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i X e e A\ et R AR i TR

Nt P e T N B8t % 5 4 B HL ) Bl A T A B A BN B P A . 38t 0 B 1 B
A5 B IR PR R A B0 AR B AT B BOX PP B SR T 5 R . Tt e W B B sk AR T 5 |
EABIRIRRIER . FEEF . FEARMEIA, AT 8w AR,
ALY RN A TS BRI BN E, XAMUBRAEYY . £, MEY
Retpfiesd . feBiag, 2y ALRIGE. PA RS E SR, T H X R E
2 TR BE A4 SF RS R H 25 M AT, BIHE AR BB L E 2
FEEEE PR ER R —TTEEER, B R R A7 i E e 2
A IR, EIRREE AR A I R85 2¢ (clinical genetics) H5ZHi#%, F#H
FERA X HFBRARAISW . BT 5. T, EFEBREEREEHE DA
Al R — 1128
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Epifl 2 F B ARG MR A% (human cytogenetics) HIA A fbist 5 2
(human biochemical genetics) . EA15 5 HES2EMAEY2E T EPFRALIE
W R AR RMORM Y IR, W4T B2 (molecular genetics) JEAEALIB 152 1) & J&
FkSE; A TFanMEIE% (molecular cytogenetics) NI Z4MMIBRIE2% 50 FiriE ¥4
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BHFY . ENTEARNTE, H R —k, T AT ML DR K - 48 R 45 Fh ik (e
ROATR, AW SERE SIS . T LA R I 7 18 AL 0 (4 it SRR R
DI A8 15 2 43 300 A

HHARIRIE: (population genetics) BFZTBEMK 3L 975 0. BT A2 IE % o
BPERTEREAR T 43 A S AR T B, TR 5E BEAR K S 0o f 6 19 B 16 A 2 3 38R
#ir. BHAAIMEH L2 (population cytogenetics) MIRIEWATIRF (genetic epidemiol-
ogy) X —2FHN K

FRER L (immunogenetics)  BIFF5 S BIA ) 38 45 3Lt M G3F 7K BE A
%%Eﬂ%ﬂ’ﬂiﬁf?*ﬂ&“ﬁiﬂﬁUﬂﬁiﬁ%ﬁ?@%ﬁ’ﬁﬁﬁ%iﬁ%ﬁﬁ, PIERA Y %R
PEBLGR AR [ B s A4kl

2558t (pharmacogenetics) JA: by fE2% H—5r 3% . PRS2 IR Mk
ZE WG SER . RS |, 00 T D B 331 5 S B ) B S s R ST |
i BEAE 2T AL U 4R BE B AR

WL (radiation genetics) BRFEAR SN LE 07 A AL O B . AL,
KA, WS B b T A ) 0 v A AT LA 35 e 5 A= ) P8 i 2 Ak 2
®. K

HHERES (toxico genetics) BRFRIEL 2 H2L (genetic toxicology) 2L
FITEDFFINEE I R XL R 4R % FEAERL Bt AR i — 1 T2 Bk
FEHAE (mutagenesis) . B (carcinogenesis) % B iy (teratogenesis) M “=%”
SR A AN PP 3 28057 ) — 2 B

PRAMLIB %% (somatic cell genetics) A4, S5 RS A 5 Ak 4 i
FREHEER . TXREEEEY . W5, MMEKRE . IR %A L RSB
ITHR L T EE MBI F B,

1R fE% (genetics of behavior) W TE 3 3T A 34T R s X%
FEXT B AR IE® KR ST M, B4, I FORE R B4 2 A 1 AR
WohEE,

KBBE# (developmental genetics) WS RPN R B B 508, g
%@Eﬁ%ﬂ‘ﬁ]m&%%iﬁﬁi}%ﬁm&

I8 2% (cancer genetics) BRFEMIR R A R SR K, BFSE kA K
& HR R LR, EAUA BY T35 g i B A & s HL T L% g ) 2
Wi TS R G R AR AR

HPTH (genetic engineering) HTREE-MFHA, BIKE 3 R A A T
SRS T R 3K R AR B 2 T’fk?@iﬁf?ﬁﬂ@%lﬂ@%ﬁﬁ%fﬂ?ﬁﬁ*ﬁﬁ%@
H .

