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iﬁi%ﬁ“*ﬁ@%ﬁ%%ﬁ%
ERWEERE ARERAE L

= [E 3 Bk

AR R R B AT AR A
MEW, EAEBESREENRA  RERWEEXA
Foty 2 ERA RERREA R ARRR R A
%%ﬁﬂ&ﬁ%ﬁi?%&%ﬁ%‘ % W7 % |
B L 0B K
FALRA - 2 R
EAREEFREFHMA R s G
TEXH. ARRARKR KRE¥4A¥TE
¥AMRREME, %ﬁ%m%g%

SE-% BEEMESHER

B MW A IREEE DOR, AEEW T EHER. £YREM—DDFPER LU —& i RN EA4T
Mk, FTEESBENER. B% hereditary) B FRAFERZE,, TLBRER S WG B
B LERAERL. mERMFRZE, FRMEEALTELMHRE, RSB FER XHELRRELR
(variation), BRIE . ERBEY AL BTFENERIAR, AREXMEGARNB F—H e
(genetics) , B LWL . R ERY REM(DNA B RNAWR %, B FHRNAER
B, A 24 X %R 31938 45 % (animal genetics) \ 1 #) 38 f5 2% (plant genetics) (i34 ¥ Bt f5 2
(microorganism genetics) \ AZs# /5% (human genetics) 2, Z¥PHIEWMESARFE, ALKBEE
RRSROE S, B BT ARMREEE R0 E R YRR, X B RGREE ¥R
gk, ERERNEERSHER: REMHERIMEBE IFE D BHER, BB REER,
X REERERFEREGEHFTWMES. E¥#E3 (medical genetics) B ARBEENFEYH
B a, EE¥ S BIEEMASEEN—1%8 . TERFFALGEMB R FEERBERRRY
R, BRI R AT BALEI AEB R W IR YT R XU B T B 4 1 » DA T PR MG 5 Y &
HERENBEPHGEE. '
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sEaE Y HEMAKR

BERRHEBERS (genetic disease) TR AERT , RIS IEH IR R4 S Fo BIOER. HIFER.
BEY R R AR B4R K. ARG EREA RN BERERIEER
AMEFE BB, AE T —A8 TER AL {532

1. #HARNEA AR L BERHERRREREE
R NEAREER BEFEERETER=ENBRET
B, P55 N R R B m F B0 AR R BOIE R A AE , B & 1R
ArMR/ARESFImT@E1-1, _

(D BEEERERR, #EEREFMEM. M-
RREBW . MARKR A%,

@) EXmBERERELR AREEEREERE

B1-1 #EEESHREREEEER M. 1. FRERERH TEEPAHDREIFIBENE
BREABRE , XM RERERRET BRI .

(3) BERENMAERENELRMRF ——BEER, BEER, BRXE K. 0. EmaeE
(B B35 80%, BMERE R, FFEHEE /N WL BEREE ()30 ~40%, BEEE /N, FEE
K.

(4) BAHFEEERE, WM NHIEE.

2. A FREARRFEAREERYR N ETHBERESHER L, EEAEMX HBER
R REER GRER S R E R P X & .

(1) BAERR 5 R MEBRS - 45 F M 555 (congenital disease) 235 4 BT BN BB e WK A5 K
SRR E R XK, HARTBORERE B &K, M NMERIHBEFRME, TR ERERE 4 A
HAER, YREFE—EERENAFTE, MRER ST TR HR/MIERET R A—RIEPEE L
R, AR ERE HHREERER. REAEREY, RO T -HBHERTRRKAT,
R R E RAERE  SBOHLEWE DI REHEG , =4 f5 R I¥ (congenital malformation) 5§ H 4 R i
(birth defect) , A= RER I AL . B HIALESIE L, o B2 10 AR A U 57 B8 ik (R 455, Thalidomide)
B RIWTE R ER BT R R B » FRAE BB AT . BT ASE R MBS AR R85 .

