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RFE WG F R EFR 2T+ m R RIE 2R, LEES FAEWSFENGIA,
JDHEE R ABGA B T HOEE, MU BRENBMERERBRLE . kBILHE, &
SE PR ERE R B o AR, BIEREARMIZE, 3 TEMIE . i hE s AR
f1723¢ (FISH) H¥:MR A, WERAZIMRER 5B K, 583 E fHEE HE R
BB, MOHENEEERNREEHRARED, WEAHAERETEREE THHERE.
ANEERA TR (HGP) B B Mot B oy A B E R R &5 P MInRB b, 5l
SR EHREE A RRFEE, FBREROBIEEITRE T BN E . T4 X SBES
BIEFMFBREHESEEFR2WRELE, EFRRIEFE RN 21 a8 o B %4
RIBRFLERZ o AR ML EFX AT WEFBIEEEM, AHNE LBLE
SHITHRL I TE T, A REME R R R E S AA TR IS & FIRE—, B ERRREK,

B ERB R, AR L NS,

—. B, ZIE¥MNE LY

KT BRI, CERNESBREFEM KL RR T RRUFEM A, BE7AM
Hih, #ERNTE, AAARTHREMBTERBENITE L, XEYRBLHEN, B
7, MREABABFTEHITHSFIHMET, WEEMERERESE WA, T
H5HEF EEFREN A RAREE, RETREHNB AR, EAE A I 705
To AAUINME, DOPERSSE R A BE 5 A R TR IR S 4F 0 SCRREY , B B — S Al ngh AR R
T, MPE, BENE, FAFHFIC (EST). DNASS A . ENEEARES, a3
ERARE, BB EFEEY R A AR . R E S S B 2285 5% .

NRPUCERR, ABMERLERR IR EH MIM 702, FHBEXMNZ#T49F
KERIHT, ERAEKRTERAARBREERERIN, EENY FISH, kgl
£F 4t FISH 554> FAMBEEE Ik, URBUEERP KRB 7£2 W% 7 & W B i 5
HX R FERFRN LB, REENEZ RFARAE, LB WEZILHHN TS,
DIMESENHERIRAEFTTH, LESEE, ERE0. ARXENA, BER, MEEH
FEETHRE, WLEKBLT 4 FEYFEEFBREE0R L0FH SR, ERERN2E
TiH, HESNZG DNAZEHRARES 24T, PCR-SSCP FILF H ik, ERERWNIBT
FH, BAGRERBENS, N B ERAERMMELEMNA; ERERMBHE, i
FiRk “BEESY MHBLUREX T EFETENEARMR, FHYBREEMOER
R E, #CNFFRFEEITIER, XL B T LA RE,

Beoh, ABHEEE T EEFREFNITARE¥FRE, IREFREFPETERY
PN R, TRERBAEARRIEBNEK A,

. HR, EEEMAEEBRHERNREFR

TEREEEF D, (BBRIEFEEN ., BHAFELIEMNREFERICEE AR, WE
ANEERK A, MRORSEPrbld, REXBK, Fit, FEMFEEREXIFELHE, &
BREMEBSAY, AR AEEASHAWEICHS, XM, NRFELRE, B
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17 M- EEFE. ETAEMTUENESEERRY, FHA¥IBNEE, 0f
BT KRR A R4 sk B Wk I,

=, HR, HEFEPRS NARAEES

XA EARMIESE CIRBE S, BRl R xd s gy of 2 ) St — 4 it
XELECRIE MM R R, WPRBRULENEERER, BREHHEN., BERAMIL
Wo REMEEHRINNSE P, DP TR BMGERE XEANT, & GMLIE TR
X A2 % R B 2 BB 2 e A P 134 A SE B 17 50 T R B B SR

9. sesbh, ERETEEEABARERERE S

EEPREFARERMNAS K, HiT LR REFFARAE RBEMRE I RHFE AT
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-7 EFREEFWERREEEFHE FHHM

