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(£) BmBfEs

RRRI {52 (cancer genetics) JEBFSTMIM M % St fE X RINER. BRI
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EHXTEGHATIBMIE S . FRFMSET RSN SR, MEAREFNRE; L
At A 2 0 R BT A0 38 I R R IR B R

ETH BERRDE

BAER (genetic disease) RMBMAEYRRERE (ERREHREHKRKE) B3l
BRI ’

—. BERIRS

(—) BfERHEELR

BEREERELANNMEZ AR E LR, ERARERRVMER (RE)
R XHUERMBRE AREPACHERR T AR

(Z) KRR _

R ERER AL, EFRZAEHERNERER. FTURREER
FEvER, BAAFKKEENS ., I Huntington 25955, #RIANER S FREMMAM
&, [BREHEERA—ESRBER, BN, BEF A KPRZFIEHHELE, BR
R EERIER, BEEES TEMRERZET, HANFERRERRSR. &
A — LBk B R R RH X R EE R R I B, FIEME, RBUREREZRMER
B, SRR, FrlBaERBURE.

(=) BEABEREPE—ERLE

BERBEAERETRU—EHENILF LAY, BdRFENBERRR, WEEE
BIRRIGE, WA TR RR GRS AR, HEEBURE R r AR

() BEREEREXERR

BHEREERERIEIR . ERMERER BAERA RN, MEMREEREE
Btk fem, BILNHAERNRRRAL “Bai” Wk, BREEE (Down syndrome) 2
Refaling, HERRRANEHRTE, EHEERMERIARBER, WEHRILE
Baid, dTFHRRERRGEERERNERARE RERREKRILB AR O
W, BEREYENRE, FRTEAEBSHBER. 7R EME 0 BERE
%, 10 Huntington SRR MBM HREKBHREE, HE M35 ~40 FARA,

. BRI E
ARBERMMEEL, MESFHEAHMRERMEI. IREEREFREASL
ARG R 5 2K
(—) BEREIBEFESR (monogenic disease)
HENMERRETHE, BERTRENMGEAFRNSY . FREKSERER. ¥
Rk RERARM X 2B HERE R X ESRERESAFRBRE TR, BERBE

R BIERRE (AREH ., EXEFWE) 5, ZEEREMRT 11000,
(Z) SER#EER
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ZEHBIER (polygenic disease) & HiXT L 5 B M35 5 £ L F 4 BT 8
BIPIR, XRERAE —EMEES, EEAAEEERBE LBMRIERE, BEE
BN ZEFRIGRE AN 100 #, FIUAXEE. BlE. d0R%E. SREERH®
B9R ZIRER T 171 000,

(=) etk

Yufi{k% (chromosomal disease) i TREAEEHEHEREIIENER. #HT
FBEPAERROENFBESSHBEER, FFURAKRRN MNEEEEXRTRE
ER R B EERER, BRANEEME. MERESME (21 =K) ., FA5F
(45, X), RaHFREIREREA—, BHKT /1000, {KEH/MF 17100 000,

(M) kampigEm

PRARIRLHE (somatic cell genetic disease) &M TR MR ZYE R ¥ FIEME
. HRTREYRMREE REEERENEERE, A, RE4E ETRZEWEER
o MREBEFREHFMESERBERREREYRRT REEANCTEHRGREER
HMIFREEBLE T —R. FIUEARBTRANBRSER, XIRERAFILTH, 0Bk
Bl . HIRS, RRE—BKT 1/1 000,

(E) LRkRER

RBRRBRAREZ I E—&H DNA EBEHRSE ., LREEER (mitochondrial
genetic disease) JZH TLRI{k DNA EERBFIEMER. BRIESEIE 20 KF. BEHR
RMEFETHRET, MERRZENN, BF/LPERRERA, ULk EE
BRBE%

=, BRNRE SR ERRAMPMEE RN F

FEARERT, BERNRNFHERRTEAOERTRER, KBTS TIL
* (H1-1); | :

1. EepBEERRRERRK. XRERK B EER
HA—ESGHHERRZLRR, REMRE
BHEWSIEFAMHFENTRERE. 6

MEEEBRERPREREREREASE. :ggﬁﬁii’)ﬁ
B0 B B A — A

2. BAPMBERRRERK, BRFE
FHRREARNF R, SlNEEHR (-
6 -BERBL MR ZIE) REAMKHMER
BREESL, ELMEHRE TR AR
YHAREA FE R MR M o P B PR AE &
HROkRERER, BARERARESERN
FRBRORYERT, AEBERT4E,

3. B LR M EE RN RREA 5 BT
Mo BlUEHR ., HAKBE ., BLORELE  mi-1 semREARERRNXEE




5
Wt BORRICYEGR ]

BER. EXRRT, BEHRSLREANRDARRREY, BoEXRAREER.

