D&EH “+—FH” AMHEM
cEBEEHEMBERRSAXNEM

pEE sk sk, O, PR ARG, PEE. B 4k
| EE . REAYLEE LA

- EFEfEF
| | F 2R

gon pEE BHE (£)

ik 7
5{' ’f L 4 N
(| J:‘, : Aﬁiﬁliﬁkﬁ\#
V(?\‘ ";' e PEOPLE’S MEDICAL PUBLISHING HOUSE
R
il






BAER +—R" REBAHM

SEBSEHBMBRARSANEM

HEM K. AR PE. . PEE. G mRVEE.
HRBRECHRFLTLH

¥ & RRE BYE(X)
Blxs EEHE ¥ B RBRIME

B/ OF (RHBBWAHT)
FERH(RBEFR)
B %] & ( National Institutes of Health, USA)
REE(NLE#K)
BUF(BRAFEFK)
BEE(E)K¥)

F TW(RHEFK)
¥ B(AHFTEHAR)
% B(RHEE¥K)
BRICBR( B E ¥ %)
OHER(AE¥R)
MEF(AESXER)

 BRM(EKEHAF)

BRFILEFR)
BERE(ILE¥E)
BNE(HHEEZ¥L)
%k EB(RHEF¥KR)
EER(TEEMAF)
X m(ONAEFER)
BT (A F #k)
FRX(MMAFEFKR)
B BOEMNAFESR)
B W(EZZEA¥)

AEKEY LK



BH#ER®KE (CIP) iR

RS GE/ RRESFER 2K —dt: AR
DA HiRAE, 2010. 1
ISBN 978 -7 - 117 - 12366 -2

[. B [O. % 1. B¥i#fE%¥ IV.R3%4
o [ R A< B 4R CIP $dE % 5 (2009) 55 212057 &

[1AF; www. pmph. com  HERMIES N LHE
TAN: www. ipmph.com  $+ EF. 45, HE
U DA B A BRI

FHEMDRBREFH IR EERIRF

£ H: BEE BWE (F)
HRE£4T: ARTA MR (R 8keR 010-67616688 )
o db: dLERWEER TR X3 5%
BB %: 100078
E - mail: pmph @ pmph. com
W7k 010 -67605754 010 - 65264830
B Rl dEEE J1RENRIE RA R
2 W RS
F A& 787x1092 1/16 EPd¥:21.5 4ETI: 1
3 #: 509 T
ki Y2007 41 AR 2010 48 1 A% 2 BRSH 3 WENR]
REHS . ISBN 978 -7 - 117 - 12366 - 2/R - 12367
E f#fr: 38.00 T
ARE, @M, FTHERRERRTE: 010-87613394
(FUBENEREREH SR HEHRRRBHR)



= DRE L E

(BEREENE | UG, BREZSABRAMANRKIE, FELER L, (EEHRE
¥V 2 RBE R TAR +—H" AR EM ML ERSFEH BV BB R SHEM

R TS 2 AR FE 4 AR E MM R AT e , BB 5 B R, B i i
2 HERERFEXHFRERRAUERRAERBREREXAS VTR, BIEEXE
B RRBIF BE (NIH ) 8 3758 51 8 48 I R Z PP E F4E X840 B 1 1 (Chuxia Deng
Ph.D. ) ZINiZ$HBHE . Deng Ph. D. FfE H AN KZE RINKE FEEFEERZL)
b EE 2B Je U5 M BE 24 B & BE #4 $% , International Journal of Biological Sciences ¥4, F1[E B A%}
FREBEAXMEINFE, Deng Ph. D. FENFME R EVF ANV RERETWHE,
ERFEIRI 230 B8, CEHT| FAYEE 15000 B, So/53K" NIH-TF A X 4 A 155 Bt
%" (“NIDDK‘ You Make A Difference’ %" K “HHBRBEEEZRSBINRHEE"
w5 ”

ZHEREES#GFEE T HENINETERREHE WEM ,EETERIM
AR LR, R FEE N A e B ORIE B AIHT . BEE A E 4 1R 0 B
SER R B E AR, “ RIEE" TREEAY” CEXEY SR EER AT
RARWESAE. B, 58 2 B 7ESE 1 A B T “ R NRERA
RHE2”  ARERHRE/DRER” SRS, o AR 3R E /DR —FH X
MEMBE=ZFEERFRIZEHEARBRRES., ZHARTFETEFT, BEEHER, EHEE
J=o AHEATREEFRERARHE RPIFRA R E2BE2 B0, Wl 1E AKX E AT
REANZFEZRMPERITERNSEH B, EENEBREEREEAET TEERNSE 4,

SIS 2 B RE WA NIH, P9I R#E MR EE SR AR EEER =K
K¥ EERER K% TEERKY BREFEHE RBHER. R HESE bl 2
Bt KEREBE AR E B R LR B %% 14 FrBesk,

BREFETZBHEEIET AOH B RIFNES Bl TRITVKFAR, $5RAR R Z 247
TR, AEMARBREMMEZEMNRE B RAEL.

