 B
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(2) TG VY : WA & 7518 T EGFR-TKI S il Y14 5 s HEAT 105 29 #7 »
EGFR s 58748 3T TKI (1 £ 3 48 /D AE B R 3 2 W vh A 105 R A R ds . (R
s, EGFR BSR4 v, R S5 X SetL S Tl f5 R A a8 X, oy
BT R AR HEAT TS PEAN )L P AN T R o

LA 25 1D AR e | JEis B Je 45 /N 731 I S IR SR 1 77U (K997 205 EGFR
JER R AR B Y, Rl 05 19 S ik 5 21 4P (L858R)
M 18 AR TRA (G719X) K&, MAEARRE. it edE /N7 TKI
HESo

(2) 2 1~3% K% TKI J57 1 NSCLC L35 285 20 4h B FA77E T790M 54, {HZ
TKI 897 J5 ik 50% 5 i 24511 J 3 L T790M S22 B, 330 TKI 1697 R IE
WAMIEINA L747S, D761Y. T854A FEAZAVERS, HF o dE)e. Juik
B e 8 /NGy T S R VRS A R 7 i 24

CRIBRYEY ImARSEERR ], AT EGFR RALH) NSCLC 5 # it 2t
RV A2, EGFR-TKI 1A 20k R S AR A AN, el b 21 19 6k
RGAR (IR B AT 208 Jg 81%,  L858R AT XK N 71%, GT19X AT N
56%, MM A7 L8283 K A2 5 20 A0 814l N SEARHIN TKI G 514k, 29 10%(1) EGFR
HFAEAY NSCLC J8 8 0] i B RR VI 1 70T R, AE LR G AN
A.1.2 KRASHEE PR S A5 Ky il

CIEA Y WLl BE R A rh B A7 A = Fh RAS BRI IR L . H-RAS.
K-RAS. N-RAS, IX =ik gm i ) 5 H TR ZI4T 90% I Z AL MR RIS 41, 731
=30 21kDa, #FKh RASp21 #11, HAEThEE 5 G B AL, w5 —#igIR
T (GDP) 4G MAEETIRE, 5=BRIRTT (GTP) 454G AiEMIRE, RASp21
EAHSAEY GTPase Wik, Ar T4 ML A2 LS A 5461 . KRAS
JEDRE RAS BE[RI KM =R e R — R, 7T 12 S 3tk b, 5 4 b
SRR LA B ARG A T, SR F b 189 MR RAS B . KRAS
TR A KR T AT R A5 5 10 R iF 1, B4 58 GTP / GDP 454k,
ik GTP F1 GDP [RAH H e A A FHAT o IR 7T KRAS JERD0HE 5 R G I 5 A
KM, Hedhdn ik Ko ufE 5.
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[KRAS B[ 1 W54 ] KRAS R 584 e AR A IR A 1) e 1, 9 HLJsUK
JEAEE R AL 1) KRAS FERPIR A FEA DR EE — 2. HETWI7T A, KRAS IR I
FUBR. B, B ORFL Ml SRS BRAR. B, MRS SRR
AR, LA DAL E L PR R (0 R A e LA, AR A 2 sIA 90%
Db, S LU b 2, SRARAN 20~30%, 45 B B AL RN
27~43% . 24 KRAS BEPRIMEALIG 1 X RAR N, AZEEBRR AT, ANRE ™ AR 1EH 1)
RAS #1, SH RAS HAMKHE EGFR 24T mFF4LiG 1k, 1% RAS 5%
SN2 1 B iy - A 101 QN SR O v R R =
PRI A T AR

