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I EBEOREHKEETFRE

8 HEKEMEIMNA

BB T s A NEERE

1. [FCHIC
FIHEMADAEIE, £ 1LIORTIOICERINLTCWET .

1 REMEIEVADESR
1. F—EiRREBFICRIHEEZSH 3 ALULDOEALAREFLNDSE
2. BE—ERBREICRIGEEZSD 2 AULLDOELAREENEY,
22DVTNIDRODO~RDENIEH-TIHE
@ 40 FRFBOEEEIHLA
@ EEMEHD VIEERFERAIZELAA
@ FFEHLIVTEFHEZBBEENA”
REMIANADERERTETT. E—EEREIC 3 AULOASABENNDBEL, E—EREE
12 2 AMEDISABENNT, WFRHSEERE, TR CEENARE DBEEIRIHNENES
[CRERASALEEINTOES. REEALTE, TORENRGELLIBELHINT BERE
PEENAEEHLELEEEELET

i

Li-Fraumeni JEERES® Cowden T 72 E I A HNDEDB A IBISTETT N, R DRHEN
BRI T2, —HEDF ML AT SN TOER A (3 2).

FLBADIIEITIL, BURHIER EBREE LR DB G DL F DN, FIEMEIZIE T DA
ZOWTHBIFERERDES (K 1). ZLOFERMEILDB ATBART DR E 2 BARAITZ Tk

PEENAZERLLELE W, FREBONIDADEEFET 25650, F—Ba BB AR SS
LEIT, ZRBAELTHTTETINS.

8 Li-Fraumeni SEMHE : p53 BIn 1D RKES LS4, FYOREERISIERE LD, pb3 Bis+F DA G
JZE BSFRO LISV E R F R AT DL, ZIIGRNICRIE, RS, BIE, L3, izsAoiEin
HOASRCHEMERANE, SEN A, PEBNAREZTIEL TS, SEERELV DA DI, ZRHDRAE— A
TEAFKIET DL ZALNS.

" Cowden i : PTEN AR FDRKEIZ TS, Y aREIERISEAA LD, PIRLE, SMIRLEH RO
(ISR ZE DN I8 T 2. R 70 BB R IBR AR LI L R — 7, L, RIS A, B3, KIBDSA
IR OEMEEZEO A PER ALND.



8 RIEMIAA

THRIELET N, F—BRERNT2EATIIETREPATIHALHIET. FIRIELSA D
b, BB AL BRCAI 5\ BRCAZEIE T OERIZL > TALDZERHLI TV E
T AARNCHANTHRADTEAEBENK 3 fEm T A BT, & D 10-156%72° BRCAI
HHNE BRCAZ2B s DRI L DBAMED APV EHEESNTNET . HRADHADB DD
b, ZOBIGFDOEFIZE > TELTZBERE DLW OEIA ThD) 2 il AL N BEED
BILTWET . TAUI TIIRIIE THLIDOBIE FOERNRONDEHAFEURT D ANETH
W CTHEE R o722 83DV ETAY, AARTILEMAZRZMNC > TR R, iR
WP FRETHLHEB R HILTWET.

%2 FIEMINADSE
KIEEILANA/NENA (BRCAT)
(smiEtnsts|  RERLASA(ERE)  (BRCA?)

(EEEALSA | RE) RIRMEFA A (BRFE) (ESR)
< RiEMEZL A A - EIDEEF?
< Li-Fraumeni SE{&Ef (p53)
RIEMEIAA L fthDEEE Cowden & (PTEN)
(G&) HEMNA REMENRMEESRFE ATM)
NASERRIZEITDENA

\ IEEEIEALA

£EBE(1) Molecular medicine Bt (1998) KIEMIES &Y —ERE
RN AILEEEEIEEEICHTON, BEEEIASADPTE, REMEN AL Li-Fraumeni FEIEE
1> Cowden fRE EZ D DEIREZ DA LIZHEINTLWET. ThIL, Li-Fraumeni IEIRE G ELRIEETE
HICEAANRNET A, RRNICAHIE, AMfE, MPABENRLN, REOREMEINALITELLSH
5TY.

129



130

I EBEOREHKEETFRE

EENER

DA IFRIEF DA RIEE
BRCA1ZE 1= BRCA2OER
x BREER
AL

S EERIRAEEF A

StiEiBiE .
RRER 183,
RUE-BEWIHE
ﬁﬁm&ermﬁ yieiht
AFOYLHYYITEY ;gmg ﬁmﬁ EEERMERE
RUYEIE L (M-S E- K8

BESTOHL (FEERR)
¢ HRA T ORBMER
BEFER

M1 ANADYVRI TF70 58—

RRICHAADEELNZBDHONDIGE . NEGIEIENRERFIN2ODERNEZONET
12, AN ZEERICEHETIECHRER (BEEFEELGE)ZRRATHALTNSE
B OO DEBEGLENDEFEBC £FREGCEDRBEREHALTNDEETI . K
EHEENADSFEIEHERICESENALEZONTVET A, BB, IEIHERGE D
(2. RHE., RELLEL, FIECREGE DR MRIVED EBELERFLENARENRY
[CEFENFET,

2. REEEF
BHADBAD 5~10%DIEFNIFIHEMHEIZFIEL TOET . ZORKREIR &L T BRCAI &
BRCAZ23®Y, FHRMEILNADBIE FREIZZO2 008 2T LET. BIMEDOIHNA
Peta (REMEBEEAEZRLET. ZOBBERITIAS T /VOIEANIHE, BlOBIE 1 BE
50% DRENL T THHTZITHEDS N E Y. £72 BRCAI & BRCA2 (IF VRIS A D JFIK 1
mFEbELNTOET.

KETIHBE T REDEKRIAZIMEEK 2 DIDNZERL TOET . JEREBLT A A G
EIRDMER (), JERDHNRNE TSNS NOBRAERE RONEIEL/R MR (Fr ), B
O, B PERER D NI AFERE S DRERT (BB PRI R) , BRPERE oD NDMRIR 2 FEAE L 72V il



8 RIEMIAA

1l (RO AT BLOTT . ThbILEH AR F RE RO WL Z 510
FIHTIXITOMHE A EITDIEME D 2555 2 LA CRA DR RO TR T

A
a i
Bt
AEISHE | BaB
BEGS

P14 C. Azt D:-EHEt%

2 BIEFREOERKHAENME

AMREBRMNBET, RRERET HA
B:REMREBMET, BRERELLTLA
CREMEMNEZMET, KRERETHA
D:REMEMNIEMET, BRERELLTLA
RRE=A/AC, 1EE=D/BD, [5itZ=A/A+B, [Z1%£3=D/C+D
ZENEG) BIGTHRAETART ALY

%72, BRCAI i&fs1-& BRCAZ B in 11X, Bis HREDOH AMEOSFEICEKITS 3 DD
—THDOE2ITN—TIB L TOET (INADBIE FAR ) DFE 3E2SW) . Z I K&
(GA-DIFERE, FIEWFFEREREZRL, WA RAEDS LS QRN EZ R CUOVET.

1) BRCALl EI&F

BRCAIEAZTIEE 17 FREAMEB(Tq2OIILEL, 24 HOT7Y L 03b7e 53 AIIE
BFPTT. /LR EN 100kb EERRBATC, =7V 11 IEFITES, FIERVERO
UL R EDDEWNHEHEABHYET. BRCAI OEETFEMIT 1,863 {H(220 Fu& /L A)d

HIER ED B RIS T DB E OBALA DT 2E DT L.

0N AANERE LA DAL SIS, 1B 72 AR 2 38U TR O ][R 72 B 5 2N L QWD i s
ZNHDBIEFNEE N2 DZE THRAMMBIDOEIEIC T L — 03057705 . DNAIIRIEISF 1, FEME

NSO R K& s - D RER % H D TN A.
SOFHER : mRNA O FEFCHN e TT I BNESIL, X /X EINERSNAZE.
8 A Ly kDa. s 1,000. # VAT FE(EFET.
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I EBEOREHKEETFRE

TR B S L R E T BRCAT & m - IXMIRE 38105 DNA (E1E%C
BLTWET . FeimFRTHE00, BIR T ORBIERE 217528 THIaE AL HEIL TOET.
CKDZINETOREIZLDE, FIEMEALNAFRITHIT DA RIZIX, Ay hARy
MEND, BAG T NICE BBE T THHEIGRD LN T ET A, TIVBOZEA BT 1D
T — LT NERP, —HEOEM TAN 7 aR s TLEI T B AR 728D,
AV =Ry Wl A A YAV N G

2) BRCA2 &&F

BRCA2&1511%, 6 13 BYOMER(13q12-1)ILEL, 27 [HOTr Y mbiah, &2k
70kb DERZRMB MBS FTI. BRCAI BinFLRERCTZY 11 RIEFITRENVEND
B30, 3,418 O T /(384 S0 X IV INANLIRDEENS L 3 E T . BRCA2 &in 1
1%, BRCAI 51 LRI CHIRREHI®IC 38175 DNA EHEAR LI G L COET. FRMELR
AWFERITHBT LA ZE FIZIL, Ry PARYMIFRBOOILT, RIS NTL—LT T MERFET-
(T RZERTY . BRCAL M5 1-ERKRIC, ZhOOERICIVE RO —ELIEASH
T, AROMRER I TWAZ LN HERISILET .

2 DNA f&18: DNA [Tffix DER TV OLF AL REZZITHOT, ARITITEER R BFEEL TTLHE
BT DR M- TS,

S8R5 DNA OB 1 A mRNA [ZG LIS DOZ L.

SFE P SRR SN 3{ETL-oDT I/BICEIRESND. ZD 3{HT 2 (AR ) DTN, 7L —LEHN).

8 TL— AT NERDNA T 1 HEIZ3OBETRVEOME M, IR ITHIRER. D%k
FIZL-T, DNA OBBIEHRERADERTR 3 # 1 fHOAR L DOFEAFIIAL LD, EOFRER, BiTAd
FIOBEHFNZARY T AR PR CTE, FIRRDPIRH CHBESNDT2D IEF 722 R GRS 0.

