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BE—¥RABEEREEEUEE (alternative splicing) FIIRR o EEMHERE ABERBEIEMNERHER
—EHEESFHEE MELABERTHARENEREERELSTAIEER (transcript) EYRER &
LEABEREEMEEEEEMNZFTHNESRES - AbERMERERBERRBEIEEREEEE
RO - P EREEMRELEFERZEM (single nucleotide polymorphism; SNP) ¥ » ¥R —fE4FARHIE
HESEB (amino acid) & - HMME —[EMS FIEMKZBRNEEEAEMUEA PR » BIRE
MR ERE AT 2EZIIDNAFFISEIGR » M BN —TEESERNA (messenger RNA; mRNA) EZE
RAY e EREZEBIEFTERR » FMa2BHENEIHE (wobble splicing) ° HPIFRAFLEERNAS
F (intron) 5t » 7EIBAEIBEAIE (splicing site) (FMEEF (exon) [REFIRXHRE ) EHIRAGNAG
HGTNGTRIEEFFIMF - TiEpiRE i E A A EAAGE BB GTEI IR RIZE, - FItiER=EHER
(nucleotide ) FHIRIEE @ EMEBN—ESEER S FHIE - RMEREEFAMTAEERRS - F1R
EEMAIER - AGNAGEKGTNGTHIR 5Bl LLEHSNPRI R EMi& A E Rk EN BT HEmRNA S 7 - HMIEFER
WERE (miniGene) KA FRIEEE » PMAEREFFHI A EREIEIXEIRAAERE - KREXRENFS
o BMEE - EEERMEUBEMENEKFRRE FERHMEXERATEENTE  Hh@Esn
%2 (branch point) ~ BEIEERER (pyrimidine track) RAGNAG=KE - [Fitt » LEHZEFHESNP - HIEH
EnE s  WEREREEEMNM/IVEE - BRic B XBHRE - —LERAIAE T ef e E ke
XEIRRISNPE KL ZERIRRN - BEERARET o (488 2008;1(3):249-257)

At | EIEMBIEE (alternative splicing) ~ BREEESZ A (single nucleotide polymorphism; SNP) ~ Bk
B)CEI3E (wobble splicing) ~ EEBIIZEL(UE (tandem splicing site)

ﬂﬁ;jﬁ?%*%%u (splicing mechanism) ﬁ_igggg (translate) &%EE ° _Eﬁyé%
{EDNABEEE (transcript) FXmRNARYSCEH)—pre-
MEF (intron) BIMEF (exon) THEF mRNARS - BRFEBRETRIMAT - LAH

EHRER > EhNSFIUAEE  JMETEE BE AR E FBERE - TR AR A
IR {EERNA (messenger RNA; mRNA) Z# B mRNA" o FEEFHAZEY) (eukaryote) R+ BIHE

BEEE - MY EfEL
EEE 1 886-2-26523967
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BEBERIRXNTH (cis-element) KRR TTH
(trans-element) HEETHRIE - TR EF5'iH
(5' terminal ) BFBTIEELE (splicing site) &

GT » 3'UHABAG  EFAIRMIAE FRIEEERE
THXEBEF (branch point sequence ) LI Kz %0
NEENHF (polypyrimidine tract; PPT) ° CartegniZs

AT 1683 EEREMERANAZ FEREIINETF

RRBAZEE (nucleotide) FFIZEIR - HIBXIT

HEMHEESHAELE MmELEEHEEFTRNER
FIIEBEEERMREM (conservation) (E—)

