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[~ Regulation _ - Ape-
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r— Genamic alignments (52) ) Chromosome 9: 133.689.333-133 763,062 forward strand.
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Gene Tree (text)
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Sﬂhfl"ogues ﬁ?) ABLA1-001 |ENST00000318560| 5766 |ENSP00000323315| 1130 | Protein coding | CCDS35166
Pfgfe?ngfaeni”(ies)m ABL1-002|ENST00000372348| 3824  |ENSP00000361423| 1149 |Protein coding | CCDS35165

B Genetic Variation ABL1-003 | ENST00000393293 532 ENSP00000376971 64 Protein coding -
t E:;::ggg ﬁ:'ee ABL1-201 | ENST00000426772 144 ENSP00000406308 48 Protein coding -
E External Data ¢ ABL1-202 | ENST00000438426 3543 ENSP00000407756 265 Protein coding -
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E- |D History
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Exportdata 27 U v 7§75, "4
= Manage your datr o
I Export data
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and splice variants.
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Export Configuration - Feature List
Location to export:
Gene to export:
Qutput:
Strand:
§' Flanking sequence (upstream):

3' Flanking sequence (downstream):

Fields marked with * are required
Options for FASTA sequence
Genomic:

cDNA

Coding sequence
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§UTR

3UTR

Exens

Introns

Fields marked with * are required

Options for CSV (Comma separated values)

chromosome:GRCh37:9:133589333:133763062:1
ENSG00000097007 (ABL1)

|FASTA sequence b
o *{(Maximum of 1000000)
o = {(Maximum of 1000000)

|Unmasked b

I EEEEE
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Location to export:

Gene to export:
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Fields marked with * are required
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Fields marked with * are required
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ENSG00000097007 (ABL1)
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| Unmasked V|
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0 [Next>] 227 Vw27 %%
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Export Configuration - Qutput Format

Please choose the output format for your export
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® Text
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>ENSG0O0000097007:ENSTO0000318560 cdna:ENOWN protein coding
GGCCTTCCCCCTGCGRGGETCGCCETTGGCCCGGtT”""—"’—'"‘“"”"”"F—"”—'T‘11"’—'"‘“’—'"—'“""—'"—'”""—'“’—'"‘""‘

I
TTGEECCEEGCTCEGEGCCTCEEEAACCCCAGGEECYEC cDNA Ac 5l

cDNA Ei%l %2 =t ©°— L T excel IZBE Y i 5,
chssacoTTARGGCCCATGCSCTReaeacssas SIS H T e bne

( & B )

>ENSG00000057007 :ENST00000318560 cds:ENOWN protein coding
ATGTTGEGAGATCTGCCTEGAAGCTGETEGEECTGE TCCAAGARGGEGECTEGTCCTCGETCC
TCCAGCTGTTATCTEEARGAAGCCCTTCAGCGECE®R CDS BRA|
GETCTCAGTEAACCCECTCETTEERACTCOCAAGEADR o — L C excel ([ZAEY 11T 5

AATCACCCCARCCTTTTCSTTGCACTGTATGATTTT AL MT (O ) THEDT) bEedTCar’—
N gt i L O M L ol e e it il Y ity (LA I A gl il

>ENSG00000097007:ENST00000318560 peptide: ENSP00000323315 pep:ENOWN protein coding

MLEICLELVGCESERGLSSSSSCYLEEALORPVASDRRP =T CT L L DINCRTMT T ADOT o
NDPNLF?RLYDFVESGDNTLSITKGEKLRELGYNHN&“ pepfide BEFENOS /<7 BT

a B — LT excel IZBEV 1T 5
SLEERSWYHGPVSENAREYLLSSGINGSFLVRESESSPC AV MT Y THESFT) b EHTaL—

T T WITN AT AT TIMT AMT ITIIIMTAMIIANST TMMT ITURaTw

>ENSGO00000057007:ENST00000372348 cdna:ENOWN protein coding

TeTCAGARATTGARAATCACTAGC AT AT TGACCC T T T TCAGCATCCCCTETEGAATATTTCT
GTTTAGGTTTTTCTTCTTGAARRAGAAATTGTTATTCAGCCCGTTTARAACARATCAAGAR
ACTTTTGGETAACATTGCAATTACATGARATTGATAACCGCGARRATAATTGGAACTCCT

el gl LI et i W ¥ iy L iy Y i WY il iy I W Y M i W R Y ey it il L LT i el L L LI iy L "I et i W il ) 0 il T il LS R Y iy Y e ] g

