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WE# &7 9 HE 0 AR AR TG KCE (P KF AR, OB/ B A N an e Qe ke
TR EL R FUGE s AT BT . 52 B, 30 R S A% R R VIR G A SR 1 K
AT & H B B 22 3 ARSI A . AL, o T Tl DU R p 2 HoAt Ty e
) e BT SR B M A e ok e R AT, i A R A R A s % HA, B
RIABAE YRR T 2 Mt 6437 Fb, 45 100 ANk LA 3 ~ 10 R EBA G HER. B
%1815 % (medical genetios) VEFIEIRE ¥ S EFMEE SRR — 1R, FBEFET
B & PP S TR BRI A AL AL 2 W RBIA TG, C 2l R P ROV R
FE, HR B SR R EARMER Z —, BEE BT T ACERA M8 B G
BECHTERFRZ —, B E A S b B o B it e o, EB Rl T
EYEHAR N DNA K RNA 7K R 2R 17 7K P 3845 PR 50w B 1Y 1A% B R A7 o
5T, B R B 2838 O R AR R R R, BT AE T /KT X A P B 4 B T B s A%
PIRHEATIS 0, #E 25 SE BURIE 1% 90 55 PO B9 ZE RIIA T , IR BUARAS 36 RUs €7k B9 B B9
T BB AL A BB IE X R AR B AL B , T ELE B35 H At R4S M 1 4R B 15 50
AR OO RIS .

—. BRSERNEEFERM

PR S IEAE RIRE MK R REFRL# T B R B MR BEA R, H%
FARE . AR B AR IR AL S A B AR BT S, ARBOEAR Y, I BT AR
o AZEEARMERANE ) B w52 th B A MRS AT L RE . RO B R
F 8 1% N ZR R A, AL e B 12 BRSNS g AT 5. B Al ply B — b () 38 D WO SR
WSO, N E TR BN LA — R R e —— R N R B T RS A -6 - BRI
B (G -6 - PD) RO BREA IS, & — R B (60 s IR Z B A A R B E S/ B4
Y RALR I 1) UL Z0m AO R SRR HIAR G R, — 6B uiiid B B0A o 5 i
fETOR, ANATR , AR B Y 20 9% 8 B0ReR R 2180, (B 2 RIAR B, AR A R BLA —
B A SRR A LR R T R A LR AR T A B W R R R E R TR RR
B, BEMERGR T AT, RIEEATT o 45 R WA AR, R4 25| P iR MR R A A Z M.
DR, A BRI Gl SR AE K. #138, 1F 2590 B A% Sl ol Ao ok 2 400 O B0 S A% A o, AR iR
KRR ERLELBRET A EER ME OB RBMRERGERRKEHEH TR,
SRS ARt SRR E R R EE R
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TURERINENX RS

WAL (genetic disease) & TGV ML B ER. —FHERERTAEBER
B, BB RS HE , PR B R A R R R R, T3 F SRR B SRR
EBRIEHRA

1. BFEBERREGERAAEEHER) MRakRE A 30T R—RREA XK
PRI AR L

2. —BOAE R ER R T 04,

3. ERMAMERENFERT , BE B FEENRRERTIRE,

4. GHEGAERENVRERT ,ERBHE —EWHmERE,

5. FIEMmMS KA (EBE) PALIREE,

BEMERS A RXEEREREERRAR., BEEEREREERE K4EHEAK
MRS A B RBERFARE R R ER, ARIILLE LB T, A THEE R R G KMH
B, AT AR S M e KRR . IR LAEE WP R ILE i s e LA RUR, B3
M2 B R KSR BB AR LB A Fe RO AR , Z2 33 AR A R A ( BRBR R BE R ) 5| & A
LRSS, BERRFOUERINKRE, —SLBURERNERANEMEAET SR —E
EREAFRRLFR, THEFEHREEFRMAEFZAANEEXRE RN BREHEER
B, AVE TR A RAE B )L 1 & %, Huntington SRR — RN T 25 ~45 5 BN AET
30 ~35 & Ht, BR & BB 15 1T LU S MR -

BEWERSTEEERBAR, BEERRE TR, XRFAAR—-KF
PR RGP FEEA R —BURER, BFR-—-Z R WS THEURAEFEMAER,
MABIE A AT R AR R R , AT B A F M, — I HEFEZIH A RFE—
BRIk (N5 T4 ) MTBE R e SL A AR IR IR TS R . WE M EA RGN B E BRHFE
AR, UL R A BT ITH. Mi—SBEtEEm (R REwR) (UERE B A4+
RAET AR, B & HRAORR/N T RRRR .

