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HOHSRFERHS. FENXAMESERITUNEE ANE
B LB 2N RR ATMESXTARENMRBLEL, REGH
WX HEFFRABNER BEMAREELARS HEEHE KM WX
EBMXNBE MRBREOXA S EENENAE LA, EXFHHFR
T, RS HAT - LHCLARBEBHX BB REEREEE. RNF
BEXHTAHE KR EERE—MERBEENOER, AT AT L
BAEMSTRENBXBEEMERBRE, NRAEIMPFRITTE R
SCH) R

BAGIEXEERESE, FREANETHAERESGBHXHHXE
FHLEMTH ENERLR, BRHEHER, REHFEER, MEEE
EHHER BIREL BAMNANERE, B TERUBEHITE, AR
b HK A R A B S 5 R A

HTFBRMENRERERARER, Ay EiEE, 2B H KRR
BoRMEHBE T RBHELEFXFRETLOBERELE, ETFF
HHE RINBEAEENER, RIEEMK. FEFNEHEME: (1)
EBRMXEFERA SN WG, XRRFHEL, EEITH TH%
FH, EBBXELTABXNER BN, QF L. ¥ANEEH
AR FRERCERA-FABHAMLR., Bk, N\ERTFRB R,
MEPFHRE LR ME RSN, FEAMUAMB. (2) —&HLXM
YL, KINATBUA B ¥ 2% RIERE G R ZHM, N TR T R
B FERERRBERE, - RIEBEANKET, BAHTEN LR,



(3) ATATXWEE, M EEMER EAEE ——mUEH, Bk R
BARKRRE, BPFAPRNER BAYIREGERRMER, (4) R

BB X EESUHASHESHERMAR -2 Hin—EER&XYH R
BFERHRES N T RIS, WA MBS Frit— I, ik
FER, URTFHEREMHE,



H F

AN A SR AR RS, REBKKEES, BREZERN T HEH,
EREFERA, ERAEET R XAEEAFTR T HOES . HARBBER
He RS 50 BN A B R A AR, T R AT T e O MRS - S A R B HA R
FEANZERFRAFEENAHR? STARBEACHERNTESE, XE
HHEARRDTABEHRERE. AR, A TALENBMARRFHTESR
B, BN R R SRR A, AT RER IR ERSFE,

EEV T THAFEH LGRS, I THIF T SHEZ MRS LRSS
o, MTEEFPRARREZ R, X FTEBES R E SR ERDBE R
Ziofb, WRMP TR WEME R —RE B ER, AT e 7E 4L 2
KIHEF ERBREIER AT, BTS2 R R & 5 R 28 89 B 2
BURE 75 1 8 SR R o A b B S LR, I R AT R BB R A& M i Bk 2F
BEEFEUBRE ZTH 3 878, WA S B LAE KRS EENBERATE,

BT —BRBEERSEBRERFAFTRHESCHEZN, BOANKER
HEZRBESRRFEEN S -7, IRNIANBEEERT, RRAKEA
ASHRKBAKAERERG, WESERIEBANTEHHROFSHE
., ATBEBAXFHBE, RMOTUEAEERER S TSRS
BA  BUESHHSEXESEETRASEIRXEMESRA. W
SR LABL AR J7 A RIS A L 35 B IE SO 8 A BB R B B () A3, U5 AT BE 5 1%
RIMBELAAKPABEENBRERAE, REXNMBETA, A BHRS
BUT R EEBAETHREASBEEEAZRTRBRBERZENE
ZHFB. BREHTEETH NBRRTERESCSHMBERTAZEK
XS FERHT TR RA TR LR . BT HRERES A, BRATA
DA 57 ) 2 R AR ML) 5 A 22 0 0L, EUR AR R B AT A Rt = R
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ARBUEBEEZAN.BMABLERALIBRTHLHESBE LB
i, AR FIMFRESHANEE, AN, A TEBEEEES5BREEH
W, A A LA BB YE O AT B T ¥R L ST RHE R IE S BB AR R Bt
TEFRE ARBREL SR SHSETERIA RS, RHEYHER
MBI, YR, FAHBAR-AMERESHRANZASUERR. WRE
FEBREAEEAD, FSR-RALITRPHBEIE, MEN - FRE
BAEMBESXRF! BAF

