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EYHEARR 20 R, ERASS TEYEFE Pl ER R E R BEEN—F
MM BRI, B8 B A TES AR R A RBE AL HREFER
R SRR R B0 FIZGl RILHIKTE L R B B RZIE W, RIS RR B
REGBEARZ —o TR 20 RFH N E, FFHEPFRAFHRER. 70 FRUBRTHE
4 DNA EARABEZREARZ )G, Y FHERER AR ARRFRER, UREILE
MERAY FOA¥ AYEE¥E A% AWEHEAT B S AY AL AR S
BRBERK, AL, EVBEARKTEEERNY R, A T EDRREFH B

HENEYBARE  BREBEATR SRR (863)IHR"MXFHT, L4 15 FL2EE
PIBABEN RS 5HE , TR A B BoR T B 25 4 W H R BB S RO R 07 T #RBUS
TRKEHR, —7mE, RINEFR LB T —#ERRE KNI RR  JFRE —HEE
THCHRBHER A -, BT R LCHE —HAEYRA = RFEATTS, EHHY
—#=RIEERREF R BEAEYBARFNFEYEARBE RS . BT, EWERHR
ML ET IR T 2SR, IR R E 21 O m— M FE L,

FEFER 20 D, WA 21 HEZER, “863" HH RA YT E KBRS EHR EEWE
RRBHR, REEVEARRBERR, RE T 863’ £MRBEANS" . Hilthls RESE
A NBEYHEARBTRMFROBEA R, BHE— PSS, MR QAFH RN, EERR
Fel, R E AW AR WU R A A R ) TR

P %F’K* %%

20004 7H15H




AHFFI

AYEAR R 20 e K AR 54 AR B EFEAR, I ALBIERBIE
AP BYmsh ERES HEE RS- RI BT FE, B ERERAL
WRAERBARMAYHAR 21 HEXRBIERGEHXRBEARMERQFT= LK
SRR K A

R RIEHVERRIEB AR, EAEATERER—EIARTFRAA, EE
FA, ERENEATER FENEYBARELFTHERT -EREEEM, RIIE
Rl B, EAB/ANRES, HRRGEZARNAMESY, FFLITREWE EA
BERKED, RE RS TR LR £A G 221 FR ARG, REREBEREH
B AR TR EA BRI HZES . AJCHT 200 4, ERER RN E—CGF
Z)YPRBP R AR EAEHTIRBIREE, FE 16 HE, REMEAERDE, SR8
WEA] MESBIER o ATT 10 42, 50A T Wb RIEM SRR, B T HIRA(1368~1644) ,3X
PR Z AT RBABEM, WG, XFE G BER B AR BT A 8 L 5 Z B e AR
E&.

1953 4E Watson F Crick & T B E BB (DNA) TR eSS IR AL, I T ER
WAL S B &, NTTIFRE T RS FAD¥HFLTC. DNA S FRETE EMiER
FHEENES, KRS, —U4EMEFEREEQENIIE, TEQREHEERG
B 60 SERATMBE T “ BT . AWARTLEEE, BEMENEEHNE REN—
ik, BIIMEERERS 20 FrEER L RE SRR, ZRE S 4 ST RLIBMREE
MR, BB RER MR thEE B, F 70 R, BERNEBT —FHHER, &
MERFTE A DNA BEHER . ERAMIRE T —FFE, AMTTUERLEAR, BREA
I EE R EE REER, FTHERF BT UHEA - RN L aE P, KRBT
B, R A BB, SRR FBORKE A YR E SR, L ARS Y, WE
R M—&R AREAR, RHTEEEIT. BR, FEYERR—GEM, BETNK
—IRARI, AN 2 20 tHEARH—TRBFRAR, BB EABREH# T RALTFHRRE.

Y HFEYBEAREEER TR AR IR AR ITEAELE, BHERNEOR
EFTEEAR, ERFSIHAEYERNR R, BRRAEME,

i 20 4E3k, bR EAYBAR VKRR FH R EERBIEEAR EWRITER HER
HEPRAR ALK EERA TR ZRBTER EARTEER EYRFEEHK
R EEHERSE. EYERMIF EAEFIFEEYERERLHWER, CEEER
25y EARE YIS R R NS R TRYE ERRT SARSBT A8 TR,
EREREY B AEYH S EYBEARES ERABHETE EETEMEYRE MR,
BHREYER, UEIREDB AR ZBE . B2 2 TRASEGELNBESTR.