8 Z2hyFaRy (& ilaRy) o F ok RaRky 3 ) EHEW, TIVBABEL QU Venakr ol e, 15 F
LT OB, ZOREWTHL I E RN T 5.

S J R ANy T AR NE LD LS e LoD 22 RS B,

SSRGS B BT DI RO A7, G, S #, G2 1, M i 4 BT oh, sy
HIDNAICHET e, 732 L TRV ZL LMD A LTS, GL HITTEIEL T,



HELAA

AT

8 R
3. BRCAI, BRCA? DEGFRE

1) REOER

B DI, BRCAI-BRCAZ BAL T DZEFIE, TDIFEAE WL B DE RN TS
HLOTT . BETERSBMG 2 E DT —4_X—F, BCKIZBITHT —# & FITEDS
IWTWETD, fiilt, HRTH T —#0ERBIN TEELZ, — XM H RIS B
ADIEBROBENL, WORIZHEAERNERESNTOET. FAARORE T, IRBU AL
OO RRCKIZ AR TENEITT. 208, ARICELABAFE DR BRI cEET. &
Te =D RIETIL, HOFFEDERNETTHEIHELHET D, KO AN Tlddy b
ARy NI, B BITEAR T DIRWFIFIC AL TOVET . 22 CREE OER - REZTT
BrtlZlE, BRCA1-BRCAZ2 Bin 1N ENDO AT NDMERHVET .

L» L, DNA %V /= PCR IENDOMRNT CIIZE BARH TERWEERHY ET. 1 H~%
EDxY RN R KT HDIORERDEG S, —HOIEFET VAN DT ATHFAELTHDHD
T, PCR IECHEIIET2BICIER 7L IO DR PEEESIVTC, IEF R —r AL
7. i BRCAZ BintDxTrV 2212, BIBFRRITHIEL T\ D Alu BFIPEMHTND
FABEANIDRA LTI, =7V 22 RURPRKRT DA RE ZABITHREL TOET. [k
\Z BRCAI#BAs 128, Alu BLHIDBBAEL TWDHTe®d, =7V RIRMDRKT 5 “large
deletion(JAIRICIED KAL) DS 72> Tk T, =/ HALCRRENTL CTE RSN
RO ETE, cDNA™Z VDT -CHRER B O YL R A RN L TH 7 Lo hl & (AT
THHEE A=V aE), SR T OMIER 2Ty B TR C&D MLPA 15728
Z B R U7 TUIRD £ A

9 IARVAE RGO T I BBERET DN AL DI RIS DO FERZE B s 1 OOl s
IR, HROFEICEETD5EE, ZRIE N L5505,

CRILEE SR DB O DEM A I L LT, BB R TR A R OIS LD L.

N TL v (RINEBAET) FFEDOYEIL |, Bia T LD —DNEE EHD DL EO RS2 8 5 055
D—2. EFDGENE, ABHRERBLH RO ENE NP RINLBIRF 725,

% Alu Bdd]: BN DN HLND B R DNA FESIT, 7 AERICHIEL THD.

9% cDNAGFHAAY DNA): AP+ —RNA 0 DNA = —DZ k. =7 A (FHRRAEED D SEHE L7~ DNA BlF 27>
V%, mRNA Bl IEHPRN L C, B RERIC > TARRSIDD T, Ao ha (FERIREEL) 25 A TU VU .
YMLPA {5: =Y DRI, HIRRE DT ) G R F R 5720 D71k, ZNEIUERI 72 51K
26U CHRE BIICRE A LR 22 2D DNA W &2 V5. O MR 121, PCREIESEHASIE, HHAY
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I EBEOREHKEETFRE

F7z, BRCAI Bin T Tl%, DNA OfF#H%Z mRNA (Z5LIRDMR D R NR#ET 07 2%
— 2 — LRI DS, AT AP LV BRI LS TRIE AR ELZEN MBIV TWET . &
FUIAEENHE IEBL S D B 2 A2 D A0 L S &1 358720, BURFRERE DRI B AL
BT HERDY AT LT, AIHRALEL TRBIENTWT, —ROBEFEMEALBANTH AT L
B ECTWET . LIens-> T, B3 A TS BRCAL*BRCAZ2 BAG T DAF MALSEEL
TWDHIENRBZALNET.

ST, BERINRBOONTGENL, TOERMBEITESITNDO0, FHIIARAZHD
Bald, MR B RL U TN EM TN TN 70 E LT — 2 —_X—ATHRELET . I
F® Breast Cancer Information Core(http:/research.nhgri.nij.gov/projects/bic/)X> The
Human Gene Mutation Database ® Web 1 ~http://www.hgmd.cf.ac.uk/ac/index.php )
EBBTTHERINTLLD.

2) BEARE

E ORENTIL, X 3 1R TIoIC 3 2OFENHVLNET. OPCR Wiy ZED 1484
DNA OfEEE R+ pZbicdb, BRE2Z7)—=2792% PCR-SSCP %, @71 —Ahy
TNERIZED, BT OFHAEOENL, Frr AERTAELZAN Tak 245
PTT®Ro Ay a7 o A5, @B a1 DOEEIR O LRI MR+ 5 — 7 A, 7ol

WA SED (NATVSED) B, 61T, YA XGRS 2 @l A S TR LR/ RI27e2 3912
B L THD. 1 2OF 2—7NT—EIZ 45 5D DNA W7 /1% PCR THIIEL, %@ PCR PEMZMEHTL TX
e PEWEREA A B RAVITHER DT LN TED.

% AF AL DNA IZAF VIR IIEND OGP E. DNA ORFEZR C+G ELHID C (b)) BAF VLSRN,
5-AF NI 725, BRBAHIEIL TODFEIRD AF ALy a~F o OSAREGEIZE L Z L, ZOEIR
T OG- HHIT 5.

% PTT ¥5: 7 T7A~—IZFHRBAAADELS % £F1FC, mRNA 235 cDNA Z &KL, RBRE N T cDNA O #Z i
WY, TIUBE AT DRISHAT> TR IEENED. T i RBERRE, {ElbaR e BMEbn O E B
Frok, 2RI ARG L= B 2 OB MEE T D0 C, RN e R O# e e s a
VRIBIHERLC, 2o VB RNER CHETT 280 B ROR A EKKEI TR T 5.

T Ahy T AR T oA BRORBBERAFALT, T AR L DX S EE NS TR
DX EE RN T2 H57E. DNA Wi 2T G D ATREIR A7 Z — A IA T, FEB DT DITRFEDT
JBRPBEIR AR CE AT S, IEH 72 DNA 1L, 72 —NOT U BEEDBAG T LA L CT U/ BE Gk
TELD, WP TRIEIRVPMESNDERERFOL, BN 5720 T BAE G TERV. 22T,



8 RIEMIAA

TT. FIEOOIEREZAI)—=0 7T D720 D TFIET, B iEiRiI@n s~ ATl
BN EH A D ZETT . LacL, MR FEBICEREBIEFRDT, T TOH AR A5
TeDIZS KT LR, BAZE LY. 22T, —f%MI2IE PCR-SSCP i LLIX PTT, A
~y 7 AR T e AIERE TRIGFRENSERDOEN RO NDEBA R ELET. KIZ, £
DEEDLWEI D =7 o 2% ATV, WA 2L CTERLZFEELET. LL,
PCR-SSCP i:%° PTT #5%4177258541%, PCR-SSCP {EDZ R ok IR 134 80~90%
THHZER, PIT ARy T ARy Ty A28 DIFIETIE, IA B AZRIIHH TSRV
EORMEREZBB LT UER0ERA. Lo T, BT T X Coilzy—7r 245
ZEDMELRIGABERET . IHIT, THETITHIT LI T IE T TERWRE 23 MFAE
LET. ZOWEE, MLPA B2 FWTHRERLET. MLPA 1AL, =7V ORES, HEERED
7 ISR E A R AT D FIETT

3) FERE

2002 FENORAEDFFFTA AL CODKE DIV R GBS T 2—) TIE, 3T —
TUAETRATL TV ET . 2IREL CRIB FRIT A% 51E, AAROT7 7L a%i@l RUPR
FRCZFELRITIUT RV EE A

WBLLT DT W E ENIRVEEHIT, HAYD DNA 2 ASIEBERE R L, 2oV E G Ep T
Wrd DR ERE R DINEIDERIN T 5.
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DNATGY -~ —* DHNA urRNMI].‘_E.—I
¥
//{ PCR or RT-PCR |

DAA——"MF //‘ i
PCR-5SCP -
x.__..J"L____ Er =
M mane E
e pme | | B
e A — mBor %
= [WHE M \
BNk b
T o B
RO RS : . JL1
J!‘I""I"lll!lr" I1r;rl:' l"'.li.llm!]_ﬁ!r
el I
s AR i |
| | iy ffrrhmmm‘wlr" i
MLPHE BRCA TET 1M 0%
L ‘ . | it . w L2 TG @)
WAt Tl T
: e s | "
. E | Mf@ﬂﬂwhm
h |' | :I-D-E-‘r:tll msmﬂm
it e
1‘1{:‘ R ﬂﬂ’mﬂ‘mﬂl &I'Iql'ljf

3 REMEAABIGEFREDTLRN

WERE DNAZDRY)—=2J D PCR-SSCPAZ AT, EQMFIZEENHIMNEREL, ROH
Sf-MiRES— VAL TCEER D DOEREEINZRELETS. QORVY—=U7(F, PTT, AbyT 3
RUEGREERWT, BRCA BIEFICZBWF U RER, JL—LLVINEERGEZRELFET. B
MEONSEBEEL—7 U RIZEHST, ZEMAPDIEERIIZRELET. FEFVBRORNLD
&3IZ, PCR THEIBLI-MI A ZEES —7 VAL TEROBELAR, DO TRETELZVMGEICE
HEHEL— T UALET. RERGENSRERINANRDONEZLOD, WTIDFETLEES
BRETELGWMESIE, MLPAEZTIVV O EARDORKGEDEBEREEZRELET.
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AT

8 R

4. BRERLSEDRE

HAIZBITDZIEMEFLO A DB, BORIZHE KD TT 2, ILBAAOHEIIZEN, 4514,
HAZ TRAZEL PRI TWET . HENMIW LTV L, HRERDT ST FRIE, WHIELAS
ABITEDBRE N R D72 EDIVAI BBV ET . ZZTHNADOF AL N mVKETIE,
BRCAI, BRCAZEETOERNEDOLNDE, THIMICHBEZYRT 0135555 TT. —
77, BARTIEIMZIRE D 5728 O3 SR NI /2 > TOET .

EIHNIBED 6%, EINEN/BEED 10%75 BRCA1, BRCAZ Bin 1A RIZLAbD L
HEESHTWET D, ZIUIAFES R ET LB LDV B> TOET. FiRE
P (B RAFFONDEIED TR D0ER) BIEICEY 60~80%&E0F8HHIVET. HARANIZE
WIR B REER, HRNAFAEIB G35 ENIEE AR TY . S5I1C BRCA1, BRCA2iEA
72T T, MO BEEAR F OFEPHERISN CWVET . 5% TDRMET —ZDEM, 4
TR REBRIR T OGRS Ko T, FIEMEALR A OBIRF W SIS NDTENE
ENET.

