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will provide a unique service for his fellow man, and will build an enduring edifice of character
with himself. The physician should ask of his destiny no more than this; he should be content

with no less.

HESRENEEOFERT "BENER mINETEESHRERERENH - —BEEREH
RECRISEZHER R E ELRRERYS - B - AR SE—/NEATILINRER - B
ERNFEEEARRT T TENTHNERENRE - XIESERNTIR - BRlE—EEALR
T REBRBRFRIN AN - REEIRRIR SRR - OfERELERAEREREHEE 7 T
REDATAEINE 8%  AEHISENECURRIEHE  £ERRRRNEES » I > FHER
BENERBEERITERKN BiRiE K ERRBAEE T - 8 e RFIFTBXRATmER B
iF - WEEATEN THFEEMESBSHETEE R - NERARREERMERNE
EIREE FERIEMRR I RERE KRR -

EMHERIN ERES BRRRE - BAZ KNI NRI DTN BRAIZRE - BEAY
240 FERE T SRR - —EKARERTMIBEIUMERN IR - BB AKX

40

ERERFREEHFIMAEED X » BPINAILITH BXLEEAERIRVIRIKR - BRIFITLN
SRIUMPIRVSZFFEE L - EiE Enzyme replacement therapy » BiI —ZURANZEIZNHEANER
ARMEBRFAKDAZELLAE (BIRAR) MARTEESD » BLER T FEURE . NENY)
BRI - BYRERELN B IREY RS INERRAZOM - S BAELIERE » =1
HERVER R » BV BRIEEEIIR - AltNE—FEECRYRRE -

BRI B EFREMF Dr. Lands borough EFAVERE - BRI RES L EESEE
BRIBIBCES BN » KSCEITAISIS LD & - TIREE REERT - A AR BB B EBEPINSE
st HAE /) \ELEANBEAIL o M0 BROSRE RIS - “ENKE RER > BESRFEER
HENEREA FF » B—RIMERIUL AEPIRVEE - 5B S BUIRRRIR Y - MBEFISEERYRE
[EROEE - SRMVEREIRE SE— R BIRFITEEE » IT2E3% 7 SUESE
94 B RYEREM S IFAYECIE A B S ATMAEE) - AR » /TS ESELNER » FEER—
4 RARIEESHAAFEMET » BXEHRE - EMERRER : [MFIERERKT » LIES
BRREE CRVRR AIEXKEE B 5 1 - IREMEAIES —EALZ FENN EEmEE o —E/E - 2
HY » FARERLE Harrison's X HRI—EEERHIS - "The physician should ask of his destiny no

more than this; he should be content with no less"



‘%}?&[{] | BERE-ERESTH0 FH

respo;

-
-

17%@%1%5’%5@?95%'% - FIEFEAB AR - KEVE [FRRAFEEL RIRHER - HZ ERINE [RR
B B CERE - WEEEE-FRIEEANRE - IR IERB DI FIEEREE - Al [ EREE R
R—fE4R -

BFRFIRMZERRBERAANEX RS ERNEERR - MAFIYLIEB N ERER BB BEE — M2
B73 - AL IPIARERRIEZEEE [FK ] B TEE EfR - B2 - ERANE - INEEAZERR
ANERY Ean) - METRER T AmMRBEXR] » B [FERRIEL - BN —RAVE SR TR T AEE -

R FBRER TS [BRRAR ) > BRI FBHEREE » SWESKIE A EI A+ > HFITLIA TEEIY
(empathy) & FT&E{F | (responsibility) RIREEIR T o KA—@ S JUEZENSAES (Huntington's Disease)
HIEIZE 2KER - & B —TEE R B EER - ERMEE—ERA R - Rsim ASERINEER
%EVE TR — EBERBIRAVYRA - AEH SR —EERNE—EXER - RPILUERMN FIBRERR AR
TERN S S RXHY T BERVE R IF 40 - ATLL » BFIERKEMEZE : AN ERRAM TR A ~ IEHEHERIRY/IE
AR~ XERE ~ LEBERASRBEREIZEH R TR 2 - HPINBEE : NMERESE MRRIEZ E
B EEHE SRMESE  ORIIERE WA FIRRERE - MEUEEERR - #ZRR - ETEREE
BXRYREREHE » MR HPI SEERIR -

