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ERMRAOEE Mg

BEREMIIE T EGRTFDEEEHEIZHRALELLS.

A TBP (TATA box binding protein )A%, TFIID (transcription factor for
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2,000 base pairs with three exons

human factor VIII gene
1 14 26
(=] [IEIE O] EHEIED i ML |
[ T I1I IMTIT 1 || T |
200,000 base pairs with 26 exons J

IovveE(oray

EZHEOESEDRAKDEFHRIIRTSALUITY. ErDEEFIZIEZA SO
EVBIEFOLSICIIVUMNIDDEDEHNIE, FSRFDELEFNLSIC
IOUUM 26@HY, KA 200 KbLIERBIZKELBERFEHYET. ERM
TIEaA—T4U T BENZLDIIYUIZhh A AV IZSHESN =] T

FHETHDIEHETLEOIN?
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SvbabARSA L VB IEFITH BN Dalternative splicing.

o tropomyosin gene

transcription and
splicing
5’ 3
e Y Y striated muscle mRNA

WMA_ smooth muscle mRNA
e W WYY T wmmmm fibroblast mRNA
e WYY YT T fibroblast mRNA
o e YT brain mRNA

alternative splicing

EZMEBOIIV /A OVDERIE, 1D(2XZHEEMTHHZEIZHE

RIBIMELNFEFA. BEEFO—RESEMNSIEHEEDMRNANE S

NBEIFRST, IFHDIYYUIEITEDIEE G Dalternative splicinglZ&>

TAHLESI=MRNAZERZENTEET, ZOIFIFL/NE—2DRATSA4Y
VTIZEY, 1DDEBIEFHILERDNI I3 EH B FEMEER
FTHIEMNAREEARVET. ZMIBEY TIEIIETIFITHMELI-HBETHEED

alternative splicing&{TOCETENENITHELB IV NIEZERTHENT

EBES o EEZLONET.
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&5 -BERICEHA AT Y ARSI

CCCTGTGGAGCCACACCCTAGGGTTGGOCA
ATCTACTCCCAGGAGCAGGGAGGGCAGGAG
CCAGGGCTGGGCATARAAGTCAGGGCAGAG
CCATCTATTGCTTACATTTGCTTCTGACAC

GGCACTGACTCTCTCTGCCTATTGGTCTAT
TTTCCCACCCTTAGGCTGCTGGTGGTCTAC
CCTTGGACOCAGAGGTTCTTTGAGTCCTTT
GGGGATCTGTCCACTCCTGATGCTGTTATG
GGCAACCCTAAGGTGAAGGCTCATGGCAAG
AAAGTGCTCGGTGCCTTTAGTGATGGCCTG
GCTCACCTGGACAACCTCAAGGGCACCTTT
GCCACACTGAGTGAGCTGCACTGTGACAAG
CTGCACGTGGATCCTGAGARCTTCAGGGTG
AGTCTATGGGACCCTTGATGTTTTCTTTCC
CCTTCTTTICTATGGTTAAGTTCATGTCAT
AGGAAGGGGAGAAGTAACAGGGTACAGTTT
AGAATGGGARACAGACGARTGATTGCATCA
GTGTGGAAGTCTCAGGATCGTTTTAGTTTC
TTTTATTTGCTGT TCATAACAATTGTTTTC
TTTTGTTTAATTCTTGCTTTCTTTTTTTTT
CTTCTCCGCAATTTTTACTATTATACTTAA
TGOCTTAACATTGTGTATAACARARGGAAA
TATCTCTGAGATACATTAAGTAACTTAAAA
AAAARCTTTACACAGTCTGCCTAGTACATT
ACTATTTGGAATATATGTGTGCTTATTTGC
ATATTCATAATCTCCCTACTTTATTTTCIT
TTATTTTTAATTGATACATAATCATTATAC