>ENSG00000097007:ENSTO00000372348 cds:ENOWN protein coding

ATGEEECAGCACGCCTGEARAACTACTTGEEGACCAARGAACCCCAACCTTGCCTGCCCTG
CATTTTATCARAGCGAGCAGCGGAAGARACCAATCATCCAGCECATCGEEETCCACACTGCAAT
GTTTTTGTGGARACATGAAGCCCTTCAGCGGCCAGTAGCATCTGACTTTGAGCCTCAGEET

LT el ek Tl O el ot el el RV i el et il T il s il il O s O il b LT i Tt et i T i el o it il o ) Rl s R o A R

>ENSG00000097007:ENST00000372348 peptide: ENSP00000361423 pep:ENOWN protein coding
MEOOPGEVLGDQREPSLPALHF IRGAGEREESSRHGGPHCNVEFVEHEALQRPVASDFEPQG
LSEAARWNSEENLIAGPSENDPNLFVALYDFVASGDNTLSITEGEELRVLGYNHNGEWCE
AQTENGQGWVPENYITPVNSLEEHSWYHGPVSRNAAEYLLSSGINGSFLVRESESSPGOR

( L'F ABL1 OHBAITIX, FIL/F—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 DEF|
cdna, cds, peptide OEZFI
cdna, cds, peptide OEFI
cdna, cds, peptide DEF]
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»% dna:chromosome chromosome:GRCh37:9:133588333:133763062:1

TGTGEGK%&TGREETGECTEGCETTETTGECCCTTTTCEGCHTCCCCTGTG&ETHTTTCT
ETTTAGS TTTCTTCTTGAARRAACARATTGTTATTCAGCCCETTTARARACAR A TCALGAR
ACTTTTGGG 4/ . DNAEH] ABL1 D4 CTCCT
GCTTGCRAG  “>” THREBEHFTOHIE— L Texcel IZREV 11T 5 CTGTG
ATTEACTTC  ABLL OfITIX 17 TXXFREDRWVES|DS, excel D 1 v RIZHEY Tecon
rrrecoTer TS Z EBRHERRWD T, a X v MT (Y THEBT) DH%E excel zgeTa
CCTATTATT (CHEY fHT 5, SCCAR
GCTTGECCTGCCCTGCATTTTAT CARARAGCGAGCAGGGAAGAACCAATCATCGAGECATEEEE
T CACACTGCAATCGTTTTTGT AL CAT G TCACGTEGCTTTTCAARAATTTCTGCTCATEE

MMM AN A A M A AMMA AR MMM A TN AMMA A AT TR AAMMMAaAA AN AN ATMASANAmMMmMa NS N

( UTFT ¥ ; ABLLOHITIX #17 FXXFEORVEF] )

ZoO X5z, BIEF ABL1 DA TIE,
/" + 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 THRIRIZ,
o &7/ . DNABRBLF|
7119 ORSIFRDFR SN D,

cdna, cds, peptide D&HIF]
cdna, cds, peptide DFEAEF]
cdna, cds, peptide DA
cdna, cds, peptide D&HIF]
cdna, cds, peptide D&HIF]
cdna, cds, peptide DA

NSENENENENEN

ABL1 DI TIiL, &7 19 ARSI IFE#R (FASTATER) %, LAR— LD
excel IFRXDFTEDHICAE Y FHF B Z L7 5,
E) 7F AR “ABL1” OFITIE 19 OBEFIIEHRTH LN, DB FICE-T, £
D (AT TAL TN T v OB TR D,
1) FASTA OB TlX, {THAIZ ">" THE DL AL FOITHRH Y | ZTDORDITLIKE
WCECAINFER SN CTWb, FESEZab —F 501, > THELZaA L FOITH
G Tar—35Z &,

