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B EFREFWRARES LAY

BEFi % (medical genetics) & AL (human genetics) ) EH 4 M4,
FEMIEAZRERA R E R LY AR, CRERE¥SE¥E 40— NEH
Fo B F I RARERN AL, RBESBERENXR, BELHK, W,
BI7 BN B AH RERPIRHFARE R F B, A48 5 A8 B & B fE 5k,

RAEBE e UG EWE W BUEYE . RE¥ . RHEY, BEY HE
WEBfE . DS ERIEVIHRE, MHBATERSROE T, BT KRS
&% (clinical genetics) . Wa KB # M E TR L MBRERB LK, a2k, Bi
B . B & WAIEIT

AK MM % 15 % (human cytogenetics) 1 A K 4 L8t #% % (human biochemical
genetics) R A MEFBEEWB ) FERB %, SN NHESEMEMILETETREA
KYEROBIE S LR YRR, EEREBREN D THEEY (molecular genetics)
BEABEEHRBMSS, EEANMKYFRERANREDHBRENER, AT
B F B R FTBAEIR, FFRE T MR EKE LW AE T MG R, R T
BeE oy f 4% % (medical molecular genetics) o

HEFREFRREVNRS SR ¥ BEFARNETRES S R ERIKBE L
(population genetics) , %5 i 1% % (immcunogentics) . 25 4 # % % ( pharmacogenetics) . % #
18 1% *# (developmental genetics) \ $8 5 18 4% % (radiation genetics) . T 4y 18 % 2% ( geneties of
behavior) 74 48 Bl 8 % 2% (somatic cell genetics) %3 F 48 B i £ 2% (molecular cytogenetics) .
Wi 9ed 18t 1% °F (cancer genetics) 4 % (eugenics) % B T #2 % (genetic engineering ).

FoW BREFREFHEEEN
PR B o A BB, RIREE S+ E RS, &R
FORRIE, AFA S
= AR A SRR ™ E R

B E RO RIIGR, MRS RS FRERRE BRI ER, B LEARE
J— l JE—



KV EEBFTHHREAE, DO R IEHRBNETT TR, KRFRIAY . BRILZI, AX
EHFRFTEMILT, WRZHENETNES, BRUZEHIEMK—FRE, HEL
RMEBORMAAE . B2, BELFTEAEFALBE, HEREMFETHEMESKREEN
CHRAEHMAHEERER, ERREIEMRKBCIEANYERMLE,

T RA B REFBRERE, #ERNANEREEEREHK, # Mcku-
sick Eit, ARBEFBEREHR, £ 1994 F£E3% 6678 F (£ 1-1),

% 1-1 Mckusick 3t A X 2 £ E % (HER) #v4%it

B (4 AD AR XL YL £S5 AL B¥
1966 837 531 119 1487
1971 943 783 150 1876
1978 1489 1117 205 2811
1986 2201 1420 286 3907
1990 3047 1554 336 4937
1992 3711 1631 368 5710
1994 4458 1730 412 19 59 6678

FEFAF B 2000 7T RIL, BT EP 30 T ~40 AR ERESERNE L, 1t
B 1974~1976 &3 15 4 I F LB T FEMSTT, LXBE EHR (23.44%), %
TS EASET R BILS, 40% K vh s, 400, 1SR a MAERE 5 23% —
25%0, FHBIEERE L 18% ~20%0, B 5 5% o 2T EH R, Kb kKL b
HRORREGER, XEILEEBERKROIS, 33% 085K, 3HWILEES HED
Ag, Hob 80% M5 mrE.

—HEREEARBRAOT WK IER SREEES X, EUUEEMR . SR
B, SO R . BERRAR . MR R ARWIEE,

“2. IS MBI RIPR B ARIRATF R4 &

BEMA OB, RBADRR . STHRAT, BERARY, BRITMER. X
M. MBS FE LB, ROHIBAE 0 F AR G5 L BN 2 T B % M5 % 1
—IEERKIE B,

FEZW mEMERABARS %

—. Bt

BEH (genetic disease, inherited disease hereditary disease) 451~ 4 A4 54 40 i 5% %
WO MR R AR (BAE) el r s, W EBA LT PUARAE

Lofert M ERETROEEISEE, HHARRG N BREFRHR R PE T WET
X BAENEEREKREE &R, MRRPHE, HEBEIEBRER,

__2_



AN BAREHGE, BT ERYUEY., AEBERENELAGKFEE, HTH
AEEFTEREAT, WREABEELZEMNASE,

2. BEYRMRERHE, IEFHEBEHEM, LRBASHFAR TFHMERKRHN
FEMIE,

3. AR A A MBS R O A B A B AR D R, TS R A B B A T R BT
A 440 P 585 4% 490 R 5025 R SR AR 1

4. BN BURKIBIAAE W RESUE R BISFAE, 1H ¥ A RESUE A% 509 R 2L 5

B G RMERM (congenital disease) HFX H, L RMUEFBEEMEE AR
WRBHRM PR, MR AREEHWRE, BRI AEKXHE (congenital anomaly)., %
RYEBPA AT A8 G (birthdefect) —iRIBARHIMBIGI, K RUERIF LR BER. B
WA LSS RS, e RUEME | ARMEOIR . 2595 ENETE LR =B
AR . WAL A ST R R, BB EK., MEN ST HERRILT2
A Bg s IR R M@ 80 % B 19 R RIS TE 40 L,