E¥B1E%¥ (medical genetics) R 5SEFME M —THEEN, EHHRX
HRAEKEXBIENER, WBRIER (genetic disease), FIFRBHER/AENE, FiEHFA.
W, WG, BiE . BEREMEG %, AEHRERE-THREPHEER, BRE
FEABPREE, AU ALK RRKEED TR,

AfgRE T ANRESHALREAEFRALERNTE. BEYRHBER
P35 R R U Y AT S B R T BN AR . R AR SRR T 7 A BB R R AR
Fo BTFHE. FBEARMBIA, AMIHEEREINARERA, BEYRYERTERY
ERFMEAHMHEE, IRMNPREYLE, £, BEY¥, BEYFE, 2K¥, FHE
¥, AREEEMEFNSER, WHXMEKRES ., BEEE 2 XERRENEHE 558
MAMIFER, BMEFREFREXCRNE¥B T PEREFN—T1EESH . BKFE
BHERBEEEYE PN EEREFER LT EY, ERRE¥TEEE KIKREY
(clinical genetics) 528, FHEFERE WS ERMISH . BT 5B, kAl
W, BEREYREXBHEFPATRSH—TIER

B ®ERMRE

BRI BEASHE R B EYRUERSER, %R, XFFARETEARERRT
FEA4EH, HE, —ERERNAREAREEREL, FEFRBERNEM,

WmE -1 iR, REREEDREETNAEEEEERBRAD, o LIEERK D
HFILA: '

1. BERERERR, BARBEHRBERENAER, IXKFERUTFELHRE
RERERR, PIMMBEREE. AXEW., FRINAFNEECERS.

2. EERHBEEEREER, EFEFREP-ENERABLRE, FNENER

e e E28: 4

Bi1-1 #EERMFREERERR
R R E R




2 EFERS

W R RS RENEEE (aa) 5, FEBASEREREYAREEELAR, BEIK
(9 % 7 R B0 B N P B0 GOPD B a4, M ER AR LAY ET A RBE LR LERD.

3. BEEEMAERENRREAAER, HPREREMEERANKNFENSER,
51 e s 1 5B AR B2 K 80% , MR E HAR 20% MI{EH; M BIZE A BERE 30% ~
0%, FEERFTEMERKK, 75 60% ~70%.

4. BAFRIBERERERAMSREEELX, fli, XeplEim, /IMi%,

R 1, 2, 3 =RKREA - EHREER, #HETFRER.

Mg, TR HREA, UFIAARSBERZELXWER O L INZ G
HEMRL . Flan, ©&IEHXEHIKERREFRENZR M T 19q13; 7 6p21.3 4
A HLA - B8 ZEEM A7 BB E IR EHHPERRENER T 9934,

AT, WA R, NAREEER (familial disease) BEBER, BEHR
R TR MER R R GOR TR BRIFRRE, B, XHFEsRW, 5k, —&
FROKBERERATEELABRE BB E ¥ RBEBH (sporadic case), BIfER
FRMEREAEBHR X EHBRERER, il BAh THERTTROBR%E, &
&, ~HEWERAFBHERT, HFR—-FEORERAEFE FHRKFES, dwapd
RALRFHFERE, fINERERIUEX, FREDERTIBERERRE RFHHK
HEE, HE, FEAAXERER,

A — MR, ANNEREERB (congenital disease) iR ML, FTiF kR E R 2
AR BRI HRIR, —MRNRREREERREN, MABREERRGERE
EHEARMERE, XMRLYREEFLERE., B, RORERNBRERERERFNE
REMABIAZELERL, HEARIANEXE, AP RHNAR —RELEERL &
W, RENLBEFEE PN ETFREE - BRETERA LK. BZRERTESEN
RIRER,

AT, AEREREFAEBER T - LEHMEREATRBPHREE, F3%
BERERY, FRHLEHNRDIEESRE, A AXEEE (congenital malformation) % Hi 4= Bt
B (birth defect), XBARERK, EIFFERER, B, BEELERT=A RBRER
L, AERIILEANAEREANE,

FZW RERWXA

BEREBEYRBERSBHER, BEYROBARPHRGHEK, REek -
ek DNA, RBEYRMENARRE, AEBERD HUTILE:

—. BERER

AEMEARSDREERENY, HEWERGWRRMKN, MR —MBREFHERY
F—XER, XNEERFEAIEEE (major gene), EAFSHKFRERIBAEAR, XX
BFELITILE:

(—) HiekZHRER FEREMTI1I-R285ERE4KE, EaNETARK,

(Z) #¥RakpEsftr TEEMTFI1~-2SFReldkt, 4464 %k, &8
B AN B o



E-B &P 3

(Z) X E¥ieriER TEREMOFXReELE, 2RI LR,
(PU) X ESirRER FEEMT X R, g8 FaRER, RENAK
o

() Y#ssER THREMTYREEKLDL, ABUREENER, XXFELEH
Bi&,

(7N) Bk LREPtEH DNA, 5 mDNA, miDNA HL4efgRhee B[], X U3
RS th o] SRR BT, v bR, XEWESEREE

—. BEAR

— S MR R A, AEXANREHE, B RIS, XFEFEAENEN
A &%, LA BR N EZHE F% (maltifactonial disease, MF), HBEREMARE—XEEA, m
BRI EZER, XEERFAMBERN (minor gene), IWFEMFREKE, EEHER
FH AR FEENS S,

=, fEEKFE

AR PR 23 Mgk, 1~280FRadk, XY MERAE, XLfalk
FHEH 10 THEN, Hit, S&REE AR EFEERN, RaEBB REWaSE
FRBMBERFEAREEK, A TREABREESRIFZER, FUERAIEFWESIE
(syndrome) ,

M. k40 fais e R

R R AL Y R AT BT AR, BRI MR 59, B e R AR b s A R
RIS, T —BrAmEREE, SFHENERTES RAFEHAPRREENE
EEGMEEANTL, FTUREARBELER. —L8ERIEGE Tk 4 H8RER .

FUY BERIAXNLEF

BEERERUEE, X AMEYRE . RATHRNER, SRR ALNEFCERARA
BB, XMEUFILAEA S LRI R E B H B

1. REFEFEREDR “BRADHE, BEAQER". “—WRE-ITET" WEK,
FREAODKENMKEBIEAREH, HE, AODRERXNMRE? RESF H 42 2000
FAETF, XSG THEMBEND? BIE 1989 £M%E, RENFEILF, 4B 1.3%FH
TEN A RBSRAEREE, B, Kb 70% ~80% 8 RBERE, XA, HEEAMmIT,
AN 2000 FEFYH, BE B8~ U T ERERERRNTE L LB ERT
i

2. E{H, BRI (spontaneous abortion) £ (5 £MIERM 7%, HPHH 50% &%
ARG R, Bk, UEERE 2000 FEFITE, RESENhG TFLAEKBTRE
MAT0FFMERF ™, NTEXERERERINANEZ T,

3. ARFTHEILTF, BR—BFE BABKEN, EH4EE, B THEFNBUREENR
KA AR AR, FIIERAEKE (Duchenne B) MEHRARE. FHRMmMAR. H
B/ RSB RRIE S, Bk, 8MA—4EFAE 3% ~ 5% K0 BB EMBER

4. WREE 1976 FREE, BEBRTPILERTWERS, B&RK. SREERREM




4 EFEES

BRE-MRETRRE, ALK 30%; KT, XHERSILELET-FERKS
—fis

5. ERBRILED, BfERMILERERRLE AL, BT, AILEERK
B, EBRRILAE 1/4~1/3 REBSEER XNER.

6. WMRMABEP R BRBRMIT, AF 3% ~ 5% ABERBRERRE, 15% ~20%
WABKEMZEERR, Y1 ARRBERE, BT, ABPAE 20% ~25%HNE
KA R

7. FARE RPN REAR T REANFRBEK AR PR T EESE -8B

8. BHETRE R EE AL (mental retardation, MR) ERE ABFHEEERA N
2.2%, XRZMEEBAORRAWEERE, Kb, 13U EALER, BEREREAYK
A5 8 17 2 ' .