ZHMHREMH SR T PABEMPAE WINEARBFEEIFL. . ZHEEK
HEKEBBRMBUN REFEHRERNNICERRESERAE R F, EHRRELH
Rkt

RRIE
2009 4£ 10 A



B EE  ZEYD eeeeeeeeeeee et e 1
B A BRI TPIZE «eeevereeerrrr e e 1
A BEALRE AR B TBHIEE ceeereree e 2

— ﬁ%%ﬁﬁ%ﬁ%?%ﬁﬁ?ﬁ .................................................................. 2
S BHEMREBEE RN e 3
=. %éﬁ;}_ﬁ%éﬁgﬁg&]ﬁ% ..................................................................... 3
. Iﬁ%#ﬁﬁ%ﬁﬂ%%#& .................................................................. 4
. AKZEEA TR G R FELIEE ooovevrrereeermmennrmeissseiei 5
I B HET B A K TRAE G coeereeeeeeeee oo 5
BE A SRAGTRHERR < veovveerreerare oot e 6
e BB B B A covveeerree oo e 6
o AR R B R L oot o
S B s s s e 7
PN BEREAE TR TR BE DL G HIAT < ooveerererrerr e 8

W—B EAEEISTER oo 12
B A FLPRUHEAT -ooevreeoeeeeeeesi et 12
HE AT OAJEEERHLL ooeeeeereereeren e 13

oL B FEF] cereereereeesn e e R SR SN SENAY'S YIS s e 13
hel - - - 25 7 BT T R P e e LE L L C R R LA AL AL LR E R 13
T BEBEIRGE ceeereeeeneeeemtesenotee s e 15
A BEPEAIEEMETIRE ooveerverrrrrrrreraeeene st 15
U BEEBGEER cveeeereeeeete et e s 15
T BT BUTHEE ereereeeeeneee e 17
S BERICBIEE ceveerveereeemee e e 21
PR BEEZEAR cveeerrerreriinnin T P TP 24
e EE A BAEEE ceeeeeeeene 24
T BEEEBBFEE  coeeeeereeererreerrraererieset bt 25
S RE A A THLE coeeeerrre e e 25
PG, FEBE GRAFBYREBL  rvvvrrvnreeernremererseottmieitusiii ittt tirsne sttt st 27
T BB ARG BB cveeeereveereemerre e e 28
B BELGRREIERE ooooeeereeee e e 31



a e = i

B A AZEHLABAR -eeerreeere e 31
— %@‘}ﬁ g%éﬂg .............................................................................. 31
T AR RBITIASEER  overrreesenre e e 34
S RKIEEBIMIE ceeerrere e 35
R Y - 38
Foo ABEB MBI HLE] coovererereemrre et 40

B A5 JREBUIPBL cveereereeseeet e e s 40
U BRI BLIEAD eereeeeeeeee e s e 40
S BB A MR E S eeeeerereere e e 42

HINE ABEEAZEEESE coororeerrerre e e 44

B A NFGEEFLTFR] covvervrrerreeser e 44
e AKEE AR FREFT eoverrerrrorerrsermssssintsinnai et 44
— o AEEFE R R BRI corrreeerrorrerminr ittt 45
S AKEEA R BFFR R ooveerremrrmrneese s 45

%:ﬁ FEEELIITRI cooevveverreererrersnter s e e 46

UTHEE AL E AL eeereereerentenen e e 46
”\ggﬁ@% .................................................................................... 47
S AKEFELL B AMFI coreveerererrrrieet et e 48
V. JEFE R LI eeverreorreenoerrnesst ittt b 49
T BERAEE ALEE coeeerereeeesnene st e 50
oo BEM R E B crereeeeree et 50
oL BB R ceeeeeee e e 51
N, EHEEZE e R R T T TR T T TP T TR 52
B ARKEELREEERZER e RO 53
— &ﬁﬁ%%@%%i ........................................................................ 54
T BRI E BB eeeevereeeeereesse et 54
3.&ﬁ%£g%ﬁ .............................................................................. 54
VI BGM B AR eeereerreeeerionsesiiineiiinniis s s ven e sain b RS S 55

