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BB ZRARKHE SR T AR EMEER 2N CEERE, AL TRFRE KX
BREARAWTBRA , B ATA S 48 K ZHO5R 5 ) R A& R R AFE VIR R N7E GRIE) FISME (BRER)
HEHRFAERNER. SHE B, BRECBEARRBEEFRS - EREAREL, B¥ERfE
FHRE2SREEESHEBN 14 TER S R H TR

FH—  EBEEHR

— B B B S

(- EFBEFHRRNKMNES

BE %38 5% (medical genetics) EMFRA KRR G REXRNAEZFH, B@E2HRE
B PN, MEREZHABNLBRNFEMERT BEY. BEFREFZHHR
XREAR, FEHRALFHEEROBER R LY RER., BEE@EF TR ALE
WAL RRGBREEHENXR, BRUELH W ANG TGRS BE A XERK R 2R
BRFE AMARGALBREREL TR, Hib, B¥8EE 0T LR E—TH“BIER”
X—AFEBEENRZLESERENAGFR. BEXBREEANSEYLE . REY R AE
R ARFEEMEFEFETMEX, MHEBASKRERZ G,

AN E T8 %0 B BB | 12 W FA IT 55 8 8 R0 V3 1 IR 38t 7% 2% (clinical genetics) B
%E#(geneftic medicine) ) Y& B% , T B& 2 18t % 2 T} ] 25 F 388 4% 995 1 95 B8 2 L o 2 A 2 B T
K. AN ARBEEPTHEXREEFMILEERETHESAE -ENT X, BB BANER
R—TMEERHAEGROBEESHEGRRERRNERFH . EMNETAEZSHRAELELE
BTG REERERREE RBRAK AT RN REM.

E2R %0 A S RN F K FRRIF IR AL BE R GEAREER MR
AP AZE T RS WT IRYT CBIRT AR XU S I AN ROK TR R BAERIIRT Bk, WK
TR FVBE A 7K S 4% 2R 00 By 38t £ 755 1) SR WK

(D EZRBEFHUREENSH

BEBEEREALBEERTOERM L, NAREEISMAREYERRER &4
BRE¥YMAREXRN. AR, E¥REYNHRCEBIEMEZURGRE¥&¥H.
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EFxzfS5E

E%ﬁf’é%ﬁ?%dﬁ&ﬁ? AR ESNRE . IR T EFBHRR. BEERRH
AWRA BERESXERIBH .CELTHZIR. BRAESIHRIM. BEFXRIEETR
EHEW#H TR = EsEfr%.

L #EagFHs£ FTEGEANFMT.

(YR fe ¥ TEPIR AWM B RE Z R A R 254 5K 8 15 2l , 38 5
R LS B, WA HYA R R

(D RFEBE ¥ TROIRAHAEHR BB, *l\%*ﬂﬁﬁﬁkﬁé%ﬂﬁﬁf?m%ﬂ D
Fe WK 4 2% b G 5 S R )38 45 LA

O EE: RTANENZESBEXRNER. BERAMMEREFMNLHR, FA
TN DNA 7K R 53R Bl R A B AL 5 150K A A 98 5 28 T e iy B8 5 IR S A 26 e

()R E . R IRE R I ES R IR+ BOR &Y B 45 59 B R X HAERYLE
B 7 R — 18,

()R O 1A% 2 « BT 5T 4 i o B0 0 S o 2 4 9 J5 W 453 40 SR 0 A 5 .

(6) K E B J2 T TR 3 IR A0 (o7 42 3] #0985 AR TE R (5] ek ] A TR 2 1] P, 4 Y
AEREAF JESSNRHETEAERE T8, IR XTI BPRRAMREMNALE, GHF
H AR SR Y R A BLH %%

(OFTHBEE RARARSREZTNR B NREREN TR I ARE S,
TSR BERRHOTR.

(OO A % FI FRAE B R B Iy ik U A R BIE R R 2B AR BEEBRBERE
HREEAERER.

