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F—¥ EERERHAEARBES

Tk R AR SE RO, ARSHEREEY -, eHEFNEN
MR T e Bk SRR R, B, ATHEERIPE ARRRERER R
P12 RO ARG Chuman genetics ) I ARBRE LB TER TR AL E
W R X 7, MR ABIEEE N BB BRI B ¥ 3 2F (medical-
genetics ) o RN, E¥ RS L~ THER (genetic disease ) X— 4
itimf SRR A R — 1T, RSB R MO ER TR PR .

AT % RS BAE N ( AW BEER ) MR AVE, LR, 2. @B AGr
%o EMAMKEMS FARAEPREBRIEROZEN, N EKEEREE . BIFH )
i, WE R KE B R BB AR HEms, AT xS B0 A28 5 3 B4k b 3k,

B AL R AL . REE, Y, BEE. JLHE, By, B
RUEME, B, Ry, HESREE AR ENER, WHEEREYEZ2BES
FW 2R, B A AN E TR SRS EH . L. mbms
IT 2 ARG BR 852 (clinical genetics ),

EEmEEMARBEERENSRBEAL, BERENE, ARBEEEENA
MRALEBRRRAERTRARNES, S, £, 24, REMTISERER
(AR R AR R e, DAKRKER. KE, ERRERNGE, BE
MRS, XEERFEART ﬁ.ﬂc%ﬂﬁ'ﬁ'%iﬁzﬁaﬁ, B ZERE R E B XA K. MY
ik fﬁﬁ.?&ﬁ?ﬁﬁﬁﬂéﬁi?‘)\?&ﬁﬁi%:ﬁﬁﬂﬁﬁﬁo

=¥ BEFREPEARBEZPHRAE

PR R R, MO RRRR R R TR L. RSN, B
S35 e T AP SR SRR U], SR R o A 5 I B3t e R T ) T R L

B8 FRS B WK B LT £ KR BEEERERTHANY —LAE,
T RN « SORAE . RERR. BBARTS, NEERRE RN ELAT
S T B e B A B TR 2 ) — A+ TR IR ST, RR+ MR
G A, R T A T B A0 2 R ARG, R A O TR R
MELF LA 31 AR AR S, BT TR, Bl AR SR
i1 0SB R R BRI

L, AKORE R RN K



#EMickusickSiit, AR EARBIRREER KRR 19855 K 4125,
1988 4E MBI 4344FF (F 1 — 1 ), SOME, SRAEHE IBIFF MM T 1048 B 1990 4 12 ]
ERIGARRCHEFHRTIH, SEBREI0SH, IRBAINRAMIKLE, EL
BTN 40005 70 BB b, HAH 13008 R RAEARBEN, HI00RF 4 H
BAET. WWET (1980) Hit, MMARERERNSSERBEREH 2158, 25
SR E RER R A RB AR T A%, RalkyERBRAR BATOH, &
BAEHE AT AC 082 % . BB, CRENMBRIGRIRIE 00K, RA MBI
WA EE R O B id 2008,

Fl—1 AXBEER(RER) HEH

EREKBE  HRGkRE X8 AL SV

BWE kEE B REE WE KEE WE KEE
1958 3¢ 258 89 38 412 412
1986 269 568 237 294 68 51 574 913 1487
1968 344 447 280 © 349 68 55 692 853 1545
1971 415 523 385 418 86 84 866 lolo 1876
1975 583 635 486 481 93 78 1142 1194 2338
1978 736 753 521 596 107 98 1364 1447 2811
1983 934 893 588 710 115 128 1837 1731 3368
1986 1172 1029 6lo 810 124 162 1908 2001 3907
1988 1443 1114 626 861 138 171 2208 2138 4344

M. Fverschuer(1958) 3R, RUFMEMEN ES K, REMEMickusick(1988)

2. AR FRASBERB R

Wi, NBPHHOS~ 1 B ABRFBGERE, wh4~8 YR AR # K
HEMTR, F15~BUNAREHEERRT R BRE, ABHH%L LA
SR AL 9 BT Ro BEEE

3. fEFEPILRA 4 ~5 %Nl BTy Bk

RESBEHH1500~2000 F R BILIHAE, HPA1 ~2 KA HAERK. 72048 g
FHBOY NiRE KPR Wik, RESEHENBILE, H15T~20%7 7% h £ K.
A5, EEFBILY, A—-REskH—REREF R, DREREEL RRENRE
WL EN, BA, B4~5 %EHBILYRERBFEYRR.