KRAS J [l 5z 1 DL IR AR 7 A AR, 90% (1) KRAS JE PRI SRAR (T T+ 2 5 41
BTG 12 A1 13 S0P, 9 1~4% N5 61 fil 146 %0 15848 . gk
L a8 12 B (29 82% ) s dpei WM RARAT il — Mo B AHERE AR U
$edls G12A &1 G12S/C, 15 NBEHI X
CRDREARZE ALY 20 109% AR /R S R[] 5 A G0 2 ) 45 fi i I i Fo g 4 24,
B 5 ORI HAT IR BB A I R 2R
CRRIN 7721 LR Sanger W59, ] >R H R B0RE &1 1¥) ARMS-PCR 45
iR (Y P2 SR o Je i o B #e4md EGFR AT A FE BT IR 11
TEF, TE45 BRI SL S0 R L ) vA T oA B € I RCR . 19 28 APty T I
AREZ TR KRAS R M52, S8R 1 KRAS L4552 if EGFR 15
S EVRENS B B AZAl B O F R ) RS S I T o BRI AT KRAS JER BT AR A
A AP EGFR iR thikai, 1Mo AU ) B WIAN BE
U 2308 ] KRAS B AR 78 635l 08 223 S o R LA R I J& 20 5 B e A4V 97 2K
D), v e A I AR R RIS AR RS, U 1T KRAS 1 2 5
AT 12 SRR (B0 13 5 3 sl A 2 1T AR R AR A P
T BURIIE JE S s BEPUARIUIA T TR BN 2SR 25 . IHEEAT 45 e
B ) YWE ST I, R 0] A 45 e R I GG, G R B R AT AR AR R
PRI T 45 T e (HNPCC) SR P TR 988 P JL TR 9 (F AP AR 5 2 1 S g P e 1
W (AFAP), BRAEJEEATIG ARG, 75 WA RAS S DUARER B s B A . 70 2
FRLERREGIAR L M0 JE B0 v R B A B AR L R
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CRBRYEY IRIRSE R, HA 50%[EF A= 2 KRAS i3 Xt EGFR 1IT A AL,
$&78 EGFR TN VfE{5 538 % HAth 7 1 HOW G AR Sl RS T I0VvA T RN . BRI,
KRAS J5 R 58 FR R AN FH T T30 285 1 e ol i EGFR #E 10 2501367 3R
A.1.3 BRAFZE K A5 Kyl

(LA /] BRAF JE[A S 1988 4 Ikawa %5 1 2676 NG IH PR rh R BT v
BERAIN— M e %% NIH3T3 40 i HA VG 1E 1K) DNA %1, BRAF JE[K 5 ARAF,
CRAF LK [l J§ RAF ZKi%, i 44 4 USRI D M 2 1A 800 [R5 A4 BL, A7 T° A
Gtk 7934, K2y 190kb, Ztth 783 MEIERIEH, AHXS 73Tl 84436,
A CR1. CR2 il CR3 =/Mi5F[X . BRAF J& Ras-Raf-MEK-ERK {55 % T 4
ST, HAEIhREMASIX i 2510 XPHRFLLALR, B0 A 22 5K 1 0w
A B T IR 22 R 7 S R A SRR R PR, I A0 L R T 1R 2 AR A RAS
[ MEK 1 ERK 5% A MR FAHIER:, B3l MET2 5 RN
LR R, WA A K AMERIET . AR, 72 R A SEHE IR,
PR R A . ORI . B SRR, AR AN LA
() BRAF 5¥4%

[ 548 ] BRAF 58748 R B PRFIZRAY: 1.11%(7 T exonll ¥ H2RER, i
G463. G465, G468 [ miZAr; 2.89% M58 K ATE exonls IS, Hrh
29 92% A T2 1799 AR b, T 57488 A(T1799A LIHTIAA /& T1796A), F3K
FLEAS IR 75 2 2 F 25 2 B IXUAX (VB00E. BARTHE A 0 2 VBO9E). b4k, (UAH] 1%
(K ZHZA I A7 £ BRAF 58425 RAS 5842,  HAEIX 1%, BRAF 5842 JLF-32%
4k VB00E K42, LA EPARRSEAL R R A Aef BRAF SIS I'E & NIH3T3 4 g f%
thfig tm, HLUEE B AEE, V600E 5 RERI T598 Fl S601 P4 AN o5 1)
WERLVERT, I BRAF & 1S .

[BRAFRZ 54 )¢ (vemurafenib)] 2011 4FFDAMLHESE D B H Ti677 1
W G sANTT DI BR A S 5008, JEIL 2 #5 BRAF VB00EE K48 73 IR 4
224 )2 A VERT ZOPPAL S T T B S h Al I e . iZBETTAN N 675 1IBRAF
VBO0EAL : [FI41] 363 W 1 PR £ 3R FE A, NI 8 B AL o0 N 4E 2 | Je A Bl - g
Mo BREoR, YD AEJe 4B KRB B A7 AR AR fi it (T7% 18 E A A7)
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http://www.cmt.com.cn/Index/search/msg_key/vemurafenib
http://www.cmt.com.cn/Index/search/msg_key/FDA
http://www.cmt.com.cn/Index/search/msg_key/%E9%BB%91%E8%89%B2%E7%B4%A0%E7%98%A4

B EEA G P A 8 N (64%IKEBE A ) o % ERH WA N
KA B iR P BB U
Hh [ R 8 3R B BREF VE00E A8 S 450 26%, HARAWEFA (4

50%) 1A S my, ARG P RRI DX A 2697 T 1/4 MR FR R, it
HAYIR T BT EH IRIT A A T EENE X

R RE AR L 128 10% H PEAR 2R B b I 5 A s 0, 3858 10 25 s fe e £ PR 68 5%
JEAH LR,

RN 7772 1 BRAF ik [R5 A% (R Al 75 vk E W] LR FH Sanger WPk, A m) LT H]
ARMS-PCR %5 7Lt A TRl o

