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B—9 EFREFWHRMEfEHE

| EZEY (medical genetics) RE¥ HEEEMARN —ITAK¥ M, Rilttr¥
RREEF¥RESRRIHNE, WEZEEFOFEAXEEMERT BEF. B
Kt BEFEBREZREFITAR @EHFEAEAEL HFEERERE, characteriftrait)
R R Y Bk, A% (human genetics) M B "2 it A HR
(BREFERSREBER fREMEFASREEYREM. B, TLHANEYRB®R
R RARBEZNERHARRS . BE¥BEFEIWAARRREERB S BERE
RIRR, RECSW, BBITNGITRIEH AR RYE, HMxREA R EREERESR
Ti#ko

Big B FE A NG EMP R — E Y%, Y. WEYE., Gk, Ry,
i, DAZEFENHER, MEBETHEESE ¥R, FREREN&MBERD
W, RS, BB, B EHANRIY RIS SRR RE%  (clinical gene~
tics) o )

B e E Bl AR Mg (human cytogenetics) I A4 4% (hu~
man biochemical genetics) g, & 114 B M TGRS 2 Tl 240 2% fa B I O 36 kR 35
REROYFRER . 2 TRE¥ (molecular genetics) RABEXNTERE, FA
MIRE LI N E KT R R B RAAT, ATARTZELK. FBRGRTRER N R
7o

5 B AR WU R A AR RS 4 3, WRR B2 (population ge-
netics) , HEEEEYE (immunogenetics) |, Y HiE2% (pharmacogenetics) |, %
B#iftk% (developmental genetics) | W2 (radiation genetics) . 5k
tk5 (genetics of behavior) | iM% (somatic cell genetics) | g fe
%% (cancer genetics) , {422 (eugenics) , EE T2 (genetic engineering)
o Hp—BABBAAREY RS

Fo_W EBE¥BEFNEERE

BE stk RSB T HREY S MBIk, 75 AL MmN S TR
ERFAOER ERREK . KA HREE KBNS — 50 SR BRI % R R T
BREN 67 i s, BRI B o3 4 230 4 3 18- LA 8 B F

Byt ¥ R B NZEM/REIREENENE, MERNEEFRET AR
ik, HEARMEY, BEYEMRE SR ENRUREY RN 7 50 &
B, NFSHUM AR S A AL AR B R R .

19524 LIAT, A JSHk M e o B — 1 iR A 948 %%, i T R385 MHughes F1952
HEBYTRBEHAER, UREAEFMLevan (1956) @HHKKUBMEE & £ 4 3

1
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™

AMUS, AE SRR M A e A i B 46 5 BESE SN 3 6 b R BORB L, —

MEHERIAARE BRER SR EERFER R GlN19594EM% R IAR BREMZEAIN21
=hRA 47, XX (XY) , +21) (Lejeunesg) | %R HBHLET A4S (Klinefelter

CLEBME) Y47, XXY (JacobFiStrong) | WRAFA LM (Turnerfzfit) Jy45,X

% o 19704ECasperssonfif MR AL BT IR B AR AARBRHHREE (BHHER .
19784 YunissX — B RMYU RBEW B RENHEA (S4RBWHER) . XHEFRN
M A SRR AN, THEHEWRAYAEK EFEMENEL, £ EKRE I
HER I REIE L,

N N E RN B E19024EGarrod ¥R BBMIRAE (alkaptonuria) fy
ME, MIAHHREETRE-REFFTHATAREEE, BET Xk R B £ &
()" (inborn error of metabolism) WM&, E1948ERIER M EL NI ERD
MER B F RSB Z U R1952FEIEVEREIEE [ BRE A THER-6-BRME = 5]
A B G RE HEEER P TR 5] A8 — 28R CRBHEER) . BT BiF SR & s
WIB200R £ o 57 — T, Pauling(1949) 7EBF 574 B 40 Mo v 4% 1 ik & 30 s 1K 48 B HDS,
BAUBAFRS THREEERTUSERK, MBHKZHSTH (molecular disease),
19564F Ing ram3E S BRIV P A PTIEBIHDS B ot TR B 6 MIAEBREE H 4
BRI, X—LESETERMNERAKTFHRERE MR B, M@EHRg Y
B Hli” (reverse diagnosis, FERAFW T EMBERORAE) M B RFRET HNSE
Bo :

ML, LTV RARERNEBAMBEY, EHEEATEEINAREEN
2ETHRABEKBHME, TUEBRARERENSETEINER. EXXALER
Sl RE. WEEL, BERAEN. FRARENRZAURERBTSH 5 E B4
Mo