9. MM RZMERMBMA, Wk SREREX, BMAT, ABPELHENS AR
BHEES~6 TREFAEFNER, BIIARERERK, ATEXEEFFERREREE,
FRURABOREROERE (camer), BT, BMAHR S~ HEERENBRTE,
AR BZ AT (genetic load) o ABERRE AR ABARE, HRNFAHASROBEE
AFE, MEmMTFTURAMERE, REEEEFRGENEN, FESROEEFERR
TR, IXESREARRE AT, B, XUE—N"EHAE,

FrY RAKRRBEHEEBN T E

xt—FREARMER, ERERFENRAEME? X0 R ARG k.

—. BEEHEZ

WER— AR, AR, BT R ERRAHITEE, EEPRNERRR AR
MRBERBEUERETERENORER, NREZH - HEFHEERBTHRRERT—
AR, MA—ZERE (L&, FKl. F2) WERE>S xR (M8, SMILE,
B, A W B R E ) BRRES Z9RA > (., RARHEKSE) WERE >
—BHEERE, MAARERRFE, WRUARRKBESEARRBWZRIE, TU
WA R ARG

J3 T HERR ) — Z AR 5t S R AR IR R X 2O AR R R, 7T 5 R h R L R B R
TR, HEETUBEMENEL,

Z. RifagHE

AR BARFR A N BERGE, BEXRBETERBUANRREL, LBFRIE
(pedigree), MKREFFMEATTMT, EETUBANEERRKPRE -FHEBKBEER (F
REFEWE),

MR BRI REH TN, BERIARERRPRMARNLE, RELBAZ
HET,

S HREMRNEE - RERARRERN— BB RRE, MRS Edward AR (f=

VP), WA RO SRR R (EREAE),



=. X%k

WAEB 43 PR — LR —FFAE (monozygotic twins, MZ), RiE— ZKEIFES —
WIPER - HERE, B H, FEH—TEKB. BRAX AKX E R — 2%
BE, B () IS EEMEMEY, EREdLSREMERIMN. 5 —-RE WAL
(dizygotic twins, DZ), Z_AMWFE - NMAEMFZREEEHNM IS, t (i) 1]
Z BB RS —RE AR A, RERIEZ FFREAAR, EHNE 1268 EER
FE[E ) o

Xttt MZ # DZ %98 & —F(E  (concordance) R R BN A& i+ R ERREE A B 1%
Hufi, KRN —BHEEENEP - PMEERER, H—THURERBERER, 1R MZ K
—HWHERT DZH—-Ht, RRRAIMBEREHER; WR-FEZFAEE, WEHER
HX XM AR AERER, WRE 7 —EMBE, K-8 AKX RB#EEAE (1),

. CMZ-CDZ _ 0.601 -0.09%4

=56%

1-CDZ ~ 1-0.094
F1-1WVERRW, SRR RN 5
F1-1 REFRLEMAG A R REER, HBEEY 6%, X

PAERE X B FoH % RHEXFMR ER T, BEEMEE

MZ 69 42 27 60.1% ﬁ%i%ﬂ;ﬁﬁo

DZ 53 5 48 9.4% m\ ﬁﬁgﬂﬁﬁ*ﬁ-;‘f

—F RN EREABILERE,

Bt REER, WA R FE, BAEXMRSBAIETHRY (A9), H&4
SroEATR MBSO, IR S R Ay B A A H A, WA DA O X Rk B A B
FEME, N, SRR —MEEXRENER, MOBERREASZ —, DMK
55 B [ R i R R BB . B, TR TR R R A BE R

. XBEaHiE

KEBX (association) 235 FIFP 4L LB Sr po MR IERE YL R A B BE, W B 3 3E % 8
(linkage) FFE(, MBEESP MR E TENEBENFMER, Kol EARERIC
(genetic marker}, W F —FEREZBEXE, MRBIEF L, NERHEF —-HRE
g ERl, flin HLA - B8 BT 6p21.3 W EEREMNTIE, EIEFE ATNKE RN
H 1%, {BFERIEE ST R BE T ORI >20%, XFEP HLA - B8 5B HESEF£
ZIBE XK, EMBHEMITRA BA M,