(—) R RABEREI R

BIERA R AR, ST —FERN SR, FEERRERBR TXAKREF
B —3,

1. £ &4k

I 6,455 ( chromosome disorder ) J2& i F M A 4 68 44 = A %50 B 50H 25 10 B 728 BT S B0 8
BEHERR. ARKIEFEABRER (G846 KR EK, WRFELTEMMIE R EBESERZ
RO ER AT IBEPHARSANEET AERAKSFE HEREOEAKADE, BE
o iR RN RIE, S ERARRAER B RS WRE, AR EEER L
UMFEREERE VSN RAASESME, RERREENERRAPLR, BLAWE
B, CARGREARA 300 £F, HARREERRRERNN 7%, TEEIRATS TABE
BHEWTE P, AR —¥,
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F—E % B

2. $ AR

AN — gt A R Y R R AU B B — X %1 2 B, 5 0 95 095 AR A B 8 B ( singlle
gene disorder) , 3 X/ PRy FHH (major gene) , BEEF R ¥ B IAFEMERN R R IEBH
Fi. #EEBURERERAK EEMMBUREREH K2 B RERBHEERK K 4,
AR BRI RN 4 AR SR, gk B R AT, W AR RS, X B R X
EYRMERER Y 49085, BRE MR EEBRERA 3000 SR, P SRR AT
W, HE R ERAR 2%, A TR Bk L, BT DL 2 B B AR I 3E
=3

3.5 KRR

£ 3 R%% (polygenic disorder) FRFRE 24 ¥ % ( complex disease) , & B F 18 1% £ 3
BEHRERHIEEER, 5SRERNRBRZET -XEAMERRR, ZHEKRKERZE T EX £
H Bt & FRMERSRB/DY, FRAMSENR., 2ERRAFE - SERELETRE
PEZR R —LLF IL , AR PR R IR E M o RIEAEE S, SERRARKREAR,
B TR EFRRAREARIRRILRER,

PR EA M MRS EH A, R RGN AR, SobL A ZE (R 4 4R P9 P 0k 4%
B4R R LR TR RS BLZASE tRNA F1 tRNA, X848 071K DNA £ 258 28 A] B 43 b 4 18
%95 ( mitochondrial genetic disorder) , TP L KR ERB TN F.EFH
TERR/N, It AR AR R AE R R T AT, S RBENEERKRFR . HRUTARER
RS HEBR A% 60 £h,

5. 4k 4w B 44 5%

HARRIAREYRHREHBEEXE, ABEFH—EhEgRSRERTZ
WE 443, EBRSRIBEA TR EBMIERE , DNA BB F R ek RE
DEEAR. FARPHRERERNI —EREESRBERRNT 4, RAEKNEHRRE
3 (somatic cell genetic disorder) fEZME . HERARAIMEEFE M RREEH A FBIEH
B, FEFEREEINE R4 MR 5%

(=) B RIE BRI R0

BEE E ¥R, SEARRMRATR RS U, B ERTAXNEEC LT3R
SR B, X M LAT JL RS SE A DUE AR .

L5t , REESFALA 1500 AFE L. EEWERY, BRBTAE 15% , Kby
A 50% 523 AR AR T 1 B AN , 1 B R B AU o AR B A T 1 AR 112 7 B Y B AR
TEGELH 1500 THFHAEILF, A8 1.3% BB B AERESAREE, HPhAF 70% ~
80% W Pk R E . 7EFAEILF,BR—FoH eI EHER, B TFHEFHBRENR
By 22K HH B TR B ER , B I ECALE A B PR &A% %

2. MABER R BRRRAE T, A8 3% ~5% M ANRBARERBERRK,15% ~20% #5 A\8
AHEMEEER, 4 1% W NBREAER, WAL, KA HER SR A TEME R T REAR

.3



AN T TR b s e 04
il e

[ Hly DX A B PP S SR R — v 3 A,

3. BRI IERAT BRI  WIPE SR %, Jfhih AR A AR
A S ~6 MRt FRE M BRKR BB, H DR X S TR 1 5 AU &, BrRARR N
BURER M EE . B8 DAERS ~6 A FERMEEE, XRE N RE R, Af
B % TR T RATE AR EBRR AR, B — AT E LA B9

