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¢ HIL Text#2 ) v 745

@& Text
® Compressed text (.gz

[Next>1% 27V v 7 3%,



ROBENFTFESND,

>ENSGO0000097007:ENST00000318560 cdna:RENOWN protein coding
GGCCTTCCCCCTGCGRGGETCGCCETTGGCCCGGtTmCC“mmmccﬁﬁﬁc“cc”ccmcc”m
C

cDNA B2
© I AV MT Y THEHT bEHTaE—

AT I T A ITIITT T T o T 8 5 o s 0 i T 7 o o 2 0 T e e

( & B )

>ENSG00000057007:ENST00000318560 cds:KNOWN protein coding
ATCTTGGAGATCTGCCTGAAGCTEETGEECTEE TCCAAGRARAGGEECTGTCCTCGETCC
TCCAGCTGETTATCTGERAAGARAGCCCTTCAGCEECER DS B2
GGTCTGAGTGRAAGCCGCTCGTTGGRACTCCARGGAR o P— L C excel ICBE Y 41T 5
AATGACCCCRAACCTTTTCGTTGCACTGTATGATTTT XY MT (P THEST) HEHOTat—

% et g L Y i [ v W W et I gl N i W il Ll L e il el el ialy L by LY I Y gt il

( & B

>ENSG00000037007:ENST00000318560 peptide: ENSP00000323315 pep:ENOWN protein coding
MLEICLKLVGCKEKKGLSSSSSCYLEEALQRP?ASDr““T ETRADMMERLNT T BEDOE

peptide BIZTFEMD & /37 EELF
NDPNLFVALYDFVASGDNTLE ITEGEELEVLGYNHN 2P — LT excel (250 AT
SLEEHSWYHGPVSENAAEYLLSSGINGSFLVRESESSPC AU MT > THREAF) bEHTar—

TOTT WITOOATOATRTIMT ATTITIIIITTOMITA ST TMMT 1T R Tw

>ENSG00000057007:ENST00000372348 cdna:ENOWN protein coding

TerTCAGRATTGAARATGACTAGCATTATTGACCCTTTTCAGCATCCCCTGTGAATATTTCT
GTTTAGGTTTTTCTTCTTGAAAAGARAATTGTTATTCAGCCCGTTTAAARCARATCARGRR
ACTTTTGGETARCATTGCAATTACATGARAATTGATAACCCGCCGAARATAATTCGARACTCCT

MM A A M MR R TMAR AR A R AT MM mMMmMmMTETmM A Mo i MM mmm e Mz me s

>ENSG00000057007:ENST00000372348 cds:KNOWN protein coding

ATGEEECAGCAGCCTGEARARACGTACTTGEEGACCAAAGRAAGGCCAAGCTTGCCTGCCCT S
CATTTTATCARRAGGAGCAGGGARGARGGAATCATCGAGGCATGEGEEGETCCACACTGCAAT
GTTTTTGTGGARCATGARCGCCCTTCAGCGECCAGTAGCATCTGACTTTGACGCCTCAGEET

U s O il T s W e il et i T ol G T i il A 5 Gt et i i i M A it G T il i S i il i Wl T il i A R

>ENSG00000097007:ENST00000372348 peptide: ENSPO0000361423 pep:ENOWN protein coding
MGOQPGEVLGDORRPSLPALHF IKGAGREESSRHGGPHCNVEVEHEALQRPVASDFERPQG
LSEAARWNSEENLLAGPSENDPNLEFVALYDFVASGDNTLSITEGEELRVLGYNHNGEWCE
AQTENGOGWVPSNYITPVNSLERHSWYHGPVSRNAREYLLSSGINGSFLVRESESSPGOR

( IF ABL1 OBFAIITIK, FL/RF¥—2 T,
ABL1-003 Transcript ID ENST00000393293
ABL1-201 Transcript ID ENST00000426772
ABL1-202 Transcript ID ENST00000438426
ABL1-203 Transcript ID ENST00000444970

cdna, cds, peptide DHELF
cdna, cds, peptide DHELF
cdna, cds, peptide DHELF
cdna, cds, peptide DHELF

NANEVEN

BRRIN, BRIZ 27/ 5 DNAERS BERIND,
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»% dna:chromosome chromosome:GRECh3T7:9:133589333:133763062:1

TGTGR%TGMTGECTEGCETTETTGECCCTTTTCRGCETCCCCTGTGEETRTTTCT
GTTTAGETNTTTCTTCTTGARARGAAATTCGTTATTCAGCCCGTTTARAACARATCAAGAR
ACTTTTGGG %4/ A, DNAEES] ABL1 D4 CTCCT
GCTTGCARG “>7 THhE BEIEITOH I — LT excel (ZBEY fH1T5 CTGTG
ATTGACTTC ABL1 OHITIX 17 TXFREOEWESIDS, excel ®1~<RIZBEY Teccn
rrrccorer T BT ERHRBVD T, a XL MTC Y THEST) OB E excel zeora
CCTATTATT (CHED T D, GCCAR
GCTTECCTGCCCTGCATTTTATCARAGGAGCAGGEAACGAAGGAATCATCGAGGCATGEGE
GTCCACACTGCAATGTTTTTETGGAACATCEGTGASTGCTTTTCARRATTTCTGCTCATGS

MMM e M A A M A MM A MMM AT NNMMA R AR AAAMmMT A AR AR TTMAANAMMT SNSRI

( T ¥ ; ABLlIOHITIE 817 AXFEOEWES )

ZO X5, BIEF ABL1 DA T,
7+ ABL1-001 Transcript ID ENST00000318560
- ABL1-002 Transcript ID ENST00000372348
- ABL1-003 Transcript ID ENST00000393293
< + ABL1-201 Transcript ID ENST00000426772
« ABL1-202 Transcript ID ENST00000438426
+ ABL1-203 Transcript ID ENST00000444970
Z L TIRTRIZ,
\_ &7/ . DNAELF|
AT 19 OESIFEHRNFR RSN D,

cdna, cds, peptide D#&EZF
cdna, cds, peptide D#&EZF
cdna, cds, peptide D#&EZF
cdna, cds, peptide D#&EZFI
cdna, cds, peptide D#&EZFI
cdna, cds, peptide D#&EZFI

SESENENENEN

ABL1 O TiX, &8 19 OFEFIFEHR (FASTAKEAX) %2, LA— D

excel B OFTEDOHIZAEV fHiF B Z &t b,
) 77X A RO “ABL1” OBITIE 19 OESIEHRTH L0, I BIETFICL-T, £
D (AT TA TN T v RO X8RS,
1E) FASTA X OEFI T, 1THEIC ">" THE D2 AL FOITRH Y . T DIRDOITLRE
BRI ENTWD, KBS A2 a ' —F 51T, > THELIA L FOTD
G TCar—945Z ¢,

22T, BOMNBRLIEBRDOHBARGEL Jabion B FHATHRELTYH, BT
DIERPESNRNEEEE X 5, Jabion b T2, BN LK BICET 5 86T
DOIERZGD HIEEFIZ LT, A A0 - AmEESE T, BEEOESWIE#RE A
ARFESCREAD DRRR T 2 FIEERHRN T 5, BIERMIZIE, ET —FX—2tr ¥ —
(DBCLS)DAERL L TV DA AR —L3— (http://lifesciencedb.ip/) 1235 . FEMTHE 28 D%
A& > C, SR U7 RICBR T 085 FIcBE T o ma L2,
Google T “LSDB” %# % —U— RIZLTHRZT D,

