TSMMitEI EEE —BREAZHE - 285Hh

H#A : 2008558 108 ( £H#A5%)

BERY © 13:30-17:30

HE - BRASEEKRIZB

IE - SEHEM (MEEABRRGESERY LS RRER)

SIEA  SEEEM (EARMEAETOERRBENIE)  TEBHR (ELEBXBEBEREY
RiBRIEE)

HaAE  FREEL (PRMFERERERREBEEPOBEE) « 8RB (BEiZAEBRBEBMRMES
BREFRERPEAEAM)  MXERLT (PRAZEREVESHBHATMEINATLE) - FLBEL (9
B ABRGEERSFEBREMAREIRAN)  BHAHR (ERCSERRBIEMET(E) (WLtk
REBIEFH)

MSHkER  BEER - SXF FXEEF
BAIEHE - TR BB AREIERERRRIE
MEEE - B ASRERRE (genome) AEEHE
ERARERR—BTE - ERABEEIR
REEERANZE  REECCARBERRNTE
Al - BEAZEEER  BERA HEE KL
T BERUERRAHEREENOEN - HFIF

HERMF - ERBANERZREENE 7ER
AHEAR—BRR 7 ZERE  tlXERER
EBER - Tl SREESROKLEF T AL

HE - N EHIREELNELRETAL WEHREERARLREMN2NE RS - (LB
FBELF « B - BENRMNTE - LS HRATIEE)

RARAIBFEENER - 8 I5mER_EERE
SRTBEETL SR AR - RIETERE BUERS - (A fE FREEL EHAME-—BERARASHER

BRENMEBETRNEEEN  LETEARE BRBRERMEMENTZE  RATEESR
gy RTEEIERRAFER B EMRL EREEEMAOMBEERRE (locus) REBEE
$#20 o JB(ZS KRYST SR YR RE S F R EBER R FE (chromosome ) EITHE A H (meiosis) BF -
e - BAR —iRRiES SIS HE S —{&RIBE (homologous ) ftafgssE &R
BE - 88 RERE—S05 S A SEYE (recombination) MIMERFRE » EULRAM
EREE S o EERE_FAEBER (allele) ATZAAIEZEE

E 2 (haplotype ) BE=McAEERT—K B
%18 PERfELEMMERA R ERE BHEMOERES - B

KREERE EMWHEERNEEERE > §F
EEMEEMVECERESERET K - RE
RRERBEEDNAREIEEZE @ AIERRER
HEDNARE SR —EERERNTR K2
ERARERBEEDNAERZIERRE - BIEAR

SEZERM  §ABTREBLIRAARNRAE > W
T LLESES AT (linkage analysis ) EABURER -
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AR EEDNAZ D & — R EIE R F AR
AR RBFK o Xt FI A B M4 EONAKESE R EL AR
e r) B EERBEREPHRERE LRI EER
MR AILETH AR EARRENMUE - BRl&
B RAGEESMEZ ARG EH T (genome-
» MA SR EEAREE
AIDNAZ B (polymorphism ) 1REC @ AN E
(microsatellite ) Bl —REHEEZ M (single
nucleotide polymorphism; SNP) * {EHLod score
STt EEENBECHEE  HHESEN
B BEREGEGERENWEH @ BIRsTHERE
R & AT BEE RV BREUE o

wide linkage analysis)

BERTTHIR | FAEEAIERA

FREELT BHAUSHESHEROMEREE

IZESEAE (avascular necrosis of the femoral head;
ANFH) BUERER &G o HFIF BHEEET
ERNETE Mt ERRENERRRER
EREAHETE ZBAYLod score * BIEERTIEZ
HEEAEEHEBAREREEFINEFER
B RREMEIE1 23R A1 3BERARFRT
FEAE o AREF AR EEAERZH
3o EBIEFE28IE (collagen, type Il, alpha 1;
COL2A1 ) BERAERFIINTRIER » WHtEPIHKH
Kixmmm B ERIZRE (mutation) FFI o I3
BRIIEE AFRMERENPEETEXEYHARE
FEER - BLULLRERIEAKIEHHIRE BRZ
[EiaE(E - EAEEEREE -

SEE R FREN=ZERE4RFIRIEL
(inherited form of osteonecrosis) JRAH » S51F
KIEMR B ERIRIEFMCOL2A T ERRIRETR
THREHMEREN R RERIFEFERA > &
COL2A1 2N Bt BRIKAIZREES ?

