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U RIGREA B% T H AT AR RALES— BN, SR LG BFRHEAR

FARR SR A b TR B S SR E R AE.
. BINAT RS WHEHE MR BB RO BB IS S SRR ER S
E2ERER GFESELSHER REBSEFFREN HARFEFENER
AR FEE SRR ERHFRF RN . THE RSB TRERN
BB RSB SRR R U R RS SR HERRBH LWL
THERM BRI ERR T & BOSRME ROERELE,

EABORELRT, GERP TREEFEREAS RRTHCRMGEE, £t~
HBREOBES . BFRIVKTPHR, N ZHERE SR . 5P OBRAT R ZLEHE
R BRI A BT A AR E RO R LE BT

XPIE BER KEH
19954 5 A




W EFREFRREVELE (1)
ZEEH G REE (1)
BN BEEBREFRZRMAE - 3)
BEY  BRIGRIR AR ERA BT - - (5)
m‘jﬁ%ﬁmﬁi.......... w (5)
BRI - (6)
B5—E EEsHapPE - - (8)
B AR - e (8)
— AT e B T ARARAE - -~ (8)
AR AR IE R - (10)
SVERE R - (13)
T Bef e SR e (15)
B - BEARSEHT 44 o (185)
— YR - (15)
Z TR RS - 17
BIE REHSFER - - (20)
H—Y DNAMZEHM5TIRE - (20)
- .DNA Bﬂéﬁl&%iﬁw - (20)
Z..DNA ¥Rk - - 2
oY %I"iliﬂ%kﬁ%@ - (22)
— EH A ATIRE o (22)
T EERE - (28)
B EEHEENE - - (36)
S SRR - (36)
— GBI E - (36)
T ENR N R (37
ZAEBREHBIERS S (38)
BV HAGER (39)
— PR ERAT B B SR (39
Z HBHEARMRE - (40)
=S HHAABRRMBIER A &8 o (41)

“n
e (42)

BEY AT EEAR SRR -
= MR EARFR




- X2 ﬁ% DY
B EHETREE
— SRR
:‘gawK%gggﬂ....,.u.........‘.
E\§&$7ﬁlﬁﬁm'"'" - e
EME  SERWOEEHR . — o)
Pt RRSEEE -
B RS -
e M
TR RO R R
%Eiﬁ :ﬁ:ﬁmj‘g% cetesavanane
— Sl AR R
XA BB R RS .
XGRS R R . (53

— BRI E &
TRERSFEEENX R
=R AETR K4 RRFORE
BF REKRTSREHR g
— Rk B AR - (58)

O PR R & iR
BV FEERESEHER

ZEEERE,
Z EHER
BARE HEPHED

I EEHE.
BoW BETERR-




FE=EF BMRETFRENER
o R SR i A G B -
I BB AG B -
SRR TR
o {5 S
B 3700
BEE HnREE
B—W HARTHE
BV AEBHUR TR
e A EAL SR B IR e
=L AR AR A IR A
= B REE
U A ARPE T 2 B -
W —6— B RIS GOPD GLEAE -
AR

=B IR B AL e
G 4 R 5 A A T
ENE BEFERRREEFFOEA
B-¥ WA
BIH HTRE
BEY REEH -
#PN% RFLP 1 PCR #A
BARE REROSERIPS R
B—F  BERGBIIN
— IR (&R B RN GE
LR e
= R AE A R R
W E -

A BT e
BV BRERGAKREMN -
= R OBBRT -
BRI IR -




ﬁ—f'ﬁ R SBEA e eininn

e (1200

FH b FRIEAR 6 (1209
BoW REPREME - (121)
BIW  RERMSFRIARMRERAFREE (124)
B8 fRESEEER- 126)
BT BESHH - (126)
— YT R (126)
AT RS iRE - (128)
BV mESHE - a3y
— R g (132)
T GReE (133>
ZE Gk - 183
BN RESHE (136)
T HRE RN R EE - - (136)
—RAkRE SR - - (137)
= BRI E BEE - (141)
W R SRR - (141
BT G - (143)
— AR PR A 5 LB A A (143>
CLE AR (146)
(148)