GO-\ ;SIQ LSDB e

#3 342,000 % (0.09 %> FEAF L,
R
WBIAT g4 — 7 —F Isdb (2 espf
SEE-PY

R SATH AT RS T =R 2T 0D 2ok -k — L2 -LSDB
BEBOA—VERR IEIFETHET —8 N —AT0Y o I DR RIS A b WSO T —2 -2
- BT — L FO SRS, PR, IRSTERS | OSSR, VL. /S NLP. #54. B5
EREArIY.
lifesciencedb jp/ - Fwira - gL —)
AR T — R — BT EFRRERT — RN —AT 0T
Fge R
T#ET —S~—270¥ o183 BEOEISI R
EEra DNAT —&~— 2B fesm

TATHIA L ARET —HAR—=AT 0V =7 AR — L _X—-LSDB 7V 7§ HLIRD B B F RS ND,
11



http://lifesciencedb.jp/

Fosasd o BR Usb ST Ten | g e 4 RS T A LT,
G h— - TALICE / BilrRE2 27 U v 745

amm [ RHirE | =

ITCHTOF A~ - FOREEL - — FIU —Dlw bk STIRBALTVET.
= o S e 8 O Wt

FT AR —LR—TU~EITF | DOZE A~ LGRINLIRAS RIKEG 7 EREA
LT BB R O ST a7y 7 AL 2 —TU—RR HARERDO T, MAETAMLT
WAHLELD A AFE SRR T — 2 — AR IR 22 L T D,

JUEBBET—IN-AREBRR o0 P| Fa 2% | HELP | BEEEURLET
F—Aes— « ETOT—B<—2A
S E TR T — A — A (8715) ~ BESE AL
D& DIV b (13) —
0 Fo= ot oRiER G EWEE £ ~T 7 Children With Leukaemia - Wikipedia, the free encyclopedia =2
0 BFdEsfsET —f-— 2D [enwiki]
SRl ey By Children with Leukaemia - Wikipedia, the free encyclopedia Children With
5| iiﬁii¥%§/\:;ih—jj%@ o Leukaemia From Wikipedi edirected, or deleted. (October 2008)Children With
Ej BT ! = Leukaemia is a British charitable organisation, inaugurated research into the
0 #aTvE prevention and cure of childhood leukaemia including Acute lymphoblastic
7 y W [t =) leukaemia (lymphoid)
P4 Ej WingPro (JSTEIDEH —SJL)(T) http://en.wikipedia.org/wiki/Children_with_Leukaemia
\ [0 MEDALS{EE (0)
0 AgrTogo(0) iEeTV (togotv) - §faT —A-v— 2ZEWe AJACSE 4.5 FANTOMAZ R s 1 B2 it
IRA(248) LA E g ST — At — T e [Logotv]
H e 245 FETVIEST 2T =T — 1B ITESTITHTIEEBELE T, ST/ IS OM4
= AR T (5308) FEw P AREDEE CAGE deepCAGE EHEFHRFAMA #ARRAR THP-D D LISRE
) O e2en) FANTOMADESERD—EE it OM4 A2 2 AR OREE CAGE deepCAGE tHEifhk O MA
4 il (5395) | RERRAF CTHP-D D53 LB FF FANTOMADESRO— 5 kit
() FAEERAEER (1128) http://togotv.dbcls.jp/20091119.html
4 AL BT T RNA292)
B EIR -SSR E) - 24 Id " linfection]
B it " Ehisieh: FeECETRIREF : 34 FHMF[domesticanimalinfection
jg?ﬁéﬁfﬂ%mﬁ-;fmmm LIz B O (enzootic bovine leukosis) HEFE4 Ik LEE LI o
T R B 44 ur] <_ = >
il | BERICAL [4 4 | Page of 195 b b | & TEFEAERITISHP 1 - S0 B FEFRT
T —A<—ADFHINE ¥ | AtEFUAE-->Human ¥
Select a database to see more information... ROMUELEATL.
SHERDLED + %7V 7T 58, IRDBEEIN R RS ND,
—IN—ARERE oA P Fomr— % | HELP | BEEEURLET
b B § «|| | 2TOT—4-2 | EOHEEEE *
BIETOT 21— 2(9715) N BEREE: EOREREE
SIS DB O e A (13)
0 70z Sk wfEsia)
0 BFaEsHET -2 2HED) -
O EFHEREEIOV: S —H0) EEﬁmazﬁ 15 12000 40-47 HE RS RINET TEROVAS - L¥al—5—
0 s RT — 227 -7 0) PEBP2/CBF/AML1 A ML1/PEBP20BMERERASBINA R : 2IEEMEEMA BT
B #waTve AMLIDEF B 1283 | IFEF b3 TSR C R AML LR s 2 B I R
Bk =il EE%‘S"@&G)%DE?J‘ %l 0. BINF TREIEXAMLL

://lifesciencedb.jp/dbsearch/Literature/get_pne_capdf.php?

[ wingPro (JSTODEAR — 2L )(T) year=2000&number=45018&file=E8t9/ZfvXrYGypbDWCwdZw==R&search="%E7%

Ej MEDALS{EEL(0) 99%BD%ES%A1%80%E7 %97 %85"
[ AgriTogo(0) 7 y > 7 L
= 3Rk (248) g/ .
O Zaswemy EE%WE@E& 31:5986 410'424 S ERESIT %mﬂﬂfot ﬁ_ﬁ.l%a O=—FERiiE
ool [ oSEsE |4 \ i e
Ej i:ij::ﬁéijﬁgfgijéﬁzi& i#FEF Facto ama Cancer Center Research Institute &2fE0-EHEES MF &AM, in
0 B LSTESREURISHISZ 0 || vitro off = DL MBS EGEEOS LS BETOREMNS, S0 - EREERT (CSF)
[0 BloPHYs: ¥R (33) O—SHCE M BRI THT A LSRN DAL, BAEOBME
0 ¥R E-) htt ifesciencedb.jp/dbsearchjLiterature/get_pne_cgpdf.php? .
O EaRfEe7-117F0) year=1986&number=3105&file=VOPLUSdpL2HSUGSXgELryPLUSSgg==Rsearch="%
E7%99%BD%ES%A1%B0%ET %97 %85
O s e —#Il01)