IR ] (1) BRAF 27T KRAS FUFRI(E Tl Li—ANEEEA,
1 BRAF JEPR R A SR 5, JLgmii AR o) 8 (1 =) e 42 LA 5 S A T4k
AR AL THOFAIRES, JA 3 Nl d i 5 S adkae, SR AN g5, Al EGFR
AV 70 2 P B BRI B B 3 B AR A 7 8059 B TG AL

(2) BRAF 3 [K [ VE A 35 TS PEAN (07 P F5 4%, BRAF V600E 5878 i S B
TiJ o ZE

(3) BREF V600E Jk K 58 AR 1) B (4 398 KR 2 i 4 B Ak Je Va7 4

CAHZ5E Y (1) AF T KRAS 2 R B A4 RAH [F] i 2 A BRAF 2L K] VE00E A% (1) A
¥, PUEGFR HIEFEPUATE M 256 7 v e Ca. (2D [ 4L 047 o,
o1 BRAF %:[X] VBOOE JE /A ERAL, —Zifiyr R PT EGFR Hsa AR &
ARTT 2 nl REAE B ke . H ATH BRI iR, — 8897 5
I B, W RA7AE BRAF V600E 58748, fif BT EGFR S5 FEHLRINIT 2K
e

(3) 50%LA =31k BRAFV600 5342 1) I 31 78 (0 2R s A 4 2 HE Je vy vh ml 3k
PRI PRI

CEBRPEY (1) BRAF S5 PRI SR AR I -1 T 5 B Wi T EGFR SR od i 4440
) ) RS SR NG, R DA 45 NRAS, KRAS, PIKCA 45 R [ 58
IR . (2) WFFT R IR R 3 BRAF V600 58847 fi4h, Wi BRAF
L597 F1 K601 742 r] fie ) BRAF il 254 ZHF Je 2ininyr iUk, (5 HArd
i Bk I R FORAIE S IX e R T
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A.1.4 C-KITH: K AR K
LAY C-KIT FeRAL T A Qe ik 4911-21, J@ T s dEAl, H cDNA &K
$£ 5230bp, AT 21 MBI, Gnhd > 145KD 185 I I S R UINE 32 1 (tyrosine
kinase receptor, RTK)& M, fiv4 CD117. % 1 54N FomfdiE th %6 1 A5 5
K, 28 2-9 ‘SE I gmAL IEAMICAR S5 A3, 55 10 5 A0 T S i K B I 2 R
5 11-20 ‘SAM Ry A, Horh 11 SO BRI X B, C-KIT %2
W1 1 RTK 505, o0 An T 4iiusr, wTLUM] CD117 M fEfiiakil, 5
I N AT AR A2 K R 7 32 44 (platelet-derived growth factor receptors, PDGFR)A 1K 4%
) TR
Ui WRAR Y 2508 IiE ) FoR (GIST) RAET C-KIT BRI RA, C-KIT RAE
FERAEARL X AN BT 11, R ZAIMEX AT 9, BRZIRIX B4 i
13, 14, 17 W] URAESRAR . Bl Bl Wor, 29 8~500%I01) K& GIST Hn Migg
B TRAT, TEARMAFL] 35%. {EAE GIST 1, C-KIT BRI RA R AT AT
A—FE, BN E 11 SAMNEFRAR, B YRAY 11 HR R A ) A ) 45
AR, 99 B SR S5 R ) A D g
[C-KIT JE P57 5t B Je o7 24 ] iR ot 5% )¢ (imatinib mesylate) (R i
Ko WF D ST RIS S RS SRR 2R 254, B AT R ik PRSI
257 abl BR A FRIAEEE T, AU45 v-abl. PDGFR Al C-KIT & A%, e
722001 4F 5 JIAESEE BT, [FAE 11 JJAERRN B, JFT 2002 4 4 AR E E
o SR T 3R AL (AR BHPE R (Ph+) B8R40 1 1095 (CML) R8T
ZJEREAHE A T B T () SUR VG, A3 GIST Wy BEN T 20 1 HE ) AR

— A C-KIT/PDGFRA ZRA A ] LTI A 55 JE 197 2%, Herp C-KIT
AT 11 AR 7 ¥t ;s PDGFRA D842V 58745 n fig tf I % Je 5 7 e B Je
JE R 2. &7 )RR JEI89T GIST JEik C-KIT A1 9 84 E Al C-KIT B AR H 4k
T C-KIT Ah i1 11 S8R s 097 4R ME C-KIT Sh i1 13, 14 AT B E YT 354
Tak K C-KIT 4b 1 17, 18 ¥&H .,

CSCO B izl iR & KR DI AR AFAAAE UL RS UL, A HEAT HE DR 27 43 4 -
OFTE VIS W R AR GIST, BT aIT: @A VIER GIST
FARJG, - B RN, AT S5 B i BG T . @XBEAE I N ET C-KIT
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5 PDGFRA RAZ534T, LABIHA GIST (i2lr; @% 5] NF1 2 GIST. S84 EuiA
564k Carney’s ZHKAE. FIEYE GIST K& JLE GIST; &% [l kA i 1k 2
J5UR GIST.

