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—. BERRTHEXSERE

SEH4] DNA RARIZERIG . AHBIEHAS IS, FROMIEIZEE ( gene mutation ) . M43
FKTA, SEPHZEAS ARSI LELSH 1 % A Bl X L sl HEB I el s

SEPR R AR, REAEANN A ZLEDRS B S R L (R AR R s M A I, AR
ST S T L SR (A AE T 2 SR U I — RO A AE T 2, BIE— M b
GESR IS HTIEIA AR T A SR, O SR MR AR S . TR RMEIR b
RS IR AL AT B HEIR . — AN SE D N R TT LI AL IS5 R ks, SURR R 1 578
AR E AL, T S RIS, B LS R

SEDR 578 B S HBE SRR T 1910 4EAE g rh R B0, DT 1927 4F . RS EH) T 1928
SRS X 2R S | FOR RS R T AEAE L 1947 4F BUR B ST B U T AL SR R,
FHAUFIA R T M0 5AE . 1943 4F /5 HLF RIAS /R A 1) o i S e K 4 1 v UE A i i 1
FOVE Y HY PR HE DR A8 (2 S | 4025 A A T X 2 2 RV e 245 (e i T A T R 1 2
P16 TSP G AR I — A ) 1 i B 5T B A AR, SR S BB S L A T T
(ORI, 1949 4F JC A IEAE B L IS . DNA 08 & M oT Gt X BeRfF5T 45
AT RE DR G A8 A — AN Bl A2 Ak, T2 — AR — R ROV F A i 5 2t e
1958 4F- S. A i S B B4 T4 (1 r T G PR v A3 45 500 75 5 o P 5708 (07 5 —— 4R, F5 il
A DR XA R 1 B R AL (07 A O 1959 4 (i PR 2% 41 1 PR 28 4
SEEI PG, 1961 4F 5g S AR B RS A R S . BEE A TG4 ) & R DNA AT IR
WUE M AR M B, AT RER A2 S K 28 I K ) DNA S T2 il i 2,

—. BEEEZHHESHE

SEN AT DR AR, WaT LUZFBA M. A A A 1 3 PR 5828 R RIS &7 A 1 ik
PR A8 Y 2 () AT AR BT X 1), B PR 8 iR 0 Rl i VR Tl RO v T BRI RS R, 1%
MR RN, BRI Lo AR R A RAER RBOLRER G, XFERX I
AN R R AR AT, i HABAS A . RO IE S R MBOER AL IR A W 2L,
FIF LA™ A i — D) 28 A8 RUAR A Ao e A Y AR PR B S AR A A Il 5, SRR AE — e ml
71 AL Ei 4% ( base substitution ) 48 MIFSIh %S4 ( frameshift mutation ) PR,
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I B4 28 45 DNA 31— A B o) — A AN [R] (B S x BRACFr [RE f 28 22
WA S A (point mutation ) . 28 M AL RIEH R L QS —FhgEnS gl ) —
T A Al el s e e ) — b s IO DU R S e 48 ( transition ) . TSIV IRCER s I g s
HUARIEERS (1) 2 A5 MIFR Ry 4 ( transversion ) o HiT DNA 43T A5 4 RhAE, SonREH B
4 FFESOR 8 A, E SRS, FeihZ TR . G XS ARG nl phy— 28 Al i
A R EL

2. BhEzETE

BB s DNA B B e — g A s 2k — sl (FE 3 303 B9A5%0) eExf
B, 1 B A B A 5 DA ) — ZR N G Ty R A o ) — P g AL L il g | i o o
VLG Bt A5 (5 B A IS5 o A A RS A 28 A8 1) ik DR 7E 2 SR i m i 2 ol 22 iRk 1) 0 B R ) 7
HN R AEMCE DN ™ B 50 8 1 B s B A5 F S U0RE . WY RESRIE SR M8 R | g B
WY IERS S T 450 He s F-, fEddI A DNA 2> FHIFISRBE LX) Z 8] WifE DNA & il
HHBA, S 1 DX AR A A Gl R rhdi A, W2 al 1 EXT ek
P R 25 ARG R i 98712

(1) Bk (deletion) 275 FEH AT LA AEK Y DNA R Ba ki kA 5874 . ik
R FE U SR AR P FE DA, IR A (8 M~ BE A W]k A AR 288, DRt MOPR A 20 s 8 7%
R K TS I RS R RIE AR, B kg, SR N T8 T 5y o (AR A2