EEOF —AR—ZOMMOETOT —ZRX—A(BF)DOFEIMNOE 1T i385 L 7-%
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—U—ROFD (F—U—F&2 D AN E X DM 52 F2) CkEA RL T\ D,
M OEF B EBRTROWNLEE > T, ZORKREIETHE B T WK/ RIK BT DERL
HE 2R TIEAR WS EITEE L THRLW,, T O SCHRNIC, HERIRL A4 ) ETRIK B
T 1D T IFAET D LRDOBEZ R L L7210 T b, DO SCER T, 250 FEED B
NIZGATICB G LD Tl BN EN L, ZOFEE TIE, [T —FX—2DHf | D
[ TOF —FZR—ZHFHF) | O FDOHEES DB Fualz/ N OFIZThs, [SCRREE) ] D
HAOEFTNEeTRWEEIZIZZI 22Uy 70, HANALEL TWDHE A E B R
) &2V L THhD, ZORET, 1B BBEBEER | SMEN CWAHEE DG F
DOHFT, [FHRUIZRERSL | ENRIE G | 2385 580 0 OMic R REns, BV
BRC, R OF—U— RPN 35 LD — 520 LT 85Il QOB 0 T,
Wi _EDOFRR T2 OO HFENIELIZH- T, Lk TIESITALE L TOZEITRL/,
UL, LEEAFEFRSGOIR, TBHRLTRA4 | OTFRINEG 1 | A IEMEICFRER ST
BB IFAET 5D, MhES T2 IERMA I LW 2D11T ., B3 o SCEkA bl L <, @i
BT OB T AERUE T ERERE IS, WITL T, EAEKBER OMBERLL
THRLNETEE T4 (BB AL THRW) IOFICEBLT, ZOMHFEEFEHLTE
TR O 2 TSR —LR—V OB R | OF — T —R LU TR L THRED,
A FTEGGLTIZDIAN O TR R EIRGETD 28T, G0N RO FEMEAMGETE 5,

HEGE TR B EEBREER | D5 SLHRD PDF 77 A VB EISIVTHNDDT, FROFNT
WAL A E IV THE FOE L AT ZEN RS, B, O 53T ElkI
RF T m—RRHR RV, BEREEBERIIEAZZEEL TELPNLTNODLOT, X
L EEDD D LIV, CEROTE H NOE B BB R LA OMERES Gl E 0 H
R, ZHo0 5252352605 20615, HDHWIE, TERUAOIAE | 2 12535
BORBTFRECES LS THIELEZILND, TOINTEEOERIRETIRDHET,
H 7y OBHRUIIR RO RN L 72 D185 12 IEE IR L HE D,

CZTHERMBL TBIREAIE, ET —FX—RA X —(DBCLY)DMEHLL TV A
Wrig 2213, AR 2 B O SR PH 2 3B A WV R A2 AT REICL CVAZETH D, FIT,
ik - FREfRDL - F R B - FFFEMR S A EL TR Z S IR kD b ERITHY, HIZ
R CTEISCRE SR DRI, M54 R4 28 EHRA O T B O BT HE#D
RERAYICIS TES, —ROBBE A2 AW RR TIE, EEEOEVERNIBELETS
B DBET HNRND T, T —F_N— 22— DR AR R D L1, (2
FE D @G IR O O 1 U EE DS FTRE 72T R SR D BRI R EW, FRE RO XI5
SR E WA E e Bl OV T MEEGR DO X 72 FIHEOFHE L H DD T, MEFE2 I
DWTOFHRINEL BET 55 I2T, FREFORFMEEOREEFIIFHEMA L
W N LZETHD, 2O ERIROKDIABRNBNEHATZ D8 ZOMEWTIRZR OFF
ML= 25,

HET — A=A —ORMIR R Tl T2 Mm% 9 52E T, Jabion (ZRLEIILT
WUV RRDBE 2R L HED FHEMERE VO, ZOMBOMEE T, YT 58 D%
RELROB UV ER UMD REMED mV, IBAE O HAGESA L) BB
BT, FAT I AT AFEELZFI AL CHGEAZRLE T, B85 T OIFES B RoO0
AU, Ensembl @ X 9 724 E THERL L TV 5 7 ARCSHERICEE T 2T — 4 X—X %
BRI L CBEFORSIIERE IS TEZ %, Ensembl O—fxi)7eEH 1AL, #
A TV (Google THFE X) EIEENZENE Y4 Mo, D BHAGE TS ST
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W5, ZOENE A 252 LT Ensembl 205 EFED 4 FE (cDNA, CDS, peptide, 4%/ A
DNA) OEFNZINEE L T, BEfnT T L1 Excel 7 7 A VOBIOITIZREHE T 5, {H L,

Ensembl Z FWZECHIDOEAFIX, WFFEE DT O BAETH V| Ensembl DFEREN RV IZ
HZND T, ﬁ%ﬁé:&ﬂ%%fﬁ@wow~n§*%@@¢%%%bfwéﬁ
NS A2 U7z 6, Jabion TEIETFPRBE T HLIICHELLHREERE L TCHLE
WV, ZOBE, RN EEZ L TREBEZITo M ERIT. 2o b LA — FOsHlioxt
BIZEDDHDT Excel 77 A NMBIFRELRNT k - IZFRE L= 94 & Excel
77 A NVORIOITIZEEHE L, FEROBEL BBRGT 5.

(%) Ensembl & ff > 7-E4IT — % OHfS
Google T “ensembl” # ¥ —U— NIZ L THRET D,

GO )816 ensembl VAR A N =
15,020 UUU{i?.'H ) e

WIRT Ensembl - [ -0 —ERT ]
v b lRE

Ensembil is a joint project between EMBL-EBI and the Sanger Centre to develop a

i TERE software system which produces and maintains automatic annotation on eukaryotic
HFEBO~~—UEEE

genomes.
MR e L www_ensembl.org/ - #8{Ll~—2
LA
- ZD MY — ) Ensembl =" —2

Ensembll I/ LB Bt e nimsl L TEE 7 /7 a0 & T TOEFEET
— SN —Ar L TAELTL S EMBL-EBI- Sanger Centreyi B T T 2705 27T

9, NCBI MapViewerth L3047 A LN =2 TFO L CF /=387 L.
Ensembl %7 U v 7325 &, RO Ly THEHENERIND,

Login / Register | BLAST/BLAT | BioMart | D¢

© you've been redirected to your nearest mirror - B
uswest.ensembl.org

® Take me back to www.ensembl.org

Search: | All species ~| for | | New to Ensembl?

e.g. human gene BRCA2 or rat X:100000..200000 or insulin

Did you know you can:

€2 Learn how to use Ensembl
with our video tutorials and walk-throughs

Browse a Genome e? Add custom tracks
using our new Control Panel

The Ensembl project producefggenome databases for vertebrates > Upload and | dat
and other eukaryotic species and makes this information freely €~ Upload and analyse your dala

available online and save it to your Ensembl account

Click on a link below to go to {lle species’ home page. e? Search for a DNA or protein sequence
using BLAST or BLAT

Popular genomes (Log iffto customize this list)
Ensembl kv 7 —2 [ (http://luswest.ensembl.org/index.html)
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R DBETFLEL. RIDLTHI
(3FB) #F—U—FRICLTERLT
DB,

eqg. h
9 Hyrax

Search: | Human v f:]r|AEIL1 |
Hedgehag G0
Horse j

Kangaroo rat
Lesser hedgehog tenrec
Macague |

rat X:100000..200000 or insulin

B#RTH%21E. Human 28R 1%,

Ensembl HRZR 7 4+ — A

Home > Human [GRCh3T7]
Genome

Search Ensembl
~ New Search

+~ Configure this page

= Manage your data
Export data

v+ Bookmark this page

Results Summary

709795
By Feature type
Total 5
= Family
¥ Gene 4

T Homo sapiens (4)

Home > Human [GRCh37]
Genome

Search Ensembl
~ New Search

#~ Configure this page
= Manage your data

ookmark this page

Login / Register | BLAST/IBLAT | BioMart | Docs & F/

|ABL1 corporate/tree:"Top/Species/Homo sapiens” c| [ Search ]

Result in Detail l 7V w795

Your query matched 4 entries in the search database
Ensembl protein coding Gene: ENSG00000097007 (HGNC Symbol: ABL1|) [Reqion iwetaill

