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1. MEE

B A E IR A ESE . R LB AR R AL
V5, LA 2 81y “ 18t 45 BB 85 7 JE & (centimorgan, cM,
B W 4R W) & 4 1/100 B 28 84 T RE 4D O B BE B
(37, 532 25 0 B T 42 f) ) 2 ) 4 PR

BEBMLSHESSRIR BERE. 2HH
BERECESMERF R, M B AR F LA
ABO Jﬂl@)ﬁé{lﬁ*ﬂﬁlaﬁh, SHLA S H H bR
B . DNA AR SR 4 T 56— 1L DNA 15
H— Rl 5 B K B £ S (Restriction frag-
ment length polymorphism, RFLP), & — 3k L
RFLPs & i 48 B9 &t % B X 7 2 45 5% B9 9%
(Huntington’s chorea) fy 2 A & AL 38 4 T k88, &
IrE 2 IREFHAF L.

2% —{X DNA $RE“T R P EHE XK )75 (Simple
tandem repeat, STRYRI# T2 B DNA” R4 1E A
REFAPUILNTEEFRAIBMAERETINEERE
Z CA), B TR iy it 1% 2 S VERAT ol H b AR &
AREHIM, WHEME TV ARE. BT, H
CEPH #1.0>f9 Jean Weissenbach /N1 $ & , CEPH
HEE NH FILA PO ERR A SE A #EE
ESE”,H 6 000 B4 STRAMR, H PO HE
(F AR R R B P B BE Y 3K 0. 7cm, #4124 T 700kb,
EHEMER T ABREHEAMT MR EH IR XA
MR R EEEREMHTE, B HEER
EMNEET EM. SHFE,BEX s/ RiysE
B M, H 7 377 DR, EHL 4 897 MEH,
HAr 4200 M E R TEEE, AL 0. 2cm . AKAERE
EEHE, YEE T/ PRESMEEHAI TR,

Hhst e RSy m TERRMAEEAA
f# (genome scanning) "HEAT I fZ £ 8 41 #r , B Sk 4%
ZHA . B ME KK R, H PCR £ 4 H & W 4> 41
TEENERA FMBREFEGETEE DNA) M H

b  100083)

FEREAENESMBEIRS. BEENEZERNAL
HeF 2R . BTV ABET“ER AT TEX
REGEMHEER, M RE S R EREEN S5
MEHS—H.

B 22 8 /R (E. Lander, MIT A SR K 4 P
WORBHFTFRT B =EEREDNA FHEE
44 (Sequence polymorphism) "BF 35 , ¥ U B A i 58t

FZEGETR . WHE ST SIEEE#HTHIFIIEE

GHEBUESIHFNEZRNAER .U FEAEHE
PIRBERR, (A REH AT RIFENFHER.

2. HEHE

% A ¥ 31 % & 4L A (Sequence —tagged site,
STS) Kb, UK ENEEMERARE. A%
HEMA T RIE P26 B bR R E L4 PEFE N 100kb, Bf
P~ STS Z A BB RS 8 100kb I ERIE . 2218
IRFELELREA STS B, BRIERAF 2 TEMARE
B0 1 000 NiBRE BB STS trE, TR PR
1% 150kb . F§ F 42 B # PCR #i7K 28— WK BB 58 B
15 63 RN, {5y F B2 BN T BARBAL B B
B

MEEEAIHEDONA FRAEEVESE
(contig) KL HL ., FMMEEIKD R A BB IK, &
J& B cosmid., BE & A L # 6 {& (Yeast artificial
chromosome, YAC),i{ A\ H B K B £ 200~ 2 000
kb 2 [a]; 40 B A T 3 £8 4k, (Bacterial Artificial
Chromosome, BAC) i A i Bt £ B #F 100~ 250kb
ZE AR B BEAE 80~120kb By A W B 4 R IR
RIBT BRI P, LU R EE R BRAFEMEE R PAC
(W& & N T¥efa k), k% Fosmid fim 2L AT
Pe ok MAC 25, B 1145 ) St 4k /9 9 38 B 1S &
BEKMOEHR. ABY Ralfm 2l SRafkos
BT & &8 YAC contig #8, KB R aEE8EF R
7 contig ¥ @RI 5E AR .