4. —ERRETARBEN K AKCENSREE L

dEam” FERE “HBon, Hmmm. SRR .50 R ORER 5 & 4w LK |
HMEEL, B0, XSRS RES, BEELYRER. MELER
EREERBENT.TY%, BIEHRH60~70%, S WEE{LAE30% L BREI~T%,
B 2 2 8 9 R B SRR L A U B, AT AT S A5 7 A TG 8 4 BT a0t o

*2 e



S BAMKFAEHREEHEREAN

WREO~GILEZHET (XHHEHEERSE, mental retardation, MR)
WIS AN, BRRENL2Y%, HPRRT.7%, ’H1.41%, BH#ET
AP, RRUR R INTE . R MR T b, AR R E43.7%, BRBRE LK
TR, HoP B R 40.5% . BN, RESBEEREE K007
Iy Hp M IR RE S0 L ( LHBIREBRT.0T%, BHEHNL3% ), W&
TR S AR R E S0 A, MW, FBRWHERCHEIERRE
AN RS EERE.

&, BIEHAANRERECROEAES

ey er, REAAELSS LT ILE T, 40% & MuEfe maEe X BT, #ik
SO 197 4 1076498 )L BB R TE T B 55195 1A Ho e KAk O BEARS o B L4 0 B g
195 V40 2.6 0 EFHBI30%, LR 9 &R BRFEE AR . BEEEE —BA R
Wi, BfEEERAE, B EBEE . xﬁf?ﬁaﬁiﬁtﬁﬁﬂﬁmﬁﬁ%mm%ﬁﬁﬁw 54,
WS I L O, AT 8 e

T.HE%ﬁ#%xi 4ﬁwi£ﬁﬁ4~

0 RGP A - AR ALE, RATREEERETIEMBIER. ¥
ERTEWE &, AHREILLIEEW™ ., BERFEILECTELNER. KR
AT N, BIRTIR, B ME B E R A6 0 R EER RN E
B, B niG—RREE A KW R 15 ~20% Bl R R RRETE, 2R IR g™
0% LR AR ERN. EREH KR, - MRERE gL LS, X
nZ ﬁ+@F i frg AR BG 3K 20 %6 o

. BV SR BEARNAE, BOABES~6 MEEFERABFE
o HUFR SRR R R A S BT R MR RS R R AR BB R B, LR

am1ﬁﬁﬁ%ﬁ%=

&)jm#kﬁﬁuﬁﬁﬁ%ﬁﬁkkﬁkwﬁﬁﬁﬁkmoh%f%%%mﬁﬁ
UG RRNY, BAKEWRIEMARBMEME S, TEEEXAARNER.
R A S5 R B BRI A 0 — AV E 5 TAR#, W R B A 8 B AL AR,
TRMERREFHIKES ., BW. ®E7R. BBARTRER, UEEFSFRIR
RR L.

et £ AR 2 v Y o O e PR W SR TUR R LR R B R i ke (iU
IRE SR A RE M 2R B ERER AT RRN —FEE, RdRA
AL TEER R R A BRSE ) o DB DUJR BEF 100 8 4 iy 19 334 1 UK 43 38 1% 2 v A 1
m%%iﬁwwﬁﬁﬁmmﬁi*,ﬁﬁ%&ﬁ%?ﬁ%ﬂ?ﬂﬁ%ﬁ?w&,%&ﬁ
ANEAB.6% (REL—2 )0



kl1-2 BRTHENAFROKEFFHARE
£ ERE R R B
1933 T.H.Morgan HERAXFH R
1946 H.J. Muller RRXSRERERE
1958 G.W,Beadle,E L Tatum? AV R TR
J,Lederberg EE s A
1959 S.Ochoa, A Kornbe rg BHEEREENTIR
1962 1.D, Watson,F H, Grick, M. H F, Wilkins DNA 25 1 FFar
1965  F.Jacob,J, Monod, A, Lwoff PR 15 ) TR
1966 P, Rous B BT
1958 R, W.Holley,H,G Khorana BREFHERLER IR
M,W_Nirenberg & B LR
1969 M.D:1bruck,s, E, Luria PuE TR Ryt RSy
A, D, Hershey
1974  A,Claude,C.de Duve 70l 4= 3 B STk
G,Palade
1978 W.Arber, H O,smith ERTHBENDBEARE
DNathans MG RO
1980 5.D,Snell,J Dausset REOREEN T
B, Bepacerraf (E%{Eﬂ%é@)
1980 P, Berg, W,Gilbert DNA 3% 5 #R 4
F, Sanger (‘fﬁ%ﬁ)
1983 B, Boclintock HUBERFHER
1984 G, Koh!er’ N.K‘JCIRL’, Fifﬂﬁﬁﬁﬁiﬁ‘ﬁ
C.Milstein A5 A
1685 M, Brown, J,Go ldstein EERREEEEERY
WE
1987 S.Tonegdva, (B, F iR )Il#) HERERERSHHE
1989 1,M, Bishop BERPIITETIR
1992 E, 1, Fischop,E,G.Krebs EBRBORERLED

MR R BORE, S 72 B 2 25 T 0 B — 2 BB LAY o X — BB
S Tt e R RR BB, MR T ¥ ERREYE FIE TR
PRMEREE, EEREYRBEIRAREERNIRIREREZ—.