Description: c-abl oncogene 1, receptor tyrosine kinase [Source:HGNC Symbol;Acc:76] :

Source e57; Feature type  Gene; Homo sapiens; Species: Homo sapiens; Gen@j
[ ]

Havana protein_coding Gene: OTTHUMG00000020813 (ABL1|) [Region in detail]

L]
L]
L]
Description: c-abl oncogene 1, receptor tyrosine kinase :

[RegionindetaillZ 27V v 73435&, 7574 WIVRBHENEREIND, BT —F

ZBAES Sl

2, 2Hhb0Em bR LT &L,
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Gene: ABL1

Gene-based displays Gene: ABL1 (ENSG00000097007)
I~ Gene summary c-abl oncogene 1, receptor tyrosine kinase [Source:HGNC Symbol;Acc:76]
L 6 ;
i gﬁg;ir‘{%agfdﬁgce '_-r°°a"°'f Chromosome 9: 132,589,233 133 763,062 forward strand.
- Sequence ranscripts There are 6 transcripts in this gene:| hide transcripts |
I~ Ext | refi (3
L Reg?LrJTaatiorr? erences (3) Name Transcript ID Length (bp) Protein ID Length (aa) Biotype CCcDs
& Comparative Genomics ABL1-001 | ENST00000318560 5766 ENSP00000323315 1130 Protein coding | CCDS35166
Df_ g:ggfg'ﬁe:';ﬁﬂ;ﬂzﬂtﬁ (32) ABL1-002| ENST00000372248| 3824 | ENSP00000361423] 1148 | Protein coding| CCDS35165
': Gene Tree (te?(t) ABL1-003 | ENST00000393293 532 ENSP00000376971 64 Protein cading -
Gene Tree (alignment) ABL1-201 | ENSTO0000426772 144 ENSP00000406308 48 Protein coding -
g;‘rg?é‘é%ie;ﬁ? ABL1-202|ENSTO0000438426| 3543 | ENSPO0000407756| 265 | Protein coding R
Protein families (4) ABL1-203 | ENST00000444970 345 ENSP00000400412 115 Protein cading -
B Genetic Variation . .
Variation Table @ Transcript and Gene level displays
Variation Image In Ensembl a gene is made up of one or more transcripts. We provide displays at two levels:

B External Data

C )
I‘L- |D|:)'-|e|§§rr1ral annotation #® Transcript views which provide information specific to an individual transcript such as the c|

; sequences and protein domain annotation.
- Gene history 70w TE) ‘ ) .p o
® Gene views which provide displays for data associated at the gene level such as orthologu

regulatory regions and splice variants.

M= Manage your datz This view is a gene level view. To access the transcript level displays select a Transcript D in the

navigate to the information you want using the menu at the left hand side of the page. To return to

Export data information click on the Gene tab in the menu bar at the top of the page.
ZOMWELARRIL, TR PI D ERIL, &BLSIE L AR — RO excel £RUTHE Y 1T 5,

(33&) ATV (BEEIZ XS Ensembl OEAEHH)
Google T “HAA TV EWIZEUTT 5" %% —V— NIC L TRET %,

GOL 1816 ATV EeRIERETS |

#1 31,600 # (025> wETI A
MI~T ATV (togotv) iz EHH]
- f@t% 2007-09-274p01 SBIEFHIR (9 — DU T BEIE T RO /b HBEEIE — o CS
v bl

5200709144001 DA LADESHLITEEOECTRSIS 7 1) » 7 9 A
Y ElE BRI UL T L SR TE, 2007-09-064p01 g
BHSBD—VERR togotv.dbcls jp/?category... - Fwiia - EE{lle—

ECTUSIKMNAL ..

TR ATV (togoty) - Ensembl tips ~ Be % BT {E § 5~

2008F2H218 .. 1EERLHI: cDNAREHI. 7= BEReFI IERsn 0SB mE THEE Y
FIH, SERBNTY &5 £-E LT L ARSI TE SO BRI gECNET
BLECRBECMETAIEHTELbLNnEL A, BiFE S )y 7T 2EFlashi ...

Ty T oo TR T T T ~—
iy g > DECLON'RET 2B L D7 —2 N —ADBYSY —ILORLADI TV (B T, BEbhf:DBL;j
TV TECAVEE AOT., Lt R0 aopn—Rd el TR TS i FOEGEA, O
FER(T, DECLSREL vEIE 7 — LEUD, S37 Y0V 20E% (ouTubet® == IS8 TEFWE

—IRFED AL TR A A AT AL BT AL TE ST,

+| Google Dashhoa
videocast DB FIH LN,
S TVOREL T SEHELSDBEIREsET D | LU

EhiEL 2 F— BT R PEIEL 2 — E Qowered by Toeo DB}
FHANT VAT DBCLS | EMBOSS | Enelish | Firefoux [ 6 | 1E7 | [ES | macosx | presentation | safari |winxp | FZ/88 | 504y | 220 108 |12 08847 | F 21 | 18
FBLF | L& | STRIE | 893 | BRBW R | Shety — I | BRI | Z0niE | BRPIART | BREIR | soakis

o e g Yy 7 $ DL BIETOHRAL

R5ZEVRHRD,

2008-02-21

[winap NETIF S L IGEEFIT7 = /BTSSR 3] Ensembl tips ~BeFIFERG T o~ & =

Ensemblld, The Wellcome Trust Sanger Instituteé EBI{European Bicinformatics Institute} ety
OIFETHZE. SN TWDT/ LTI T LT /7= /BB AT LADCETY,

BB Ensembl tipsE—5EX L TR AR DL TERNLELCH. ShlidTai= Ensembl Tlp

HHE L T Ensembl i1z TSI 1753 (€ DU CEATTL L T, EAEATHI cONARCHIL g

By e o T B TR U A e el ~ BT S S T 5~
A S ORUA I % O CLLE BB I 5o b TR oL E T A,

RS )5 7 BE FlashiRD b —H —HESREY, VouTubelRILEBHTY, 090206 I

HA TV M http:/togotv.dbcls.jp/movie/090206en_f.html
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O. RITHEKZo| &k TRRERLMOEIEICE D,

ZOHAEIZIX, OMIM (Online Mendelian Inheritance in Man ; & F DEERT —
=) %’i’ﬁﬂﬂﬂ“é B TDEFRT 2WKUCET 2 EHRC, SRz s k27
BT ORREREZINGRL T D, R R KRB TR bEBEEOSWT —F X—Z T
H D,
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BFBD-VERR The full-text, referenced overviews in OMIM contain information o
< 2D — disorders and over 12000 genes. ... OMIM & and Online Mendg

® are registerad frademarks of the Johns Hopkins University. ...
www.ncbi.nim.nih.goviomim - #g{ll~—:/

OMIM - PARKIN; PARK2 - [ Za < —2/%5RT ]
Description - Cloning - Gene Structure - Mapping - Biochemicg
Function - Molecular Genetics - Genotype/Phenotype Correlati
Genetics - Animal Model - Allelic Variants ...

www.ncbi_nim.nih.govientrez/dispomim.cgi?id... - F+wi/a -3
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Online Mendelian Inheritance in Man SESEraef University
All Databases PubMed Nucleotide Protein Genome Structure