R FE R 248 (47 A, F/DNALHE C-KIT JERIIEE 9. 11, 13 f1 17 544
1} PDGFRA JE[A 127 12 F1 18 S5 4b 1. 1T K24 GIST (65~85%) [k
PRISRAR Je A2 AE C-KIT BRI 26 11 5805 9 AR, X TR RE 1 FRIK
B, TESRIEWS, v DURSEAS MK AN SN B (U, T4k R 2411
EIIAL I C-KIT JER 1 13, 14, 17 A1 18 4h T
CRG R ALY 28 100%HF PEA /K B AR e A i) GIST MRg2igl. HEds
HSHIU (R RE AR 2 TR S V8 97 1 14 i R o e e 0 R B A [ iR 2 24
CRSINT7 Y C-KIT JEDEISEAR (A I 77 AR FH - Sanger Wik, ARMS-PCR
S TIERTIES 7 I IR 15
LR ST (L) SBS IR BT 20 B S5 8% Je & — ik 2R £ (1 g il 77)
REBELIBT I 2 R e 1 e KIT 2 AKThfie, Aol s e . A BHITIESE,
C-KIT FER Z AR A7 B fit 50 i 55 O T JE o &7 JE R T 25 i e R Y 4 1
R o 3B AT C-KIT B[R SADIRES, i) GIST 207, thny LAgE—25 11
Wiz Wr CD117 FATER RS, 2k e GIST, PP/ NJL GIST, #R4L)T,
ALY (R (2) TR : 24 C-KIT JEN 11 Sh R P RAERE R, BE
WU KT C-KIT JEILAbAM 75k PDGFRA JE D 58748 1) i 3 sl AAS I £1)
C-KIT JE[H 5 PDGFRA J [ R AR I (8 T BE 22 o KT/ N el g5 1 ¥ CIST 4
KA C-KIT JEPRSE 9 AR W7oy, 8R4 C-KIT LR 11 4 1R A5 5 AL Ay
(F&. 3L
U2 ] B85 e 3 e 45 I 2 MR ISR I ) 5 C-KIT BE LRI R SAR B )
M, SHRAETFANE T 9. 11, 12 f1 17 Ao s, D e. &F
JER e S RIS, B AT ABT C-TKI R 2580697 ke 4K
FEALTER 134 14, 17, 18 AMBF Ik R VESAR R, WAEH S )e. #7et e
5 I e PR VA A o1 70 S B 2
UsBRYEY B FAEE PR 52 ek, SR 4143 iR KR IE R 4120, SIRIEAL ]
2%, WA TR S EUB BTSSR A R IR 40 E A TE AR AR BT
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MIZHZREAS, B SR ATC R R (B A K, BB WG R Jf YT i fR
Hos kA C-KIT JEBRDIRA 284, B R BUATT IR, JEAt, C-KIT )R
ARG LR e . BT JE A8 A5 I S MR U I AR AR Ik TR B DR R R o B 5D
e 7 e e S5 I s BRI I 7T AR ] IR 2 CYPA50 3A4 R 1 52,
PRI C-KIT JEPRI SAR IR S, 7 IOk JE o T JE A% )8 45 s R W g 41 11 71
IRAS—5E REIL BTG AR T 280, 5 2% S A R 22 (4R

A.1.5 PDGFRA#: R

(LA {11 PDGFR /& 4> 15 4 180KD [f) s Il a5 11, 4l ANk 45 45 X 2
5 A ERET CIRE AR, LRI DR BRI AL, A —B5 I B M PN IR 2L
RS X T 24l , A oK BRGNP A o 2 i o, B PIRNEREZ A, ik
AJE ) PDGFR UL — AR ASE A (a a, a B, B B)5E Ik PDGF
(platelet-derived growth factor, PDGF)AH M. 14 {4(PDGF-AA, AB, BB)4itH. 45
HmiEA L PDGFR o fil PDGFR B ¥45 #£i& 0 4ii, PDGFR o 734 T-45
IEFHR. BRHL AR by PDGFR B kT g gn . g i) i 4 fiw
AL A CRUAR RO D) .