AR R, BT, BHENEH, RS RESG, SHAE
BAFHZHRMEN2HOESE RBERBT S ANRENRE. |

REBEFREFHIBAABTATFER 196284, RESRET PEARS
WHRY, FRAT S 0BT 19634 I T M8 1 AL A R B -o-BE ARt
SRR AR —RIR, BRI T A BE A . TR, YIRS, NABEAS
TH BEERER., RERESE. MEBEYE, BHEAMERGEBRER. H0%E, B
MEBARZEAASE. HE%. BEEHURBEANRNESERET —KHRE, &8
SPEBHBOR, MAFAS FREZE, HrbHER AR SRR LR S

ZRUPR, WOE LRBERAKT . BEERANEX, REEXEEHESHR
HFRRE o .

FZV BEIREFEAREFTWRA
E¥#EFELRNARESH — 4 + SERGAR, BR+-HB & 0 HA

Fto AMEIRBER,

1LBIERHARBROBN BRTE SRR BARRE258REHE, BEmLHE

MRBRELERK. BHET, 1 SURGER, AXSEB 5, BRGERERE s

2




23~25% 0 A10%MZ AR RE I REKTERE. SUMWILBEERHEE A&, Kb
4/5 0y iR tE B . ,

ARBEERORFHAERE Ko WMcKusickZiit, ABRERBRIFLER, &
Z19834F 9 ] BiX3550FF (F1-1) . PAKKEDREMN B0 L. XRAEFTI
AR KR ER.

Fl1-1 AX2EEHZERINEIT (McKusick)

Verschuer AN BRI AR (R
*x Fis! ; : - _—
1958 1956 l 1968 1971 1375 1678 | 1982 1983,95123H
H B2 285 269 344 415 583 736 934 996
(+5688) [(+449) |(+528) |(+635) [(+753) |(+893) (+959)
(1 1] 89 237 289 365 466 521 588 599
(+294) |(+349) [(+418) [(+481) [(+596) |(+710) (+741)
X M 38 68 68 86 93 107 115 118
(+51) | (+55) | (+64) | (+78) | (+98) |(+128) (+137)
= it l 412 574 692 866 1142 1364 1637 1713
(+013) ((+853) [(+1010)I(+1194) (+ 1447){(+ 1731)|  (+ 1837)
f=d ¥ 412 1487 1545 1876 2336 2811 3368 3550

H: BHEHRTFRERAITEE

2HEERFEANLEROT NG CEIEH S BEEEE X, MmMg. SRR,
KRR, BIMER. B 2ES. SRMERBEEMAER, NECHERHIE
R TUE, MESRERERNZRILESEE, ARG RS IR
FREES, XE—AT ROSREFTN.

3MMAEFRARKREN N EERE RELZTHRET, XA MEEYEE 8BS
JE AR R PR B SRR 20— TUHCOE B R o

GLEPTR, MEREZBEEHRE, ¥ REFREXMR, PETERERYRE
RIRPLVE TR B S WA BT, PRSI N A CER SRR E TR 2B
MHRMEELE, REREILEZALEZGNERITS,

VEWNY EXREHEEWHARHA TS

HMTEZREFR A2, BRE SHRATAMYE, A8 2%, 494
¥, RELEERATITEAR, XUBEARNNAFRES LRSI T RE. HlmE 5w
HimE AN AR EEABEAR: REEMERARNERSFEAR,

B2 MR BRI R BT ¥ EE TRULY,

LRHRIER RA RSB, WERE —E Rl s, WE— AR
HRMBERIEREE, XHEE—BHTTHELY: OTAEMBRERYERE
LERBR, Qi BERNTBRGITN S @M EEMBER, %502 RHEEER
HREREBETE ORHNENRRESERERESS,

ATE—BR, EEXTFESETAH GIMBEER $3#F. BT REREES
KERBIAR (family aggregation) , WANESHAERFERZZRPHERR, 3#
KBRS —BABRRERTER, ATHRERRSBELTEL. NRRMERSBRE

3



HR, MAZEERERENBT —BAN. NREERBAS ISR (X8, RE
BEFX) . SRR GHARSE. SMERE. TR, ST, REEE, EW54E
BREHRR RERK. GHLES , WEARRNERI—FRBR>_HFER>=8
RR> AR '

BT R-KERAGETHRBEMNEERE, SEReRAFRRANERTH
i, NMHFRRIFEENERM O TS . B RANITERRE. OBMSRES LSRR
AR, HREERBAMEERERERTHROLERR . QR TXEE, PAERE
FRTREFBRETRABRFENEZR . AMEHIREXEREETTLRE, B