(2) ¥ A (insertion ) KA. — PR AY DNA R idi A —EB/h k) DNA, 4
HEEA R IR T T 3R . KGR A A B R Mu-1 F1—S84di AT (1S ) Kb e+
ARERES RO BN, YN S hay, i —JERE AR, F
BT LA AU, YN BRI N et — g RS, i — i
X E EH— PR . 36 AR DNA 4 Fa] s VI £, dEmha) el
DM 5 A5 BE D] 1] 52 18 R P A B L PR, 3 — 4 ) b ST 8 T AN DR 228 751 114 A L 177 42 1

=. EEETS =

NEREZEYR R A EIFEZ Y RAL, AR AR, A
WPE . BEHLYE AR A AT e S )

1. ZwtE

HE I R AE A SRR YR bl A e . ANE R AR YRR AL E Y, A R %
AR

2. BEALE
FE IR MAE W F2 B 240 66 52 IR SR v AR A B 1T — U (B R SR . X — 5 9
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R GEAR ) RAAERST] . fER A X —RABIAMAE . AERAE RN S AR ERENLRY . 2
Joi A (e AT v I 1 JC o A 8 IH i DR 2 AR T B MTLE , 7 0 o P U I 8 o R 4%
T 5 A7 S — R 25 W (1) 35 3% 56 vh B R 0 o I A 18 T DU B T X — 259 HAT Bk i 4n i
DAL MR 28 DA A 20 TR 241 1 AR 2 255 RS AR 2 1) A o7 T AN S B AL I 28 7% o - HLE.
TR A B 5 SORAEAR RS 25 M — A USSP 2451 1t AR T 2 A 1E, I BEAL S
WRAER, Hold s e e .

3. {4

(S — D RAZIEN PO B, AREB T T H OIS, w2 HAH—H, il
WA JERR I ARAT 1), L0 TP A AU DR LA AR AR A4 A 5738 TEAPEAE S A
RAL ARG — T AR R, WU —E B R TR AR T ROR . 1E
BRI A, SRR R R — A A R — A A R B, R —E
BCOH A0 AR 32— R b R AR R RBGR R o i, RS, 100 ~ 10°
DESEAMMI P A 2 A 1A AT A A BRI R AL, AR R AR MR AR, (H2 Y —
AP AT VR AR, AT T RE R A R A RE RO BERL IS S . R AR A AT g A

IN=
2 Ft o

4. aiE

B 1 YRR DN 4 0o A B g R AR R R DR e AR O IE [ 87 1 [ SR 728 ) A P i 1
P AE R RE A e — A L ARG R AR o 78 e R SCRT Ll e 5 A48 T sy B 2B U RE D, 5 —
AR A SR, [ S AR MR A A 1Y, il W SR AR i PRt 2 — 1 P AR R IO 2544
(R, IR R R G R T I SR R Ry — A BRI A S PR 2 A8 L Y
LR AR ] LA BOR N AR, (R — D RAEFE I N ER R — L& RS H U A fig
R IR -

=

5. bMZEMN
LR R AL 2 P EARI IR, B IR a2 e, AH AR B fl By b s A
6. TE[ME

MEEHIRER A JERTRERZ AT H B a’ sl st ERY a JEH
7. Bttt

~ RN RAS A HE, (AW DRI AR A R flan, — RS RmEE
R, RAZFWLARR, RERESMR Y YOK. — BN RZ S SRk ik
s A AR IE T A RAB S, (AT SE 5 ) AT [l . S8 Tl R B RIZET:, Wl
PISEUBEIR R, ge e OLIER s/ DNA VBl SRR DR H 5. WREA
fi AL, MTRESAERTIE, B PRI S Al PR g E B A, B — LA R

5
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¢ ERRTSEHNE

BT AR th . LI 5 DNA QU 5 A SHOMIE, T8 S — 1 ASE 1,
BN ERGE G MASEE | s, FET IR

8. 37t

He— BRI R — DS B R R R R T AT 55— S LN, BV BE N R Y
PSRRI 2R A R R . DFtERZE: AR, FAGREL. @QRMERE. AR
W, SEMERIHE, BRI R s A

9. FiEM
] — By R AN [RIA A 22 8] 1T DL 22 0 2 Rl RE R 5873 .

. HINEREZZERIE=

RAL R — RIVEALIEE R . R IX — RV — DR A P Z AR 2 0 5 Y
WA —E I, ERAAREIMNRR R AN R AN EEAELIT 328 Oy
FE: XL, Bob., B v A5 QAR Wi, siihdR | ok,
@AY R KL RE AL P A4 R IR . NN £ 2245 /6 DNA Sl fip,
HED] A TR A RO R . Y . AR A S, M g A4 £ S A A el