ZIZT, BN LTEEO A AES Jabion B FEAETHRRELTYH, Bz FOlER
BEFLNRVEELEZ LD, TOEAITIL, HRDOIGEL TCORBLRALD, £
NTHAEBOERBICHET 2B TFIHEHRN/E LN WIGAEIZIX, Ensembl O X 5 7244 E
TIER L TWD 7 AEHIERICET 5T —F RN—RA 2 HEISRTILERND D,
Ensembl O — %972 5151, $E TV (Google THRZRE LX) LI SEE Y A b
(2, fEAEN BAGE TSN TWD, ZOE)E[Z22%(2 LT Ensembl 725 EFLO 4
i (cDNA, CDS, peptide, 4%/ A DNA) DOESIZINLE L T, BIa I &IZ Excel 77
A NDOUOITICE T S, A L. Ensembl % AW EFIOBEIT, HF2eE 13T 5 #fE
THY . Ensembl OREFENRVICHLZ VO T, FHTHZ EIXFHETIERW, 13 & 14
HIZZDOBEZHH L TWE N, RS 2K U725, Jabion CEIG T DMK TX D X
INCRE LR EEATLT L THREY, 2O, LIENIERELE L TRREEIT T2/ RIL.
TS LAR— OB OB E D DD T, Excel 77 A IBIFBRELRNE
Eo HTEICRRE LT-4 &, Excel 7 7 A NVORIOITIZEEHE L., Eito#lE2 BB
T 5,
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3% Ensembl Z{#i - /=BT — % O Hits
Google T “ensembl” #F¥—U— RIZ L THHKRT S,

Google esems 550555 o
f4 5,020,000 f 11 tEERA Al

L - " —
WI~T Ensembl - [C~—ERT |
v o tRE o )
s R Ensembl is a joint project between EMBL-EBI and the Sanger Centre to develop a
DL 7ERE software system which produces and maintains automatic annotation on eukaryotic
BFREO~-VERR genomes.
MEEERL www.ensembl.org/ - $8{llc—
3ALIM

Ensemblz"_30—2=
Ensembl 34 ./ LSS Bzt E e LTHEN YV /73 % T, TOERET
—RN=ArLT AR TL S EMBL-EBI- Sanger Centrefy =[5 THEH T 270V 2 2T

9. NCBI MapViewerdy £3 (245 /=2 TF@ IV /730807
Ensembl %27 U v 7 425&, ROy THEHENRRIND,

DO -l

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

© You've been redirected to your nearest mirror - (X]
uswest.ensembl.org

® Take me back to www.ensembl.org

Search: [ Al species ~| for | | New to Ensembl?

e.g. human gene BRCAZ2 or rat X:100000..200000 or insulin

Did you know you can:

e? Learn how to use Ensembl
with our video tutorials and walk-throughs

e? Add custom tracks

Browse a Genome ]
using our new Control Panel

The Ensembl project producefgenome databases for vertebrates ¢ Unpload and | dat
and other eukaryotic species jand makes this information freely % pload anc analyse your cata
available online and save it to your Ensembl account

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

Popular genomes (Log iflto customize this list)
Ensembl kv 7 X— K (http://uswest.ensembl.org/index.html)

MRUR DB TFLL. RRDAHI
(#FE) #F—U—RNIZLTEELT
D,

4

Search: | Human v | for |ABL |
Hedgehog 4_\@

Horse

eq. h rat X:100000..200000 or insulin
Hyrax
Kangaroo rat -
Lesser hedgehog tenrec BRET 2RRIT. Human 2 #RY 5,

Macaque |
Ensembl HRER 7 4 — A
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Home > Human [GR(

Genome
Search Ensembl Results Summary
~ New Search 7V 7%%
By Feature type
Total 5
» Family
¥ Gene 4

+ Bookma is page T Homo sapiens (4)

Home > Human [GRCh37] Login / Register | BLAST/BLAT | BioMart | Docs & FJ
Genome

Search Ensembl Result in Detail BV AR

~ New Search

|AEIL1 corporate/tree:"Top/Species/Homo sapiens” c| [ Search ]

+~ Configure this page Your query matched 4 entries in the search database
Ensembl protein_coding Gene: ENSG00000097007 (HGNC Symbol: |JABL1|) [Region in,detail]
= Manage your data

A

Description: c-abl oncogene 1, receptor tyrosine kinase [Source:HGNC Symbol;Acc:76] :
L]
Source: e57; Feature type: Gene; Homo sapiens; Species: Homo sapiens; Gen?;