BAY - HERBESRE 152)
— R B R IR - 152)
I A R B (155)
= R TBEY - €157)
BHE RESKFE (159
BT HHEG AR (159>
~ JREREE - (159)
ZORERE - e (160)
FEW FERRSHERE -+ (160)
— GLITARA OB e (160)
ZRHESHAK - (161>
RS S KRB - 162)
EEW RKAEFES KRR 162)
— RS R RIS AR R S - (162)
ZUREIG R B B e - (164)

ERt b S R
HH=E HESHERR-
) 4

a7
- 17




¥ MESPLEE -
— BULHEESBLREE -
LB EE R R LR F R -
LB X R AR R AL
U EERENRYRE -
! HoW RESERRTE
—BHEERTGREAR -

- (174
174)
174>
are)
(176
(182>
(182)

ZN—WEELEY - (183)
=R R E (184)
lm TR oo [¢X:7H)
BiRs-<k 5] - (184)
BEY RESHALRE - (185>

— AR AT R (185)
SRR (186>
= sripesth A e - 87
W R R A N e (188)
Y RESEEIR - (189)
—BEBREBILEE - (189)
SN SRLEE - (189

= EER R AN RS S R T
FtoHE fE5EH--
B %‘%Eﬁ!ﬁ L. %ﬁ’i-:)LWP‘JF!’M’CI%
— MR
B S YRR -
Z.ILEH SR -
LB
B YL B LB
— S A K

T R A

= REAA AR -
BEV WLMETONS BB YRR -
— AN R

190>
asny
s
18D
192)
(192)
(193>
(195)
(195>
(195)

(200)
(200)

ZHASREENY e (202)
Y A SRR - (203)
— BRHREE - - (203)

e (217
o (217)
o (218)

Z R RERE K -
FEY  RESERIREERRESR -
— EMRJLERRFHEE -

199




:‘ﬁ#ﬁﬁﬁﬁiﬁfiﬁﬁﬂﬁ%ﬁﬁﬁ‘]%ﬂﬁ

- (219)

ZHILEARTRERDATHREIL - (221)
BHER (RERE - (228)
Bt FRRP - (223)
J’Fﬁﬁ%&%fﬁtﬁa%f"% - (223)
ZRER R RPBR - - (223)

BN Sl nﬁﬁ&%ﬁﬁﬁﬁﬁ ORGEEEE, I T ERRE - (220
VL I 3R T30 R R A 2 AR A L R R AT R R

i A Bhpe MR R - (224)
BoY WBRER - - (220)
— B ERHEESE . (225)
ZEwEER Y - - (226)

BIY MRS - (226)
BEOE Fae A - (228)
—. g sEnE - - (228)
TSR EEFEW [ eerersernneaneannens (228)
WRY  RAEwE e (228)
— IEHE A - . (229)
T EHE A 229
=GN - (230)
U T2 I - (231)

- (232)
(232)
-+ (233)

BARY T -
friﬂ&ﬁ&ﬁﬂﬁiﬂﬁ
ZVRE 'ﬁrI'MJiEI{’F’E%%’EﬂJBE%

BLY UK - - (233)
~‘Fﬁﬁi’z‘uﬁa§ﬁiﬁ . (233)
IR R AR - + (245)
= SR E AR 2 . (247)

BAY EkiieE - e (247>




% ®

B ERREFREMREEE

— ERREFNET

E2E5% (54 (medical genetics) BPFRARER T REXAM— TR BER.EX
B AR AR A AR B R R T R R B TR BB %
7 EER PR RIS SIS ESME ST SHIE MM — T TR A2 —
A0, MEEEREEXRFNN R 58— AJ# % (human geneties) W EE
B ERTASHEREREHRERERMLE. REMBLNAETH Mk
R R .

— EFEEEFNHRER

Wi T R B AR TR WA 2 R A SR U e P
RTREREARTEN, HARREE TR, 523020 ERRREMYH
LR R RE R B I A SRR ER A R AR 2R R, R RIEFBAT
R R B R RS DRy A U B G S F R R,
EEREFEE TR LEH.