(N FMBE¥# . BIRAH K DNA oI g 2 N Rk MFE K TR G,

AOERBERHAFERHMHS - KRERAFIEESFEIENLEEERRNBRERRK
FXREN B EBORILE BRI ER W BB AT R EWER., YWERAY
RUAYBNEZEERBR RS EEATF SHRRELENRR, AG PRI R EK
LB IT R BB R .

2.EMABAEAN»R FEAAEABZWNT.

(D AR AR AR, TENRERKE WA ARG BERE ZRILH .
EEHRALR ORI HEEH R AR K H 555 058 R B R0 B 22 4 M8 1% 2% s MU B
FREAHRSROKBEXRKFEIGRAEREE MERTARRCEKESAREEA
A 28 S B R 2 A R B RO AR A BB 15 2

OARELBEE . TERRARERANRZSEEAR@EORN SR ERRERHAES
REDERARESRERNRRENE.

DIAEKGFBRE%E REMBEFHRBMMBE, TRFRALBEY RS HAIEE.
AGERHALFFIRE DNA ST ERH L MEERITSRE. A DNA KFHRBRER
HEKSHARE TR, U REHE S MERGTRRRIEE S iR,

DO FRMEBREY . RARBRER S TREZSSNTY, ENEHE 7, B —&k,
1 AT BB DA B R 7K S 8 7R 45 i 38 44 93 B 4R B » DA T 56 38 128 1% 995 35 R 14 06 i T Y 98 e

L.EAAGMEEERSs A FEMEAFWT.
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(D ARBEBREE: TRHTAF SR IR N RF RN 00 UK ENH S
M TR ERARYENRE. ENERESFEFARABRTEMBERBE.
RRF MR REYE BUOAERAR BT ERR RER BEAHELAHERER, N
T 8 A T AR P B FAT B i, TR M MR AL R SR AL TR BERL,

)R MR A5 2% B R LUK S 3R B0 R S T 0 bR BE AT IR AR 2R R IR . R 7E 4k
SME MBI RN T AT KRB FEI T HT AN BT URRARBEEFRPFENA
RtAK . FREBDMARHETHE BHRIEHESFRME, ZERTEMREATHHRER A
M7  ARENEN ERFEBRARE.

EFNTHEBEITKFLHRETE MATLSERSRAMNTENBNENR. 239
S58REEEMEZSAZEARS EERNEREZEARPRE, BHRVERBER DNA
A, XFARKR,E AOERRNEBNRE, URRSBEKRKZE 677 ST .

E¥BELHHRIREEETER,IF BREEH XM KR & R A BIR A 3T
BT 5T SR L T BT B 20 3L S RBE 2 R R

— B fewmi g

(—)BEmOBEE

HZ B BEE B 1597 (genetic disease) AU R RERBHRETES —EHNHRLE
BB XA REEM E-ENTRETERRTRBRNER. Bk, #EREENIIFER
HKRAS, MERERYRFERM. MERREZS, BERHEIERT K, 8EFEERL
E—EBERRE . LE5ABERE -BERFNEE ZREKATECEYIER. RLE
T B g n, BRI EZL AN BEREES, B EX B E R RA BrikiR,

(Z)BERORE

R —FURERENEBERWHERNBRER, BT REDREOHZS, EFLT 6 4
A

LEABSREIHRTAR BERHEEHENER+-FELG-RAW AR, H
PRYRETEBEREYRERR SHMINE FRERNRE.

2. & A4t BERTELTRZE—KEEHIEE (vertical transmission), T HTEH K
BRI, I Rt AR M E M AR K EF M NEE. EHAENREIEE
ERERORRZPHTURES, XE2E A LERER . FIELEEREE B TEAE
A FEWR, LLBOREE A B 3 5 1558 MR IE

3.ARMSE SR KREBHBERRANEREMAGH, MELBRERD—EFRA K
5, LS B — R R R B B A2 58, BILRI A4 Bk R BLA “ B L7 4E 4R , T Huntington
SRS R — R LR B H R 5 K B AR AERR B EH A 35 F LR RIN.