TTCTICTTTTAATATACTTTTTTGTTTATC
TTATTTCTAATACTTTOCCCTAATCTCTTTC
TTTCAGGGCAATAATGATACAATGTATCAT
GCCTCTTTGCACCATTCTAAAGAATAACAG
TGATAATTTCTGGGTTAAGGCAATAGCAAT
ATTTCTGCATATAAATATTTCTGCATATAA
ATTGTAACTGATGTAAGAGGTTTCATATTG
CTAATAGCAGCTACAATCCAGCTACCATTC
TGCTTTTATTTTATGGTTGGGATANGGCTG
GATTATTCTGAGTCCAAGCTAGGCCCTTTT
GCTAATCATGTTCATACCTCTTATCTTCCT
CCCACAGCTCCTGGGCAACGTGCTGGTCTG
TGTGCTGGCCCATCACTTTGGCAARGARTT
CACCCCACCAGTGCAGGCTGCCTATCAGAA
AGTGETGGCTGGTGTGGCTAATGCCCTCGT
CCACAAGTATCACTAAGCTCGCTTTCTTGC
TGTCCAATTTCTATTAAAGGTTCCTTTGTT
CCCTAAGTOCAACTACTAAACTGGGGGATA
TTATGAAGGGCCTTGAGCATCTGGATTCTG
CCTAATAARRAACATTTATTTTCATTGCAA
TGATGTATTTAAATTATTTCTGAATATITT
ACTAARMAGGGARTGTGGGAGGTCAGTGCA
TTTARAACATAAAGAAATGATGAGCTGTTC
AAACCTTGGGAARATACACTATATCTTARA
CTCCATGAAAGAAGGTGAGGCTGCAACCAG
CTAATGCACATTGGCAACAGCCCCTGATGC
CTATGCCTTATTCATCCCTCAGAARAGGAT
TCTTGTAGAGGCTTGATTTGCAGGTTAAAG
TTTTGCTATGCTGTATTTTACATTACTTAT
TGTTTTAGCTGTCCTCATGAATGTCTTTTC

© Molecular Biology of the Cell 5" ed.&Y

TBFfE &SI TATA -30 to INR
BEMRA  BHIchL
PAERBATROF > ATG

splicing BA%a gt

splicing # T ag

IR TaFY TGA, TAA, TAG
BERT BI<HL

BE - BIERICB O SR Y REE S

BEFOERERITREATELVWEELGLDEZEITTHET.

EHEFERNEINZ /YOI —FEETAVES XA OV TY . Eis

FDEE L EICERE EFROBICEELRA U EZEITELLE.
ETHDE NI THRIBARV M AZUEIEE T HATGTY.
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RTSA0F D= na2r 5 REEHI

sequences reqwred for intron removal

|\ | portion of a
GUTAGU - - GTRAYY - — —YYYYYYYNCAG |@F- - primary transcript

exon 1 intron exon 2
intron removed R:AorG
Y:CorlU
portion of the N: any base
mRNA
(A) (B)
exon 1 exon 2 exon 3 exon 1 exon 2
5 | | s 5 i IJJ 3
crthlc
exon skipping cryptic splicing icing
site selection 5|gnals
J—
exon 1 exon 3 exon 1 exon 2

RTSATD=Hna 5 XE S

RISAL0T DD oY RAEHEEIRELDAHYET.
DEITIVVVDERREIZAGT, 5IEHLAV AV RYIDEEIELGT
@4 rOrhEERIzaT Y REEFI(CTRAYY)

QAU AV DRFZIFAGTRDIIYV DR DIEE(LG

FThbht BTV —AVMAVIEROERBS NI OV ER S DY
YD ETEELEKREF OTWAIENERBTEET.

RTSALUT I hAIEEDI U FRAEHICEENHDEELLRTS
AT IThWEREA. ZOEHIZTA A 1DIEFLCEY LA OV2D
BHYERS \itimoa)»r/hn/a,fﬁw#&bhl’]‘/zzh\#ﬂt%fbi
S &S%iexon skippingh FBZUFET (A). £z, 1 FAVREOTIY SRS
iﬁéﬁaﬁu0)%1!:!:;915’(55«5737(7"541&4hybff'a*ré:t%&')Ui?‘.