A2 (eugenics) %ﬁ%ﬁiﬁ%%ﬂ‘]ﬁﬂ*ﬂ%&%%%/\%?ﬁﬁ%*l‘]ﬂ
- f

M EIRBE A 22 B B ERPFRSRIEE T2, 17 H5 B 24 50 B 54

KER . AR R B R M N3 H A BFST, BERWHAE MRS L BE RS, T
BT B — S o R B S FR R
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=T BEERRIMIRE

—. BRI RAIE

WAL R B TR AR I AR, AT LIE B, PRZEE—E R TT
R EES . HIEARFER BB EY RS EY, ERXIFARUAERRAEL
P B AAEER. MR, —8BEMNRRE N RN R E F TR RE
A

BHNARIFE SRR (familial disease) BRBREM. B1E 7 RAR 2L F K B0R
FEMRTRIA RO FIEREN, BEXHARBLRY., E, —ERakpt
AL W AR M KRR AR B (sporadic case) , 340 UL H Y oA
ek X EPIRMERER, WAl BERH FHAERTMBOWECARG; HE, —%FE
HZFBRERT, \TR—FENAFE G AR TR S, Wrl LRI &
PRI BN, FESESeERpi X, HURBRDIRENS T I8k IR A A
KIERE, HRRGEINRRRIERH.

WA —FhiRA#, INAERERSG (congenital disease) BEZBfEH . BTl RM
P R AR s B R B R A0 . — R A R R e I R YE i, i B B0 AR
B AR R e AR RaE, XFPER MR EA R, B2, RABEHRRNE
e R7E A B B KAl BB R, FARIAERME. 64052 i A%
— A LERIA &R, BUER S 3E AE BE /DN IE O R PRE— AR P AR IR A R . B
SRR R R R TSR EEERTREFPRMEG, GRESERER
W, FECHEWETIREEFG, FEA e REFE (congenital malformation) 3 H Az Gk
(birth defect) , XBIRBIERM, HIFANZBIGH. Hlan, Frhh TEHAZ I
S K - R Z BT . B MR R R . BRI, SR RIS RN Y i
BeLERG, fRJLEBAERERFEARIRIERH.

DR 413 ¢ %37 1R e

BRI Y RS BB .. BEY R AEAE Gk, el B
H A DNA, WRIEREYRBEMAR, LR AT LS.

L AP AZKRARY0M P e AR B 1, R AR R T . R
— PR R AR B — Xt B, XA FEFE AR EFE (major gene), BT
BB REEFR M BB R . AT A AT L2 . OF Pk BHsEh; O Rak
Rt e ; QOEMBMEBRER; OX EfiRERER; ©Y EHBEHR; OLPK
I o

2. ZREHR —ELHERMEBE, AE2&0%HE, B RABEER, X
TERERRWERA LR, FTUWHRANZEFRH (multifactorialdisease, MF), H
BAERMAR—XRE, MEHERIFSXERE, XBERKNHEFEE (minor
gene) ., IAEMBIFTERY, SREEBPHLATEEAE ERENS S,

Bg—= % i 3



3. Jetiifs AR A 23 Xk, 1~22 SR8 dfalk, XAl Y M

%@Woﬁ&%@WL%ﬁ%&Sﬁﬁgﬁ,@%,@%%@W£ﬁﬁﬁﬁggﬁa
%@Wﬁﬁﬁ%%%ﬁ@%ﬁ%ﬁﬁ%ﬁ%@@ﬁo&?%@Wﬁﬁ@%&ﬁgﬁ
W, FrlAH RN E IR MLEEME (syndrome) ,
N R VAR L o 342 R A8 T B 5, R AR 0 it A . A
%E%Wﬁ%*ﬁ%%ﬁ%%ﬁ,ﬁu—%%xmﬁﬁ%ﬁO%ﬁW@%ﬁﬁﬁ%&
ﬁ%ﬁﬁ*%%@%ﬁﬁ%@ﬁﬂﬁ%@%@k’%Wﬁ@ﬁ%ﬁof%%%%%&
JB& T A0 Mgt A

= BeERoRR AR ek

REERHFIEL, QYRR . MADRSEERIEH . R AR ALK faEn
AR ORI . LA JL 7 TR 9 3 5 BV AT AR

1. FERGHFEILT, A 1. 3% 4 HE A A GG B R WE . s, ook
70%6~80 %6 ¥ BB E N 5

2. #8481k, HARW)™ (spontaneous abortion) 25 IR 7%, Hhg
50 0/ J& Y Co (AT AE T 35 R 5