Fetb N o &MMﬂﬂ%myﬂﬁT%%?ﬁﬁ#%%?ﬁﬁ%%&ﬁ%ﬁﬁk%ﬁ
B, RR-EZRAEBEER (F1-D ,

Fl-2 BWRARERFETNIRFLEEFRTLIHHR

B % % L

\a;s%ra%%ﬁmmzm W5 T4 O 2D
TRAH 50(F126,3%) { 47CF 435,85
B RE 0 5
s 0 4
T 2 9
HEERE 7 13
ERMRERARLED 2 11

2. R &SI BEEHETY,

3T MATH (twin method) RARMERBEZNEEH TN E. N
By iRl —FAR D BREI A (RIS, monozygotic twin, MZ) 2N 58 7 %5
—RBAE, SATHARELFR-NRR, RENARESERRERE, HHREENR
RUERARDL . 7 —FR DR E (AW, dizygotic twin,DZ) , R ft FHE
ABF RS A5 — AT W T R T B AF ARG, 8L R A R (U R AR L, o
BIATELEE, WATEAF, RIABIFEATLUASHEL . 5 50 N ETERRBRPERK K
B DBTRA RSN KRBT W DN ETER - EPEK, WURRETREE
RARRRAR BN o 8 RN DR RS — 4 R GRRAD & —k
_(concordance) , WLIEHEHER GRER KAt BEBEEIENER. XH %8
TREMER (%) RER, HRIEF R (BHEF) . RFE—BCETH TRHH B,

BAR—BE D = émgﬁﬁgégﬁmﬁﬁ’”my
I B MR N T4% , DZFFEN28%, 7T B By R A — e B B
SATRERIE AR R ERE AR, e R L_EAR KT A
B BAFREEEE REHh S BRRER R HIERR. RN TR
HEPHRERE. BRENL. SRERNES. AXESHEEER, NWHRENS
RAETEA X, AL RGEHERERAEE 1 K 55, DERTFSEENA
4




HHRAEH. ;

S.ERAS T BRASY AT (component analysis) RIBWNHFHRBEE N B
W, BHERRRILBERESFENERR, NESERRLBMEEE, TLBER O
TE7 kA HRFE — KRBV (H) BT R BIE AR . P BT 55 07 3 Uk IR R B
g (subclinical marker) B35, MBI WIFBFRARBALS ZBREEH, WAHARX
MR EEREEEREN.

6 MR RTIR ARFWHR S, MEE—RREFENHES Ol dBEReE
B AR B B B, R B S R R e B AT L Ry TR #ES (lin-
kage) , BIEAEEMUARE—ARaK L BALRHTXE (association) , HIF
gt LR RERG RN HE . EEARRHTES, BEIERH, B TE8N
FEBE R AR b BE H: B0 % AL BE R B T A A R, AR R S 4 ) A T R R o R

—Sfkl, MEEEEEL. MESNTEFIK W 1p35) , FEEMTHE
BIX 21 (1p32) . BTPRBAVA B RMOB AL E, 11k Btz & e S 8 Hoab i
BIE30~40% . Mk, BEBBRERICAHHLARE SRS LE) ., A0, LHEH
ERRASR BB R E . AR ESSEREBREEERLERR, ATE
FEORIEY LN, BN AN SRERERX,

7.3 ABFEEREEEHATRZNEZRE, WY REELE R
BREA TEFNRERERTUEIARARRERNEESE, BHTA S59E
BREH, WHBEBTEIABBEATA . BTFXRERNE. ROLER. MR
REFEHEZE MR, NZB/ gyt #%ﬁrﬁ‘%mw%w#ﬁmu&xam
BMERE, v

FEV REEERBRR

1715 A &

MBI BEERR (hereditary disease B inherited disease) B I4H4:R4]
MERZEWEREW R K ERE (GBI FoENER, S ASREERT& ER
AR o

ERBMEERA T RIERNLAE: Oltfeik, A H EREZEFTROBE, X—
WIEHEEFERABELY . XER S FEBERENELERES, HTRER
EABATER, UBMEREHEGRNET. OREYER (ZERER MK
MRE (B o XEBEREAETEAEROEEKRE, bERELANER. ©
FETHA B R R T A B A M6 D R R . AR R BEBAE N, @K AH:,
Fmﬁﬁﬁju%ﬁﬁﬁﬁﬁﬁﬁﬁ(ﬁiﬁﬁﬁﬁ),@Eﬁ%T%ﬁ&ﬁ%%%ﬁ
A,