S BEEEMIRE oo e 56

A5 MEEBERIETTIN oo 56
o HR R B MR e 57
L BB RS cveeerreeseree s 59
SUX BB e 62
W, X &4 it M eeseseseseecesssasasteneasessracesassutasassssnaresotesenttarasosesteonena 62
Ty Y BT eevereerereree e 63

B BRI EMORAEE ceeereeee e 64

. T AR E BRI S cveeeeese et 64






s llle = i

T BB R EA o R i 100
BE A0 P DRI wes o wws sunns ssass Kbesasssass s553s § 43RS S540S ORES INANAVARATS EHRE LTHTSI B ORERS SH 109
=, S PR s s v s SRR KRS S TS SASARR FRAES 4SS SR ST SR R S SR § 109
2 W 5 DR won 50053 805005 § S RS AR5 ST 5SS 4B 3 K SRR S AT S i 113
0 A e - = g 1 - 118
e Al DR o s ruwsn A0 THENE SIRNRAFEISS SRS 44553 SIS RANHIGR RS S4HESS VAN 4SS SR LA 118
e, AT T s e s s 55 SRS RS 5 S SKRAS 45U TS SRIH S SHAR 445 SR R 118
Ty ML TR B s suiwws swun  auiis 6 9h 4433058 65580 ¢ 450 SRS 44U 4SS SNESS AT § RS NS S 124
7. - T R PP P T DT PP PP P PP PP PT PP R PERPERPPEPR 125
WO, JEEE IR AR LA cooveerererrerrmseminiiii it e s s 126
Ty BRI B IG wwevvverrorernrernnrenrnaaennenanans fomie mmsnime wsmmsn fbimn Sools mndia®is o dond mlliscn ol 127
P B M RIG rorerememrermees e s s s et abeses 128
BA TR BRBEI c-eeeerreerereerererereenraeeri ettt ettt 129
e BUEETBRARBE -oreeeerererom e e e e s e 130
T BBAREIE et e s 132
I MR R cecceeeer it et e s e e 134
B E T R T O PP PP P PP PP 135
L EE BEIBERS o oooerree et 137
B BRI ITAE «-eveeeemerreeere ettt s 137
—, REFRFMBEEBHER overeerrernnnrinriiciiiii s e 137
L B TR BRI et 138
A MBS TMGHIBEIE «oorereerrrree s 140
B R R T T P P P PP T P TP PR P PP PPIOPIT PR PR 140
T BEEE e e 140
=. ﬁ%j@m ....................................................................................... 143
U FEAB veveernsenrmnmmuotuenneti ittt r et ettt te s s s st 146
F, BEALIEAEEE AR eereeerreemr e s 147
BEAT BB cvverererr e 147
e DR QU et s s 147
[ S - T PRI 148
S BRI e 148
4 — B BREIEAEDE oo 150
B G RAEIYIETR corvvereerrrere e 150
e PR E A B R R ceveeeer e 150
T B EIE S R AT ceeeeeeereeeertee et 150