(2) BIEIR S FHRERR . RSB BIEREA TR, TR BR M RR R A ARG A
WEBAEHT , N F B Pk BMGR AR E B AR TR 2R TR B R # (sporadic case) , {UH 5
EH R . FEFEEEAR (familial disease) , INFEFL LU GBI X , AR IR BBIE T A BN R /MR RL
HERNEERE  BAREANGBIANERER. BT RRERRH A B G .

WE=H BERMEERAY

MIBIE M B, AR A LT LR,

1. BAERA WA 1N EEE (major gene) BT R MERHR VBEEER., TEQRFE ¥ ek
BYEBRIER(AD), N8 B E; FRAARERER (AR, A XEW; X B HBRER
(XD) , I BRE B BR A (FL 4 R DA s X B8R 5% (XR), A G6EH; Y #41#
FEHER R - SN BB B RAE s BRI T Leber BAGHMENR

2. $ER% WEREXMNCIHL )EFAMAEILR R FRBER, FUXFAEE TR
(multifactorial disease, MF), {NJEEH LAY BT FINHR , B M4 3UE R ES .




R o, 31K
B St 3 ik M
3. keAhRAm REEREIRMABR. AKFH 2.0 ~2.5 FARBEIME 1~22 BH ¥R
G X, Y ek SRRAK ERFEREASHER . RAKKTE R TRAKKERSHH
Bt AR P SRR, BN A BT RN R 5 A E (syndrome) . IR EHBE R H
HREAHKEFE— Down AL GERLEAE, B 21 ZHRGAE  ERAKKERE—

GRS —— M X RAERSEIES.

4. Hhempedm R AR YRR SR KBR ROV R MR . MRS, mT
ROASH RS, BEEBEMCGOWERRRNRES.

5. BuAhdHR  WLKLE DNA(MDNA) RAE | SR (MBS E R 4) %5 1E 1) Leber 1%
PRI .

ax By ANHERBEEMEG

FEB AR IR 2 A o, U S e R S B R 0 i G it SE R R A T LR R R B 3.

— BHbEE

LA —FRE LA 23 R R T 35 R — AR P T R ROR R R B . BB
FEBZRRAIRGEREN MR THRENRRER.

Fik SRR AR 12 RSy TS KB .

MHEEEABRFEREARM—BRHEAGHD . WBRHERFRR, NTIHEZKRES 58E
AR MEXRNAUTRE: ORFRBIIFER T —BIFEE. ORFERANIZER>IRER>
I e >—MaEE.

HE O KB ERH R REREFFE. @ﬁﬁﬁf?ﬁ%?ﬁ%ﬂ{ﬁﬁﬁ%—ﬁ%ﬁv
Wr. OERE THIE. OBWITEMMEKRINBRIEER.

AT HEBR R — G AR B 3 R A 1 PR B X B0 A S W LS8 SR A AR I 4R R (R ANk I
GoRJR (RO B R 18 O » MR RIS T X B4, T DAFDB A i R A e 2l

. Rilkarthiik

PR R R AR, PAXBEERAR G EFRARB N . WERK P&
B B K 1 B 42 6l R 7 (pedigree) , BEAT AT R ILEE =50, KA B R R L £ 2 EH W, 1
LI K.

=\ MAF Ik

WA F 433 : ©— BIRAE (monzygotic twins, MZ) , 328§ I — W IR S B S R B3R, 1t 4
TR —A A, BrAB & s & Y AR MR AR . @88 B4 (dizygotic twins, DZ), B4~ 5P
TR S5 T2, RE AR, B E MR EY RS — R R —, —ISUE FERFRE
HAEKEE, TUHRARFEN R, B UEFER—-EFEREZE, TURELR
FIEFBRRABBNL. MR MZH—HHns T DZM—Bk, MR FHERS®RERX; I
REEERADE, MERFARENXFHERBHRBRAEEM. —Iﬁlﬂmﬁﬁﬁ XA F 0 R R R
A MZ B —BMER X 60. 1%, M DZM—BHERA 9.4%(FE1-1), ﬁk&ﬁfﬁﬁﬁ%
.
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#1-1 WAFPRRTESRERN—ZE

