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T—H1 (2013F1287F)) Fis: EREGAM, AMARERSENER —BERMAEIE L. MEMIFR
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HNEREMERASE. ARIVK. 2%, IEFZIEEMHBITEL, HREERRNELRIES.
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FHRIESEF L. &L, WREZHMRIESTEMBLE. BEaAkLRIEDHFE
ZHRWBEF BRG] EESREUMERXNEERTRMBIEREARNA (pre-
genome-era) BFMRLEL, MFRANELERRAREBFHAEERBTER
BANMEENER, URMESEBEDNARRIIZEEE. AEEEEWRXLIHEM
MAEREEKF EEEB T HAIN T MERENHEIAIR.
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—. MEEEANF2E6HE
UREEREEESHIER

MRARFEREBAZHEEFANFHRNMEBREEIRENEASE—EERR
B MEEREENF ISR LMW EERADNATREEEF R A TIRA

WAE, BT HARMBE, AR E
56 B EE AN N D NARE 5 2 45 21 42 5 [
HW 725 Rx— A, Aald RN,
A7 ERERANFER, HATHT P —P A
Mgt 7 A — K 7, AR
FI RS A 5, tLanFE A # DU AR =* (copy
number change) ; &2 /NERH IR, L
WAEH N RAE . BRORRAR . FA KL 2R AR S5 AR
AN IRATHI RS o BEAE WP HROR R JE, 4
FEDRVZH IRy 1) A AE B AP BEAS, B AT#EAT —
e b Ak 4 R R 2 e AN A% AR 11T
%7t (www.genome.gov/sequencing-costs,
accessed 11 February 2013) .

TEIAR B 24k, DNAKIIE 4N T
— IR L. HeandE N1 R H 54077 155
=2, RAE (20124) B KRA10H N2 T
DNA I o 4 5 R A Fr AR PRl 2 AR 2 K
i1V =3s I nt: v 3 Rl B = IS /S PN S 2 o S
Ui, BEAT A I AT DL AT AR A A
PRI BB — e, mH H AR E &
A LA 90% LA BB AEBEAT I 7. A,
R FE R P AL AN e Ak H AT E X KR 2 DNA
AT ARG I P T A 7 XA A 38 4 e [R] ZH 00 o )
bk ESE, BIRAFMERLE—NRE R, XA
I R B R I, B SO 2 4

ORI . BV R ESIRR R E (XA
— IR R TAE) « 138 TR SE TS M R
W5, . a4 i AR s A 2
—HEGNE, XFELRERE, RN
TN P AR R SR A AR IR ZIAR .
EARCEAH NAE 3 R A K 2 g 3 aX J5 T
W LAE, (HEAR 3] AR SR A L RBLHIE
B, BATETHEE—BBTE. H4h, RIE A
T O BB R R AME, AR &S b
S RE 1) LR MR AR 1), IR HR T A R
(penetrance, B[/ JEEA Y56 AN R R ALY
WK AL (heritability, HIE#IZ
AR R R EESR. 7 eiR
HMPFPRTM 2 5, &I B2 Ll st 14
HWRS o TE7 ] H 52 4 e DL AL e s 2
A, O ESREEALAT, WTRES TR RSN H 1
TR B AR . Bar, AT ka
WA BRI AT 5 1 R 9T AR I F A
stk TG FRIX 7 TH B A A 7R — B
A . 540, T AR AN PR AR
J& Tt — T ECH I EOR B LABURFAE X 7 T
(R AR L R e, R, 408 DK 43 B 7 LA
G —F “HER” WEE, LEZH, X
WTHG T 4= B PR A I 2 ARTE I PR b 1) 2 FH A
.

. RIMETERRTSHE BRIX FR

XA R, HEAT Ak DR AL e e I
s B BUABATTA A iR DNAMTZE JH 2RDNAZ

B ZES (E1) o I Se s 3t 47 o Hr st T
PLE BT IE AR 28 4% (somatic variant,




B RAF AE T g 4 M > b, 7E R R 4H i B
AR A RKRRAE (germline
variant) o HATX P RN T RIBUE
VIR FHSE S, A NPT TR T SR AL ZE
GR. NI REAEEARTHRERAREZ S
A G . AMMEREE, s g 5k
£ (cancer susceptibility) FZ5#CuA >
M5, AHRIRAT— B LUK AR LA 2 EAT T

20094F L 1 BAS B A 1) A0 2 0
FAR, RIS L DR 2H BT A (0 9 AL DX AT 300 P 1
FAR . ZEAR AW T HW 2 Fh e 5
BRI R TAE 2 . AR X R AR R
W70 TAE B2 5 2 MERE40 AR (% (acute
myeloid leukemia, AML) FI#f55. H AXf—

44 AML S35 (1% i 83 200 0 I 35 240 T ) 4 4 S
THFHN AT T S Lxt, 4 A7 s 4
Jif FEL R I T 84 Al [ S 48t 11 Ak 44 i B i 5 5
A, [FIBFIE KRBT 5348 A AMLAR ¢ AR,
BT R FLT3FE K FINPM 13 [H] 48 N 5%
A, ARXWARTZ A CEE ANRELT .
A&, XN EBEIEREWRL2ANAZEAE
Fttt o AL — VB Ad T R AT 7T LA 2 /b
UEHA, A 5 TR AH 0 5 A % 2 I B0 9 R O 5%
2, ERRNRITIREE TR SE R . BARZEH
JEE AR 22 Jir g8 4 35 DR ZH 300 e T AT S0 F 40 A2 e
Je A L AR R D A, (HE R R T — ik
iR 5y SR R AR B R AR, RANTE S
THT 2 2 R 56 i MRy Bt 2 A 23 T THT RS R

BFNSHEERE

RIS
MR

bt

g
Hiynen
AR Bk e
i 2L ST

HiMseEE{ER

I BERE IS E. BT, MRS

Bl pEEE e EFENFONTERER. BMIREBEUA—1ENEEEER
it WNGERNIZBE=1, THREMEARELINNFHERRE. SHE
BAXMEERARZULBINAPEEEBERRE.




1.1 TP533: A

TP53RAZFL N 4 & KL H90%H L%
B EMIE IR, THAESE B
A1 (Li-Fraumeni syndrome) , 1fj
LI e N A A R A b A A 2 P B R T 1R
TR Jo A R DR ZH 0 T LATE 0 Y iR B A R A
(cancer susceptibility gene) 41 & Hi T i)
RAS, HnE 37 B, w2z waiE b
TAML, TEEZPUEEIT 26 X E LT AR
SR AN O B . 0TI A R AT A R AL P
JER RO, TEMbM A RAEERHE, TP53%
PRl A7 A — B BKb Ik ok
1.2 ATMRR

6 IR A 38 M TR e SRR ) A R TR
H I AN A A I R BT ATME [R]
KRB SRR, EFAE156F 2 Fik
B AN I 2 &SP (single-nucleotide
polymorphism, SNP) %4 i 2 1% 58 48
Mrp, ATMEE R 6 2 S 2 5 R % R
NEVIHRIRAE ., XFREERERES, £
T A 52 5 A 1) 5% TR B 5L P R 2 B . &t
FRI, ATMIER & — Fh kR 5 B 2L
(predisposition gene) , XL —XJEHLH
A 5 DRI ZHL N0 7 4 A A R I 5 i P e 500 6 TR 7
[NEEPN VAP

FEVKE, ARG 2317951
JE RGBT AR A, 2Rk
8q24fr B E R T — A Bb B R A A7
rs188140481, ixf sl 510 51 e o kA
Ko Ja RAEH AR LA BRI FE Gtk I T
rs188140481 4 15 5 1l H1l i I =i fa 58 i AU
Z IR FAEE N R 5 42 38 R 4 SR BRAF 5T
(GWAS) KILHIFAAEL, w4 HEFE A
I B8 A 5 B8 U A R ) BE R AL
B e AR R IR IR
1.3 POLER:AMPOLD 1A

POLEX:H FMIPOLD 13 K 4 7 /& 4 15
DNAR GG e f1 6 W RA B, Xt 2
R IR (multiple adenomas) Fl45 B &
(colorectal cancer, CRC) i 4 M
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AT, R IAX P A FE R AE X 28 R R
HRAE T ARTRA . S EBA XK Z A
KRB AATI UKL, POLEREFFIPOLD1
FE R HR 2 A R 2R ) 45 B e By IR,
X BEOCER A T R EGUE 71X — R .

SN RPN D5 | A e |
TR 45 Ak, X 24047 i 4 40 i 78
(neuroblastoma) & fa MABET T HF5T,
GERRIL T AT AR R . RILHHF10
N (FEEEANFAARR 54%) #5507 AEH FE WK
BOR AT R RAL, K AALKEE R RAZ
CHEK23:H=AF . PINK1R R4, TP53
FRRAE . PALB2K: R REMBARD 1% A
AR, HANEW TALKRARFEN, 3N
TCHEK2RAZ LR, A Ny T TP53R A 4k
B, At O & KX 3F R 5 5 5 ik
PR K. ERIA2 N W TPINKTIR ALK
K, 1N TPALB2R RN, 2 N T
BARD 1A FE ], IX 37 58 AL HP /2 5 A B H) b

IXEGE G T R I AR B R A T AR
B 45 R 2S5 S B T R RN
745 AT Lexs, X el Rk T — & ik,
ML BEIPER, RE XA R R I 7k
AR RA . Ak XMk TR e
“liR” RO, X LR AT R A E
BAER R, BCE MR R R R R ESE R
. totn, BEE B0 F0 N RS AN W7 1 K
CIXAEFURT LR ZE8 N R I B3R 47 5 40
HHI SRR, BEA S
WIS EINEH, HE G KIITIER SRS
RrFER o S I 46 SR AT 4107 2 J5 ik v] BAAS 2]
ik I BUR RAZLE R, IR )5 P IR g L ——
BT G 000, s RE i e B — AR
BE R Z B ER R T2 R ER NS
(multiple primary cancer) iXF bt B & 1)
RKA, R TR AN T 55 5k IR )
B AN TR A LR W B AN
AR HIRAL, R AL R 715 2 25
BRI LB, AR ARG 5T




I

B E R AN RN RAL, PR IE KR
3G AT TN VL I AR A 885 S22 BTy
ot 1 RAKE R SR 03 BEAT K BR B, I

FEA BETH & A E PR ARG R AL . I AT LAAE
IR RS B S JRAZ B TR 23 B 16 DLE AT A
W, LA TR N R E NS
HAZRAEMN) “ 24" N

2. 2 EFANFLAMNEERRE: FEHESEEE

8 FH A 5 DR ZH I 5 R 30 ) A B R AR 4
F, BEB LI PRES A A L0 1 35 Bh A sk
WHEE T IRMAT R B ER S E F AR E
e . AERATRAE G — M5, — AL
Wiz LT g, mHNECSRET R
AL . XEHE AT O e Rk T EE A
i, AR A AR R — o Bl I TR
EHENGYT TRAE R, b an 56 [ [E S
W5k (NIH) HISEER%(#5%E Chttp://seer.
cancer.gov) MBEEHE R, INAZ B 54
HRALERIT73%, NCHHBHMSFE AR

2.1 @AM ERERAR

U AR U R I gt R, B R B
PR 22 b I TR A bR, I R PR B S AN
B BT AR IR 5 R LR G E (Hereditary
cancer predisposition syndrome) , ASidix
S 2R LI A AN KRR BT IR S A
THE RN, B LA K2R 5 38 88 21 500 1 i
Jea I S AE S, ERT b B 5 R R ol PR 2 A0 KR
S, KESHET T 45 B S B R AN AT
WA EEA R NE T

5 2 WL 5 I 14 45 L I T 5 3 & Lynch £
4% (Lynch syndrome) , K44 3% 4,
H e 83 B R X P, B 534
— AN, R A I AR B A 4 B e
(hereditary nonpolyposis colorectal cancer,
HNPCC) . Lynch%iHiE & K I DNASS L&
HEFMSH2. MSH6. MLH15PMS2% "t
WG ORI TR R T R RAR
B 3PN N DR Nl S SR S GEP U <0 IR A o

A LAIK $128% o BEAT — KAk DI 4L 5 1) 2%
PRSI R I Sk K 2 Z A2, T BAFESR
B ERERREREZ )G, S DI
i e AL G I L A REAT A L DAL AL I PP A 2
Ol B 05 A B R ik PR 4 L ) AR A I R AR
XHAATTREAT MEA PO VR YT T HE I Ak
DRI 3 AT DL LA AR R AL I o IRAEEN
A 45 B s o AL RN R, 1/3 19
S S ERERNRARR, K40
5% ) &5 ELfiz e J8 8 #R B 1 M BB R
E R AR R AL .

Hipd, 18 L7 ENER (endometrial
cancer) FIEEHE A e (intraabdominal
adenocarcinomas) MHLE MK . HE
bl 5 2 DL (1) 5K 1 45 L W o R v I8 L FE R
e AR M B W (familial adenomatous
polyposis) . Peutz-Jeghers%i&iE (Peutz-
Jeghers syndrome) . %41 H A
(juvenile polyposis) . MYHH 3% B ARG
(MYH-associated polyposis) 15 & g 1 %
REM < B A% (Polymerase proofreading—
associated polyposis) (1) . T ixses
A I Z2 1 45 B e iR TS A BB R
FARMAJGEH BT . JEHZEX FLynchii &
i, BESE R DUAT R E, iR S5
B 07 23 5 AT DA B i AL SR A e R 485 75 25 1) A
KRR, BAEEH LT 7T LB 1ELynch%g
BOE R TR V259 o T LI PR3 AR A UL
P O 28 RE A5 Hff PR i e I AR B [R5 7 3 Je L
G T 5 (10 38 A 5 16 0[5 9 7 TR 55



A B FR 38 G I SR L T T 54 43 R 2 A
WFBA AR, AR5 2RI R 45 5 5%
AR T —AA N, AR P 45 3
A DA— PR IR 2 0], 0 P] R 5 ZE BRI A
N, Bl B R F R B IE S, ek
R 2 LRI AR A A AR AT A, HE R
SRR BAN T RIRR AR, £ —REkE
i, R R BER R B (index patient, $87n
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TABITEAE — BB P AT B E . el
KBRS BR G #5481 mANE R KL E
T8 oy FERARFEDR, T8 L2 0] At ) B 2R 58 IR
BEAT AR SE M, 0 B B At A T i

B A B AR AR AR 2 [ 5K BN AR D ok
KT, ANERARE RIT R E RSB R
T EX — .

R RBEEEREEENSEEANFEREITZMHER RS BERN ST,
FEARTINHY 5, AU b IX e 25 B R AR OC B JE R IR, O R REAT MR A A% 0 ) DR 2 — TR A Y
TAE, WREBATHEZ M ARRERVER) OB R — Rl i) Ak BRI I e 2 38 4% ¥ 30 4 58 IR
A o

BINEENERREAE SEEE 5 BEEKIThEE
MLH1FER DNAETCE 5
MSH2HEA DNASETC 2 5
LynchZi&1E (Lynch d )
ynchg &1 ynch syndrome VSHEEE A DNARE R 5
PUS2FEIA DNASETRC & 5
FEMERBEYEERAMB (Fanilial
APCHEIA Wnt {5 =38 &
adenomatous polyposis)
Peutz—Jeghers%i&fiF (Peutz-Jeghers S AMPKZ %2 (adenosine monophosphate -
LKB1/STK113£ A .
syndrome) activated protein kinase) & FAVEM:
HEME R (Juvenile polyposis) SMAD43E ] TGF- B B K W RIBMPZE 5 214 S 4E
MYHA X E W% (MYH-associated| BUPRIAKA TGF- B 15 518 %
polyposis) MUTYHFER DNABE AL V) B & &
GEMEMEXEELERTRKEAS S
(Colorectal cancer and familial tooth| AXINZ2E[H B —catenin/Wnt{g 5 i@
agenesis)
RAMR T e < E AW (Polymerase| POLDIFE YRILDNAZE S O LHEAL SROx Y7 B fir
proofreading - associated polyposis) POLEFHEH S iSDNATE & il € {4k IV Bp7
2.2 KA E 2 R AR B, AERZEFINNIXESNP R % 1] LAE

& T Lynch&g &5 g 2 4k, x4 B e
R JRH S IEON T HE AT 4 DR 4L /3 R
5 R — SR B R ISNPAL . (R2) o X
LESNPTE 4 B W & 3 B ol g L 3 22
T E AR LR, fEIXESNP
B, 45K E6 4> SNP I T g B LE I 3 A 7

NIEBEUR 2238 (linked causative genetic
variant) HIbRE . tLIndE g tiih8q24 4 B
A AN EUR R AESNP rs6983267, B[
et 52U S MY C R i 18 A 5 B0
BRAR, AT R IE 5 Y o T 3R MY C A Al
G o




T2 NN SEEREEXNRPERRE.
XL GRA W] DA T 0] 45 B e 1 1 A B R 0 P 5 SR K 0 A AR 24

SNPTE# & k AL E SNP{LsR ZmpyEE
6p21 rs1321311% CDEN1AZE A
11q13.4 rs3824999x% POLDS3E A
Xp22. 2 rs5934683x% SHROOM2FHE A
1q41 rs66911707 DUSP10FEH
3q26. 2 rs10936599 1 MYNNFE
8423. 3 rs16892766 T EIF3HEEH
8q24. 21 rs698326771 MYCHERA
10p14 rs10795668 1 Vv e N[
11¢23. 1 rs380284271 Cllorf933:H

DIP2BHEH
12q13. 13 rs11169552 1

ATFI3RA
14q22. 2 rs44442357 BMP4FE A

GREM1%:H
15q13. 3 rs4779584F

SCG5FE A
16¢22. 1 rs992921871 CDHIFE A
18¢21. 1 rs49398271 SMAD 73
19q13. 11 rs10411210% RHPN23E: A
20p12. 3 rs9612537 Vv 3 N[
20q13. 33 rs49253867 LAMAS 3

*BHEREM. G. Dunlop et al., Gut 10.1136/gutjnl-20 11-300537(2012).
T##E3K BS. J. Lubbe, M. C. Di Bernardo, P. Bro derick, I. Chandler,R. S. Houlston, Am. J.

Epidemiol . 175, 1 (2012 ).