_

AL B JE B wvvreessoonreeemaanene ettt e st s veees 151



PO, BRI B R reeerr i 153
F REARREE GRS ccorerrrerrerrenir e 154
A BB ARSI TFHUE <o eererrererrrre e 158
N -3 =7 U 158
Ty JEB R A BB G YE v e e e 164
0 P13 - PP 167
B LTHMPLERAL - -voererrrrrerreeerreriie e et et e 167
—, ABO I B G cereerernetn et e s st s eea e e 168
B 3N 1 3 N 170
T B JLTEHLIE c-ooeeeerrrrnneerer ettt e e 170
S =170 U 171
— HLA B A RB G eeee e 171
L S I R- T 0T PR ———— TR —— 173
B HLA BB e » omow sovwmavsnes ss vorsss Samws sussire vases musss senses vauss sUsmss S¥8ss 57 174
®sB=F ﬁﬁgiﬁfg .................................................................. R TTTT PP PP PP 176
B N U 176
B BRI B B +moee e sasomsscs e s o S ¥R TSRS VAR IR MK SNSAAY VRS 5 177
Z ¢ TEHRE B AN s owunes vumms sum s nmepe st swmmes SONSSSSEES FOERRN WHFS § SRS SEOELATET § SRRE 555 178
SN BHERIE DS o covmrvenens sonss summes vsmes saxsmvmasss pons § 60588 SO LS IEA3 SHRES o 4F RS 645 180
B YIS BRI eceveveereresmserotitiiiiiiiii e e e 180
—, B TFBR MR BEEER e 181
=y DR AL B AR sumens conns samnesonnns seats s5usE 60504 4TYS 04 HHAP 640D nusian rmswe vees 186
B MR T EIBEEERE ccvveveerreee e e e 188
) 1 R UL erevanen 188
ol 3 =3 O DU S 189
Z.BBE BB BRI e 190
VO BRATEILEEEER -oocveverrremrreitstins ittt ettt s tn e r s et e e 190
B BEBIEYE rove v vomrssmss smans summes some v svsee syl ssassevases i s 192
B I HABEEAEGR svars sovsmnsons suses suwers ssens suswsmann SE + RIS EOTAN LASHEA SR SRS 192
Ay BRI TIREIR] sevnr sunannsonen conns sosss sucnes swnans sans TR eV SRS LSS 4055 S50 193
— . mRNA %ﬁ_;ﬁ:}t ......................................................................... s 193
o [ TEAERE ooreervrererrmmmrniiiiiiinnsiiiiititiiiiiiiiesstnis st st enaassasen e nes 193
2 R R v vy an oummy vt SRS RTINS NERYS FUTANS SUASS § EORDS SNEGSRSGD 1ESES 196
PG . DINA B4 cerveerrerereneserutaatoretiiontiaretieeioteiestasanttssstostenssistsrressnssesnsases 198
W BT EETHRE s mens sewes s snues sewanenssnn axe8s sssse 45953 § S6KR s SSEERED SRS 200

vy R B B B UM rvsmen cowen s v vy OO GRS EENS SBSRUEYES SHELS § IEEEA 200



S B E R BRI R T GRIG croeervere e 200
T B HBETG T coevvrerrnerrrneesmeenrn i e 201
BEL TR FTIIEAES -oovereeeree e e e 203
B FFIABEEMEIR coreerereeee e 203
ey ABEAT I eereneere oot e 203
S AT R IR BB R ceeeeereeer et e 204
S AT BIEAE T R ceeeeereeee 205
VO . 7 R A BB FFGE T I vevmreeernreseen s et 206
vt B NC: ¥y b U] TR e L e R L AL L L S 208
e REATH BB ooveeeeeeere et e 208
S BT RIRAE B A KRS ceeeeeeree e 212
S L ACEE  FRMIEMESS - oveee e e e 218
B BB EAMEIR -oevverrerrmmrmnnmmesis e 218
BA EWLBRAEHMBHIALE oo e 219
o DNA B JEfl oo sennrvmnmnnnnnnnnnititteetsteetns e s 219
T BB RNA JH T eeeervvrrrermmrententteniiiinni s 222
S LB B oo s e 223
HE T BB EREE ovoeere e e e 225
e BB T BRI cveeeeere oot 225
R S Y Ly T L RRMAMTILILIIELIE 226
S BTG BB A e 229
PTG R IR TT ovoverererrmmeersemse s n sttt e 231
B EEE BRETIEAESS i reeo e e 233
S5 A5 AT EFR R FIELARL oovervrorererrsessesns et 233
o BBAHE cveereereese e 234
T BRI F| R eeeereeeeeeee et s 234
S FUEE U ceeeeeere e 234
B ASHUEBETIREE -oererreerere et 235
L AREBHE oo eerereeen oot 235
T ATAE BT oo revereesesennneen et s 235
B A ARBFIE IR «oveereernsne et 236
L BBAPB R BB L ceeeereereeseeee et e 236
S BB R B R A BRI ceeeeeeee et s 238
U SBEHEYPEERRL -veeveeeeeeeeeenees s s onm b SIS RS SO SR ey s s 240
o BB AT AR BT cvereeerneeeeseneessnnn sttt eeeeacarereenianeriraeiianaans 240

= BEBFIEAE LR oveeeeeree e oot 241



H—
T BT vtscannecnvrnesnanse nnsna s ennennen s peans srne vmmes KeRsS SESESSSRS SESRS 5 SRR SYEEE 8 245
T AR cerece et et e s rr et e e e s a s eans 245

