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CREREXHARBIRERTURALTBE R R —F LN L IR R L P EL LR T ANH
Ho RANLUERTAOXELSRHW, PEFSKTHWEZARP L —PEFTREHLHT,
LEREREXRRK, B FAREMBAHSAENRETR WU A - B XGALEZLF
WAR. B TETFHEAT TR ENH BB L PEL T  ERNNAERAASE T, AR 4
HREERRAPECLFFHRTTRE , AR LA BRECPELC ORI RESHNF R
RAEERRAHANEM, Eéﬁzﬂmééﬁﬁﬁﬁ%#&&ﬁ FHALEELEAXRRBERGE ML
AEBEGFANFHEAM

SEFXR AR AT AP ESBENLR BA HX FELEL bAARNUA
XHENENNELPERE E£¥ ANGARHAEE, 2EHMBETFIHENEAH
FHAMFAIHNENEY AOUFLREFRRADTRAHBESABUBEAPEA
- Fo

AEREEARKHAEPERFSRF BRI HARAZ, RINASEREANERL DR
PELIBRMLE G ARREANAXPERRH RS R EWRRE SEEF. ABEHR L
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LEFHRHPAERBHEEPEL L EFAENRR , BEABLEATHRB AT 5 R E,
RABTHEFER ML ER) REREWRBECFERATHNRFRE,
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 PEELRIRTRAAERLRTNEE LAY A AERRBERE, B TPERRE L
SAEREF— AP EEREERRAENE BRAE LBEXRTANE, PEL Y HM 2
RBERTFHSRENE, EXAHRT,.H5 —FL4USAERRUBERENPEHM,H
HFEERENRE P ERT R RS AN A NEEE,

WML N BT ALTEL L — AL TAF RE PSR L EE R RAREFEE W
HeT,PERFRREHATHRERR, BAL4PERKS B AR, ¥ TAERLEPEHT,
AL AP ERTAERGE A F R A TATMAES R U AR T AR AL E P E
EUHEEREFETR, AL AUL AP ERRSENHE LR, ARENIPEFRELHEN
HERR, HEHLRBRBAEERE T ES AN AN (PELNERERS MBS T, 457
AEBLRBELETRELEFARNEM (P EL L) RAHM,

RERMUEZERALEHEAAER BN K BAEPERE SR F TN RZ, 15
AP RN pREHANER XA FEWPELRER, AT P ANEEERN, THEE
LRAM, RRFNANEETEA S GREEE RSN EHERNFEEE LR .S LR
WPBRR BRER,FARKLEERERROANELBABAT PR FHR.

BNFLZREEMNNE R AR AR TP EERE LR T NAL TR AL, B E¥ L
VEERAREEE EARBNESERBEHT L2 —,
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A (PELV) —(EFREFIEMN . AN NAETREATH LARXTERELA
FHREOR,ARBEAR S LR BRAE AFEFEAENE S, FRAEE L L EAF
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BB W NEYE

—. TAaRiRfEE

EYRSEFMEMTARNME. BAREYHNERF R - BEAKRS N, ZHREY N
HEHBEMAEEEN, TRBAER TR, BRUE T 4 A7 4R 5] M 88 , 53X R th 4R 18] i 7 ¢
R R “i8 15" (heredity) o

AFHEENENES ERZREWIR. F— R ES5H 32850\ 40 SN 38R i 0 R, 76
ARARE—RIIHAHEA, ERSRARMGAERK MR, X &AL 7ER R _EfZs R E
AHYENRS AMRIET ZHBEE - ENRRRTR—EN ML, BE—EHEHMD
BB, S ARE R - EHWELR. EYHNIREHNANEEREZR, XBRTEMNHBEEH
B R FBE 2 ok A R AR YRR M E SRR N “E R (variation) »