AR ik DNA DIRTAZT I Seit AAIMIA REVE A R7E . i SR XT T 58 MR i e
YE T BUR A SN 2 S AN AN 5 S B A RE . b7 25 00 (1932 1 MR AR 0 A5 R AT R K
MEHR . BUTEV TR A — A SR A B o i) A8 Y, B AN TR 2 2502
BEVERGSR, T4 T AN F 2 A R B R . A P A 7l T LA A AR
AT, T B AR ROR ,  nad S A U nT A i S AL A R R ROR . Se Ay
5 B4 S5 T LA DAL A 40 o g ) 355 A T i A A i 78 ), Sk SE 1) SRR DAy i i 7
U, Gl R A S B B, AE AT LA Ao A e A e £ P i A 28 DAy 75 22 751 i 1

AR Ak DNA LS, BB DNA AR Jaifbidls, XSeif i R g5, (il fil
ft: DNA (95 il i & AN SE T, &5 DNA HifirgpLkiAmie. Koy e, ©
fili DNA PR SRR T s 73— KNy iR IE S sl iR U B 5, E 1L DNA &l
St AT, (B IR R IE N AL . i A 5% DNA 53058 52 (0 i 5 P Y g m]
U AR B0 757 70 B AR AT T SO B2 A PR SOz o el 1 i D 5728 i el A i — e A7 K
DNA il i 5 B G I, AR SR A X T 58 A2k b Ay i 728 390 ) R 54 AL A ol
AR, (HELE RS R, W R ZM W MCRIEE , b E5IREE . WS T A,
AR 2 A7 R BE IR e S A AR B oy s WRR T a5, IR AT KR K ¢
AR AR T ARG kA, PRI IX BE SRR I3 5| B R 4 R DU RIGT AR S N . (e KT
WK T4 b, SE[H 43 9if DNA 2R SEN 43 (REA PRl — ROt 2 B,
H: DNA 2 5 i 9 1 R 0 U1 B35 1R 70 22 SRS v =2 e/ T 85 22 7 DNA 2R W; 55— Fb
RHUEFEN, H DNA 22 5§ )R B /1 D) i 15 P A0 22 SR 1 2 R T #7748 DNA £
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Rty AL AP AT B L I RE R AN — e LR A LR A

fh. ERRZENEXERE

SE AR 0] LUK A AR B AT, 35 % A= A DNA I, B4 53 240
ALAE AT 22 57 SV RS o 24000 4015 IRl 6 PR 28 8 fl DNA & | . DNA g & . s
e E00A KR, R Y b EENEZ —, B S 2 48R T A B
(S R L LAAME A T 2 (A2 3 FER A R R = A iR 4%, R W7E 51
WRAIR, BB AR}, st G E i B it TR AR A, SRR TAERAL T 4,
SRR SRR, (E R AL AR PR A R L, TLLEfER R AR
7 AT — 0 I SR

JE PR 9 A X RAZAAA B A s K ZHORATH I, O IAT AR P B AS b #Ra T
PR A FUERREE RN, R E AL, IR nTRERvE Ik, ArLL, x4
PIREAK I, RS REAASECK T, AW, Y n RS Wt i A7 L
2, W S e AN, DR DR g A S A A ) o R R R R S

AR B R S8 AR XL SE I A REEE . T 2 R R ANJLARIE AL . (DA )5 SRRk, X ALK
AN TSRO, I, X RS FR O PR AR s @ik LIE # AR Yk
S LR AL 2 S, RN 2E O AT G e, i 3 S 2B ABO I Y
HLA J8 KA fn] TR, (R SRR 0 P 2B d i A, AN [a) i 28 () g ot . AN
[i] HLA 7 (8] () [l PR RS A A HE R SO 555 D nl RELG AR L B RE I R EAE ok — e s
Rb, i HbS ARSI 4 A4 T LU IE B 1 HbA 4G 7 RefCh UG MIE s, AR T AR A7
@7 AL Sy IEYE (genetic susceptibility ) ; & EBGTES , SECMALE B JIFRL
Ko F5 i i, 3K A 45 3 R 98 AR B TS 0 10 00 o st AL PR . Ak, ANEH
50 000 Z5F LI, EH NI SER B b T A RS AT 18%, — MR A 2=
5~ 6 METAAIRENAFRLY, XERTMETAARERESTAEGERE; ©30E
RAZ, WRAENG . FSRIT SR AR R R A

7



FE HERTEUSE

o e PR 2 5 BRI 0 B A 24 4 A A B TR T O B — Kl 7 2 i 2 it
R, XTI AR RGN, 1985 AELART, AIH] Southern B[RV, nf AT i H e A Y
B WAMBEEAERTIE. N THIZEARKRN R, HEEWHE 2. 9
(') DNA JF¥31 I 5E 7B r ik .