ZEXE

(1) Bpk¥&, = KR#TH  FlEMH A BRCA1,BRCA2 &{x7, MOLECULAR MEDICINE 3 fft,
198-204, FHVERE EEE, ILEIE, B, 1998

(2) BPAREEE D FIRNEFLON A DRRIR, FIEMERLE, @R, 7-16, B, 1996

(3) REFE—, “ARBRF BETLW-ADBAOZKEIRE, HARERKET, 58, 527-532, 2000

(4) ZHHET, ZARFED EMIEE-FLE, 1079-1083, B HIFE T, MA LT 30, EHE
Be, B, 2002

(5) WEIER BER) (BAR FREAT AR T AL (T AV IR E B S RAREE) , RAREIIIERT, B0,

2000
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I EEOLBRELFHRE

Offfi EAAIZHEITEHFIRIARELRBIGREIEFRE

H BT mmasAt sy — s R s TR R R

HE

1. DADHEHE RIEER & DL
NEDOERNOHMAIZE, 1-2DOHIEAFELEFT LIS 1-DEEND NI IS —ED/L—
IS THESCHIHA T > TWET . L2AD, HOMIROE S FITERF<EED/L—1 28
AR, ZESRELE IR hnsD 9. ZIUIE SIS O T, BB S RS B0 E
I EERER (DA IXOe O TEF RO YA 27 % B LTI A e 5 (B Ak
GE) , @EFAOMRIZIZAY (BIH), @MLiECY >k E I L CRID g ~b B0 (555), Ofth
FAIE LB LT 2D REB B> TRITT D CERE) SV BERSIEE T, — R
PERESSS CI3 B HEMERIIHI I 9778, MRS A TAY — NS, R, BikE %
T2l THVETA.

2. SFIREIVERE

TERDOHIH AANIA A RSO BET S OAAFEFRIEL, 2N ARSI T 5L B gL L TR A
ENHIETT. LaL, ZOMERAMIL IS A I T2 1 LV 3RO AN = X BEFI LT
WHDT, BAKIKEDZZ2H T EFAIICOIERALET. FHIBAMBENERE, /3303 E

IR U CHENE DB 24N 2.2 KO ITB S HEAN 72 00T, A RN C HRE AR el 3 0 B8 703 R
VVEBE, B R, BARAIIRICHLEAL CLEVET. 2R, AimERRED (RYEIC
72009 <70%), WbEER (T, BIGREE), EEWSTZgEH BT b EEATLE.
7o, BWERZ VKT THEHEZINZ TODTD, ZLO5E, [REMLIR TEE £o
TWELZ.

BOED 5y TAMFOFRIEIZEY, BAMIEOEEEHEITE 5T 0 TR (7 ) o
FLEMSEESAIL, DAMIBE TR, HOWITERIEBLL TWD5 Wb D357 o T
TFELZ. RN, 2 oD 1a25—57 vy e LU T KOIT/ELI, BAMRE IER
MLz AT, DR OEER TRV REZER T 528% HRE LTRSS L2354 T (X
1, #1).



9 ERAAICEITHD FRMARELLABHELTRE

K1 BATEESIN TV S FIERARE

(2007.12 BER7E)
—f (ERA) BISIRE
24727 (Abyi) FE/NHER AR AN A
FAF/AUAHI4L) SR MmE
IVESZOAUVES V) AHREtEEME B
o &1 B BEME B IS
ANFZT (7))
HILERBEES
1 DFEVABEDAA—D FIAYR YT (N—1T'FY) AHA
BIZEEME 26 INAMEETT. 5 FIE KT IIT(NWTAR) LR EHWE
VRBREEINAMRYE DS FERHEL, Ji NINYRRT(TINATFY) ahm EanA
E9 5128, EEMRRICITZEES R, IVAFZ7 (At) FE/NHRER AN A

LU, 0 FAERIRIEIE L W THRITE D WD T TIEHY EE AL BIZIE, 77 FIERITE R
NI =T b T D0 FD, SAMIBALSOMIBIZH I ILL, 2> DZ D43 OMIIZB
TRIEDHRENZH TG E, ZOMEOMEEZIIHIL TLEWENEMZNECLS T REMEN S
VET. T, B AERRRENMESN TORWSFICHlE, REOIERZR I mTREMEDN S
DET. LIED >, bLEDIEDPBEIVIZESTHR THLZHOLN O TRITENITHR S
MRMPRFTE, RIERDOIEL DK DIENATREICRVET . £ TIDIH7R 0 FHEIR
W DNRA TR, WHRIRRIEZEIR T 70 OB Az EH L £7.

3. Her2/ineu EHAADBEGFRBHRE

HER2 (Human Epidermal Growth Factor Receptor Type2) FHfIDEIZIFIET D
RAREZ NG T, 22V RS T D LIS IE D AT T D 57 7 T v i
(AR ET. AT TITH 15~30% DAEF]I TZD HER2 #2 /RE D G plA 3B L T
W5 HERZ/neu Bi173@H O 2 5L FIHEA, FIRFIC HER2 22/ 7H B TOHI LN
IV ELT-. ZodREEE HER2 EIFRBLEWVWET . F72, ZOIH7 A TIEHE 2 T

PR BT CAFAEL , MRS DO, {L2ERRE S, MRENITRZ D2 8IZE) —EDK
IS G ST I TE. ZRERITHETOWEII TR EFHTINS.
9 VTR AR AR E T D RS R E LS UG 542 52 0WE.
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I EEOLBRELFHRE

FLANTEA, BRSNS WZEDHBNTWET . FAY X< 7 1L HER2 Z0 /7B IZFF R
INZHE B T DINHEREN e MEE /7 — T L HUR YD — x4 T . NIRAY X~ 7 H3l
KD HER2 # VBTG T DL, ERRRio TOA R UM A BrEL LS &2 “ S i
NEDE )7 —F VPUREERRL, BDAMRAENE TR IERERELET. £,
HER2 %> 7B O¥k B K& S 5281280, BSOS IHIL £, 20 2 >DOfE
MCE > THAMIEDOIIEZ I A, ETZIHRPERSNET (X 2). BIfE, AARTHRS
N TCNWDITIAY X7 B 50iR1%, HER2 R BRSNS AATY. 22T
B G RIGORROT-0I1Z HER2 i FIF BLOMZMR AN L EESHTWET .

HERZT,WE s FSRAYXIITHANAMBRE D
' HER2BINOBI4ESTRE, %
NEEWMELTRE T 0EM

fan@EcLYAAMBENKE

HER2 S/ I OEERTRP ~, 0

;nabﬂ/:;éu\)ﬁggg?);g(; . E£f-, HER2 22 /\JEHh
&b tERE(REL LD
{EIEFIRE T 2, T OiEER,

FEh e BaEi A S, SNEIERES T FILDIGEES
FREL, NAMBOIETEEINZ 5

[sesemra |

SeiERin AR gL
PUEEFRZ (RES
B

2 FMIRYXTTDIERAKF

1) RERUEREE

HER2 #RIFHOA HA A 32 5230 H kL (Immunohistochemistry : THC)
15, FISH 15, ELISA L 72 m®0Ed. ELISAVEIZZOREDT=HIZH LU fEEH kA
B53F, —20°CLL T CHEERFL CRLERHVET. —J7, THC I, FISH 1EIXoA5 A%

10 e MbE /7= AGUE B a—F LV HUR LT — OHURRE AN k57 v — il BAES L
THURDZET, MOEERIENDY, BF 1L~ ALY e 8 OEhWiliaz i L CIER 5. LsLIBEIC
T 2854, BIH L CIZAREBIMEDREOE OO DRBENGS. £ TRIEOBE T L0 %
A, Biiie B Sk OBURD — A2 %, EROFUED I L= O MEE /7 —TF L Hik.
YWIELISA {4 : SOGHEL L IHC {EL R CHURHUARSZ R %, THC IETIEA T AR 7o Rk ik 2
A CTREASE D2, BELISA IETITHAERHONED 7L — NI EFE ST THY, Mg Hilfl - miks 22
\ZHE, MR ICE ENLHTURE ST L —h ECRAESETRINT 27715, 2O ETITMERICE EFhoht
JRENT 3273, ETITAFELTZNT B0,



9 ERAAICEITHD FRMARELLABHELTRE

IR E DRI R IR Z LB LT, Il H OELZEN OO/ T 7 1 eI BRI A 2 ff >
TRAEMTONDTD, BIEIRATOITHNET. BUF, 2O Z OO TEAZ W THALET.

(1) IHC &

THC &I, SURSUASOSZRIAIL, #A&TIAFES D HER2 #0 "V E AR T
HINZLIZFIETT. K BITIZTHCIED— 2> Th D EIRERY ~— 1L B DK 2~ LEL-.
HER2 %>\ EEDEDIFIEF N NS0 172D T, AE Tz TS CRlIZLET. Zo
F1EX HERZ/neu B 1 EW) CThH HER2 Z XV EZ L TWET . e aosis, Mo
EUTYFSTNDBIENST2ZETTL—REL, 0, 1+, 2+, S+EHIEL £, EREOYEfEX 4
(ORUELT-

DHEEMHoEVWRERGEF AL,
BHMEGREYME) &1 Rikb LU

DAB CHEE®) {327/ (158

S e @@ TORISEERSEDHIIITEHESH

o -SRI (2 KHE, KU=—, ~LAF
ﬁ/ _}:;;t U5 — 1) EOMEREIRR LTI
Y D QZOEKRIZFFI/IRAVFY

Y (DAB)ZERIEESEAHENILAFLT
—+¥IZ&>T DAB [FEEMNSIEREIC
ZiLIH5OTEHHMYMEDHLHMBHD
HFEBRTS.

3 HC ZEDRE(FRER)T—X)

2 NTT 4 B AS AR, TN L o TIRD S R A Lo WD T v — oL <Y
THIRR D[ E (RREHER) L7288, Mz T 7 4 RIZIR L TRED TAEARD L.

R AR~ —i£: THC D —OT, 2 RPUKICRY~— LTINS HE R ZE W CTROGE RS ¥ 5 514
DT .
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I EBEOREHKEETFRE

(2) FISH %

4 HCEICKDHER2 AL /XY B
B8  (\—tTTRL:DAKO #HEMR)
=BT DS5, BIEMEA 10%LUT0
LDERAIT0LT S. EiEHEREAY 10%LL L
Di5E, MIENEIHIICEERBEINT
W5i55% 1+ MRRICRBLI-HEED
Z2EMERTEDT 2+, BREOLEMEZTR
FTHDZE +EHTET S.