WAE, ORILT FH34Z BX LSNP3
ma IR BN, B ATl e A T-8923.3 L INEIFSH
K. f1T14922.2 F IBMP43E R A1 T
18921.1 EWISMAD7 3R . B AR IX B 58 A7 3
RIS LA W, Be ooy N ER =4 — 2 W
A rs6983267 i fa S AL A, 1 Hoax ey
B 25 g i AUt 2 bt A R — A
DA] g i A | 3 6 RS 25 [R] %) A FH AT DA B A
s I g Bl R N EEIT R
GWASHHl, C2#E 120045 e = &
FEKH AL S (genomic loci) .« IXEESNPAL A

Wi — AN R EIE A RGN, R R K 4
IR B KR i — R, I AR AR A
(odds ratio, OR) k& /xR H1.07%1.28.
X A R 2R 2 L e B KB DR HEAT B AR
B 82 R B T — S . XU A Y B A1 ) 2R
AT 55, HLINAPCHERI11307 KZE AR 7 s F L
TMLHTE:H JE 37 X 3 L ISNP rs1800734

v
&,

A B R WAL AR AEEMN, &
AR b 2 1) 45 ke SR AT AR 48 BE K I 3[R AR
F o bty 1719 i 2845 EL i i HH 5%



S5 D N B RO KR il 2 P i 32,3
SR B R R ZH 0 o A T AR 7 4 i A T A
HREEW T XSS EER, w2 L H AT
PRIKFRE,  IX L H s 10 I R 2 Sk A 2 K
Ko ATl 35 0T 3% 26 IR DR 2 1) 1 e PR A O
N XFMEIL—E 2 KSR . a0 R E e i
BRSO R R 3R, il 7 BER B A% . I R
Kz, AT RESA T GEEA A a
(AR, (A 75 SO0 A 5G4 1 WL AT D e
73 THI AL
2.3 fERIR AN R AR

TERARF. B XAWKRAE (Variants of
uncertain significance, VUS) &)/ 54 L
H 7548 1015 B LA A e IR H Dy g i) %
AR, TR B A R 0 R g B R R AT
WAL R, X EEVUS S8 AT KR K
L. W EE NTEIFBRCATFBRCAZRAL
H IR 0 25 B X X AP VUSHET T 2 A,
S5 RAE30% Al TAE rh #R o R 2 /b — A
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VUS. A N IEAER IR A B AL B
PR3 B R 5 B X 6 VUSE B . fER 2 45
B = A 2R 5 B R 2 VU
5RPIBKRA (causative mutations) #f
b, 4B o BIERER SR, RZH
RIS IAE (truncating variant) /R %
Gy (HARER) BOANRBRRAE . A
TEAR 2 15 A A& M 45 B s 5 7 35 TR i)
FEIRI Y b, SRR B SR A SR AR
(missense-type variant) , &< 45L& if)
AR SRR T H FTE G R 2 B TAE )
XU RAHAT R IRIEIE AN K BLSL, BT AFRAT
AR HE T 58 X 8 AR (1 S bR . E S B AR
H, RILVUS LT A RESE i PR = AR 4 LT o]
AWM EMAEE . B LA EA I TAE I 46 2 /i
A B E RIS IR — . BT R IRRE
7 TAE# s 22 s M Le i sg, Pl & e
R VU S FT Bt 2 5 5 382 4% 5 25 TAF 7E I
K EHITFRE

3. & ERBEERNFERNIGRN BN E

5 P 2o B DR 2L 00 e 5 SR AT il 88 2 B dds A
FEF AT, At At 7 5 T 5 R8s 4
IS % [7) B S AL P 2 R AIAR SGE 2 .t
T BATHENRFE AL Th e AR AR A,
Jit AR S5 — 03 H R i A B 0 1) e 22 B L0
25 RN B AT AR B 2R PR 2 .
PR T BTN RA RE S R TR, HiE
FRATH S 1200 = A% v ol ) A B 4N B
L AEATE RN A R, TR
WAL TAEMRE, IR, KRS
RE i B IR AL W) AR RERB IR IT g, X —
EHE R, ERE S TAEPIRE — A At
B, BN ANRZEERE, BT
FHIVARFE AR A R, AATTR] BE RS R
B, WARRE TR S .. REEKNTE

DUNCIZAEIZAER, B, BRSNS &
i, e T RE R, RERIEE
R, X AT it e ik PR AL e 2 R
WSS . TR, BATH 5 E SR
T SCHIMERRZFE, k5249
ARUME AR S A AR B 5 LRl A R ™
H, (HRFEA T AT AP0 A R R AR
HATLLT . HERA —8E, WREMa®E
RZ TR LRINEE . aRAe A R2RR
RIASRE, ML Sext Bda #tAT R 2N, R
AT AL S, AT DA S b, R S
A APPSR . T34k, H5E kPR i
HREEINE, DN AR B RRAL RN
PAOR I R ARAT L 2L 11




BEEENARX

f

[ .

peF 334 ]

ENERERAFL

E2 @ERENFERKHNAHREE. MREASFALERENFER RTEEHE
MEBIRMOERBERRRR, ABTNFERMT EE RNEERXTHNEHEHERR.

4. KRR LR

BEAT A 3L R 1 e 24 RN T
LR DL B RS, A AR S T T . AN I
ST AR G2k D AL e 45 ROE 7 LR G B e
PRI R R I AN I o 2 R 3 — A BRI 3R R E 1
R AL B 57 B I A LT R Z L R AR 5
Wi o £R6 25 FE BT IR 3R A2 A TR AL 1 XU DR
fiti, JCH AR MR B2 AT E — S A IR
DRI AL AT B 2 DR 308 A IS« P BB PR 3
MR 32 55D I, BN IR BIX s 1E
JRUSEAN K SR I, BATTAR M e 5 A2 75 ML 12 R L
B i, X5 LE AN WAl 4 2 DR AL Pk A

FERIIF b 0o 25— FER

G B DAL AL P B AR X AT 3 A N S A
— I RRIRHEGEED o AT R BATIE 7 2 Bt
RINFEFRSE T, RAESR A M R L 1
F U AR 5 et nt 2 DR 2EL 00 e 5 2R A1 e
BEEES, WOPTBETE A AR AT A e ELIE
VG I8 A% R AR . 25 B %4 &
HESERRIE O, R AHE R AL T HoR,
kAR DAL 7 BOR A oM B 6 AR
55 o



O RBBER F

ATREBEESBEREMAN. =B5 (EHRW) HAEE, W
HENEFE SR FHNXEREREMNBHORAAR. FEIRBFA%E
CGRED

HAER 5 -
MIrFERk (A BR) FHARK: MEREASF. ERAEF.
~ IEEFMERENFFFRNLRAREYEFTUHEXEA

SRR Gl ESH k. FARRMEELR. EWEA RS B

m AEERANTLE.
BEERNEHEA, AR TEMGORNLE . AR
B5RGTIHBMOBATIRE ST, HAHNFOMNT
RIHESHIE. SERERAELRS.
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= . MR EEE S

B i 76 BA {E 38 3 |

13 BT 75 [A)

AR T oA A A MEAYEREFERRAT (LB EREREN MEIERTT

AR 55 .

—E LK, WK DL iR Sk R
F18) T8 44 L %) R DG 42845 5 a0 B AT AL IR
HRXT I R IR 12T AR R 7 AR5 K R 520 A
e FMER . PO TAERERE, IEK
P 77 SN CLRT F ZAE A IS 20 M E
PRI V6 I 25 40 320 7 e e BT B IIORS A 1 %
X e — ZROCHRAE S IE K . BOE R T 2R R AL
T RBE AR TR . BN T Xt
J&, FrCARRATIRAERT P . e DA R 45 EL W
o S5 WL IR (YR 9T ) BEER A T ORI FE ) 42
Ft; XS HJE (testicular cancer) LU /NL
SRR A0 A i Cacute lymphoblastic
leukemia) ZFAE 2 WK g B IS T AN

=

IR IT ORI T B 1y,
EReMIR A B . X PR A B
S {5 5 AT PR T SR S ot e T 1 1 L
(chronic myelogenous leukemia) £l 7iE
] )% (gastrointestinal stromal tumor) 4
WA GRIT IS RN (TEANE R RT
T WEFEA R, XA S T IR o
(R F0JG 2000 B PR A ey I e s # [R) A A
o A=A TR, X LR T T ok
ATy, TERAEAT—FoITiE sz, Vit
AT R AR TG b, T B ]
Retr RFVEMER, 4 B AR A7 o &y SR Al
faj=A

B MEfmEEAA
BIEEFE BT 6
:@\ ?W. ’ ﬁ* - Z; E.r °
MEDZYMERAF
(pharmacogenomic)
R = 2 EIEME A
BrrmpmREERR
BEEBHAABNFER
REFES, XLRTH

REMB R M PRI AR 12T

W TS F R O] e
bl dh 5edtey T1E.
EEmBRRETEE —
BB EEFET] - = * -
- ‘*5'1*; I I WA
mﬁ!ﬂll- & 4 L .
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WIEFT N, 75 R 40 i B % B0 A A4 4 i
GAR UL AT B N R I AT T A () R R AR
I RE % X B TS LA P 9T A0S
Wi o IXHETREAR 5 U AR R A b A
(cancer biomarker) AT DA 1E & L1 T
J& B AL 5y FhrEY) (prognostic marker)
B 2 TR T TN 2 2 T 4R &Y (predictive
marker) , JriE S T AL 2 AR B EE
AT LATFIN 995 s R A0 A FE -t AT AT
AOTRUIS , i A A T AL 43 A & ) wT DL
KT SR G 7 7 2 0T Rer=AE VR IT R,
% EGE VAT NBE. RS S EERE S HE B
PREEAEATIE BT B b iR TT 7 5, m] DU
S PR B AAT T VR 77 B B PR AT A B 281 o
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K.

B2 FZATRAE20M £504FE 8k & &
KILT 2 06 IT RO AE N B P A7 AE T
e ZESR, UM NI ES FTERZHT
A AKX 4P AREEE 7] (metabolism)
AN TRV T 3 e i), T DAA B T 25 W i A% o
(pharmacogenetic) XAHF7 5 M. BLAE
ARG DT ) & R BT 5 4 G %
AN, B2k (absorption)
AR5 4 (distribution) LA K AC

(excretion) %,

IS T AR AR AR A

BT W% N K7 (downstream effect
mediator) . F1HH T LA I EH 3
R BRI B DU IR IT 29 22

x1 AR THESIRRERUENT A, SENBEZFHTHNFHATHNAYEREREFDNAS FIRE

FHERA LI R LmpZRET HEANMEBEAYREZEAY | RTHERER

. 6 - I & %
it s i A Y
4J<‘Tuh;OEFl u%r%n% _ (Mercaptopurine) . 1 15 Fp Pz 4 A ek 2
o P 2 - & A -6 - HOE K| XK
methyltransferase) . .

(thioguanine)

UDP % ¥ B B A 7 21T R L
Ly B ER e i e « e | BEPERmERD
glucuronosyltransferase Z¥JE (nilotinib) " =
1A1) SRR R

6 — T B2 WA BE M &l
(Glucose-6-phosphate | -
dehydrogenase)

PiAi LB (Rasburicase)

2 1fiL

M KP450 2D6
(Cytochrome P450 2D6)

" #: K (Codeine) « AW
% Coxycodone) . fihBi¥
7% (tamoxifen)

572 W BELSR 79 AT 8
2 R 25 R

JanusifF2 (Janus

_ S AR 25V
kinase 2, JAK2) Ruxolitinib AL
AR FAEKREFZ A4k
1 (Human epiderma | Cetuximab Erlotinib 8

_ AR 2 W
growth factor | Gefitinib Panitumumab HRA P ENE
receptor 1, EGFR)
KRAS (Kirsten rat

- sarcoma viral | Cetuximab Panitumumab 2595 MR AR
oncogene homolog)
ABL (Abelson

B ml_lrine leukemia I{nat_in%b, dasatinib, A 5
viral oncogene | nilotin ib
homolog 1)

(BT
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(8 B3

KIT (v-kit Hardy-
Zuckerman 4 feline
sarcoma viral
oncogene homolog)

AR 2 A

Imatinib

HER2 (Human
epidermal growth
factor receptor
2)

B 58 25 W

Lapatinib Trastuzumab

BRAF (v-Raf murine
sarcoma viral
oncogene homolog
B1)

3 55 2503 1k

Vemurafenib

ALK (Anaplastic
- lymphoma receptor
tyrosine kinase)

AL 2 i

Crizotinib

1. NE AR5 & IR B Im PR FfEia Ty TAE

it 350k Fi R DN 7 A R 35 Bl e PR 122 A=
TG IR PR 1297 TAE, XM TERACE
TEIG IR _EAFAE 7202 4 ELAn DA ok 4 5% (i
FHE, BOS Yt RI225 et ik K A T 5 4r
(9:22 chromosomal translocation) HJ&
PESRE YA A L% Cacute lymphoblastic
leukemia) HEFE M, FEid F A A2 XA
BEAT B R AIR YT, A 2k SR A0 R R
U AT IR YT « DUTE, FRATIE AT DAk 4%
MM D# e (imatinib) 33 H & ABLEE & i
B (ABL tyrosine kinase inhibitor)
RGP XK HBATIBIT . W THER23:
KA R EY G PR B kU, (R EETT
(trastuzumab) XFHHER2S 2 2 ¥ iy &
EI PR PR 2, B HER2 K 2 R
IR A% B (lapatinib) B #RRETE B EL
BT AL, BRI, 31T B 28 X e AR 15
BEARN T 153 Im PR EE AT ST 257 )
W& T H, B DNADFE AR B A 1) AS W
FEAIG, FRATTR RIS 2 ARG R AR fr s, 1E
REAFREMIERSIT, AT — A E
FRAS B AR ROR B I R DU IR T 7 %

UL LRSS R S AN R AR VR
fii TAE C &0 I R Ho g TAER 2] 1 JF % BAR
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I . Ll de K 2930% I 45 W i 2 3% o &R
RIMKRASH R 12813 %10 7 kKA T R,
X AE BN TRAT, a0 R X L R A A 5
SR KT 2k (epidermal growth
factor receptor, EGFR) HiikZR25M #4175
J7, AER & BUAS B A AR B3R 9T R,
S IE 2 RAR Z 8RB . EGFR.
BRAFMJAK2HE K] 73 5l /A 5% 38 F Jii e
BRI (melanoma) LA & & 16 A Mk 0w
(myeloproliferative disorder) % i 34 %t
% 2, TR YL Il 410 1) ) S e 2 ) LU . i
i, EEERS5AMEBEHEF (FDA) X
WA T — Tl 30000 470 0 7 800K 43 T A B
(molecular predictor) , ‘& ] LUS I FIifi <
7RO AR, XAy bR B A AT DL
HIT A BI10% RIPUE 250 a7 1E
Btz A, iR 4 B RT RE 4k B2 R AR R
g, PRAEUAE, IR Y R 24 1 e 2H
2o BT BRYIBMIRITIE A, BT
AP 1 fir g8 = 2 B0 B Sk i 5 AR I R
WBIT TAE. (EIRFRAMMEE, B R
TSR A N T R B0 Bt Ny SE Rtk AT
L, XFERARAMER X AN A B
AMA R EARST R BT ARRATTE 75 EE AT KRR




TAE, #hE. JF HRuEs—MIvm 249 Bk
TBITROR . FEAE FH UL S AN R I e 2
¥) (cytotoxic agent) I 5 N EyE & IX — A5,
IR I S H s 2454 IR 2 00 43 he JR 3 iR
SR, TR MEBHEAEIL 2 AT A, &
A — 8 Be AR UEALE I R b R] DA e 5 D8] 20 2 o
F, FEHURHEFURCR, 2RI J R A 2 il R
J0A2E I 77 8

B & D 5 AR AN W s, BA RO
AT T B, 3 0 AR AR Bk 8 22 1) 4 v
TR 7 AR S . BARTE H AT T AR
B, g B 7 28 A2 R AR Sk R
Ji I A L DNA BL (1) 4R 40 A%, {H 2 e iE
RS HERFEA K, R s AL R
(epigenetic trait) , LLLmicroRNA. RNA
FIEA L B A AB 15 0 DA S e 6 5 b 36
%) (chromatin marks) %, Hul, &FEATH
A 50 A A A2 B0 I TUAS A G 3 K AT
DNAKEE gk, RJ5 X DNAF BLEAT U7,
TR EE R RARE DL o AdFH 3K Bl s 5 SR mT
DA 6 HA B X0 — 255 8 A5 5 a8 2 (1 8 1) P e
25, MTTHEAT A EHPERRIT . M, i
158 FH BRI Ji g 2 24 2 Aan - B, AT RE s A
SRAFIX T T HE R, RIS X 5645 5 @ B 1)
HEME

Fr DLELAE S % Ao K I RAL . I Ko7 4y
IR AR = S g B R ZH R % (Genomic
medicine) SRAESN I 7 7 ARLE I IR TAEH
RiFH, AR IR LS RAR IR E . A TN 5
W 20 0k P 45 L e AN A /N2 B it e RR R AT I
W, EXT145AFERIBEAT VIR EEIT (deep
sequencing) , 25357 K LA 98% I fif g
(40N 391) FIB3% MM (24
20 KA TARYEIRAE . H52.5% M4 EH
et IR R 7 2 % P 3E /) 48 A il e iR &/ A
A5 EEFAIT 23 DG R A . 55 B 1 5
SiE B 9 R [ 32 N SRR R A S (National
Cancer Institute —National Human Genome
Research Institute, NCI-NHGRID) Bt& &
MR L R g H (Cancer Genome

4 4y BFh www.lifeomics.com

Atlas) X HUE B 44 % A fifg 51 38 AL 1) 25 g
HEGHATH R JE AR 3] T RAUUM L.