34

AR FIEGEMATE (BZ) ' M
B BIIREEERNAKE BB ETZEEL RE
(transesterification) o EHFE—P LB E LN
B unn iR M EGT  BAUES IRAYIMNEE T LL
EEEEBEHEY - 5B - #HEMA5
HIMNBEFEINE I IRAIAG © B3 IRAVIMNEE T 3h
& LEMAEFESR (lariat intron) EHM
SER R E B ERER - ERES IS e
(spliceosome) ARSERY © BIERE R A/ NAF
B #%EERE R (small nuclear RNAs) —U1 »
U2 ~ U4/UBERUS @ LUK #EE 1 50EEREHFRMEE
mak - M EE BV ABIEX TH KRR
A HHFRIZE - U1 T EEWHS IHGTIILE
U29#ER 7 2 B BRIEREWR5IU4/UB LR US B ELfth
By ERE ) F Mpre-mRNAKE S * S HUSHEMESH
BAT FhIBEERE A Bl @R’ o

EEMEE (alternative
splicing)

SEEMREBHRIEE (coding region) BH
B ZIMNET IR HREEMEEES TR
BT FE—EERELZEERNEE (isoforms)
FImRNA > REBEEZEHIEEENZEDDF
E B I RIRHIE I T SEEMERBEAER
HE® o EEFMEEN BT AN B AT TR
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i~ AE ST AR B - FRENEQEY
RESERTE A EE T HIBEINEE - B 0 Bl
B2 EIMEERIBRIRIES - mRNARYEI IR ATRERZ
FRE > MRFEHLLEERE ZAERRERS
AR RINGE - MEZTRE - BEEEHFRIE
T o

BRI S M ZEERRLAEMER EL R
BEF2 (metastasis) * #EMRNARI A ZHIRY
BAMR'" - BERMREREFNIHESEUMIN
(B » 5 EENEERIIMRNAGE 1 - BAMELEX
ZERDEESEHHREENEDDF - RAM
MERBET”  THENEFHRESAREEL
B e S AV ERRIRE - EL AR E
ZEBZEIE (single nucleotide polymorphism:
SNP) FTELME R - WHEMMEMERLS
BRSO WTE  EOETRE - TRREEE
AImRNATZEHIRREREREE B T RREENEEER -
EMPTEITEERRTRARNBREN - E2 B
EHEYRIRZMENEIER BT EAER -

TEERMET » $9540-60%MEREFHER
BEMERRNEHTRAINEMENERE M
BROEEMIRNUREALE (B=) -

ARE = (1) IMBEFBKIEE/E S (exon skipping/
inclusion) 5 (2) JMEFMEEHE (mutually

exclusive exons) K (3) AEFHFRE (intron
s (4) FERBMERSUREL (5) 3'UREY
M E (alternative 5/3 splice sites) SE&TE
XAEREMRE > MEPRE RAEEEM/NS
N3 IHBIEAI B’ © ZavolanF N I EMEER
(bioinformatics ) AN RIR - 75 T EEM
BY5'ImEN 3 MBI IR E | B EE RS
BRZBESRBVEZEBOER"" MELE
ERLNEEEREMEERINEE - MHIERTHE
Fl— "RNA, M—RBXERRIR  RZEFHHN
5'mey 3 In B I B R E E RELFEATEMLE
s - FEts5 iR R3mIFE R B A/ NFERE
EAVEEMEE

retention )
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GGURAGU CURAY F——{)n—INCAGG
JMEF1 GU Y)n AG 4MEEF2
5 EERUE PRENE IEIIREUE
| AET |

HA T C NG

BE— > AEF (intron) BAMET (exon) RFAIBMERGRERE (conserved) MIZHESE (nucleotide) &

5 o

CartegniZ AMT1683EEZEY) (eukaryote ) RN E FEIIMEF R ABKEERF SR  HIEXTHE (ois-
element) BHESHMLUE @ E5'URBIIZE{UE (5' terminal splicing site) B&GT * 3'UkAAG @ %28 (branch
point) A » T X RAEA3 IHAYAGZ BRI Z ZWELEEN (polypyrimidine tract; PPT) o BHEE _E T RIEAEAIRIER
BHEARTRNKEE  ERERRTREENSHEREMERHA - (MEHRATIHE)

HEENTUEIHR (wobble splicing)