Search OMIM v | for ABL1 Clear
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OMIM » ETter One Of MOore sealch Telms.
Search OMIM « Use Limits to restrict your search by search field, chromosome, and other criteria.

gearcp ﬁensdm'jp + Use Index to browse terms found in OMIM records.
earch Morbid Map « Use History to retrieve records from previous searches, or to combine searches.
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OMIM Help OMIM ® - Online Mendelian Inheritance

How to Link .
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17



SR> 7 22 ABL1 EATIL GoDARHA L %7 ) w735 L  IROBEHNERII
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< NCBI OMIM =3

Online Mendelian Inheritance in Man

All Databases PubMed Nucleotide Protein Geng
Search| oMV ~| for|ABL1 [ Go

[ Limits T Preview/Index T History T Clipboard*® T Details ]

Display | Titles v| Show |20 | Sendto |
"AI: 26 [OMI 2V v 732 OMIM dbSNP: 4 (]
Items 1 —lo of 26 1]

[11:*189980. ABEESE3IURINE LEUKEMIA VIRAL ONCOGENE
HOMOLOG 1] ABL1
ABL1/BCR FUSIB»~=EME, INCLUDED
Gene map locus 9934 1

[]2:*114350. NUCLEOPORIN. 214-KD: NUP214
NUP214/DEK FUSION GENE, INCLUDED
Gene map locus 9934 1

[03:*151410. BREAKPOINT CLUSTER REGION: BCR

TUATRATAIT TOTTOTAART ATTRTTT TRTAT TTTTT

BRAE R DR FZE S DRICERENTWVWDLFITONT, %, + (TBEFICETITFT—Z THHZ
CERL, B, % IEBIZETAT—H THLHILERLTWDS, AEETIX, BEFICETS
F—HICERT D, ZOBRE, Hloonz ABL1 [T 38 FT—2 0N —&FHICE vy LT
WHDT, ZhEe2 )y 735, IROBEIENERIID,

= OMIM B ico

o ) i - ) = Hopkins

- NCBI Online Mendelian Inheritance in Man e University an Inl
All Databases PubMed Nucleotide Protein Genome Structure PMC OMIM

Search|0M|M V|for| H Go ” Clear]

[ Limits | Previewindex | History | Clipboard | Details |

Display |Detai|ed v| Show |2L‘| V||Ser|dtg v|
(All:1 | OMIM UniSTS: 0 | OMIM doSNP: 0 '|§|

MIM *189980
Table of Contents

ABELSON MURINE LEUKEMIA VIRAL ONCOGENE HOMOLOG 1; ABL1 MIM = 189980

Description
Alternative titles; symbols S:): ;_nsgtru chure
Mapping
TRANSFORMATION GENE: ONCOGENE ABL Gene Function
ABELSON STRAIN OF MURINE LEUKEMIA VIRUS; ABL Cytogenetics

ABL1/BCR FUSION GENE, INCLUDED Malecular Genetics

ABL1/NUP214 FUSION GENE, INCLUDED Animal Model
History
Gene map locus: 9q34.1 NAIIeIic Variants
See Also
Description References

ZOHEHEE FIZAZr—L L TW 2, b LLIE A Table of Contents @ $1 ¢ Allelic Variants
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Uy 735 LROBE Allelic Variants OfEEAELIL S,
YR D[ T See allelic variants in tabular display 7 VJ v 7 3 34,

translocated from chromosome 9 to chromosome 22. %

Allelic Variants

7V w795

Back to T
{Selected Examples) Notes

See allelic variants in tabular display

.0001 LEUKEMIA, PHILADELPHIA CHROMO SOME-POSITIVE, RESISTANT TO
IMATINIB [ABL1, THR315ILE]

Gorre et al. {2001) reported a 944C-T transition in the region coding for the ATP-
binding site of the ABL kinase domain of the BCR-ABL fusion product in & of 9@ people
with advanced-stage leukemia who were Ph-positive and imatinib-refractory. This
mutation resulted in a thr315-to-ile {T315I) substitution. Thr315 forms an important
hydrogen bond with the secondary amino group of imatinib (Schindler et al., 20007,
suggesting that this mutation could be a major cause of resistance to imatinib.

ROBEPFTR SND, 1 OOBBFOPICEBOERDOEFNH D Z & BbD5,

Display  Allelic Variants v| Show 20 ~||Sendto v

[All: 1 | OMIM UniSTS: 0 | OMIM dbSNP: 0 [%]

MIM *189980

ABEL SON MURINE LEUKEMIA VIRAL ONCOGENE HOMOLOG 1; ABL1

Allelic Variants (Selected Examples) Notes

i erope i

0001 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT ABL1, THR31SILE -
- TO IMATINIB

L]
0002 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT .Am_.l,

TO IMATINIB ,o° GLU25SVAL
[ ]
[ )
[ ]

5003 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESIETANT  ABL1, ]

' TO IMATINIB . GLU255LYS

[ ]
{ ]
[ ]

004 LEUKEMIA, PHILADELPHIA CHROMOSOME-PQ@ITIVE, RESISTANT  ABLI, ]

_ TO IMATINIB .’ TYR253HIS

[ ]
...
. ABL1,

.0005 CHRONIC MYELOID LEUKEMIA, RESISTANT TO IMATINIE -

. PHEZ11LEU

..
.’ ABL1

.0006 CHRONIC MYELOIDel'EUKEMIA, RESISTANT TO IMATINIB ' -

. MET351THR

“THR315ILE” '@ﬁaci\ BT PEMDZ X7 EERF D 315 F%H O THR (R LA =) 7 ILE
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Ay y) ICERLTWD L, BIFOAREMENREWZ L 2R L TWD, ZDOJRER A
Z LT R BEAIE R A STy Z O & Excel ICEHEL THL,

e [y Py

LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT
.0001] ABL1, THR315ILEji-|
O IMATINIE]
LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT "
- O IMATINIE] GLUZ55VA
o003 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT "
O IMATINIB] GLUZ55LY
o004 LEUKEMIA, PHILADELPHLA CHROMOSOME-POSITIVE, RESISTANT BL1, y
O IMATINIE] R253HI
ABL1,
.0005 CHRONIC MYELOID LEUKEMIA, RESISTANT TO IMATINIE] -
PHE311LE
_ : . ABL1, |
.000¢] CHRONIC MYELOID LEUKEMIA, RESISTANT TO IMATINIB] -
MET351TH

T ORI R, 2 — U EXCELIZEEY 1175 (GRRE 4),

INETOHRET, BOBEH LW (2084 1XAIMmP, LEUKEMIA) (ZREF% T
BB R BB (ABL) IZOWT, TDX 7B EDAE (EEONEDOSRE
HE 0 T TIL, 3150255, 263 /WHZEDT X JBEONE) TEDOXHIRT I
AR Z D &, TOIFRRUTR D LT VONRTHRSNT=, HADT ) KEHI RS
SNTEBRIZ. T D Excel DREZWTDHE, TDOADBRY HWIFKDBHEETE 5,

Alald B ABLL Tlid, dbSNP (SNP 24 2T — 4 _X—2R) ~D VU v 7 1§k
DI S T2 D, FARDBIEFIT L - Tk, dbSNP (SNP ([ZR3 57 — & _X—2) ~
DY I IERPFLEHEINTOWDIHEERD D,