FH T FRATTRE K5 7 B e 245 400 1D s 245 AL )
HAE R, B LG 7 2T R RS I R 24
[RI2H 2200 98 TAE, R R EED P Ak KI5
W BURME AN 25 T AR DG AL . ande —
S /N 2 i it £ 2 A T 4R 18 H EGF RIS 2 R
TGN 7 2R 0 25 ] DABUAS R L Ra T
ROR, WS RS P 2, X )
AT P IR I T R T . B LA H A
K ECEIER T IZE—EH M, SEXNEGFREE
RTINS, SR FEARAE Iy 28 Rk £ 2 5 Al
FEGF RS Z IR WG ) 71 B HUE 254 .
ik 4E2iw] (everolimus) HEATIGIT 1 31 62
ks B AT bR T AN T R, TSC1H:
DR R A b5 R 5 o A 4 B ] () BBURRRE B K o
#5417 AL TS C 1 R (1 55 5 048 P A 4 5< =] 3
ITIRIT Z )5 e 52 R )~ 3 I 18] R 29 94 A4
H, M TSC 1R A KA FRAL 1) 18 3 A8 H
WAL TR BATIRIT 2 S5 FII1.8 N H 2 e i e
Bk 2R XAE5.2% (96 N5 N) Kk
B e e R 3 R R B T X AR TS C 155 R 1) 1) R ik
RFAE, R IX R 4y A AT DL B A Ak 4t 21
FIHEATHUEIRST, A2 HUS LU R TT AL
%,

FETT R I RS R AR, BE a8 A 1 21
LA —ANRERN. BT ARG EELH
e L R DNARR A, it DLEEAE (1 AR J7 X
TF 43 BRI DRGSR 2 1) 1 22 SRR AR, X
FER v] LA [ERF 22 I AR AR SR B 2 (145 5
FAh, AR (gene panel) Bi4:
FEKAKI (whole- genome assessment)
I, AR E AR, B R4 R
T SR 1O 4% [ A 2 6o 2% A I PR S 56 =5 15 H 1
I W S R R — B I . A Ab,
PAITIE T FEXF25~80% 11755 51 1447 T3 14 115 43
Mrs BRI I8 2o 451 AR > T A 2 R I —
BN AHE XS B B MR A S R AR . i
T s 100 AE 7L e AH G T BRC A/ 2.5k DA Aar il T
EHRRIAF IR . Frhid g T — &L
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6 = R PRILF R 515, SFe 0 Ui g 2kt 356 [R] e
TP 6 2 5 A 2% 11 PR S FH A AL

X TS R, IR A R AT I IR 5
P B IR bR e QAT 6 IR 2% 0 95 (AP
e FURRIE IR AL B D B R T R 0 R A
RAyHK (B REEGFRE K 845 i L BRCA1
FERZRAR) o BULEXT RE 6% Yese MR 1R 22 R 11
FriE “=HLRA (driver mutation) ” , PLK
VP SE IS ANALCT P SER N5 S PSS e
XPRE R B E AT IR, RIS REIT
B, HFHBH TR IR . FREREE
HORAE A AT T2 W, 1 E B s
BUR i Z T SRR MERYT . BEAE AR AL
T3 7 THI FIAFF FEE FE LA, DR AT
R I 4 i 5 A T B — i T IR R AR

BRIt Ab, 3 23 PR Dy — S8 H e AN 1 i
B JE R, Bl AR 37 6 2H 2R AR R 4
B SR B 8 o A AR JEAT I 7 T g A 40 L R AR
Bo IR Z I PRIE R B A #B BA TEN NG FHE
4 (interventional radiologists) 5214455
TR, AR e 24T R0 e 4
a1 HAR 2 B At 8 2 i R Lk i)

B, AN— e 2 E M HALRA, K
K PR FEE (1 5L 300 HE 98 1) 43 TR AR COR0 43 #E
X i 2 2B SR S H SR AR 2 J5 # 2 g 40 21
TR AR K By bR B 5, P A 45 H Al L AL ) 9
BEARAD o G BRI AT RO AR R 5 Ak
] 52 DA e A7 i AL HE A H R 1 4, Bl I
KM G R4t AR 40 Ccirculating
tumor cell) HEAT I B 452 ARl i 96 A 13X 26
). U ST AN 29T TAE, AT
T E R A AR TR T %, MR — 1
A G AR B I7 N 53 T e 6 B2 Ul 31 R 4
M. R, Rt o B SR A R R
M55 . G0 [E 58 4 TR E 7B 55 4% (National
Comprehensive Cancer Network) E{JEfl
% (Foundation Medicine) Xt —e£yE T
P P R 5 DR AR 1) 2 AR AL A B2 R ML AT A
HOAE K I HuHE B AP B IT PR RE IR PR 12T T
PEA B R o Bl D A B A B B A, A
SO 45 R AL RS ) AN W BG4 2 i
DNAKG I A — 5 23 76 o i R 2= 97 3% 30
SR — T FH o

2. HADNABEEMUMESYIRIRATIE.

7| ey R 25 XU R 75 Tl BB R A (B

IR PR 2 R A A T AR R s OT U
SRUE M ZR (e B R AR K A R iR R4, H
fe kit kI, Bk M R E R B
Wil PREURE VR YT TAE . TSV RIT TAES
TF e S HFF IR T 1 25 2 H 2 b A T Y
BIMER, P CAE Tt £ A s 25 40iX J7
T, R RAZ A B 2R B AR H HE N5
Wi/ o

—HUOR, FATE R 7B ALY
Feia IR T A I DR PPRIEAE 265 W AR08 5 T )
TEM . XA AR 20 29 R e A R A
T VA B 25 25 1R o I [ 55 5 22 7 THD 3 R
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e i fE va 97 18 PEBE 4 P B il Cchronic
myelogenous leukemia) B, 5 v 4F 5
PR 2GR A T R 0B, B AR Y 4y
THAR Z AU AR, BEERRE, A
B, SR GRS KATH N, [FIRHE
A RE S L HE 24 1 7= 2 . IR P 254 3 TR 4 2
A% Zi AR R e A A ) © 4 E SR Le P 259
A T RIL, it 25 (tamoxifen) X
Tl P 96 7 I8 2% 52 MR BE P L e BB R U
BERF AR — B E . ANl i )
fth B S5 0 A2 0 % A AE R AT LK 245 40 % A R
endoxifen CGXEEEHRFEK—F) FEZM



TWEEYIR . 4t £ P450 2D6 (CYP2D6)
SEIXAN WA R A S ) — PP . DU
I PR ek At 325 25 5 HUA AT 25 M B
FRI6 9T AP 1697 S 28U # (hot
flash) ZRIERH, AdjERUFFERIM, diil
A 254 e % 30 1) 40 M € 2 P4 50 2D6 [ B i
PE, ki dl T endoxifeni FE 4 5
A, XFE ST AR TIRIT IR G
TRETZMRE TR, TRIEAR LS HFik
TS E S S UM 2B AR . IRTE
CL&H NAEHT i B3z Hendoxifensi i 77 LR
P (1D PR S5 A

EEEANSY, RAFT%MH AN
CYP2D6 k2K o 2 A P10 /L, AT 3 3L
WHNEAMEELSHMAAS—F, 8385
fastiek T EEEME. CELHF202 KX
il CYP2D6 £ 7V 5 3L M s H Ath 52 &
FRIT MR Z MR R, BIEWAFILA
MR tfe, e4kkCYP2D6E A, HH
% HE 0 S MR IG B Al G B R AR Ik TR 4
woE S E SRR R R E. AN
CYP2D6% 4= BYFL KI5 FARAE A R &

(extensive metabolizers) 7 , ¥%CYP2D6
He B T RAR BL RS 7 B RAE P S OR AR
(intermediate metabolizers) 7 , B 5 A

PR IX PR SR R AT L, BEE
F-MEENhEE S RENERZ D, 4
RIS T v S R R A 3 7 2R 24550 &
BN — A5 A4 Ge % ik 1 L endoxifen ) & & ik
B A R KT o AT R A A
5% [ FDAHESR 17 RO BT &, (248 B DI fg
S AMMIEARH . AREREHRLT,
FDA#R = 4 thHEA7 (5 R BT 58, Xkt
IR CYP2D6 1)1 DL oK PR e At 55 55 (¥ Y 4
PLZ AR 2T TAE R R H AL, DA%t 3
2T EAS L R

FE VR E I RURE 1297 7 58 PR S A7
SR RS W 2 PRI, e T B 25 R R R
iR I RO . AL W] P4 25 Bl
PRI Kt A2 SO AR T 1 SR R 22—
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N TR, BHEEN R RS T B
RILAUIEE 245 ) EIAE R 2 R 2 2 w9 A
X LG EIAE F LG Ab IR AR A L O I
BEPE WF i bR E R R . Bt
47 C(microtubule inhibitor) 42
(paclitaxel) i) vz F Ti67 FLIRsE . il
e DPEVAEZ MR, (HREEEELE ST
RAARA, ERENE RS AET AR/A
Zb. ARV E AR B 22
JERG S HIXAEIER, BT Joikds i
IRk, RS %R, ToikdeE &
B AR E

PLAE B A N AL H] 42 5 R 41 5% BRI 7
(genome-wide association study, GWAS)
T3 3E AR Xof ARy 5 DA P A 0 ke 5 B SR R
M2 JE e a2 AR . Hean i
Ni&HE 78554 HI I ia T il i, MR KA
I 45 5 7% i RO 7 LR R AT T IR
GWASHIFFE, Z5RAEFGD4FE (1% M 4w fith
FGD1AHKF-actindi&&EH) BHRM T —15
R AN JE IR R 22 9 AR A O ) FRAZ IR 2 A5
fis, faZEtk (hazard ratio) N1.57, 95%
BAEXE41.30-1.91; FEERPFIE M7 56 E
AN AR T FFER4E0 . HTFGD4EEH 2
— P AN AL, P LR R] B 2
BT 1 S A A DU R T AE P A2 B 2 Jm K PR A A
PRI AL EIAE FH AT BE 1 o

A — R T 515~ SRR
09T FL g 2S5 WA 20 AR B AE A ORI
fal K&, MHRCYP2C8*3WPIRAS, X1l fE
it B 22 0 A2 AR T RO LR S i — % . &
SRCYP2C8*3{EARIM T 3£ B NBE P AR IR A
D, ARGRAEAATT S il 2 I T R RE B A,
M H SR R AR ZE AL o XM MR A 30 5
EH, TR ECYP2C8IXFhFLMmI 245 1121
KA, e FGDAIX R FEMa A4 e A 1) R AR
AR IR 2 AR R E

AR J8E S AR YT TS 8 E 2 A ST RIE 5 A )
HERE, X AR AT R IEITA I R
AR, BRI kI B B R A . X A
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PRI LEMB I HEE, FONRE BEA
B ZAIT R R RIEE .
Wb T2y (anthracycline) SE0
WL (Cardiomyopathy) w2 —Fh ik H ™ &=
[ JEIBURE , 256 BB T A VG T B A SR KA 1 R
Mo AR AT R R BRI B A K
T 5 S H00 IR AR AE SRR R R, AR
|7 554 Ccisplatin) S ET /735 455 KUK 41
KL B R ZH S RRAZ B B R, X N H )
FATTM IX L8 5 3RE BRI LT R 7 3R

ATt B K 24 9 J TR 4H S 0 RS R
THU R IEAEE LLBOR I N A, Ean AR A4
LR EB 2w E, RRIAMENRE, 3
B AT . A, R —ANRRIR
o — MCAR 5 LT A0 RN (8] A4 Be e B, A g
KIA—NEMERRAE, J52:H5%AIE TAEHR
FERAME, BT LA E I E SRR A 0o ) R ik

W BATE B 5 B 29T AR R
ETORE, R AR MEIF B 24 ) 2k (R A 2 R B O
RIR R A A ORI 2 A5 B 0L 1)
i R AT DA I A 1) R, BRI, 29Fk
w5 FAGTT 2900 (0 240 B B8 R AE st A: ) 22 =k
R, BEAE10%ET70% 200, HH66%M
Y EE ML T T730% . X — RILEEH
By TR YAl 7 %, W] LLAR S A 20
Fi, W AT MG R H 2 bR A H T 38 UE B 7T
TAE. %gHA (bar coding) FIHLZE A+
AR (robotics) [N H AT A 4H i 7 22 B Bt 5%
AR AR ) K RH I, — /ST H gk AT DL Ad #E
500% 1000 4 fid &, [FIAS AT DAREAT 4 44
BRI M. WE20 7R, A% 0259 5L
HH2ETE TS A A RATE R R I S S 24
AR FE R 215 B

ETU L T
BEAHHESE =i RTAXRRTTHE
e |

g il

WEEEs
HERARTAE

B2 FEZRRNARER. SFAAMIE. HLARKE . FATIEF LM R EELL

2o E R 4E 2 B 5 AR R BB IR E I R
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3. LAY EF B F AR B IR E
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g8 R

o 245 ) A DR 20 S F e RSGOR ) B 2R 56 I
TAR R — K TTAEME S . BN IR MR K&
(R B AT G — IR YT, WARMEX AT
ATV, FWHPEN G R . BRI
FE % A2 56 K 56 I A 2 00 R a5 1) 28 25 1)
SR ZHER, AR5 AR A Fn 1 [F) = i 2 T it
ITHER AT HATH 25 A w T R 24
R 3 R PR a5 T 2 4 X B IR AR R AT
(), IR AE — 8 3 [ [ N7 RE i 70 BT (0 1 PRk e
TAERH AR 7 — I, A xR
FEZE AR A7 Bl B e e 4 B B R T AR
IR A R G TR

— 77 [0 A& A8 Lk B R B B AT R R R R
T GIR, 55— 77 1 A2 75 22 0% i HE RS
PRI B R B ECIE AN B, 7R I P A A
Z (A el PR e P i e — MR R HERE . AR
T I T P AT o R A e — ) A R T R
X gn AT R TAR K IRRL, R YK 2 ik il
KSR 8] L — N5 E10F MG . A
B4l PR A 6 Ja Al 1 i A PR 42 52 B KT Y
WE 50 SR 1K A B2 R, RHT B Bh LAt AN e
R KRR TAEM I " . LT
VB TEAE 55 J )R R Hh 452 52 25 ) 5 DR 40 % ot 5
Bils, XSRS B AL MAYIRIT A
IR T Y DA =SUSEN ) Rl § T 3 i
e Horh — TR AR B O I K 24 4 1t
f224g 34> (Clinical Pharmacogenetics
Implementation Consortium, CPIC) , %4
LA KRBARMNKIBOZ KNS . X T
CPICIXFEIA L, wRHER — riph 2 il
FIFERIT G A E I RAR 2 07T, el FH 2557
B/, B W RUEE IR X B e R B
AR, B R AE R K ERAE S5 — D e A AT
Ft M IR 2 R AR S PR IG I R %

AN AE ) 58 I R AZ 9T 7 Z8 I 38 =2 A7 AE XL
FHARAE, AN 5 RAR 2 18] I AH BAE

A, AR RE S PR 52 A G IR B, H
& HH T B 2 OK & AT IR M AR, B LA
RE P 1 S HfF 5% B SR R s N 31 S B T A 24
H. CYP2D6FIfl 5 E 35 . CYP3AARIEA it
(taxane) SR MR . Z5R
A AH EAE F bR 2 52 B AR AE B ()52 mm, 1X
A T A JLAE BT IR), ) HLE 75 A IR A
ik 24 B () 5 & 25 ) S5 AR s, AN I X
FHELAE F R T BE 7 b 5] — 4% A4 S0 1 B
DR R RAE 4B B /N . BT AR BT R — B L
TERAR, 75 ORI PRYGE I fr A2 25 06 2%
HH R B AT AR 5 AR 1 8 % R b R I R
2 B DR AH 2 AT ) R A
WD IR EV AT R . BB RSN R AERF
. BIBRITRAEM Y. W AR E.
MZEIER S . XE/E AR HE, £
WE TR —E A EZM. INEH F I —
JiTH IR, IR AR 3 i B R T A 2
2, W FEK30 R A I IR B, g 4
AP (bundled care) IR fﬁ4t%t[:
EIT RS, AL XEE T8 E R, &%
B HAAANIHE T Bhya o kx5
(observational cohort) F1% H5-97 [ F
FEA T ALK e H bR, X 0] e R 3E 4
BRI AH 2 7 I IR o
DUERBEARTE i — 2 T . BRI
NGATTRIL T — e 2 R R 21 2R 1, (H2IX
77 T 5E BUR R A B8R R AR H AR TR
RZ, Holnh = @49 0 5E Kir B H T 5,
T 7 2 245 W38 A% 2t LI T R A5 i,
[ S —ETE I BV IR YU 2T A
e SRR A A 7 THT (1 i S 2 BR8] 47 25 R 41
=20 WnE IV 7R <) S AP S 7Y 2
AL HEER, xS a s i g
E\ﬁ@MWﬁﬁﬁg BFEA A BT R
HiE AN PR, 3K 4 fi 8 75 A5 B R ke
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=, EnRMiE=

BEEHRE NS

RXNRBT RVNEE I H IR S HLE . WX LERIENAR BT RIE
FHONR BRI . RRMEFFE T AR EE 75 H A o) .

ER G IR, A M 5 20 40 A6 7 1) 1%
] g g e — A IR, 7R 2 R R
FIRHES T, MRRE 2RI &S
H £ A (phenotype) « M— N4 fedl i
(totipotent celD) JF4fi, &it—&RHIMHKE
¥ (self-renewal) Fii5r4k (differentiation)
YRR, X 64 BRAH A 5 2% 228 78 B &% P & FE I
gHR . HAFEE, A XY s — A
Ref% JE B — A LA WA ik . DNAJT %)
K R ST (DNA sequence—specific
transcription factor) 7E ¥ € 4 i i 2 1k fy
BRI RS TIEE EENER, X S8TE
MyoD (% 3 [K 7 G5 e 2 LA A ¥ 43 46D
DL A BEPE (pluripotency) AHEH LA
DFSEIN T (core TF) HIZ AN FHICHE 7T B 4
C&E5 TiFsE. ZWIiBIAN, BRETE
B HEET (promoter) I X 5 & 4 M H.
TER, 4k A sh AR R SRAE R . Z 5 M5
NAENFEER A A R 2R R BT 2 /38 vy P 38 5
THEJUH: (distal enhancer-like element)
TX 6 T R 8 e e s DR e, T EL2 B —

1LES L EBENRNER

Fham AR 3 P 7 K Ceell type —specific
pattern) #¥EIE 1.