4. RIFFEBRTHERR SMEEREATR, Ao, LEERTERH
BGERp G . H%.

R 4 ShELAE 3 KRR B RETERBEEM, FHHBRBER.

=T REANRE

BAGTHRNT AR E R LIRIAE:

1. BRRREEHRMEKEER 532 E Johns Hopkins K2EE 2R McKusick #
roveRl, B3 1958 £, AREPHIARM AR BERREEERE 412 7, 3
1990 SEBMINE) 4 937 fb, BEA 20 42 90 FRE, HRBEBEENRA, BFEFER
PR R EHRECE YR 435 B, ) 1994 FEHINEB) 6678 F, 199941 420 H, &
3] 10126 R, HePE YA 0470 Fh . X ZEH 566 FF. Y #EE1 30 M. Lokiikng 60 F.
Rk FH 968 B, Pe@IALZAIEIL 100 BFh. ZREEBERHIL 100 F,

BERREESHREFE:. OBEZKN KRR, FRMEE XIMIAR;
QILERIFIAMER . “=&K” MHER. BRFRENFHAGEREER, BTEREE,

2. BIERARER READHAERRAN20.98% (1990 F45iit). LkitE, ®E
A HAE A DL 2500 T A, BRBEERERENII 07%, (1988 F4it), HbE
HRABRTREE . WEUK. FEEEER, EXECRR. BR ., BR%, Exsk
KW 80% LA MMERA, Hit, HusHE, RESFHAHBREEENBWL
KEFE L5 25 TN

3. MBRERABRIEWEERE MEREDLER/EEVHRRMETHA
WL, FEIMETEREETR, HBERMERRERRGEHNEEEE,
BEI, AERTEARBERCRSE—4L, RPERRETEAENA,

4. EERENMETHERPEEREFERR BREREO~14 ZIILEF KT
MiEE, BEERNL5%, HPREANSET0%, dEAHS20%, EFAHLET%, BE
BALE2% ~3%, EREEEREFH HRTHEE, FRANERERERTRERE
ERYE; SRREESPERAMMTHER, ¥RLARZEFEBRESERAERE, 75
BENETHEZERT, BERERKES40.5%,

5. BEEREAE. RENEERFEZ— #85ih, FEAEATAHSEBREN
1710, BARFF G EIERN 7% , HF 50% &R ABERIEY,. ERAEA RN
W, FEEMEEAREAFE LB, DEEZ—NFES MR R 20% .

6. RHEAEFEREN ARBREMRBEERY HEC®H, EEEARS, Y48
NEREH 5 ~6 NMEHAERE, XEFENBREFTERAER, —Ba4/ETE
o WFIER, BRTEBEEEN.
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EIUT  EFBEFOVARIRNARDZE

—. BEREOT IR

WA, EBEETEERERFKENHR., ERBEWESHSE, RHERSK
Fe, FIAIELE DNA $iARME N T A E M HKE ARG R R EE R,
RFA 1993 FEKE UKL PCR BR (RAMEERN) MIEH IR DNA JIF 5 3016
BN, AR HEE THER. RE. 2FNFE.

FEEFRIBIT I, EEWRITRTRERBERARGHER, BIBAIAERE
H, FEABRGEER, KRRREERNRERE, BEMATRK,

A F L (human genome project, HGP) & 19904E 10 A 1 HXEHP¥EXE
Seim s —IEMA TR, HMEBX TR RE, £37 15 FrefE, BUFSHE 30 2%
JG, 7E2005 FEWAEA 3 ~4 TNEE, 430 {L3EENHTIRFE 2 Lk, 2%
HAXREFEMEE, 2000446 H26 H, £H., %H., xEH. #EH. HExMPFHEMEE

T “AREREELER” WLH TIECLBER. RERE 199 £9 ASm
BXIMHF I RIP R, ABTHSP 1% WWFTHE, B3 S 4a0 3000 70 ESTHY
W T, REESMXIHIIHTRE—NRRTEEK.

ANREFA TR FAREFEEHWRMEFER, THEREREH . 8T
AEERHRKENL. ENERERBESNEMREHFFXRWR—-BHERTRZN
B,

. BFEBEENNIR L

HEEEBREEWMR T, ERAARNIERAERMERES SBRERAX, FAW
FEA:

(—) Rilromix

AR RGN R A BB BB E, BB LIEE (— I EREPRAEHUAANEE)
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