B AT G IEIERGER oo v rerre et st sae e e ea e s e e 246
o HAEARADAE oot cxmns vernan semorsnsnes sxEs v NS §5EHEE 5SS dnarme - mmcnns swmes s emne swmTe 246
T B A e et e et et e et e at e b —————nereeerereres 247
2 BB ARIE LG IE <wver vomon cwsgs sonrs semms sumes s emvasneses SH88 WSS TORASA NS LANRBE Gmee v 247

B SBEEEHHEMRT «nnmnm wms s smonee sy » pusis et vanses s sssioss S5 sESRALNANS 44555 § 45 247
ey ATRBIE B A ceverremnrenerermeneiiie et e e e s e e e e aana s 248
T BT BB DU AL voeverrrrnrriereniieeiiii et e e e e e s e e eaanes 250

BEIOAY  BEPITEMR v vomues nmmon summes coas uxssns sawss soaws s S55008 S500 SHG0E55 65608 bmms vamms ammems smn 251
. B BRI L v commen cunrs s yuss smosmie sty S0S VSN HEE TSRS SRS SRS AR 5 i 251
W 55 ), B 252
2. WA B R ED B TAT] oo vrr evvvorwvmsa vowws vusurs sxmisn veums ssonns sosss SHENES SPRES LTS HE 255

S ALEE BBIETRHUTETT - vccrerrrrrrrrerrrin i e e e rra e 258

B A T RIBIT o oveer et e s e s ane e 258
oy, FEGRBTE e sroums swsmovnns arams wxesies ORRS 5 SAMS U §SHRAAGITE S sowms » awns sawasstmen snns 258
T BB AR e e e 259

55 ZHWIIRIT v rooms veomrs emons sussns saisims semusn swmsn ow005 6 £090 SRS K0 55058554588 nonmect mamas 259
cg W2 FOTEIF - ovver vovews vunwe rosmrs snesns sesme smams SoRus SHEWS SESOS §AWES 5 ETRES § 4NN BAVALS §ENAL 5 259
2 BEARTITEY wmeene voons semons sy styws soisies posss samion sisaes sEasn 3@83 SERHPS EOFSS RES SYBFI 5 259
o - - % i T T T 259

g I o <3 T PO 261
s B RTIEIT s rereermr ettt e e 261
Ty BUIE BT coverreerm e s e e s e s ea s 261

g1~ W5 Y 262
= KBTI IE soscr sommsnommun coams s55853 GHKEY § 6570 588048 bun maimarms ammmms wmns sxswnpossns e 262
T, BEBITHIRAR coeevertii it e s e ea s 263
£ BB I I B ~eees vonrs svrnrs suses comes s sovsr e G AN SO SRR SRS S 148 263
P9, BEBIT BT RL ] covorereecrerietiiiiiiiiii it et e s s s e s a e 265
F, BEBITFEAWE I ceeeveererreririii st e eee s en e 267

[l YT .y N 269

B JBAEIEE «vorvvors o vunrs supmes somos vomesesmnns sasay svssss SO § SERS SNNTS SVRRRBINS VESS L 269



Ty A AR s e 270
BT BB TR e e 271
L R BIHET e 272
T, BB BAR T coveerreeer et s e 272
I BB E RN B A TR oo 273
BEEF FERUTSHT corererererrrm e 279
— FERT BB R e e 279
T PRI W B 3R <eeeeeer e 279
BB R MRAE cooooeerreer e s 282
B RHREERIEIR e 282
e R S HG R A cvereeee ettt 282
T RSB R B R e 282
T R A R T AL e 284
VD, AR A B AT £ covrerrnrnee ittt et 284
A B IEIEE cvevereerre e 285
e HBABE I FE e 285
T BRIBEZE crvvverrererre ettt s 286
BT BB G H ARG - veeee e 288
e WA AR A R IR e 788
T BRI E AR ALE] e 289
T A BRI BT eeerrerererernsr et 290
B — B AKERAGEEAREER 293
B B TIR/NBAERIIR cvvreerrreerrr e 293
A BB TR/ BAERIBIERNT JTHE coorererererrerreess i 295
e BB A e e 295
T BB E BRI R ceeeeerree e 206
S ABEEFEBIRE AR e 297
7. %Iﬁﬁi)\&* ............................................................................ 200
F . RNA :1:%&7}( .................................................................. RISTUTIRIVENLE 299
Ko AHMANRIEE AR B BAR oo 299
+. ﬁ%lﬁfl\ﬂﬁﬁﬁﬁmﬂﬁﬁﬂﬁ‘ ................................................... 300
wm=A A%%%ﬁiﬁ%lﬁﬁd\ﬁﬁﬂé@&ﬁ]#% ............................................. 301
— . FGFRs QA%%.%%%:@%,% ............................................................ 302
—. BRCA1 55—{%,&%%}%;@ ............................................................... 306
I TLTR -oveeeovrrreeromnmree et e T 310