[PDGFRA J: A )54 ] PDGFRA FEPH 54 WL T GIST. kot bR 4 fiayg . bk
AN E RIS hRE, b GIST vh PDGFRA JENZRAF R A 5~10% A 47, RAET
BEORAET PDGFRA KL ()30 i o X ek (Hh Wt 1 12) M IX (Fh 1 14 FHAh 21
18), RARHNA 374 0.8% A 3.9%, Hrr LA 18 5848+ . PDGFRA I
KA, . PDGFRA JEDN 54 5 M I 754 AKT. MAPK J& STAT
STAT1 Al STAT3 KA. AT AIEILEK A-Raf #lFEE T PLCGL 4
PDCFR #4255, AR PIBK 4 PDCFR HEMMBUII(H S5 5.

R RE AL ] 28 10% P 2R E b [ A0 0 (o, 391 1 S g 21 208 R ARSI
ARAVIETT HT IR SRR IR A 2 el e s 1 g 4 2.

A0 7772: JIPDGFRA Jik A 584 [k il 7 vk Al BAR A Sanger Wl 777% . ARMS-PCR
S TIERTIRS 7 I I AT 15

iR S (L) SRS WORI T 7 20 f B8 e A — i el B 1 I 1 )
RE LTI 2 R ek 1 e KIT 2 AKThfie, Aol s e . A BHITIESE,
PDGFRA Jik R 5842 (W07 B Rl g e i B 5k Je . 87 e 1 e S5 s 2 IR T s
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PRI RN, . WP, PDGFRA JEDE ARG+ 12 FIAk G+ 18 Ko FERIAL
MRAR JEAE R Bk JE L BT JE 8 SR I SRR A I AT T I GIST & f Jrp
3R (HUIFNE T 18 FEAT 25 % 4= D842V RD841-842K| 1, D1842-843IM 5845
I L e &7 ) e S5l IR IS R VA T I GIST & AN b3k a6

(2) WS TFHT: 2 PDGFRA JERIKAETEAR G, MR 2 MR AT KIT BRI 58
AR ) SRR VAR

U2 ] e, e e 56 I 2B 417 Y5 PDGFRA JER K 584
B, WA THNE T 12 F ) Tyr555Cys Al Asp561Val 2845 Jz 4h i 1 18
[¥] Asp846Tyr 534 i, (B JE . &7 )88 e S5 ms s R s i s b, A
BRI NHER AT . 07 TE 18 AR T ) D842V, RD841-842KI il D1842-843IM
AR, AR LR e o 7 JE B e S 1 2 R At 0 ) 700 ) b AL 24

URFRYEY BT A e s S ik, SR ALV IRAT KR IE R A4, SURIEA
2%, TovRIE B A R AR o [N AT 0 0 R TR SIS D i 7 (¥
GUEA, BT SR ARTC IR AT R IR S AR K, B AE  R e Jif 7 i
skt PDGFRA BEPIRA ARG, Bl SB0AY7 R, th4h, PDGFRA %
RIRAR S L J8 . &7 8 e 46 1 e R S 0 1 30 AU 2 1) 1) G R RN T S
[ IR £ E5 K« BT 8 R 2 A5 s S IR VN U 1 77 7 A A (KA 32 CYP4B0 3A4 RS
TR, RUAEEYINE] T PDGFRA JERINZRAR, (L8, & 88 e S
PR S 1 71U AN — i B B U RS T 28, 7 22 2% R A R 38 1 4

A2 FERFIER IR E

A.2.1 HER2 BRI FEIE

[RE A i ] R 2 8 HER2 A7 T-Je i ik 17921, I EFR A HER2 /neu %5 A 5§
c-erbB-2 H:[X . gt 7 fe 185kD MBS A 1, A S AAKk A p185 HER2, J& .
A7 15 B P e R RS P 1 A K IR P 32 44 . HER2 24K S0 5 il it 2 — AN %
M2 250, QRN IRZ (A BCEK ) E RN TR A, SH2 & A,
S R ) R R 2 (IR A G, AN RS ) o IR S AT SR AR O, A
59 RAERWAL DL Z R EYE B, TS Z A R HER2 7R3N 5 M 4%
PRI 555 W RN B fLF5: Ras. Raf-Mek-MAPK. PBK.
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AKt $iiE . CAMP(ER (30 A) B RHEE C-r A1 src 2%, HER2 JB il iXuL(s 54 &
B A 0 P A PRI A, S R IR BRI T

[HER2 FEMlh %63k 5 LIRS ] HER2 SER7ETLIRE . et . SiEiE. B
SR /N A0 M it S vh S 77 AR 0E E IR F ST BRI, AE 20~309% (1) 7L
S TP AEAE HER2 L W gy 1 ik 5K, IR | HER2 5L Ak 262k 1 LI
AL R AE ARG IREE PR SR WE R ) TR 4 . b
T MR A, IR 5 25 (Tamoxifen) FIAR 22 41 i B4k T 24T 2525, (HX K
RIS ERYT 3T. th T HER2 RO T 40 Mo i, S e piiddiain,
0 HER2 BE LRI o] 1 A e JRgva 7 1K) — AN