BRI 5 KIEPEIRE (familial disease) MUK B, FHREBEREHBERE R
RERBEMER, WA FEPERIUFORARE, FE2BER, )2 B
EmE WRIRERIR, (AW ® s, HIRREBERMREERBIFTRK S,
M, HRBRBERRMER (MR, . BH%) OR—FB8BER, Y85
T A ST G R B R R R R —iA, {5 24 B 8 8 38 4% 9% Je I R B
i,

LB P
— M R
HISFAEIA ..im,aﬁ
NI SHUARSE — B LA | S o s
RABHEHE SA), S50k (WE) My SRR LR g

TR —
M — RS PR Ok  BE, HAL  ppre ] -
RIS S

QWAL KBS R T, B HEE |
RARAEGEERE, B, LAY |

o 75 1 5 A4 2 08 1R 38 B T

WML R, R HRRED, FEEE  wpmd .

5B TR B o M B LR S
KEAH ZMER (B 1-1): OFRBHEER
FRER; OREEZREEREM; OFE

PR A% R LR AR . s B4R 10 — AL

TR A R B, TR R I B
T8 595 3 B 1 K 7 B SR IR AR E | 3 R I o T umWE ﬁj‘lm%g{ﬁ
FRR 4% 5 Bt (susceptibility), %5 % B 5% Bl #EREAREREE

& F %, PR K HE PR E R



=. EEmEsR

RIERR— M4 AEER (genic disease) 5 HEAERE (chromosomal disease) o & 4%
X M EFER (monogenic disease) FIEEER (polygenic disease) . 4 &K% 0] 43 K
HFREERENELREERSE (R1-2),

12 RERWIERERE

5% EHiE (%) Vi BHE (%)
HIRRG HoAbB 159 1.0
PIEIRRS 3.5 ZHHRE 18.0
gk B R AR 0.9 iR 3 0.54
WA A RS R 1.3 WP BRREE 0.36
% YRR 0.3 HREKRREE 0.182
* A OREH

BRI R, B TLWEKTE, BRI L. BHRAER LR LM bR R
W, %3 XN 2 BB R R,

FHY EFREFNTREAPF %

EAEBEER— TSGR, I ZRABTHIY . A%, R, 295t
FEFRHBIR T EMER, B¥EBIEFHOBIR SRR B B 0miigit, Fifi
TR ANRBRAEF P Z RSB T, X s R R R B
BHBEHE X,

—. K & o W

AP (pedigree analysis) RIEMIBLIFERRFERE LR BB HRME, 2
il R TR EHAT T . KB THBI AR, BEREFA. FRBEEEET L
Wi, Wit RERENSE (BRENE),

BN £ 7. N1 A7 S

BEOROR ek ROT B AR 0 — R A ok, A THTEM, RA—-MSLHS
M. EEHE BB T, SE— ARG LM BERSEROLA, B
T OTHEMBERORRBERLEFTR; Ok Amumpfmaruds, On
ERFBER, HIRRIEBERNETHENE, OSAEREANES, HitErER
RESMEREE X,

=KX HE2WE

E?ﬁ%ﬁ&ﬁﬁ%ﬁ%%ﬂ%.MW@H%E%%E%%%E@%K%%.%5

“MA%%W%%%%%ﬁﬁ%ﬁoW%%ﬁﬁﬁﬁﬁ%@iﬁ%,W%%%Eﬁﬁ%

_.._.4.__



WA F-BABMERRE, IR THRNERERBHERE, MBAKLRBERH
G, MRBENERK —FRR > ZFRRE > =%RE >—MEFE,

o TR~ KRR A A HE SN EFRERR, ZHBRERERRRERREAER
REWH AT fevE, ®HREBT Rk

LBl RRSEMZEBMLILE WRESABEELX, NizRHMEER
BmRE TELEER,

2. RTUWE WHEABREFFR TR SHFERETRRBRROER, Gl 0H M
TRIELBEET TG, HHFFMAKP, Heston Ml Denny HE T HFF FLMEF
TP LEMEARERARREN, KA _EZREBEER (£ 1-3),