BT, EPHEA L SEBFUAHEEEL FREVS, £ 1998 FLHHRLFEY
FARAT 3600 RE, TELPEXEREN, HPE=EBEL 10 ZRTHEA 20 Ko

*m*




AR AR 20 SEh 5 BB T 50 2% BB SR AR 10 £, AlXEAE
1980 FEAYH A BHSEHAEL TEHEK, 1991 FE 5] 59 12%5T,1996 4EH 101 12
%IT,1998 M E 147 {2E5T; BT, EMHEARDRIT 25% E AR KERE ,20% £HH)
RATERAM 12.5% MAL K FLIK 8. 76% FH R T HKIB, H—FHEH, WEED, XEN
1300 REEVHARA TP LHAF N 300 K, BN AFLHR 20 B, IR B FAEYHK
REHOFRMALAHEK , AN BEEEEYEAR LR L FERARE, AA—F
EXE, REXEAFNBEAXARAL BRAA R NBERDERE LA,

1999 S 2BRAYE AR S B EBAN 500 12370, Wir=4 Wi B2 s d
3000 f2£7T, 2RA —F U LM AEBRERATEYHER= S, REEZRAIEZ .
=B .

RE B 1986 LM 863" RILIKE 15 F5 , MREWEAR KIF RIS 4k ot
AKBEERHE: —REABHARSHT MREARESH™E TEE/EHM, 2000 4
#5000 AELl L, 1993 SFREFE-FHREEREDHFRBEAEHAT KHRAK,
1997 FE— Pl BEWC AR M REHFITRBAET, T 1999 4F 5 ARE 6 i ERA
fE RSB T 7. 2000 R B EET AR EREN 550 TE. 1990 F£R
EH T E IR ERRE,1991 E L EERB BRI, ERBEARFERRMAC £33
THBAET . REH 1989 EH—MERAGY—E4H olb TIRRREBIE T HLIK,
F 199 FREDH 18 FERGY ARG RAEFITE LA, BF 26 HERZGYWLT
MRARRTBM IR 11 R, REEYBAREAVEVANE. RESHINAXKEEA
HRIERKIMER R R B, RHETR 1% KWEF, F X H B 8 FR¥ETF 2000 4 6
A2 HERALRERHA 2 DNA FFIN TEELBEE 2% R. REEERLELEAR
M ERGER, BEGTEA 4 MR EFABKRBY B Wi ERFF R B
REFIAEESEELEFRERR, 15 FRBEEEYHAR SR PSRN R 2 it
W E 8, BletEs s T — AP HFERBEAL, A TFHEH S- 863 HRASLHEM LY R
AR ARE TR RR, i AT LR B2 T R HUE NA K TR

FEABREPFBABIEEY TERARP L 83" HUMEYBERFRERERS
HERT HESE—SNFIEYRBEAMRAESHRNBHEARBEHNRINE, &
ABEETRBEEDERYENHE, FMUEE LB TR 10 £XER ENHRERE
MEREY, AR E BT R E“863"H R LHE 15 4 R 754 W R FIREUS B R
FIRR ., 248 AR T Bt — 5 W sh 3 B A M R FF R FCR= L AL BB, (R
REZFWFERR. R, ZAABBREFF—RTFEFEYEARBERNEEHN B,

200041816 H
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A M 20 tE 90 EA W EPR E A RERATRILIR, REBHN. BHERM
Sl FRAXSTEIARAT TEEER, 9B FEXFEARMEESHHTREHASL
HEABRT, HE “863"7 it KN EHERAREHXTED R, BEBHEMIE.
FEEMFBEHARXEERIMERALBRIFREMALERARR, R TEHETM
H, XEEHERHMA, Fet, wEdHMEsMEERSTEHAIMNER, FifXex
A S TREAREEARR TERRERE.

ANBERHAHRRE -TERWRS¥TE, CERIERRELERE, 25X EF
EHMERRES BMRE, LGRBIXEUME, RBE, HEHEXEZHN, RERXT
HFEEHRRZ—, RURET 1990 —2005 £H— B ARKEEHA T PR 1% F
2%, BEWNE+RTNRAFFIER EIKE T 1000 F U EAKFHREEMN 2K cDNA,
MAREGREMNREEE. FRNEY, BaIURBERA¥XNFTEREABTHIIE
HEA¥PRITR, FHTHEERNE, AEMATHTIEBR, Kk, REMTE, &
FRUERBAELT, REME TEELREE, SH5E. BURAR, HTART
£, BRICA -#MIREXEERELTY LR R, KEHHIETR7E ERKEE TR
R, AERRBETEN, CAMHRBREERRAERMA, 88 LEFREBR
B AT B RS, AR EE ARERAB R IR P IES AL R RBRE,

ATEE, SEMARENIEREA¥FRFEORR, BHHE0SN, &6
K “863” HRUME—FZERT, RIMNAATEHANFALERAHRWAEXLERESER
HXBNE, RER (BEAB¥25AEERK) —B, BFMAT KigH,

FE—ROR, BNMESTENSURLCHERES LK TENEER, HABEEY
BT S, (BAIEBEEBKAN THEPRHM B ERBBREIES, IR B B IR
BT BER, AR AR R B O R R !