1. AJSN NI 5 5 Chuman cytogenetics)  ERBHEBEFH —MEESLER,
PH N EERESOFRTEZ ~ ENAR S AE E L RAKYHMAT ARHR
A ACEE R BRI LR B R T EW R AR RAKN SN E B SRRN
FRLR ARG R S A R YL R RS A ERER T X AR
GHE L O T I S A R B R R 4R 0 e G P A O TR PR A AR (%% (climical
cytogeretics) ; MEFIT AR T RAKE SR RREAFTRIML L MELRIEH
a3 % 2 (population cytogenetics )5,

2. AMAE L% £ (human biochemicoa) EA X RESBEFHNB o KELE,. B
TERRASERERSIGEORANN SR EREEFAEORDFSAREST
WM A BNE, B, R BRI F AN R E BRI R S
TR REHIE, BT TR AR R SR R RO R BN AR
B, AR E SRR AT 4000 M L BT Fit B SRR 1657, REFE R G5
R EERE.

3. A5 F it &2 (Human molecular genities)  HEF T ARMEW R G5 A
e, AMBREES 2 FVIME DNA 447 BB SRS R T S,

4. N K Kki# 5% (Human population genitics) FEMRTAERSREERE R
PRI RS2 Ay 4 o B 2 LA IR o R I o R R R A Y O L e R PR R 5 5

L



(Clintcal population geneties ) MR 4k ¥ X\ B e A0 ) Pk R 38 L O R A
EOHEH HAMES S N WA R W A W R B R R LR RS TR
tGenetic epidemiclogy) .,

SRR R F (cancer generics)  EEHAMMAL SHENRAGNYE RECE
CARE] AL Rog R R A R B R S SRR S M
s SR M A WS e (B TR A O I — A R R R EE SR SE R R
RS AL AL s F LT LR AT R R AR T RN AR B
EEE N concogene ) TR B E (anti —oncogene Y R Bl W AR BAT T HEHEE T B
LR A N R IR B R T - k.

6. G EE# Gomunogeneties) L EM LM NGE, AARWHTE MM
A5 A I B AT P % R R DT R B 15 R S T B o A L R
ARNSEAEEMESEL FRAGLHME.

7. PR E A (pharmacogenetics)  EEFRAME N KL A BIEER RS2
PR g rgnd ob: AL 20 F LI N b Wit LA a0 R B oL e N =Y
S RS IR R T AR R R R, A MREREN SR W
BIEGPIEAY ORI B R | B 87 L i A B ORI R R BB . T B R R
AR« B A e P 6 5 R A 0 I A R T T L 8 0 B AR R TV
& RE AMKEEEEES RYBREE. SHERTREEN. BRETENK
BE WAL X B R A RN - SR EREN . ATRE B RIEEBITREY
FHRREE TMERERARE BREH 0N A SRS H R REZW L 20% 1
R FFR. BT AUREFHRE TREEHESBAG . BOAY TS AN HH

8. AL H ML (genetic toxicology)  tHER 93 2B {52 (toxic— genetics ) , & H R {&
EHEFRFRFEAEEFHAZEEYRNB R R ENEN 184, 1
BF5 BIPI S M2 SRR B, B SRR EA MR R AL
HE[K R SR MRS B R MR A MK R,

9. % F ML (developmental genetics) FEFRARRF LB PH B ETRH 0
HEW AT AR ML BARR SRR RAMEESRE., 55k A LawH
EREBIGEENEOEZENTFRARETZ —.

10§41 i 1% % (radiation generics) 3 BB ¢ &-Fb o RS A A MR 20 .
R Y ELAE AR SR CIN P 0 S 2R BB A 6O 0\ AR A Chm B T MR R R ol B
), YRR AR EAMEKREY R, TARERRELTESH AR
HSRRIER. HE R TN NS D3 K. ASESE NEH R BN Sl
o PR 3 % A TR TS AR SR S A TR

1157 AR EF (behavior genetics) WFRMIEREGARTHZANXE. HAY
MEA NEF AR EERAAKRET MR EER S, RAENFRERET F
EAM TR H AR BT OOEE S EEMREEE L.