:Pis‘c%iimﬂ'ﬁi%l .................................................................................... 314



S

F—1 EFEEFNARRAT

B 2# 58145 (medical genetics) JE N I8t 52 MBS B R BT ARG BRI, B
FREERBELN NI, RBEEFSREMEEHNTY ., BERIEENME R
ST IR AR BIER I WAL, SRR BRI S BT RNATT 7 5 s A R R BE K 05T 8
I B TSI SR , AT 55 76 T I B3 25 b3 A5 008 RO B 5 SRR S LR, 338 s BF A A 280
MERERBIBRSREMIAEERBRR, W6 ERS 55 K28 6T BB R AR 22K
&, N4 A5t he , - A DR R.

E¥EBEENHRNREALBEGR . X T RIEROBIIE, MU RAEWILE ST
Y A R R MY R REE AR, W Hd
B RBEZHFZH IR, REZBNERNBEREESRELTHE R, FEBE
FREFHHANENEE 42, EPAREREREEREX EXXES, Hi
MEUR S, Bl FRUERARN & RRE, B, AKE ¥ (human genetics) 5 E 2
BIEFERBEUARHRNR, NRBEEFTEMAFMALR R LKA E LR NS
FEHEAR (genetic traits) , IE ANRTE SR U R AFFAE AR SEW AL L
ERG BEEREFXIBEMNEBXNAERRALERRSBENXR. RS2, WHFTEH
RAREFHER, 5EEFEFRANREER (BREER) . MR, E¥HRAREER
RAXNTE KN, IEREREEHEROBEHE, xR EERETES . Fik, A%
BEZHNTEAFTUREFZREYXNETHARETE . B, BEEREZ5RIEEY (ge-
netic medicine ) E{FR Il R &2 ( clinical genetics) UK B RERBIEN R, HATE
E TREE, ME THRRSHBREFNBERE. 2RI WA ; 5 ENE
FKES, M EFRRERBERMGIERRS, 0BG 0. FE I8 85
HiBh o -

R¥BEFEERRBART, BHIER T — RIS ¥R, X 22 B0 AR R A5
ART7EE , A 5] B 00 T8 F0 R R A 288459 LA B AR 6 M R AT B AT, E DGy AR BR 2t 22 iy
TEER.



®11 EFREFHSIEN

IR

FEHRNE

4l M8 %25 ( cytogenetics )

4 438t %% ( biochemical genetics)
43 T 454 (molecular genetics)
TR A& (epigenetics)

25418 {5 ( pharmacogenetics )

B EFEH¥# (genetic toxicology)

S B 5% (immunogenetics )

2 40 U388 £5 2 ( somatic cell genetics)
98 1Bt {2 ( cancer genetics)

K E B {&2 (developmental genetics)
118 1% (behavioral genetics)

R 518 f6 2 (radiation genetics)
{48t 4% (population genetics)

ABR IR k% SHRRI LR
BEERBENEAR BRSO

PSR BH (R LH 35 R A T o2
DNA FI 354k 4178 (B2 T B 0 2 K B
LRI 2O DA B A R 2 LB £ 2
R R B S W R DL , R B8 B 2R v
PR Sk MK DL R S I 038 A5 R AR HL
D6 2 S AL R R A RO R R 2
R IR R SR L R

AR R o R B Rk O I U R RO

AT H A BT ‘

L B AT AT AR B e

BEGR S S B AR, B SR

ET EFBELEFNAREE

—. BREZFSRERNEHFAR

A x4 AR AT LU I8 3 20 7 % BB 59 Hippocrates B, AREY BB S EEIR &K
RAIER IR %% 0 1500 45T, JATE S (Talmud ) %4 5 " ZBR A4l L bR #14L A AL
5E ;500 4F A, Talmud $28] M A H AR 1. 18 #4253, Maupertuis X 2538 71 AL T K
RiAE , 1859 4F Boedeker il T B, X BB BB M SRR, 1865 4, Galton
RBENSBEHRWAEGITAH, R EAETFEMTARBREHR, AN —IBNET
BAMFRREEH, AERRFRFERTEARKRAR, Galton EEIHRHG| Al
TEERIBST 18 LG T SRR T AR AR BE , B AR S BT ST B RE T A