FISH {:TiE HER2 %2 _27'E T, ZOFEIFEEOIRIK THD HERZ/neuBin 1D
WOFELHEL £, HERZ/neu Bin 113 17 HBYARICH L8 T CIEF ML 1T,

OFY 2 HHVET . Bin T OO AT IRTE

ZIE 2 DDEGAENRHY, YOARDEZF DD )M

ZTCWDIGE L, e ROEITIER CRIG T DA TODEDDY, BB OG0 7% B o FHEiE

EFFONE (X 5).

CEP]]F'H

i

IEEHIfCECEP17 &Her2 D 2047
FIHEHETD CER THY.
Her2/CEP17=1

@U

BETHEIEERTIT
Her2/CEP17>>2

OOO

oo <

FEAOHEDEITL BT
HerZ/CEP17=173 D CHBIE TII/aLy

5 B FDEIEEE

17 BF2EHKLD 2 BEOTO—T
(HER2/neu &{&F: 7k, CEP (2 hAAT)
REMELGF K ZRIGSEHEEE
TIEFR/H=1, HER2/neu B FHEIEL
TWAHIB TR/ >2 £105. 5, 6
AKZDLOMNEZ TLBIGEIETR, KO
FENETNEZTLDD, F/&IE 1 &1452B
D TEBEIFHEINALY.
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6 HER2/neu &{&F FISH &
17 BZBARD L LOAT R, HER2/neu B FE R CTIER. BFEEIIREFDIT FILOEMNIZIZRELC
THYEE(—), BEAIZBASMNIFOIT FILOBNEL, 4G >2 THY, #ig(+) EHIET 5.

HER2Z/neu BT O¥EMERD L EONEBIET D120, MRS HERZ/neu &5
HONIEAR G, YetafRoT ha AT (YRR I3k a0 @ AR P ICHFFSN TV E
T OLODOMBINDIRO L 7 F VAL, kDT F VKA TN, FEFMI 20 #8248
BLET. ZLTCEDOH (RO T F VRGO 7 F ) 2H L, 20 2L ETHIR
HERZ/neu EAn RS HEL £ (X 6).

2) FEROMBMR

IHC {EIZT 3+ HIESNTIERNITIZEA L DG, HERZ/neu i&fs 1 OHEEAZ £~ Tk,
NZAY X< 7 % i SRE B R E S, 0, 1+O%A 1@ R BLAN Y V= 6D FEE I E B & E
SHET. EEDLERDIT 2+LHESHTIERI T . 2+LHESNIESITIIBLE 1/3 LA
T OIEGI TOHIEAR T HIEATRD HNDIET T, FEOOIERIIZ HER2 #>~7 B3 LI Z T
WA E GO IX B ERI T, £, MRV R~ T ORI ML 2+DOFERIE 3+DIE
BT T D LGN B+DRERITHZNTT . LLEOZEND, NIRY X~ 7 85 )3E Zh 7o iE
Bllx HERZ/neu Bis 1 OHMENHHIEFI LB 2 HAHT-8, THC {ET 2+ fESNI5E 13
FISH 1 TR O A 2R T 27 EDNRATHhITWET . X 712 HER2 &N A EL
DELZ. IHCIEZATHOTIZ FISH IEA1TO@IUKSHV £ 7928 FISH £l A= AN mi<, R
[f16 F M6 757220 T IHC {E TRER 6 DA FISH {EZ2 F i+ 2D — AT,
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A AR
|

| |
FISHRZSRI ATO8BS HCFEFRIATIBE

. =

B
C__FISH#E O SR (IHO);
n a B

i%mal% L) i%malfcib

34+
A
B5ELE || EEE
tENS 4B 1E8hE |SlL

-

1% S 5 I8 i 4Bl

2+ I+, 0

7 BRI NAZRRELI- HER2 BETO—Fv—k

[REIELT HER2 BREILZHEEILAZXRET D, A (2 HC EEITLY, 2+DIFE DH FISH
ETHERTHHEE, RYIHD FISHETHETEHENHS.

3) SHRORE

BFE, H AR THARIN TWLNIAY X~ T #5083 HER2 @B MR IN 5
MDA T Lol 4, JRBMEAD AT AN THLI LN > TEEL. £, 58
PERL A B At G L LT B FRIE O CH HER2 RIFEBLD RON LA A TN
AY R T % G Lo S B AT X DI MBNFRIE D I LI 2D T DT LD RSN TN ET
SHIT, BIHOTEZRT-LL THER2 MEPEHG HELRK - THLHEROOLNTETEY, 51,
TERET-, IR AL T DM E TR, MR X~ 7 IREHEISRE D 3 DOl
735 HER2 M 2179 ;BN 5 <725 TLHTLLD.

4. c-kit, PDGFRa HILEREEZOEEZFERKRE

ML VB EES (gastrointestinal stromal tumor: GIST) (F&E ' H /MG KIG7eE D
b/ OREIZ TE DB TR M LRH XN D O—-2>T9. GIST OEEMlai, {Ht
B ORENED T2 D/ g DRI OIRAELTZH O T, MlENOHAT HEH BA K
DA EITFAEDHTT oM - HafE ORED A>T E T
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GIST DJEEMALIE, Frgiry7e KIT #2 ™78 kT CD34 52 B ZRBLL COVET .
KIT %2 _0B1X kit BInF OB E 2T, FiE OWE ORI Z 52T 7o L& 72T s H o
ST NEARE T DB E R COET. LdL, ckit BInIZZERE RN, BE e KIT
GUONTEINEASNDE, BIHZZ T2 ChOITRIREES 7 T NV A2 H UK 2720, Mildo 5E
IR D ZEN o TEELTZ. KR, K9 90% D GIST Tl kit s T2 50355880
i, B KIT 2 "7 EORBINRBOLNTWET . £/, KIT Z2\VEEFELLI 7
PDGFRa #> "V EOERNDRNERDGEBEWPIZAONET . ZUOOIEFIE, 1EkD(b
FIRVER BN BRI TIREUE D i<, FRCHESRE O RN D 560 FINIEA 725 Al BE72 11X
IBIRINEEC LT, £ ilt, KIT #2328 PDGFRa %> 3 E OE&E 2 I 5E T 5455 FEERTE R
AT, BERICHSNTOET . A~F =713k, =G5 B s A A 288
L WA R R DEEENEL, S 7Tz k), i AERZRETAZEEH
A B STV 4y FRERDIBIRIE T . ZOHMN KIT #o U EICh A THHZ LN REN, H
ATH 2003 1T GIST DIFHIEL L TR ELTZ. ZOF GO N THC {EIZLY KIT #

VB RGE SRS LT GIST SEfF| LS TuvET .

1) RERUVBREE

(1) IHC &
KIT 22 "B OMEEITALBADBLFRELFRRIZ, £, HDVIEFIH B0 T~
A IR AL L7 THC AT, AR RA M 8 ITRLELZ.

101 CD34 : & M RiHEAI Y, AR5k AL O R i~ — 0 — TR DO o5 1B 5 L LA mE D -
L.
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I EBEOREHKEETFRE

HE

(2) PCRIZA LY bo—H DRk

8 GIST HAYEHIFEE
EX 7D GIST 85, BF A FEETS.
KIT 22 /N0 B M GIST D DHFBE
[TIRFL TS (KIT BEIFIR) .
HEATRERI ) -TADU 6. il
BHREO-OORL—RHLEEE

68

THC T KIT 20 ™" EOFBDMER TERWG AT kit B{s1<° PDGFRa Bist
BRAMAELET. 3 THC VELRIC T 7 4 I SR A BHARE T 0 DNA ZHhiHL,
PCR/Z AL I — o AETRAG T OB RSN Z T, Bis FREOFEARRLET. &
BROMAEDNAZK 9 (TRLELZ. 2 BUEEAZMERIL, 1 A3l THMEBE TRIZL, 1A
Ml DZ <G ENEIRE e~ —F 7 LET. b9 1 BORYAFEARIL, ZNERICERy DA
ZHEEIY, BWHRIZ AL T DNA ZHhi L £77. KIZ PCR £ Toid DNA 280 5 IZHER
L, ERME IR AT, RE RSN HLNEID R LET. X 10 (TR R ZRL &

L.

PCRIZEIZ T igng
(ONAZ = HTESRY

‘ \ TTATGCGACGTACGTAATACC
-
HEOCENFigE
\

9 PCR/ZALYN—rURiE
INTT1U R BNAHIRED DNA ZERY
HL, ZDEEFOERERIIZERE
TEORELRNDIAE.

AN,
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10 GIST fEFITHELF
ZERH G

(LB mBRAREERF (1 FEER
) RHDEEN T(FHR) A5 C
(B)IZTEELTWS. (TER)XRXK
Bl : RENDER 5 TEEDRENH
B1=8, EFBIDIRERIBESI
DRENELGOTINS.

2) FHEROMBR

%< O GIST ITHFRFANHFAI7 285 R L, 1ZEAE DREFIT KIT 2237 B OFRELNE
DHNDLDOTBWHIREETIIHY EEA . L URIRESRIUL Tt OFR 15, HDHVITRTER
RE72 & DR T HI=8, HIZIX KIT 227 OFBIMG D FE M) e E 2 W2k H 5
WBHVET. ZDOII7eWE, c—kit BIGT-° PDGFR o i8I T EROMBNAERVET.

3) SHRORE

FHUZ PDGFRa #> /3 7E D5 GIST OJFRERVETN, A~F =T 132X ~I'E
DEEIIRL TOHDIEE R NS D LN 3> TWET. ZDO—F5 T, ckit X° PDGFRa &
BRI EREFFZ700 GIST I2IE, A~F =7 DBIXIKNZEL 0> TEELZ. ST
1%, kit Bl TFEEIZLWDINONRE—=UR3HN, ZORE— NI TA~TF =T DRHRIC
ENRONAZEN o TETWET . A~=F T OMRTHENOIBLENOTDHE, 5%
KIT %237 B OS5l A 721 T8 In F A R O LBEMER m E-TD0bL
EEA.