L2, {6 S0 M (%2 (somatic cell geneties)  RRIESIRBR N GEHE R A SHE a4
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I R AR BRI TR A S R S AL o T bR 0 BT PR S 2 8 R T AT R B 34 )
HET AR RS BT R RACK IR . T RE B PRREETA B A G ERLFE
A AR R T B 7 E. REHAEERTA TGRS RICR. AR
REHA EEFBHEREMS,

o EEREETREEL

1865 SRR (G » MendeD T E T ARG A, FHR T REHEA IR 7
1900 EBH=EHEEFEATEAE IREFARBEENRE CHEFRIEF
B BEE T T BB E X R R (B A T AR E RN S T EREE M T A
HEE 22T B ST AR TE R RS BHER (R MBS RERT AR
BRSO H 500 ZEMFE AR EFRHTARSEHROBEDFET 18 D
D, 18 4 i 35 E A MoreandeMeuperturs 3 B RGBT T & A HEH .
R T AR (RO R E TR, 18144, Josel Adams R R T XRG4 8
TR A B — W SCOD e B AT LSRR Al 1 AT Rl 2T R T iR by — A
BT S TR B R R R R 2 e KA R RS AR RRE T R
I Z AHERES RN EERIEFHEE.

ST AR B G R R TR T R R 5% 95 . 1899 4F Garrod B R T 4 XBRM
RIS S0 B W B LR R BR | BE TR SR R M SO R A 1T T SR A MBS T
1008 45 M M7 T R R HEMR BB 5 0048 M T X EFH R T XRMERIA. 4
R TR T AR LR S 0 R AE R R R LB A AR ALl 22 a
BN B2 A S O S0 F B B T A R PR B AR NI T SRR L A
A (LI 4 A RN R (2 R R R .

1800 Z£. Landsteiner % I T A KM ABO MA R4, F N RBEMN. 1924 F
DBernstein ()BT ABO LT {4 38 65 Fo 30 S, 15 1 0 2R 450 oy — 290 S5 fon SR R R - LT B
FT U BEEHRGYLZEERM, 1908 4 Hardy 5 Weinberg  FEWHRT ALBME L
B AR AR AL HL AR RN b SR s T R T e, R AKRRREREE G
&. 1949 4 Pauling ZEH R T ARG A LA EHMAE A BT HTROEE. &
o .k P B M B AT 4 T (HbS) B R AR T Ew AR BT E S
(HbA)Y BN B R R TRASEA S FEANRTALR. Bl 196 £.5A
(Ingram) B9 7 S04% AR LB Z W B3 MALE S HLS SIEH AR MAEE HbA (0F

S REMHERBHNT 6 NS AR ERERNSR.

AR R R RS G AT B ARG B ISR A FL7E 20 BLTRINS
BE g MR E A e kA BOE Bl TR T Bk 60 PR I TE SR R 1 L E AR 55
S M Painter1923 FEHBFRFF4E . B E 1956 49 30 BERARN, AR EENHE—H
WIHE 48 K. EMREA LA TRAN RS A BANBHT ERRER, 10524
LR AR (T » C - He) B AR THBIH FBA KBRS T REMRE

C e R IR R TR A RO B R A T . (R A A 3 Thie
3



Joe HinYffl Levan + 1956 42, 80 A BEAREH 4L % 948 A1 . & 90 B BR KA 2 20 B S 3
B AR B R R B N SR Ay 46 R, X RRRERN T
Ford #] Hamerton 3 A XS FARB RANES A NSER T T LIRS FEfSid. &
WEEER 2T 1962 KB T £EH A ERYE, 1960 4. Nowell £3 PHA RE & 4h 555
B T 2 M Sl R 2 R I T 3 47 7 84 93 2L T 4F Moorhead 5 & R M S T A
TN S FIJA 6L B B b A R R AT R K ot (R T A A B A e L
R E— M EERBEAT ARMELERSROE RN ZMMEFR. M Lejeune %
RAGKBEBEME PG 47 KEAE:Jacob FRAEKXKHBAR T AL EBEN®
Y EEE AN XXY Ford RMMEBR KB AR LZLE (Turner EEM)BEWNEH Y 45,X0
%, MOLERST T 3 f&55 O chromosome discase ) K& . 1960 4E , Nowell #5597 300
AR 15 b 4 S O A G B R AR R B A B B R — SRR X 45, 4K (phita -
detphia chromosome,Ph) , X B8 B R BAVIRIC I AR , 3~ R B ACKHESN T I 98 40 it
EERRRE. )