BIE AR BEEE" —BENT AT A REM AR AR MR
B, TRBMHEY, BYEREY, RELRME, ELXVUALALS, AN NAENRE, A
RAUXHAR , FREYRERFEN, REGEINELARFEZ—. BEER EPFRKR
ALdefh, B AR HNAMER ; BRARE  TRRAERE, DREEE L, EWB AL,

AR EI% % (genetics)? BEZREMREDRESTERIAK AFEAM BN E, HRE
KMERAER O BIEVYRNASR, SREYHENILEERR AR SHELTAENRERER.
Q@ BEEYERMELR, SREYENEHNERARAR, @ #EGENTH, SREAMNELSA
B, @ #EYROEE, SERNREMREENEE, AN BESERERAAEN AN
B, BN T A RPRBR, B hBE Y ERBAL, ‘



2 B—% EERSEH

Z.EFREERSX

E 5% (medical genetics) RE¥ 5 RE¥HEBEN %, EREAGFAREER
FHHANA, EAREZN - IHEE, ENELNTBRYEEMRET#EF, B¥REFEN
MR FEREAE. ARiffE%¥ (human genetics) BRI R AR BREESTERIE 2, BFEARES.
W EH A RERITHFEMERNBESTERAS, ARXBENREARE, BEFXRE
FEATHRALRERRSBENXRE  FEREWRBEROELRIE SE RN 2H BT M
S, 2R EMBREREARTHRER, BENALVEE, URBEALBREKEHER.

EEBREFAMEEYFE EPL¥E BEYSE LEE FEERABZEEMEZE M
X,MEMEXLERNHRBEAN CERRE, KA TE¥BEFHPE, MR ERE &
R ML I R IT BB R LB WA R 2 %, BR 8 IS R 1% 2 (clinical genetics) o

HREEBREENWTEEEZN R ARHM MR ¥ (human cytogenetics) FIA IS4 1138 (5 2
(human biochemical genetics) , Ef 13RS EMEYUET ERRALERNBEESTERDY
YIRERM. HILFERBERBE M S F 8 %% (molecular genetics) RALRIEF R BAGRSE, A
INGFARFAREYRBENER. AR FEEXHHRABRRRARBER, THREER
KL B IR IT BIERAT R, JE R T E¥ 2 T8 5% (medical molecular genetics) o

BEEREXEREIR S, EEBBRUT 2X¥EH:

1. HM# L% (cytogenetics) FEMEALLAANES S . LEEABRTRES5ER
WXR. ARBEESS FREZEES, RBRRN ST 4 M8 %% (molecular cytogenetics) , B
HHEAT, FREAEERINENEE, RS EINES, AA TAEEKFERE MRS
WROAR, #t— P HRERNZEER S EHBITHHRE.

2. %4152 (biochemical genetics) AP EFTEHRBERPRNELRRIBH A
DI BRI M B2, ANTT @B 5 F 9% (molecular disease) #1 1 % 1 X 3 % (genetic
metabolic disease) Bll it 1% 4 B85 ( hereditary enzymopathy ) X A 2S48 5 A& .

3. &+ Fi15%¥ (molecular genetics) ABARBEARMNBHEMLEHARE ZERNREIMFE
SHENRBERASTFRE, ABERVEECHE EERTSREFHFBRMF B,

4. B 15 % (population genetics) BFRBEHEENITH. FITAREFHERMBHEYE
ﬁﬁ#ﬁiq’ﬁﬁﬁﬁﬁ:%ﬂﬁ,MﬁWﬂ(qZXﬁiﬁf?ﬁﬁgﬁi?ﬁ‘fﬁﬁ%ﬁ%Wﬁo B 140 B 152
(population cytogenetics) Fll it f& #i 47 = (genetic epidemiology) X —2FH 4 X o

5. 55 # (pharmacogenetics) R HEBEZ R BEHENHYR B HOE W, 5F
FIR 7 W25 Y RN B RS 2R, 8 B B U R 2 B0 ik SR ) 1R K 4 o

6. B B4 (toxicogenetics) MHHRBEAHHE, ARAFERENBEYRHRERLE
BN , Kok S IR (AR B BRI A O ik APE Y F B

7. %5 ¥ (immunogenetics) HREFHAZRHREEM. OBEMEEEEYRE, W
HE MMM TRESFHREIHNESRENESIBHRERE. BEEAERBURSRER
KBTI F .

