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E%#15% (medical genetics) RMEFSTEZMAETHR —TUKRER, ENFEXR
RARE XL BIERIER, BIBRIER (genetic disease), AR BERKRILE, R FX. £
Wi, ¥IT. BUE. BRXBMEE ik, ATEGHBERE-TRETHEER, BEREEA
BHHEE, HRBARKBIKFELTR.

#—% HaRAH4HR

RERAREYEREFTRBNER . REVRQEAREPOREE, REE LK
E 3 DNA, KIEREYRBEHARR, TR RIERFHLUTILK.

—. RER%N

AL R P R A& (chromosome) BBXTA, H EAMEBE (gene) HEBRXTH,
MR—-FHBERHRRER—EE, IXNEEEKAEREE (major gene), EFFFEME
RRFR A X R (single gene disorder) , X X HELLT JLK:

1. ¥REEkBHERER FERAMT1I~25¥GELE, AT RRE.

2. R EAERERERE FEEMNTFI1~28%R6EKE, G4 FRR; ANt
AERo

. X EYBHMRER FEEAMTXREHLE, HERFESNITRK,

4. X HgmiERER FBAMT XREHLE, S6SESHER, RENAER.

5. Y Qe EERAMT YRG&LE, ARRERNRE, IXRELBERE.

6. RMEIR KWK HEH DNA, X mDNA, mDNA LR LEE, XLEEKH

RERA SBORERR, FARBER. XREWELHREE,

Z. SEEM

—EN LR ANERY, FRE&ANRE, R RREER, XHERERRNOERALT X
%, U AIELETHR (multifactorial disease, MF), &G RMAR—XEHE, MEY X
BFENERE, FRUKRIBEER (polygenic disease), X HHH A MMEE (minor gene)o
EAEMBRER, ZEERPLTREERENS S,

=, RhEaagR

AMikg A 23 Rk, 1~ 2 AW REE, XY IBEREE. XERAKE
REAIT ~4 AHER, Bit, SARCALBRAFSER. REABERSGHHYLE
FBMERBIREER. BTFRAKREEPRASER, FUNRANEROESIE

(syndrome) o



M. e

FH RV R R TR, AR BER. HNE R TR IE YR
A, FU—BFAmERESR. EMMENERRTREERECHAPHLCEIERERA .,
PrEmmER GUEEE) W&k, FTUREMMBIER. —LARXBEG0R TIEMH#RE
i o

—HBANNAREEKR (familial disease) BLRBIER, HELRR, #ERBER/E TR
HBURERGRMERE XRNRERE, HE, XHELRN, Bk, —HEREEBY
BERRERBRAZEER RN RBERB (sporadic case), BIfEE R TR K ¥ % 4k B¢
HX EYRtRem, BWIRINATFHEREMBMBER. 5%, —HHREEERY
MERT, BTR—FENARRAEBETHAOFE S, OTURAHRROREERE,
Bl R SRR, FREMORFRE L RORERE, BE, FEAIXERER,

F—MRBIANERXHERK (congenital disease) BERMBEMER. FFiEERMEEBREE LA
B RBHREER, —FRIREREERREN, THEBREE SRR 6 %74
WMERE, IMRURRALXE. BRE, AOBERNBFREREHAEREHEBREMLE
FABERE, BRARAZERE. ANPROEAF —MELERYEA LK, RENELHE
B-RMEPESFER. BZBEREARSHERES.

F—F BHERTERBAHRGEH

BEERERHEY, XaEARE. RORNEN, RERTALRNAEEFCABAEMH
B XMUTILHERELRPATE i HAEA

1 REEEREBE “BHAODKE, BRADER. “—MNRE-IBETF” WBE,
FREAODBBRMMREHEEAESN, AR, ADREXNME? RESEHEL 1500 7
METF, REBRFRE/BRNYG? R 1989 EHEE, REMHFEILS, AF 1.396™F
B 48RS (birth defect) B RXBFE (congenital malformation), ¥AEH, He 70% ~ 80% %
EfEER, X, ElBMGH, SEMEN150 ABETFF, BE B A ~1S A A RERE
FREUK ™ B A BRI R e KRBT o

2. B4+, BRW™ (spontaneous abortion) % &ELEIRE 15%, HPAHH 50% 2P
BHEBERER. Eit, USFEHA 1500 TEFIHE, RESEND T RO KT RER
HI2ARAMBRTET, NTIFXLEEEREESIANAHETF.