5. EGFR MAADEEFEEDRE

230 CHE, /ISR A &2 UL O FE /NS A S UE T3, bR IRR  EER
KRESEARDET . INEIAA AT, BIFEASES, IBE LT VBATT R, FIsAA, BTG
FENIEFIEBIN SN ST, —J, I NI A R OL O FHR A R ED
TRIRETT D, EATL CLEST A CHR OB A, TR OREZ M523 REET,

147



148

I EBEOREHKEETFRE

PLD A2 E DIEIFEL N ESWFEFEO 23 A T FE/INIREDS VTR D A, T B AN A
KA A3 E FH, BRI A TH LB BE R EL, LM THEDRF W ST
NDMORIIZZ S TEET . IRICZWV ORI LB AT, BERRWRE AT kD28
MU HARL T

R RN 2 %18 (Epidermal growth factor receptor: EGFR) I3l mIC/FLEL,
AR > HER2 728 LRIUZ IR R E T . 2O L ORI TR i 22
EL, 7R RO BT DEHRE MG TEY, EGFR OFBUIMN AT TR, 4
Wi, B AT E L OIEG CRISSNET . 774 F=713Z20D EGFR OIEMHAAEL, £
DT T NIMRESIVRWIDIC ARSIV HEHF T, M OMEZ M, Mi/NS TR R
DHIVTOET D, TOFELVMEFIE 0> TOER AL

WA AN EIT 27 7 4 F =7 OIREMIIMO T A K IT 5720, TSN E I THRT 5
22 E BN R BLNDIEBI 38D — 7, RPN EST RO BIIRVERIH D 72<HVER A
o, MO FEERNRIEIEL 1T 2720, IRV R EE A TIRODBEDFEOHNDHITEH

BT, LVETIERIEE O A BE THRRIEFI DL NZERFENTWET . ZD%E
BLENROENTT T 4 F =T OIER 725 EGFR &G TR RO EIZLDLO THHET D
AN 2004 ARICFRRSNELZ. ZOBDOITRIZEY, FE/NHIERAD 20~40% 1224 5EHHE H
SH, BRNTIIERNEL, BROBDLNIZT T74F =7 NhER0TUWMHIA N H DI ED355730
FLZ. F e, T TF =TT DR E N BAR LR D/ — N> TRESERDL LY
Do TEELE. 72120, EGFREBIn TAERLT 74T =7 ORI R EDO BN FL, 3K
P MO BB P RIK - L b DM, Bin FAERET T4F =7 DOISEMEE DN AT
—HLARNZE, BEOBBRITEIZOWT—EDERIESCHIENETENZEREDOHE T, 4LT1LH
BHANZZOERFEREBRELR2ITIVULRLZ2NE D TIEOVEE . Fo, T 74 F =7
FAZ LIS N R TFED DAV TWET DS, AWM OIERITFEDO LN TOER AL

728 TH RESHE SN IDITESERZRBIER (FPEMRR) 25 S22 ebmbi
TWET . ZOIH7RY AR % [BIEET 57260 |28 B2 SO Il AR HEIE D &3 5 B S A DR RIN D

105 PRM—= R IO FEIT T DO—FET, fEER%Z LD BUVREEIZEES720DI0, RELp ST i E L2 D
faz B SRR BRSO 5 | SR ZSNAE B - HFEi SV (e r T A3 72) ffEsED Z L. 2Tk
T, AT R B, MELREIZE DM DO B DO BEAVIZ K> TR ZDMBAEIL, *om— 3 AFEE) LM

5.
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BRIC EGFR BT EREZRAE T HILIRERERDPHVET. ZZTIRER FRIIEEL T
NTODRAETTTEIZOWTERHLE T

1) BESLUREE

BUE, 774 F =7 13RI R OMBRIEE L TOMRITFBOENRNZD, FE-OwEIGIE
DI A EIFEIELT D720 FHTARGELRIE R L 72> TWVET . LI > T T 58
(I3 E D FAMFHDVNTERREF DT 7 4 OHHEAE AL E L E 9. £, FREEOM
K, Vo DRI 2 it I DEROIEARZE 52N TE, ZDHE1E, RNAZHIH
L, RT-PCRIZ AV I —r o ZIE O CHESRIAN O B OF AR T 520V E .

— T, 18 T, 19 ) IU20 ™ 21

(4%) . '(47%) I (5%) ‘ (45%)

aFL 719 . Ok 746-750 ak>,740-770 /858

Atz | e L | zztams
N DT S e

IOV E T HOVU21 ODERT
§1$U) 900/01;{_11'65)60

11 BN AIZEBIT2 EGFREIGFEED R RISEE
S AIZE T EGFRBIZGFDEERMFTEAAMIE, (FIXID 4 BRICEHRSHh, dTETHVY 1912
BlTERE T2 21 DR 858 IZHITHIAEURERD 2 BRTTEELAD 90%LI EE HHS.

RTT 4 IR AR 2 554 3T O DNA 2 LES. fiad A, Rl
EGFR BinFERENHLMBILOLE, MG MIdE EFMSRELST <, SOIZERBRIAK
DI/ NS e WG A T IE AL E W a2 0BT A2 LIXARATRE T . 207
», GIST THEJL T\ 55572 PCRIX ALV b — 7 U AETITBIE A REFRIETHZLITIE

(CINEETT. £, MAAICEITD EGFR BT ARITIN 11 IR TIOIF T —BR A
EFEINAE 7 D—EDMBEICEEHIENHOINTERY, =7V 19 ITBITHRKY, =7y

ORT-PCR/Z AV I~ r—4r o Al RNA O ERLH 250~ 2% J7 1%, RNA [ZELEE PCR YA THAIE 22 LI3 Dk
72UNTZ8, RNA 735 DNA (L GEHR S5 RT), £ DNA % PCR TR t4, HaIAls 2 i35,
OTEAR - KK 8 O IR R LT DB F A ROZ L. RIGTHHEIEOBUIEE % 7273, EGFR #in 14
BOGENE 3 OfEH (2R HAL) TRETS.
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1 I2dbHaRy 858 BMIAL L AL RO 2> TERDK) 90% % 5D £ . £ THREITED
— LT, BB TOKRYE, HEAZHHAND PCRIZIZ AT FUL REE, 1 S BB 28 B
T A YAV S T a—T D oD HEAFEALET.

(1) PCRIZST AV rT7H ) RiE

BAR T EROIBHIED RS, FEABD LG, €D p% PCR ETHIETHLIER X0
FWDNAWH, HOWIERWDNAW A BMGOIET . ZOMIREY O 7T EOENEFFEIC
B CREE T D715 PCRIZZ7 AN T F I AETT,

(2 4140907 7n—J&k
EGFR&GAEBRDIL, AR 858, 719 DERIL 1 SO ENEZHDOIERTT. ZD
WA B U CEROMBEI T FEN Y A2V 7 T a—T7 T4, YT V44125 PCR "0
1 fiT, HOEENEF OGE1T FAM SV a0t ERNFOLL, AN ERIN L A1X
ROX LWORIDE S AFENFEN T DIDNTEKFTSNRIEE VT, Bl A ROF WA R
LET. EGFREIn L1 >OT L/VINTEENEE L7 TG LT 5720, ZRBFEDLN
A CHEF L E R R S — o (B AR LS Tz 5 — 2 (22 B O 5 3 &
WET. MAEOHRNERERARE R FIZK 12 1TRLELE.

108 R B ORRFHRE L THERE T AmRNA _EDK T RIS TS 3 ST oD RS DL, m
RNA 2R OBRIERITBALGIR S (AUGLEIRRE, 3 BT LIZ—2D 7 I/ERICHRRS LS. ke 858
VI DITBHEAEAR U DD T 858 & H DR 157

109 I2B LRI B N AL T 528 TCa— R T 57U BN EDLLBIR T ERDOZL.

1O Y7 LA 25 PCR £ : PCR CTHERES T A IR L7230, S 2L T2 DNA REZERT D
HEOZE, #NWEE A, FHOME CRIE T 2720 ENEL, &7 DNA bR T 5283 TES.

HE L L (RISCBART) Bk EORIUALEIZSHD Z DU EOBIEFDIHDO—2% L, ADEEIX
HHROLDOERBH KDL D D (—%f) ZZIFHN TN,
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WAMROEL &%
NaefmEEEEmY
M MmC AN S

A \u/ DNAZ $5iH

@PCR/ TS T A R FI R QU2 I7O-JF%
CREiE A (EEEBRNEREL A

Hipm

x|

ZEE R

| £ 200{
4 500 i’ |
. R [ — b1l 20 ELL 40 | o

Cying

12 NS4 ABAEMNSD EGFR B FEER LA
INT T IR S DNA ZEYEL, DPCR/TZT AURT FID A (REKREER), QYA T
70—7J PCRA(1 BEBBRBEEREBRLR) ITTRELTS. EGFR BEFIINAEBLGFTHD=0H
1ADEEFDI5, 1TADTUIVICEENEISIEICLYEZIETS. LIZA>TEEDHSDNAE
RETHE1DOBAIOHFERLERBOEAIERHINS.

2) FEROMBMR

EGFR Bn AR, K 11 ITRLIE 7 4 EITOEBRPIREORIGERVETN, LERO
LIS T I 4T =T DRISMEIGED R H DI ENHONTWET . 2, EGFR Bin 12
BN THT T4 T =T DHEI THLLELHVET. 6> TEBERL EGFR &5 T AR OR
RIZTTII2, BUERE, MR, MRS ARG HICEEL, SISO HENRSITNET.

3) SHEROERE

EGFR &5 TERLY 74 F =7 RIGHEE OBEIEIC OV TS, £ M BRI £ 7 B
BCHY, A MEICOWTIIRETT T, EGFRE AT ERMNE T T4 F =7 5T
BIEBINSHHZE, G TERIVGEE THIEN R T DLV o EbLHHILRY, 2R
72 HHZ LT ETRETT. Ld-> T, BB TS T LB SHNICEEFEROBR

151
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REATOVEIIHVETA. LU, BEOIEDFER, EGFR Bin T ARG, KR 42—
ANZESTTF T4 T =T MUSHEIZZER DY, =7/ 19 OB K I, Gk 858 DIAEL A
RONETRISHERENZE, 77 4F =7 HERITHRUIESNZ B W THIDALEDIA L X
BRPBHINDEVOWRER, EGFR BI5 1A RIT7<, KRAS Bin""EROBHLIEFN
BB BT HPELARDENSTZHAELHTOET. LR T, 4%, BRRBROR BI2h &
DETH, FHERIRORE, 2IETH, BHERZBLS, LWVOBLED O EGFR BT RO/
ROVEMETEELOTIIRVINEE X ET.