4L XARENR BEREERARBEENES. FEHEERWELENMEANERERE
£, 21 Huntington $EBEH ¥ BRI K ER S FHREMAAHELE.

5. &xRFFRIE—E A EA BEREFEFRAFRPEEUA—EHE B HLE S
HMEESEERRAZERT —ENBEXR HHAERENEL.

6. — PN AFNEXEF/GOBES Fpd:  — B4 58 D4 R 88 5] — Ff st 45
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PR BER K,

— MR AN, R ERAEREN., N EAB IR L. CREHEEE, MARK
FAZEE . B BATE B+, AR E A (human prion disease) M & — Fi B 1% £ X
HERMKEIR. BEHA (prion protein,PrIP) E— MM AT L2HHANEAKR. HiTkHh
PrP R RELIFIH PrP WA RFTESESHERMEORNSRITEHMNIERNAHANESR
RFE . BARBURNERAL R ABEAITER; MEBRITEKN PrP 7 _IUJEJ‘ZI%M%%ﬁﬁ:ﬁ
EEAARTHEYEARBEEERITEHBOR.

B2 DK IE Wi BHE AR A SRR A B T 78 B2 2 S0 B Hh SR UM B 9 12 067 TR T
70 T B 45 e

(Z)EERHS X

AEKBEHRHMEEL, BRI BNBEHRRANBREESE SIS 100 L4, @XF
R MM Z AW, T EZ—RIBARREDR, ML R BER MR ARG ESLWN . EH
REBER . OMEREREH WIRREBRER AT WRERERE — R B L
751, BRBEZESRE 2R RBEYRMEE T KGR AE, HBERSILLT 5 %,

L#ARA TR 22T 51 & 5% 75 O B2 [ % (monogenic disease) , XK

PR 8 1595 (Mendelian conditions) , #4580 3 P FRE 2 6 KA 2 B 2 T B A HE S R I
Kﬁ;ljﬁjﬁgﬁ‘%ﬂu I RERRA AR R ERES .

2.%&%m HTRAEKKEREHEE I5IENERFKAN LA KK (chromosomal
disease) , RIERH RAKKAE, N ERkakmmadn., RekRtRELKE
Down £ & 1E.,

3.54ABR HMEXNMBERMABRERRZNEEZHFAIIEN -RERKRIZEHNIR
(polygenic disease) , X #8 % B T #§ (multifactorial disorders), — 655K B % Wi, &S
MmE BERFRERTEREERK. /

4. & BEAHEER B TRMENER DNA 235 57 5] 12 09 5 7% FR 8 28 B 1K 18 ££ 5% (mito-
chondrial genetic disorders) , 28 &8 & i1 {4 (maternal inheritance) BJ4&4E, i1 Leber 13 &4
W .

S.hmueiits s FRE R4 DNA B Br5l R M — 38 5% 5 R b 44 40 M 15 9%
(somatic cell genetic disorders) , {1 &4k fdid . 9 M2

(L) BERPESE

HERZNHLMETFERNER, BkEE NS EERRK. ﬁﬁﬁﬁﬁfﬁﬂ’mﬂ?ﬁﬁk
EHAEECTRAKRANE. XMUTILFEMYELEAE B XS .

LAEREARARFEREIEK # V. A Mckusick &3+, AP INRBINERRA R
Bo SR HEARTE 1958 40 412 B, FER A K E /R & (OMIM) 2000 4F {0 8 i 18 1% 0 . i A%
REHERKSE R 10 930 £,2010 48 A 7 HIFMHA) 20 134 £ (HH 1 T2/ I ALKEE
REAIEKELHAAH 6 000 #),5 2000 EH ., A1 1 45,

2ABTHEF /4 AL AZEHRNRE ABPE AN ~8NHWABREREARK.F
0.5%~1%MABY ik, A 15%~25 %M AR LRHMKITER.