FIREELT | RWAMANE  ERMNTERE
(identify) RIEMERRERFAEULENMET
% BIRINERIM KRR AR BRERIES
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RE®EWSIS - (XEFERATIRE)

BB ENRERR (candidate gene) U E -
FHBENREHE=—EAREEEE—MHHN &£
Rt ERREZ B MEFEREMRESIEEFEE
FRAE L - WEAESEBERA BERNE - FHfith
TiE65EE M (spontaneous ) A% EERIRIEAY
RA B RIBERMFIRICOL2AT BRI E ©
BRAEERR - P EIARERIME E NS ERIEAI R
mER  BEEEEEREERNEMEKE  E
FEHEERNEMREER ? BEEELTBES
E o RtEREMAHEMEE  HABHEBE
T—RH o

BERTHUR C AR B ERIRFEAV MR AR - (R
HHERIECOL2AT  ARRIS X L 2B BT REIH
tRRERER?

FREEBLT HUIEEFENER - TEHKFIHE
ECOL2A1EE R BN ERZ - FEIERME
R HRAEIEA » COL2ATE R Z2RABIE R AR -
EER—M2RER - EREBEIF KGR - TETR
RINETMPEIMNEE (extracellular matrix) ° A]
BEEMBBRMMRERR -

S BB EEEM © ANRLUISEE (high density) AISNP
EITIRAE R - ST B RIRBRNER 7



FREMIHSETE "HEMERRFIERN
EMRPH, o (MEFRATIHR)

FREELT  BHMERY | EELEMEEET
g0 - IRBRAMNKIEEZE » & FI LRI FHE 0
FECZE (marker density) RI73T0 » SRR AR
FREMUESEER R/ WEER - BEE2HEEKR
HENERPMERO S ELIEEH - LEFIHE
=BAREHOKNRE  FHSZEEMNREESESE
F5Z B (short tandem repeat polymorphism;
STRP) E#FRES - RIMNEFMEAAZE » STRPH
SNPARBEZRER * STRPEHBEREHNE=E
A EETEL E - MSNPHAGFENZRERS
(KB 1koEIE—ESNP) - BEE—SNPTEHS
BEREREMEEL - Att—ESNPERECAYE
HEB AR EF (homozygous) RISERRS - i
BIRMEEZE - FTLISTRPEHIE 2R ® AT EH
ik AAENZEMHERSH -

SEE A  (RITETEHEIT - EEERFF
#RASE (non-coding region) P&k AVAEERAS ?

FREHT  BIRESWEERET - IHRIEER
ERXFEEBR 0 Hla0microRNAFIsmall RAN o R
EEBNRESRERAEE - mMEEMHEMSEL
TECOL2ATRIHmIEIE (coding region) ¥LE|ZREE -
HAE - EEBWERT » KEEERZE KR
ERAEREXREMERNEE - BRiEAS
MEETER1%E (high throughput sequencer ) Bt -
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FAPIAT LUS A H AR B R - BESA R A8
WAE - BT ERAENREE - OFEIHREE
L -

SR EERM  EEBRTRERLIRAARNRA
WA LIAERAIERRZE (association study ) BN H R
MEFE (disease susceptibility gene) ©

TREELT  EREMMERE—EERHEER
K FRIZEY (phenotype ) [AIRFEEEAIMTETHGA - B
BEDER X FERFEEHEERANA » tLE—HK
R R BDEREFREHBERAN ASRERERR
= (E2REVE ) B9RFR - Bl AR EHBEAR AR
DZ EEBEEREM - FREEFNERMENRZEET
ZiE - HhBERRSRIEERERNERE (1)
BEERRRER - HEEFEAFEERE (carrier) #
EHRODEBSRME - (2) EHETFEH (linkage
disequilibrium; LD )  mRfEE X EE L A9 P0{EZ R
HEEREENNEESERE ZIEXRE R
PEtEAERA M BT & BIE¥HBER B AEHEHT T
1 o STEIEHR © RAFERAE R 2 BIZENTE
MREEEZER S FREARSRMEER ZEHILDK 3
R ZRAIMEREME o LM R ERERRIIZ AR{E
BEERRODMERBREEHOA  BEELEHEX
R A LLET— B Rl SR 7 Zamia A -
LEBR T R R R ER S - It BN L EE
THAEMEE (RFELEE) BEEFEDERE LM
BER - BF FEHFrRER—EAREERERMK
B MEEFEMERMREE AR - S EATELHN
KRR ARMBEREENRL B FES
LD o fRAN"{E " MEARY . AFBEERE Mt
BAY ~ &2 R0E LM —ERR S RIEHBER
FEFREFFZ MR (generation) FFFZ BN HAY
B2 ZROSEREMEEBEEEMMMMEE
RITRSE AL e R EAEBIEE /) Rt RBERR
135 B 1R R 7 R ME R (R R 55 A 1 B (R A [
AIEEERSH E - FIt “ERAE FWHBERTE
FELD > BHIFEREARMOEARE (MLEAESHH
RN F) ENHBEERTREREEHAVE
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RER > AIUHERREFES TEOMEEE
It B EREERZ RMEEENE -