AE
20039 A



#®
|
%

®

|1
HMoE o
& o % o B

I
=t
&
5

"
Il
O R R’ B R W W W W o

|
<

VY T

W B AL e e e s
BOGEE  BEEABL -vovvevverremmenmenmenie e s e eecre e sen e st e et s s e
B ETRAMZERTE oo cereeneee e
FoV RAKSREAFEFPZIEEAFRBE ovrerernnnen
HZH BRAREBEFEEFE R ooeorrrreermmmnneeinennnnn
FHE AN EEERERABREEZIFTE oo

HRHBE  JEBAL covvevrenrenrennenre e e s e e e
B ETFPERZERERE e
oW FERERBIEEBEA v
B FEREREIFIEEBA ororrerrerereemre oo

BHE AN EEAEREERPFERIG Ko

BT B AT Z A A e eeveereeen s ereresteete it e eeeeeennenee
B B AL Z TR v eoeeoroemereeererenenrerererenaeraeeneens
KB LR H M B AL oo eerereeeeeriereeenreneeeresnenens
A LTI JE covreverereereennennneneeseeeeere e e eee e
ABZHRLEEERBLEMN cooveerernremnennenninnin

K TFEEBME BTG -ovevvevermremeerrenmermnensnionsns
W AR e e e e e te e e s

L (1)
- (1)

(5)

< (8)

(11)

- (20)

(23)

- (23)
< (37)
. (45)
- (50)

(45)

(54)
(54)

. (62)

(65)

- (69)

- (71)

(71)
(81)
(85)

. (90)



2 ' EAERELEMNRZTAR

HEAEE  SPBERIESL reeeeevrerrennennenneinenie e e b
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B ERERZBE

EH—:

RE (L) BR—TMEBEEERHNS BE&, BRMBEZEWRBEIELRK,
LERFRE S ANAKE M RARRPERRE L CBEMIE T, RSP
0 5B EWHEHARRKEILOMAT ., 2BEERCK,FTURZ &
FHWEBEBRARAEB LS RAK EWTRER, XHERSIER QT FIiE
&2E (long QT syndrome)®, JLEUR , BB RHIRXERLT , h—RKET 4
5RFWAKETFRE. 23 R/RFXE—FRRELAAZR, REAF R
BEERZRBPHE BRELBRFUBARERTRE, HARTHEET
BERNSEK QT HEAEEREFE K (Hudson et al. 1995, 391),

xH =
B B # A Gaucher's disease® f A —F R RH b EEFI B &%

LHTR HEMAFAFCER. REMHERERSHELREN T
RN B W, R M E RPN R HXTRBZ G, HPIELRA.

O EMLBEEREECHEELBRK QTRESWHEL.
® RERE, —HFE.RENRK, EHEANWREREERR, “EXIHMF.
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Z. 4 A it B AL £% 8 £ 2] 5 B Huntington’s disease(HD) P25 B 2[5 , B
REHGTEARE, #EEAERMAERRZ W ERHTFFRSEST
B, EAN-HHBRHERRESR B RERTEREGRE. ZXHRFX
BRIGAT 2 # TR B mitR, R X AERE T ER. EFERM
FHROFBR, HEENER-BE, HEYERERE MR EREN,
M ERXGRZ)E, PEDTHRE. MEZLEBETHANABE,
BWERATHERAMFEONRE=ZKAB., ETZ LW RBHKRN, BAR
HERZLAPWHEZEMAEZRERTHE,FUREABHATERRR, B
HikmiI Xkl ACcARER/S HD #£H,

UEMRHAMEEAESFE ? B Gregor Mendel T 1865 4 & K it & 1
MMIEXZE, — B EER, T4 James Dewey Watson 55 Francis Crick F
1953 £ & B DNA YR JE 7+ T 458, LA R M5 70 F 4 ¥ % ( molecular biolo-
gy)WIRBER BRI RN CEXBTHFLZARARE LCHBESERZE
B AL . 15 B 2 PRI (genetic testing) @, RATATUHERAREHA
AEEFBORRMER . TEE AREEH TR (Human Genome Project) i