ALRBEFHAHRE - MFORESE, Tl iR, HiARREERKR, FEEX,
“REY Z, FHAEMEPHETEEFNENRARMEBEBZH#TNE, mMA, &
TERA% S IR EHERHATLE, AEETERNEN EARENEE FATER
B8, TXREARER, ARANFRUSGEIRFRENER, MERIIFUR
SHE, FNAHEEERYERLMREN, UESERH,

B2 BaMH Hiek
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N JEH DR 40 oy R P o 5

ARERINMNX MR LEEFETIILHAEZILETE. AXHIRXHEEHBLEAR
JLTFE, RBEBHERIMELEBAACH “FR” (BEH) —mHuZHEL, EHE
FEFR R EWMPTRE T B L HAER “Yvobiseavrov” MBEREALRNGREMN—
AMKEBER—ARB R, REALXHNEINMCBELELH#TTILTHE (NKEF#RE
%), (HEIEM DNA B3 FE&MNREEER 20 2t +ERUE A FHEM,

“AREHEATR” &80 FERELREEN 22 5ME/EN—THIRITR. B
REmMENNRARERAMESSEH., DI, REENFEHEN (BR) 5A%
B, XTAFREM 1987 EFEAELE UL KA DNA I F N BARF R ETH
(1990 FFIEERXE 3. RITEREZRERRRBEARKREITR (“863") BT FREFIH
DAXERAYHEEES T AEHRS T RIAME. XEH, $EH. EXH, BXx, mE
K. BRAE., EEFEHOHEZS FZRATR,

ALRERAHY IX1°BEAR, HRBY8 HIERE, HHFE 2 MEYAEEK,
2R AEM 1 MR EE, ARBERAHRIEGR NP AFTILE: OAK
HEA DNA £28F5ME; O FE DNA FFIM R ML ERTIE, BEERE AL
KRR, FREAIRVLENE - SPRERERAN “HE” hAYEEREHEE, A
RERNAMKRCELH#ITT 10F, BERINELSETHEE 22 582 4 STS@ET YACH
Y A STS B % (STS content map), 7+ #HFEE & 136 kb (http: //www.
genome. wi. mit. edu/cgi-bin/contig/phys-map, ) ; X $ &K ¥ H H % 2 8 & STS 2091
A, PEFIE 75 kb (Nagaraja et al., 1997). EH 4 DNA £ F 468 092 kb 58 L # ¥
(NCBI), S AXEFA DNA BEK 14.6%, HAHEW (draft) F31665 953 kb, i &
HASERN20.8%, 22 SR K DNA WFEL5E M 33 123 783bp (BKEHFfEiH 34
Mb), HREFFIHHE T LOEERTR, EFHHH S ANEE S, EXARAHBET
7634 N A R BRBERBROMAS . HPE ST ML ACHEMESREE EOHE
{37 B (http: //www. ncbi. nlm. nih. gov/omim/stats/mimstats. html), RRHXEH (L
BRER. GREEMIKFERE)FE 1385 4 (http: //biocinfo. weizmann. ac. il/cards-bin/
listdiseasecards? type= full), & it % fi 52 k& (positional cloning) 7 &M KR ERNCH
108 4~ (http: //genome. nhgri. nih. gov/clone) . £ ZHH DNA 75 247 & 78 2003 £
el . SHERNAREETFELRERKMAE,




ANEHFHNWEE, W XHER, SHBOERRAERAY (REKSHK
B B BRI B RIFFE ., XENKKIRE.