ZITBEEDRDESIRT AT BNELLThAGENIENEEFT (B).
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The genetic code & reading frame
o s e el el
A R D N C E Q G H | L K M E P S T w Y v

GC AG GA AA UG GA CA GG CA AU uu AA AU uu cc AG AC uG UA GU UA

A0 | AT o7t i o (P i o B T AW AT G o il o A G I T i
GC AG GA AA UG GA CA GG CA AU UU AA U cC  AG  AC UA GU UA
il FGIN o Ei A i = Bl i E R o s e uf el ol c B & |
Go oG GG AU cU cc  uc AC GU UG
G A G u A & A G G A
ec ce GG cu cc uc AC U
ui Nllc u c u ¢ u u

cG cu uc

a a

e CUCAGCGUUACCAU o

u v u

CUC AGC GUU AGC AU
-L S Vv T

, C UCA GCG UUA CCA U
-§—-A——L——FP

CU CAG CGU UAC CAU

R.

C R

The genetic code & reading frame

MR IZFEE L =mRNAIX )R — A TRV INIADHREEEZZITET.
COBE=DDEEES AFV) M EEDTI/BEEIEELET.

ARV DOIEFIERO EITRULETE/BICHIGLET. 7I/BIEX3XNFRRE]
XFRTENHYET. BXFELLD.

SODEBEILEHLTLVET DT, EOXENSHAIRH BN TIEY D
BAEEINETH, EEIZIEZZFDOIDLMELNWERA.
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t-RNADEE

attached amino acid

3’end

acceptor stem

T loop
D loop

anticodon loop

anticodon

t—-RNAD &

YR — L ETT7I/BADFIRSMITHONEESITRTFREBIZAMNT ET7/
%15 AL % B (Ltransfer RNA (t—-RNA) A TLVET .

t-RNA[Z— AR DRNAS F A O—N—RILIE (FN DI EEEELER->THY,
mMRNAD AR (ZX L THE S 9 DanticodonE D ZEEHLFET . 3’ KiFmlZlk
anticodon|Z® G LI=7I/BEMNFEESLET .

¥MEDTI/BEHE A LI-t-RNAZaminoacyl t-RNAEFEURE T .
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#8R — 1 : Initiation of protein synthesis in eukaryote.

}eIFZ AAAAAAA = =y,

initiator tRNA — [
elF4G —/
2 =
small ribosomal clF4E mRNA
RNA SUV 5’ cap

o]
~

large ribosomal
RNA subunit

S

FHER — 1 :Initiation of protein synthesis in eukaryote
BOINIADEERIIBIZH=BIRI —LIEZK/M2DODDHT 1=y ibpY 1=
5FT. TNENDHTIZYMIS0EFE LU LD -AIXLE (VR —LFN
) EBFEFED )R —LRNA (r—RNA) MR AE AR TY . IMNFTa=wkE
MRNAIZt-RNAD 7 U F AR FEHEIZH S EBHIH T, KU JT1=ZykI73/
IR TFREESZHERLRIRTFREZEHSEFET. ERMETIEHER
BED)RY —LBHYET.

BB TOIFRORAKRERICRLELT-.

@ I TAZYMIBRRARVIZR ST BAFFZVDDL=tRNANFESLE T
@ Ty THEEEE>I-mRNAZR#LEALET.

@ I TAZYMNEIRPDIARVAUGEHADITHETMRNAZR X v LET .
@ BARaF ERDIFAEFIICKRY T A=V EELET. KT 1=whk
[ZIX3DDtRNAFE S ERL (FNFNEERGL, PERSL, ABRML) AAdHYET .

® N TEFOKTT. RDIAFVIZXIET Daminoacyl tRNAMAIRGLIZHE S
L, RIFREELEREShET.
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#&8R —2: Elongation of polypeptide chain in eukaryotes
step 1

step 3

EER —2: Elongation of polypeptide chain in eukaryotes

IR &R OFIERD BRZRALET.

D AZGLIZRDIRNADGEE T 5.

Q@ RIFREBENEE, RTFFENMERTEHEELITPEMLIZH >T=tRNAIC
HELTE7I/BADEET 5.

@ KYITA=UbHWBIZIDThARELAF—T IS,

@ NMYTazZybh 1 DTN, ABMIIZHLLIRU A ERTS.