8. MR IRFE2E (cancer genetics) BFRMBE R4 R BRI BRETZR , Bk MR & B Qe Ak



B—% BAEREESRBEHESR 3

@JﬁﬁEfmﬁgﬁﬂgﬂzfﬂ,Xﬂ‘f@\%ﬂq’fgﬁimﬁ\@ﬁ\ﬁﬁﬁﬁwﬁﬁﬂimﬁo
9. {40 MU 152 (somatic cell genetics) FIGFBEMEMARIITREET R, AKAR
BAHA SHREHERSREDRERMARBE T, FREREMERL AL 08 60
FAMAE ANMERE RN RAE BERHEHMERGTS SHEALZARKNSH RSB

REDANFHESFZ T EHHREEMFHERD.

10. 3RS 815 % (radiation genetics) DF 5T & 48 5 X 18 4% oy S 463 0 2 o Bk L I 0 0 B B

11. EH # 5% (developmental genetics) MRAEAFAFRMBEHEKFR I FAE, L1 L 46k
BRHRENHS, B ATIBOREEHER.

12. 7R %% (behavioral genetics) AEARITHEREMNXR, FINERET IR
fe B ml, MR A RE S, LRI H AR,

Z.EXBREFEAREFTHMA

B¥BEXERAAREEZFRN N ELERNEE, MARENEXE¥PBE, KRR
EHFAR RHEHRXY:

(—) BEFHALRENEE

1. 4 BkFE (birth defect) HAEILEBEMNIEREFENRE, ABEEEEHRE D
BITNRES, BEBHE, 122092400 FA/GEHE , b 30 FRILEEF XS
o WA, PR 70% ~80% (BRI 20 F~25 MIRBEREERN, *H - EFREHRHEAR
AW, BAE - BRRELEN . FEEH PEUSARBRFARL .

2. HRIE™ HL2BERK 15%, P4 50%BmTFROEREHIE, HELTERPH
7% ~8% RBAKREMBAALABFERLT FIEARRS=RIEHK.

3. LEFETEES,1976 EREXRH  RERTIILEE MW TERER  BER. CXB
TR SR, 4 0 30% R X FFE TR 5 .

4. ANABTHBRERMGE, BEMBERSE 20% ~25% , HPREERBS 1% 2 EE1#
1595 3% ~5% ;s BHFBER 15% ~20% o BLHh, BH ARG IR 15 50 B A IR R B A7

5. EEFERABT  ANWATREMBRERNBTE BBUREEMEGEAER, RAIE
RABFBERE R ER .

6. ~EFEAEFALRBBHE LRCIEHSBEEHRA R WEENE . SHFKMHEL.,
LR R MLE SR RR R RHIES,

(=) #EANNE. BEAODRR

BERTALRBRNEEFRERZEN, TAHUNET, ERAODEER  REAODER,.E
RENEARKZ —, AN AREXHER . DRAER BREHBERNBERE . RR
HUs LW R BRI R HAEARTHERR, BE4 AT EESA DB KRG,
BEEARWBEERAGANEEAL CREERFEEN I RERE, EREXREEN—
AMREMRENES. Hib, E¥REFEBRREXEETPATEHLS . MAREEEENERME
HREBZ—, A —BREKXN—LESF TAE LALEMTHRAXNERMR EXEES
EAEFE, I REERENBBKFHE A SHTR,