B IR R AF IR I S 0 1 FH A 2
BRI TR (2D I, FRA1#
KNI Y0 )5 S HDNA. RNA. & [ MI£
W E A RIS B m R s .
B, HE T BRI T, X
Gty J5 I 45 K 7 e 0% 35 Bh % 36 IR 7 215 DNA
ARSI, AR RS R Je i B A R G
BIES, T RG A SR BT A RS B A
DIaefE B A 72 5 Ae e i 21 EuE 1F
F el Ty R aT Bl v, B DAL (i
P R R e £ T (P IR S #8 0 h sE F S RL T 1
SRR EMR R 2 — o A0 3 AR S 3
TR T, AN IX L 5 Bh R 5 T e
F I SRR A (s B Y R, BTRAH
—RIVEEFH T MR G EER T, LA
T G €8 SRR A5 S J2 3 A ) 8 4 D) 2 4 e
iR A R AR IR R HITR
TE (ED .

20064, HAF}22ZKShinya Yamanaka
R THRLERIAE, - CE g
Ji R PAAE JUAN e s DR 1 (/R LR 4 B
2 (reprogrammed) ~N—AHA £ A 510
REME S 2 RET41H (induced pluripotent
stem cell, iPS cell) KL%, ARG T i#
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TUR%., Yamanaka it 70 a8 5t T 84 T4
PP 55 40355 R P A [ 2 BT 7 Ak AT A — TR4B
M. TARMRI . X TAEUER T,
FUM b KB IR ) DR 4 AL
TRE, BeWkEAREM, XA
PGSR - Gt i 2 R 7 A e 5 RS



S5 T e i 2 M S 2R AS TR IR 2 A FH WL X
AT EMEZAR. BIE, BA1C8RIK
B AE LS, #8540 v Ak
(malignant transformation) # % % ] ) 5

n::BP.i;-ii:mt [HDAG )
'|.'5|:|1'.;l' MLL ) »
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Fo TR, TA TR UK L 5 4 i 5 4 R AR
AR R MR IAL 2 T, R IAR
FABLHIEAT — A A i

CINLID2C] IMJDT A
"'.’J LG9 )

- FEes -1 o - - ) ‘-—"%
: (RN R e €M)
SRR

SUSIRIS ORI

ONMTS E]
LT LT 2 W NS WE R CTET TTT TR T T S
O MENEET @ AENZIT O EEEEIT 0 O XITASE D0 & sENzaT () B0, gansan i 0 (e TS el 80— RN WELERDRGE
ENEERDN EWEEUAn EWEEAN BNEFEENS EmEen e

Bl RN ERES LT REEUR T ARG REMNERNE.
SN, MABIRERPBRIGWEMEREFIHE. 561,

(A) AZHBERBE, R2ERESHE
(B) MR, &TFRE

URESHEFAXFESHSHINEIHEEZRIZIGY “BE" &k, HRKMENEER (repressive
chromatin) , TRIMLFEFEMN. DNARELEG. BERRGMEMEERBERET (XLIFERTF
HRAKFSHES U ENERTFHMHENRE) HEBTRERNBFEWEIREER. 5

5h, REBERMLSLERBHREREHLEBLSE

FEFMNBEVIRINFE 2RISR
JEl I AE AT 4EGN A (fibroblast) BLRIE T
Oct-4. Sox2. KIf4Flc-Mycix 4 Ff# 5% K 7
ZJE R . X H i A F Oct-4 F1Sox2iX
PO s R 2 LT, AP S TR
W) 7GR E AR RCRIE R, T DA
ERESE T, HinNanogMILin2845 & .
X 4 i e % TE AN R S0 2 TR) B R e R I R
B — DR BR T S DR A PROIR S 1) e e
YER o IER SN P46 n] DAL S5 S IR 7
HMKREDFEIER, SE3IFMEERTESS,

Made KiE M -

T8 T ST R R X % () () e SRRk, TR A
MRS R A A . 75 3 4 1k 2 ol L 4
G €0y J5 Jo R0 A 10 45 4 R AR e AR, RT3k
WAL 22 AS A B 22 R AR A B I 2028 . A
iPSHE ARl B b, s N il gt
o A 4 TR A e € T BT O, R B B R
SRIX — R NS A& AE g AR I AR R Y
BORAEM. MEZ R, —hgi#i (bivalent
domain) MIJE K, AR 2 a4 40 240 M A 75
1) G o0 I R i I 4 o U T R AR A LA SE R
RIFT B . Hrh it G G &M (chromatin
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modification) F1HE¥ (remodeling) il
T, X SE AR B AN e T R 45 R B A A T
PEFE, 3X U BH G 60 50 428 IR %0 T B g A S
BOREHE ., FA, Bt i HT A FPIRES BL

L2 DNA FF I A0 AE A (1 175 00 th 4 2 ok 1 BEL S R
A1, MR T S Y BRI A G, SR
Rik, TAMRE R LSRR,

2. ERIEIER SMBRNEERFHRR

FE G A ol 2 AR RS
AR B AR, 1z RE R4 I g
R A SR, Wik R g R iPS
M B E e HEE ST (directly
reprogrammed stem cell) FE, EHFEL
PR f B FR I FE AE 700 2 BT LA N T M AL
i PR o g R O AR R SR AL, R B AR
A o #8223 [ FR) A o 8] A0 410 o) (X
To HOANAT B U 2 2 e o D] [ I e
(oncogene) MK+ 4F JLFHEEME I

3. BRATER

WE2ATR, P YR R 770
HIVEFH A #R 5 — i 2 . Oct-4REME (e it 4=
B 25 20 Mo iR 0 TR B, AR IR 12 B AR e
W — PR H BEE N AR EY . Nl ERIR
4l ffuj (squamous cell carcinoma) . &4
fi DR 248 g DA S /N i it (smalll-cell lung
carcinoma) ', Sox2ti#f& KERIL, #
Fl— /MR (lineage-survival
oncogene) MIfEH . SULEN, XFFHER
R (glioblastoma) . L JigJE A1t A AR
(Ewing sarcoma) <& i g 1t i 83 -+ 200 g it
5, Sox2ib & —MUAMEIE T (K2,
X — r 5 Sox2% T 2 [a) 43 A 1 e - 2 Jif F 4H.
LU B L — 1 —Ff

c-Myc ] WL T2 Fh N KB HE . c-Myc
FIRIE T et & N AIPSTLRE /N R 2 | K I
B R 2 — . c-MychEE 1% S IR IR T-41
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1l 7 4 P2 A P 1 % it DR R A A 44 T 49 R
T, Hrh i Ep53MlInk4A/Arfes, X ELEE S
[R] 5 4 186 5 R T R o B B 410 1) B
FENLH,  [F] Bt BR 0% 400 i 40 B P R A ML
et JR PR BB A FRE R A, R E
G Ik R R R B T OB R RN A 4 TR A
B — R R B A s e . xR
HOFR A, FOUL I AL 220 T 240 e R g ) B
SCAT B AR [ RE R BLLE 40 M M R Ak R R

i Cembryonic stem cell, ES cell) } % %
PE i 988 AH OG DR R R0, AT 2 3 44 A 1) 3
BH. 54b, c-Mycitn] DU X RNAK A F
AP R F——P-TEFbIIE, 48 = 20 iy 5
DRI ZRIE AR KT o 1% R F ML AT R At 2
T LA — Tl 255 [R5 e 0% 184 58 22 1) 0 VS i I
ZEEYE,  [FI tHREAS 5 B 2 Aol i B ALk R

KIFA7E S 722 b 72 rp LR 31 7 AR
BRI LR . R R R R, TR X
RN E NN R ) R RS I A K
HFE . KIf4Z BT DLW 2 B AE ), ax T
RS EANZEREERG L. KIf4K T
HA X EREER AN, &2 ps3HMH1E
Fs BT LAE RE 5 A R M2 TH 20 i 1 1 PR 5 e
J1. AEIRIG T AR g, KIf4iE B A
Uit R BV VE S S I EE, X2 RN KIFA REGS L 1E



B —catenin® (5 TERTHE K K Ja ) T X $k 4%
Ao KIFAR) 9 Dy e AT A 5 o0t (2 0 T2 56 A
CKDN1A 5 3/E A K.

Nanog7E £ Ml Az 4 g vh #84 % ik, %
e S DR - 75 I 988 1 40 B o R RE RS B T AR R
BHERH . EFE4fid, Nanog/ZCD23%
FBH M BT 4R AR AT 4 il (CD24-positive
stem like cel) WU FTRH T . Eixdl,
Nanog )31k 3 B i STAT 35 5 il M R 4 FF .
70 B B R AN B, Nanogfig 1515 S Gli1 [A]
TRk, XWIRE T CD133% 1 P K iR
T 5% RE 71 (clonogenic potential) Fll
A /) (tumorigenic potential) . E45
i~ RIS IR AL A9 (Ewing sarcoma)
S5 R 1 40 i vt #R Nanog %% ¢ (R -1
FIZRiE (F2A) .

Lin28 W 7E T 40 i L2 B 4R B %
I fr, B RENS INERIPS B 9w FE (0B, 2
JV B S 0 P B B AE . Lin284E — R RNASE &
wH, ZHRTFHEEZ M ANLEMNE, JLHEE
Rk A e D SR S SN
Lin28AE 54| Let-7 microRNAZ & B i 73 1
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HI R, ATt die-Mye. K-Ras. Sall4 1
Hmga2%s % Fi i FE R E 9 B ZE R R ) 1 2%
T VR o Bl HIRFERIEFE ORI T 47 J LI
Lin28[A 7 HIHTEH, it E4% 1 % Oct-4 A
TH# A7 (translation) KIEZEEM. Lin28[A
Tl BEA R MK SR IR Se R LR, A RE S 7E i 4
R X e-Myc Al R B B E 1), BA]
A A2 K X e AL BT LA A g /R H

Bk T R TH A 4H 10X 2 £ ) gy 4k RE B
T2 4h, Olig2. Foxg1& &g
HBEA 0 K AR BRI A2 (direct lineage
conversion) %% 5 K1t #8152 (1) i 98 AH
Ko XL RCR AR, HEowmeid 12 5%
MR I8 — SE A AE M OCHR . AREARE
EINZ, XWEZEPRRTEA LTI, fEiX
PiZkIEE T, AR — AR VR A —E 2
), F—ANHEFEAFEPEL TR
BAFEMIER. 74, FATA el AR
1R 22 5 9 A8 AH OQ R B i DXLt — 8 B A B 4
FEINRE, el 76 BT 96 40 Hi R0 22 sz 4498 40 fi
HERIMFEALESGE A (transforming fusion
protein) e —/ M+

SRET ' B ERTE T
@ soxz C?n _ A SUVIZHI* AMLLL
AR P T
e e 8 BENEEN
EnEAS A SETDBI WM S
ABE T T .
- A GOa* AEHA RN EE
KLF4 2 ) B nEEss
® s ay ETr T ey
3 1 | A UTH Ha
HANDG | =) unAEe MLL3
ol L ot Al an Ay AR ER pamng
BHEEM A % A & | [ L r R ] T sl
(11711 & | - | BN el
T i\ : P BB
XEmE | \ A | \
| oy | BMSIE A &0 LS
@ ocT4 A KT( 180 mmsAmasgag AR BN
THESES @ || sATEmEn O Esn T
' 4l aswsansmmmrsmaL T
' 'E;":E“ [ A ARIDIA A poTiL’
/ o | 7 L A A
O Litze , atiao FRARES i e
. tf‘d i BEEERT DR
usima A DNMTIAB
\ L fobed Rl F bl 7]
nua -
| L1}
e Tt

E2 S5iPSHMZERERARBELIEZHBERNEREN

EAMEBD AR THZES

PSR EMIZR ARBLEIIERAXNEREATFMRERFERT. XEETHSRE
BEESIEEEREGX, tSBIZHENHS5ARETIRMNERAX.
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4. DNAB EAL1EIHAY1E B

DNAH 34k 1&1fi (DNA methylation)

& — MR R AR e 1 2 OW AR 24 i R
(epigenetic modification) , ‘& REMAEAE
FECIL R 3 TR E E ot (repetitive
element) JTER. 7E40 M) E 42 2,

H L& 1 fE 0 (Methylation pattern)

WM EE, xS R R 2 40 i E g
FE 4 AE B — KM sl X T T 98 40 M i
=, CpGH (CpG island) A#8 H Ak 15
i Chypermethylation) & —/NdE% W&
M fE b & . DNAH B E (DNA
methyltransferase) Dnmt3ais & 535 th /& [

5.3 8 FRiEERFHER

ME2BAT N, Yot i #7541 i
TR AR A . IR B e 5 4% K 1
A DU I JUAN SR (R AR . 1R 2 et )il
VA R AN A R R, S AR
FEAVER A, mHEATRE AT LU T g
PRAFRAL B IR R TR, UL R o 55 RAR
T Z R . ERA RAERBHIELT, Y
AN TR SRS EE, BEH
‘B HUE KT (oncogenic factor) X3 [ 1)
ERERBEER . Gt AR R 1 I8 mT LA

6. WAIHIRYFE R

TEC A d i, i DR A B R AL 1 50
Iy HAAE T S A H ) G 45 (repressive
chromatin) H . X584 A B & FEIEMER
Jett SRR EE (1), BT A R K
B 0 DX Sk A S o L TR ) Al 0 o % £ R
GR35 A R AE M AR S H3K9me3 (AHE HH3
O MR IR KA T = WA 1Y
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L 975 7R bR EEL 98 3 o 0 e PR 1 — KARRALE -
AR I BURALEIE A s, HiE
DNA F AL A& i — 5 5o 40 B 3 A k2 31 17 400 1)
TEF, DAy DNA H A0 A& 4 T LA i 2 W0 35t
2 E Y I DN 1 Ak, TRDRE th R 5 1 1) 41
IR DR B A I R T SR DR 9 Ak, TR
YU AR . DR, 40 B PSR AR SR T
ANFEFPEPE MR T S, ATRE S RILH AR
PIVER o SEbr b, BATZERHIF TAE At o
B TR 2 Yt 5T 1 5 IR E R R (4 iR v 2k
BT BB “BEMETE” BER, TR
UEHEAT /40

e g A oG AR B AR B RS e, bhan b
2 i 15 18] 78 52 4 L R 3% A2 78 Cepithelial-to-
mesenchymal transition, EMT) . 4ifg#4k
e (senescence) . FE[RA I FaE LA
ORI % (metastasis) i fE%, Xt
ANFIVER S DA G oy J5 1 4 (R -1 of 22 i e
IR A LA AT T —4
KA, R I 2 LR FRATTHE LA 00 o S £ )
TR T RAE . Gt BUIRES 1) B8 B3 R st
& 22T 15 R IR 23 7 KA A FE B 52

i (heterochromatin) . & % H3K27me3
(HEAHIE27 AR KL T =L
i) K2 ARINE| X8 (Polycomb-repressed
regions) UK E &L EHEH (nuclear
lamina) FIH3K9me2 (414 (IH3 oM i
RRAT ZHEMBIM Mg EEEHERX
1



H3KOARL st (14 F B A0 4B 1 5 A 82 1 % € )5
VR T T g R S5 M fa e . EMTAN
M2 EHREH R CERE., FETHED
I3 A2 i P T H3K9me 345 #4 3ALL T g % B 1E
YRR R F 2 456 EiPSHEFEH,
X Fofr FEY A B A A AL Tt 38 49 31 78 43 1
EE. Kk, ##/Suv39h1. Setdb1f1G9a
ZERE 05 R B H3KONL £ R A HY 3 Ab A% 1 1) e
5 I 4% DR B % T DA v 4 P EE A AR
R . H3K27me3FAH 5% 1 2 A 5 (1 4 i) 5
(Polycomb repressor) 541 2K 53 14 ) 3 [
FILHIEERA 5. Ezh2 Ut 5 RE S i1k
H3K27me3 iz s Y FH A0 A2 1 1 A0 25 F
AB AR S 30K 79 ot DR 7 0 A2 A R P S 4
YRR I FR MR AT (1 00 75 R F

7. BB E R

i DR RH I 4% 0 2R B VE A S S G 6 IR IR
DA K. W58 A S 3+ 5 R AR Bk 2
H3K4 AL s Y B A0 AE 1 A 5 DL A AH B I
LA B L Cacetylation)  (E1) .
H A B 1 A F 2t 3 6 TR & 4l i v 3 it
(mixed-lineage leukemia, MLL) A &%)
CRugtrithorax® H K[ R MWdr555 4
By 7L R 2H ) 52 A AR e AL 58 ) . X e gy
0 57 VR 428 DR 7 24 i 6 o A o R AN i AR i R rh
WHRHE T EENEH. WdrbiEEHREB 5 %
RE¥e sk K - Oct-4 E#EAH HAEH, 27~ 4IPS
ML FHREFZ2—. BAMLLEIS EAIE
RS R, (HR XM E E R
RIS LR R, BT AR S e B
FREREERH. WE2BFiR~, BEFRIMEL
TEZ2 M IR 4 BRI 7 R TEIMLL RS 8
[F &Y. H3K4AZE F AL EFLsd 1t B A (2
M, wE2BA R, %K FIEAF MRS T BE
AT HE D 2R B H0E RRE R, AT DL 214
Bl A 1 e A
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Suv39h1 [ /& i B K] 5 3 ) 40 i 22
LR R F T, EANRIIMTE K
W, #RK T Suv39hT K ¥ 5 2 i 4 i 1) vE
JIBEAG BRI Ay /0y BRAE i JRg 1 XU 3
o TEAF 1R 7 H B AR AR A O T, Jl o fil
A& A E Suv39h1 [ T [ 3 ik BE 4% 4 £ /)N
RO LS EREAN AL B % (acute myeloid
leukemia) . WIKEI2BF/~, Setdb1fIG9ath
52 MB Mg ¢, HhGoait 5 Mg #
MEMTREREA K. 2 s R 772
A iR A e R AR B Rk R A
Wz —. JHZEEZh2MBmI1 4R AT LUE T %
WAL 22 L F COKN2AFE R PTER, X
T ], A2 e R 4 L ) o 75 R o

JE DR 7 5 DA 4 e 46 B S A i R 1) X
NP RRAEE SN — AN R DR,
H3K79H L3 R B Dot 11 BE 4% 1 HE X Fh % 4 i
FEHEAT, M A0 P S 41 fe i) = g A2 A A
Dot112 [ th & 2 3F A I & A B b 75 IR F 2
—o MLLRkE & A Re il g 46 25 Dot 11 5 1 2
BN T E EENHIER . Kk, A Dot1l
AN FHIHRE T ML 516 (A 1 2
BASIE S T 8. 2R EE RS &N
MmsetHIKdm2b 4y 7l e 1 1 1 H3K36 A7 £ 1)
A A S5 B RN 25 FRJR AL R BE, IR R %
TEAH Y B AR AE AR 52—« KAdm2bRg e 2
BHPSANMAE R, (RAEM KA, WHE BT
P AL 995 44 6 T2 R 24 4