BRI T MR M ER L ZLKREAREE AZ R, AR BE
B R AT PR, (BT A AR B A 5 kIR, T A UATE Mendel Z Hi#EL A REIEBAARFRE
HAEHIHLH . Mendel REE— MBI BIZRA KA, BB EWENFESMEEE T (B
HE) , FMUERE R, T EL AR, T RIEX — 3%, Mendel 347 T 135 8 F M3
SHRALE . BRABERTF BRI BRE"  (EREDEE AR A S B AT DL #5
BAEE TRIFFFE. Mendel I ABMAE FHABMEMHEAHEBETRIRTLENS
B, REE HBHE R FARNPREANE, dE R BRI, HRX R,
B E TR —FBUR R R ST ik, BA X I, X SN B A RS M REe
HAE HI SRR . Mendel IR SC(EI R LK) T 1866 FRREAMEWYELH
iYLk BB THEMNRREAEZEMERWER, EBKENR,34 45 (1900 47) Mendel



B FT—= % T
FIIS XA THRESN LN, B, BEE U RBIER R A EIEH AR 22 H8E,
=, BEEMRSARERNHR |

Mendel “# Ui RIS A T ARFEHERFBR K, 1899 4E,Garrod BE T L THRRE
ML, 1908 47 R SERAEABBRIG ) , 16 tH BB IR . T ALIR SR BB IR A L R 5
FRRAEBRE, HFU X R R S TRAE RS REE R ESRER, SRR
RETE, B IF RN T e RAER BRSBTS A9 7 8 . 1903 4E, Farabee YES24T 45 (BE) 2 5 4 i
R, X RE— BB AR B RIS

F7E 1900 4, Landsteiner S8 &2 BL T A 258 ABO Il B & 45 , {(H BB 1924 4E Bemstein A iF
83 ABO Il B —2H RS B, B E T S s 2R,

1914 48, Adams RF T CGRIMERIT WL B85 T 884D , 1138 Se R MR F vk o
WERRNZA F FERE U IR ISR LRSS, NESRE%2 K
BT EEE TR

1949 4, Pauling S7ERF AR A MBS R IR ZE R ¥ MAESSF HbS, /E T
4397 (molecular disease ) [RIHES:

1952 4, Cori E SOME R I FUR 1 BUR 1 T % % W-6-BE AR B 40 B ( G6PD) ft B B 3%,
1953 4¢, Jervis UESEAR AR PRAE R iy T2 P9 S BR SR 4L B ( PAH ) & 73U ; Bickel 2R B3 8
FEIENERBA R T RBE T R RN RE R BN RIFSCER, FO T HiEReRn
58

1954 48 Ingram B3 “$880%" , 20 HbS B 45455 6 B EMESERTAREE WA
BB, HILBRIT T ML R SR EATE.

1966 4, Mckusick RS AR FHE/RBIE : NRERMBERE T, R HMAKE
ERMRFLRZRILTT 1487 B, BN B BIE 2T 2 KRR Z4E

=, REESREERRHTIR

Mendel BRI T B H F5% U, B A RERE R FZEHE, 1903 48, Sutton.,
Boveri R BB IZH FHAT R S ERMEH RAZH A B PLREENTHIZLEST, FE
PIAZ BRI B FAER A LB, 1910 458, Morgan % 3224 ( Bridges , Sturtevant
A Muller) 34 + R RBH AL RIFR, KT EF 6 E AT S, FLHEAE
Jetafhk I, BT Morgan ZERR A8 15 2 05 TH A 28 HH BTHR, T 1933 35754 BEsR R 228
IRE, BB R RERFENE— A,

REEFRNEIREEREFEEH BRI EH A MR IEEY B, 1953 4,1
EHE(T. C. Hsu) FHEB BT AN, 45t A0 8 RIF SO e i fiAR AR, 1956 4F, Tiio K
FRAUFR AL AP B R B4R, BE IR R 42 LA M R HE A AP RS 3, S kB 2w R B 4
Fid; [FI4E, Tiio 1 Levan % A 4 40 B e 65 4k B 46, 1960 4E, Nowell % IR E &
(PHA) RIBASM IR AR E 400, 3 Kok A A 22533 ; A1 4E, Moorhead 258~y A S0 Ifi 44
SNEFRRPBIRR A AR, X EF AR KHATH T ALK R ERR
B, .