K13 WA REFBENFRTLHEFRATFLBARBLAHER

EHERTFL FHFL EFKETFL FHET &
(3 B4 ) (M) (% B4 ) (M%)
FUANB SOCEE36.3 %) 47(FH35.8 %) | M EEERE 7 13
Wi v o> g 0 5 8 % 5% B 2 1
Bk B 0 4 AR
A B B 2 9 KLk
g, N A& 1 B

MAEFM (twin method) BAXKHME ¥ MEFWEER R H L. D4 F4r AN
i(ﬁﬁ@ﬂimmmmMmMmhﬂ)ﬁﬂ%ﬂi(ﬁﬁﬁﬂi&m@kmMJﬂ%
WO XA R FENER RO NG, BN FARSRBER—TERG, SI08EYEL
BRI, SCMERIMIR], R 60 R B8t s A M ] XUGR XA 2 e 74 B8 1 A st 4 1)
H5—MHTIHEMNRETRAORAER, S8 At S Am—, TSI AR,
VIR, BRI AU B A 5 TR — R o i At A 8 8 O A 0 OLB8 XA F 3 — MR
(BRFHR) B9 RAE Bk, WRMETHZMER (3U5R) BEPBREREFFEERG XN,
—BRRR-BUR (FHR) kFER:

. RO T
BB (%) =gmr s (w7~ 100

14 NHERERNLETS BRSO T8 LM SMRASGE . mA . o,
RPREFeh B FITE#. HLA SIS, % 1.4 5
et B BE (%) LR 0 U T R — R AR,
B8 XA XL GR X 4=

exgm
e b T BRESHLS
i ;j 2 PR RS ERBIAOREE, LR H
K A S s HAN AL E AR B B0 ABE . & R A AL
u{g%*ﬁ%ﬁ% gg ;;71 EAE (BETESHANRERR) HILR

6o FPHRE) 2 LA B E R, AR5
R 5 —_—



e, RE, RE . REGE., BEMNE. GHEIHES, URELE, HAHFE
PEFUR (HLA) KB, m#E%, RTEESRE HRE¥ER, MREMERBES
MR R R AR R WRRH, RmaERt, 5, SHESFEEEER, NEHEHK
WEBEATEA K. N T HBRIMER R HENE R, IAEAERFLSHERKRERE
ERIHIX

. BRRALS S T

BARA 53 53 H7 (component analysis) JE45 X1 ¢ LR E 2RO, FF B X &R
AR 2FEMER, MRERRHBERE, TLUERRK “HFIF" R E—RRAY
(AL5F) AT A AL BT, SR 90 77 % BRI WS ARA% 32 (subclinical marker)
W o A0 SRAEBA BT BT 55 09 B 40 40 32 A 2 b, 00 RT OA k30 o 0 0 L 3% 5 £ TR o 8
o BN, X3 Bk oK B BE AL 2 40 v i RSB ATRTIE, RPIBS MR ST EH, Fana
WA 2l ok o B A A A2 gt % B 4

. FEREERF S

EERMBITH, MRKE —FIRE W LR S — B0 i 38 5 0 O MOR B8 1 IR,
WG B2 5 AR o MERAGERE B AT ARt TR B ES (linkage), WAL EH
FREK (association), BIBRE 5 b I X 59 ¥ 4R IE BE HL 1 5] B 15 BR (BLE A ),
Rh BHYE 89 5 P4 B B Y 20 A8 S0, 3R o BUM AL, 35 3 3 780 A 1 1R i 5 ) 46
TR —SREEkL, WEEMTEEIXSH (1p35), FEEMTEY 3 X 2 4
(1p32) JRFREKAIPEBETER G O B #, T4 1Ltk W 55 R % A 14 1t 89 32 75 30% ~
40% o TR EHBBEARICH HLA (HAMBANNE) R%, O E 084 5T
Uﬁﬁﬁ%ﬁﬂ,Wﬁ%ﬁ%%&ﬁﬁﬁﬁﬁ%ﬁ&ﬁ%ﬁﬂ.ETE%B&%W%%
. BETE AN SRR EE X,

N, g ¥ B

W TGRSR BRI R B Z RG], WYY A KR
S AR AR R AT LM R B A2 (R M B T B, BRI e B %, &
MEOLMIB A T A, DXMRA . Rl AR, /N AP 210 . NZB # /b B0 +
Tl B . B RS BRSRERE AL . K RS I R R,

L. Btk s

TR R SR (cultured cell) T REFHRRARBEYNEERR H
Lo BUFFFEIL BRI E BRI O BB KRR ED, LU 25502
TR, I 0T B B 5 28 76 05 A BE S 475 0T 4R HE B 50 A Xt SRR M Kk I
B, 2085 e F0T 34 AL RO BF 5T 2B 3E % A A

(B R)



G- ¥ i i o E | R g

F—F R

MR EEE (cell reproduction) %?EE@B’J%ZQ’%EZ“, TR MR RN AEY
R, WAEHMA AR . DNA B IR0 3 = ARy . 20 Y 1 a2 A 4
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