3.EBFHBILP, BR—BaAEARKI), AHAR, HTFTBEHNERERER RS
BB EREER, ANEIEKXE (Duchenne ) NEHRARIE. FROAKS, H
i, 8MA—EFLH 3% ~ 5% KT Bt BERBER .

4. BE 1976 FWiAZE, RERTPIILERTHERS, BERK. X FUE MR
BBE—METER, A52HRETH30%; R+, XFERSILEETRENE .

5. EFERLES, BRERNLERERRLENEARD, E5%iF, BILEER®,
HEBEHILAE 1/4~1/3 REBSBIEHE XHNER.

6. MBRMABFHBRRRMI, AE3% ~5PHABERMBEELER, 15% ~20% 1
ABEMEZEAR, H19WABREERK, S0MbT, ABPAE 20% ~25% A\ B
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WER .

7. RGBSR P REEMERR T REA R X AR PR T REE 3

8. % 711& T (mental retardation, MR) ZERE AR FHEERAN2.2%, IREWEE
AODEFRHEERE. HP 1B ULEZRERA ., BRFERRORSE R 3R EERM

9. BIMEXRZREFRTMEMNA, BHESHAEREX. BMEIT, ABPTFHENARE
WHS~6 MEMAEREN, IBXKERER, A XEEFELRmEREE, UK
HEREENBEHE (carrer), B, BIARES~6HAEFRERMERE, IRHEA
BERBIE AT (genetic load) . ABEREfE AT AR AR, BIRIIFIHEROERESF
K. B, XBWR—ITEKREE,

FZ% EFREFOHH

E¥2#BEEERERD, CBYTHEHH:

(—) MHBIE¥ (cytogenetics)

HRALPEEBBNEHREHEE, RERRSEBPOXRER. HSARE 100 RF
REAKREEAIEMN 10000 RFHMEZRHRHEBEE,

(=) K452 (biochemical genetics)

R BERPHEA RS RERAHN R, XEAT#
P 4> F% (molecular disease) FIBMIEEICHH (genetic metabolic disease) XF AZSfRFREKE W,

(2) 4rFR1EZ¥ (molecular genetics)

ARKRFERNEEMNGEH ., RE. R, AESHTENTRERNS TEE, hifh
ROEECE. EERTSRETHORBMFE,

(1) B{EBfE%¥ (population genetics)

HRABFRREEHWRIBELHNE, BEXBEBREFTRERMTHRFE (genetic epi-
demiology) WIBFR AR MERMNERE, BREFR. BEEE, RFERRUEEW
HAAMER, M. R4, %%, 8. BE. BRHFR%E, DEHREREARFHR
7o

(R) #Y &% (pharmacogenetics)

FRAYRBOBELERANARAMIAYR NN BELER, ARFELERGHMEL
JR 0 4R BB iR KR o

() BERTHEZE (genetic toxicology)