6. REDHIERESERDEE

Oy FRERTRIESRIE, MSAMIRE BRI 2 XRIL, 23A MBI E R T2 E R e 3L
L TR ED DI, FEE, 4 £ TIHIRRIEDORIIL D D727 S TR O F03 AP T O
GIST, =L T/ AT I W TIER A D3 A L p o> CuvEd . F7z, BiTE, BRRIE
BRIZASTODL DL D772 ah, 5% EBITHZ Qb LBEbhvEd. LinL— 5 Thfi
AN BITDIRORIE OWREFIRE, ZOHREFRITIEEDLELINDIEL 373> TET
WET. LI > T, ENENDOIEA, HOWNTAERIET D02 LI GRS ZRET 57290,
FTE T EG FREOCREMRIIEELbOLEbIvET.

BERH

(1) HWaSE, fth: fede- o0 TEERYZED JRf i BRAE 35,355, 56 (4) : 1706 — 1789, R (L4, H5(,2005
(2) B =AR, fh: o TEEROTRIE, FEEALRE, 31(7) :1034-1040, AL LA, B, 2004

(3) AR, filn: Rt o> TARANEIR SR EL, TRERLERIR, 24 (6) :578-633, 574, U, 2006

(4) BRI oy TAERIERIEOBUR LR Y, IEFROH DI, 215(7) :601-605, [t 3 H, H5,2005
(5) =M/, fih: HEFHA F-FHEA], EFDOH DI, 215(7) :613-616,1E AR, 2005

(6) BEWINE—, K- TARRRIE DO FEES, A ERIR, 55(6) :1635-1702, 7k H-3F/E, KFx,2006

2 KRAS BIn+-: RAS BinT LI DA B 59 20 A BUn D — D THY, mISRERIZI->T
TEME S AL, MO R E IRz 51 X2 RIS A, BlE A, DS A7a L kR % 7R EANEE TS TR R DNFED
LN TS,
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10 MK¥E

10 8 MEK%R

TR ET  tE R MR i S 1B 2e S st e
REF TR AU R B R A e i KR, 7 ML B B R (5 PSR 2 b sl

BRI F R B M S e, [ IR [ S e (5 - e 2 M

1. [FCE®HIC

&, M ORI A H X MAENGIMEASILH TV ZETT . Mz kD 57D,

FT ML T/RENSKL, 2O, /MRS ESSSEIITE Y, 200 % MLk EE
E K123 A RO ICEDHZETIEM AT/ ET . A (hemophilia) i%, <25
MO TOWDBISHEDH AT, — DO MEREEEIKX 723207, (LS AL—RITITRbIR
T2 HIM LR <7 b T, MAIRITIE, AR A LA B3®HY, T2 A
(MR S VIR 28, ML A0 B I MiEe S 55 XA 25, Je07n7eols, i35 & mii)s
[ E0IZ<L, M3 EEVICLLARD EF. AR, AR A TIXHEVIE &1 (F8)
(2, A B I X B I5 1 (F9 IR R (RIS 2 R) 2AEL, FHIRFRHIX

KT DRZ0, BREN R TEELRDTLETHY, TOMIREL THLIREEE R ENEZHISNET.

MAIROIRFEITEE AR R L TODEVIR - FXF KA F A2 FLET. 2O C, Mikns
VEBIVT B E R 18528 C, RS HIV OFEEN RV RE/BBEERDELTD, D%
(X2 MR BANZAEDZEN KD LY, £z, BhD MR ZE D7 B AR TR x R
AIBEEDLID IR, KR ORZ IR ICm ELEL. EB0e iR R0 M7
BIfifEE DR AL DR AR B O QOL 1M EL>oHh ET.

WE, MACFOZWNE, HMAER, SRS ER L FAMR A LD B VI 1 GEIXIK 1) &
DX N AR T DT E TR ATRE T, AR -2 W CRARFHIMRE) 1, AR O KK TH
HERESADBIE T REEZEERETHIENTEET. SLICBRESADBG T BEZ R ES
HIET, ZOFERITBITHRIIEF CRIKF OBE T WG TEL720, 1EROERAR MR
BICH AR TRV EMICZW T 228N FIREICRVET . ZOLIIZ, MATRDOBERFZIniTiT£<
OFERHVET N, ZO—J7, B TZKOEIZHT-> IS DOEENRLETHY, i
LDOZEZ+HELBEL CEEIITORITIUIRLRNEE XN ET. AT, AR
DBW, FIELERE S A OIS, IAROBIE 2B DWW TR L £
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I EEOLBRKEEFRE
2. MERFEDE
1) HmfER

I AR O B R B 7 HE U RE R 00 BERE FE 1, 1A% Fh D B VIR 1~ (BEIXIR 1) &S B<HRBAL
FT. IEMEDS 1% AL EIE, 1~5%IXFFIE, 5~40% I FEIEICHFASITWET (R 1).

& DEEEEIRFHAVEENRTREERICLHNE
43 <1%
HEE 1%~5%
B > 5%~40%

FIER TR, FLIRHIDG U A O iAo 7o B2 R L ASRAE L THBLL £9723,
SR LA BRSO A N7 & DT IS 2 < A BN D IR0 E. Mich AR <P
BHMARELHLI, HENCEEANH MR OREERHIbLIBILZLNHVET. —T7, B
JEGT TR MAEIRITFE A LTRO OIS, P -C/MEL O 1k M R EE-C 55 H i, AR —>12k
L RN ISP FTRT2E OEE ML FRIAT) — = T IRAE D B FENOZISN D5 G320 D
T

2) BMFHRE

AP == T T, A hr s R T T2F R (APTT) I3IER L ET 725, 7 ak
B R (PT), MR IR X IE H T, AR A Tid, mAEEsVINA-F-EMEDME
TL, AR B TiX, HIXEAEEMETLTOET . e RANZ VIR 05 X R -1 PEDS
KT LTCWAZEZMER T D701, ENENDRAITHT D8R (e ¥ —) OfFEE S IE
THIENMETT .

3) RIEE

MACHH A OBEEIE, HAEBF 10 T AHT-VIBEZE 7~10 AT, AN B IXiLAR A DK
1/5 OEIETY . AR BEEITEE BHETHY, AR EEITZDOO THTY. AR
A, BEBIC, XEEHASMEEEEAEZEDET (1) ZWIIIFEEOTERN KY)TT 23, 3
TOREBNCFIEEDGBD HNHEVIDIT TIEHVE . BIRDHK) 1/2~1/3 DIEGID, FHHN
(ZHFE D HBIRWIFES] (de novo) ThHEHESILTWET . 72720, #ESILTHHI



10 MK¥E

PO, ToEFL DRI IR DSFRO bR --72720 ¢, MR 2387
WM (REBD (OB T- SR D2 TN T2 LV Eb EEN TnEd.
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I EHOREKEETHE
3. BIcF2H (EEFHIRE)

1) EEEGFEERFER
AR A DELEGE 1O F8IZE, X Ytk i (Xq28) 125 186 kb D KEXTIFEL,
26 HDOTTY  ENAETHA PaL DR ESN CWVET (X 2).

IMLACHH A O F8ZE B O ORI DIZIE, WAL (inversion) LFEIZN S s T2 BB,
ZOWNLTEIERIOIM AR AFEFI DI E, K9 40%I1ZHAHIET. Tk, e 22 NOE
{5+ (int22h-1) LFEEEOBELSNS F8D 500kb LA FEfEN 7251 (int22h-2,int-22h-3) IZ&Y),
ZNHOM THEEZ MY, —#D DNA BAI 72> TLESTeb DT . WAL OfRHTIZ
%, M, A hay 22 D& T n—T LU T ay T U ZIEPM T TEELED, Bl
{ETCIX 10 kb LA LD IO IENEZA1TS Long- PCR & TRENTAS FIREEZRVE LT, WAL D&
R AERIT, IRV AER, FUBU AER, NSO, KEWKRE, RTTA4v0 7
HNLDIEFIRE D, ZRIADE RIS TOET (% 2).

A% B OF B OFEXKAFEEF (FI 1%, X etk (Xq27.1-27.2) 125
33.5kb D KEXTHAEL, 8OV L THOAL "oy NORERESITONET (X 2). FIE



10 MK
BOIATHZEEPBRHSNLTWETN, ZEOBRHEHIILTWODEEIEFI DK T0%03IAE
VAR TFEY LU ET .

#2 BRFEEDOER
RER(—ERER)

EREURER
>t RER
RIZGAD T DER
R %
A

B (MAEHEA)

2) BIzFE2H (EEFHIRE)

(1) A&

ZIVETIE, RFLP (HIFRMT 7K 271, Restriction Fragment Length Polymorphism) 72
DB~ —H— ORI LI FEICED, Bla 2 kniE s TEELE. L
L, BUETIL, DARNZH AR T B L — 7 o RIEDME R T ITAT 2 D KO0 »> TETZZED>
B, XAV I —7 2 AIEIZI) DNA O REFSZREL, BIA - REZEERN 52812
FOBIR 2B T TNET.

F7-, BEOBIBZINTTD120%, ¥ — 7T A THIERAZHE T DR, 1 DO HEDE
Wa& i H 95 PCR-SSCP ( Polymerase chain reaction-single strand conformation
polymorphism) {£72 & OE(R T OFFEFIRE RN T2 A7) —=0 7 k2 TRl , 2 ROLFE

DHEIRARD TD, Z DN OB IERL IR EEZITIZELHVET . ML ZERMERIC
W SRS CODIRIKEIR T AR CThoT A1k, A2V —= 713 AAThHHEE %
LAET. LnL, FEREDRWVKRMOBR T ERERH LIS A1, ZROBHINIZE
MDHIIEDT, BB T OZNLNDO T | AT TAL o TEAR 7 T — 2 — a7 L
DI EFAN R E AR L THLZENREITY . F, BEEET RIZ 2 DL EOERRLE
TET LGB RHHILED, BIRNIINIL TELIENRRKETT.

ELRE R IR IR ETEAATO M FllEZ, X 3 ITRLEL.
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I EBEOREHKEETFRE

I ZORR M OFR I, @ A MEREE) S DNA 2, @ B MO sFEsIcdd 5754
~—% MW T, DNAZEEL PCRIETHIE, @FFL TWD7 74~ —LdNTP 2B RE,
PCR FEMERER, O —7 T ZEIZIVE R SNZRE, @2 —7 T AfERE GenBank <°
Ensembl 7 —X\—27p & D IERHI L, O LT2ERIZHOWT, BRSRYENLT 4
ARLDT —FN— 2%, @ERDOBEZ, ZEOEHFEREOX 8 74 VT, PCR-
HIPREESZ LI — 7 = ZEATOHER T HEVO FIETT .