A AR 2 3w et i i B T D
5t g el g 5 i M (chromatin
remodeling) fEMHIA I, X6yt )5 8 % K]
T 5 e A G . CREBS &5 A
CBPHIp3004H & 1 £ Wi % 72 B 4H il 1) B & 44
2 e Bk SR TR 1) A B RORE TR T, AT DA
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H5aMsg . M. 4 LR DNAKRE 155
YE AR R B ML 212 5 . X ACBP/p300
HAERIE T LLXtp53. RbLL K c-Myc53E &
A 3 S BR AR iR VE AT, 3 R OX Se R
BN T . CBP/p300E A RE SN T %
@i EH (Chromosomal rearrangement)
R, fREE TR T . 7E 25 g A L IR
Jis 55 22 Pl SIEAAC R T AR R B IR g SRR T A 2R
T IIEEYICBP/p300E &1k . Heta i fish A
A L 7 EAZ NMEE ML (nucleosome
remodeling) 1% 5. BAFEME &1k (BAF
remodeling com plex) f& 1 il K Hh 3 i = 2
FAER IR, BOZE &R DRk A
TOct-4 5N i Z Al 455 . anE2BITR,
EZ R o, AHEARIDTATE N [1ISWI/SNF
[ RV R AL RGN F LR+, NdHA R
PRI E AL T .

bR X e H 5T DA A LA — L8 BF 5 A SR
By, Gett B B TARIRATZ AT T g8

FE, REWSAER B M EmAE LR b R EER Z
Gb, BFENFEMIRI K A R R R T R T %
P& FERIPER . IR 2 G ta i A5 R 1 #5245 41
A REATEPE R R B R A, XA S SLE A R Y
MRS ) BRSO T AR AR 27 AR EAH T JE 1
SEe, DR A e e o i i 45 R 7 T R 2 TR [
KB . 2. wki s DL e A
P B AR R R A EAER . A At
Jo7 R 4% DR - AE 22 AN [\ (4% L R AT BUR HEAS
[F AR, B an m] DU o 26 W0 388 4 27 21 g 1
(epigenetic reprogramming) it #E, A LA
0510 240 P o0 Ak, o R 200 T RO a8 A% A T
AR, AT DGR B HPHIE T 2 ER . &
ASHTANML (premalignant target cell) &
BUE IR KA A, B JERF M s 4
JfUHE i R M AL FARAS, XA AL RAL ) 55 K]
TR AR T RER B U S AR
AR 5L T AT g 2 B BAS [F 1 1E H

8. ERIESMBETHRNXALETE

ASCARDY T 5 g R DA K MR AR R B & v
(57 A, B SR T S e i PR L0 e
FORDLA,  AEIZ P AR AN [R] A I R rh R e A 4
VeI e s R - A G 0 PR R IR 1. 5 g
BLIIAT AR ACLAE T B S Se3R , A7 — S et 5
TS R AR ORI R AR R I T AR e, X
A REAE L AU 7 I AR R A S RS
G T R T hm LI AR A, XA
AT XL gn i R A Ll HIEA AR
il BEXECLE T, RS R A R E
HFM GEUERE DI F AL AR, (e
P B AW B A (3D o fERL L
Je b, M RE A PR 4 PR R T ) 5%
B, EATREON TR H S B k. NS E
S REBIE T B RMIT N 5% 1EAE X B A FH 2% A s A
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TRANRGEML, SRR, MR 7T R
BIEN G0 i 8 2H 23 L A o Ao A e g A% 2R
AT E AR BB TE A WG 0. b8 4 e i 1o 33
T3 R e S PR LB A SR et i 4 R ok
BAT AR RIS, Beex B B BRI AL R
AT, A8 O R 4 R EEr
AL T R RRRE R bR T4, et A JRg 2 24
FIAE A o TR 240 T Ao 30 285 UL ) e A2 B B
SR AT A — R EGR, (ER A0 AT PR SRATTH
— MO ORI R LS T A G, A
XA e S A A 1 R T4 L B R AT B L
RAFER o ANV IR — o B 8 R AR 41 S
AR, 240 A S g R AL 1) AR e 2 A WL R g S ]
HAT BT FATT SE IR R R 1) AR A A
B, AR TR X R IR R 2 6 TAE
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E3 ESEAMMBEARNBRSEER. BEMEADHRTHIESEAFMTEMBANENMABPFRERERL X
LM RIBEZBIBHEATRERE, HhAEROHARETHER, CNEBRRBRESHRALENETLSFEMAR, 21—
R ELSREEHES UM FRAN. HAREREIVEELLI. ARNSUIRETEN, MELZMESE KA
o ERIBFARTHNARZEUIREE - THNRZZEREMENSEEFEMHNITE. BARECIIE-—BRD, B
MR EEHME. FENEN, SESEE—TEEERZHIE (BTFRENFEERERRT) NMEALR, 85—
MEEERERNTREMARE, THARIWERFERTRE (EhHENHERT) HIFR. REREIEEFMERE
FHEXRFERTFHEMNRLZENE, UaMWEERINERR, TEIRTMEBEL, BRI RIRMEEFREE
T, EEFREOERZEM. RNHEN, XL FPEERFESEMBRRC FRELIFER, RESH HMBHEBMERE
ATHEEERMETAR, EMREAREMRSUSEREXMMMERRESTR— M FERRE.




m, MENSENE

AR MEALR. BT REARYIFEENEH
MBI, XERERERFERRT SH
TRBSFRFLENRE, XWRAER—E
HAE, MEARHATEESEH—HM.

MR SRR FMREREH, MBERH—HFREERERIES

iblim R E A B IR T BIR K WA R A .

» XARERLE

fEN—% B2 %, Charles Swantont
S8 2 TO A M T VR HIT SR K A ) W66 S0P I g A0 L
b B, MR TF R . REIRIK EAT)LE
PUBIBIT T %, B — M7 ZRT A O iR
HILEAL, nRREHSR THEER
A TR iR 2 R T BN I e 4, AR AR EE A
RS EEGE . e 20 sk AR E R AT —
WETAT AR, EAT R BT T
BATH BRI R R . 7 Swanton oAl
ZAAT b TR IE

AidSwantonIAE LT C & B T R IK
)R . A o AR 2O GE B FU BT (Cancer
Research UK’ s London Research
Institute) B, Swanton4iig% — MR
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TEALE XS IR A, A AT e di e — 7 B
B3E AN [ SAL 1 ifeg 4H 2R34T T DNAMI
S5 R ILIX L [ Jg T — AN e A A
DNAJK- LA ZRE . BRFEAIEMILE
TOAL, ALAE R KL 00 iR H R ) B A A — et
Al AR e, (H AR 278 e A 2 1 il A7 7
(17, RS Le A R S M B, X3 B i
960 2H 28 FLAFAE 22 FpOAS [R] 1D P e A MR R o T DA
SwantonihFy, H - — LS i v] GE 23T 52 5
Py T, R T X P STk
PAFERKME . “WRMT, XHFRR L
FALBATEI T — Hm& R, BB EE N 4TE
PR T TAEH S &M FEK. 7 Swanton
R R EETE

RN E, RANFTRRE TALEATRI T — HELR, 6
iRt A E U R TT TAE P RNk, 7

—— 3% [ 98 22 2 CHARLES Swanton



Swanton B 78 45 REAN DL i 1 HE 55
BOUE T AR 2 irvg 1 R 2= 2E #RE 5 SR B 5K,
[ B 25 At AE B 7 A R T R AR B 44 7
Swanton[41 A £ 43 H 7E K4 s i) Chr g 4%
2E#REY (The New England Journal
of Medicine, NEJM) I3 T Al T8 5T Ak
Ro BRI, AR CE R A5
FH 71437, #EThomson Reuters/A @ (ikF
T2 AR SCU 2 AT 4R ) 4t X
— 5| i Rz 720124 K E 1 H e H Al
YA T R . SR VS S
Mt %ok, Swanton BB AR #R E R BT E T .
“IRIXFE T MR X AT 7 SFE4M S
f)Swanton#ii&, MIESHERTA A 1 H %L
K=

Swanton T Ji& [ 1 Ff ik K 20 2% F 7t 1k
WFN AR — AN HWL A BB A T %, Ft
BN, Rl 2 b 22 Fh A [R] 40 i 2H s 1 v
ak, BAESwantonE N S IAREHEEOARIE
ST XML, EE T RAT AR IER,
AR e H— B 1 = — i —
(140 b 96 4 2L e PRI O 55 o AR R B, PR 22
HAASASH ZMEMEE AR, H2HIk
Z 0] A BT R B ) A R 0 A o o T g 1
Bk, FIRERMRE A AN 2. i, 1
PR B RAE A& ML IR, R — AR
FEAWT A KR R b 2 A BT B R — . P
PL, A —AN g 2 B AN A, B[R] —
AR IR I T B 2 AN ek, e
) P 2= Y IR K (PB4 22 22 7

i 8 P S A gt A% e O M Bk 3 (9 A BE
L J IR A 4 5 R b g i PR = A T T — B
FATTAFAS BB UCIE (1), B T e J8 Aef e
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I8 AR 8 IR FLAIVR ST 7 &R, RURIX S AR
TR EHE X — AR A AT B T Ak
FI4E R . IRPREE A H A, R HE X T A5 (1
FLEE R, ARG R X — ki v RS A v it
AT RGN AS SR P 3R A% 22 R0 20 A 0 2 ) 45 SR AT g
WAKATEE, PURS R RIRKIET A —E 2
7 R LB YR TT R . AT H RTIX PR YT R
WEAE I R B KB &% . IR 283
FhRAZHE R . AR AW IR 244 R
FRAERITIGRIE — 1) “Hak” ZJERI K
2T IR, X AT RE A PR A R LA X Rl
JERE SRR . BT X R A R AE T —
SIEUR I IR AR M, 45 S LRI 24 ¥ 4 e 3RS
THKMA, a2 T iR 41 21 B
M F 1%

“REE LA WIS, FRATT IR
T R . 75 MR 42N St 78 1
SR, BTN IRATHA AR PR T
B, EAEGEHERIT. ” %EWellcomek
44>Sangeriff 7L filf (Wellcome Trust Sanger
Institute in Hinxton, U.K) [ it 4 23 5%
Peter CampbelliX £ {1815 .

A WA RN R LERW, A
EHRLGEBHAEMR. BARNMCE IR
1) 57 o 1 10 A, I 3t TT LA (1) J80K gk AT 4k
B, BRHEGRPERITER. ‘XK
BARIEIRATRIZ — b, AH R ik 3RATTHE %
Moty BFOAFRATTE E AE AT Ak R R
XA SR EE T 7 EE B L iiDana-Farber
fiiJRi i 72 Bt (Dana-Farber Cancer Institute
in Boston) ffiKornelia PolyakiX #£iii1&,
Polyak 3= B 2. i Je 41 23 5L (1) 7 Jog 2 1) L
JEHE TR .
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1. 4B IL 52 2 (8] Y B 5

T B2 X AE 1 Ot 2 ORI & JF AR 1E
B T REMEHL T, WA, b
11t B LT IR AR B iR 2H 20 A 2 B o — 1
AL BRI, 1K 2 fa WL 38 1) b R S o A B
%o 120 L7098 2 80FARHIHA, Mg A=
W2 G ORI IF) — A fi 8 2 23 A [R] A R 2
4 Jieb 8 40 B AE /N BRI IO RO e 0, DA KRS E
DI AR KB ZE R, X LLA0 f 5 i 259
FR) B 8L AN —FE R

NSNS I A N Y Oy
B 32 3 A AR 8 RT A OR Y se B 4K EIR
(clonal evolution theory of cancer) . 1976
B, MR AEY) % K Peter Nowell7E (RE)
(Science) 787 E#EH TXMIL, fiAN
—NMIBEHLIRAS T — RIIRAR, RAG TR
MTERE ), I HAERZ A LB, AR
IRAZA BTk ) IS T e % GAR
NAKEAFES) 2R RmE. A
Nowellt I\ i S P A 1) oo B 2 AE T,
WKt R, &ERE N RAEF N ES
i, AR 2 B A A2 T iR A2
LR A i ) SR AR R R AN A0 X M e 2 )
. XM JERNAGE T HZHSCH,
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“CORERAE X AW TS 2 T e 5 2 i B i 7T AR
ERBYNBATE TG ZGh TR 848, R
Jo b i R A S S Il R U AR A AR #E B 7

——Dana-Farberfil /& #f 7T fiiKornelia Polyak

A 36 [ 298 E ¥ 4 k% (Johns Hopkins
University) [ 55 A i Bert Vogelstein it
(PIIE 5 [T BA s Ty o ax — 30 B FH T o o 12
J& (colon cancer) , ffiif T —ANEI2H. #F
TERAFLEMAR, B B H 1 b R A B A R S
P (polyp) , TR f 32 B2l — Fh 40 A 5o b
ARSI b e 1 A R

AR E, Polyak 52 o fil i
b — 6 S5 5 0T AR 22 5 iR A S 1Y) S e LA
B, LEOnRy e R R AR AR B LA SR
W PRI E ST T, AR
TE R 23 BLAFAE 2 oA [ O SO IR, B
NIV 5 % (subclone) . R 4DNAIF
FA R B — B AR, [FII R 51 5E % B 2] i
I8 ZH AR 20 R AT I e e i, RATTA A
AR MFERRAE, ALBECEH NTTE
XTI TR, FERMBEAZIN 2T

R/ GV e o T U | ol A e
B %, A — > H 35 [ A ORI A B
(Washington University School of Medicine
in St. Louis) [JElaine Mardis%ii 5 i i &
A, 0] A ) B R A AT I R A A, 46
ORI — A LI B R N e R 1 5 Uk A



ZIAEB AL K B R R 2 5, 1 H.
X BE L 7% b N R S H R A B T v [
Y0 LR AR T K K . Vogelstein i B BA X B H £
AT A i 2 ZRAN TR BB A7 R AL 23 Bt gk AT 1
BRI, 25 R T ZAAPAEE AL 2 57 14
W E ve B, T L AT DA H X 6 Y 9 () B
By kR R e b — SR e R R K
kb, SRIGTERT SRR AN SO L T 654 BLdE
Mardis [ BA2E AT 1 25 AL 4L P AR AE N 1 2
TGS A AL 6 AT RV RIE TR A I, 1 A8 1fn e 4 i
Aoy “rR” BENAFR L FE.

XX (3R S gt AN
LIRSS 1R SR IG ) KR A I P 8 1
PRA B LG RARAS, B DL A6 15 21 1) 45
SR 2 Fh g IR A AR A 45 5 . Nicholas
Navin bl J& 36 E 41 4% R iS5 %= (Cold
Spring Harbor Laboratory in New York) [
it 4% 22 X Michael Wiglersz3e = IR KM T
Ty A — B 7 T b e 1 S 5 ) @R R AT T R
Fo AT R T 925 I DAL s T 9 U A 2H 2
B RANAA, A TDNAI Y . I8
TS 7R R T AR 22 Bl AR AN [ 1) I B 4
J, e i R e SR AR AR AR ) A
AR PR A8 R 3L [a] iy gk 4k (punctuated
evolution) i, W EAAFERI—H
N A A ek = R AR U7 A, 3 AR i
ST T KA MD Anderson i fi 0
(University of Texas MD Anderson Cancer
Center in Houston) ffJNavin/41i# .

T JIT A R SR IR 10 38 A A S o 1P 1) T
Femy a5t AR, d 5l AN3E B AT RE L 2 H
Swanton 558 = AT TAE 1. B 7T H
BRI 4N, Swanton®5E B X ELE —
NE IR AR AR E, LULE—48E
NS S W N DT A R i AR5 11X ]
LRI T 128 RAENL L, Hod A 1/31
IRAZ FEAE I A B bR A b &R e i LA R
Ao N 5IA344 B AT RIFE R R R T,
R3] T FIRER R TS A RIS A — N R
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B[R, AEANERRAL BRI A, %R
G LA A —FE,  IX 10 B RIEER X ] — AN J
R, &30 40 M AL D R A —HE

#iSwantons 4, H —LLgR S (L 3k iR
YH M AR TR IR AR ] AR O 2 H I B
JHRAE (driver  genetic change) 7E g
RIE. BRAY SRS —HAAE, Xk
—MNRKBIGFHE R, FRIEE—K, DLXFRR
AR ST AR AT LA — B R 25, T
LK &8 S 43 P 4 S 2 i B R AR R . T
sESwanton H AT AT, LA A —2E A
TERE I TAE R R B, a0 B R 259 7E 8 F
RIS R THIER, B AfEL i — B
FMEET G, ETHE NI RE, XEEA
T 245 0o 485 ot T L AR ) R 4 A
TER, BURYHMES R J5, FiRg 40 24 Lk
A b R R IR AU AN T, B LARTT
PN

A — SR SNy, iR R 24
kA e AR E SR ZER, Ak
AR AR TR, X DNAR L%
EAAEF,  BUAH M P e % B e 2 TR R B T B
LIy RE 1 8 43 -0 30 0 o A8 ik e 40 e L 4% i
Zitk. “XTCEEMR ARG ENERT .
% KZ £ K% (University of Toronto
in Canada) fJohn DickiXF£iii&. John
DickfIShibatafE 442 415 kR (FH)
(Science) & ERF T —Ww, ATk
345 i 4E 2 rh B A T SSOREARA ) fir R 2 ek
P 23R I A —FE BTN 21

Polyakih Jy, BRI, ik
VR HDNARAR, 240N i H e R,
Hn] DL R DU IR T AT 4 £ R Polyak
TN g I B T 1 S S T 24 AT ) L PR T
4N & (cancer stem cell) & #E,
popee il Sl R 7 VNS I bl T S
AR T 245 P 2 DR g B A i 24 A 1) e 8 24 i
TENRE S T AR R AL S
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2. BEEEXRE

BIF 7 i 98 JE AL ) B AR B3 AR AR XK
05X A AL S BT VE AR, AN A AT B I AN
REEN AT, T H AR H 0 I — BIF TR X Il
PRIGTT W XA K . SIS A2 HLEG I oK 2

(University of Southern California in Los

Angeles) MJDarryl Shibata®R/x, FiH XLk
T TE R AR 2 R PR 25 5L, AT fe OB ) ] s
FT, IXM R A E R R ORI S RS
Hr{En% 2 Shibataih A e 1) bR s SCRAEIE A
KA

MmREEE

AL . KHLLR AN
#HINAMEARARRRE
MERHHIELRE, Bl—

i L 83 FiE)

MRS T HERE,
REZHEBARERE, &
BRR—THEER. 7
ERIEMRDLI, £
REMBHERIES,
WRBAESNHEE
. A A EY 2 AR
T b, XL G MR
REE—E, RAMEA
9D, HhBH— LA A
MM AWM, FrURE
RTERRURMEL.