3. #3HE

EYHERBRH B A RTINS EE R
EW . “FEREHLE B cONA TEFR R A i HES
i . cONA RERFERBHEAT, AR5 HEKR
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RNA H %M DNA Jr B, 424 T 2% 5 4 4w 55 - 31 B!
ShB-F . ATLAMGCh IR e B E AE B a4k LAY HED)
E. A THREERNATREITI 5IERE T
o0 A . B AN S BB AH i R B R A T RIS IR
(Post—genome Project) i3 &%,

1990 4EA5 {844 (Brenner ) 25 32 K 3 cDNA
) B, R IR (C. Venter) R R & - M iX —
MBS ESL T RIEFFIPREEST H#iR. & 1996 4£ 8
A, AREBIEEFCWET 60 T4 EST JFHHP
45 TR AFKM), &5 GenBank id ¥ 65% , AT
HOREBARM EST BUEESTHHF R ALEE.
~MEEAETEEEZEST,.fMMEH&EEAL 300
™ EST,ENMH BREAFANE R T ALAR B
SEFRL . 48T mMRNAs @ 37 JEBHIE X (3’ UTRs, #: &
H—RFEFHD, A[H EST FH|FH B AHN /) STS
K. Merck Index BRFF R T R EBR EST
i GenBank,HE fFERMGAK L EMNKELRB £,
FERBHARCEHELL—4 EST 4 1 000~2 000
%50 . E i, R E 2R TR AR X R
@R EMN SRS B MEST ZHMEK R Frii kK
J& 09 B o 2% Fh 40 AR 4E B 3 R (Radiation Hybrid
Cell Mapping),i& T A B9 {E {7 58 DL STS, ¥
A LR .

= AFEERHANFF

Y& NBEEA v e F PR B AR, X
SR 30 (X TR FHEAS T KR,
FE A R Lz R, KGR DNA 73] /8 4
P AR K95 B, 24 250kb , 1% TAE &t T 8U4E A 8 AL
B, MBLFE, XX A EEAMNTFE ERE
EB 4B 1mb, EF #E 10mb L B xd AR 4 B
H K JEIL 500kb YA B RYESEFF (X T A2k B
{3 55, K BB IX 685kb . B & H s (b /77K Faoig &
Fi R B Bt , MR SR E T K,

A, &3 Sanger #.0>45 Washington K27
B prarl B 5E A T 2 EE R A T pd Bir BHSE 5 L iR
T 2FIMHBEARES. FE NH izt
6 00077 ETCH T H W IFFI 4T, Y E R &R
LM A BR B sh 4k 4, il (2005 4 9 H 30 H)
SEM TP PR R .

= . BREEEREENRIE

1. EfrsEfE

ANRERA TR R, ERBEE L ITEE
(Positional cloning)”Z& T Bt {&XmE R BTI . €L
o R 2 TE AN AGE B A R L, AR Al A
WS ThEER ST . 8 B P AT T B ALY
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R EFECL RS FEM IR EE . BER A%
HEMBEARER, HERD 4 5 (DX IZHRE
B AFITEEBSR, (OBREERFERRSHE
R EAES R, B EEEREENA K A EE
GLE, HOXMBEEXEH#ITEEAST . WEESE
B2 ERMXBEMEE SR, (OB ERMN
B B, #E4T AR W, AR Y8R A S B , B
IWHRREE . S REEREN SR
IR , HRE A P g T B0 AR 8 15 R R AU RS RT 2 T
gy e, HRTH B T 40 SRRFEER,
. 1987 4E #t K AL 5iE (Duchnne Muscular Dystro-
phy ,.DMD)Y EFE TN BT RE R T X Ffk
B — A~ /N BR 5 5 1989 4 B M #F 4 4k (Cystic fibro-
sis, CRYBRHEBWRER LM OREFZR T XEBE
i KbBmeREERBURE, RBREILIMNRAZR
J& #R 18 B2 P I [F] B “ 45 4H (founder )75 1992 4E S5 BE
WU (Huntington) 2E B8 3¢ & BLH & R VLH 2 &
FHE=BEEF®R)TF P EEF 31 %4 (Dynamic muta-
tion) T Ll X KR R B LEB TR,
A, 1994 FRES TR ERETIRERERS
/N BURE e Ak B X B B L 3T R AN A F e B s it
HERER, ETHTFEEr AL EERER.