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

Description: c-abl oncogene 1, receptor tyrosine kinase

[RegionindetaillZ 7V v 273435&, 7574 WNVRERMPEREIND, BT —H
PERATARNC. ZHOLDOEEOMERL TR &L,

Home > Human [GRCh3T Login / Registe1
Location: 9:133,589,333-133,763,062 Kl 1= K]
Gene-based displays Gene: ABL1 (ENSG00000097007)
- Gene summary c-abl oncogene 1, receptor tyrosine kinase [Source:HGNG Symbol,Acc 78]
I~ Splice variants (6) Location .
- Supporting evidence - . Chromosome 9: 133,589,333-133.763.062 forward strand
- Sequence ranscripts There are 6 transcripts in this gene | hide transcripts
- External ref 3
- Re;z?aiiorr? erences (3) Name Transcript ID Length (bp) Protein ID Length (aa) Biotype CCDS
Bl Comparative Genomics ABL1-001 | ENST00000318560 5766 ENSP00000323315 1130 Protein coding [ CCDS35166
é’_ ggzgmr'é:'é?nq;”gee”)ts (52) ABL1-002 |ENST00000372248| 3824  |ENSP00000361423| 1149 | Protein coding | CCDS35165
Gene Tree (text) ABL1-003 | ENST00000393293| 532 |ENSP00000376971 64 Protein coding -
Gene Tree (alignment) ABL1-201 | ENST00000426772 144 ENSP00000406308 48 Protein coding -
Sgrg?é‘;%‘;is(ﬁ? ABL1-202 | ENST00000438426| 3543  |ENSPO0000407756| 265 | Protein coding -
Protein families (4) ABL1-203 | ENST00000444970| 345 ENSP00000400412 115 |Protein coding -
B Genetic Variation . N
Variation Table (i 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

E )
Il:|- lDT};gR[al annotation ® Transcript views which provide information specific to an individual transcript such as the

seqguences and protein domain annotation
“ Gene history 7V r95 4 P

® Gene views which provide displays for data associated at the gene level such as orthologu
#~ Configure this page J

regulatory regions and splice variants.
F= Manage your datz This view is a gene level view. To access the transcript level displays select a Transcript ID in the
navigate to the information you want using the menu at the left hand side of the page. To return to

P Export data information click on the Gene tab in the menu bar at the top of the page
COMELREIL, FREPI NG ERIL, FELSIZ LAR— RO excel FRFUTHE Y F11T 5,
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(%) ATV (BHEIZ X % Ensembl OERIEFLA)
Google T “WA TV EWSIZEUGT 5" 2% —VU— NIZL THRET 5,

GO ( ;gle ATV EREENET R B3
59 31,600 % £0.25F0 b o W

W I~T ATV (togotv)[15Z K]

i ==

2007-09-27#p01 ;85 F3IR/ % — 0T 2B T 70 7@- % &=
T 5; 2007-09-14#p01 DAL ADFEHL-BEDBICTHsw S —rof i UL vanneia 7
DxFERE IEERERIL ~L TS LR TS 2007-09-068 1 siDirectTsiRNAT ...
BARBH~-VERR togotv.dbcls jp/?category... - F4wiia -l —

¥ Lo 2BE

T EmRm ATV (togotv) - Ensembl tips ~ Ao F|ZIRI§§ 5~

20085F2A 21 ... I5EREHI> cDNARLR. 7= /BRI ITRZS D% < Digm CiAELTdL)
FTTH. SERBN T 25 &8 LI EL A E IR TR S OELL Bed B = CnET
LI FCEBE IR T CHTES L EE A, B{EE S ) 5T 25 Flashhf ...

i o PRSI ot L] L i =) = L oy T
HoBLA 2 Q_“ Tl onTRE T AR L7 - 2~ DBV LD HD T (B TT, ﬁEth_DBb
TV TECHUEDAGT, FoHEROSEED BT Forsn 7 o 2 Da05 ECEI, OF
T B pECLa@fE vEh i T — LEEUS, 8O0 T YA yOEY (YouTube W O OB TEEAUE
B TR AL TR R A A T e LI BT AL TESE,

+|  Google Drashhoa
videocastD BIRE B A0,
IFETVOEEL 5 BHRELSDEISETEmRTD | SIU#E

BhEL A+ — B BT DRITEhED A — E pawered by TozoDE)
BIHTAVMAEET:DEGLS | EMBOSS | English | Firefox | IE6 | IE7 [IES | macosx | presentation | safari |winxp | FEAR& DAL 170 098 1147 - G231 —211, |38

FEF| | {bEW | TR | B | REBRH | S50 — 1 | BRNEIE | s | BSIRSAR | IR EHE | 2rRiES 7 U \y 7 _g_. 5 (1: . @J@T@%ﬁa H)q ;é?