[FIRFICARAT L= ha— LR IR T — Z X — 2D WSRO L el L C, B o7 3 HFF s
ST, ZOHRIEEBRSL RPNV T UBRBFIE THLLITN R RN GENE<HVET.
— A, RUE/LT 4 R L (Polymorphism; 2 13, RHITIZ 1%L EOBEE THELEL, i
B RDOIRNERAR SO R THHEERSNTNET . —J, BRAEARK LD DL ZEIRE



10 MK¥E

% (mutation; 2 52) DR A T I 1% AR TT. L, EEIHOBEE D IEF TS
i CIEH DT NEBRIIERDIRNERL, —J7, £HITIZIB W THBHENmROHIDHRY
FNTARLTHDLEFTNZIBLEY), 7o Z I TEEE KR GRS EL 52 58 0Ob Z<AFE
LET. ZNOIEHEARSIRETZ T TIEAHTHY, Bl A RICIOEAEORKRER T 22U

(2T DI, MR 28 BAREE R BLER e E O AAT-C, S TR Z L7 T
MUTRVER A, LTeh3»C, BRSO A E WA U7 B RERIL, + o EEICITHO2R0T
IUTTRDIRNEE X HIVET .

(2) REEZ

TRIRZE (carrier; ¥ ¥V 7) LT, 2 KD X RetifkDIHD 1 20D FE8(FPZMARAFEEIELD
TEREFELCODLEMEDZET, 1 ROBARTIZ 1 DOEREFF>TNThH, $9 1 ANIER T
HHOT (K 4), WEH MATRIIFIELEEA . ZOWEMRE P REEZEZ2 T 5 ERIT
PN B B I DA FN TD AT REMEZ TEAEIZFNY, FEIEO LOVEFEIEZ D720, B

WEHALBRICZ 2T A2 T OHABEDOTORENETONET. —J, (RIFNEZ

WU TR IR HARTZENC LD A ENAECLZENHVET N, H RO HE LR
(2T DERARED RS EMATRO T HNHEZ T, HARDM A EREOFMHFIT a6
BB RRE WO A RTR2 W I i LW 2 L > TOVET .

R, 2 KD X QEDI LD 1 DIZEREAL THDHDT, BERANZIIIRKEE LD

VLA CGRIXIA ) MRS 50% R TR T 32572, IRINFA OHEEN ATRELE X b THRY,

FRRHS CIIBE L F IR A LD RRE BN L <ITON TOET. LaL, EEOBRERR
1FOX GeafR DAL —72 ANEMAL (Lyonization) (2 KOTEMED RV 72< 0% UV VRIKIFE ),
W2 100% 2V RIRE ETHOMFET DI EQIEPEITITIR, A FRRER), BRI E DR
TEETHILREITLY, B FHIRAE TORRAEZEOHEDNRELR GG ROV ET. A
995 A DOLREEZEr CI3 g s TH I - £i6 & L TV % von Willebrand K- Hill & D ez
AT DIERFERSNTRY, HELEZZEL TEERBIOMRADOL L4252 803K )
(272> TWET. LL, ZOHFETHIERE ESBrE b o —HICREE NEAT HZ L1358
BITHETONEEA. MAROFARNT, BEREFPEICFEESNTHDE 61, 8isf
W CRINZ B T2 2L 1R, MEEZWIE L THRIRRIER P MmO ES LN ET.

72720, ZOIDITEBENNIGZWr CE DM AR DOBAR PR IRIRIB Z RN BV Th, Fi T3,

WDOIHREIRT, HENTEXRWD, LLUI N RERRE R ELG 8D HHZ L+ oIl E
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I EEOLBRKELEFRE

L7 Ui 8 A . OFRRE DNV EEMIOT Y A 7 (2 B8 DA G & B - 7o SRR R
NHY, ZAHITAMER DNA T3 TERW) QFRNOERDOXATIN, KEIRRIOA
ThHoT-E (BAETILE R D 2 SORNIBL T2 ORKFIZRBW T, PCR E TR AR
DHPHESNTLEMRENHY, PCRIZEAY — = AETIIMR I T/,
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10 MK¥E

4. BhHYIC
AR D& s - 2Wnd, (EROEMFIIMEDOZWHHIEE M7 TIIRL, BESADE
EBE T B2 EBECRET 22 DERE AMERIEF IZE W EEZLIET.

LoL, KERZEL, BB 2T OREDOBE ARSI o Tc b W) B
DHT, EASDREEBERETLHILLTERWNEN) i, H0ICH L TR e E
Hh. ez, AR A BEDOBIZFRITIZERWNT, F8D 26 OOV A7 54
SRR IR B A AL I — 7 L ZIEIZ IR L T, SO DT
R TERDSTHEFIN REDIEFE DK 2% FELELIZ. ZOXHRIERF TIT
mRNA D& REE oMU, FIERIES, FVILE 1 OMIg R ERTC W ES, [ TosY
T IV ATLHEREDFEIRE LU THERIS N E T, F72, BTEE 7 OB O IR 2R EL TS
DTEDMF X TOBIRF DZEROFEFHROME B S DR EEAT > TODOIT TIEZRNENH T
ELBELRTIUTRVEEA. OFY, —KHNTEF2W TIT> % DNA X ARl sk
T T, REROFEROMEIAIZITH TIERNWEEZONET. LR, Bfs T2l
e EZWI CIEHVET D, EORECHIUT LT UL M TIIRL, R TRWIGE A
TEIRAE REIRDG BN DD L3 IR L TR 2T TR EEA.

ST B IR B O RN E R -2 IR I N TR E TR S I FEITTH2EN
FHEL /RS TEELEN, [l % Ot FATKT U CIIIEMER IR 23 570 O E i O B3
FCHY, F O Y MO S HLIZ OV THO R BRI U b W EREN B £ 9.

MAIRDOEARFZ WL, BEISAUIZES> TEBEAZOBAFE R THLEFRIFFIC, BEHEIAD
FROJAIEWRERDOT, TR FZWO H % ERE L ERE PMEEICHRLE, E
(G- WH kT DD R BfR A G DT DA T F—Ra o M T BT, 2% O
BIHD YT E ORFESN I MR B E A R > TEIHEL 2T TRV EEA. SHITIE
TRV 72 AR AR B B D AP R EE O RES HV F 9. BUfE, AR OB F2Wrd£<
[IRFDOHFEL -V TEBESIVTODDR IR TN, SRIIINOOREE LT, BF
SADETEDZE DI LI TED LI RBIR 2 WM TR D WIS AT LE ST
LENDHHEEZ DILET.
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N AR OEEREICLAEROREEETRE
F4E BEROEGRAICKIFIOEEAREEFRE

181 KHESE

REEIER  mE ks ER R

1. (XICHIC

REHEFL, ERIIONORFE DB THFEST /R, B8 ORI REEFE SR
REESWETN, B TORFICI->TEBI2b0I, BRMAHEFEES bIVET. JLRIH
FLEIEY, FEEDOBMLB T OREIZLVEDOBE FIC KBS TWDZ L R E O A S BRI R
WAELT, EEROEF DRIV TIOLNORERE BT HEBLEERSNVTNVET . MAFIFOLE
AR L LB IS R S HE OREIT L, BIFETIX 400 BL EOEBRMONTWET. 4%
D AT OHE T Z BLAE R K A B O % BB R B HE CHDHZENI BN LD, ZoHix
SO D ATREMVER BV ET .

2. RRXRHERE

1) HEEHE

SRR RFIEIZ ORFEB X VL TE 1 ISR T IO S ETA, i
bZVONEEFR K (K IETT . E, TO R OHD KBRS/ ERE IR
* 2 (IORT IS b ESET

K1 AXRBHEREORREICKSH5E
1) BRRIB(EE)E
2) EnEfEE
3) RBERERE
4) BEEOEERE

K2 ARAHERZEDRBHRBCHBERN/NRELGREICEDSNE

1) EERHESE 7) EERABEEE
)T7I/BRBERE 8) EASVHKBIERE
3) URA N -IRERBEEE 9) RILAFIY—LIF
4) ERBABERE 10) SM4VYV—LRE 10) IMVYJ—LITRF

5 BB BEEE 1) SFaVRY TR

6) TUL-EVICURBIEEE 12) £t




1 KBEE

TR ERFIEDOODEDOEDDEBDOIEEITFEN/RT=D, HEV R TIEHVEEA. L
ML, e RARHERERESKREL TAOTE, TOMEITR 4,000 A2 1 ALL Wbl Ty #
MUIEENREBTIIHVEEA.

2) ERAHEEEDOENR

SRR BIRFIEDIERIE, FEESNTOSRBRBEO RO RBWEOBH, T0% oMM
BERI DD S0 (AR DS W S VB T2 B D\ B O IR0 B AR R PE I D HI B
ERICLVEISRISNET ([ 1).

M1 BRREER CIIRBES

BRI TER a DRIB(ER) CXYZDORIONKBEYE A, B L CHEELZDERD D, EHED
95 o, ERTRHEELGVVYE F ARIR-BET 5. ChICKUERNHET 5.

# 3 ERRBEFIETRD LN DHIER
1) FEEE . WS MRS, [RRICIE R - FARER, ZFRIMICH
EORHEFENH D .
2) B {KDOFRE R
4) FEETR D IAESOML O MRRAE K
5) AR 2 NS0 T i
6) I, W&, Ol & OlifarinK
T FEREE, KE, RO @R
8) IR, VT, K&, f#, KIROEH
9) HREH, HRBHOEE  KEEBE, ANk, 617 - BEAOkEER E

FeRAH R FIEISFRD S NDIEIRITIE, A3 ZHIAEDBFSL B ORISR B A DR HY
£, ZLORBICHLNDIERITE 3ITRTIOZRIFRFERAVRIEIR LS, TDIEIRNHIZS
TR2Wr9 22 LI R, £z, JoRANE B EE O S A i o8 R SR R DR N E T
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NV EEFECEGREICLSRRDRBHELFRE

MRS, [RCHE B THHA R FHNRIE L2610 50 sl > TRIELTZAIHHHZ EnibE s
TV ET.

3) EXRMHKBEEEDEZEH LA

S R B E OSERIZIEFF N2 DN, S RAGH B FE DN B b D IR 358
DHNDEEITIE, FT RN R EEL R DR ELZITIZENEORMOTDIZIZEE T .
e RACH BFIE 2R 3 272D IATHOREMAEITIEER 4 ITRTIORBRENRHVET. b0
BAIC XV R R IELZMIESN T HA120T, TR BICE R B 2 "8 (35)
DL DZWREAS F DT I LD BRI L EZ B T ET .