Bl 21X, BRIEICfRDEMR T (OCA2) ([Z2OW T, ZO7 ¥ A MOFIEE Y IZFHA~
% &, D X 9 77 allelic variants as a separate report DA F R II 5,

SNP (% “Single Nucleotide Polymorphism” O T, HAGE T —HHHEEH L&

BlEnb, SNPIZHOWT, ZDO7 F A MTIEHEPAZITHOZR VS, 4 H Google % T
—U— MR L THNEZH~BEFT 52 &,
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A5 ) R EBMRT D SNP 7 —F DG L F OBIEICHE > TTT

________________ ‘
m u
- u
.0001 ALBINISM, OCULOCUTANEOUS, TYPE II E}Sﬁéf'? KB DEL, .- .
]
: 7Vv %5
- u -
.0002 ALBINISM, OCULOCUTANEQUS, TYPE II OCAZ, IVS17DS, &-T, - .
+1 . -
n u
.0003 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, ALA481THR = rs74653330 “ .
| ] ‘
m u
.0004 ALBINISM, OCULOCUTANEOUS, TYPE II OCAZ2, VAL443ILE = 528934272 .
n
m u
.0005 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, PRO743LEU u - .
n
m u
.0006 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, 1-BP DEL w - .
n
m u
.0007 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, ALA334VAL m - =
m u
u
.0008 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, 122.5-KB DEL  m - =
= & TO SNP 1EHEINE
.0009 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, TRPG79CYS = AL =
n N— . u
u
.0010 ALBINISM, OCULOCUTANECUS, TYPE II OCAZ, ASN489ASP .- .
] ¢ =
m u
.0011 SKIN/HAIR/EYE PIGMENTATION 1, OCA2, ARG305TRP " rs1800401 * -
—_— BLUE/NONBLUE EYES e * .
[} ‘Q .
]
m u
.0012 SKIN/HAIR/EYE PIGMENTATION 1, OCA2, ARG419GLN = rs1800407 .’ =
—_— BLUE/NONBLUE EYES . =
] " =
m u
SKIN/HAIR/EYE PIGMENTATION 1, OCA2, IVS1,
.0013 /HAIR/ o rs4778138,4778241,7495174 .
_— BLUE/NONBLUE EYES HAPLOTYPE 1 . .
u u
.0014 ALBINISM, OCULOCUTANEOUS, TYPE II OCA2, MET394ILE = - .
= .
]

dbSNP O&-F =547 U v 7445 L NCBIl ENTREZ @ SNP F— X OHEHENFT RINDH, HE
BF—2ThsdDT, dbSNP DT —Z 3% BI5ETL. 4T SNP D EEFIER HINE L
B,

ENTREZ

(B%&): %7)\/7?6}:’7‘/L\7"u“‘;:9 }\'C“ Fﬂ’bﬁ_

rewewflndexT Hgston SNP ﬁﬂﬁﬂfﬁ*ﬁ?ﬁ ﬁﬂ?l‘c“%’bé

raphic Summary “’T Show '20 VHSort By VHSend to Vi

7 3 e
8000 Genomes: 1 Clted in PubMed: 0 CllnlcaIlLSDB Submissicnoy 1L Lmsan 4 B
® E¥Ear—LT,

O1: 1374653330 [Homo sapiens] excel (2B Y £HiT %
ATTTGGAGGGTCCCCGATGECAGTGE [C/ T] AGCTCCTCCARTGTTTGTGARGATC

MapView [ Varii

ST
rs74653330 %7 U v 745 LIROERAFREND, Z DOH O Fasta sequence DELYI %
o B — L T Excel IZBL Y £+ 5,

Single Nucleotide Polymorphism gg
T

PubMed MNucleotide Protein Genome Structure PopSet Taxonomy OMIM Books SNP

Search for SMP on NCBI Reference Assembly

Search EntrezlSNF' Vlfor “'L""'"l.

Reference SNP({refSNP) Cluster Repolt: rs74653330 H **clinically associated™
H -

BUILD 131

RefSNP Fasmssssssmamans” Allele
Organism: human (Homo sapiens) L . SMNP:

Variation Class: ~. B .
Molecule Type: Genomic single nucleotide polymorphism

Created/Updated in build: 131/132 RefSNP Alleles: C/T
Map to Genome Build: 37 1 Ancestral Allele: Mot available

Clinical Association: m
SMP Details are organized in the following sections:
| GeneView | Map | Submission | __Fasta | Resource | Diversity | Validation
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(F B

[l GeneView

GeneView via analysis of contig annotation: OCA2 oculocutaneous albinism 1
v View more variation on this gene (click to hide).

[include clinically associated: Cin gene region & c¢SNP O has frequency O double hit

Assembly SNP to Chr Chr Chr position Contig Contig position Allele
GRCh37 + 15 28228553 NT 02644614 4663700 C
.............................................................................................................................. 4
H ) mRNA Protein '
= Function = - . L = '
H SMP to mRMNA Accession Fosition Allele change Accession Fosition Residue change
E missense - NI 000275.2 1551 GCC = A NP 000266.2 481 A[Ala]= T [Thr] -
:---4D@ariﬂuanﬁaeﬂa*ﬂf&:dﬂ-ammwiﬂdmv.}......................................................................................:
4,663,300 4,663,400 4 BE3,500 4 BE3,600 4,663,700 4,663,500 4 BE3,900 4 BG4 K 4,664,100 4,662
f f f f f f I f f |
??4653330
b [ [
OCAZMM 000275 2/NF 0002662 «
< |

=gnl|db SHNP|rs74653330|allelePos=201[totalLen=401[taxid=9606|snpclass=1|alleles="C/T'|mol=Genomic|build=131

TGAGATGCCC
GGCGTCCATG
TAGCATGCTG
AGGGTCCCCG
¥

AGCTCCTCCA
GAGCACCTCA
CGTGAAAGGC

AGTAGCACTT
TGGGGTAGAG
GTACGTACCA
ATGGCAGTGG

ATGTTTGTGA
CACAACCTGT
CCACATGCAL

ACTGTGAAGA
CTCTAACTAA
TCTTCCTCAG

AGATCACTTC
CACAAATGGA
CCCAGAGATT

GGTGGCGTGA
GTGGAGGTGT
CTCTTGGTTG

TGCAATCAGG
GGAAAATGAA
TTTAAGGCGC

TGATCTTGAT
GCGTTTACTG
GAAACAATAR

ACTTGTCTTG
AGTAGTCCCA
TTGCTCGTAT

TTCTAACAAA
GAAGCAACCC
TGACATTTGG

GATCAAGGTT
CTATACACAT
AAGGGAGGCG

CTG

ZOEHNE, aRXMT (“>7 THEDT) b Tar—LT
Excel ® 1 < ADHZBEY f£HiF %

I NCBI Resource Links
Resource

Submitter-Referenced dbSNP Blast Analysis OMIM
GenBank 511409.0003
NC_000015

B Population Diversity

Sample Ascertainment Genotypes Alleles
: Individual  Chrom. T T
55# Population el e Source  HWP .
55127187185 pilot. 1.CHB+JPT 83 AF 0.932 0.068