BPTCHIR ¢ HERHR -

FTREFL  BPUSHEFTEEERR
( Steven Johnson syndrome ) Z 5 RUIMEE X EE A
5 - FREALNAIFI AR A ~ $RRHE B R RFRVEHBE
K ESRR SIS E YT AV B E R B 15
MREERCERERESBERE - EEA%
EREEREEBAKEET @ IR EeREEE
p21.3 LB %R % fe FEZ Y MERARY A 2E £ R A0 48
ABMEESEE (major histocompatibility complex;
MHC ) ZHLA-B*1502 %1% 2 K 2/ Fa R B fa i AR
ZE—PRRZNKIR ( carbamazepine; CBZ ) Fi5| 3RV
HoEAERAF 2 E R IEE MEIRIMERIE

R - BIRBREH SR ERBEAHLA-B*150209F8
RER A - ABRE - TEAE FIRACBZZAT » BESLE
TTEERA (genetic testing) * IRBEHLAZ R
BB*1 5028 A BRI E ?

TREELT BRBEEHNRLITE  RE%E
EYRAE L BEHRPESHA  EEHHLABL
B*1502  BRFARZEEM) I BE S 51 EE 50 % 55 08 4 fEIR
BoEANTEREEBNEESRA  EiiGHHLAS
B*¥1502095R A1 - Bt PIERREY) - EEEE
R LEBRE R F SR E RPN ER - RS H
AIEERRITLLERIGAVE A - Bt ERCBZA &5
HREFREERFOANER  WBE3%RHHLAB
B*1502 » HLE 22 EAB| B HFE S A IR
BERBM ? EFEE—SHMAE -

MXEEL KRN EHERRER 8%
IREN D FRERR - SERBAIEREERE

SR B - RABEAEMMARENOAE - it
b FRIEERIZEN R REEEBAAR -
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LR TTHIR - ALEMAR ERIGIHERER
B fE T RSDKREETREMNM  BRERA
SEEAR EWTEESEEARE - ALt
BENERMEREIIMILEZ TIZBERS - BA
NENEFES  AJREARSTEHERN -

MXEEL * FTLGETTHERAMME (association
study) HEEEHES @ IFINENRIES -
BLDE N —EIERE -

SEEE | EEFECRELIOARHRA &
K= R R LORAVRRRME -

ERAEL  #HAEAFIE30,000BER - MEXE
IRAYAIFIBE10,000f8E R - ELEREFZEHE
LEIRER - BE - HMEEREBE - FRENR
BHEARED  FHETENREEHNIRIERZERD
#E > TRNMEERSH AR NFIAIR
2 o RIBMFTRER - IREELUES TAr5I £/
ERRREEMFE  FTEEFRLEMHEENER
IheE - At - HEMERKXBEX LR AT
ERMAERAEAER  HPtaLERFSR
BEMRELNERE EETEEMNERKRER
EEERTHERNEAR  FLE—NSZEE
ReERERBEE AN AZES EARRERN

ZaC (marker) " ERFFSHERENERES

HRmMTaEmESEE T RRERRRRKR
HRBHE, - (REFRATIRE)