Pickup search queries

e s v i e swnse. 5 O & DINHHE B

2008-02-21

[winxpOE7IE A 108 107 = /B IS EECF ] Ensembl tips ~BLdEHRIF T 5~ o B 2

Ensemblld, The Wellcome Trust Sanger Institute® EBEuropean Bioinformatics Institute} [y ]
OHEITHEHFE. HEFINTWDT /LT T/ A7/ 57— /BE AT LOIETT .,

ATl Ensembl tips@ B —FE L TRFIO R C DL TBALELICD, SEETOHE - Ensembl Tip
WL T EnsembEE ~F TRBIOIAL 1 434 D TRALTLET ., EIATFIN cCONABTHI, .

PRI S <O TAEE T, SHEAT 65U A% Fer e
(TR ORI EES - ChL I (R T 50 i EE B ELNEE A,

Bi%E ) 7T S Flashhit Lh—E —EEINRET, vouTubeRIICHLTT, 090206 1§
WA TV HifE  http:/togotv.dbcls.jp/movie/090206en_f.html

0. RIS Z &k TRRERLNOBIEICE S,

ZDOEFAEITIE. OMIM (Online Mendelian Inheritance in Man ; & b OB T —
HRX—R) AT 5, BlaFoBERTA2WKUCET AEHRS, SR Eesl il T
AR OFRERZNGE L T 5| R KB TR b EFEEOEWT —F X— X T
H5,

R A4) FENERLUZHEUCEBRT 28E IOV T, mazesl RT3 L
BRI 28 FORRKERED T —2 2 WNET D, T HERFIZONVT, FxE
BIR L CWAT I /BRI EOBLDNIE & FDELDFET (EDT I JBREDT
i/% /ﬁﬂﬁbtﬁ) ) % Excel \—na%z‘é—é %LT %ﬁ@&)é%éi %@na

15



LT BRNE R, NEIC K > TREDR DD E I D, HDHVEIRZ—lEeT
N DT ) DR BT D ONEERHRTH D,

Google T “OMIM” #F%—U— RIZLTHET 5,
KOBENEARINDHDT, OMIMHome #7 Y v 74 5%,

Google om

£ 1,160,000 # 015§

v b 2BE

—— OMIM Home - [ Z—2/& SR

BABO—UERE The full-text, referenced overviews in OMIM contain information o
- EO I — disorders and over 12000 genes. ... OMIM ® and Online Mendg

® are registerad frademarks of the Johns Hopkins University. ...
www.ncbi.nlm.nih.goviomim - Z&{L~—/

OMIM - PARKIN; PARK2 - [ Ca i —2/%F5RT |
Description - Cloning - Gene Structure - Mapping - Biochemicg

Function - Molecular Genetics - Genotype/Phenatype Correlati
Genetics - Animal Model - Allelic Variants ...

www.ncbi.nlm.nih.govientrez/dispomim.cgi?id... - F+»2/2 -4

; Johns
NCBI Online McrrpgaMh!aMM in Man - E‘ ’.J ﬁﬁf:::,ry
All Databases PubMed Nucleotide Protein Genome Structure PM
v for ABL1 [ Go [ Clear]
Bt e irmi = ata) inhnd®A* | Dataile 1
=Hiikzs E@@Té “ABL1” AL, GoxZ VU vr9%

OMIM = Enter one Of More search terms.
Search OMIM « Use Limits to restrict your search by search field, chromosome, and other eriteria.

Search Gene Map

_ « Use Index to browse terms found in OMIM records.
Search Morbid Map

« Use History to retrieve records from previous searches, or to combine searches.