— . ANEFEEH STS HiE

3 P LA 5 10 DNA 5 AR BT R /i 9 e £ Ik [, s i 22 T A B 0 PR B X
) P PR B AN AKX (base pair; bp, kb, Mb) F/R., BEMAMNYHEERETRINFAE,
B S R R R e o iR I, STS B R B EAMBAA AN AKYEEEZ
— o MFAFKEEA DNA B F L HN DNA e s, xtZEE4H DNA 51 EE 3R
hEHEFEEE DNA MEk., B2ARMAMERAYL, “BTmWLE" (bottom up)
“B Efi F” (top down), 20 42 80 SEFREHZ AT RN ANBRRE RN CRBAERE
B (cosmid), THBRAEEARREY 45 kb, IR AMARERE— “BTFTWLE" K
2, BiEXS KB /DB DNA Tl (BB, A Ml %) WM b, RERE
DNA P EBLRMAER LR EAEK DNA T, WENEENFREHRL, X—BERARK
BEYGER T, EWAEE, 8L, BT 80 FREPEGATREHK (yeast arti-
ficial chromosome, YAC) FREEFHARBIE BT BIKFE, YAC 5k 45 4 2 B R AR K75
f, YACRZS BRAABH LI, 56 A N B LA EF I 800 ~ 1000kb, M1
“mega’ (HMRE) YAC, B AALIXE 2 Mb, TRBEERA “ALEWMT” KK,
Bl stk DNA 5k, R akiF, SRR “REANREE", HiEE
AEEMFEERE, ATl ‘P B REAK DNA F5, HE, 7 YAC EHi%
G, ZIM YAC DNA I F 2R EXER, B4k YAC 5Lk DNA ZH Bk
WH A, HAINE YAC DNA 84> FRMBEG M — MR EEHEY, fkrbaika el
15 B YACHEA “BRERR”, ¥UERERER, AELKREATUFHEH
BAC BBk, FTRAZSHAEFNHENT BACHEK ., HTELE T FEMH STSHE
YR, BAC BB LA KEFEBRNAES ., M TR BACKEHREMWME, BREK
FopL AR FBEYLIF P BR R, Bk, TN KER “BLEWT” M “A
Tl AHESH,

BB YAC B Murray % T 1983 4EM K, WEPREELR., Wk, ZHTF
FISME DNAJRF, B2 55kb, Olson % F 1987 FHETHE - MAXKEEA YACH
THEE, MARBREYKER 150kb, BRI S ELRERAK HWEEE CEPH
(Centre d’Etude du Polymorphism Human) # “mega” (B T #%) YAC (Chunakov et
al., 1992), Hfb¥ %A YAC 3R A ¥ E ICRF (Imperial Cancer Research Fund)
(Larin et al., 1991) YAC FE; %E ICI Pharmaceuticals (Anand et al., 1990) #J ICI
YAC fi; ZEEBHAEMEZRSE YAC E (Brownstein et al., 1989), RIILKE
WHET ARERA YACHTrakeE (SEEMBiHY, 1993), A DNA FBKE
EB “mega’ B (KA FLEEE, 1995), B 1.1 RRATHBENL YAC TR ik vk B
KA, KB DNA mEREERAK EFAEMMESF (XBMEE K FiiA map-
ping), ATUBBIMHEESN—RIITIE, Wik “TEEER (contig). KA KKK
MEEAT DNA TR, WTLIBCHA S 3 R & Y e (R s S T 4 DNA JRUF . BLZE TR A

. 2 .




BIRA B FEER YACAH BB ME A T €1k (bacterial artificial chromosome, BAC),
R WOHRA, XM “HEMT" MB%, BEWST VRANBE . fFild YAC
STS (3% Z BT B A B A 5 {52 K H BR DNA 52RE 4 FUL S5 B8 10 STS DNA bk

B 1.1 YAC Bkrb ik Bl LA pBR322 DNA F#FE 5 YAC 223584
WA E B #.,

YACHERARARHEEMRN, BREUAEEHE, NEMBH SEESD S
HRBEMHBEM (chimeric) STBIFTE (40% ~50% ). #5414 R i R[5 e 5 1 56 I8 19
DNA R B — BRI, BATIREROMBE K, RAITR I R 55 ik
HAEMIREAMEMAE . ©WRRER RIS DNA M5 5% 2 60 S BB 9T, 1 B iy
FTRARE YAC R — A A2 R EH =M, 98 A B AG W E & 4 5 1
BAMAENE EWE YACTEIE, BHARTHE 3%, YACHE M E B
YAC L[ DNA B, YACHI A/ MR SBRLaATHE LS, FEEMG %
WTTIL 5 B4 YAC DNA, ZERKFHEER Ik F iAot SEER LG AHES, LIBIN L
RELLEY YAC DNA, LUHFIF R 8 ST, 765/ E E0 8 A Alu-PCR Jy
EARF Y AR F A DNA, 18 YAC B R —Fhxh 25 1%,