B MEZERAIL RYESEIREE - IR ERERBILAIERE - BILERKEIRRRYTEA - MIREREL
EEE TR EEE > TS RN EERA NEMEEKIRED - TRBEERAVEREFR - BEIEZRE
AEE B BE% > BETEALREE -

ENCEERNERGIET - RANZE2 T - B2ULREFRA » EENLRGH) ERmEEfR] 1
BiEAKER - B2 » /I REFEEE HFIEE IR » BRAIYLUIGEEERA - I BEHEIHE
[EEZE MENERR) TF » IHEBRFIRFILL TRAZR AL ) /Y T2 AR 18RS - ERFIMNRANZE KEEE
BiISRE  BEREE EHEENIER FHIRE - BRFRFITLIE A B A+ 2BEBEYS - EALTIHRIE
{Blze FEIRIRALR ©

@

o

tlenssesnsl

- -



%/g’&ﬁ] | B RIE- 2N B TR0 FH

IEIRARAE—E

HRGATBREAZRER : [ ARN—LEE2HMAEARSAHTN - ERFIEE=EMIRER
TR > B EEFRERE

ADFZRIRAVEE _BNE

PR EEAERBIERE « [MEEEZUTEZEER - LEICATERIR - FTBTE
FTERYRME - BTER—tIENE LR  BEREMEZHE—4 » BIERM ! J

EREEER O 2k —AHI5E - #ERAERILVERIEEE R BREASENER
EREITEEMPER T RZIEREE L - BNEREIBRSE REENSTREENENRE - M
BEMBEEF 4 BIEADN ! I » SBARBIS IR EEREa JwRE&#f] > EaKE -

B2 FIRYRI B -BE R IE A B8Ry [IATEEARE LHIBRIRE : R : 1TEREEE : &
BAER - RIBANERGCE | BEE (HERBERIHAEES) aENBE “Bai”
(BEFREZR) WELARET > EETTa5MIR1983 FE NEHIEIE — B AREFEE AR
VEREKE - AR ETRESR » QEETHNIRGISIREESREFES » BARN MBI LRE
AR R KREER - BiEIFIISE - 1820 FRVER ¥R KR » EENEERIBNHEERLTL
T RREEEEEREREMFIBERAEE T122005.3 STEE LIE ° £E4E020 BEEH
B AERRYRALLEE R THREIIRNEE TR LIRERIL AR - EEE R ER BT
ENEEE TR EHA T RER - Rz R A EhEE AEhENSNEES

@

N - ERRERRERA FTRYSTREE R Bl B ATRRIB SR AT RE A S S REAVRIAN ] - BB
RIS EFILRESRNI A SRS - XSRS

EEEE BN AE TEFHST AR - SRR 19 i EiFl(S{E Rt E£a "Rk
ERF" AR ERRNERGNRRES - (BN SR AR AT =R N L
FRUEAEMIRR - TR - RIS SANEEBRINIFTSANS S e lEiERsEmID -
[EIS—AIERERVEY) RIS IR » “ERREES” WNREEFES - £BA
FERTRAREER “BEREMITAIN INEREERFARAT - 2EETEXKAYEE
BERAHRNERAIRGZE » bR T 2MEmREN =R ERAIER
[BfE - BT EZEEMERFFERNAPIEE - RRZIEERAER T “me too” FHAURY
YD) - TNENERERY “BEHEN EES” B9 SCI @XM E - A80ATE SKAVEEMTHY KIE
REPRIEL - FRRBERENTRIMTS B2 RE2I= - | M ERIBRISTREEREE
THEE LS AILRRE B SnER=ERER - WEFSZNEEMME LHFFRY
e - MERELREETEEF SHRAVE) T - BEXETREMNRSEHESRE
BFFEMmAVLIME ) WBIETomE LBV IR - SFAIRIRAIMEMEESE LS R
5F - BEiSEZL - ZiEE RIERTIRD R EERRSOIRLEER - [SX
SRIGRADERENEN - 15K RIGRAIN RAGLUTRE | - LiREETECFS T
MBEE » SAISRAMEDGU LEESENEENS R R EEKERR-- -
RSB ESaAEREREE S CHFRNME - 58 ARRUSAEREZEER

1960 FAER AEEFHEMS J BiE ERE L —UR SR e R/ 1L
AEBRHABECSENALARL - SEREIMEIELR “‘SEER RILF - BEA
I IKEEAAT =

UNRFEIERY - ERESABNEIER !
GNRIXNZIERY - ECRVEATIETERY !
ANERFLZBIRAY - CAEHIEEERY !
BRiE—RES BRIV EREEMRIRE -
ANRFEHIRY - S AEEBTERISIT |
NRIBHRY - SEMNARERZSIRTIR | IRTEHRY - CHERSRTR !