® EEMIICFEEILI-tRANAEER T 5. T hHhbDIZRES.
NERYRLRYRTFRENBELET.
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#&8R — 3: Termination of protein synthesis in eukaryotes

EER —3: Termination of protein synthesis in eukaryotes

ABMIIZHRIROR U AR -GS IR ERFIAESLRIRTFREDREDT
S/BRICOHEZ{FMLCOOHREFR LM EINET. YRV —LDKINGT
A=yhkEmMRNAISZERBEL, BIERIERF— LI TT .
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4 BEEFDEEERBDELED

s BEFOEXRMIZTIVY(BEQAVNVEOT/BRIDI—
KR, /1o hOY (ZOVUBOERS), EERBIChMHS
vk (GAEfEE) hoEEEh 5.

- HREIMEBDETS (TATA box), BB (ATG), RTS5/4 Y (gt--
ag), BIER#E T (TAA, TAG, TGA) R E X HBEDE | (a2 X E
EBHELTITDLS.

+ DNAAEEIEHROFREF - HAREGEEZICEL, RNAICEEESH, 8
RENIZA ROV BEEEBRODREERIETOIVATLEEZEMT
HBELTBYEUFSILET T ENS.

« FI/BIIZBEERDOOFVIZEYIEEESNS.

+ DNADEIGIEHIZRNAICIEEShf=HE, RTS1L0T, 5'F vy
E>4, poly A DftN%EZZITmRNAELED.

+ mRNAREZSICHTHE/MIE LDOYRY —LTEREShRYRTS
FrRENEHEIND.

4 BIEFOEEERR F&oH
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5 DNAOZELEHKZE

DNAZEI

W DODNADIE LT — E DR TERLET. DNAOEIRIZIIT D 2R A2
LA TZN BT LN OV FEOER ZEZ BR 59X CEHETT.

AR T OB B0 oy O L E 72 8 O BB IEOREBA S SR RKE
ROET. L, ENNT I BEERE ST AR THoTHLTLLIRR
LITRB72NZEBHILINTVET . REOB O NELLGEDHILE, £5T
IRWEBRNHHDTT. ZOEMRTIFEREL YW HFOERLEbDILLZE
2720 ET.

BAR TRk COLE BNFE LR fERZ2L 203 Wnb D1, - D ThE
FFE& 5 (ABOIME e E) 3% 2 BV, WhdpAEEAZDNEZEDLDE
EZLNFET.

DNAZBILTS ) A EIZHDME AN O ZEEMED Z L2 E50 DT, BIE T
DIRK LR DB TIFZ2NE OO, FIRZECARE ORISR R E/RD 2 F7.
EMNTT UV IVEEEE R 1%L, EH AT % B mutation” Tl /< “L 8
polymorphism” VD EFRLHVE TN, TeLATDORITIA~DEENLD EF
LFIZEL G HDHEZATT . BB TOIET—REIRCE R - LIS OFE
O FEFRCHNNIMRE S MERZEZEDRHY, 2 Z TR ET .
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BEOERDG

o R73/b: ZBLE<{—BHYS/L2ETI00EED

BETHAICRLETS. e e e e e BE !
o AFILE: W7/t !
:
C—->T |47t
G—oA
AF) | BT7S/HE
] SV
o BEFJME:AA, AG FFoUERE

o 7D FZILETIIEE:COT

o BEFLUADERFORYAH 5-BrdUFFIDEEEL
ETHTT7=UERE:TSC

5 DNADOZELBAE

DNATIER IESICTHIDHEELHIEELLDTT A, BAIZEELTL
EDTHAHELEMBDLELNHYET.