© HEW " KE, LR E W K2R IE (Huntington's Chorea) (X HLITFH#k HD) , X &—
MR EMBHEREER FRAENEDESHFERHASRBAUER, TREFPE. AFHE
BRI ARBESHARATHFIESLERBER. IHTCEHRANERFEBNNEE
WIT. EEBXENEALEARBXAER, 2 N(RAMI20004E6 A 19 HB-LR. (P E
Y2000 46 A 19 HERM, UR(HMHAEAEZEREREESSMIF LA (2000 F£7 7 10 A ) H
EME., +» XFEXEK Huntington P X EF “REG"EEABRFTRAOEE, HEATIAE”
MEFEENR“FITH (“REFRBEREITHN" S 0EXBIR) . EFEEHGXME LUK
Huntington's disease BHiF N “ ¥ T LHE"

@ HB—3k A Hudson e al. (1995) , R _ERFI =K H FEEBNB LKA M & (De-
partment of Labor [ DOL] et al. 1998) , By 4B 9 B 845 Gore T 1998 4E 1 A 20 H T R 45, W http.//
www. nhgri. nih. gov/HGP/Reports/ genetics_workplace. html) ( visited June 26, 2003) , R F B X L
EFFRFERAL, ABRBERLHEBHEEN, AL, EGBMRAERERABURARRFE, R
EREXREUASMALRE S B FHETLIERAE,

® BEERREMSHSP DNA 4 F . 46k 2 5 H 7= 4 (genetic products) B X 5 EH H K
Z DHBANTAREHAVESBEEMNER., BAXREXTEERRMOE X KE LR, AR
RETHREANAR, BRERS LHEFEBA, XEHEHPRNE R Holtzman & Watson(1998, 6) ,
HEHEFHEXR ACCT(1998, 12), X TFEHRBMFHE BARELEHE, L Andrews er al.
(1994, 59—115) , M FEFXFEM F H AL ARV, B SR 5 KR (1996)
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HTO, UABERAWERFI N ERZE, RIS EE SEBBXR
WMESHEEH N THES, R, BB 3E B R LU BT 7 W Ok
BEAMZ,TRHEIET -4 AXTWEE, mAEHEHBH =1 RH
BR, UFEEAZHERNRRBEH B WA TRSIBERMER , XS4 HEE
(carriers) O gk AR By R F Al & SR b AT RE S 32 ZE BB (genetic
discrimination ) #y A~ ) £78 ,@

FrBEEEREE “RMETMIAEZEHES ‘E¥ EHANER,
i AR R R (Natowicz et al. 1992, 466)C, 7EXFE LT
A, REMNAWESEEARARMNESERN, MARREEHEKR, HAE
AREE M, MH, MREEPA - ANFEEREE, W H A Z 8RR
AR, AL, SRR E it e B &2 e, AR T
B, B B O R B 2 R B Ok, B b B A R A X R R TS R R A AR 4R
®H,

HERHEBWFARARSAFENNSE ., F7E20 #HE 70 £4, XER
B 2 34Tk J) R4 MM BR AR UM ( sickle cell amenia) A EE R G40 . 9 7) BU 4L 1ML
REME—FREREER, R FHRXEN T FRNENRENALT S
ER MBRRAX G- FREGBEFE#L, W HERAG %L M REFE

O ABERATM(UTHRE HCGP) BR—HEEENAEH R, BHETIHARLBY
DNA 2545, 3F 58 R Ak BT 45 2 R 89 5 J¥ (sequencing) 54 1 3 A B ( mapping) . HCP AXEH A 1 H
& 1) 4 B 3% B ( National Institutes of Health ) 55 8 ¥ &8 ( Department of Energy) 3t R 47, M H M E K W
¥E EENMEX AFEENERATR MaIEEFHALEEHMHZ (Human Genome Organi-
zation) (i ¥% HUGO) A% & . HGP IERFFIR T 1990 4, FAHiit 2005 £ R, & B AR K
IR R #E4% ¥ Celera Genomics AT MAZE SR AL ERNAFHEEHST LA 2000 5F 6 AT, M
72001 4£2 A, XWAHRBEARET ALREHARIINEZREREN .,

® HCPS5EX¥HXEK, RHMAHE 4 L8 0H, W Kevles and Hood(1992) ,

® ZEFSBEEROIKET , Carier ER XN BF R HEE AN BEIFEE, FUL>
ERE. BIRAWARESETERTMARSR.