3B FRAFALRRATARCIEREREEAL BRE.EXELER.BREXHYS



A

ME XKEERAFHSRES, RCELNBER. DRLEREREBRRER7.7%,
BIEEH 605 ~70%,

L EBFEILT A AN~ A RAE s HAEFKBE—F 584G .75, 5522
BAEFRSREHXWER, BAERBILP 40l BEERTR, BA 400 bR MFER
EYE: O

S.RGEEMBENKTAMAAELKAER RE - PILEF.FL2NEN
BT (XHREHEFTRE) WAMERS 3. 7%  AFBE W ETRER™E, Hh#EHER
R 40.5% ., B RESERKEMBBEX 1000 FLE, bR oRERBREER 80%
Zh.

6.RERFFRRAEAFTNLIZRAZ— REVFHESHRETRE L A HRERAZFH
AE. REEHHAMARR=TA ONRPAKREERN, B2 EHHIAN A L=+
15%~20 % R R EEREFTE P RYPRBHE> IO URHRERREERN. FERH
e B A 4k i T 0 R 2 S BB A BB BB = KRR .

T.HEMAFTHBFASAATALAR EARPHERBBERK K, FHEARTRE
B~ M EEENH.

8. RMA A i AR R XA EAEH HEBEHAMT R REF/IRMNEE, FHHBE
MERFAERHBE.

SGEFR, BERAALFRNEERERN. ERTHEZFWRELDEANWE S, E5
REWKRFENEFAHEMEHES MAAERXRZIERX RENERNER. HEE, BT
P AR SRS I IR A5 O 2 LS W R BB G T R, X AR B R BRI HIA
W, LU 57 3 T R Bl 36 TAE

= . BESHE

18 1% (heredity) A YR I S A A A LA, RIMYERTE RS T4 Z 18 B9 48 0L 4k 0 2 2
. ARR—DEFRFFHEREZAEREBREBESHFRIARAEANER . BEMNESR
—BAEHREER R LT AR, AT R85 LT L.

LEishEAAFRZAR FKRMREZSMBERRRE, XXERYREHES
FEERLX, ARBER A ARENTREARRRRTLTR . Sl BERBERTHL
REREARSRE SRR PRI AR DL R — e R A 4%

2.AAEa#RRE RERRELALHBERE, BREXRRT—EFHNER. H
R BRSO R R E , R AN RAEE SREE X AEREZ T S XNEARE
ZHEYABERER AR RRBEEAMRZIEBREEH REREREMN,.ZTRE
R A A YA B F DU A B R R .

3. A APKEAESLARAHA  EARRFEKBR B BEE R X R IER KR/
RAFM. BlineER BR EXEw T RESEE S, #EERE 70X UL, HHRER
FXXERRORERNEE, AREERBRATROMN , HHEE BRI REFK
KRR, 75— 85, BIMERRECHER T R G EEERRENRES, 5
EESEALRESE, S5 ERNERARD, BEERR 402, HE R ZHR, b

5 s

F1E & £ é’



@? Eg@as5hae

AXABERR, B — SR MEER  TRL & M 58058 5 10 W, ;A% B R A3 5

PRSHYEE, MEE N 50%~60%.
ERXJLEERT RERKR EEE A —EHRERREBRESRD . EFROMARER

B AT REANRESER (B BRER RENBEERM, X —REKESERRAEAFFR

H EEEREA EEMEEHIRNERZ—.