= EFBEFHNERESE

I FEES RS R BB A TR A=Y, I 7EX 845, RITE BN E
—~TESSREEMEBER S, ENE R A ES R RS, R E R CRERI =1
W Bz

(—) &Rk E

M BRI MR & T E R R A, I B AL T F TR
[, Rk AR NES . fEEERAEMT R, TR AR RS T — R Fit e
MR, A REA N SRR Z R, AT E 2R B R R T R R E L8, Ky
1500 4522 /i, LK BOE M A W 5 Bl " 8 B R E R REALME , IEFAAITE
ZINRT AR EE, M, AMERT — L B B 695 E R, 18 {4 Mauper-
tuis HFFT T HHE (L) ZERMELEHZAEE (ALAE) WER, IELXAMERAELS AN
FH9EE Ko 1859 4F Boedeker & SEH412 IR BB IRAE , X 2 - E B S8 RAERMA

BE SR B TESBE RN, 1866 &, IR IEA A BEE A B Flpo 818
Mendal &% 7 B30 2238 LR AL R 4R I T BEHCR R B RO i R F e i, 7E A 5 40
HOTE s, R 8938 A5 R PB4 0, A e AP AR s 4 R 2, JF BL7E A PR A0 MO AT, S
FxfE R EE T L ARAE . XS ARRH Mendal /3B AE HASH. IMI T/
R&h BRI EERATOHNE . 1900 4F, Garrod 5 Baton & Kiz H R fE/RBAE RMET
— LRSI R AE . 1901 4, Garrod #R T AR BB RIER &, EIE¥ K
Bateson {478 T, Garrod #E FR B FR JRAE & BHEMEAR . 1903 4F, Farabee 5 5015 (Bk) A .
PR, X B AR BHEREAE -, tERRAITFZRGHEREFT S Mendal i#1%

1903 4E Sutton 1 Boveri 73 5il7E ZF) Mendal i85 K 78947 A BR A= 58 40 MO T2 B AN 32 4 1
BRRaEnIT ST, TRRA SRS, BERFHAERLAAE . XY 6K
f&2£1% ., 1909 4F Johannsen ¥t /% R F 2R A2 K (gene) . 1910 £ /24, EE T LT X
20 Morgan B35 SR H R AR £ 7 AT, & B0 SR i B PR IR AT 43 R PO AN 1345 SR X 4R F0
S8 A e A O — B 1R T B R E BRI AC e . IR (law of linkage) R 5%
ik R A Fi— &R ek D ESIEROE - RBERG TR, BEEHN
R, 7R A P AR AT B R o, IR e e i 2z [ g B AT A8 e — S B SR R &
P A, X R A HL# (law of crossing — over)

XANATHER , AN TR AE B K S 8 A f SR AT VR 2 30 AR R i G iHE 47 43 285 ik R 3L
HELE, Adams T 1914 KR RIBIC S BISE R M BRIR | 5 MM 2R F1 18 A2 1 50 19 22 531,

/AN
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BRI R RER FMERE R L RIBECZ A C R &, b b M s B e i — 2o B Ak (a] 4,
FH B BHAES BB AE ) — e R

() P e 1)

20 42 30 AR LU ML AE LA MR F LR AR F LR ARTEEFP
REFEANE TR EE AR 2 AR R IR, JHMEE ARG EES SR B BGE T
TR WA T —260 30, A Lg% Wit i 28 AR SR 3 B 15 2 A
HRIERL %

BB R A M E A2 R TSR B RGBTSR BN R R , BEE A Y
{20 & R, AT — L G RIEERR A T — A B R LR i A tit 2 41 6 20
FOLR R BEAE | LR SY KB B RTAEE R, SFEHIKEAR R AR W M 2R
IR FNERAR 52 I 3h 11 R B S AR AR BN, WAE ALK B8R T ML FR
G -6 - PD R AiE K PIER PRAE | PR SRR 0 7o FEL A ol i S5 BR B  BE AL . B Garrod A
PFIE R BB RAERT 2 B TR N R PR BB BB &R RR A, B TR R BB = T A BE
et — 84k, MR KN BEOFRERHEH XA RIZ. ME,1958 4F,La Du ¥ R LA E
TR R e = R B FALES, AWIMIESE T Garrod AOMRI%, X—BH, AT L, E
SRR R | N B0 R E X M 4L E B aIBT5Y . Pauling 55 (1949 48 ) TEMI L L 40
P IMET & PR A —Fh R £ A 40 F HbS, Fod Ikt BOR R T IE % 9 HbA , 4R 4>
%% (molecular disease) fYHE 2, 1954 £ Ingram €37 “ 5 2rEE" , 20 HbSB 4558 6 (N & FEMR
RGEBRMARERWAER, BRI TXMaER S FREBEARR., XN L,
X —ATEATERE TIRIT B B RN B RGER . AR EEMISTREE X T EWE R
&, 1953 4F Bickel % & Blid i e il B A4 LR EE B A & , 88 20 B 18 2% 79 R bR AE B9
R, AN FRA TR & B 2 B AR i BUR% = el T i 77 BE B A R = B B, fR e k5 | A2 2Y
P MRl T G -6 - PD BRZFTE, XERIEW, 25 R A s e fs il A B A .
1959 4 Vogel 12 i 25438 {2 ( phamlacogenetics) —ia], A 70 4G, X — B &4
J& , AN 254 [ 7 AR HE A , T L6 — VIR B 0 B0, B4 B R REAE P, He 78
Z IR HERY . 1971 4F Brewer $2 A 2538442 (ecogenetics ) X—RiE , X &1 25 F &Y
HY U ER L2538 £ Bt i LA