wm
s 69 42 27 60.1%
e 23 5 48 9. 4%

ERRH—BEE B TIIARA R @# A E GRER, D) . i =(CMZ—CD2Z)/(1—CD2) =
(0. 601—0. 094)/(1—0. 094)=56%, CMZ FR MZ &K —BR,CDZ £x DZ &R —*E,
BEE R 56 %, AR EMBREE BEEM, HAL R FEEEEH.

. Betafboririk

NI MR 507 3%, BB HE AL G BW R A G BHR AR FISH, i —&H £ REHE 5+
FHREFE N REAPNMMERERBYPH IR NiEL, RS REEREMESTRE
E . 2R RSFRARTERGEREMHAMTEGERS L.

. BRWE S

X F R ZIRHLH A TE R AL, BT IR A B R AW A i k. BPJee X/
RS R T4 GRAD , X 9y BEAT S0 B3R (42 BT 58 , AR AR SR L4 M RS2 s AR s il 1 U
AT LIA A X R B R AF BRI

B0 . LR — R R R AR IR PR R IR LA (R AE & (e I 2D R HASNZ—. BH
ZR M R EL e A R e A SRS, BRI BT AR S8 o A TR R B

75 RPEabrik

REX (association) B3 W F 8 £%_b I 7 YR JE BE AL H [F] B 1 30, 7 B3 3E i 2 8l (linkage) 7
B, MEHP—MEREETFENEREHSMER, BT1ER B EPRIT (genetic marker) S H
AR EZREXRB. WREBIER KR, NRA G R OA BEER.

%0 HLA - B8, i F 6p21. 3, AEF R E WHLIRMER R ERIT, BRI A —FERET 52X

B, HLA-BS ZEE M AR RN 1%, TIEBMEH TR REFRRERE 20%, EH
HLA - B8 518 ¥ 75 3l BT 46 2 (617 22l , BP AR M0 34 o6 A L AS R

L. SR

YA (animal modeD RBEFEHIRIEFEER LRI RFF B . Mendel LIFIE K LT
BRETHER. BEHASH. Morgan DRIV TERMBHRL T ENEBER. HBEHZE . XR
PG I N B S HIBTSEREE T EE bR, AT, BRI ARBERIIRZ R RE, T3
YIREE NS STR BT FT R 6 T MBI FBL.

YR BA Y A RAEBERIRE A TREFRREREE . REENY EEER AR
H BB ARSI EY, 40 - 11 AR SO B 9 ML P S /I B R 0L S A KR L SRR B AR B AL B
KRG+ Bt N2B BB, KKHER T ARBRISRIRMBINFE.

SMELY BERAFIMRRREAR
B TR R IR TG B RT3, 5 2 MBI~ - I
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EF&A RS M
KAWL R R, FIat R B R R IS 2B E, HMER T IFE 528 U1K H A3 52
DX,

1. EHEESFE HEKBES (clinical genetics) R I PR & Rl 450 R =R 2 Wt TR B a8t 1%

B HFIIRIT R

Bl FRERRFERRE —ERERE LA R F R EER, R LR T Down 241 8 40 iR
LM RN MBE I R%ERILAMRBAEHEFRTHITHBERENERAR
(DMD) .M A% R R R EENSE SN NERIT : BB 2R EX B UM ESEERNE. K
BOFERRMABGERKZHHTHEREAENERAR (ODMD) AR ENSE  HEgFRT
DMD. Ifil & 5% BEBI 7 H SRR i, T EEH 2N . EXBE¥NERMPFTERREER
Briu s e MG R . _EiR i TR R N H B Rk E e th 2k FF B .