4 B—% RERSEH

BT EFREFNRARER

—. BRI RHIAIR

BAE 1500 F2Z 8 , MR RBEHREXN“GHME" I BHERR RERFFLWE, X5
AIEFBINR T AR, 18 4, ¥ EH Moreau de Maupertuis T3 T £ (BE) KRR E R
BREzeRE(ALRBPBRR BHXFHRIANBEFLIAF. 19 L4 (1814 4), Joesef
Adams RFE T (S KRBT R BETTBEYE) , A BB RAERERR K EERRHREERER
ZHMES, RERSRRER FERRREEBREZANXASSRERE RN — LR
B EdZ R, AR — AR EE, 1859 4F Boedeker BT IL IR BBRIRIE , X B
BEBBENERERER. XBREAMNNBEZREEHHFNR,

ZBEFNEEN=ZKREERHER

B8 3 $) 45 B& (Briinn , 38 58 32 89 7 /R i Brno) 15 18 B i ¥ # # 8 /R (G. Mendel,, 1822—1884),
7 1858—1865 EM LB E AM B B HEEHRWE REEHBIL L, T 1865 FEMERY ¥
EREAE TR N, SR T HRE . T 1866 EE¥S SRR, R KBRIEZH
Mo pREEFHEN, TR EXRANWENR, hATH R B EINBIET 3546, HZ 1900
48, 7 17 22 BT BT A% T K 4 0 3 2 B AR K - 8 35 LT (Hugo de Vires,1848—1935) ,EE L&
B A 2EBFH F K B BAZ KR - FEHT (Carl Correns, 1864—1933) , B8 i 1] 4 .44 42 k. K2 — 1 4F
RBEHIHIREE -1 - R B D 5% (Erich Tschermak Von Seysenegg, 1871—1962) E#H A8, H B4
HEBRER—NEBRNER4AE8 mEEREENELE, TREFE XTLFR 1906 4
B3 E 0 #¢ 28 (Bateson W) B ERBAF X NEAYETHER SV LR HET K, K, 8
BEBRRIT BRBEFH—-IIX,

1903 4F Sutton M Boveri 4} 5] R B B IK1TH 5 H IR K8 6 B F17 R BB R & R 6
hRBEYERENHBUE, REIREBEBEFR. 1908 4F Hardy M Weinberg BF 5% A KB 14
mEESENTL, AR RETFEER, XRFEBREFPHEREL,

1909 47135 i 5 ¥ R A B B (Johannsen ) ¥ £ H T AR W R H (gene) o FHEH “HHF A"
(genotype) F1“FKE” (phenotype) R Z RIM X &4, XXM BEXMWEAREAEEE . M Nils-
son Ehle W B RMBMERH L HFBRE, A EE K RIHEBR A EEK KR EA
AR RERORE SE RN,

1910 4, X E P KB /R B (T.H. Morgan) Ml il Fy 24 83 RIBIC R R B T % 8 5 31
BREHNTEAMNZES ST RGN, B EEEME-NEEREEKL QT
“BEE% UL (theory gene), ERM¥FRBRESZERFRANPCABEERNEM LEZBEX
Mo ML, BE2EMERTUZKEAABRNEMMN -E2RELHEHBARER,



B ERBEFEFROSIAEMR 5

= EFRRFHONENER

BEFXHZ2RBENHRMNEBREEZREFNELNLRAEEANENL, RAEZ#EE
2RRARGENTRE, WALBEETRBHT ETHEM. 20 #4250 FRUK, B T4
WAL HRBEY RRESHTFREFLRBERANERE B3 TERBEXR VEH#MER,

1901 4F Garrod I R EBEMRE M BER B TAREBHRE FERERAIABEEMLE
ERBEFEEREELE . 1958 4F LaDu SN B EERF AL P L= RBEREIE, IEX T Gar-
rod R, BLERHFEHEHRERRZIRMABMR. 1949 £XE L. Pauling FH 5Tk
AT R MY, & 5L HbS B3k EAFF HbA, ATIRH T4 FREOMSE . ELLBE AR
ST ERER, BRE T ERXERBBEIHRMGKREH KT, MAEXERAKEREMOLE
BT, EREREAEEAEMEANBEAREHREY BTERERBETRORERB>Y
%, FHREFREFEELTRMLIRN AT BRENERT —KE.