1970 4%, Caspersson F| FIRENY 4b M 07 i RBL T Ao (R0 40, FFEI T A2 14
ARGFHR— BHWR., FRROETRERGEER. SH AR SRR
VR A o G, TG L W LA TR B E R et i R S A T AR B
HEEEE L. FAE978 ) Yunis %A X R T &5 9 B #HH R (high resotution
techaique), MR E FR AR BRI A 2 HITRS LB ATIRBTREN
0T BRI AT P R R R B X A B e e A T G TR R E B
A W e L BE A BOREEA SO 320 RIEMEN 2000 KLk k. AT RAIRE T
REETTHHRE. AT FEEASEZEGLRUR . BREEART AT 1960
(Denver), 1963 { London ). 1966 (Chicage y, 1971 (Paris ), 1976 (Mexico) fl 1981 4
(Jerusalem)ZEFT T 6 IR % 3 NS o i 14 2 i 00 B BR & i3, 3E 4K T 1978 45 1981 4F
A1 1985 SERAE T 3 A A2 40 M 15 % 4y 45 64 /E &R 4 #) ISCN (1978). ISCN (1981 F1
ISCN(1985), X3 fHat ARMMBMIEFNRBE T EEMENER.

HHLER AR FREFETRANER BT ESREE TRIERGHES 2
—. HMBEARHITHRAAE LI, FlM PCR H AR RFLP S Hif R4 TS RA. @
DNA' M7 B2 R RN R 5 E W F T B RAE, B4 DNASARMNE, IA
PR AR T SR AT A AN RER A KEE BN SRR, B
HABHARBEBTBENENEE T AN, RARERBTLERS T HELR.

REEZREFOWAFHTERD 60 £, EHZH HAIUALHRERHE
WEANERENE. BT 1962 FMENRERHETFEANRAKMAH FEEEE
ARHBEBELZERTRAFR. UG LEARETHARARMIE S TS5
B EBRZEN LR, AR b THAHREE. AREYSE. REELRLY
MEERRIL A BE 1978 ERRAE /LT EGEH. 1078 F, RERE T#EY LK
FEXRLT ANBMBEZREEE LT RS, A 1978 I8 RE G R LM TR E
% o BEFDUIEIRRER AP (BEERIEERBENERD (BEFREFIGEE
B AR O £ AMEER A SFEFEEFRMNTEEETHE S - BEFRIE

4 -



VTt [7] 46 p SR BE R R S O MY 1 8 R I B R S0 S T e A
FORME SR B ATET DA DR E R Ak . X2 AT 60 AR
ST RAHER T RERERIELHER.

1986 45, PE ERREE SERRT, AR REREEREETFICEAT — 51
BB, B RESSSELRECHESFARE HRENTHETRT Belfr e R
B RS B S PR DR 30 B T T RO o 7 0% R A8 T 2 2 T o i £
SBR.DE EEETE GOPD BT R R R ML R EH W R AR T A
BA RS ST BE AR B EER AT,

e S e S b T R K

— BEERRE

1 BEBHES AR (genetic disease B hereditary disease) RI§A K LH MM
R A B R RN RS B SR MW RO RN, W Wi fE
R ORMEREH AR FBMA ST, FFBEEGE RERIERTh LAEET
18 T 20 4 1 L RR RS R BRAR B IIT & W s R RO i) REFFIE S B AR , B E Ay §
2 AR KT R REHR R LR B R 4 SO B S I B B URIR T R E R R R
R RIEWIR.

— Mo B R R R S RAERE B AR R R AR EN, Il
SR AL B (congenital disease) 24~k 4 J5 B 2 BL M SR , 0 70 BEFF O ofd o B
f& (birth defect)  3IEAREERMEETH 2R EE X LTHURFEER AL, AR
AR T AR IR (R (LT R R R R 1 T B R R R0 R (e s A
®OEERERAGEESHEEERT S50, WSSt R, BE 8
B4 Jo i BEAEAR L B R 20 55 4 i BUAE S BRI M RS PR .