®



%ﬁ&ﬁ] | BERE-SEES TR0 FH T

R

gt

i 655

Eﬁi@%@%ﬁ%  BERBTFICAEBE T EPIZRERE I B4 DIERI B0 RS IR
18 - ERAKIEEIMNIHER - IRt ESFEEHEEEEE - MEFARSHNESHERENS - 5558
—R—HRREZEGAABNOEE - AVE=1T8 - AEBMfFE—mET B30 &%
FEREeCARETEH BT -

BERRNARIESEM - RFANEERREMIVEER ERE/KREEDNT - BRIFKEE
RUEEFAIE EWER - BEREE AEXIEEUDNEE - B LEERIERE - bl “BiK
ERNEEBH”  EMAE=S MEREs  RSERN - B LEE8ERE - V) EEEENY
RERRERZ LA FERDH - fURE BEEENER - MEERN2EEaERINE » BEE -

HEPRAEMD RURSEMER R B IEERVA & - (BRINLEE » W{TRRARE - {8882 « WiFHIE
FERSRIE » EFENEDDIECLAEDR RIS - HFEERANE S5 » ANEDEF/NFRIRME -
EERBRYTRE - AAAYEE - RIBHY DT » ZIRIRISANVER S - BB BME2aE
17> BERIULUBMER LR - £ E8E1E2% - RIRBEL FAWORIEERE » BRI EZEEERER
758 - BRYEBXR - FTENERG IS FENIER:EEEE - EREARITERREE » BREZ%
TEB—AEEE - BITRVESR > TTHESS BEEE CRVEEN IIEMERACTK « [ZITAVESR »
PRYEREZAEEEARKIEEN KRR NENMYRET TR » tIEE
SGOECR

BEZAREGRIABKET » RREERRISAIRER - BEEARTERET  IHBRE
MG EMIE - R EERR » KRIHER » BRI CERER - RITOR EREAIEE
EEEHANE - EREARKOREER ARVEE » FTLAREMZE G LI EMEELAR » MRS
1IHACAER ~ BTN ERSEE - BRiBERBEAZE RELESRELR) RRERATRER
< FIFHAREARE - NEE T 4E -

BERRNATAERGAC 8 - [BEHEXREEZEMREIRE - ERERNRER L
78 > RITHIR B R ABILGIRREERR - IEEENTRIA TR - BEMEERAR - BfEE
BEMENREEERERRNERAER » HYEEEEER0%E -

®

TREEIR

i pEEE
= 3

s et
BJE% ERERE RS - 513 BEEEIEURER - Z—H IR - KERERRKS B2 %
RERIEFITEN ; ERERSEESRAYRIRE cystic fibrosis » ZIXITILE ERFERIERS

A2 ERRA Huntington disease 5 ° R D3 EWRINGEIT ERFZEN - QL HRENHERRRAISZ
BT - SHIRZENEARZRAES - EUEREANRRERNTRE - LU ERTZE

EeEF REREZE T BEFEHEEERITEIE BRRAVAIF Bt B IRvEsE - A8
#LOOBK MCV ~ MCH BIRIMFISERtE - BREERZENEESSRFAE - RIETERIZZE » A
M TERGET 2 BAVE T E BB A - R C - ERFZEEBUE NGRS AERE
FgiEgE FE (polymerase chain reaction » PCR) F73% - BN » LEEBRNENE A
(Fluorescence in Situ Hybridization > FISH) » BAC microarray FISH TSI DHTHHHISREEE
EHIRERERYEM L » WIERIEHAR R RS R L > IE— SR HBURER -