________________________ | B

ﬁﬁﬁf Lot K7 U7 AEM (CHB+JPT) Tid, 93.2%72%C, 6.8%»1 T Tho7zZ &

E P BoR LT3, CHB (Chinese in Beijing 4t%), JPT (Japanese in Tokyo)
L B 720, AT SNP Ik o TiE. Population OFIICT kY Ll

i (ENSEMBL Watson) o> # —f#+ (ENSEMBL Venter) @ SNP EEF
PFIE MR INTVDIHEENRH D, HTIRRUMRD DBIEF DI .JTE:{ZF?
PR Y AR H — O EES LICHATET D O AR T D2 }:

P b kD,




T, ABENTWS, U NV UL RO ) AT T RN
%, (URL : http:/jimwatsonsequence.cshl.edu/cgi-perl/gbrowse/jwsequence/ )
Google T “James watson Genotype Viewer’ &% —U— RNIZL TH®ET S,

James watson Genotype Viewer

£9 1,830 £ (0.21%5) 29 9 s+ f

SEETHEAREHETEETTET)

Evh: HERO~ -V FES

About the Genotype Viewer - [ —ih~«—33%2R7 |

24 Apr 2008 ... James (Jim) Watson's personal genome sequence, showing his genotypes in
relationship to known polymorphisms and common diseases.
jimwatsonsequence.cshl.edufabout. html - FF 2o - EF{ll-e—d

Watson Genotype Viewer Now On Line - Cold Spring Harbor
About the Genotype Viewer % 7 U v 7 325 L IROBEH DR RS ND,

in a ceremony at the Baylor College of Medicine. This genome sequence describes
the six billion base pairs of DNA that James Watson received from his two parents, the unique
combination of which are responsible for James Watson's genetic individuality. Dr. Watson is
making his genome sequence available to the public in the hope that it will encourage the
development of an erapf "personalized medicine” when the information contained in our genomes
is used to identify angyprevent diseases to which we are genetically prone before they appear, and
to create personali medical therapies that have the maximum benefit and the minimum risk.
This simple browser allows you to view the places where Watson's sequence is different from the
"reference” human genome sequence, as well as to view the genes and some of the common
diseases associated with them.

LEHO simple browser #7 U v 735 & IROBEREMNBFERIND,

James Watson's Personal Genome Sequence

README: How do | use the James Watson Genome Browser?
Downloads: Download bulk JW palymaorphisms. For the complete data set, please go to the NCBI Trace Archive and search for CENTER_NAME =
'CSHL' and CENTER_PROJECT = Project Jim'.

34.46 kbp OFEHE%E chr7 hoxR.EHEEST 75,221,807 i 75,256,264

[=h1: |
BLFID B BIZ T8 &0 FOME. EOMOSVET —REFETRBELE S DAL FN—FXFELT "EEIEPTEIE T, -5 ET v DL ER
FLITHYE T APA— A — Lo A EE THAFEMIEFRELE T,

#: HTR2A, macular degeneration, rs726455, DAOA, chr22:20230140..20330139, PARK3, SNP:rs131693, SPTB, NM_001008496,
3g21.2, ENmO10.
[PiF—ERTF] [CORTETy 27— 2] [COBBAOVL Y] [GmBESVGEE] [~I-T] Vizv ]

BE%E
SFv—sEkId @ WS RSO B
'm #E 2&if SMP Properties w| EBE. | =T
T -
James Watzon genotypes, on NGBI B36 aszsembly, dbSMP b126 A20— X —1s: K< Fi 34 46 kbp v bzl Eii
BA—I —Fa—

o 10M  20M  GOM  40M  HOM  &OM  FOM  @OM  90M  100M  440M  420M  430M  440M  450M

E A NT contigs

EIE OMIM disease associations

EIE GWA studies (NHGRI Catalog)
*4 * ¢ & * * * ¢ +* *




chr?

ElEdbSHP SNPs/20Kb

7am

Fan

SO0
__J7ﬂ477ﬂﬂﬂﬂﬂﬂﬂ47ﬂﬂ4ﬂﬂ1ﬂﬂﬂﬁﬁﬂﬂﬂﬂﬁﬂﬂﬂﬂﬂﬂﬂﬁﬂqﬂﬂﬁ4jﬂﬂqﬂﬂﬂﬂﬂﬂﬂiﬁTTT7TTﬁTTTJ400
0

E1E OMIM disease associations

EIE GWA studies (NHGRI Catalog)

SE 3 [ e

&

.
75230k
E [ Entrez genes

E@E]) Watson g YP
rel0259669 BJW-2515511
A— 2
G— A—
(A2 Gi2d (G5 A

E 0 OMIM disease associations

E [0 HapMap Genotyped 5NPs

rel 962236 (+]) rell9839230+)
‘0000 0000
C [

radBz0231(+) rald1973092(+)
‘0000 0000
C A

ral0Z596658 (+)

‘0000

G

964625+

I I
75240k 75250k

NH_00B072
CCL2A: chemokine ¢C-C motif) ligand 26 precursor

rz11465352 BJW-2515514
C— G—

A A

(C:l A3 (Gl A3
%;32302009

ral1d653530-2 ra114653190-) raa9ead0Z(+]) reFEl1S7E0+)
‘0000 ‘0000 0000 ‘0004
[ T T A

rel1d653520-2 rEFTE3ISLG0+) ral3zd15980+)

‘0000 U000 0000

A T A

ral1d4653500-1

rEFTETEZS0+)

gl

‘0000 0000

ralZ721d660-) ral0Z36263(+)

NEHENTWDLY Y LD S ) AMERPBETE 5,

B SEHIE s —

)
75230k
E @ Entrez genes

E [ James Watson genotypes

rel0259665 E.IW-2815711
H_ i S
G— A—

(A2 G2l (630 A2

El [ OMIM disease associations

E [ HapMap Genotyped SNPs

rEl9622360+) rell9839230+)
‘0000 0000
202310+ rEl19730920+)
‘0000 0000
rel02G9665(+)
‘0000
re96496250+)
‘0000
rel 28382530+

‘0000

0

e e
B
o

*ra11d65382,

| |
7E240K, 75250k,

NM_006072

i
CCL2G: chemokine (C-C motif) ligand 26 precursor

anunn,
BLIW-2515514
G_
H—
(Gl AE

i .
A——— wn

(il AE
*

g
tenansntY

5323020

SNP rs11465352

Description: Previously known polymorphism
Position: chr7: 75236658..75236658
Genotype: C/A (heterozygous)

Reference allele: C

rz114653]
d 11
ra114653!
‘00
r=114653
‘00
rel2721
¢

Allele Allele type Times Seen

C |Genome reference allele |1
A |Variant allele 3

aacaaacaaaaaccca[c/alggcagaattccgta

PE23020

E. In the HapMap CEU panel {Utah residents with European ancestry) 80% of
chromosomes have the C and 20% have the A allele

B 2z 1%, James Watoson genotypes @ rsll46532 OH-VIZh—YvEbbysrE, UMY AAfHt
D Z 3 SNP @ genotype (2T HIFMMNEREND,
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CAE Gl [(CHIEH chel AEy [CHEH
E A OMIM disease associations POTL Ll bRl

* “re,
o 532302009 e
H .
“ ‘0
E @ HapMap Genotyped SNPs e, Tt
a2 -m -
rE19E22360+) 19539230 +) 114653530 0% " T rel1465319(-) rEESE6020+) rEFBLLIT2+)
G T A G
‘0000 0000 ‘000

FEAEZOZILI+] FEl1979082(+) relldesize— 52302009 is associated with ESOPHAGITIS (OMIM:610247) for

g.... g.... g... allele A in HapMap panel CEU (Utah residents with ancestry from

northern and western Europe).