O IRE AL ] 28 10%H VAR 2R E bk [ sz A s o, 338 1) 7L s e e 2 21 Y97 i
[ S5 A S e 20 2R B A% [ IR 2 21

CRY I 777 1 56 HER2 J PRI aA A il 7 VA AT LR FISH. THC, 9738 % (4 i A7
AL (CISH) 2%,  H A A s s 48 226 e 2 PCR &5 kit TR, (Hi%Js
TR HER2 BEDR 28 M ARAF BN T . — Ok it, SR H/ERM IHC
JPEIHT HER2 BREAil, dnsRASIIZS Sk 2+, WIREAT A 228 (FISH) Jr ikt
1T HER2 LR I -

45 431

Tl AU (IHC) il

1) 3+, HER2 Ei&FHE;

2) 1+ERBAME, FRakEATE:

3) 2+ T AT FISH Al

FISH Fll

1) HER2 L CEP17 {55 #tbf: =2.0 JyBHYE, #7 HER-2/neu JE[XIY 1,

2) HER2 5 CEP17 {5 4k tbft: <2.0 i,

47 HER2 #% V1 %=6.0 BHYE, £ HER-2/neu JE A1,

17 HER2 #% DI <4.0 4V, J& HER-2/neu JEA9 1

4 HER2 #£ )1 #(=4.0, {H<<6.0 W A AHfiE, ARERHIE HER-2/neu BEPIIRA
A ARZAE S HER2 {5 S B sl i vl ANV, RIAN SE DR 44

ol

3
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ik PR 32 S Y e 70 A HER2 i PRI SR A 2 TN e S8 10U A W S 3T &80
77 RIS, RFUE 2T B E iR SRR .

(D WSV BT R, HER2 BRI L Fak B 1 5 MR it & A2 R e A
KA, IR AR IR TS abR, 2RI HER2 FEPRY 48 1) FL e =
PEoR . ok R A A7 W (progress free survival. PFS)J . THJ5 25« 1M FLIX #0525k
IR Ger SR, RSB I LA B v, SR AR BRI Ee A B v . 4121
PO BRI TR B . RS B . (HACH RS W HER2 HEDA
P14 55 587 5 47 9% ( ductal carcinoma in situ, DCIS)#) il AH %

(2) W 2i)yy 200 . WFSE o, AR T 06 HER2 JEP9 44 i L I
S, HER2 BEPR 88 1) £ I A 58 S5 007 Ja R AE T XU W) W vy, A
X I s B v BEANIE Bk FR M 5 H 55 W iR T, 1 H HER2 HE9™
PR L SR CMF AT 7 S SRONEAPERERAIG, BRI K A 2R 254 7
%o

(3D LR 2597 R0 . K I PR B B s, A P o 22 B B v P i A
SRTT LRI, ToiR R S AT IS T T Ll R R B R T, e T
W7 I I HERRIGTT . AT T W)L R I B 2 s SR, AR RS 1 E G
HER2 Jik A4 14 i o (0 A BB AR AE, AL B 3R A

R At Af P 22 B T v 9 R v B0 3t e oy 7 Rk — B 9T IR LR
e B, ARSEAE A i 2 ER R PTIR T IR R 1R HER2 JE MR Y 1 A
PR FUE A 2 BR T RN
) 245 5 150 ] 22 B BT S A T 5 I e R Tl A0 ) 771 &5 L IR 1) 25076377
FUIBEE BT 20 HER2 B FRIBIRA S VIAH G, 24 HER2 FE[AIyHa IS, {3 H iih ith
T R GUNT I R JE A5 I 2 M BB A AR I, S T T HER2 B8 1n) 29036R 97
Riio AR AE PIBKCA JERI5E48 . PTEN A 2Kk 3% & HER2 KR FELLA ik
HEGRARINY, )2 0] 122 B FRATU RN R R i 4 T e R VA1 1) 7 i 245
CRBRYEY Ik G 1 RBRYE, THC Rl FISH 73 3 R e 45 8%, 6
200 HER2 JE AR Y Wt A o BIIAEZE IHC 51 FISH W4 HER2 JE A 3
TR R R — 8 B L )R Tk i, P EUX PG I Ji PR AT e 2 ol 44 3%
ARG P i AR BA P, AT REE HER2 JE BRI (1) 5 1 % v i A7 E oAt = (9 47