AN REBEDHE

MNHFEREE., ARAEEATFAHNBERREZREWAERER~HAL, Wi
WEEARBERNT, 2B TURAEEEROERENFE (ERELE),

AT BEFREFHIH
BB EEELRRT, BTSN

1. HMBEE¥ (cytogenetics) BIFRARREENEH. B (HHE) LR, £
ERMBREGERRR, BENRD 100 KPR EOEKRE S SN 10000 RFFZRHR ¥
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BA,

2. A4kt 52 (biochemical genetics) FIEMLE FEHMABERPREL R R E
WAL UL R R B AN OB o XA TR B4 F9% (molecular disease) H1 it f& 1 AL ik
( genetic metabolic disease) X A {dt A R0 .

3. A FiEE¥ (molecular genetics) FBAII B AR NEHRMEEH, A&, Fik, A
BEFEFORERN S FUE, MBERNERSE ., ERIGTSEML T HNREMF
B,

4, BfKE{ES (population genetics) TR AT HREEHEETMAE, BEY
BERBEX B BEFAT Y (genetic epidemiology) WIBFR AR BIEHAFIL, KAE,
BEHR, REAGR, BHERAEULEWESANEAR, HMRE, BE, B, B
B, ERAFRE, DEGHBEREARPRRT,

5. Zi¥mfE%¥  (pharmacogenetics) B 2% 25 91X 18 B9 38 4% 22 5% AOR ] A~ 440 245 9 B i
M ES, MESFEE RGN FENE SR,

6. BIERTEE (genetic toxicology) HIRAEEEX BEYHEAMMAEILH, KXk
MR E BN BA. BUBR MR AR TR

7. BB EY¥ (immunogenetics) BEIT S N HR G BB S G R, AlndlE
MRS . PRSI A MRAYE ., AMARREERSE, FERNRELR., B¥R
bR iR Bt F B

8. KA AL ¥ (somatic cell genetics) FIABMIEI RS EFR T EBELHABMA (cell
line), XATAFFEAEZELE . Fik, WRAFIEHEESIRAMBNIER, ELHK
BOSERAMBAR, mERARARE, ARRBRANSENEREMN LA EEE
Mo

9, JiEBIE¥ (cancer genetics) FFRMB R AR BEAERM, BHEMEEE, AR
e BERSRERMER, SEAMEREIE. HRK2K. B
A EERE X,

10. REBIEY (developmental genetics) BFFRMMA T AR Y, PRERARIEM .
FIHE, REXSNRFSE, WEHBAEIRNBEEWEEREN.

11. 70152 (behavior genetics)  FAZFBAEFIEHR ART ARBELEH,
BRIRBETR, PIOEH. BEMER. B RIE. Alzheimer B E KB ER, L&
HHRE,

MEREFBEFNIMRE, EHHRAERER 20, MESEFRLRAEY
MER, BERKBERMALEFANR, ER¥IEGHERBHENRE, BLOK
Wa— X FERRBRIAERE

FLT B¥FEAFNXEME

BMEER (Mendel G) T 1865 EA R THHBERTWLREGRLLE, 30 B4
KEIEANGEE, HZT 1900 £, MM ITYEA 8 de Vries H, Correns C #1 Tschermak E 533!l
BEWR, HEEREERE-HE 8, XAEETHRRBEFHWER, HAET, Galton
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F T 1869 “E{ & i AR KT ARMBAE R, HEKAGITE BRI AEE
f&, BB TIAES (eugenics) HIHES .