K4 ERRBEBESREDODNIBSITTHONOIELRE

1) B®I—A%, FrigeeRE, BEReeRE
2) Mm¥E, LB EEVEE Mbh7oE=T7RIE
3) M&EH RS HT
4) BEXREE
5 REBEEERI)——VIBRE
6) FR-Ii& -8R 7=/ BT
7) FREWER DT
8) MBNIL=F >t
9) BEERE
Fio, e RAH R EE TR L LR MICBE TN EETHY, —H OB TILE
WO BL T DRNCZ W IR Z B T 27Ol A R~ AR ) — = TR AE D T TV ET .
SRR T, INETELOEBTIEFIELPHVET A TLIZ. L, IEFES
DOHEERZIOFE 2 OB B CTIHERIEDPHENL SNV TETWET . JE R R FIE THIO IS
TIRRIEITER T 2MEOBEEHIRL, N T2 ELi KT HRERIETT. 20%, &
T2 E DO EN DY AR T D3I IES B BB - IR L DIRE M T D L
NTIRVELTe. i T, KT 2R LE G T BRI TEIENFZAlEN, FIEFE S
{52 MR E A FH TR T D8R FIREDREIS I, —EOBEBTEOHENEDRFIEN
TWET.

3. EXRBEREEDEETFZ

1) EBfEFEZHE
INFETHRRRBEFIEOZWNIL, TOWRKEEEOIEEEZRITEL CTEDOREDOHFEICIVE
WrSHUCWNELTED, il CIE IV IS /- B IR S DL AL T AN TEHER



1 KBEE

BTN ERIT2>TETOET. BRAH B FIEOBE FZWNTITZL DI (R B) BdhE
T, IO B T2 RE unit%ﬁ”@l*]“(imﬂ]mﬁ—éﬂ‘))(7 B g4 IR 15 (polymerase
chain reaction; PCR {£) & W 2 BB &R IHEDR ISV TWET .

x5 E-F2HE
DY IayvT o EERWVEGFERNE
a) EEMEZEE
TR BRI EE LS HERER
Yo TOVvTAUTETRETEDIZEREGIEREDIEA - RK
YHIOv T4 A TRETESDRERINBDE L
b) fEliERIEZHTIE
ZRT—H—DF|H
HIFREE = K 2 B! (restriction fragment length polymorphism; RFLP)
B ZE R 1 B2 51 %K (variable number of tandem repeat; VNTR)
RAOOG TSRS E
2) PCRZRAWV-BEFEENRH
a) BHIDECTFEEDET
FIEEFEENNIITVIA(E—avik
X ILEE TR EMIEIEE
HIREE R UM%
SRYYF T TAT—E AL HIREE R UIEE
b) RHDELTFEEDKELE
RNase Y]#ri&
PCR-SSCP (PCR-single strand conformation polymorphism) j%
IBEFHREE

BESIMIBITHEG AR R MEIICIFE UZWr 5 515, IR Y EE T,
PCR {ETHKEML 72 HIEL, BESADIER DO EEEC Y 23 8 L CIEF 78 s 7 D k&
BeS b T A2 LIz AR RoFEAFRELET (X 2).
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V ERFOECRAICLIFIDEBRKEGTFRE

2 EBEBIREEICKDELCFEEDREE
EEXMBEBEFEDOREEGEFE PCRIATIBIELI-HL, BERSIZREL. EEXETHE, 1321 FEHDIE
ENATHN, BETIET Thofz. COBEBRICKYIEERBTOTI/BMN) D2 (AAG) THHTH,
EETIEFELEIRY (TGA) IZEELAV /N VEDERMN I TEIELTLM:.

LU, ZOHETIIRREEBG RO RS EZRET DM END LT, il TrEH AR
AT DRI, 1 DO RGO B2 TES SSCPIER LI, BIn TERDHLD
LA AT —=2 7 LT, EOERMLOME IR AR E T D EBI TN TET (X 3).

3 SSCP EIZ&HELFEERNM
DAI)—=2Y

PCR ZTEEZFD—HEIBIEL, ThEH
itk EEHRITVIILTIRTILTE
K[UKEIL, HIEDNADERKEIBEBENE
[CKYERERFOEEZRINLI:. EE
X R (C) TIZRDH LNV () A E
F 13 THRHESI, COTLIICEGFER
NEETIHEEZLND.




1 KBEE

4 HIREBERUVMNEICISEGFERDERE (CBS EEF)

BIEFERICKYFIRREESR Maell DEREEMIAMERSNT-T-8, PCRTOD1EIEH, PCREMZEFIRELR Madl
THIELT=. IEEXER(C) &1 TIXLIERSNEMo1=hY, 2, 3 & 4 Tl Madll THIEESN =/ \URHZEDHLN, ZD
EREFO>TVSLEBMENTIZ(ATOESHE). b) EEEGTFITKY PCR EYICHIREER Psd DFRFEGINT
EHLIITTRIYFITAI—%ERL, TDT 547 —% AL TPCR%E{Tof=. PCR Ti&iE{#%, PCR EMZEHFIR
BE3R Psd TUIBTLT-. IEEXER(C) & 4 TIEUITENGEA =AY, 1, 2 &£ 3 TIE Psd TUIBIEN =/ \URAERDH S
NEDEEZFHOTVDLEDEEINTZ(ANTOEESK). a), bDOFERMND, 1 L4EFTATNOEEORAETH
Y, 2&£3(F 2 rFIDEREHDOBEENTOESHATHLHLZHSNT. COIFD, BHMOBEFEREZBRETS
FEELTIE, MILBGFHENNAI)FT(E—2aVk O ILEGEFHRENBIREGEAHYETH, Thi
DFHEEOCEHTHY, EEDRKERETHHELHEZTOKRRITIECTHLGATNEY.

HELRCHIRETE TIE, ZDOBUR T DT LT G T I A E T DB T AR Z T~ TRIET ST
ENTEETD, INETICZEDRBTHESNCBLETEROFGEOMR, KRB+
ESNTWDBHEFRN TORNEFIOBZW-CRIRE OMR, HAERSIR EIEIZIYRES
BIR T EREOHERRE DTOICESHWLNLDA, FERHRERUIWE T, Bl AR
:J:V)ﬁiﬂﬁﬁéﬁ%??@mu REL B LT D5 A 121X, £7 PCR IEICIVHMIET 2B FARE S

B ZHIE L2112, PCR EWZIE él?‘oC%UKEE%??’C@JL,ﬁL*F(K%b%ﬁD\i@“ BT
(XD BREE SR O N T 25 G121E, £F PCR K BRET LB A RE
DBa 2L 72422, PCR PEM A IHE él@%ﬂﬁﬁ@%%’?f@ﬁbﬂ?hm%b%ﬁb‘iﬂ‘ B
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NV EEFECEGREICLSRRDRBHELFRE

T BTV R SRR NMFAE T 58010725356 121%, PCR EMITEIMrs L E+ (K
4a) . BAR A BT KOHIREERE RN AAEL RGBT £ . BEES
RDEEITIE, 73TD PCR EWBUINrsh D)2 Ui /e<a £

AT RS IROEGEIZIL, 53O PCR EWNGIKISINLTZT T, (RIKEOZKG ATHETT.
LINLIR DD, BAGFERIZEDW OB Hl REERFRRRENL N T 20T TIEHV AL FEE,
il R R R 2 LS BB TE RO T NENTT. 22T, PCR IETHWL T I A4~
— %% a2, PCR IETHIRSI T CELE R 1T 48 MG KLRL 51 7 13 0E & HE FL A v oD
BB\ BRI R OFRRRANL N CTE DI, T TA~— IRy T B ALET. ZOIR~
v F T TA~—% M PCRIE THIR SN DB S F 123N TS HIFREE SR ORREBALAMED H
S, BAs TR IOHIPREE A RN N2 L T 5556 LRk, PCR EEW 41l FRIF 5 C 0T
THIELIZIY, B FAROFELRE T 5208 TELINTRVET (4 4b).

2) BIEFEZHOF R

AR T2 W ORH KERFAIE, 6 1 12l THEZRER M ELND ST, iEkiThbhT
W2 IBNE TR, IR LB SA ORI AR E T 27202 W K #2506 350 F
L7z, ZAUCKL ClER 720 T, EROHE R BHDWITBTEER T ICE BB FET 2L
PINCR2WI FTEE T, BE R BEINTEAE L7 O IR I 2 2 & TE E 9. 35 2 OFI AU,
EARZE IR T DML T R TR U B TR Th DT, RIREL THW DA IZZS
ZHIUEZOREE DNV R TT . OFED, 1EROBMHE TITBEZE S L TR ED
KEVRE, BIZIIHTFIBEO AR B L EREKE THH-TH, Bla 2R i3V o TR R
DYIRNIFETRMT 52N TEET. PCR EZAWIUR, R T ERIR THR2 W Al
R LB RO OEDTT . B F2WOH 3 OFAIL, EEOHLDLHFIIZI W TEIE T
HRITZE LoD, HAERTZWTCIER N BT 2R TH 2B RIERTZ2 ) 23 ATRE/RZ & T
T, B ERIT 4 EEOBBEL)ORY, BIn T ERIIINOOHEIEO KK, A,
EHLONT NN THDHD, TNHOMAEDOEIZ M TEIUL, XEIERBDMI THILFERD
FHEHWTEZEMNRET, Ba 2o B - FENEROREA b HEN THHE
HREEBZONET. SHIT, BIETZBOXIR THS DNA [TFEFITLE THH-D, DNA
D ATREZ R AR D3 5% > T, BB THORA DB AIRE/e ZEBFE D — DI T 52
EMNTEET.

3) BEEFEHOMBER

BN, B0 RIS RRBEFEOZWIEL LTI THIZ) -T2
FETHY, ZLORERHHI LN ETRRTEELED, 20— T OO MBS HTF
FELTWAZELEN TRV ERA. ZOPT—HFMBEERDLOE, Bl 2B Clid X ToR
Bz 2ZENTERY, 7200, IbiMEREEZDNDHE SRS E 15 TS 290 KB s



1 KBEE

FTEROTRTERMTHILITTERNENSZETT . BUE, BEFZBNCBWTREERR
T RARDFENT S TOD DT TIERL, ZLDGEEZ L T E O E RO D o7 & DJEA D
FEMTSICWDICT EE A . T, TG 72> CODEG LS DOBIE T3, TDOEED
FIEICBEL CWD A REMEL B E T 2281 TEEHA. LEN- T, RIKE G AR RS
NIEGAITE, EZKITAZENTEETN, B A RPIBRHESNRWGEIE, L4
FHCEBIEFERPBRE TERDSIICTE T, BEIANEDRBTRWVWEME 58T T
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