FIERRE - AR ERMNERRER T EH
A EEEEEEREI - EBepigenetics &
microRNATRE &M ERNEERI © Epigenetics
EETHEDNARSIT - FIFH— L L BMEEH 2R
HERKNFRE > BRioEMERER A NER LR
TERVERAFRIR o fEepigeneticsHRZ AR B I
EEEFREAL (methylation)  BEILAIERR
REHREMEREERA  LHEEELEEPE
A BEFEKXBEBE - JLERMES &3
HETARERMBRELER - Z—FHHE  #iE
A BImicroRNATI B B4 AAS B R 4S5 E B AR
R AL EEmicroRNAREERE - fiREIE
BUZEIRTEE - IRIBRITVMEIRE - T ihehhE
HNABGEBEFIFRNEE  EEAENEER
IREmicroRNABERR o #RERIE T - A REBFE
HEERFHREREENERE  LEEBEREN
bt - AN ERET » E—ERWEEHEHEDR
RA—EMERE - Bttt - BEAR - IIEER
FmicroRNAZE ZEHNWER B BRIRARESN
B o At TRERERRTEEEZERBENE
K& - EiRAS BHR S EREMNERMEZ
TEENGERE - FEL  EAREERENOLLER]
FERESTRER @ flalR—EEERNTRERR
ZHE o RS EEEHM - ALEE—SMEN
A BEREEERNERREEREE—HIF
S
BRITEE - BENSHERNFEE 2 HE?
EHCHA1E L - DNATYRESI (microarray) & —1{E&
ARARAMERRBENESHNERTE » 25263
iR S ER R B F1] B DN AT Beb 511 4 il 58 35 S L B fiE
s AEMERN AR S T8 EERFLERRFA
DNATKBEFIEERT (hybridization) RAISEIREFZEE
EABERERENEEREGEENRE - 4
SKRIGEBEERASIREMERIHITNERERZ
— MR AFTENERERBE  AMABER
EERENFEXREBHAINE SR - FitsE
BEUEEREMREEREABEGERRERDN
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ERRE  BURABREXBEERERRIER
BRINBRENA AR - SERKRBFAVE RFETL
MENEEERLHERMEMEEZER » THRE
ERENERD FRBENEESRENRHZ
KIataath - LABEBEAD ERTEREE
RIBWEREF - BHEIERRIER - KIBE
ISR HRERANE2E o Rt ERZERRIBAGT
HEER  BEHRK LEEERENERD T2
&i5

MXEEL  EFEREESBESHEY &R
ZHREOMEERED  TEERTEE?

=HiOBEL BRI EFEREPHEAIRNA
BN LHEEMNZBEERNEREE (normal
BT R TE  ESRNABIR A
DNA (complementary DNA; cDNA ) B » [ BE(E

flora)

FARERESEE Y (random hexomer)  WAZE{FH
EESWEERE (oligo(dt)) » RARZEY

(procaryote ) R BB EENIREEERIFS - A0t
—3R » BRI HEBR AERD 2R B R EMBI T8 - %
EEEEMA (extend) RLSTENER » BEEE
t#$E fE (polymerase chain reaction; PCR) AYE
—1% (specificity) IFREE - FIHELFERNA]
BEBRTFE -

WXEMET (f) RILAE - (XEFRATIR
")
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MXEEL : EFEBEAPAKEEXIELRS
(Ribonuclease; RNase ) FEZtIES ©

=ieBiEL T BRMEE—EENEER
(buffer) - AIHN&HIRNase ° %4EE & B RIS HE
RERTIRH B FIERES o

LI TTHIR - BREFRTEIABSIE (colon cancer)
WHERZ  THEEREEBERERETERRK
+2?

BSHER © Han& R BEAEERKL - 20158%
AR LR SRR AMERIER - BEREM A
LIFERY - FEtR B EERE inadmalE -

£15

FRBHR | KFELEBABNETRICEMARR
AR - AARE B BURE R RE R -

TER_EEET - [EEERBHENES  BEAR
BENERS  BEERREAFIINER -
FREMAR R EE B TREERENE - T A
MMERREETED > ERZEMERNTEZREDNA
R E R FEE R AN E SN E S ZAE
EEEN MEAEAFPEENENRERS
£80.01 o MFARFEE "ZRE | Bl RIEEEURB (&
BERIDNAKEEEL - GEME » MEEHE—
EXDNAF TR E B EEm RITBAHE (=
#) REERBEEMRRENNE (ERZH
%) - BIE—BHIREINEZEEZ AN (single
nucleotide polymorphism) ' #BE &SNP (&%
B (snip) ) » BRE "DNARTIFRIE—fBE
¥} (base pair) %, B EDNAFFIHRA
T~ C~ GRYHE - BNERFKEAYEEEE AL H 28 /i B
B ZENZERTEME - BEL > TERISHMB
SNPsH » FR{GLEAIHZ « RERENE —E
¥4 2 2 LIBARMENE (thymine; T) EXKAEMENE
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Y
1a
1 3
|
i
# \ |

it

FERBESIE o (HEFRATIHR)