AT X I E A A 2 5% [ B B 22 D
FEWTIA 3L 1H [ 7 RE A FE e (U.S. National
Cancer Institute in Bethesda, Maryland)
PRI R JEiE B2 R 41 iH &I (Cancer Genome
Atlas) W70 TAEMIB A 51, ARATTIE 2 —
BOR ACE: il 20k 2 % 7 b R 1 S Jo A2k 1) e . A S5 [
[ 378 5 BT 9T B2 i Stephen Chanock /44,
AT — 5 TAF & St ko, i 5k i e
I B TR AR AR AT I T, WA R AR R,
W R S AR AR GEAT I, 1 — 2 7 A
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B FE . S [E Sanger®f 7T (Sanger
Institute) [¥JCampbell Il 75 B2 75 2 [ 01 H: b 1
X TP 55 4 e i 22 R R AT 55 300 H A % ()
B 56 R R A NGRS S AT DN o A —LE R TR
RELFEYNIUTE T (13X BB 72 TAE IR T i
BB, BEAIRAR, FOARAT R S — R
KU b AREAT I . Shibatastil A, X
SRR MU &, AT TE S T 4 A
AT WA P 6

A 53X 6 6 b R R o M T R R T O T



£, Campbelli\ J7E I K TAE 28 /b R i 4l
H— R, AR\ gl PR = AR T SR Dy 58
EPURIRIT I %, MATEXM R LT,
R 127 %oF IR Ji R e R 2 A A i A7 5 R AL T
i HAEREAS RS AR, R BT 2 R 4
TERIRL A, I A A R U

#ESwanton/ 24,  [H G MR (1) S o 14
RS — AN R Y ) — % RS B
R, TR 2 18 A% T SRR N AR 2RI SR
JG et ¥ 2 . R4 Dana-Farberd i i 70
FT A5 [E KB 78T (Broad Institute) 2 BT
S BB 52 R, SwantonE AN\ N N i% 2
X . SFE2AE (4IfEY (Celh) & L
RET —RFE, ZXIEH, EEZHTH
18 k4 EL 4 i (3 1% Cchronic lymphocytic
leukemia) & AREH, HLL “ R kE” i
e AR S — N ERE A B R N h
ST B — L, AT PE T R 2 i —
g6, CampbellfJiR At LI, HEEHEAR
AR (myelodysplasia) X Ff (4 I35 5 #5555
(preleukemia condition) & A#Et, &N
AFAE 5 AR 28 1 7 v P 40 B 1 N B 25 5 R
N, T HAE TR A

IR Z A 5 RN 01 #0 A BE e e T AT
S R AT 0 SR 1 S TP DR, AT A EE R S
i€ h— B0 Whr e, FHBIE T KRBT L
PEo bt 38 B oK 2 1H 4 1L e ik Ak 5 o
fiE#H 0> (Center for Evolution and Cancer at
the University of California, San Francisco)
) F{ECarlo Maleyl & Xt Barrett & %
(Barrett’ s esophagus) XMJERTHA (X
e P EEEAEATRA, AR EET
A H I S D M AR G T MR
B, AN, ERCE T MR R R O IR
0 TE R PRI, SR e T A A ) A 1
R, Bt (AR R I3
EilED , BASEEZRIPZERELR.

A — LR N R ELECR M, AT A
iR (4] S5 JE P A 2 S e 8L ) e 24 0 1 1)
. Vogelsteinih Ay, HI T 48 K50 7 i i
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A P I8 B R0 e S o Al R A sl i T R 1) T =i
e, FrPAEIEGIRSIRST TAER R RE# AL R
R — /N [ 4 F . B ndg — s i i 41 41
HoamA&EwEE, MAEAESMWESIE
BERAE T RAE, AR IRAT 58 A A LU FH A IX
PR 25 AT 538 B 0 o e 1 AR 1) 25 W AT IR T
Vogelsteinih Jy7EXMiE & T 24T BCE H 2596
T 2 2 WRR B 9T 2500, T L BE A% AR K 3 e
I 24155 0 H L3R

Swanton Il A 2 i@ i 1k = 5 1 IR
HR BRI 7 VR S RV R At 1 R 2
I B Bk e &5 g 0O A R B, 4 B o 4l
A A 2 i Ok — L6 e % B R DN A IEAT = fR
HAEHIRZER, FrLLEE & 8% Fh g
5% (chromosomal abnormality) . [A it
Swantoni\ Ay, AR BB 1 —Fha) DLA Or
TEA 7> 2L DNAK B A = B 2459,
FURE A R 8D S B R AE IR, R
SRR A AT DAk iR 2 R 24 LA T

% [H i B Bk Moffittfig i 0 (Moffitt
Cancer Center in Tampa, Florida) (K85 F
[ JiRobert Gatenby i\, FEARAS [ 4 ik
FU A AN L FSABUNART 4 e 4 e R 4 T S R A4
AT EF T, IS EETE 24 i b6 20 i 2> 52 21 i
JEAZUE Fman i k], Bk et eE,
HARSI A A R BRI 7. Gatenby H /) B
17 7S, Mg /N R T e B ) 5P S
ML, KRG/ DRAAER TGN ERIT 49
XA E 2P REIE bR MR 4L, H2ne
gLk bR AR ORI, AR RN R E
E—ANEERKE L), 4R RBLIX /N R M
Xf HEZHAH B A3 A /b o K — i, BREIE 2
4N%2 H . Gatenby i i IX My VERRE “ &
N EPUEIT % (adaptive therapy) 7, fiifg
e, FRATTRE iZ 0 75 W0 I A A — Rl R 2
O, WAZEZ (MR A RITMPUEE
YRR, SR F X Mg L], T
AN P

A ¥EGatenby St 4, i AE20094F G 2
HIE E— B KA R 09T AR, 45 A i b
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W T 8L B EVEE . (HRIERFEROR, fhe
T3RAG 7 32 1 [ 7 RE T A B ) T U R A T
H (Provocative Questions program) #2{it
k2107 TR L 45 . XA 01357 1R A
W 58I H At 2 2 Sl BN 2 i 5 B
SRERIFHHE T TAE. Gatenby i &IH 57 B JE
B—A/NEIE PRI T 0 H , 48 35— HEHT 51 iR
A, RMR TR AR ENPUEEBEAY

(antiandrogen therapy) XHtATEATIETT ,
AifF 56 2 3 3 R FH AR 2 T iR B e A R SR T
Ji g R AR AR L, AT 2 A R 2 24 4 5 &

Polyakih X FhsE B H 15—k, fl4E
o, BERIXAHEARSUIEIE 1S B E 2 558, T
IR Z WER R, (HE, EFRE B
B A BN TE T 38 = AT 4 25 e IR Poses AR A #
B,

- S0i8

www.LifeOmics.com
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F. Elaine Mardis, itfpEERAF

EEREEMEFHET

AMCERGENOMICS )
i o e gt

2.t
Brgas—=

BN EZLGH A ETimothy
Ley. Elaine MardisfiRichard
Wilson, fIEESE HF £
EE B P # AR RF 2 B s
(leukemia) BRI T1EY
F,

SIDNARIFH AR BE— R FHIEMElaine MardisEl7£ X8 5 A ith 89 &\l F0IR A iE 2

EHNRRYET -

fEELAINE MARDISEE — R[] i % 18 2
it BORL R b B, b B #ZkRichard
Wilsonif 2 H — S0 1. KNEE IR P FH
BRI (side kick through a
free-standing) 5 #5 JE K 5 4 B & A I X 750
H o 1Ey— T F 2 4F 1 i 2508 28 25l I
H, MEMZBRNAECERE T — mi/NNAM
A, FHERE AN T AR (epoxy) il
) RGBS e EE DL ) A K A 5 X B i
o MRAIMZZIMFE R FAAEE —IRER
BRI T . “AiEMardis 2N 4h, d—
TRl 7. 7 Wilson [ 2 [F1Z.38 .

Mardis B¢ D) i) B ok gt 2 % 3 B & —1E
TRT I B Ay, X S8 it e 0% AR B LA
Dy ()38 B bl B B30 4E 1 ) &R 2R
PLAE O 4 2 36 B 4 i K 2% I 2 B ik R 41
W5 AT (Genome Institute at Washington
University School of Medicine in St. Louis)
BT K AELAINE MARDIS th /2 3 X 25 3l 7 4%
BHERNBAZ W LR E L —. FAE
DNA 7 A RIRIHE 4 2 4], MARDISHE#

SEAMTI T, WEAE RSO T U
PRI AR T NI R RS 1) T A, R
FERR Az FH 55 DR ZE 0 7 5 AR e P ot o
KIE—IR, XF R A A A B iR AR AT 4
H TRV2H W0 19 s PR T AE A 1) — T A
WMo XFIXAHRYE,  BLA04 1 R 2 K gt 2
ZVUNE T, W E&TEMardis®E N B IR R
i geg B R 2 25 2 |, IR AU A M8 . G %k
K E AN X I 1A B M FE 2 K fd B G VA A
%, M HEMERESE S, AR SRS
% E ) M@ R 5 K% (Oregon Health
& Science University in Portland) [#)iJ& %
i) % Paul Spellmanil fy, X& ikt
Bl PR AR 78 A, AR — A Nt et iz
1M 23 25 58 L o

Mardis & A 1 2% 8 7] A 2 xf — 47 &
B, BUE — MR AT AR R T . AR
FHA A i 35 [ [ ST R 7B (NIHD &
JEL IR — AN R AR I H —— b8 5 R 46 1 3 1
%I (Cancer Genome Atlas) , %W H & # 7
15 200 IR 1o 1 L CRE L Science,
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15 September 2006, p. 1553) . MardisZ A
TEAE ) F 35 DR ZH 900 7 5 A S 22 o g 98 O Je
R, FEREBRBIGNER . ATEAZER
SRR ARG S E R, R A SRR A
TS R 25 AL A SIS B . Mardis )
PRAAH B 2= AT H STl R R 7
WA — AL R F ) . XA FRFAES L
T AR, mAEERSIRITZEXBRER

1. Z S &l 208

Mardis AYAT A B Ay i 14 2% 7] 4 42 72 A
BB . i E R, I B R T
W RF G — s, ALl AR EE R T
WhIbRE . DUE, Wt EFE — A&
B, R B . TR A E B
AL T A PP R HE A F XA, B — >k ik
INA BN BB ) LHE & N R AL
It A% . fEMardisf 7 A 5 B RS Hh R ik
LRk 2D . fEMardis i TH /T iE
—ANERAE, BT PRSI 19624F F120024F 1
PR ZERE . fEMardis/r 43, i s 2 78 N F)
A JE 0 I ik fib B & i — $53% B R Scuderia
Spideril 4, X2 ik r—Ik& .
Mardis IR 50 %E, CHEA B E.
MardisBL7E T (1) & — 440t 1) Bl S5, {22
it f5 = XK Ik A2 PR 2911 Carrera S

ARt T 7 A, DNAW AT
Mardis i 80 52 LA, I3 3 25 ek Pk 5
XKoo 52 B A AR B S5 ) 8 i A SR
Mardis ik 7 B2 AE b & S HRL . X
Gk EHEEAAAR AN (Nebraska) 4
IR b7 3R EM e s oK% (University of
Oklahoma, OU) A%k, KRRz
J&, M bt B oK R £ K Bruce Roe
St ik Mardis MBI 55 52 i 10 % 27 14 07 1) 3% 3|
THFAEMEI N, “H ORI B AR U,
DNAR & — /MG ik, w2750 TEW
A, AN AT LI Y) Sk S b % DNA & IT it
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T . Mardis® N3 51X — 1% 0 2 J5 37 B [ fth
HEFF T —FhiMaserati/; 5, iX&—FiEH 4 R
By MT T, IR TR, S X AL
HIB T MR, BHIETRENRE.
Mardis Ay B kA — KX M7 0T LU A I
PRZIT 8 BP0 — Dbs #E F B . Mardis H
HIE R, kX FiMaseratiy 228 A G125 I
IREE AR ).

. 7 Mardisll{Z#i. £ ARoel ]l F 2
Jo, W ATTSEES AR PR T — SR Rl
AL IIDNA “J P~ {X, Roeil:Mardis3k
B & R AR 58 VU S RE TAE AEs,
REEH TR, “BATAI AR, EAart
A e IZ I 7 TR TOR, BN — &K
2. EIERENE P2 ZE DNAF 71 54 il e
{XWE? ” Mardis[H1Z .

N TG K RKZ, MardisfE B A
I %of 5 b 40 B K £ 5000bp B 5 51 k47 1 il
¥, IXAE 19894 i A] B2 — T FE AN /N T
B, BARZE U026, W, HARIF R
A T Mardisiy TAEHbr. ¥ )5,
Mardisidt A 3£ E IR 4R Je T2 1 Bio-Rad A F]
MEFEF= R TAE. 24 Bio-Rad 2 & IE#EHF
K—MF B FIDNAR AR, XFEGX T DNA
WP TAERA IR HEMM (. MardisTEBio-
Rad A% 2| 72BN (CBFEIFHAKRE)D &
B FERE, WoRGa)) T Y T
RIAEERE, X RA TIRZI R . X
B ik — 54T T Mardis i i, BT BLE
19934F, Roesi % fIWilson 3 ¥ Mardis &
B A T AR, Lt 30 O 2 T I
DAL 72 0 TAE . Mardis 3 TAERTF A
e 1 DNA Fr SR AN e S DNAJI 4 -

Mardis R H T %652 ) LA H BRI ) 5t 4
T A B IIDNARE S IH 5 % 4,
KK HBAE T — Fh B M1 395 35 A0 40 B 4 B i &



Gikl % (PR FENIDNAFES,, (2 IX
Fh 7508 T B A IIDNAFAN T E & 138 K
oI, 2tk AR DNAFE i A fe k47 5 4:
I T HAE, HEUR M. K Mardis & 3 1
B 7N ORI TAE R 2%, T A
X AR ) BRI A T %, S5
A RN SR PR 2 b — 2, B B
&, ABGAL GBI IR BT IR A FH )
WRIGTEY . X TR EMardisTEir — -4k
HUAR ) — RN HOR SO R 5 — T, H
(), b R % [ 0 X b 7 35 T 19984 1 Ik
X R R AT T, 1S3 T SRR AT
£k 4t (Caenorhabditis elegans) 13K 45
Hl), JE R — A ) NREERH 7 51 ke 1
o, AT N SREE DR I AR Le AL N A F
JE1RIEE 5 (Science, 16 February 2001, p.
M77) . R, Mardisfit@a sy 722 7
202 N\, 1M BRI BIBNFER TAMAA Z
ANIEIR AN T H - TR DRk R U 4 At
T AA, KEXLEANA, FHEiEDNA
WP TAEERPRHEN . B, “BATERE
TEAEE mRIT BAR, BEARXLEEH FRE
R AT R MBS, HERATTRA
MRS R . BRI R G, M
SIPER R IA T I ) — DI R .~ Mardis
VISR

XFF X — 4, MardisHHEATA14 % 3k
WIRZIPED . Lt 7E 35 [E B i %E M K
i LA A kW 5Bt (Whitehead Institute in
Cambridge, Massachusetts) H. M\ 5 K Hif
NKEEFHAM 7 T/ERIChad NusbaumikiT
Praji:  “MFEF R UL, Mardis/g & A1iX
S N TBERERBRAT o T3RATIX — 47 I TR ) AT

2. B R FEBZE

fEMardis 75 2~ 5t R TECE 0 2% 1 7 A
Ry, ATIE W] LA B Mardis X fif g7 5 B 21
SEWT TR RTE, 7R A S B O — A i
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AR KM, i DAERATT#E A 783 T T 30
A 47, MardisE HIRATH H K 2 F N ik E A
o ”

BFEFAIE2001F 1 IR A A T NFFEER
AR AR X R RDRE 58 TR, AR
K 2 R AT SO Aa ) i B ARdE R T
MATTEERT AN XS, MSWEE . FORANBE D ik
ITEERNHIMT o FEfE oK, SRR i) B R 4
WEICHT O M (L R TR Oy, 0
TERRAL AR 2 5 B 44 R FE R S BT O 46
YRR 2 B NEAT NSRBI A7 . M20104F
FEUG, %W IT T SOB A% R 1 e DR 2L
i, BlAK, MA1H60%MH 7 TAEMS
N AR IR L R AL AH G

ZFT U2 X AR AR, A A TR R
K 20054 42 47 FF 4, DNADI 75 A 1 %
KA T RGPS, 1w EN P EENA T
T FEMardis[ElZ, A T X LT 1
FPA, WA SR B T S R P A 2,
LEARATEE CRAERER TR R KK
o

BRI N LK B Mardis & {E
RATWICEE Y, 11 HMardistH [ #f 2k
MR B, 2 —F — FEDNAM P K2
(DNA sequencing conference, A A\ +:4F
FEER AT ATEIX AN K2 BIC s ik Fiidt Je
HRATAITEMT R Ials AA L s, At
Mardis F] A Fa i Tk, e Jk B2 0 7 i
ANHE PR AT SR BRI i A RL S f T Ak T
#. MardisiX FE3iIE:  “FRATH AR B #Z
A R, PR TAEE SRR T
LUK, RIVAEINAY, T iR ik IR 20 2 1t 7
P - P