1923 4¢ T.Painter FAHRESE Y R EHT AR, RBALEARF W R AEKEE N 48
%o 1952 4B R (T.C.Hs B THRMEBH AR, B AREK, Joa4k08, ETWE,
RERMNERERMITEE, 1956 FF A 2 (] H. Tiio) K I KK fili 3 0 i 2 48 22 i 45 % 1k 19
R HIEARFEASBEH FLRTHERY L, FFE, EH MM Levan A B IE I il 4 A
RFAMMAITRE, BIETEF ARGKHREEAKB N 46 ZT AR 48 %, [ 4, Ford Ml
Harnerton MEA £ 4 RP M ANKRAREAE, SHERSE. BHTARRAARFROH
B, 1960 4F Nowell % FiH ¥ i % £ & (phytohaemagglutinin PHA) RIS A/ 8 F B AR KE
40 B %5 40 W BB B R BT 34T 4 B8 [BI4E Moorhead %87 T A& A M A 1 38 3% F0 3 60 3B
FE—BESBHIRER MAMESL THETENRGEKRTRTE.

1959 4E & I : Lejeune & & B Down 454 1E ; Ford & Bl Turner £%A 1 ; Jacobs 1 Strong & 3
Klinefelter £3&1E . 1960 AEFEE IR L Ph ik (FRABMP k). RAEKITRBERAEERE
BIEEFHBABR T ALFHRBEESE,

1900 4£ Landsteind XL T ABO &, /5 X FIHOARERXRBREZAT 10 T/ LB RE,
Sl R M B BE (E¥E M B RS, 1941 4 LIS i fE B B R B AR R A5 &R
MR BERTE, B Levine MU FBRIEL, AMRBESSHALHEEREBE(HLARR, A%E
B MM A M SRR SE T REM, Glanzmann f Rinicker £ 1950 FHBR T = EHBK & kbt
THEAE, AEIREARNEBY KT RERWES, AARERMEITRAR THBITE,

1944 4F Avery FiJifi 48 BR B8 %% 1k SC B0 F B A 1 i &2 DNA. 1953 4F Watson i Crick KT
DNA 4+ FXIBIEL M . 1961 4EJ5 Jacob #l Monab 3 T TR, 1966 4F Nirenberg
M Khorana 2 ABEE T 232G HE, 1958 4 Crick B¥RH THREBRBNERMBEH PO
¥, 1970 4E Baltimore il Temin ZI T ¥ 78, Z%¥ 7 P .LENMEE, 20 H4L 60 £ E
70 SEARFR § 4 AT BB RO R L, 20 42 80 E A A BEEE X B (PCR) T AR W B SL , (8 A KB 5% B9
WREATFHHEE, '

1986 4F , 3% I /R ¥ 3£ 13 # Dulbecco £ H , WM A E LM T , 06 20\ 40 M i 55 B 4 0 FF
1ho 1990 4 EH ELHHE 15 4(1991—2005) #y A 5 H: FH H MR (human genome project, HGP) .



6 E—% MERSEH

HR =% E SR G EE) WHEBAERAWT, &R AKEHA DNA3O CHEN K2 F 51,
1994 £ AR EFAEHE TR 1998 F, ARBERHAYBETMR, 2001 42 A 15 HR.2&,
s B P ANEERAREEHANFRARERTRBARERSA 94% FIIEEAEH TS
4. 20034E 4 A 14 B, X H B .. XS 6 AR REMARERAFF B L R,
AEBERAHRMHA BIRLREIR. BRI EE R AKERHF&EEXHA 98%,
Wk E 99.9% , T RIBHFAFELER. XM MRS HEATR, % 21 HENEYERER
FHk—GREFNER, WESHERRR, EBT A,