BAETRSEREER (congenital disease) HFHEH ., J5E R KE £ SHE
R KA BR. MREAN DLW REHRNERHE (congenital anomaly) , R
BHSBERBES ERHERLE, EARERBREEBER. MWk REEE.
FEERELER CERBIBHEEL | RRYSIRBE., 4,



WA RN 5K R (amilial disease) MRS, itk RKEEEEAH
RERBERRBER, ME—~PFEEPEHRIULRARE. RERSBER GHNE
BH#EER EREARERABR, BERAFFS BERTRESR RN EREBER
MPBERD. o BB “KEE” RE “BEN” FH@HY. YFE—RFRE FRETRIE
HRBIGRr AT A “FEE” —R, BMERhREREEABEH.

VOB 4 2

SRR 1 -3 T, EEAWEER (enic disease) HR AN
(chromocomal disease) | %E}Jﬁﬂﬁ-ﬁg$gﬁwﬁ (monogenic disease) fi LA E K

(polygenic disease) ,

&1-3 JEHSRE

£ E
B
B b B 4 2 8
e R PR 1
X b 8 H A
S o e 4 A
Vi b
 EHER
e
Yo RSN
o o, e iy 5

FERIERR S K BRI — A BB R RE R (heterogeneity) ,Fiigutfs
FRELBEZAB - ETU A RENEEY, ¥HERERLE, WELEHR
FARLURE R RSN (AL WNR—RR , TUHRRRREERM, Wm, )
ERHAERET RS N2 RF BIEERNAR,

FEHE R A% S T A TR, AT AR B — i RV J:E’JKH%E‘/I&EETE%LL%% i
ARG (ABO mA) WAMEMMERARMEN, Wil hTARERMLSY
KA, SEEARSHLNERRY ERERIAE . flo—ARESBEESLH
B PTE ], AN O B R AR A & PR AR B, 9T X — R S B,
PR A A RS RE I o Wb R BRI TR R R R S A Rt S
SHE GLBRFBFHER, RBLBHBIRMBIREERS) . £EERELRRBEN
HOBE RAE T op VU B Ry R RIFAE . (HR N, R IGIR%E (R bk
REMMEY . MRRBEWEHEAR, FHAIFERER, IEBEREFR, SEEAS
MIRE & BE R o SRR BR T LA 0 4 2008 O B3 5 = B L B 3 By o e
PYETHEE SEAFROTURIE NN IR, FHEA RS RERD,
AR BRI E, T IAT K 2 B0 e 6 PR e 3045 77 3R 40— X Pl 1t
BRH (K2 .

WP A b B SR, T BATE AN R BERERWIER, EER

6




RIS WA 4 IR PR R BLPR R 4%, W ER I BUR . BB RGP BEAY. BEL
BASE T, WRER— % F R B A RESORER T E, fi4h Bl RE
Fe1/4s BIRRA RIBAL S0 00R H R AR AR 4R, W X Rk BUREE B S
e, A REN BILBRE,

T TR R R

HTEHTFRRE, BEORORERNESR, URBEZBRYRBE, BE®E
WERBERETFRERRE . RIE—2bH, BRMHHR. B, BERERREN
4~69%, HPREHRH.5%, BERF0.2~1.3%, SEEKFI 4 KES.

(P EHAZE HEH)



B B R R

-9 X B R X
o LR REHE S

RE RETRRBEYREEOTRENER., M XHEBASITE. OR itk
WjZF (chromosomal aberration) , BiZfikii HMEHIIYAE, QERFREE (gene
mutation) , BIABIZEAIRE, RUWRENBEERE,

MK E L HR, BEBRAK R~ 957 (A, locus) , HM, EHZR
ENIRARE (point mutation) , HBASFARELE, HARBREERALEW EER
ERESARRHFIRFORE, CRPRARFBHSNEL BRFEER~ENT
Ko

T REAaARREE RRETWREEMMETHEMNE, AAlsE
AR PR SH . IREERELEKAR S, BL, RENER DB KA E
#, HHAEAREEAEERERETR, '

A7 AR A S AR B A A s X R R O R A R R e o AR R AP R R R A B
BHERY:., WEABERTEEAEAREARSD ZE, BRARNTHESZEmNERE
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(b) DNAZ g — B s, BREHERGHF
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BRI BL G —RF) R R LB MR R, N BI5%AE (frame-shift mu-~
ation) (FH2-2) .
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