(cytosine; C) * FMEEMBEHII=D2= - B
AIRIBRE IR T ARBLI400F ESNPs » Fi5TM
= ' B1kbRAIDNAA » BB —ESNPIFTE & HH
EEEEAMDNARSIA - BiRIkbEMRE » 7
EoEEt—@ "E—mENEE, o HASNP
REEIRERIFE 25 BSEADNALATEEAER
SNPESA A » RIRSILESNP X AT LIEEMA T —K » &
SNPE#HE 1F—TEERIZER (genetic marker) LI
HEITHR - #EAERIHIREIREHENPHEEE
EREREHSUMERTGERIARMNNE
BZHMSNPRIELJEEEEREAERENN
# > FTLISNPRIBEE L E AJEHRRAVR 14 -
FEARNEZHEHNTES B EFLERR » 5iE
B EAREYI R EEBRER

BETTHUR - FRIEERBIRRER

TR EERD - BOIRER 0 BB HER (acquired
immunodeficiency syndrome; AIDS) A9 AJESRIEZER
f3imE (human immunodeficiency virus; HIV ) 1%
REARMGRE MBS  SEMEHBEREE
HCCR2HICCR5 ° EHIVIREZIE (positive) AIRK
FERREMEMEECCR2ER £ HIFSNPRF -
LB ESLEHMREER2-4FHR - I 49
9%RI B8 NB —TEHFERICCRE K (deletion)
#BR HCCROARB—ER32EAXEHBREENFTI



X% - MEBICCRIEERAERE - FEHIVIRES
LR - BAEEERE » WIFFTEAISNPES
BHEAERE - WERRBENEMEEREEALE
AISNP » RAGPUE B ESNPAR/N—EE45 - BlfE
EE TSNP B —FEREBEFEME (amino
acid) HmASCHAE AKX FIZE (expression) LN
> WEHEQEMLBEIENT  MEm R
SRR E o

TRERE  BTEMHRELARRY N
EHR R R IR -

FICER - AREENERREERENELST
BISEHRE - RAe (1) EREMEEEH - =&
BERERFS LREACHE > MABEEHREY
RERTENRET - (2) EEEERAEEMNES
- H{R—EERENFIIE - ZEEREE
FRER E ERRI N E R EYMERNTE - &
BEEHERVELE  HERATEERRFE
gL - Fitt - FERBRBNERSF - ZREHE
—EEER (harmful ) ERFIIHE » mMER
ZAMZEER) (harmless) FHIHE - BEEH
ARERERSMERERE 2/ WALE
ERLITEE : (1) LONARIIMER TR A
PCRIESATIERL  (2) DNARYSHTLEESEEE
t) 2RI E — AR E B E M AR (LA NG ERE AR

FRCBIMEESEEE "mERBORER SR
iy o (REFRATIHEE)
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BERMERRE o (3) EELEHRAORRT
EEBHEARINEEST (expression analysis) °
THEEBERMNEESRAILEEMS EIE
2o EL E=FATIRZT - HiFSE— PRI LUKER
LITFHAEREASDNANE R ZBMRSEIMER
M EHRARE © (1) RBEENEERE
5 o BHENELRTZED (frameshift) BEEEHNESE
#2IEZHEF (stop codon) RYEL - RAERER
BEEAEMWREE  TUZERERERFEMNR
#o (2) RBEEREEZGREEHREERTE -
MRBIZEREREE SRR MEBEEFD
LERESEEETERR  BELEBEREEA]
HREEEURMZEE - (3) RBESEMWNENE
EREES BEHANEESENENELEE
MEERE > BELEROEESEERN
R o (4) RBEREEAENBEREES -
ERZEMERNTEZAEABNBEREERN
0.01 » IS FEEDNAE R I E REHL0.016F »
MEBRRERNER  MEVEEEERMR
# o HERRMEL  EHMBER—EFNERE
EeF - FABAISOEA (Bl1oogLEEE) 2D
WEHFLEERER - (5) RBEERMNINEREH
SR - ZNRZDNABE RS E ] LIRSS
NEBERARERAINEERT - FLEATERIZRE > MiE
W= &% B RRREr —EEH