BAC &5 —# KR B DNA /. BAC ZUUKBFFE F N F 0B # sy ok
Bt DNA 731k (Shizuga et al., 1992), HFREAE ATk 300 kb, H B2 4 e 1%
SLRER BOF K BB R TE 125~ 150kb. BB ML YAC /b, BREER MK £, 7
KEHEARAEERE, AEREREREH, MHESIBAL, FEEMEH S
BFREEZ, HE YACHEBERCHRNBRIER R, AKEFEAYEE LR [
B YAC RIEMEN . BAC HFRiE% 2%/ YAC,

STS (sequence tagged sites) 1y — it K 4 42 8 1 3 47 42 th Olson %1 1989 44
Hif. STS RMEE I DNA JFH KRB KE —xF PCR 314, Wi STS B F PCR J7
A0 DNA IR, BIEFRPGE, S0 STSERRANGHE T L —WREN S STS
ER O EREMER JLE EZE M FISH (flurescent in situ hybridization) #ik%, {1 &

5
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FISH FEE AR RS, BEFEHXRBHBN ZFAME (radiation hybrid cell panel)
W R EMRE, 8 — AN STS Al LI PCR H ik YAC KEE, LB
FESER—NMEAM—H YACTHIE, X—4H YAC RN “REEEH”., —1 YAC
AL & A JLA STS, STS 7 YAC DNA LK F A] AHZEAR R YAC 8 GFE T LA
E, BXEAHHMERMNER, X DNAREENEZREUAXAZARE “BTWLE" &
58 X THEKXTF IMb# DNAARE, Ef—-BATRRNEET -1 YACH, N
ER YACEEBRORNE, PMAMHESH DNAMRERBRMKEER —1 YAC PHIFRE
TR, HAFRSE YACH BRI A, SRATRAFELERAE R, WRE2H3I
YAC H# B BIF —WER, WHEREBRITEN, — 4 STSHLRNFET —H
YACH, "M REEEBHITUMZTENSTSHENMNHEEEMN YAC ZiE, FEXFH
HREHXR, RITLAE —N/PXEHE T4 DNARERERRR, RN
ARBEH STSURHERGE NI HEBEEFEE, RINMKTUREES YACH
BHH STSHES YACH AR EE L, BB - MHEESAS M AR YAC Bk,
XL E W PTRM “STS mapping” MIEE. XM EERKME YACSTS YA #, STS
PP AEREAEFEEXHREN DNARE, ENREMEER. BEERZS
t, X4 STSHEIPTFNARAREFRAENME, HRYE=YHEXEIEREK
HEHEFEH (1~6bp, short tandem repeats, STR), X2 STS XA FHFH M T E (mi-
crosatellite) DNA, XMEEEFFINBEERPENMERIEEER, HFE” 2E5H7,
AT X 2 DNA #REBR AT A R kbR s, BT AF ML E, EMFENRTAE
Efg, WATEEANERMTEN, EF S H5REEE, BEMNPRETHRESE
M cDNA BRI, #RZH EST (expressed sequence tags)o STS 7E %4 €814 L # HE 5
WA T B ik By STS il MB|XFE AT UMBE - MR AKESZHTIN
YAC B, EXMTFFT—#IRMRERER 458 M, Collins M Galas # Hi #y 1994 ~
1998 EMARBER AP R B H W EE MR R STS 2 P %X F| 100 kb (1993).
HUGO (Human Genome Organization) AKX EAE XBERXB I EROBEEBERE
(http: //gdbwww. gdb. org/gdb/hugoEditors. html) , i HUK E M REH X B S5k, SH
Bika) STSEISELEATR, SPESFIABI AL 100 kb, FREAAKSTSHEH
FBEE, XHEEE T LILET WWW £ GDB (genome data base) %3 FE (http: //gdb-
www.gdb.org/) P #HE, HFEBETAER, MANAHAET RAEYN, IHEELA
ENRl &%, MiRH INTERNET #4tiEE M &M, £E DOE (Department of Energy)
#1 NIH (National Institute of Health) 43532 #f 22 4/ Human Genome Center, EfiJ2X
HEATARERAHRNEENR, RIOIZBREFA X REKEHF Xpl1.21~p21.3
K 2 35Mb X Bi# 1T T YAC-STS A E 4t (MBS, 1995; BB, 199; 24
R4, 1997; 5%, 1997), B12 RRMNELRZHBNAX REAEERX B
YAC-STS &%,

ARERAYBEENIBRESTENTEPUSESSHEEEK, MAREX
MEKIEHKEHNEK, Bl2EFEYS DNA I FEERE, wEEPESEEFLELEAAN
STS briko FRETSBEHE ] 35 3kb,
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