2252 Robert Weinberg 15 [ £ #i #bf ——
(MIEAM%%)  (The Biology of Cancer) .
IR A A, SR S, MUK
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g RE B 4TIEE, Mardis AL iR 2
ZH T ANRBMVGRA T M, ERZ MR
= 52K T b - SR 3 DR 20 e D ) B
Mardis 8 5 % FAth AT L 5 il 8 % b 1) 13 R
T ORI R /&, Weinberg ¥ 4 2 IRAE
AN TF 6 T 5 ik iy 25 R 40 22 F 05 1 IR 26
R SRR, A AT R ik R 4 2
FUAE G 1) i 98 B 35 DRI 90 A0 LBt 4 R R 1
XD .

et e8> F 1T, Mardis B 28 76 5 KA
=R, 2EA AR B 3R E K
[ AR 125 2E 3 BIMardis, X072 A £ 4ok —
L E SR it s R0 5 0 0 B 25 4 HH IO 24
Z RGN Z 5 B R LSRR AR, A R TR AN
Mardis /7y X 82 5t B i ik, JL R T e
WFFE, A S i@ DNAM 5 0F 78 1 A i 98 240 it
BN SASRE. BT Mardis7E 3 K 40 7
HHEMRT ZENEK, Frilbdes 35
—ANBEN T XA T, KR 2 kAT 4
BN Y, HuribETE R p g e
FEFLIME . R . R AUAURRSE . i A i
ot S L iR

FL7E20074, Mardis. Wilson 14 i i
K 53 4 — L s 5 K Timothy Ley il T 45
T R BR 2E 7 T ORI L A, AT B
(I T H bR I, Ay B FH 2k R A0 4
ARIELH| S VEREA HUAE B % (acute myeloid
leukemia, AML) FIEUR RS, iz B bLik
PRIX P 2 R TE 56 A RAHF 1.3/ A
B EX R, 8800% 4 AMLE H & Ik
JAET: . 2007 4F LART, i ik PR 20 % R #A
NGtk 540 (translocations) 2 K
Wt R4S (large-scale aberration) , B,
HWH AT BEBURHE R A O, BN R
FHRY, XEFHEMGAMLEFEA K. A
WAT= N AT ARIX AN, WA 8 o) REER AR,
FIFH B — AR S DRI LI 7 AR, %o ey 240 P F
BRAAT —FMENE, R 5EEARN
IEH A ) B R AT L, B B A L 2=
S, RATWREAS . SEkER, A s
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GO0 IR A gk AT T AR T4 (exomes,
BIVEE R 20 gm A 2R R BT B P 51, IR B8 41
TERA B A R R EED W, R
RIMFLP oA, M2, AR REAN T K
PG ETEZ, el 4= 1) # FE a3 408 4
M, BR T Re S R I EE T 4 A R TR I ) R
b, I e I DR i S B s R SR 0 1 4% [X 4k
e S EE.

fEMardis a1z, d AT 2 iy I AN BIF 5T I
HEFES T PidESrbs 5, RNIHEE
T100/7 £ LA o, (H2& Y7 Tk 4
PRI TAEMPEZ IR WAl A
Mardis® N &A%, NS T4
Hi i) — 44 235 5 Alvin J. Siteman, A
SR b IR T 78 Gl 2 PASiteman ) 4 i 4
1. 2 KSitemanih 4 WAl 1% 7 {E100 77
LU AR R AT R E %, kAT AR
% I i ax WAL T N SRR 20 1H Rl i A .
Mardis% A 1 5648 9% 1716/~ A 5 2] e fd ]
B — AR I H O DNAKE F BUF 81, ARG
A TF UG xS A AT S B RO AL . AR TE S
[ 15 5% i 2E ) 3K AT B A 1 KW A (Broad
Institute in Cambridge) M 38 5 A 2L HF
R IAERIGad Getz /M4, X T T 1F A #E e
17, JEHOREAE BT TAE, AEXATIX AR
LR Bt e — A,

A5 S AR SRR R T AR,
Mardis % A 13X T T4 il S 2008 4F & R 1T
T (HRY (Nature) & L, Fal HFRE
FR—RAE AR —5. RAKIFMCE.
Mardis/NH— 3L LB T 104~ 5AMLA % 1) 5
B, HPEWNANRERZACEERKI T,
TN RAZH WA THT LI . Getz il :
“Mardis® A\ B I TAELEFRATIX 28 N 55—
DR B, T SR XeF ey 40 B 3t 4T 4 25 TR 400
W — AR B . R 2 NE
FIX R L E L G R A . 7 Spellmant
YL AT RE— R A, R Ak R AH
JF 4 AR AE e g B 7 3 2 R 3RAT T — i 2 M,
sEMardis% AR B E S T A AR FE A



N RO E A R v

B FEI 28 — B R bR A R B — 450%
% EAMLE &, Wb AEVT IR IA T RS T
AEEIRIT R, AEE—FZJEMHIEXE K
T AR R R R A4 SRS T, T
WREAF BN, WIERIEE K —FZ EAE
Zitt. JEkMardis/NH X F20094E1E (Bt
e LpE 4 8)  (The New England Journal
of Medicine) L J%3% | 5% — I AML &3 ¥ i
Jo HE DR 2L 4 SR o IX T R I 3 DR 4 S
FAA BN R AR T RAE, T BLAE At ) I R
H CEFEBELLAIETFD i, BRI T K
504b B L Z8 AR 1 O o Ik LA AML B
BEAT R A FE DA 2 J5 K B, IDH 1A
DNMT3AIZ W~ 5: K #84 BI T F0I AML 8 %
IR . Mardisf@Bil, BREG—ALE
I TRASNE LS AR, H R AT A B e X
KEAMLE BT Mg A R AW 7 )5, "]
PATH 2] — i AMLIE A RS 1) 4% K, 2= /b
REAS I AZ2 BIAMLEZ R (1) 15 5 08 %, 31X 8%
TFRE SRR T KA a6

2 JaMardis/INH X X84 AMLIE & HEAT T
I 96 4T L A DR 2R A, AN AT AT A A
XU EYHIZ, HFHBZET, AR
NFRIRE R LG AT TEEAT I i . XS5 R
(100 b 8 A 3 S U )RR B A S R P U
A AR L R A B, A i Mardis/NH R I,
XL RO R AT A e P T — e AR, fhAT
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201241 H 11 H AR CHAR) & RS
fath:  CTRATE ORI, AT REME XS iR 4H i
(FIDNAE B 55, 7 i3 41 f i 4 5 DR 4 50
] P4 B e A X P A% AR L BE R BRI . BT A
WO AT PR A 2 o e 4 = 2B B ) 9, X T
REAUR B s BRI . @ AT B 5T
WESE T X AR EN . 7

EEEBZNFN. MardisZEB T X#EBE)
EREMFFL, LEFTTLLE BhHk I MIDNARE
mFEITIF. XEREAALERATITY
T REHAHFETE

3. 1. Bep e B X 4B e 7E it

PIERT, bR L R 20 22 0E H & Mardis
R — a5 TAEM & A2 7E20114E 117
H, LeySEW=MigtL)E, ¥&gRaMike
4H i 1% Cacute lymphoblastic leukemia,
ALL) , HEB ATy “ia8” BMsRHE A
Lukas WartmaniitE HikE K 7. HifLey
FiMardis th A R I G AL L 8 35 DR 2300 7 5

m R

T IR F TAE, T2 AT ok 8 X Wartman it
17— TR B ZE DR AL, i L3 S i e 4
ML E) e s 2 CROZH I N i FIRNAD 34T T
— W, BE A WL B R O T . I
Wartman =172, A28 i TAE B AR & — T
A AR, SeCBEMmiaIT 7 Rk
FHaxz. R, ZHWartmanffitbyr RIK
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ZJa, WERAEREE, TRXNT TAE
P AR T — I S A ) B .

WAL, EEANFLSERERT, A
gt AL NRRE . £ Wartman i i /8 41
Hi LR B BT SR AR A A S LA P 29 1
FAMRE o AT LR 2 5 52 3 ) S 4L e 45
REGEAAT R 7=, £Wartman 1 i
UM EFLT3 RNAFI & AR &, X i 5=
Wit s AR iR 0 B 2E KRN 24

Obi Griffith#1Malachi Griffithix X3 X i
#o & Mardis PR 84 1 R, AT IR AR 2
ST AN, DR 9 AR T D ) i
SRR (R 25— — X Rk, X AEEt
AT DA B 56 G £ I 250t B AT PR A
7, WORHWERIRAE, HS5ESKIT 2
FHEL, 38 T LA AR 2540175 I 68 4 it 7= A 5 A%
PR, 256 7T XAEIEE, Mardis® A
IR B TR S HIFLT3E AvE 1 2
Y, ZTHAYMCERE T RERRE L0 EE
FHLR (FDA) MHtbue, #F T AT i3 1
I RVETT TAE

PR

RIMEETSE. BREMXIEES N
Mardis3 5 8 Ft M xof 5 TAE—#F
NE. BEX.
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HWUEH, XMAWETEH,
Wartman K75 1% 5 — k15 2 7 =6 . 4
Mardis /2, T — i) S ke 5 R Lk b A
B, WAy B AR AR S 2 I MR R B AR B
T R Dy B PRI

Fir AMardis 55 A JF 46 5 33 o) 5 fi o8
A FE DAL 45 3N T e IR 297 LA
Mardisi\ v, 5S4 e 4 J5k DR ZH 0 e 25 2R
SR S, H R AN R T I g R
giaiok, HWAXFEA R IREA — AT
RN T AR, X it i Mardis U E
2J7 7% (Maserati approach) . A4
EjMardis — o L g 3E 47 2R N BIF 5T 1) 4 B
A 1 R 22 X Matthew EllisiAhy, 16 i%
BB A AS CRIE 4 i R A I EE
D IR R . Getzifiig: “Ahf1#8 2%k
ATIXANAFU B () e, TIAE AN R
AT T k.

AN Tk Ak Py 2 R ZH W R E HE I
PRE 75 A2 W7 B0R B HUAS 5K ) R
Mardis ¥ U3 20 mft 1E 75 A8 J0 3 A 1 iR 5
IR EREA, R H A A AL BT RIS AN RE
A PR . B IR A AR K
A ABERHATINT s a2 R AR A S b AR
IR AR, BCE R A AT, AR
HEATIF . Mardis&s N i 78 48 Jp ik 4 F2 0 7
TAER S B o BUAE 58 B — R M 5 K40 7% ZAAS
H, WA EEEY 4 EEECL . B Ilumina
AN FEAER T RO IR, T RO BLAE
10K M TAE R4 H1 K, Mardis5 A IETEf#
FIX & AT 5

Mardisid 7 2 iR iy 5 8 20 I &5 2R
JLFH ) H e A bl it AT e T T ) — T
FL Mg 150 H AR A2 BIF 70 A ) FH e 2 4 2 K]
P EEH, 3 H 3 — 7 83 I 4 i Rk 1
FAEA, FULEA AL, RN
MU TV, BOE T R BUR T, Bk b
JAN R IR o ICA — T5TNI NI A2 1) i e B7F 9 2
USR0S S 4B L Cmicrogllia
cell) #HAT #2007 HE 78, PR 9/ B o 2



L K M R — Fh S FR4E e (supportive
cell) , AT LA b Jed 240 1 £ A3 ek 8 R (5
(cancer-stimulating signal) .

T OREE SE RLIX 4 2 AT T AR,
Mardis®E K5 B DY miE i iR 17, 2R )a BT
Ui A1) < 30 #E 2011 4t adk 1) vk =X el XU ) 31
5, KZEA8AH, Tt ALE] T A EAT,
Mardis Kl —xf =8 “Z N7, Wil L
JLIEFE ER%, FE AR AR — A

JESCHR 2 -

0. Kilpivaara and L. A. Aaltonen
Contribution of Germline Variants. Science,
Howard L. MclLeod.
Needed. Science, 339:1563-1566
Mario L. Suva,, Nicolo Riggi, Bradley E.
Cancer. Science, 339:1567-1570.

Bernstein.
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MEEBCER . LS, Mardis®EH T T
TAE, #H KL150KFII HATESRK . B DAL
EWilson N3 A 7EMardis [ B B 17—k
%, LHSHEKKHE “NO” , i A%
W4 2 TAE. ml2 2 Mardis T & Wy
W—F, XX TR R e — AN K KA
% . Roe#r, MardisEfeE HH AT, Bl
Wi, R REEE HE Y ) .

(2013) Diagnostic Cancer Genome Sequencing and the
339:1559-1562
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AT AN

For T opics

CRISPR# 4

MERNBENA—MHAEEZENFHTALESHOHEEFEARERAR

(genome-editing technique) -

el 8 BT R I R rl:hrnﬂe.'m &, AMEEE S

FRLFF TR m i,

IR AR

. ‘“‘O
't

429

FRET—RREN

G T EAR A 20 ATT A
LR R Z K EfE 2 0, Ha2
AT RS S AR R . T
9 B 1T A R ATERATT AN K=
TR RN, k25 2 H] 5
W SRR K52 m, RN 7R A
7R 9y AN W I 1 O A R 2
FIREHEERRE (Streptococcus
thermophilus) X Ff— 24
W oo g AR BR B BE K U
7L (lactose) 40 ff L
2 (lactic acid) . W &WH
f& (bacteriophages, f#
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phages) Z<xibiX S “A0% 7 , ki
s T T8 07 8 7L ) o 0 2 = T

20074, DaniscoiX 3k H J+ % a5 A&
W R A A EUREA B (B %A A B A
DuPonta & W) MIRFZFATRKIL 7 —Ff
TV, AR AR R Hh 3 5 T A0 TR 6T R R A
HEHL 7o AT 7 3 A At Wk 1 A R e s A
W, 4 RIE TIRA R (Science, 23
March 2007, p. 1650) . DuPontA &Y T
DaniscoA Al 2 Ja, FIFXFHEARE H TH
USRI T A= B o 17 X 0 T AR E
B, AEE A E N MR )% R4 (adaptive
immune system) [, T H A& 51X Fl G 2 bl
| HEL [R] — Tl ek B A 1 22 R ik o

IRER, HARIEAE NS & i B A A
W FE I RHIEN G AH R IR B 73X ol 41 B e 2 AL )
MR ZEANME, RO AATT A I IX b 4 B S B AL
BRI 2 BE B8 £ XTHER 2 IDNAJT
FIRAEAER . S0 H, A TUA SR /N2 L
FRTEFR AT TR X P A0 1 G AL AT T R
J97 FH 3R —— 0 AN 220 B ) SR R AT T
SE IR o B FATR X i AR FRAECRISPR
FR. fEREfE 8 A B, B2 RS = fif
LR X PR A, P A0, MR KRS
BEIhfh . 4HBE. SRUE. BERRANAR. 2R AR Rl
RAEMHEAT T RE ML, x5 R k47
TSR FEA T B ) S T A U
YE, M&ATTTES T CRISPREL A (8 £ 3
B . BREYZERATBE R K T LR
B, AT RO DR AT B O A PR R A
{H 2 L E MMk (Harvard University) [
George Churchil}y, CRISPRE A [ &%
A1 gy R E & HAh B R To ik IL#U¥ . Church
{52 56 = A B L4 I CRISPRE A 1 2
Xof N 2 GH AT 18 45 SOE 1 SR e = 2 —

Rl ZATTAT LA FICRISPRE A, HI L
DA PRAS 25 11 1852 4] JE N S50 1 /)N BR B P A
AL, HRE LR PR X R R AT AT, T L
AT DA — R L P 119 22 A 8 DR AT 18 A% 2 0K
I, BFFIX SRR 2 A AR AR . EAR

43

B I AR RGBT RAT K 1 I CRISPRECAIE
W, e R IR ) — LA 2 AR
il A e A — 0 A A A PR
{H/2Church 13 & [fICRISPRHL A J 3k A 138
FEMAE, XA A FRLF AR, fhATEd
@1 aw, R H FHCRISPRELAIGTT %
Tt AL VB o« 36 [ 52 RSN SR 22 24 2 /)
1 (Montana State University in Bozeman)
(¥4 2% 5 Blake WiedenheftgliiF4id: “&
A KA SUR N, AR HR B4
CRISPRIEZARIE A G At i g .

FEREREHSTAZA, BERMNELFIFACRISPR
BRAmItbx ks (EE)  HE&ER (h
ED FMREHITTIREFROE, RIS T EAEN
%, BBEARRERNRD &L, MRE
AEERIORE, XLEHRBMEACRISPREA
HESMEFERERFAAEERNNRAEN.