HEBRBEEEENRREEZ(HEDO4 B EI.
B E. B, X F AT KW (Xeroderma pig-
mentosum, XP) ZEH #4321, fE 11T #% T DNA &
oy HE EZ Y& X £ 41 M 58 (Retinoblas-
toma, Rb) & B # 7 M AL KXW M TR IT T T &
il , S B LAY kB I AR B 44 PG g A BRI X 48 B A
HiREEXEEN. BEREEREAT IR ZE
ANEEFEDIEER L, NV 24 ZFHE el

2. ThEEmbE

REEEEEWEO RIS BEEEHHEAR
PRz A THBEFIREE (functional cloning), X Fhd: R
wEAEENMNSA RN ARN T E, BREANR
B E EHES . FEE 2 BRI 1 400 PAKER P, KL
¥MEESEREREGN., BREFT EME”
G, AR EE S RS RE D B E R A PR PR
NUMBERRE”., MEKREAEEMNZE, BEXIH
AR MMBREEBRKEE RN, BRELWEA
BEESEAREMUER LG NP IR EERA S5
=R HERNEEER B VR A LA KK
cDNA SCFE, A B & e R .

3. “4RiEEFE”

RERUMMWBHECTE RXBE . BHX—
XEMCHENHE.cONAEST H{E X E, HiE
AT SRR AR RAE T, AT 4 € BB AR
BB R K £ BR (% £ 58 & (candidate cloning), B 3¢
MEREEE. mdE AW LB (superoxide dis-
mutase , SOD) 2 B 5 L 35 45 ] R B8 1L 4E Z [ Ay 3%



E M ERXERBY. EFRAXMH ARG
HEE AT HBE S BIE (Hirchsprung) 2K %, Bl &5 A 2K
HEHEEWYE, REBEEEN T LU KBk R
ZHIEST FMIFHER MY E L, RIETTRER Y FE b
Zo2RENEREKR, A THREREFAEE LR
HELM, HMEREMNESEFERESALBMNE
ERAMWEEHER,

. SR EREREEDTIE

AKBEERI R FHNEBHRERG T,
ERBHERHRE. HRXEBHER A% H LER B
EHEHRXEMBEER—1TULHERE,BP“ZEERK".
HArxs 22 ER T E R EEH BT .

ZRHARERERKKXKRITRETFHESR —
EREHFEME, A AR VR REH B LY
2, B B AR AR (complex traits) "B . BRI BE
BZHMBCHBEER LR R EREER
£ (incomplete penetrance) i {& 7 i ¥k (genetic
heterogenecity) FF &t .

ZREERN ASBELERL Hm, KE
A T HT =L A9 FE BH R iR I B , O I 48 0 o i
. B, EILEA 3 TART LMER,.ELEE
A 3 JTBIBAE . M WA B REEBERTEA X SE R
Wi B PR 95 L VR I« AR PR LB RO A R RS 4 U
%K., ZREERREOBREE L. Fim, £RE 0 ¥
LM ABES, SMLEMBRERE 10%AER.

1. RIESXEARBENTITH

SHARBEHAHFTEHHIEIXK 6 000 AKX
B, BIMXBREF IR, LERREHER,H0]
38 A A AT, $R B PR 9% A 5 AL B il DNA R
HIESIR R, Free e A28 5 3 A 8t % 1E fi sy |
B, a8 B PR R B R A P A A 4R
BET ATREYE. NETETIR , BB B PR i 5 R R A5 % X
HEENES. WM ERHEBENBERRAKERN
W RTESEFERERNMIER.