32

ECPHF
www . ecphf.cn



e FLUCHRE S TR (A7 AE S350 IHC B FISH 35 J07k 8 BBk 45 SR =26 . I
Ay B TOVE AR A I I 5 (AL DR A, B ZUREAS TR AL HEA T ARG I P R A
ZOR, BB N R MR R &k E HER2 JEDUIRZS K424, 1f IHC A1
FISH 2000 5 1K) HER2 BEPPIRAHEATZh A . SEmFI I

A.3 RilE R RO E

A.3.1 EML4-ALKRE-5 % R A0 0 5

[3ERI R A JALK, BFA 2K ) A% 4 9k B2 988 4 i (anaplastic lymphoma kinase, ALK),
T 1994 415 S5 BT 1A AR P R 40 JH bk (s AMS3 4 bk, J2 1620 M2l
MR IS, Ja TR R A KR . EMLA & NRBRE S AR B A
¥£ 4(echinoderm microtubule-associated protein- like 4, EML4), J& T Bl 805
EHREAMEAZRR, f N RKmHEX . 5K R S Y H o< X
(hydrophobic echinoderm microtubule-associated protein-like protein, HELP) & WD
AL = HB IR o Rl HE DR B AT T 2 S R AR IR B (2p21 F1 2p23), L5
iy EMLA [ B, 37 3oy ALK IR B, B ER (1 EMLA SN Bib iR
1) ALK FBofidz. izt &R HNIA EMLA ZEF TR BASIC Xk, s 7K 1 Ez
SNPICE AR H 1 X 7> WD B X (J P T 20 £ 7 0 SR R e ) A ALK
RITF i) Kinase ZIfiElX . EML4A-ALK ({554 il g 4 PI3-K/Akt. STAT3/5.
Ras-MEK #1 PLC- v /PIP2 &5, XUl i1 4 4700 . M AT A B UIAR G o
[EMLA-ALK & 5 5o M Je 1 5o s Je & — b s a e il 2 A4 i), #2810 23
TAHE ALK, AT A=K R 7244 (HGFR, c-Met) #1 ROS1, - 2011 4F3k4%
5 [ £ A2 R LR (FDA) IEERT T30 7 TR A2 BL9 R 0 (ALK JEP
HER AR/ N B fifideE (NSCLC) o EMLA-ALK JE[RI gl v {24 ALK JE [R5 e 8o
RIEHEERRIE . ALK flg BB ] 5 DRI RS 5 Bos A, 3E
T A 28 T 6 2 1 P S 0 JHL JE B RN A7 0% o AR JE A g 4 A et ALK
T c-Met 7 41 7RG 00 AR B35 1 A B A R BE AR P I/ T, ik EMLA-ALK
o NPM-ALK i 8 8 c-Met (1) 52 Rl At 88 /) BURAT SR 5 VEAE NSCLC
B, ALK FHEHEWHMER KL 3~5%, (RN MAR R i/ 55 0 A ) A6
# 1 EMLA-ALK fl A (1 L% 5
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U AR AR 128 10% M0 PEAR R EhAR I 5 At 60 2 1) /DN 20 I 78 s 4 23
ST FRRE AR Sy V897 05 140 it R o e e 20 2R B A% 11 g 2 21

AN 7122 1 EMIA-ALK il & B DR ARSI 7 2548 FISHL THC. 26 5E i PCR 4%,
HEFF (RRTI 7 22k FISH.

CRRE XY (1) W27 3. EMLA-ALK @i &35 A PP NSCLC /%
SRS B4 YT, AR L S 1k R I Tl LB AR A7 1 5 EGFR AR BH
NSCLC S#F AL, M, EML4A-ALK Flie 5E R BH M 8 25 AN e AN EGFR-TKI )2
PlEIThSZ 88, RIK RN, 697 45 570 EGFR JEPR S8 AR (¥ AR .
BEXS EMLA-ALK fla DA BH PR I AR, A s M JE A5 T4 ALK BRI /N 231
FIF AT LAIRAS RAF I AR YT R . IR AR F AR ALK JE IR 1 /N 407 il
FIRT, T EMLA-ALK Filt 5 5 DR 5822 A6

CH 2] B0 ALK BB R/ 73 F 4097 250 EMLA-ALK filif5 2 R 2% D) AR
R HAEAE EMLA-ALK flva BRI, ) LU R84 T EEXS ALK JE DR /73 -l il
Gy s, B Al LAk, MANS FHIAESE. e g
EGFR-TKI 28254, H& Ao NH3RA

CRIBRYEY 1T EMLA-ALK fil & FER I 75 7% FISHL IHC #1 RT-PCR Al i) R
FRUBEAS L BRI A 32 1E 5 TR A5 D 3R K 50, 2 o 2t R0 &4 SR (R 9
Mo [N EMLA-ALK Filif 3 D] 2P0 2L £ 38 7 B2 52 5 MR Je Va7 I 5 A7 (0T
MOES AW, WA DI, Nk, A TOM R EMLA-ALK il
A LD BA M () NSCLC FR I, 7 s T 7 4k
A4 FEFRFEARNIE
A.4.1 MGMTZE [ F 2 AV R 911