RSARIZZE P &S b OHREICRE DR RMETRTT.
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UMV FIVITERLPTL

o] 0 /
/ N
\\c— N \C— N
/ ) A N
N C—H ———> H—N C—H
N7 BPS/1E -
H—N/\ H O// 3
H
2 I i b |V
l AFILE
o)
Y / Y /
Ye—N “e—N
£ AN / \

N C—H ———> H—N C—H
N C/< B7s/4k N
H—N< H—C —H o’ H-B-H

M " \
H H
AFIL R FIv

FOUEFIUITEELOTL

\'l

BETEORRIIVIN VOBRTI/IETT. AAIZDE—B1000FATHE
CHEDFENREINTUVETH, ZOITARTHIIVILELGYETHSDNAD
BEMEICEYITRTUMNVIZRYZET.

IR UDAFIEIZBERIZHAINFIERDFEODIE S Ty IR IEEE
BB D1 DELTHREFET. TR TEDIAFILUIN VITHIBRNTESE
SNBIELL, BRTI/EZERZITHEFIVICEREINFET. FIUIEHELE
DNAZER T AIEETTMSBEINFEFFA. TSLTUR UNLFIUAD
EEEZRIEFCHRVEVERLG>TNVET.
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CpGT7AIF

NDRAF—ELJEEFOESMERAAELZSUICTOS A 2,000 bplFED
FRIEIZ[XCpG island EMEIEND. CEGDZWVEENHS.

fPf%;Sland exlon . intron I |
5',—‘ RNA , 3
C [ 1]
VWY VvyVyWwwy. VW _VVWY WV VYV WVYVWIYWVY
[ [ 111
v . CpG island v
I AN l |
CpG7 ATk

ESLTTLLS, ER TS
F—T—KRIZAFILLEEBEFDEHEILETT.

EVRTY

1 DRUOVIEBRIZTAFIVIEENS

2 AFIEIROUIEFIVICERENS

3 ZLOMBRTHRERTIELFU\VRF—EVJEEF) OREFEEDCG
BRSN AR AFILIEZZITTULNS. (AFILIEEILEGFOREEILEZE-579).

ERRIZIXCpGELSI (CGEES) [NV RF—E LV B FTIEENEMERSIT
FEAFILIESNS.
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3IDORTBHLEDNAZE

CAATGCCATGGCTACAGATGCC M

GCCATGGCA GCCA CA CAGCA
SNP S=YTFISM4k 747D‘U‘T7'fl~
GCCATAGCA GCCACACACACACACAGCA

\/ CCATGGCTACAGGG N

IDDREBMTEEEHSE
(DNAZ R 7/ LR ZRRLEL:. UTFICENEND@HRELET.

A=w SNP single nucleotide polymorphism
1EEDER.

ErTI&1,000 bplZ1 DD E|E THEIE.
27/ LHIZI50REHY, TDMELHEELTLS.
I/ OY TS5+
STR (short tandem repeat) :CA 7nE2-415 DR E
2-10EIFEEDRET S
S=HFSAh
VNTR (variable number tandem repeat)

20-50015 & D B ERHI Wk < G EIRE T S8
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BT ETEETSE

o7 OF=U3DEEFER

RE 577&HOEEH Arg

X 577EB CHREE: oT7/FUINEHEh L
RRE EEMEDEFICSL
XXE® REMEORFICZL

a7 VF =3 EBICREL, BHEERLTLNS?

FooAToO U ERBR(ACEDEREFER
& FieA>raOvI287bpDAREEF A H S
[ l L 1
[

D FRERIAELV:ACEQOMBRELFL \J/
[

NE, IDE REREIRICHT)

BRI ETIERFZE
ACTNIEIEF: 11&BLBE a7 IF=23I2 D20 THBALET.

577EZE DIEENTILF U2 B5TIREE, a7 HOF = 3% ENTELNGTT
XBED2BEDLENHSD. ACTNIDEEFEIZRR, RX, XXND3@Y.
2003%I(2, A—ARISUTDAIVUEYIBFELEZRRIZLT, ACTNIE
EFRAEL-ECH, EEMEZORERFHOEFICIERROD AN ZL,
RIEHEEFOFARBROEZEFIZIIXXD ANZ LN EADLMNST=. RRMD
ANEIRT)A—RZET, XXDANIERSVBFRAZETHALEYEIER
THd. AR IZIX, TERHIETEHID2IEENH DN, aT7IF
—UBIXRMILMEFEELEWVWIVNVETHS. EHHZ L AIFXEERHE T,
EHNZVWATRIEERLNVDODND. ACTNSEIGFEMEITIREKRE
EEIZENIE, REDACTNIGEEGEFNEABTEER e TIF=23IE,
N—RIERN—Z T K2 TR HEIRSN DD EFHL TS ATREE A H S
ELNS.