2. LS XEARERMVFIRHR

(D MRS MEXRE

MR Ay RS S E, SR EAHBHR
BEREE, RO VHBMEE/RBRE. RPREMMY
i 988 5 TR B R R S MR 3F B P B 45 B 98 (HNPCC)
HE, @EX LT NFRKRKE R EH 50, 8
HNPCC W B REHNEN T 2 SRk EH 15~16
X, B R R, X —HH 3 bt DNA sRIE A0
5. B—P AR HNPCC EE N ENM T 3 &
B R 21~23 X, LIRS SR FE K (breah) , t,
Bl KR REMST, ELLTF 17 S REERKHE
21 KfE, AEN RS BEETIM.

(OXSEFIEHEXEE

B AT, B AR A B B R 2 (R Bk B A BR 5
ma g IS, EEA 1/7 LB BB, /Y —
T2 B FBRER, B R ETRER — ML E
HEEAZ25, FAEMAXREZMEERERES S
Hro B FEEERMOLETE. REREHE ZER
B BN S 5B A 5, K B B E 814> B BTl S B B
M EREETEMLT 11 SREAKE 13 X6 &
RAKEYE. HTERAFRE, wEsN ERH
A BT 9T A B BERE . 2% E Sequona 2 B MBI X TE
¥ Loneliest & F A —ANBEMG K ZE & (301 0,4
RLREERA R LB HEKORER, X4 1/3 B
WO P EARERE S LB AR R, B — 1B
M HEH EALFE 300kb B YAC AN K B L, Fi#A
BHRBEERE.

QMR RIEXEN

B & R R E R R % IDDM) 5 R R B 19 <8 fof
RXT ANREH AT EES TR, BHEH 290
NBIERE, X 96 NEE AR ZHITEBSHT ¥
Fr & BLE) 18 ARIREAH LN s HE— 20 7. B E 5
TEEAS. BARSBEERBHACER%IEH#FT
F,(HE BRI EHEFBHFTEC HERR.

(4) % I 452X H

MAME BRI REAR 2 B850, & LR & 4 B
Hfr25, FIHM AL, ERXAIARTBRESR S
AN E M ER KA ORF B §E & 8O S 328,
SR RALRIE, 5 GRA B & Il E % (glu-
cocorticoid remediable aldosterone) , @ 41 & M, 82
K (Amiloride ) B &4 b gNEE A B- W R R G
BOZEEWABBBIE, =4 liddle £S5,
RABREREROE, 508 KiKEFEHEMA
HAERFX. SMLEFEN—FEEHEBRER, T H
BURR B E F e ERF IR,

(OEHMEXER

BE B (obesity ,ob) BBt A B M.OCHESEEE
ZEEFHE R, B/ BAE BRI Ay E 8017,
EHRELAEH S MIAEGIRRAEX. FHFHESE
FOESRE B H P 1 MR BB /NE] 650kb,
BUEMTEESHIIX—EHN, REU/NEM ob
AREEAABBEASTHE AN ob BHN. BiEH
WIE N A ZEE S AN EREXERK,

I JLMERERERIEIRE

1. XRHE

PN H LR R AT A A . B4 EE
KERERGTIE . BESERARERR A X, £
FE R B0 i 52 RE U Y P B BE R 3 X 1 S B SR BE
HMREHSKEXLARBEBEMERE. MmF2x
MRRRZBGHERIR —AN5%, BRTER X 12
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FREIREE A TRE.

REAOREZ, #EREFE . BEHTHRAL,
Xt KR BN B W SRR 57 3 P R B 55 [ b Lk
KON 7] B e N T E B4R i 1% 95 28 & 19 BT kLA DNA
B BEREMABBREFRREEREHFMRRKR)
MRIFRRE I . REFAXTITVBRT R
BME2RHRPLEEY —FERBDLEMNTER.

2. ZEHEF6)E

HE LR EE AR FIR AR BT E.
R NGB EF A AL HUGO) 837 27 1) {8 12 BK
PR ER TR R.FIIRTREZ SR
HEF],Fp R R EST R4, EE NIH LT
FEF 50T, BRI E BRI FTIFII S RE L
4%, i Lo FF 4L . 1T Incyte S SB A RIHIER T
50 J7 4 EST &L FlHHiF .