BERFRZOEREMNAEYEMNSK
RITFEER R MABEREE I SNPAS
BIMER— RGN EREREM (amino acid)
BE - AGRRAMEMTEEER - LBEERER
F7ERNA EZE RAY/\EEE R TSR » 3
PG LLARRY E R MR e 2 A Dk B B
It B 5 B3 AR BEEI R B —IRR - E—F 5
R BEERNS MUK RN EEVE
EHIIAGNAGEGTNGTRES » F B W & &R 5 1%
BREHIRERATEAGH BN ECTHES (B
) - mEAXMIHENRBXEERAER
BEZMNEFERFSHERER  tk—REE
Fpre-mRNAH IR T E AR AZRE » Mt iE
ERBERRE=EZEHENEE  MEEEE=
8% & B AJpre-mRNATR] LIZEERNARI R BGE TR

( nonsense-mediated decay ) 720 I FE ANMDHEE
Hl - WHEZEAEAE  MELNEAFKHS
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MARRIEEER — S MESERINER - EEM
DHRNARSEIE XN BB EEERRE
EHERIEZET (stop codon) IREHIRAVIER -
LE¥EAR E 2T i B H IR R AZBE & #NMDHE
Bk o M—iBEI XU EEREREINT AR S
HEEE (glutamate) ~ FHEEEAZ (glutamine)
FEEE (lysine) AR (alanine) ~ HA
B (glycine) ~ #Mi=E (valine) - AR
(arginine) ~ F¥MEEE (cysteine) ~ BREBE
(threonine ) LIRFHEES (serine) *%° o

HtEN BB MEREZ K

T FEENMEERKE N ERMBEX S
BEISMERE™ RSB EEZNEER
EREYEY  EERIEMERBEEYHHE
TELE—HEH » EkEN B IR SR TE 5 IR M3 RIS &
B4 BEGARERLHmHBE X EEs
BER o HillerFAPHMEIRIE » H9H30% LA/
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BIiRE

pre-mRNA | JMEF1 GU AG| JMET2
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S
/‘ OH
NEF

BIiRE

58872 | mRNA

(4) fESG\UASAGS’OH

NETER
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(1)

JMEEF Gg gG

ShEEF2

El]*gﬁ_“( 3 )
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BEREEYREYEERSE] (splicing mechanism) ©

AG JNET2

?Ei SNEETF

DNABE$% (transcript) AY{S{ERNA (messenger RNA; mRNA ) B EH)—pre-mRNATE » WAZB1E B 252
(spliceosome ) HISERkBIEEETE @ ASNE FR20% © HEER AMAMIMRNA - BIIRARREEMATER | ToH—

o A BEE L INES
FEFINEI THAIAG » B3 RAISMEF RS (3)
(4) - (MBEFERATIHEE)

EREHIRAVSIREE R EEEIRE
E (tandem splice site) * MAS. 7% EEB
NI ERHOEILAREE - SR EIX BB TN EE
REFZERF”  BERAENE - 2EREE -
FrUMEEAEMAEFMEEME - BaiALLHR
IR EBkEN Bl E BA R CAYERE - AR E|
HthAFR%E - RN - BRI RIBkEIXNEY
BROIFER EHEMSEY - Ritt—iRABEIR
HESANGFEEEENENESENZHEM
#ERPENXN A LLERHAE B ETHEE - Al
BIEBHFZMREL B EEREEERE
EEMEINEE EAVSNE - MPAX3RPAXTERE
3umABkENNBU B - MATEEMBEXEIZER
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ImAYSMNEE T R Bl i@ ERF EREY) (2)
RS FER (lariat intron) EY) 5k 2 {EIZAEFE

s SRR B ImI

B2 (‘wobble splicing isoforms ) &[&{KE EARGENF
(promoter ) RUFEERES » BHEMIEIEE * B
LEpkENU B IR E I MR B E X - METFIER
(Stargardt's disease)  BEARFIA%E BERAEHRIE

( dentatorubral pallidoluysian atrophy; DRPLA )
YR (sarcoidosis) 3% o

BRI B ARIDNARK
R EE BRI

28 I ERVETEE=3 5 o bed - Pli s = 3=
BHRMERIRS - BEEBRAIEHNE R
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(a) [TI—