BB H G 10% FIBR R B Y A IRIEIE . 75 1956 4F 1. H. Tjio (B A 24) i
Levan BAHG T AR EARBE H 46 K5, o iR ir b R BIgE R N F TG R, 4iHRE
FRIVS 1B B B EE SR AR L, BT — KAk R
Bk, 1959 4ERAE =KW : Lejeune K M Down SRHIEBEEH 47 KRG EM, BIL—FK/N
RS e R AR (55 21 SRR ) sFord Z I Turner S5 MEIAZ HA 1 5 X B faih; Ja-
cobs F1 Strong & F1 Klinefelter £ZE & 1iF B T MR @ik 2 XXY, 1960 4F 2 [E #% 3% ( Philadel-
phia) T 57 /MR FE4S PR 40 Mo P4 B ML7% ( chronic myelogenous leukemia, CML) 88 25 (9 21 s B2 55
—IREI T FrE Y AR LS BE AR, R 2 R SR Phl B ik, BESR R BT HAth
VR Y AR A IR — Lo bR In g R, 20 th4E 60 4FUR Caspersson 58 & B, A8 # 4

‘5.
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K 7E 92 6 L B A T e 1Y R ( quinacrine mustard ) 34 8,0, e 5K A [ X 35 8 7R 3% 55 A
. 1970 SRR ME AR R T ARGl 5 R T ARE ZRAKRMFNIOCHER, [
i Bt 2 et PR B B SE R e £ B PR SR AR R 3 B B ROR B R R L (AT
SR AN AR M P N S R B R, R 545 Fh B A% 9 B ST A DG B Y e (B e e 2 4R
HTANTE, MRS TREERMTORTTE, PRI TR R GRS,

AL BRI A BY K TR WS, F ABRBIa R TR T k. 1900 4
Landsteiner £ 8T ABO A, ZEXLIEREA LS, FIALMARESEZBRREAR T
JLA MR RS, I PR B BUBESE T HeAl . 1941 4F Levine 421, i JLLL RIS 4E (3
He LB INAE ) 28 IR — BRLD 20 MO B IR AR 28 5 R TR] Fh S 2 (alloimmunization ) BTEL, 1952 4%,
Dausset Fl Nenna 7E 2 W M58 & I P & IR T 40 MIBEAR K, 1958 £ R 58— 4
HiJE Mac (HLA — A2 + A28) , 1964 4F Terasaki Fl McClelland #1148 W L 40 i 256 LA B
RAMMEEERR, WG, R EYHRER T AR EL SN HLA R, E8EHR
AL S ARERRA TR, ROBRAR T —RIBRMETAER IMRRASHSHMEE LR
BERZ IR