BT IR T IR R E R AR BB & HaIHB
FEEM - ALANERBERETRGEELR
A MERKRRHAS BT REHBIERR
& > LR A s E LA Al ERME T &8 - (AR
H e BRI A BRREE LB 7

IR HERAE—ERE—&®K (one
gene-one disease ) RYERZAA/AFTHE @ 2NEATEET
BT EIRENREE > RARSERILIFE—
AR FEREERA - ERME—HERLEETE
HERRZEER W ENNER ELEERE
B o Gz 2 LR iE (Niemann-Pick disease)
(—ERERHERNEEER) CBNRENE
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95%5ENPC1 (Niemann-Pick disease type C1) %
R 7SR » TINPC2ZRE(H5%  FILE—R
BEINPCT BT RIZRE RS » TRERZRETER
SULrfE - WEFHZREEETENPC2 - thEAJEES
HEARET (intron) ° FILERRARER  FE

ARSI -

BERTTHIR - RILR A B R B E TR A
BRZ% - AR BN ERRAIRER 7

ZFERCEEET ¢ FTLI B FIE SLIRA AR REE L
2 BftPIRERR B EITRA -

FRBHR BT RFEGR B RAARMRA
AN AL BOERBE S HI B 2R 8 - Z5 L BEEM ST R AR
ERSERTR L LA -

DETHIR  EIEE L ERERALURTE—E
BNEEBRER  EEZERENFNSEESRD
FENZEARE - MoEREREEENEEE o AR
AZHIEBWNEREEER > FtEHER
X BELHEENN - A > HERNEE
AR REFEE YT R EEEENIRIE - B
Flaveh SRRt —ERAF P& - MEVKER
BRI > tEEBZEE (fixation) o BELEMEE
EAZRTRWIRE - MR EEIREE o
MR FERMEEE  BREEREHEM
MEBHLLTEEBRZ A% (interbreed) - FBE
HAMIEM B ATREHIR T o Zan» KFEEMRIRAE
% EEEEENERBELRMERR  miE
IENNBERMEAVE(L R EH NG - HAEHENE
AERAEBEETENEERE  METRNET
EE - it - MEMEEEHENERELNT
Rz @ KEREEFNMELIRE  HETE
T EHSIER 0 FTRIE T RAIZRE o DIAFEEREIE
32 (chimpanzee ) {ELLES » L FEEFRE EH99%
LLERIRRILE - EXEN %HIERGFE35%10%ER%
FEEIE R (nucleotide substitution) » 5x10%E{k
LEHEA (insertion)  LIKREFZEIBRIEME -
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EEABREEEE TREAREERE, -
(HEFRATIEE)

AHEBEENEZERBATMEEERNIEE

(gene structure ) FFAET (gene regulation) - T
TEERE/REL - At - ABEEEIEIEF25%
HZEER FNTRHIBECoGERE F » ME
HEAB29%5 2R TRNERE » K3
AE—mEEBNEEMNCS -

EREHR  ELEEEENEERETHEEEHR
2288 ( pathogenic mutation) ?

R AN E—EA=EESEES M
tE—E RIS BB TR LB » B
FUMERNZEZE - A BEIEMBFI
F{EEMS M RARL » Rt B BBV R A& AL AY 22
HETERM - EREEBEBRNTE > Brl8
FEREFREENEANEIRIER o (LBYSM
THEOME AR EHIRKR  HEREEHAW
ZCRIFE - At EHREEEHEEERZIE
BIAEIRIEN o AT EINEEREMAEERE
RHEAB RS BEEEE LR KK
EBRMTHMNZEYRET - o EEEEMEL
2 HEEMABIEE (side-groups) AJFIEfthAY
ENFiE@mBS S ENLBRE - IRELE
ERLE SRR —HIRNENGE ey
ETOEHHE N FHUEE o SLRABURIER



FREHR T MM E - RERVERRM ?