3. FEWIIBILA, BR—B A AR BRIASN, RIS, o TR RO S
HRIKIE T RE Y & Rl G0, A h g 3% ~5% My T Btk SR B A A0

4. W 1976 AERIAA, BERT LB TR B, AR . S RWIE AL
PERRRSE —OLAFE TR, 2015 2 3RFET- 1 30%; KA, KRR & JLEE T
PR A5 A

5 WEGET, EILEBEBET, fEBERILAAE 1/4~1/3 A S5 LA LR

6. ISR MR B ERRRAM T, ABEPLA 20 % ~25 %% 9 A\ B SR L5 «

TWﬁmﬁ%ﬁ*%%ﬁW@W&TﬁﬁxﬁﬂZA%*%tE@%%—ﬁﬁ
E Ve

8. B TFHEAELE AL (mental retardation, MR) TEFR B A BE i & A
RAN2.2%, Kb 1/3 U LHEEZHEA. P R e A A A2 B

9. BMERSZMAGHIT RN, W SBERTRL, BET, BPALE 5~6
A FERE A EHE  (carder), X B LA (genetic load) ,

PO PRSB A RbG ) i

i A BB, [ERER B S SRR AT LR LR LROR R 95
%

LOBFAREEEE S AR, MR, MR X SRR T,
PR E RN RIR SR BB A R IR . 05 R B —Fhs 1
BERR P RIRHR TR, T H— SR B> — R s > =
R IRI B> — R BRI EA R I RAER , TR R 9 A
ARRFMGIRE s T LIAR A BAE SR . 8 T HER R — S0 2 [ o
SRS AR, 7T 5 SRR A L3 1 R R AT e, A AT LA ) A G
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2. Rtk TEVIEHAEME AT RE N BIERIE, BERLTE D LI K
KIRTEOL, 2R (pedigree) , WK RIEFFAESEAT AT, (8 AT LABHIA g B35 K
F—FRBWBAR GERENED . WRIHZR KL RIEHFTOT, TEFHIAK
AL BB —Fh R, REE B EZRER T GEILEARE.

30 XL BUEF LA AP BI—BPX4: (monozygotic twins, MZ) F1 5
A (dizygotict wins, DZ), Xftt MZ Fl DZ %55 &% — 3 (concordance) [ 2
S BRGS0 2 75 A8 A B R . R A — B R 48 XU L — A B S
W, T MR AEFFERER. WE MZ {—8nsE T DZ —8h:, sERXF
PR SBEAR; MR ZEERARE, WRPEBEIHX LR &R A REA.

4. IR T —SE R BRR AR ILE RS, BT A SR, W)
ARBGX AN, BUSERE X R 4 M T3 (43, X4 44 34T 3000 1 35 4%
SFREST, UNSRBEHAE S L o3 RS2 A P00, AT LA K X R R A SR 0

5. KHRAMTIE  SRHK (association) JEFEBIRPEAE bl <7 MR IR BEAL b [R] B i
B, MiHIFAEHED (linkage) BrE. 405 H i —FioR o 2 T 54 58 5 8 09 257
A, BATVERBEPRE (genetic marker), RIS —Fh MR 5 2 RE LB, WE
BRUEA CHK, WIRME—MR A B 3Rt .

6. JeufRktrik X—LF ZREE . RIS R T AL B H R 2R
AREF WAL, WRREEIHA Y ik ar, R0l LIl RS A YL o ik
FHEEE

FOTH EFBEEFNRESL

Bt e e B FRRAE YA R R i, FEB B4 E T8 SRS k) 12 R
FABZERY_b R A . A ZEHEB 27 v IR AT A 45— T8 A B A Bl o 53 b 7
THIFEAIEHBNG, I B 230 A 2 A R 15 LA 28 IR HE .

BEpit e e R BAR . BER IR BB 522 3R 5], o8 A0 0 R U B A 336
HAETAMEMIR . AHEd), B Y f &R BT M, A Y ikk
WHSERF B R, ARG A B 2 A T K

1923~1952 4¢, W FREHI A BARME Y REES) A HBOKBIES T
BN (BAEXD 5, AL AR o k%0 B 46, 1959 4E4H
YPRMFERLEAMEN 21 =K (Lejeune ), Klinefelter Z244F K 47,XXY (Jacob #l
Strong) . Turner £EB1EN 45, X Y EIRNAS, FREE KB EEKE T, 1970 4
Caspersson Jif FH M (R U IF 98 6 4 o i 4 X e o ik R ARk B (B R) . 4k
J&» Yunis (1978) RN AHFEREFRE, HHMSZEE THPZRI&N, BRIEEL
W GRAPREAEAR) . XA, Y aEFSRITIA. XY A AR L K b
Qe RBm AR ER R TER Ik . et iR Bk 3 1 5 e 1 X 25 B A B9 FFRE T 40 e
BAEEMFEIR . FOCRNIZLA (FISH) {8 40 Ml it {522 35458 T J a0 F 7 16 . @t
HMUBRIE A5 FREF NS, NAECRKABMYIE (microdissection) 75 8,
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