KA HHEC N ( polymerase chain reaction, PCR) (8] 1-2-1) &5 i dK
B A, AR TR, B LT A7 0956 B 2822 4G or 12 iR
#R 2 E L/ PCR JEfifiz b, Jf H.th PCR AT th BB 5 ik AW B, HATE ik 20 2%,
H s RE R B =, S BTt fa) KR4, e R A7 AR R Y4

#EJ5 5IDNA )
P ) 7

e ¢ @) ) LT
. . NN A
DNA L
ey -, . 5l m - por ="
_— - By S .
- | ] 4E P eese I . RS
37 — C S —
AR BB . .

— .-

; o —
=] " % —
myg Y ‘ ,
L . e r— -E—

Jel 41 Jil 412 JE1 4913

1-2-1 PCR EIE

TG LAN PCR AT AR AR GER) AL Ty ik

—. PCR-SSCP

TEAE A NI BERGCRERE |, 05 %E DNA Il RNA 23 T EE R 90 AS [ i 2 1
AR S, — B A A0 AR 5 g HAR) 2 1T S SO AR B T RS sl 1 el s, e ik
A PCR-SSCP . HIEAFH A MGk DNA 76 b PE R F ST a5, X Fh — 945
Wl T HARIE AR, BV — DA R, 238 AN]R8 4 il b AS[a] (e £ 4%
ATk R s b, PRIz T AR SR R 5 728 i 4G



—. FT(KEE PCR

KR 4 PCR (- mutant-enriched PCR ) AYFEAR JFUBE A ras 3 PR M A 250 £
FEAEAE B B BRI PE N PO S, U0 Keras JEPNES 12 %05 FAY BsNT 40, 5 13 %65
Ty Bgl . M7, FHEZMKIF S PCR R AU HE Koras 5 12, 13 %45 119 DNA
FrBe, AR 8 0 2 ] AR 9 P VDB A6 54 10 DNA F B, B A= 289 PR gl e D0 i A
AEVE A YK PCR 748, 1 222 AU DI GE ¢ 48 H E A Ik PCR 9 3 9145 21 & 4210779

=, ERSSCEERERY IBISNRR

S GE AR BRI R 4T ( real-time quantitative PCR detecting system, QPCR )
ULFR A S A i R B0 SR 2R 48 . QPCR J& A I R N H e 2 MR 4y 2 BB R
CHE e 25 5 I B R (FDA) A, '

AP KB 2248 ( amplification refractory mutation system, ARMS ) Eﬁij\][?\”ﬁd:
g AL Sy TR e B AR 22—, HAE IR H R C ol ML Kz kAT,
ARMS FFFE S5 | % 28 A8 §0 7 50 EA 7 =k ofE PCR 90k, Sk, AR E X4
WaP= I IEA PRI, AE S SEGAE B PCR V15 L SEBLATAE S DNA i S8 ki, LA
15 391 X 56 R L A I 114 g A S P AR v RS

Mg, 5 PCR

K7 PCR (digital PCR, dPCR) J&t—FZIR 7 F4ui e 4 R . 28 it PCR ZKEERR
W 2 a2 R DR SR I8 A R, BT PCR I RERS FLIEEUTH DNA 20 FROANEL, Xt
EURRE S 4 X i, PR S TR CEASREAR U Mooy B Sl 45 DU S+
GEASKGIN . BEPIARNT IR FSE (N SE PR ik ) . AR PS5 REGUE . miRNA
PR . AN R R BT 5 _

20 20K, Vogelstein FE4REHI T PCR MES:, il il — P HEA T BUL HRULI Y, 43
FCEIA OB BTG, RSO GER A o — M DU AR T ( DNA Bt ) , 7EREAN O
JEH R H ARG FE1 T PCR 338, § B8 R R 45 RN BT 5 5 i T8e 2453 hT

. DNATH

DNA {5 i ( DNA chip ) $ AR 20 142 90 4405 & JB I —I0 DNA /M HrsiiR, &
B0 TR I TR OISR | SOEARICHRE B DNA & SRR, Wi
THEDUEN, . DNA WY | P3RS A (4 P i A 55 . 7 R 984G 00 7 T, DNA S
R A7 I R 5, AR RO /F 22 B0 9 1O SEA% 1F 12 DNA HESIAE 1| Hedle il
PEM L, PRI S 1A, IR AT AR A S, ORI IEH DNA
F1%E7E DNA 4395 2 He DNA 4458, PR | AN ES, IEH RN