FohREERTRELERAAHNFR . BrEFEESRA Gamilial disease) J& 157 F
—AREFEANY LEERE—FER RN FEREARBOTR. RERER
CHEPSUR B AR BRI AU, (A R 5 R R BB RS R A
R BEFEL.

2BERMARNERE HWERNANBERERE 4000 £#, SERFHEH
BEREER TN — 500 E B (genic di.sease)fﬂg‘eﬁﬂiﬁ(chmmosome
disease) , i #& X F4 9 5.2 P 5% (monogenic disease ) F8 £ B BIRF (polygenic disease) ., #
ﬁﬁﬁgﬁ}%ﬁ{ﬁ\ﬁﬂéﬁﬁiﬂﬁf?ﬁiﬁxﬁ,ﬁ%ﬁﬁli&“fjﬁﬁﬁﬁﬁ*éﬁiﬂ
AR R S G BAER P X R B MR X BB RN Y B R
%, RAKRNTRIREEETESE @FEFRAKRTRERERR.

3RERPRRE FRMKARER HEREFRIEN, HTFAERMER.
SARBFHIAE 1/1 000 000~1/10 000, 8 W —FIedF L AR T AR . B R B0 5
KR E (B EIAIRG Ik 4000 R B B LR EBERARELHER . WIRGCHS
HERRIRER S~7% AR ERER SR, S0 ABPAT 3~5 %A RA F#

5



AN PR, 2 R R AR LG 100 R ih . (H BRI o AR IR R
UL PR A B AR R 60 L HE R 2 404, BRLL, B AT A B IOE 1520500
)\Fﬁﬁ%ﬁ‘ﬁ’ﬁlﬂﬁ’ EIHT BB A e R Dk 100 R KBS B RREA S

sS40, U D= ARIER A — B . AR Pl e B B o5k 20-
75/ HETL BEREERAEEALBENTERR S —,

— aEmns Rk

HEEFREEH RS HAGFRETEE TH LM

L. BRI AE (population survey) SR —E MM ABEE T ¥ —FaU LRR 1S
WEA., XMEE- BRATFAEM. D RGN0 RREREF L ()%
B TR R TR TR I B R 5 (3D FEFRR R LT B R R BHS R M (DR R
BN ERATHAFBERNSS . SAREEENS SN EELEHFRRELR
(fammily aggregation).

FEiEH % AR IRN T B 38442 NifITT GOPD B M E & R BEE 2770
NGB R E E R L GOPD B AR & R R A KRR,

2 XERE NEE-MEREENERRREPRTRRENEEMT. XE2RE
REHRERETEREARNERF Rz — AR S EREEX WBEERNE A
WERXLBT -RBAREARSHBHERBRME, MEEE S REMNERE>
RFRPERF>ZRFEREME > B ERE, -

i TR - F e A EET AR AU EETRE SR EHEREFELTY
BRI R R R TR TR T ER  (OBIRER SRR
g R RBMEERERERTROLER. ORTFLAE, AR H#
FrSRBREFCRERENER. DEFTRFUPERYAREEEG FESRF
. BT B R R R

3. RS (pedigree analysis)  RAFRBERY ¥ AT E, KEERFR.

SR SR (R R E R R W RO L T SR L RS R A B R N
R &SRR ZRRRE R AER R ERIBERRESRIT . LR,
AT 05T S S0 B R B T R S 2T A IR B R S W RS A (B R
IR SR REHTRE T S & R R AR T LR R AR

4 BUEFHE (twin method)  IRAE ARG ZME LM LR EGEER L. AE
FA TR — B B B AR SRR R A (monozygotic twin, MZ); B —# R MR &
(dizygotic twin DZ), BFIRERTHHTEHE KAV EEN FORZSE TR~ ER .
A RO TR EE A0 IR AR R, B 200 A0 R B A AR AE R S X BRI A FAE R R
B R LB T R R SRS RE R R B KRR AR T4 B el B
TR G RE N U U E RSN RS RS AARAER. B
i R AR B A P AE R — FRIG PR AR R B 5T FTRUR I I 2R By e R 7

ARG MBI EIER BRI S R AR SR, B OB
MZ fll DZ s RS & W - B ORI - SR AR ), il s R R R R 4
R AR A K.
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