Landsteiner K T 1990 4E K Bl T ABO M A R %, H A AR EALH, Bernstein F (1924)
MUER], ABO MAY2 —HE HMEREH ., XEAERKEHEERENA LN — P,

1902 42, Garrod A E XTIRBEERFHIMT, NZRBEMRF 0B RER, Mg
SR KPR BFE  (inborn errors of metabolism) #IHE.&, MEEED 6/10 WK B ER &
FBMAEMR, MYEEAPHEEIBEFMNHI 3%. 25 Bateson W iTit G, iIANE
(SRR

1908 £, Hardy G H #1 Weinberg W 43 BIAH 75 A KBk rp AR R KA1k, 4248 THIF
HIS5 8, FR Hardy — Weinberg FE RSB & V- HE M, BT T HEREHEMER,

1909 £, Nilsson - Ehle H 82 T ZH Fifitk, WHEERNBEETEENER. E
RILTEAXRBETR . BEPHBEIT, KRB RBELY (formal genetics), H AT,
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RAEVACSE FEXMIRABEBEUREMBIT, F Vogel F (1959) 12 259 152 10
Bo MAEY, ERERBNBREEHMNFRRER T AESBEF (ecogenetics),

—. PRaRfRERBIfLR

1910 4, Morgan T H Ffth 9 2£ 2= 11 FF 45 PR SR 0B 9 b B, S5 & XA IR 5B BF
3, RBETEMY, 1926 F kKT (EER), XATUBERMMRBEENTH, ETA%
BBk, HH 1923 4, Painter TS AR AP EESE 2n=48, HRAKNY XX -
XY, 1952 4F, #RiEH® (Hu TC) EH, HMBLAHEMHEIBRENROEIFEAEXLE
B, MEARARAANREEE Y 46, BR, KEEEEACHEKI, TUI4H15 Painter i) 2n
=48 MZ5iL,

1956 4E, HH X (TjioJ H) M Levan A iEBH A BIK 40 BE L B AKE N 46, XtrEEAS
MM 2F I FF B . Moorhead P S (1960) ESL T 4NN ML W15 5 WUbRHEAL B, R
HTARRAENARIIE. 1959 4F, Lejune J XH, EXBREH THHRFIET—%GC
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(chromosome disease) X—ARiE,

1960 4, fEFHBBE F—KERF S, #E T ARREENmE ARG, KA o4&
# (Denver system), 1961 %, Lyon M T M — % X LA ERBTKR LT FHEE
PLARTER L. F78 Lyon Bk,
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AREHL, Bl Q B, FHTHREKRNBH MR, Seabright M (1971) MEE TH
FREE AL 28 AN Giemsa Y8 BRI G Mo Yunis J T (1975) €& T 41 R 240 F0 & 20 B B4 19
Fik, BREESFTEE T EHKY, ST HAMBRE¥ (microcytogenetics)

Pardue M L (1969) FHECSS Rl AR K DNA Jr BUEERET, S Hige @ik £K DNA #
T “STHRAE", THHE DNA FBEN FRERGEN —EX B, FAREMERK (insi-
tu hybridization, ISH), Penkel D (1986) B A Ak ST 1 ] {3 3 B 32 Yo AR ic #9 4R 4 528 B Y &
3 24 AEFR K3 AT 2238 (fluorescence in situ hybridization, FISH), I 88 ¥4 6 A& H0)
BT MEREA, FTAEAMERE, WNTIET 4 FEREESE (moleculer cyto-
genetics) o K5, Ludecke HJ (1989) F B # 1% (microdissection) 3K\ —EH R BE A
B, 2 DHIiE DNA MY ¥ 5 HITHIR, R RIEHRS, (probe pool), FHHA
BB R e o bRie, BPE R BT R EERE (chromosome painting) . 13X 2 F £ A AJ
FSR KM e otk £ DNA B BrA s, B AKOKFRFR 540 T K FRERREEER

=, SFREFEFNBRATER

Avery O T, McLeod C M 1 McCarthy M (1944) TERTREERRE EH TN THER
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Temin H M I T 0% 78, X2 mRNA 5% cDNA ¥ TR M, R4, Khorana HEAL
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FFo 1985 4F, Mullis K #2:1 TRA M4SN (polymerase chain reaction, PCR) ¥, {&4by I8
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xR ST ERE T . RIOGBEEEMNEERERRATERGT

QERLI, “ABREFEEITR]” (human genome project, HGP) 3 Hi4E K — I H br
PMER ARIREE, B7E 15 SERYATAE] (1990 ~ 2005) AIE A FEA S 30 21 HEX . 4y
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