2. miEiEYE  HMRE (cytogenetic) RIFFT ARG AKMEE  SHWEE (RFE) . 24
WE R E5HERELRBER

FL7E 1923 4E, Painter $2 AR S @A B 2 2n—=48, PR A& R XX, XY, AfTFF a5k
B3 B SHAE TR HIAR. 1952 48, 48 3% (Hsu TO{BR M KB A 41 8 4 8 BT f %
Bk, FEBMARMGRAERECY 46 & BREEE B CHRI, HHE1E Paiter i) 2n=48 55 . 1956
A, A X (Tiio JH) F1 Levan A WEH A RZR M S B AECHN 46 &, XIREF A MBS
. KBAEB RN FAMSNEMEAE R ENRS, HH T ARREEPRNIER, 1866 4
FEEEA Down B KI#ER T X B A I KR, FR K Down LA HE. 1959 4F Lejune IR R B
Down £ S MERH FAMRP LT —K G AR, BI 21 ={RFTE. 4k Turner F 1938 4F 1 KR
TRRENEZE AL RIER , BFR R Turner 844 ; 1959 4, Ford B KIEL ZH 2 B T4
MR T % X Rk, BR R 45, X, 1942 4F Klinefelter FRIMAR T XM ZILK T AL I
REEAR , BFR A Klinefelter ZEE1iF ;1959 4E,Jacob R WL Zm R THM P L T —& X R aik,
BRI 47, XXY, XEHHTFREOAOEFETIIEER, TEHI TR 645 (chromosome disease)
X—ARiE. AL IARF] 100 KPR EER K LA 10 000 KRFPELHFHEHE.

1960 4F, EEE A B EF W — KBRS U HE T AR A KN a2 g E, o0 FHh ik sl
(Denver system), MTIREEZITE TE—FEN, REESTEARBREERE, H ™4 Q B .
B GEH B GCEHS. MAWRICH DNA 5 BIERSE, Shia a4k (a3 48 fu ) H i
DNA $EAT“5F 23", (¥ 45 2 DNA K BrsE L F 5 &R 64K 50— 2 KB, R H AL 2232 Cin situ
hybridization, ISH),iX 41 i K F MR 50 FRKEEBEERX, NTIF4 T 4T 4 Kt 152
(molecular cytogenetics) ,

3. ki d  (RYMR 5% (somatic cell genetics) J& DA (A 40 M (A A1 35 35 A 40 L) S X 22
BTG FN RN ER, TR BEE DT TR ARSI RESERE. RYREREEERT
BORH

L MR G H AR T . OFSMEFRE KB EE AR . OFNER, FAHRERE, KR
. QHFTARMZEE T HEARAR, #ITAFAME AFREHEAHJHEE. ORHEMEFEE#TE
BWEFSR. -

R HRIFE N A 22, T AT O M A 38 #E1T 2B 2 ML BT, I A GBI A0 AR L 2 32
17 TK EEEN . QRIS LFETENEE. QUM SHEMHIEEMPIE, E¥
A SRR IR 2L 3T, PR Bk £ SR IE. OEEHEBHR. OREE. 4. K. B EEHH
RE,

4. A F 1949 4F, Pauling FRFERABAMBE WML E L (HD), RMHKEHIEHR
AW Hb XSG AR B RA FEWRERB AR E S FROES. FE,1956
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4F, Ingram ) TAEUESE T HbSUERR MMM LI B 4> FEEM ISR 2 B 4558 6 £ Aa I B Aa—>50
Aa FrE(, 1902 4¢,Garrod IR IRBBRIRIE . ABZNRP B HRBR. IEXEH TREBRE I
e, AT H2 1 S AR B BB (inborn errors metablism) #H#E 2,

T b Ea 8T FR B A A 4L £ 5 (biochmical genetics) B2 N FH A 4k I 7 B 0 38 350K
BB A B A AR 40 DL RO B HE R B S R Y R AR R R PL A -