RETFI RETF2 AEF3 JVBEF1  HMEET2
[— LI L

25 Bhk 2

255 B

(b paz— s

REFI  RETF SERE ST ST ST
L L
B i
(c) | 571 I EETF2 —> | JMETI 4T
REFI  RETF2 AEF3
(- L
B B

— ST

(a) [ — i —
t &F AETF2 WEF3
L1 L

B B B
(e) [oimr1 S BT —> | sm71 smETFeplETd smETe

AEFI AR RETF3

LI L

25 Bhk 2

A AEEAR - EAE R A AP EN B R REAUEIRIRATELARRE © 1o > RIKNE
DABRBERNEMUENTTRE  MEAIL REREUBENRETRNERS - KRR
CAGCAGERAFER - *'JFH EMEMB G EETEEz N - tté?ﬁé@%%ﬁﬁ%ﬁﬁ%é
EENEBUERE  FECENZRERY EEEN BRI DREMS - BEERKNERE
IE#%@%EIJ&CAG>TAG>AAG>GAG & —fEf EE"*x*?tlJﬁﬂﬁ?Fﬁ%?@“ RIZIAFIZ BTRY R
B R A IR R A CAG>AAG>TAG>GAG ° KigH - KED 03 tnBkEN Xl 19 R B M
EEPGAGE—ﬂEHE%E’Jﬁ”?%%LLE X tb £ 5 2 K147 BRFZERNKEB XD BETRYE
—{Es 2 H ZE R AGAGE » LETEE RS ZEAERENRRER - MAEMEMTIN
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(a) EEGTNgtigREE

BhEI Bl
RETF > 5 4MEFI GTN T2 &
I I 935 " £ E3pprREEE
5 4MET1 GINGT—/~AG 4\HEF2 3 — 5 JMET1 GUNGU—//AAG JMETF2 3
[ » 5 HMETF] HMETF2 3
PEI Bl
(b) E#EagNAGHESE
PhEIZ Bl
HaT | —— 55T NAG s1EET2 3

w3 = BappiyRAE
5 [JIBET1 GT—//~AGNAG 4\EF2 3 —p 5 [JMEET | Gu/—_//:ﬁNA_G SNET2 3 P

e smri s o

BrEnTCEn

BN ~ 595 B3 2 BkEINBY#% (wobble splicing) Bl o
EEARNEFRIS THEE 3 IRTFEGTNGT/AGNAGR EE U %8 - EHHITO NGy - SREERE—SEE
ZEBuiRE: 0 REE=EAREREZAOEBIIERERE (isoform) > MEEBEEAEE—EZERE (amino
acid) FIVNER o (EEFERATIHEER)