BZ¥ RERER

—. BIOR WS RIGHE
A o Redd AR MR LT SR BT R — KKK . RE U AR BERYL
Pl i Je A T B — R BB 2B, B XA R R, B— BT RMEB ER. &
e i — BURLAR AR 0 T G B2 R A IR R AR B AR ) RSl %
o BRILILFR, BRI AR RRE AR Py HRDNA B4 5 4% v ke
PR, TR A0 MR T AN R R S, DARBME R —RBE R, SRR

o 4 e



5 ( somatic cell genetic disease ),

ﬁ%ﬁﬁ]’_tﬁﬁxiﬁﬁlﬁf’i%‘ﬁ&ﬁﬁh BIEA LT LA Q3 f&%E L T R
TR CTmEAR ,THEEEFRHRRETLR “KEFET s K
34k 78 B BAE R R 2 IR LIV 223, X R A R 8, ol EpakERE,
35 R B A ARG, b OB B4R B A5 B M ARIE, @K% B A4 9% 7 0 S Rt gk
HE P, T S R A B — S AR A R @ﬁ%ﬁ%%&%ﬂﬂ?ﬁ*ﬁ&lﬂ—‘ﬁﬁ H i
ol 3, (B4 AT R A @ﬁlﬂﬁ_iﬁf‘éﬁ,—ﬁﬂﬂﬂzi:jﬁ;iﬁﬂéiilﬁlﬂﬂ"ﬁﬁii&gﬂ%ﬁﬁzﬁc

%Eﬁﬂ\iﬁiﬁﬂfﬁﬁ, WA I 1 LR LA

. AR E SRR ﬂ‘EﬁEJ:—'ﬂi%%JLtﬁ%ﬁﬁﬁ%lﬂ%ﬁﬂﬁﬁ%ﬁ%ﬁﬁ
$i%i (congenital disease), BRRAE BuliteR & UL 4 Y B B R R BBk,
WA CpE ). AR RIAT S, (R RERRAR RGN il n G H-H 4
AR RAIEHRE, o *"‘%JL%?HJ‘%%%%JUJ&%&?&%%EF’iﬁ‘ St E PR
i {9550
. BERERIEEEN: FEERM(Tamilial disease ) LI F I & B KL

Fﬂ.%mﬁﬂﬂ, B — 4~ R A S T A B R E%ﬁ%ﬁﬂ‘]lﬁﬁﬁﬁﬂﬁgﬁﬁs
(E5 vk B 3t R 30 R o 1) — I A IR M FEFREHEM, TSR -
AK T %A R LR, IR PRZEER A, —FREABAA BBEIE,
iR A I E BRI AR, TR, 0H Yoo bk i bk 1 A e LR 45

3, AL JE KRG Bl R¥EKFi(acquired disease) L3R 2 )L 4 Bf
ER, 16 LUR R 6 R P ESTERN POR o F RIESIRE H ARt g, DR, M
e MAME S, BN IR RS, Bt mRANERE, WER-- 4R
AHRLHK. MRFLEH, iﬁ'z“?}"?.ﬂﬂﬁiﬁiﬁﬁﬁ; HITHNEFAR—BE SIS AL
B A RFRAERBHE, iR NER R R RREREEE I5~60%, BtkdT
PSR RE B B R — 30~ 45 %, XERIERH B R R (Tated onset d—
isease ) o FTLl, JBRHEHEMEIELZBER.

= RERRREPHER

SR — VAR € BB ) BT R SRR SISO ELAE a4 R LR A
iﬂli‘ﬁiﬁﬂﬂ#{ﬂ\ sﬂ&fﬁh’hf}‘ﬁﬂé’ﬁﬁ%fﬁxﬂ AR BRI 5 9 28,

. SER R E&»E)xiﬁﬂi, EARBIFREARMIEM XRBEN M EA IS T
iﬁﬁﬁi#&, FUR H R R A AR R R R R BT W . BIIILAOR A
E{bﬁﬁl*“%@.ﬁiﬁo
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