1992 4E#],NIH 34 T 2 750 &% EST #y-& H|
W, Y4B 2 RB R, 465, PEBERL
X HUGO %t cDNA £ F =, EEHSH S
BXE T NIH i . BEfS SB AR B A NIH A%
H FE /3 A C. Venter , {3 7 HGS 5 TIGR(The
Institute Genome Research), ¥ % 1.2 {2 %Jc, H
S H AR 4B EST, g L% A8 E, (F ¥R
R RCEZWE BRI, mEEX—K
%, Br 4> g A BB E ER M 8IT L SB AR,

Merck AR U“IE B A" F X BB L FW
cDNA ¥ HE FE , 3+ B8 3% HUGO ®T4E 3 % 1= W7 & (T.
Caskey) fa FT LA KB A 7= EST, X — #5547
BT ZMHRR. RHI,SB 2 5] i #¥idE (G. Poste)
18 32 ({Nature », 1995. 12) & 3% Merck 2 8 2 H &
FIHUET HEA T, EBX HUGO B R X% Fl

AT EERF.

RPEABEEA T KB HEE,(Nature) &
F—IFEE U, N 1981 FF 1995 4F, 3= HF R
HZRYVMERMEARERTLR 1175 T. EHEA
REFNEHBEEN 1I0RKLFF, BFERBHAF N
B, N3 EEEEFRAFRESE =, N 41
i, BRBERERAERIESHEAREETE
Fl.ENEBERE, ARDIEREEH LA LEE
temER. BREAmI KR A AT ERE
HBADE, BIAEZHARFER, FBXSEE
LRMAEHEEENEN RS FEBER
BH EST ¥ F{LiE.

3. REEEFHS[EE .

ARBEFRAH TS — PN FOWBERRELE
ME. TAZEE4AFESERTARR”, BEEFNIFR
KA E R REE ? MEFE ENRFAUU K
EEBEIRFHESUMS . T FERERIGEY
%, HAETUERRERXBEE TX. BEEH
BXHRAMER T AEANEAMX T EBAERS,
HUGO & ELSI (Ethical Legal Social implications)
HZRASHWAERLWRE . BT HIT R XS,

4. AEMBEH S 108

HUGO i T AREFEAZ TR, RE
R A H X SEifi X —it R EEER., “BHEE"R
REWREMRETE RSEFERIGHRE, W
EEAREFAITVNWEEANR. AEFREL
HE, BEA1E, G6— BRI R R ARUE , ) & HH N @ 18
BT BB A, B LHR T

(=% 4 K&k

(L4 % 23 50 .

T VYT T A B REAT 4 s KB T A B9 SRR PE
£, HEL R — R BORBUR A PR, B K
BRI RR, WA LEBTEE. HRFE0Y
o R X R SRR, S BHBUR ST L e L
MMARXYE NEERERREEHRANES
7 BIE T &4, ERAREES5FNSR. T2
RHBERERA ERAMNAEXLEEABCH
AL B, O EAREEHE L RETHE
ABRBHIRER.

B RELZH LT AL RFEN, GFEUT =
FE XN — R GRIBHEBRE I E
EHPHLAEAEERE, RALLEEH P
AR B T BRI . B B R A R B
FIFH I R, A FREM BRI SEEL
B, “RMANEXEESFHLFEARERE,
BATHEARGFRZERERR, GFRFLHEN, HLE
RIET R R EE AR A HE, B FADT BE
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BN ENITH BRI EIRZEE . PATHIFIT
Zit R ARER, T RMES BB MEERE
REETH ERERYNEHRZEE. =RZEH
MU EIHBTEE , BWHEFAFGERE. RIE
AR MR BN R TR ARG FBY
2 AT, RS2 BB R P IR A HIIEBE
YL, BERENBEAREAGHEMRIETT . EE
B W S B A <8 YE#& 69 B R 07 » BUT5 TE R BUR
REESES, & B REMNE LT, EHHENA
AL ZHEAREREARY, A XEZRRER
% EHMAEMH L. EBIHHEMRERTHER
A, N ABEARE S ROARBL, BFAR
BER.

R R, FETBUF EB LML &
AHEE, A TFTRELEMWAEE TETHE
A HBEEFELEBIHY L WEMTEESYHR
BLERENEERE. reesmk )