FRT ERRRAVEZETN - ERRZEESROENREIIRARE2AEE - WEMERER - 37
HEZ B EREEA EESIENEREN - NEHHEERERRE RAREEERRYE
RIEEAL > DIFRRERASR BOT\RISE » LINFAIBERIRIR - FMAIRRAIAES - SAERE
EHBTYLA BNNAIEE » LURAF B proteomics AYRATAER » E—FPEAZEEAR L - EFRK
BRAEBRNC — © BRT A EMRICRYZERA > R CHEER T8 TR RISk RUERERgs
YOG T IERERYER R AR S S B RV EE 22 IERY RS

RERRERAE RS SLBHRAER TRECESNAE - (B BTG ERERRATHTSERY
HGH - SR ZERA CATREZET AR - Al — APEL - IERLIEIBRIREE » BBl bench
B peside RVISE - FHEEIEERIIRAERAER -

@



i

%};’&E} | BERE-BEEETH20 FH

|
|

| NA
DNARDNA DNA "BNA/DNADNA DNA DNA DNA DNA DNAJBINA DN"

DNA DNA"DNA DNA DNA DNA DNA DNA D

IR R EE—ERE
P BRI = 1% Ik —ER
RIS BsIElE » BREIE  TRIEZE C—SUE 8B CEIEN S iEs - MSERE
TREI S RERNRREEEE SIUEEA (Trait) BAIZEE —EFRESEERMG (linkage) » TE
ELE BRI T IS ERIISENE (polymorphism) I2ESERHIEEEE 5 - IBISHEIYIE
MRENENEERRRRENRE - EELRNTH » 28— ERERHEYEBURRREE » &
MEAREAZL LM e - MSERPIREIREERES e » BRERS  BRRE
BN BEMENNRER RS RARTSRFE -

EMEIMNRE SR RETIRERESEATIS » (£ ReEBalR I ISR RS NER] ©
THISERZEE 1989 & Hutigton RRAVERBHLEC % 7 BB R —FIBLIER » LT
EFERIRYRIER - BNV ESEEEBTEHRYER - AMER BLE —EREHRIMHERR ——
WESIRZRE C FTfT 2 1% » (DB BTSRRI 2EN AR AT - R ARSI RIRY S35 Rl
T EWIEIRY AR A A REYRIESEHEENRESD - BRIAEIETEHE TIINE—F
RERm 03526 » BiEE TIRSESLE ST/ MEERE  EIMiSTRR - BEITESIRE
BIfSRESS - TR L - (HUE—ERRRIIYLIES D S5 - BRIHERERSERER
HYBAFELLTOERAES RIS » I ERIESBUNEERRAVZ EERA > LUESHRIFR S ERER
RYBFZEAIESRE ©

®

>

ONABNA DNAIBNA DA

NA DMBIDNA BER DNA UNA DNA LNA
DNA mw DNAMBNA DNA
(A DRPNA_ S DNA DNA BNA ONA DA BNA DNA-

I

o o BTSSR SR e LT : (B AR

ERHT  T3HEE - RUIEEESE
5 Ffie& X2 (population genet i
I > FFRVREEHE S BRI - Rt EHREERRIRUR EEUREHES - BELUABDE EE'J§ e g
BEDTE - FSEINER - BicadbimE8iis B - BREMEREEEE - AL 5
B EERN 2 E —FIHEEHERSRMEELEN—FIXNER - ERRoEEERFIEHEATIREE

e HESRRIRAEORE -



%/g’&[{] | B RIE- 2E BS TH20 FH T

ASES /AR L

AE’.\]%@}% BEEENMSFeiE PR ERFREHITIRAIZREE - BH DNA B MALEER
% B ERERMANER  SREBARUVE/EHE » BEPEEFHERS » 1555
EHERYIRICLE ~ THE CRYEHE - EM5 ERTR - AR —RREEVIMHETR » ST EBYER
AV EHEE - FEIEGIISEIG R - A REE EERIIEE - B0 « BN A—IREENEFT
HY - ATeRHIBERR @ E IR EREEFIFREEERERIRER © 21 UK » R AKEERE
EEBTR > BRARASERMGE S EERZE BRI - fiE—ERZEEATEHRERNS - BRI
EREERHTIEZ 2 » SR 2% 2 A0 - RSB EHRIEISBE 5L PCR RBEMAYD
SEZHEBUlT - BIEECS 1322 DNA 88 o1& (Denaturing High Performance Liquid
Chromatography, DHPLC) ; EVSBEXEINHIRMEPCRE (Long-range PCR) ZKE2EIAMS
EYENEENT 5 b 251 R EERERIEEEL (copy number) FZMEER @ bR 3 IREERIAZTTAT
= M BEIRERAR R EEC 2 BEERS - BRIt N - MintE ARLESE2ET (Preimplantation
Genetic Diagonsis, f&tE PGD) T es&fRZ &5, -