(=) CERE R

B 1980 4E LIS, 4r FAEYI¥FRRIE R RIB#H T BEFREFH CRE R, fEFRIEFE
AW 21 R MR R R, M ES B 2R E F B i A0 TR,

X0, R R BOR R AR L, i T TR E R R ILET B S R T
HBAEEFMCH AT, IR T BEHESRABUREN O AR, 1983 4, F—MEREH
BEEAL, Gusella J.F ENRBMEN T 4 SR AKK— Nt {EF¥40C 5 Huntington FEER K
FEEESL, AR 10 4FJ5, 1993 AF X FPEHT I BUR 2 huntingtin 21 8¢ 3k B 6 ~BF5E 4 8
58 (iRl R A B A VE /A TR RS E AL T 4p16. 3, 1986 4F, 3k B F Boston Children’ s
Hospital BT 70/ MR I RE AL FERERY T T Xp21 083 T R MmN BUR R, X 2
Bl EN R ERENSORER,, S BRI ER RSN ELD — TR
HESL T , 54T DNA BT S EBURER M ITE. EA TR B8 A T KR
%2 (reverse genetics ) (TS, X EEAMEREMBREREARREELT, H1E
FHREHN DNA 557, # T8 /R X DNA R r S HMEL R T, R EFHRNRAR
BB AR F RPN ERN BB R RN ROKBEE . RAXM A, AR
HR#LF] T Duchenne L& FEA B ( Duchenne muscular dystrophy, DMD ) 47 W &£ 40 fu g o %
HEET 4L ( cystic fibrosis, CF) BBUREER . Lk, ECRBEERBREI T, BEERIIM
— SR B TR B RS R BETT T DNA FRic & 8547, DNA FRic B # 8, BRARB T &8
BARLRRRIEREN ,

X T B BN B9 R 2 B B R AR T A MR Y 2 W B9 KRR, TR] e BR i 44
WEIESH & BT B DNA 5 FRACHE ARG FEYERAR NSRS, AREERRFN SR T
B FBL. 1976 4 Y. W. Kan %5 1978 4F Wong %1979 4F Dozy % F| FIAR¥ R HIHE A I
Bifg Fr B B 22 514 (restriction fragment length polymorphism , RFLP) 4347 88 555 VL 5, 2 18] i

.6 -



B8 % B

HE, KA T RBUS LK 413 DNA 2847 Hb 8 23 I R R T 20 40 e 43 M AE W A= 812 B a0 7
%o BHEARAEWERFREE (LA %% ER T BETZE DNA /K AR Hi2 M,

Xt FHOREFE KR EE BT X EUREE W EE BT T EK BB, 20 42 90 4F
10471 , 2 K IAYT (gene therapy ) #E A TIGKIRB B, FTEERITRERENEERERS
ABHEERANEEAPEZ RR EERT RS EOEMES R ILIER A=Y, AT
REERITEA . BHART & B8 (adenosine deaminase, ADA) R = 5| FHY /™ BB & To &L BR Z SE
( severe Combined immunodeficinecy, SCID) F1f&& 1 IX HF8:Z 51 E WM A% B, HHIRITHY
e RIR AR E B RIWS MIRYTRUR  BRFEE T2 A BR A T IR A4 1 i — R 515
B, SRR TEEBURRERN YR I L, 2001 4F, FDA #t#E Ber - Abl
AR R PR I B M H1 F] — imatinib ( Gleevec) 431 T A FIAYT 18 MR 40 M H 10055

XN EENERERARERNA T RALRES R, 1986 &, N/RE &3
8% Dulbecco #H , IR RNFEMHBEE LW T, ML MEPF THROERA, &
ARAMEMNGAEEHARFIFGE, S ARFILENSI, 1990 FXEESHE 15 4
(1991 ~2005 ) #3k 30 12 TTHI AHH R A K] (human genome project, HGP) o 3133t =
TRl , BN ESE GBRAEE) 3 E B E AW T, 38R AEEFE A DNA 30 2B EX 12 F
51, HF HCP & X E KM EMKE, TR EEUNEEEN, HE A KRS
HGP B35 , i H BTt B — AT, 2000 4E 6 A 26 H 3£ [E S50 5 Akl A2 F o 41 40 36 /R
BEMALEFAFF TAERRRS, 2004 410 A 21 B (BRYHEAH T ALXERAHR
SERFEH, B T AEDFBIEFR B2 fERIRE: ,

E¥REXERES , AR B E% T lfeE Elidife BYmte.
RIELR LY ATMBEY AR AR Y B R IR KRR 15 5
AR AR LA RO RE S iR RS SR

N RESTEFREFNER

ANERERATTRERZIG , BRARCE RN BESL M E R AR R T BB 870
FEIR DALY o X R N D B30T o B TR 3 A o 1 2 DR L 3 A\ AR (R R 0 2 B R 9k
MR BURE R A SRR T WA LERN P EXHENR M. KWHERN R
oW, B R FERSHMEMISTRRR, RESFE¥SRE¥NRRE BEAFUT =X
[EEF

(=) B JUHRE SRV E B A DG 2R R A TR 25 Bk R iR

A IEEMRERIE FRE TR AR RO RARE ., AKEHEALT
) B L4 R0 PR AR TR A S B AR . A JSEE B 4 30 9 52 UK SR A S B
ER] SR S s DA S B 52 0 T R BRI B AR TR T R . (SRR A SRR T R Y
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