LARZEBRARTHREEE XRFWEA L HFRFEESR, SREERETX. 6
mpeti RGEMMENEESBERREEL, BARR, XBRRBGRBEE S M ERBREE

AR,

DU BR 2 8 1l e J TR SR
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F1-1 ANREFREFERELHEXEH

E 4 B OR & 'R HH
1865 G. Mendel AR ER A R EA RS
1869 F. Miescher B K45 B DNA
1900 H. De Vries,C. Correns,et al. HERERBAH AR
1902 A. E. Garrod AR R R BRI
1908 G. H. Hardy, W. Weinberg BTy Efe
1909 H. Nilsson-Ehle ZHRFGEEBT
1910 T. H. Morgan pi LI
1944 0. Avery,C. Macleod,, et al. DNA ##3EER
1949 M. L. Barr, E. G. Bertram DFRES YR
1952 Wi BB H AR
1953 J. D. Watson, P. H. C, Crick DNA TR HES
1956 #EA X, A Levan WA BB AR Bl 46
1960 J. C. Moorhead A i B €0 1 53 B
1961 L. B. Russell, M. W. Nirenberg HAE BN
1966 V. A. Mckusick FECALREBRBED
1967 C. B. Jacobson,R. H. Barter REFE A ERI2 W
1969 K. Call B R AR -

1970 T. Caspersson/H. G. Khorana Yufalk BHHAR /RGBS N EE

1972 H. Boyer, S. S. Cohen, P. Berg DNA B A

1976 F. Sanger, A. Maxam, i DNA i FHE AR

1977 L. Shine HHARERRE

1978 Y. W. Kan, A. Dozy B DNA /K ¥i2 7, #1 f RFLP it HbS /=5 i Bt
1981 S. Anderson AL h ik DNA {7

1985 G. P. Jeffreys/K. B. Mullis DNA 5 40/ 5% & B g & i (PCR)

1990 F. Anderson FEEIF (ADA Bt 5E)

1997 L. Wilmut 5 26 BB A 20 i B R SR E A




F1E 4 ©
(& %)
® H R & BEXEH
2001 (X H.B B PAEEFEARTF AXREESA A%FAERIL G
2003 PMEA ARERATMER  ARERAFF B2 H R
2005 AREAFIBFERZR XA SBRERERE
2006 N. C. Lau, A. G. Seto,J. Kim,et al, EMT Piwi-FiL RNA
®1-2 HEARLMBEFRAXLHNOTRAR
F H * B/ F R RR
1?33 : 'I. H. Morgan ARG aEkmErH,. 28ies
1946~ H.J. Muller RH X REFEREREE
1958 G. W, Beadle,E. L. Taturm BYB-EE"ER
1962 J. D. Watson,P. H. C. Crick DNA HIXU e R k¥
1968  H.G. Khorana,M. W. Nirenberg BOR M EN
1975  R.Dulbecco RBMBRE
H. Temin, D. Baltimore A RNAFHENRHE R
1978 W. Arber, H. O. Smith,D. Nathans AERNTBEATIRREERRSEH
1980  P.Berg,W. Gilbert,F. Sanger DNA #y st R #fE (k%)
1983 B. McClintock HuBRtEFHER
1987 S. Tonegawa HEREAEEEHATR
1989  T.R.Cech,S. Altman B RNA A k88
1993  R.]. Robert,P. A. Sharp FIHER KRB
K. B. Mullis PCR iR (LX)
2000 A. Carlsson, P. Greengard MABEAKEEER
L. H. Hartwell,R, T, Hunt,et al, WYHRARS—ReREN
2002 H. R. Horvitz, ]. E. Sulston BERAFRBEFHESRATCKERBY
2004 R. Axel,B. Buck RBRESKH— N EEAREE
2006 A. Z. Fire,C. C, Mello RNAi #L#
R. D. Kornberg EBREFHNS FERULER
2007 M. J. Evans, M. R. Capecchi,et al. BETHARR —“BEEEM"HEAR
2008 M. Chalfie, & 7k fg FASKERABEAEEYRETEESTRALFRL)
2009 E. Blackburn,C. Greider, J. Szostak Y 8 A (1Y i RE A 05 b B X 3 0 A B AR AP
A A A A S A —

# E RERMAAREARU“ AXZEEFA"E®S
2009412 A7 0,BEREFLAFHACH A YE R LB H K5 R (Nature Biotechnology )
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