B FR3MERIFF A

EMUET B B 50 DUE B 219874, 4
A — AR NE SR, R B g bS 1) — A
ERKmA —BRIEETFENEL T . A
I XA RIS K2 NIRRT, EE
TG, BEREZ A AR
AW R A AR AT AR, XA AR R T
XA RIS, RIAESHTE )RR R, — B
DNAF S« B HE — BUe 3 C i a7 51,
NGB BERZ30bp a4 1 SAUUE B
FEHLHES T I DNAT F1, B2 K AR Z
J9 “724%DNA (spacer DNA) 7, SRJ5H'%
e — B 5T DNAJT ZIAH [A] I DNA F B,
ZE RIS — N THDNA. fE— MY
BRI A, KRS LI 2 0k, A
g — N EF AT B RT LA B AS [\ 9 R B
AR B R . 7E K 2940 % 11 48 1% 190 %
I 4l Carchaea) H#lAE WS AL %2 21X FhEL
R, TREEZFMGXFFIR T — 47,
M{ECRISPR,  RIVGHE L AR ] 8 4 4 ] 5T
#HHEJF4 (clustered regularly interspaced
short palindromic repeats) -

&Y, RZFHEN RN N IXFICRISPR
73 2 = M E B DNA, A2 72005
S, A3NAEYERFREHARERR, XLk
CRISPR/F Il HLi) 4 # DNA & 2 BEf% 5 W
B EFIDNATZ B A ILHEC, X 423847,
CRISPR/F AR A ] it 5 4l 14 (1) 4 % O 37 Bl
AR, “RXR—FEFEENLR. 7
2 B MoK 2240 5 M 43 42 (University of
California, Berkeley) 41k 2% 5 Jennifer
DoudnalX FEiFMMiE . T2, FHEDH )
% [H E XK RE A EARAE B2 (National
Center for Biotechnology Information in
Bethesda,Maryland) ffJEugene Koonin&s
PEH T — AN ARTE,  RIVAH EE A 4H TR AR R
MR AR DNA, AEKEEECH, s
HA N IIRNA, 5 AN MFMEDNAL &, X
AR T B YR FIRNAT . (RNA
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interference, RNAI) HLi .
DaniscoA @ [ #f 50 A\ fiiRodolphe
Barrangou. Philippe Horvath%: A 720074
RIL, AT EE g PEE BR B AT — B
HUE, Al N ECE LA R B AR T 81 A
(A DNA R B, gt mT DA oo 2 2 B 0 Wi ] A
P 71, AIE & kB R EIE Rk
N7 K2% (North Carolina State University
in Raleigh) T{EftJBarrangou4if 3% H 78
53 EAR BICRISPRALH| BRI B A /7, At i
E: AU ERRAED], XLEDNATF
Bl ] LA T 2 R 4 s T AR, 7
Har 4 5 st IR T E Helmholtz & 4t
P 95 iF 50 0 (Helmholtz Centre for
Infection Research) Flf&[EHelmholtz & 2[5
(Hannover Medical School in Germany)
H/DoudnaflEmmanuelle Charpentierl] 47|
8 TAEAERTHERE T —20 . ABATH % B XA [H] 1
CRISPRAHGE FHBHT /7T, M 1 iXLeE
HPER, B BH T DNAZ % 7 51 75 4 3 1
P B AL R B AR AL . AN S A AT A
TR PRt A4 B OB EAE T Cas9X FiEE A |,
KA Hi Cas9 8 H ICRISPRA G E L H &
CRISPRA S it
SRR Ol K% NUNE ol I
CRISPRAG L 0SS DNARIE S
DNAJF #I i s il — AN KEERNA T, 285 4
W2 Z K EERNAG TR B B . B
2 DNAFF 5 ) /NRNAZ> T (short spacer-
derived RNA) , AIFZ NcrRNA.
Charpentier I\ K 3L, 5 —F4 tracrRNA
FIRNA%r 1 5Cas9E B ILFMEH, Tt 4k
crRNA, ZMAR KK T20114FH (AR
(Nature) Z::& L. Charpentiers: A4,
Cas9. tracrRNAMIcrRNA—i2 BE W% 4 fif 5
CcrRNATAMEZMJEDNAZF T
DoudnafllEmmanuelle Charpentier#fix
W, Cas9i H2&—FhREW [EMDNAT T 1
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[l (nuclease) , HH&HH/NEEYIEME
B, AL 57 5T D) FI DNAXUIE JiE (1)
— kB, T HIX PN URAZE R B, AdATTRT A
FEAWIRNCas9tE H 5% 7 MEDNAKE fi 45 & fie
HRTHE TS, #Cas9E A —/4~. sE
ANBEVIL R, AT TUBCR X T H CRISPR
RGENHTHERNHASE TEE XEKR. #i
DoudnalElfZ, AUAXFEZ—Fhl, PR &P
RNABLGE T, IX P4 AR L 2 i ) 77 32 i
EN

NG ECRISPRHEZ AR N A H 2 #1
DoudnaflICharpentier [t i & 2H #B 06 25k B ,
At AT R 8% RS i Hh 4% i Cas 9 2 B I V) #I AL
R R 2 R AR L. Doudnalf) 8
t:J5Martin Jinek$2 i 7 #itracrRNAFI 25 4%
RNAALGEER, R —AriER “ [ 3RNA
/>F (single-guide RNA) 7 f\48iE, 3 H
AT R R 4H O 20 7E 25 4 L Dt e g T AL
X FIFRNA, I ¥ 5 Cas9m ARG
fE—, R RE 2 IDNASL S AT 1 1)
#| (Science, 17 August 2012, p. 816) .
“CIX G SCE AR —m AR A .
BarrangouiT4/1i&

T2 AR 0 2 L RS A 0 B R KR — R T
ik A Z BHIE A 525 CRISPREL A A4 T K B 1y
Do o AR TRRITAT]— B LR AR A B RR A8 X

B CRISPR#ARHIL A

JrfE . PRI A L CRISPRE AR M i —
o4 Church B4 —BEMEH S T5H
TALEN R 1 il 5 FH 3= A\ A4 40 i 1) oo T4
{HJE 44 T f# F|DoudnaflCharpentiers: A ff]
TAEZ G, A1 Z)2% T CRISPRECA, #)
w7 — B A X AL U RNAS T,
JUEABAT R &R 7 EX Rl — 47 s I TALEN
%R . Church% A =5 N K4 i R AT
TR%, 4R RIMCRISPRE A MR E L
TALEN#H AR ®mA %, M HKXHCRISPREAR
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SR AT DGO, B N BRI R A
{HRARATT— B ok AE S DR 40w R AT RS 1)
Az, DR AS REAE KRR 58 B A7 3k AT 1 Fofr 22 DA 2
o TR, BREEFATT R TR R
(zinc finger nucleases) , Z&EEMA WA
N THGE RIS, & nf DUKESEH A
DNAZ%: & 45 #9158, (DNA-binding domains) £
A EFER A R e A R b, AR e KGR H A
(1) B 1) 45 0 3R 1 A7 i I DNABE VI T . 1%L
ARUEAE 2 5 e 17— e, 2 AR
ST AT, BITRLZA AR N 6 I K 3%
HIT FB (Science, 23 December 2005, p.
1894) . I I 1 534 — bk BRI A s
TR, HHETALEN AN THKRE, X2
LU B 45 A% IR Il B8 7 (o8 1 58 DRI 2 [ s T AL,
It BA W Re >R EHTR IZ IR G (Science,
14 December 2012, p. 1408) .

PL7E, CRISPRZR G X KA M)k JE 18]
TALENZRR % . CRISPRZR 42 LA
RNAE 2 R 4 e o7 T H, T £ 48 A% IR g A1
TALENZ B Mg U #8 /2 BLN T A 4 57 %
DNAf; i 45 & B EE N E N A e TH. &
i1 FniE, & MRNAZL & BCE A A 2 15
%, FrblBarrangouitigd: “MHACRISPRE:
AT E LA B A AT DL 308 € 1) 9L 56 45
R, TATERER AR DFEF LA 7

A DA BE 22 (1 BE DR EAT 18 4% 22 50 (Science,
15 February, p. 823) . N 7 #Hit—GiEH
CRISPREI AR KL #, Churchif @l £ 2 #)
#7 AN ERNASE, &1 HUL %S
RNA, XEERNAZ - BE K5 57 1L 31 590 % K
NEHER LS. “H TCRISPREIAR, fRATLL
X NKEER AT EEAE. 7 ChurchiX i

K EE, AL LA HCas9
B AT AT — AN B R AT A 2 0, BE T



LAH H Cas9 8 A I 1 B T At K DNABE ]
Wi, fgLp s W] DU DNARE VI 2 )5
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¥ % Feng Zhangf 3 % JL-F- 5 Church )it
YAE[R B R F . ZhangZE AR, R
CRISPRH A 1] LA [R] i Xk A 2541 i 5L 11 75 A4~ J2=
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p. 819) . K, Zhang ¥ 5 E HiEis %
A B E Sk FLBT (Whitehead Institute
for Biomedical Research in Cambridge)
(1% B 4% %K Rudolf Jaenisch&1E, —ik
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cel) HE5ANIEH .
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K, WRINFILE T80%. Mhfilidnets bt &
TIAR 4 1) B R AH 27 o B 4, o4z Cas9
EEMEEY)EYE, 1 X% /EDNA%E 1)
TE—ANE, TARER AR VIWr, XA

]

- - R
es® \
ol %
S % .- o
= :l_ﬁ. .‘
- - Jf"
7] T Y
e @ ke /

4 4y BFh www.lifeomics.com
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AR T /NRIX —Fhsha, xtH e sz
REHUAS FIRELF I 45 8, fhaiiE.  “ HZRA
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Doudna i & 2H 1 — >k B 55 [ 1 BL i ] A
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YEo SUERINF,  534h—ANBE/INH I Ry 3t
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RYNSCEIR S| T A Y AR R R T
F kL5 k2 (Duke University in Durham,
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H. RIEEBAKI, 3CasoFEBAHITIIFZ EEFT AN EREFEHAITIG (METEMR)

HHE (WMATERR) B#ME.

Hh [ R B b s A% SR B AR B U
(Chinese Academy of Sciences’ Institute
of Genetics and Developmental Biology in
Beijing) fGao Caixiath &7 —F /& T
DoudnafliCharpentierZ: A XX & 2 5 % &
Hi% % TCRISPR&R S . X1, GaoffHIB—
L 7E A B 48 A% 2 g A TALE NAZ T2 g X6 7K
T /N 22 55 A A ) BEAT 8 4% 27 20dE TAE . 3L
TEHTEH TCRISPREIAR, MhA1C 4 A
EPURI KRR 05 T, X Bk E CRISPRIX
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FCRISPREL R fsl | — AN/ HE R, 45 RA%
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WA EEOE R IR, SRR, WH A4
NEAURSE, a1 HCRISPRECA T
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B EEEHREDIEE

RYIRFMAKCRISPRAL N L E, /it
2R 1) 4 1 o T A FHCRISPR 2 45 1 #/DNA
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4+ (UC San Francisco) fLei S. Qi% A
5Doudna&E, KW T HRLTRNAIFARK
CRISPRiHi A, fgs LRI (1 75 20 A 5 (7] 2%
T, IXFPEUORTERE AR R D RE 5 T 1 E K
Qi N FEXCas9m H 1T 1 g, x4t
Cas9%H M [A £ Be 8 7 7] FRNA A7 41 T 5 5F
JEIDNAFFI S G, (HEA 2 VIBDNA%E .
TEAE M E, Cas9H [ &t 2 LA 3 A
e, (ARTEAINMA N, Qi%E N NAE
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IDNAF . B4 FEYES, Addgenet &
] 4= i A 42 it 750002 A~ CRISPRF 41, 1fi
HAUAET AR —ANEBZ W, fbATshics 17
100£ 317 8. Addgeneft)#47 7 5t AJoanne
Kamensiii&: “CRISPRZ St LA & & K%

IR AR . 7

Cas9E [ L&AMAIN T — /N7, k4D
) DR ARV PR o RN D ) S RINA S 2 5 4
DA _E i R 4% P 51— — R 3l X3RS &

AE EANH S QIFIBAR 5 4 = AN EHE /N
RS T —MAN LA RN RRE T (RS
HFERKIEMEA) MCas9E M, MINHE
T T NG B DR 2H R U R R R . Atk
IR, 181 CRISPRIIBCR LLEL, &
AT AR TR B Tk PRI
TN B4 £ 5 N2 —Tf1Gersbach /48, it
AVERRT B B F XA B A FAL 2, W T 24
- FRNAZG T, 458 HE 2 7 A% W S 1P
[EE R

“RIEBA RIAETEASILN , AR B R CRISPRECARIZFE A RAF It iB S~

GersbachfE44E7 H25H i (H A
J7i%)  (Nature Methods) Z<&E L RFET
—RE, XEMATMMNBRERNZAN 52
Filt N 25 AH DG B 2R TR, A48 5 L PR 4t B 43
o M5 0k, LG LI AL A A s AE
FAAH I BRT o 7 A P A TR A A A 0] A= P =
R L E KM Z A B R AT 7 s AR
#iGersbach /4, F|HCRISPRHE AN IX 24
FER AT SOE, AT UEIT SOR g A . o8
TP L PP -

248, CRISPRECAR WA R R HIREHN,

—— 3% [H 52 K& 37 K 2~Blake Wiedenheft

WAEAE— 2 MR BRI B FG o B an FRATT I LE 3t
ANEHE M FRNAG T IR e YEAE - LS. 8
5 E 3 i R S B Bt (Massachusetts
General Hospital in Boston) fJ. Keith
Joung/r4H, ABATT R 46 58 HoiE BOR

CRISPRELA A7 7E B S i) I #E B Coff-
target effect) . Joung?EA4EMI1 H AR K@
AT F H CRISPRAG A X BE 1 1 i i i3t 47
R, I CRISPRE A NE Ak 3 K 3k 1)
TAE. Joungf TAEE R, 5 FRNAFHIZE
LR HESE SIDNA ;v Bt RESE 3 D) T . 8005 B
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LUAFISAN2Z %2 . BESRZhang%s N 45 R Rs 4T
— R, (RN, R R A — AN 2
R AR, U RAE NS KR V) Hh A B
HCRISPRE.RIGIT AR KT RN
Zhang#®R, R ZEHIRCRISPRE A % 4x
P, BLLAURIFCRISPRZ T R AR 5 H 1T
ngEE, ARSI TE5.

R, FRATH L AR UFCRISPR RS
Hip e 2k HAr AL E . Joungsis i it :
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L% SRR ERe, B R RRE G, 7
EGAnsy TARATIAE F ) S Be 0 RS, HR
T EEAEBE D (0 IR i N A S RNAF 4
i Cas9% H FIMRNAK) 5% W] &%t T 1f L
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PRI EE, XA E R EAT4E %
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1 i) e o

I, MR SE bR AR E R AR R 2,
CRISPRE AR MEFfa %21, VLN TALENH#
MM BE Teflacm—Ez ., H
RHA, KREHE L CRISPREL A [ & |
Sy RV, DA KOG B B S 9 0 BT R .
Charpentierss N IE7EH B 416 H G4 Cas9%k
FIAR A, Ay B4R E — P BE 4 F 1 Cas 9%k
Fo YR MR F CRISPR & S0 41
PRBEAT S0, DA i 24 455 B e E— 2D
Church. Doudna. Charpentier, L KIR%
BHFN B E RO T 5 CRISPRE AR KA
Al, WECRISPREATEMWHE LR T IETE A 1)
YBIT N B 7 TH AN E

Bribz b, CRISPREAKEE R £ H ek
WAHMMER S J7H . Barrangou#tik A, H
AT CRISPR: A [Hi Il ) f 27 5t 2 AR IGAE 5 77
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1R 32 IR G 2 )5 TR B X B LS A
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ELIZABETH PENNISI. (2013) The CRISPR Craze. Science, 341:833-836.
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Gene and miRNA gPCR Arrays

GeneCopoeiaiR {it AIgPCRI& M S 2B FSYBR® Green ik EREMEA, TRTFRASE
FERMR, AESRENTREENS. AR MmEHIBLFLIRAIMNIE, N TREHLN DM
MR EE S BB FEFEXMNEE (mRNA) BMFAREMRIT. HMNERMETHARNRIEIES, 7
HOAREFMXTREREMN—SAREE.

> chmmamwgﬂa

) H'*ﬂilﬁ**i
Jrrer—— zrdne

HRE5IME:

RIES|®: S351MNERENHERITHSTRIEMIE;
faElE: mEMREEERIEIFRNESRER. FREFRSRYME (BRIEARMN4TMRNASGT) ;
EHEEI: BRrFratalmEay. SENRGHMRAL, ERFGRAIRESEPEXIEFIRE.

“am | rasn | ws | mara

ExProfile™ Cancer Gene SR EEEEL  RNAzol® RT RNA Isolation Kit

PCR Arra T All-in-One™ First-Strand cDNA
BERAREN ! ” SR Synthesis Kit
; All-in-One™ gPCR Mix
ExProfile™ Pathway- i bR s P Sv . )
qusg: Gene q"p"?zﬁ Arrays ﬁzﬂﬁﬂ* ;I[dn-One“ gene qPCR Validated
rimers

miProfile™ miRMome gPCR #miRBase

Arrays vie.0 RNAzol® RT RNA Isolation Kit

_ _ ASRmERE  Al-in-One™ gPCR Mix
miRNAZKAflR  miProfile™ CancermiRNA — "tou a0 miss)  Allin-One™ miRNA First-Strand

SRS qPCR Arrays 5 cDNA Synthesis Kit

All-in-One™ miRNA gPCR Validated
miProfile™ Disease and PEim TR E BT EEA pri::‘emne m B I
Focus-Group miRNAgPCR  X(BImiRNAFRER

Arrays e 0 B 5
H96#N384 7L {1
FERENFES Custom-made Gene or pri3 2 3
B 5E BIAR % miRNA gPCR Arrays e 51| £ #| F1gPCR#&
P
e, HEME

WIBSHT IR  Online data analysis tool L

Genecopoeia (EREEE) Tel: 4006-020-200/020-32068595 Email: sales@fulengen.com Web: www.genecopoeia.com.cn
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Peter M. Kappeler. (2013) Why Male Mammals Are Monogamous. Science, 341, 469-470.
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WO, FEIETATIRRIE, SRJE R AR N\ LR K
M R, AT A5 LA B A A 1) 480 <R 0
JE7) GXRMEBRSKFH—MAZE  fEN
BT RE T I X AR 7 A e %
ALK — B SERRE I Z J5, McDonald
X L T AR

SN SR SERZ J5, McDonaldHR 5] T HF
Be %, NPT A R B A SR 4 Dy ifi A AT
FEE e MR, HEIRAE K AR K 7 Ui
ol & S AN RS T . EERREEAE
3Bl R T, R I S R BE R T
B 5110%-80% X [A] A FAE — 7K P T AE IR T
W, T RS 2 i I A AE AN FE I 78 %
K, BB BT, L K [ i A N

JRSCAE 2R -

McDonald, B. |. and Ponganis, P. J

(2013).

4 45 BaF www.lifeomics.com

f ESTRE: $18°8 3
REE, BREIFER
SiEaCEME K
;;;hjt__jr ......

ZARE15%, XEVTMRE T FL il il 7 R
B AR AR L A KPR AR

McDonaldi& &3, 1EFF 4RI 1) i,
T 0 5 O L SV R B 2 U R R IS i
%, ALK FREIEEI95% . Xt it, It
UL, IXARATRESE BTt I T Bl k- Mk i 43
i, AR T 4 e T AN 2 ik af g £ L A
P SO BRI A 2. TR 3 iX
FRBIK ML, EATERR S TEIE K BTN H S F it
BORFRFE R M E B AT T o (EOKIIR %, &7
AR )L F R e A, G ER EFE
J&, WIS AE K A5 B A BT[], LR 78 4R
SAEAE, X — RGeS G IR A
. &2, McDonaldf ¥4, I HE
H AT BRI, IR, JRRE 2 B3R H i
AU R
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iE: BLEREEARTRERERE

Genecopoeia (EREEE) Tel: 4006-020-200/020-32068595 Email: sales@fulengen.com Web: www.genecopoeia.com.cn



E
. @ h
(0
2
0) 32
0
5
12
55