=T BEMKREDE

—. EEERFOE

8 4% 1 5 95 8T PR 8L 45 9% (hereditary disease, inherited disease, genetic disease) J& 3§ 4 78 41 ffd 5%
&ﬁﬂ%ﬁ%%ﬁﬁ%@ﬁ@ﬂ%%tﬁi&&%ﬁ%ﬁﬁoﬁ%ﬂ@ﬁ3¢ﬁ%(§$ﬁ
WA FRRENTE;Q BEYRSEERRBEREGHE; QO RERTHESIBERN
ALY B R EARAHE. o

20 #48 90 4RI ANTH A M N B9 R BB RS | BERARBER, R AR 1%E
YR RA A, R A BB e . S0 B B i A B A A L (B AR AR — R B T AR
WEEES, FTEMARBER, WRBEEREERBATREFR T BRERIBED R
XEATHEMRE, NERKTFREEAD L TRAMETRE,

BAEHERRN RS F R ER (familial disease) - J¢ R ¥ 3% (congenital disease) X 5 X W
% (congenital malformation) # 47 X 51

FRERVRERERGRENAR, BE—-ITRXEEAXKEFEZIIHABE R —MER,
ZHRFERMFRE FREEE, XFHERBHREEEER. DRERKRETRARZAER A,
AEZMEA P HAKEIE ; FEBt X, FREDNBETHRBRAERE R EE, X£H
FHEMNEFEAEERY, HFARBER,. MBERERTURAIZEREAR, FIHIEEH
B, BERGEBERER, LERALBEE AOAEFRREHMEYBEYREZER
F(EERTRLEEAHES) ERTFTRER BEANHEERA, BL LHERER. T

A RERFRIANREREASBA-FERBER, FEEBRIANHEER —ERTS R BE

o

A i DR IR R, IR R B . B IR HER BR B ARk EX
BE%, —MRNRARRECHER(ERRRCERN) I EHEWRAERAR, HRELEX
W, A EREREERAZEARBEARAEN, REERARARER . MF B0 KK~
BAELERYA R, RERERENE B MIEEN R AE—-REFEREARK, BAR SR
BRER, HTE 35~50 & &0, R ERERERFER RN, b TFREFFRK (HwH
FOERTEERT PHRE, ERILEERTRERT, RBOLES RN BRE, 7= 4 £ X EE



BE2W REVBREBFRIK 7

B BB B (birth defect) . XS RRERMEN, BARBERH, WERELRSH T3 MA
RBRRAZRE, THEBILTELRECHERREXREE AR, 1962 4 AEEZREHERIL
HA KA (10 000 B LB ) JC R R B RA TE , 45 40 4 R iy T 50 30 DR S R S B2 R R T 244 3B 6 R
— b 0 #0122 R B 25 —— Bk B UK B2 6 (thalidomide, X & KNI ) o Ja K, M3 T 44 14 = F0
HERH, ZREERREE, XERFARRERERRFEFIEREERR. Bob vl 58
698 2 R e RMEEH , HERERBA—ERBIER

—FRREBRBER, TNLFTEEEHE:
. FBNAES RN ENERE,
- REF M5 9F 1 %8 5§ B RHR
. BRSNS E RO, R BRI
FEERAH(NE TR ARCERE SRRERMEKLE
- ERFER A OLET , BN A R AR R AR R

B W N =

—REERVBERERERREEDHER

He B TE MR R R (KRS80, R WA RS W R (W D M4 K R B B F
HISREE & SN MBS E, REEZNRNE FEEEIWIE, EERNEERE
BRI . KBRS

1. BIERRRE RN, BPERFEREENEM, ﬁé@ﬁﬁ&ﬁﬁzwmém:ﬁ%ﬁ
B, WEE R R e AR S R B B I AR
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