CHAHE  REABNNEEENEEERE
MERYZEEE (spontaneous mutation) ° EfSAE
(eukaryotic) BB B SFMHERIZRER » I8 E
WENRE  BREEEEAEAEE - sMEm
s H—EEEHEEERKHRERKNE
10°-10"° o #§H4—1E1,000 bp K/NERME -
BEHRKMNRERANEI0 MAMANE
FfERR 0 BEHAHRERANEIX107 -
ANEEEE  HF25%AER (24%BRAEF
(intron) 1% A&IMEF (exon) ) @ BRKZH
ANBEEFENREAEZRE (point mutation) ©
BFHMRIHK S - 58%AtEFE (missense) FRE Y
WETRE (nonsense) * 16% A/ I\AIRKRE -
10%A&808 (splicing) RE » 6% A/\BIEA
(insertion) 2% » 5% A KKELRE » 2%BAH
ERREEMA > M2 %ARBEIERRE - BizeE
F/NEYIEA R KRR E B@BARRER - KT
AR BRI R S EEAELIAVEER o SFEREK
WhlE (BNBSMREHEN10E11001F) Atk
73 > BIFEAZLES (hotspot) o

FREHR  IEERA-T  GELLERMER
B TZREE MMM T3R8, - LIRRIA FE
EMEREIRY "SNP, - b ZERIRIR ©

LHITHIR RBENZEHBHICHEERS
BEFER (wild-type) MZREL (mutant)
&' BRREL - (A RBEHMAME  H
BERTLZZER (multiple alleles) * 7R
HR—BEEHEZEEE (variant) - MB—&
HE—TBRRY E—EERNELEZENY
BERF  HZMBZ2AEERMZEME (genetic
polymorphism) o HFEBEEA—EHBERE
WIREIEFAEBY o Hlan A ERY B A R R 2 ANt o
BPTRERMBEMNBFER AR HBE - IR
HEERM BV ERE ZRIMR o Ak EigHtER - 2
HEE (FTE2HBEER ZRE FIEE .
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BNEELEENEEEERE) T EEPEEHR
EMEL LS > B2 2B - BRTEBHERE
2 BERE—RFIERET—IREPHRAERAR
1%0% > & B HREMIFREMZF 78R
(TEEHHBEMER) » HMWRAEETEZ BN
B9 (polymorphic) ° $HBEREZ BRI E—EE
ZAE > FHIFEASNP - AEEREEH » Fi519
1,330fEREE BN —ESNP ( E L AILIER » BEA
HWEBEW) o A EXRMBRREREFENS
EERE > BT FECHEREEESLE
BIEIE o Ll BUBRZCHET TRIHZE
% MBLAEEEN  EMRERELELR
REMNEFEMS - BHEmEER > MEEER
AREEZ— -

FRBUE | WERBRD - MR OB
ARER(4ZER -

BHRTHE  LAENERAZEEER AN
21%#9 (~8,00018 ) X2 E %M R
FrEEER - ELEERMWINEEXZ BHFEGAT
WARRY » BN ~ BE ~ B8k (transcription)
FEEZE (translation) © kb » KEI32%AVEER
EMBEEMMEFERN  ELEERZEME
AT B RUASE A4S RIAYBERS (organelle)
MAARRE S - B KiN24%mE R B Z RS
YMFREAER/RN  ENEABNLERE -  &%E 0
22%RY (~8,0001E ) EEZEHENMA HBR -
EEXZMERREERGERR - Bt > £8
{EEEEBAE XENEYMRE Witz BE
HEMER - tLEBEZERAEIE (ortholog) ° &
RER—MES > BROERTHREMUMNEIAR
(duplicate) ' ETMEEMEE > M@ AR
Bl (paralog) ° EHMIEMBLAVEREREITHE
By - BRI TRIHR R EEAERMIERLL
EHA o

BRI FROIMBAERRIEMIEF LI

C

B it
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BRITHR  BUARXBEAAZTNWIKER
(globin) & [X A 5I2 5% AR & [ [F) )5 2 L&
c REARRENEMREFEERAENNE
MFIZEH (leghemoglobin) ° EE4{EIMNETF -
FEAEFRIEIINEFRE (fusion) METEH
E3ENMEFIKERERA - tEARREATRRN
J\BEE (lamprey) XE5Ef€ (hagfish) o tEER
ESEFRIBAEEE (duplication) M4k
(divergence ) MHZAMEIEE — AR EFZ LA
C R e BRI ER o EEMEEMNER
WEARAMEEREE - BREEZE - &M
BEERZIFETRWLEE It BIERKE
(cluster) - AR SERMBIAIESRZAE °
WHE2EFH - MRPERREEBITEHRe
(proto-¢ ) EEFEP (proto-p) A& o tEMER
BRIZEER (opossum) JE{LM AeFMPER B
EEREMILENRL - FReERBEEEFRLT
ey n=BARLER  mEPEREAIE4LIT
B FRICTE HOM PR ERZ AR o tbsh - KikREE
(mitochondria) XM E—{ERIFAIGIF - fRY
DEEEYUNGEE a8 (Giardia intestinalis )
ME2EEE ( Trichomonas vaginalis ) 4b » Bi&4%
MRIRIARREESBONA » EfTSHERETREEY
B EAERARIFEER o

FRBEHR  BRAEVENLERARBRERERMD
DTTIE?