AMELEEMEZBRIAE RS KNI IHHEN SNPaZZE pk &)y =X B 2 4 1
BRI EREMCPEAREREZREAEE

B BB EREEAUERNFIIEZED TEABEH » SNPRYSSAE R AR S20.1% » thik
R AEEEERREEARBRERA 2454.200-15,000{E8 2 Y (base pair) & &

H5 % 2B BB B B A A TR AUAR AL ATEEE— ESNP - ERIT B R D BIE 4005
& o LI ERIAEREER 3 Im AR ENTC 30 S A SNPs o TS+ 51 kbERIDNAR » B —{E
AARERNEATET - AARSFEMEREH SNPTFTE © BSNP R RBES S EENEEaE
SYRERALE - T EAE ARG S B3 5 ESNPIETE B (T B e SRR i RS
BRSNS - EREYRIZEA BledEnE S AR AN ELEEY -
RRAHMBELRSERNIERS BREL t—BSNPEEHE BB B IR R EE %
HER AT IR PEME A RNATR UM I AR A% - [RItL B E 5 oh 24 BB B R R B R T
#ABRSBOTIRIER - AU FEREMRER e BIHES A) B i Bk Eh T B SR o BESR
BE - M3 mERNRIUEREENHENR B EEEE— « —ASERINE - A4
B ARlags R=EREE  HERRESH BARIEE - BTSRRI R E B 25886
HEWERL a8 -—amEERNE CHISNPIATTETE TAGGAGH B BB B | -
R AT ERERNARRURH] - FtiEen 3 wmaIpk (EETEL I TAGGAGE A LRI TAGCAG » T
BT I © RS R T LA M E R 4577 £ 25 P B E-Pro-Gly- Asp-2{ 8 -Pro-Ala-
BEQHEY  MEIMAZEEEINEEINR - Asp- + LR —EBKENR Bl BF/BE Pro-Asp- IS
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I(_|4_)I (1)
HEEF1 GU—— A—— (Y)nNAGNAG 4MET2
(3) (2)

Bfh- - EEHBLSMM (single nucleotide
polymorphism; SNP) i@ BtENX5IREEH)
SNPH Bk EN T B IR A R B B B E M B TR A
NBINRE: (1) BEFFENHEEAE (tandem
splicing site) BIAGLE ; (2) SE4TE =GB EE
R B —SRLUR PSR BAZER (N) 5 (3)
B ZWITEN LR (4) BEEIZERF
5] (BPS) o (¥EFRATIMEER)

FEHERAE - it —SNPATE A BkEN X BT i i 8
ERET4S AR 2 B AVMERIME o R L FMIHESNPAY
BEREPH S AR Bk E) 0BT IRAYSNP © 1RIE
ZBIMARIEE R ENSNBEEEIRTE ¢
(1) WEAGEEENEMMNE  (2) EREE
BE—EZEE (NAGNAG) ; (3) AXEIE
BEEEHUBRNFEY] (PPT) 5 (4) HXEEET
(BR) - AiRBENEEERREE-ISNP
FHERE  —HHBN 27EER - EBER BN
PR RE160fESNPAIERE,  iELSNPIEH
AIRE Rk EN B B - RS EPIFEREERANS
NiEE ' ESNPEEEENEAVE LR 28
BRIRB MG EREEE R A HFIISE
DR ERNEEDEMUBENFII > BlEeiEk
B BIIEAYRYAE o A HSSNPE Al Bk Eh =X B d 1 A
B AT R ZAIRNAS, E A B B mERIE MM
Rt E A R & T 28 - B2 SR aIcEan
HEABEESHEUSRREEMNREER - SR
RECRUFEMRLRENEEM - MREREEZH
B I RE PR ER A o

+=A,
A afl

BRISMET S8 F R K EMR A =L g
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BEEMRNAN B B ZHNREEF » EERMNR
BREEHNEEARNENUER  E5EH
$RERAYMRNABLIE - AMAES K EIEREINEESE
HEBREENEEN F ENARET
AEABBEN X Bz Lt HE QBB ETT
ER - Bt A FEEBEEERSENEN T ER
ERARENE EINEEM - LUNG4INEEEE (tumor
suppressor gene ) &5l » ING4 EEINEE B INHE
ML R RER  EMERREESFNIA
FIMNEFZRBEB AR (GCIN)TGT) MR=
i (TAGAAG) RIEEHZEEME @ LHBkENS
BRI ELEIUFEREINBIIREREE (ING4_VT ~
V2~ V3LLRV4) o EAINGS_V4EBEREE
MR 2 RAHMFIRMERE R RERZDN
HE) o FLESNPEEAETE LI B RS » A RERNEN BN AR
Pk EN B IR - (BISEERME  TRER
BEAMRNATE MRS ERREETREENE 2
) EMERTRMNERERR EREEN
HORABEREMRNABKEITUES 1% ~ AT BREEE
B RRE » 5 R EEME RN EISREET
R 1% FME AR IEEABRAR K BB A — E &AL
HHMER  ERERTERERMFNRE A
REIMRNARIBE % - FIRSt B~ +—tHACAV A B
Bk E Z T E R ©
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