@ B HGP FHIAE ENERSEHBEURNEFE -EREFSEARARHBXLHNEE,
HRiXEEFHREMEERIINEEN(DOE) 5 E R DA R B (NIH) 4 4 #) NIH-DOE Working
Group on Ethical, Legal, and Social Implications of Human Genome Research, B 5T SR 5B R BRI,
I, {hitp://www. ornl. gov/ TechResources/Human_Genome/home. html) ( visited June 26, 2003 ) & ( ht-
tp://www. genome. gov/page. cfm? pagelD = 10001618 ) ( visited June 26, 2003) , 45t , BT EEE S M
FHEEMHE(OTA) FO L0 ERMBEGRET —RIINHRE S AERE, B OTA(1988;
1990; 1991; 1992b),

® XFig“E¥ " HEH, Natowicz A Jg it LI R E ( Natowicz 1992, 466)
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(sickle cell trait) /AR E TR MR MAR . RTT, LS 55 B 8 T IF
SR T B MR AR % R 5ER E 2B T HR, X
5 e R B T B 4 4 3, W E AR b R B 7 R JBE R B4R AR (OTA
1990, 41—42) , UEFRERKEE, BRAEAEANALERH A TER
B, 35 B B R BB, A, B A 25 B R0 0 AT 1 3 R
P, L RAE R R R AR B R TR B S RGO E T, ik
S 326 2 B 4 16 10 T B B 2

EREERHEHARNEA, EEERTHSENE, YALRE
HSERORBRBEAZE, LR AHELSRRALNER,
A B Ak F AT AR E R S B0 MR SRR RS R M, R
BEENHA AR T REERN. SRHE R x x HH"WEXHR
AHZIE R PR BERENRMERAD . X0ERE, KRS
WA EEN x x BRI T EE,®

EEEMAOFEE BB, EASRRHFE, Rt R AZRK (life in-
surance ) if J& {8 B {R & (health insurance) , B R R A R ERREEBRR T
BPALAEENEWN, FIMERLE, 5%, RTHRERESHBAA
B TAE R, Wi %03 S 20, B T B T IR B, e B R
P 0 T AR 4 B 5 AT 98 6D A 5 =, 0 R T N T 4R R R BB K,
B A EH AR, M AR 0, R R R TRR
BEST ¥ M1 5 4 WM R B0 T R L B3 T RO 4 B Bl 0 B A S, TR
=LA B A

VBRI R A, B0 7E R B = 5 9R J1 B 4L i 3R AE i R TR
T AAGS—RUEEEOERERL LR, BIEAREFHEIHERET Y

O Z=HEFEHERH N Billings et al. (1992) LA & Lapham et al. (1996) , EEFEHHZR N Low
(1998) 5 HGAC(1999),

@ 53 FEA LR LS i 85 B 8 /% 75 (single gene disorders BX mendelian disorders) 5 %
2 #1555 (multifactorial disorders) — 3 FiH MR A B XM EEASIRNER; GHEAFSER
HFEEFMEFRERETMERWER. BNAREBREHAEANTAE L+ /AR (McKusick
1994), UEEAAMNNLH, BRAE -+ EHBEERBZIFTLM, ) Casey(1997), THEHEER
WRHES, BT RARARERORBR 2S5, SEBRER(NOCER BRE . SHBES)WHRRE
BRIMERBBRERBH A,
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WA b R ER T AR, B A X S I E g 2 IE MR, SAEE SR MH
RETE ,H L0500 a0 F2 B 5 BT 3 i, 0 3 5% 347 4F ( Tay-Sachs disease) ,{H
REFBRERBAERSHFRERG IS, MERA-ZEISBOER, &
SHENERSHERRLARA LIRS, W02 44 2 L (Cystic Fibro-
sis) 59 JI RYLL )0 BRA ifl (AHC 1995, 327) o b4t BAR B LB B R K
RATEUERBGE, HRFSHEARK" EH A (genotypes) VEH + 4
R, B R B BHAER (Billings et al. 1992, 481) . BT LA LA,
o BERBERE T EEFSRERRFENTN. EEEME, K
FAEN FRAOBELZNRORABE >  EEEBOTMRATRE
FR (Holtzman and Shapiro 1998) , HMAEXEHEE T, N{UUER KB LER
HFRFEENA SIS I TUEEMEFUEHFALFE. TRB-FF,
EESERNE - EREENGE,UTHAEREEX THEE @
RREZEEE L. Bt EfZE XK, ERVEESHER R,