5. 2 F#AHF 1944 4F, Avery, Mcleod % LA fifi # XUER B 1) %% 1k S B6HIE BA 18 15 9 [ & DNA,
BE5E T A F /%% (molecular genetics) B LRl , 1953 4F, Watson Fl Crick 32 F DNA TURBEL #4 B9
MEH AR AR E S TS F TR . 1958 4F, Crick #2 H #.0#%: M (central dogma) DNA—~RNA—~ZH
JRLERTREGERNMEBIEM . 1961 4, Jacob 1 Monod 2 H FUBEHRMTHAL, B~ T HEEER
&, 1967 4%, Khorana &5, 1% T &R B, E AN BEYWEA T2 HIAR. 1968 4,
Arber FRFEZBRADIEEM RIS A, #E# T DNA BAHE AW REBAMPA. 1977 4, Sanger
A BUB E B ER DNA I 7k 984T DNA FE314347. 1985 47, Mullis $2 &b 1 DNA F B
HEEVR-S B4 2 0 (PCR) , AN TS #478 B, DNA,

S FBRAGERE LR RS AR IR BRI R Rk REE, EBER N ILE,
HERZE GATRETF .

6. A F BB (G (cancer genetics) BN B EF FIREAR R 7k IR MBE R E R
BRRERMPER., BEERSWEERNNARBEE. S TFREZ . REREXEAEAE
BRI 0 R VR R BRI R AE VL, 2 GRIT A R BB UK IE . WEREE (vonc)
YL ZE R (c-onc) X EMRER MR R SPIR . EATDHBEN Z4 ZBRA T ERZMNR.

7. BAREAE ¥ 1908 4 Hardy #1 1909 4F Weinberg #2 B 8 15 V45 & 8t BB Rt 15 2%
(population genetics) BISAK IR . BERBE 2 LIBEECNTRFTXN &, DR B P R AE 250 R B B
2, IR ER RS R R SR R, DS BRI B R IR

8. LEEEF HEHEE¥ (immunogenetics) BFET HufE BN BB G BEml S5 e R ik Lk
M7= A2 BB AR LA AMA I8 B i 4, sl e 1 A2 | B B i R R R R LK 4R .

9. HApEAEF YL (pharmacogenetics) R 25 % 5 2 M S RIBER NN %%
BRI BREEES AR IBHAY RN EW, IS EA AN LR WA RR
.

10. #4EHEF BT (genetic toxicology) BFF 85 B R X 1 (& M) B W 45 DL, BN
A5 B BUBE IR Y R B4, BN R s AR B

11. ZF&EASY kT 5% (developmental genetlcs)lﬁ?ﬁﬁlﬂt‘kﬁ"ﬂﬁqﬂéﬂlﬂﬂﬁﬁﬁgﬁ 31k
M BFER AR EILHREEER.

12. fFAEAF MESEEYIESEYLUR T ARNT RS ARE W . IR E 21T %
&2 (behavior genetics) & BRI, 20 42 60 48, AMME I F470 2 f 3 E U E B A
70 RV IARHIT AR BIZE Z A B R BRI FEEARNLSR 80 ERLUE , WEEWE 2 FEY¥H
ISt R, ) TIT SRR RR, ST AR BB 2 BHER WA AT A RME T R HH
P22 TCHT R B B TE) B oAb R R B B 5 B BB , SRS HH B R 517 AT R BHIER R .

AT ARREIT AR RBUE TRAHER, B MRET — ST ER, MEXER R A
EREA B RER . FHEDERE MEELESE,

13. AMikH%  BAE 1942 4, Waddington B4R 1 T epigenetics —if] , 748 th R WMt 15 515
BAH, TERREFEBMBERA R ER. epigenetics X—Z R b LiFEE SF, & LERRE
WG RIBEE" G RBEEINERERRBEFE IR BIER"E. BWREFEH
FAY K DNA P52 H R AR E N a2, & AT R MEREE RN IR