PRI T I MGMT K R B s A7 7 T A7 1E 5 2 2R 40 e o, e (1) MGMIT
SV TR YNNI TN d S oa = ) i b N e 11775 = M= s ) U AP R S
e MGMT & A 7EAN T ZATAT 4 B A 7 Al B 1 BRI 4 A 1, T LU AL DNA
Oy NS OF Ay EIRIBEIEEE RS 2 MGMT A K 45 145 {7 (1121 e IRk It |, 19
WESHUE S, DNA WA R RE LI . RIS, IXMMEAAE 2 —FhANe]
Wi R, MGMT AR 5 B T3 A e RR 1 2k, DRI b il St —Fi B R BT
IEFAEOR, AU MGMT BAT AR BR e A 7% 240 i B0 £ HI R BRbe fh 26 24
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Wk T A0 A S GV XU B 2 T RE, MO0 DNA S0 O° 7 L
FEAAE AT B 3 I K/ B T MGMT E40 A A 1R SR
[MGMT EE[K 3 8 7 FHIEAL ] SZmpLA MGMT S G R E AR 2, 5
RIZE . MRS ERSFIIE LRSS . Forp R 2520 MGMT £ & = A
PERE 2R, MGMT R B 37 2 MGMT &y WHIW, 2 RET
MGMT /73l ¥ CpG &, FBOLFERIHe A5 1k, FRIKR> o« V72 e 4 112 TR
g H g . FUIRE P AAAE MGMT JE A FE AL IE 1 al W82 81 MGMT JE 3 1
S AL, HE A 19 SR AR KE R R 19 SR AR KE S 1 5
EAREE e & BRI p53 HEDH 5L 5 g T BUMR 41 il MGMT Rikiik/b,
WA 2 HUASREE A 20 MGMT & A 108 ARG E, W 2060 Al
JOK W A5 RT LU H- 40 b ) MGMIT 8 1 ik EANE PRI 38 N . MGMT )& 3))
R A FREAR I S A ) DU SEME IR YT T2 A

(25 Rffke ] 1EH NBESE R4l MGMT JE 85 815 CpG A7 & JE IR R,
T SAS I BIEE 2 TH A2 A MGMT JERE 81 CpG A7 sl HIEAK, $278 MGMT
KRG MGMT 2 A DI RE B [ MGMT 3P FEAIR.

R MRE AR L 128 10% 0 VEAR 2R S b [ 5 A0 U 6, 340 18 i e i e g 21 23 8 2 i
PRAFIE R RS 2o SRR R AT V97 1 11 Jo i e e 2L 21

ARSI 7 12 IMGMT KE R A 27 FE B R R I 7572 22 SR FH MSP (methyI-specifiic
polymerase chain reaction, FSEALEF 11 PCR). FIEALERE F £ BRI Y . HRM
EViRrR

LR XY (L) J723mi:  MGMT Jash kA A 8 i B Le R R 2B
SR 0 R BRI 07 ki, LR EAF R RC A AE R . MGMT
JA Bl DX AL e TR — 2 A9 25 TMZ 3897 IS0 IR AR 77 G A il e
i, HAEIST (TS B (T8 hR . MGMT 330 7K AL 5 I TMZ 3 34
77 RGN, NI R SR A R A B T v AR 24 (0 H Ak T s
%o (2) TETFUT: 40%J I TR S8 41 MGMT 38l 1~ Ak, HI R R P i
s TOUGEEZE, OO R (0 TG R AEAF A I TR AR R IR R 2 2 IR S AR
AL IE BE A AL
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L2528 ] TMZ 256584070097 205 MGMT JE 3 7 I8 AR A B IR 56, X
KAET MGMT JE 3 X B B2, B AL LL i m i &3, (6
TMZ BRI I, B aT Arh3kai . R & MGMT Ja 8l DX 38 FF R4 1) i
. AL TMZ SeAbsaa 7 ) s 0 24 .

OSBRI Y oI e e kv, BRI T i 2 2ok, (]I e 2 23 ) e
Jtk . KEIRFEA RSN IE W AR AR, T 7RISR, S804 R
Y. [FIES, MGMT JH 2+ X3 B RR FE H TMZ S Ab sl 7 R0 IR 96 5
FIARBE ], MGMT REERIA K- HE2m T TMZ Bedbsil iy &%, H TMZ 97 %44
2 H AP A5, DR R ASBEAR S MGMT 5 351 FHIEAL RS I TMZ (097 2%,
AR & 7517 AE FF ST TMZ (10097 2084 T 15000
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