TR ITTHIR © Ruiz-Pesiri& ATE2004 F1R HHRES
fRE (Conserved Index; Cl) EFEETH 3 KET
EiEzBERREERRE{LERE o FrsaCIBl
ANEWZEBIEE (amino acid residue ) FEAE
MENERREARHENESE EHIRAVEA
o SFRAGRIZME LNEEBRARWEE
BETANE  FiEEbaEhasaEE -
Rt - SEREEBIEMERI M - (1) ZUE
FHEEBTEXEEMNSEIEINEE - s E it
REERRE  BTgEAARNTE: (2) TH
WiEEEREL ERBIS TR FEBEEHEZ
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28 (£ FREWT - BB LT - Z8C
BT - WX BET - BBBE) AT -
(HEFRATIHEE)

BB R AR EE - Bt EEEENYE
HAEBRIBAARL - BTSRRI LNE
BEK - MEEHTENNRERER - FLt
BERNFEMREENAESHCIE S METE
EHNREMEEMBEEMNCHE - BRIF - TR/
Mg AL B L RARABIRAREREER LR
BETHRE - @it > JEENYEDETE
ftLREZE @ BIZESHE -

R EEL  MESFZR > SEYRERER—
IEDNARTIERER - B2 AFELIIMIEMEEE
SNP-» IR/EfERIBE TG ?

B THIR - HthEM B HESNP - BEEIRIER
B2 H BN BUIEER P FREERE - KA
HEARIRER  AUKRMRFRES  IFFE
E[XERIDNAR S ZEF EBUR) -

FRBHR  EHIFRE - BERENYERE
BIL EBZE - BI5EE - BRAIMARENR
B0y - ERZIEMSEZT L ?

BERTTHIK * Ruiz-Pesiri ABKE 7 3901 TEET
HCl BiF12BERME - 22 @B E 3L - 418
HitE MM 1 EIEEHEY - BAMmERR



R TERFHE AN RE  ESTHEERDN
1B ? B TIREL—FE > 5220075 » FFIAVHT
REFREENEREEHILLE - EiF15EE
R 11 5EEMIEZLAR © kRuiz-Pesiri ARYTS
FETEHRE  WAMILEREBRE (mammalian
conserved index; MCI) o $%% » F{FILEELCIFIMCI ©
BELI22fEMEBIEBURTE (pathogenic) ZKIfR
BBERZRE » STEHCIRMCIEIFEIS{E (mean)
F195%1=FBE M (confidence limits) ° &22{&
FIAR B8 B RI 524 ERuiz-Pesiri S A1£2004 FEHk 55
HBIELRY © Ruiz-Pesiri AGTERICI ZF15{EH
EAEE (standard deviation) £&93.4%+15.7%
I5%IEFEIE M A5.7% ; HFIATETERIMCIZF
H{EMIZEAEZE 595.8+£15.3% » I5%EEBEM A
6.4% o BPIHSBREAZBRBE KRN FEIHEE  RA
BEtESERBNEEARE  URAHREAI
R REBUNR T EREISKEEEME
RAeR{EEEERENEER  HREAIFH
RMERY (nonpathogenic ) ° NMHMEZEE
B AE&EARMERIZRE (mutation of undetermined
significance) ° fKILIZZ#E » BETERN 2EE#H A
BREHAE (cybrid cell) BB ABURMEAINAREE
AR RE  LEECIFIMC A & B ER TR £ 1E
[E o 1 2@Z0R1ERE S - CIR]FEAIH 8@ AZR
MERYZREE - MMCIR] TR ofE & BUR 1 RYZEE -
BEAMCIREfE— 2 - At » KB BEMILEE
ERRES T © ATl - e AWILERBHREER
{EEtE -

ISR | (S RAVEEAE I AT LIBERAZ - &
Fig A EZEERES ARKBE » ARETRD
AR - B BRAESBMEREDMRTE
FEEZLE - BFITLENRRERE  ETEEX
BEEGTE 7 FRBB AR OB EGTR -
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