ACERIZF 17BRBK TUoOX TV E#EER (ACE) [TDWTEEAL
EXN

F164>,O(Z287TbpDAUREERFIDIEADLH B! allele EFN ALY D
allele M5 5Z8MNHS. DETIXFACEQMALANJLNIER [ZLERELGEST
EDRRLN TS, ERERZIBICHAILEZWLRE, £EHILLLIIIDTH
Y, DDIELVEM-f=. SHUSNZH, EHOTMEIZEST, 122DACEE
BFEFODANFEBFEANNEVELSMERMNREIN TS, ACEIXIMERNK
HMBEOMBIREIZCH>TIMRDT oA TUoINET oA TN
T5. FooFATUoIoUNEMEERYEHRAZIESE, BIIRONFEEZE
HEESD. I5LT, ACEQEKEMEMNEFES. EDOACEZFHDAILE
RORELDLRI=NOT N -OFRANDEREHRBICENTHY, #HREL
THAADREFEOTWLSATEEENH D ENS.
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TR, KBLEKE

o ZRIIMNDTEMBHT—H—ELT, EEHART,
BRI, BFEELGEICHNON TS .

o B FRIBDZE(LELFDOHEELCEERLA
WICEEZEZH1DHH 5.

o TDEIHREBELCDHEEZLES.

o ZRII-SAITEREARLHY, ZEDOHIC
EEDHAD.

ERESH KRELAGKE

DNABCSIDERFRRBEIZEEELEVLDILHEH—F, SHRGERED
FAONREELTHELTWDEZEZONET. TNFXBEISEERICERT S
BAENDYHLIEREYDELEICHIDDOEIERLLTRVEETHLHEERD

nFEY.
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5 DNAOZELEHKZE

. E?fiﬁ FERIDOELGEDNERII—FEDEET

o JFO—FEEOEFICIIBHENHS.

s BEFEVOBECEGFORBRICKELEELZL:
by ERIIR/ALLES.

o BEREFHRETOERNENEFEERHVGHEREZL -0
BnE, KAOhTHEFESH (ABOMBARAL), Bk
ECEECHRELLGS.

e DNAZHILISF/LLIZHABEERIDZSHMEDZ L%
B0 BEFRORALLZIERTIIEL.

o FLILEEMI%L EHNIEX“ER  mutation” TIE4K
“% % . polymorphism” EE RSN .

DNAZEI

W DODNADIE LT — E DR TERLET. DNAOEIRIZIIT D 2R A2
LA TZN BT LN OV FEOER ZEZ BR 59X CEHETT.

TBAG 1 DORF oy O FEE 72 8 OB BITERMEDO R BE S &2 RIK L
ET. L, ENNT I MEERE X TAERETH THLLTLLIR
LIFRETRNZEL LN TWET . KRB OBONELLGEDHIE, £5T
IRWVERNHLHDOTT. ZOEKRTIIERL OV HFOREERELMDONLAZ L
2720 FE 7.

BAR TRk COLE BNFE LR fERZ2L 203 Wnb D1, - D ThE
Frsiud (ABOIME 72 L) 2135 2 BV, Wb WAEERZONRZDL DL
EZHNET.

DNAZRI L1347 ) A BIZS DR IERCH| D ZARMEDZ LA E 9L DT, BR1H
DIRR E72 I -TIT N OO, EERZECHREDOBIEHIRE LRV FET.
BN TT VA DN %LL EHIUIE 2 5 - mutation” Tl 7Zp<“ £
polymorphism” VD EFRLHVE TN, TeLATDORITIA~DEENLD EF
LR L GERDDHLEZATT . Ein DI —NEIECE AR 7 LA O Sy
O FEFRCHNNIMRE S MERZEZEDRHY, 2 Z TR ET .
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