W EREMZBRME

EZABRALE TRARSHARTSESHRBRE  HP RN R RER
AT LASR LR A BT IR S A, H R A ] fE AR I AL S I

AR ENE, RMNEEAEERNGRRATEE, ATTRHEK .
A T 7 SRR EE REGIT , T B 1L R R BB R R E @ A, AT
AT DLEH X R R X T B S A F WEN, LU R ™ T A R ERK
MFLP,

H—OE, ERBENHESH BT ERWRIEN NSRBI RRES

® HBER (genotype) HEEH A WK, W F I ( phenotype) W b 4 PSRRI X

@ il W R AE ( Phenylketonuria, PKU) , RATAIAZEB LB ANEHERR, AR ERN
HE WAL EhRaEh8eRR. s, AE5SEHIREREE PRS2 EZHEFNERLE
Bl A TENREN TRILNEEEHEX BB TRARMG, ARAFSERR I ¥ HHEH
4 L2 B 4 (genetic screening) W H ,EXEHFEM , XERTRMENFHRTH

@ Hliim, 7EZE MBI (Cyprus) 588 T JE ¥ ( Sardinia) 3% F #b 7 ¥ 8 [fi ( beta-thalassemia ) K 7= &
R, AR MW B Wi AE (Tay-Sachs disease) BRER KM BN EHAR, B AEBETHHNEHU AR
B, M&EBTHEESHS., R Cao(1996) L1 K Tabarrok (1996) ,
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ek, B ER EH QX RPHRFRE., ZHEREREA, RITTRE
AN AR 7ER &9 2 B 3 R AR Y T BEE o 3 b R R B T
BATUHPGLHEENFRFESEFTANMY, TR FAFREA A
S5HVEXWE, BABELEHNSEME. A, WRAK QR SR E 7 LU
B AEEBER, 3 B B i RE X HE B, 2 09 8L 5 0T fE N b
T, MR 20 g 90 FERLUSEEB KRBT A KRR RE D@
Bz EHE IR AR B B T RO

BEE B RPN RN, A S AL RRFE AT BEH N ER R
BREMERS EHSFEIREZH MBS, BTE R 8K EH
HEB R (genetic underclass) o RN A E S, EFEERTRAOB
SHEOBREEBMTLET S, TARERHRKRS BFEHLSHE, AN
SHELETR, TEETEAFORL AT HREHER O W0RxT BB
AE X B LA B R, BB E (MATIETREEER) BEUEH S
IR,

Bt 2 b, e RS ALK I B RT A TR o B AN, B 4 R B Y T
BFEHE(MFEEZZERR) BAREEZENR, MABNEREREE
(MRFH =), MRXHPBREBRELFIRIT IR, DB AFEMIIEREHE
Wi ST Pl T R A A P TE K 1 AR B BT ST, B R O B K

O HTFERSTIALBENBHEEEEEREURER FURTRESRL 254, RES
AW SEREAEBEAMXOH X RABATREEEREN, WER XE HTFHE.

@ (XTEABBMNAE SECLZRATHYBHNTIARR. MTABHRERRBKTR
FAES, BMMRFRH FEXE (1997:1998) AABMA S EEE R X FE, §XK
(2000) ZE 4R B JF T A #E — 25 M4, {1 5. (2000) 4347 T 3Rl 6 PR B R B0 B BB 5 T 47 0 3, K T AR
(2001 ) Ml A 5 B8 BB MR E AT IE IR o

® EXFL HAZEPCROHAEIMBRIRERMAMNR EHSTARFTRIES
HFRENRE. IRARENERNFIEZT W UA ARG AEITRO K, BRI
BEMURTERBMEHENB R, MUEREAENFBORE? EBHEE AT RBRERRE
A EEE BT &, AT AN ATESBET VMG Xl e R IT R E, LME
HEEGSE, WA RANAERROUSE5MARKRNEESEEABXREY. BREME
HRZT WRATENBERAERANFTALHHBHRA AMNRALATRERXNBE ZHUE
H LA

@ XEEHEAT BTSN B B E Maine HTE“ FHBBRA"WHE,