BFAT SR 4 R B X A5 4 R 0 51 G LA LA R S 3R B BB AE ) . BOREA] . BUBRI AR
WM TR

() kA BIES (somatic cell genetics)
MR EIMER T EETARER, IMHREEREE, Rk, ARMEARER A

SENBEMSOER, BT ARBATREAREZ, FEKARRMNE, ERTEFEN
wEfEEEN EAEREM. ‘

(\) MBEBRIEF (cancer genetics)
FIochE 2 e B R, BRI RE. REBPRAMANE . BEESMHEEREME

A, RENBES, MEAREOREVE, MENSERTHBYEEENEL.
3




M EREZBIEFHIPHRE, ENHRIBRER N, MESEXLREEFY
MER, EEREBRERHARZBATUERLFNEGPERROERRE, C4EF3
—EHH A XFERBTHRRE

Foy BEFAHEFOHLEML

—. BRBREENER

HMEBAR (Mendel G) F 1865 EFR BT MR ERZLRERLUE, 30 FEF XS]
BAMWEE, HEZE 1900 4E, M T4 B de Viies H. Correns C Fl Tschermak E 43§ H &
B, HRERERKBE-MB 8, NTTRETHMARBEEER, WAT, Galton FF 1869
FRHBHAMNESE (twins method) KT AR BBEER, HERARITETERFRAL
#’1% . ~

Landsteiner K F 1900 EZ BT ABO ME R4, HiANW R BEH .. Bemstein F (1924) N
UEB, ABO MBZ—XMESMEHERH, XREB/REREERENAEH—BHIIE,

1902 £F, Garrod A E EXRBMREBAHE S, NZERBENRF I BHRER, N
BB HEREARBBREE (inbom errors of metabolism) MK S, ETERD 6/10 HZFERERE
FIFRAKER, MUANREAPHRRBREN NI, BHt, ANZRERIEREN,

1908 ££, Hardy G H il Weinberg W 5> BIBF LA R BT R FEH B WAL, RETHEYH
251, B Hardy - Weinberg ERE MG T HEHR, NS T HABEENOER,

1909 4, Nilsson - Ehle H ## i T £ T#1¢, M HBMUERKBEETEEMNBR, AN
HEERGOREEMBEZHMH LR,

. sk

1941 ¢, Beadle G W 1 Tatum E L EX I B SR RE M X FRE T “— %A
—FM8” ¥R, FANYEREIYEOEHNTERRBEIBRE TRANEMR, Coi CFM
Cori G T (1952) MY THEREA, I BUMRE-BURGR —F th T W %5 08-6-5% BR 99 60 f& AR B ;4%
PERRBHT. Jervis G A (1953) iEH, XRRAEME R FEREMBILM (PAH) BREGHT
%, Bickel HIEHIFIBHERNERBEAN T ETERHEMNERBY LR, 1963 £, Guthrie R
RETRAEWEERTEHEILRE, 7TREEHFEEREERBR, AT BB & & ER
WRMERL., 3, SARNBEHARBRAREH, XP9A 13 ESREBAOBRE,

B—H M, Pauling L (1949) St@RR M A MK (sickle cell anemia) B H Ml 41 & H
(HbS) BTG, BIEHEFINER B THENRERE, NMBHT 4 FRIES,
Ingram VM (1956) M TYEiESLT HbS MK EH pHEF o R EMRBATMRENHER, N
MR ELRBKITHRE, RERENDOEAE 600 RF, KBLIBEHTFANAERE
BATE, WA, AMWES. SHEANHAL, SEARGZENEORERUGRE

o
=, @ask¥

1910 4, Morgan T H M AY¥EMF A RBHIMR, SAAREBEWER, RATE
4



i, 19264 RET (EE®) (theory of gene), XA LAE 1E R 4B IEFEM TG, EFALE
Mgk, B3P 1923 4F, Painter TS AR AM R AR 2n =48, HHAMEN XX - XY,
1952 4F, %% (Hau TC) R, BBAENHEIBRTFHRAEIETEAEZEXEE. 1R
REBAWREEE N 46, AR, XEECHSHWEH, WA S Painter £ 2n = 48 KI5
o

1956 4F, #HA X (Tjio J H) F Levan A HEHA ARIAA KU A% 46, XinEE ARH
MBBAE ¥ BT i, Moorhead PS (1960) B 74 MG BB F WAL T, RREHT
AR RO IRRKBIR THE. 1956 4, Lejune J KB, EXBAEERH THRIET -HK CHRE
%k, Bl 21 ={&FFBL; Ford C E & B Tumer &5 E B H R AEHB N X0; Jacob P A M &
B Klinefelter SFAERE R EELA RN XXY, T, HHET “REBERK"  (chromosome
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