£ FFEANEERRE AR FEEE TN LIaghs  @FrtElERE
R E-RERERRBITEERR » ERlla K AEFHENRTEE » 1VE6% RHwREE » BN
ERPAAEAAIE NABRELRFREBIIREEIIE A - MPIEERVFEVEINAIE (hemoglobin) FRINAL
FEHHE (globin chain) RIEMELRERE » ERaBFITEIERRICE R » MEEbEFTEI
SR R EAREIID - SHRRER ENBREEEE BB aFFITE N - NIRKE
EHERFRE - Bl I ETEEAMAEEMES - EaBFTEBINERITE
B> MERbBFIEE MR HERRFRENRREEI - SHRXENTEN BIREEEEHES
Ba@FTE I - FTLBILIRE CBERERE » £ TRV —EER ° FIUAERZE50N—
TIEEBIREN  EEE—EEEE TR EEBZETIALIREEBRMAYEE - BiRD
FE2ETAVE Y - BIERIRMIAIR DHPLC RBEMCEM » ILIEMEFMERT /A BFHEIZ
@i - TEREMEARECSINE « IEEEREZESIT  ILIBMEESEEE FITEIEERY
AEE

50

BRI NERE SENRELABFHENS — S RNMIEEREBRR - BRRE
REE5 |35 RERT A B TEIREITANRIL - M ER A RS NREE] - UIER - &
AR FHEENF  SEERNEEE AR NE N2 HE - BREHICEERINEEST
HESEE - —RHIRRE AR SELYRET « ZFDURICERBEDNEERIE - 8% TR L
R EH S ISIRIRERZ ZHE - RIBRAEASREEN ST D H=E - FAREE
A, MEERENE (UMD MERIERBMIL T  SS=RUSHEA » DIEESIimAI RS EHE
TR - BEEABETURPEE  REENRMEERFE L - SREEErEEREL
SERESIVILUAREERVER - EerEEYIEaRENEN THEEE  ITRRIFAIEE - &
SEFEMFEERAY ST e RE 2 REITIRES

ISR RN SEE REERE IDEEXR - A0 BARMBEUSRTAS - FREETER
IRFAOIERARIERR - FTABARZERE » ME— KBS AEEEENER - EEBERZH
JTOEA] - ERIERBERFRE MBI TEEXIZA B UANKER REE - BEH
RICEZEEMFRBEEEO - MEBREUWEFEIE T8 —(USECEENERIEER SRS

SEEUREFEILEERROEEER - 28T - [HRPEIREEAERIE 84 - RIBRMIERIRTE
ROEFEEAIRINT - AcE DHPLC RYER - SIUREREEEMERG S F RS ERRERBES% (I
RSN ERSEFIE FRERRERT) Human mutation 25:460-467,2005) - 73 R KL RAYEE S
FOREKEER « REREREMERANSZE - R T —EIRE « [FEETRfeEER
il - ZRFFHELRRY BER - BRNEEREAIREEIEE » o XEEENNERESEHEE
R A B B RREZE T - FESIEIVERREA - EFEEEHRE - TUEIR
DTFT—REBENRE (BRREETIREREFREMEMAE) (B—) - BIS—1E0E » b
RIS AT RS E AR RSTIEE R FoRY



4 EI’_ =
e 4 =¥ = I 25 B Ef
4 R A o B8 B

B2 + SIERITHYER TTLURE e

, A1 PGD BEZMEIZAEE - EEAZEE - ERiRFiErD

RS EE— T SRR » ERURMDENS - SEENARERTLIERRER - M
EEEBMA -

B IERERBERINZIRESEER - IAIRERTIREIEBHEARZE RN - £
FARARR  BFIEREEIER L - ALUIRIES ~ 845

BE—ZRE it SR REEREHSRE