LR BRI REA R KM, 10 1866 4£ £ B Down £541F, 1938
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45 F Turner £24E , 1942 42 K HL Klinefelter L& 1E , E B B 1959 SEA LK AT R T
gufa gt B 58BT3 ( Lejeune HIESE Down £ A4E R 21 =44 %Y, Ford JIE3E Turner LA ER
e A28 7 XO, Jacob JESE Klinefelter £5 & AE It R B RA B XXY) o

1960 4F , 22 E 2438 0 — B 55 /N2 7618 o 40 g 4 1 1L 4% ( chromic myelocytic leukemia,,
CML) 835 B B P 50 T 4558 A (R PR M TS , SRR B — BB I S5 3 A SR e
o6 (Ph e dh) | FI4E T FF # E BR AR £ BRI T-A S Atk Ay 4 19 7T B e iRl ( Denver
system) , 1961 4E,Lyon $2H T X #—4 X oo £, A 7E L ARG R BEALR TE Y Lyon B .

1969 £ . Pardue FR RS R Z AR Y DNA F BrVEsRet, i fudk by DNA 347
Ay F2eAs i DNA Fr B f FRAR Gk B — @ X By, B T JRALARLHE (in situ hy-
bridization,ISH) ., 1970 %, Caspersson FRE Jr Y A ( quinacrine mustard ) X 3E 48 B feE R A
kAL ATOCRB AR NHE(Q BH) , FFRE TR EABHHNF. 1971 £, Sea-
bright E~7 T FHERERAL 2B Giemsa Yufs BT (G BH) . 1975 4, Yunis v oAl
AL FIR AN B (T v B PR AT SR B S 2K T, H T AR S 4 L it £ (microcyto-
genetics) , 1986 4F, Penkel R IGHMCIR T AT RALA AL, B3 T AR ALIE (fluores-
cence in situ hybridization, FISH) , AT ¥EBRLIN & 5. BN T BriymAs sk N AL, FF AT H
R i TE] B AR A% , B TR AR T 43T 40 i i 1% 5 (molecular cytogenetics) , 1989 4F, Ludecke Fi
4477 8] ( microdissection ) 3RS YA BY , 22 B4R DNA H-9 )5 HEATIH L RE , R
S R4 (probe pool) , I [ B & MY FERURHR I, T Rt A7 He £ 45 3R 3¢ ( chromo-
some painting) , ELEEf M e .4 | DNA J B WAL, A K 5 A TR FIR G AR
3k, 20 tH4E 60 ~80 R, R—AK GBI W H SR, H FHBEARW I, KRR
AT T, LR T ROF R AR AT,

m. e SR ERTIRNTR S

B2 B R R IR ABISE . 4k Morgan 25, Avery (X5l RIREF
W AL 22 R HOFSE) , Hershey il Chase Xt € MR AL KSR H B A ML B ThEE) By
BR3T, 3976 ST HESE T 2B 94240 i & DNA ; Beadle 7 Tatum i 3 e F A W A BURL
» %iﬁ%ﬁﬁ]>ﬂ%,ﬁ&“—4‘§%~’i‘%”Bﬁ@ﬁ,b&ﬁﬁﬂ%glﬁfﬂiﬁ%ﬁ%mﬁ]%ﬁ%%%

AR AR 1 R 7R ; Watson A Crick BFJTCBIBRIN AT 4iH4) , 214 T DNA XUER e
SEMIRERY , S B A TR R G M S BR B2 T 2R ; Jacob N Monod BF 52 B 1 IR A BUHI 16 1
P R R T U, WA T R Y E R AR S . B2 PR AL
8-S B R RE TR R AR A R SE % , T H AR TR F R,

PR B R, AR DI TR R BT R, 1954 47, Neel £l Shull i buinig
FiATH2% ( genetic epidemiology) , 18 HRIXFEA iV 5 B R AISASE A RIERFWAT P 4R
FI A AR, 1959 45, Vogel S HZGHlt i3 , N Z5 Y R B AFEE R e Rl AR o
1971 48, Brewer i Hi 4 58t &2 ( ecogenetics) x4 L 2 4 R AR 1 S AR A U I
fem i EUAR. o AL R RO 2Tt M BRI G R R B B A M A
SRR AR E AT REIER S MERAT

1978 4%, Kan %[ DNA 75 SEORE B 560 , U504 i )L /K A1 DNA e
4 IR 2 A% LR = BT I ,  UCHs 2 R iS5 L P Tl PR