102506590+ ral14a53500( -

A A

G.... G... The reference sequence has a A at this position.
OEATEZR+) sy IW is potentially homozygous for A at this position.

0000 ‘000

OMIM disease associations @ 12302009 7=V I — Y V& HH 5D &, esophagitis (BIER)
BRI D8I F DU F Y AELE 0 genotype IZEAT DIEHRDB LR IND,

Click to view OMIM entry.

E [ HapMap Genotyped SNPs

rsl9622360+) rsl1983923 (+) rs11465353 (=) rsl1465319 (-2 rEE9664020+) rs7E113720+)
‘0000 0000 ‘0000 ‘0000 0000 ‘000d
rEd620z310+) rsl19790920+) ,"FS‘I:I.-;S-S.S%.ZEZS'O, ra77E39150+) ral3241595(+2
‘0000 ‘0000 ! 0000: O 0000
rsl0Z59660(+) . 6535 - rs7TEFEIICH)
Ao T NN Y1
rSOBAOEIE(+) rsiz7z1aed 111465352 Allele Frequencies in HapMap
5.... G".. Populations
rsl2533G2930+) 230009
‘0000 d LI Description T T

rETHO0AGTC+) ra114653d]

Utah residents with ancestry fram
C A o )
T.... G.. CEU northem and western Europe 80% 20%

rel02750420+3 re127214 CHB |Han Chinese in Beijing. China T6% 24%
E.... %.. JPT |Japanese in Tokyo, Japan T0% 30%
SO0 YRI |Yoruba in Ibadan, Nigeria 99% 1%

HapMap Genotyped SNPs @ rs1146532 O &H -0V h— Vv EHiE 5 L, HapMap HHE (b N4/ A
FHOBRTHDLE N ARSI AL LT, Kiilko v MEMEZ G & LT HEEEZL M (SNP)
DOIEENOANT O A THRE L, HEEZIT ) 2O OERET — X O1E 2 B L - EEE W) TE 5
Nz, FEHUIEOERM Z & @ SNP @ genotype BERIND, ZOEETIE, I—r w8 b (FE).
W, ANRNZ (FAY=2VT) OO e kD genotype DIFMNAT R I TN D,

L ®
gy 4 BALREGED R
chr 775221807, T62662( % | @ SR Poperties | E. | % |
F-5-2 :
James Watzon eerotypes, on NGEI B36 assembly, dhllﬂ?ﬁ ¥ AA-LIE =L K« FT Ak v e R

Graig Venter eenatypes, on NG EBL B36 mbly, db3MP B126
James Watzon genotypes, on NGB B36 assembly, dbSNP b126

3. cereviziae chromozome @
TESTING new features: Jim Watgon genotvpes

o 0N ZM 3 4OH ROM GOM 7N aOM SOM 00N 10N 120M  130M 140N 150M

B 0 Ideogram
Gl | PN il Ll )
BRFEDOHT,

O $—# J—RT, Grag Vendeter genotypes on***Z /IR TH L, R F—{ELD» /) L
BHROBEBIRRNIND,

@ FvRv—7 EITHEEIC, BRI WRERE S, MEESEZANTLHE, ZOHSNRRS
Nz, ZZICEBTY Y RANVAEANTTD E, TOBGTELOEENFERIND, 7277 LERS
NERVWEBGE T VRSB 5D,
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A (REFRDHSR)
7T =2 (Adenine)

T F=22 (Tymine)
5

G 7 =2 (Guanine)

C | kY (Cytosine)

U 35 <)J)L (Uracil)

R JUY (puRine) AHBWIEG

Y EUYITY (pYrimidine) T H3WME C

M A $3UME C (aMino)

K G ®»5WLE T (Keto)

S G HBLEL C (G & C OFEAILALY (Strong))

W ABHBBWET (A& T OEEIEHBL (Weak))

B G ®HHWET HdHWLE C (A DRIE B)

H A®BHWET HAHWLME C (G DXIFE H)

V AHBHWEGC HBHWLE C (TU OXRIE V)

D AHAHWNE G HHWE T (C ORI D)

N AGTC @ EnhH (aNy)

%5 : Wikipedia #& L v

7 X BDAFR & MERLIE

0 e IXTF (13T F& o 3T 13T
AFFZ methionine | Met | M =) serine Ser| S
TS alanine Ara | A P threonine | Thr | T
AN valine Val | 'V FOw tyrosine Tyr| Y
His leucine Leu L FRINSHL | asparagine | Asn | N

A0 Isoleucine | lle I SRz glutamine | Gin | Q
oYy proline Pro | P (|72 8% asparticacid| Asp| D

Zz= 75— |phenylalaning| Phe | F FI-52:-88 |glutamic acid| Glu | E

FUZFEZ7 | tryptophan | Trp | W s lysine Lys K

AT AL cysteine Cys| C FlbFz arginine Arg| R
Sz glycine Gly | G EAF histidine His | H
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W-abl Abelzon murine leukemia viral oncogene homolog 1
ABL ABL1, Abelzon murine leukemia viral oncogene homalog 1, JTKY, Proto-oncogene tyrozine—protein kinaze ABLT,

c—ABL p150, w-abl
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RNOBHDNIE. BERT GEKEZRZV—T2ERK) AL TW% Mutation
View(Ra—7—varba—) 23l 252¢b, HRUICET LT —FX—Z~0D
B 2RO 5, 2B, BEKERIILCAITE R AL A ROEREEEEE T,

Google T “mutation view” Z ¥ —7U — RK|Z L THET 5,

GO Ugle mutation view @%

£79,320,000 f4 (019 %A Toa
R I~T 7097
S bk BEROAS -5 (BT TR SRR ESEBrisE e )
DrTERR KMDB/MutationView Top - [ Z > —2%ERT ]

BAED~—UERS
KMDB/MutationView (Keio Mutation Databases) Version 1.2. An Integrated

T R Database for Human Disease-associated ... Using this, it is possible to construct a

Locus-Specific DataBase with similar functions with MutationView. ...
mutview.dmb.med.keio.ac.jp/ - F w1 - b2 —

Japanese Society for Bioinformatics - Mutation View : A Network ...

Mutation View : A Network-Transparent Database System for Mutations inth e

KMDB/MutationView

(Keio Mutation Databases)

<E10 UNIVERS

Wersion 1.2
An Integrated Database for Human Disease-associated
S & Gene Mutation and Polymorphism (HD-GMP
%, 8
%GLAD\OQO Condition to use MutationView and MV4" "7

1. This database 1s permitted to use for academic purposes onl M 1- h n Vl w -
2. Itis prohibited to profit by the data in this database and v q o e % y J 4 y

3. Ttis not allowed to re-distribute the MT4LSDB.

R Fi A e

MutationView

Version 2.0 B

http://mutview.dmb.med.keio.ac.jp/mv/top

<- Click to move to the new MutationView (Version 2.0 f§) site.

MutationView

This system has been developed by
the Department of Molecular Biology
Keio University School of Medicine
in collaboration with Chi Co_ L td.

Condition to use MutationView and MV4LSDE

Java Version 227V v 7

Java Version
HTML Version

Curators

Online Manual
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Keio University School of Medicine
in collaboration with Chi Co.,Ltd.
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