Help
OMIM Help OMIM © - Online Mendelian Inheritance

How to Link -
in Man®

OMIM b v 7 _X— http://www.ncbi.nlm.nih.gov/omim/

Z 2T, BIREICEEET 5 “ABL1” OE{s %2 OMIM THl~T#H 5%, for DDA
ARy 7 A2 ABL1 EANL GoDARZ %2 Y v 745 E IROBHNERSN
50
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- OMIM T
NCBI Online Mendelian Inheritance in Man ﬂ

All Databases PubMed Nucleotide Protein Genc
Search | OMIM v | for|ABL1 [ Ge

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

Display | Titles v| Show (20 ~| /Sendto |v|
"AII: 26 [OMI 2 U » 732 IMIM dbSNP: 4 %]
Items 1 —fD of 26 E

[11:*189980. ABEFSO3IURINE LEUKEMIA VIRAT ONCOGENE
HOMOLOG 1] ABL1
ABL1/BCR FUSIB™N-&EME, INCLUDED
Gene map locus 9g34.1

02:*114350. NUCLEOPORIN. 214-KD: NUP214
NUP214/DEK FUSION GENE, INCLUDED
Gene map locus 9g34.1

[13:*151410. BREAKPOINT CLUSTER REGION: BCR

T MTI A TIT TOTTETaAaRT TR TTT TRTAIT T IR TR

BRBREROEBEEORICE RSN TVERECONT, ¥, + IEEFCET 2T —F ThbH 2
LERRL, #, % ITEBIZETAT—F THLHZ LA R LTS, KEE T, BEFICETS
F—=HIIEHT D, ZOHE, xHDOHOW= ABL1 (T 38 FT—2 0 —&FHICe vy FLT
WHDT, ZNEZ Vv 735, WOBERMNPERIND,

= OMIM 2 o

- et Hopkins

- NCBI Online Mendelian Inheritance in Man WSS University an In]
All Databases PubMed Mucleotide Protein Genome Structure PMC OMIM

Seaich| OMIM V|for| |[ Go l [ Clear l

( Limits T Preview/index T History T Clipboard T Details 1

Display  Detailed v| show 20 v| Sendto v
[All: 1 | OMIM UniSTS: 0 | OMIM dbSNP: 0 'lil

MIM *189980

Table of Contents

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

Description
Alternative titles; symbols gl;: ;n,?tru cture
Mapping
TRANSFORMATION GENE: ONCOGENE ABL Gene Function
ABELSON STRAIN OF MURINE LEUKEMIA VIRUS; ABL Cytogenetics
ABL1/BCR FUSION GENE, INCLUDED Molecular Genetics
ABL1/NUP214 FUSION GENE, INCLUDED Animal Model
Histary
Gene map locus: 9g34.1 \Allelic Variants
See Also
Description References

ZOEHE FICAZa—/L LT 2, b LLIE A Table of Contents @1 Allelic Variants
Uy 735 EROFE Allelic Variants DS EINL S,

WROHEE T See allelic variants as a separate report #7 VU v 27 34 5,
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WITDILE LIE [MsL CrdpLeEr o wie S500ry ol e moiecudrn odsis ol e Pri- cnromosonmes oy reporung wide g
gene was translocated from chromosome 9 to chromosome 22. G

Allelic Variants A A W

(Selected Examples) MNotes

Back

See allelic variants as a separate report

.0001 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT TO IMATINIE [ABLA,
THR315ILE]

Gorre et al. (2001) reported a 944C-T transition in the region coding for the ATP-binding site of the AR
kinase domain of the BCR-ABL fusion product in 6 of 9 people with advanced-stage leukemia who were
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., 2000),
suggesting that this mutation could be a major cause of resistance to imatinib.

.0002 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT TO IMATINIE [ABLA,
GLU255VAL]

Tim = meabiand wnkk a-nka hmmmbkaklackies ladeamis fram ICOCCCY  macibies far MhilaAdalnbkbi= cmhramacams —mA

ROBHEPERSND, 1 O2OBELFOPIEROEROEHFNH S Z LBDI5,

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

[ AlI: 1 | OMIM UniSTS: 0 | OMIM dbSNP: 0 (%]

MIM #189980

ABELSON MURINE LEUKEMIA VIRAL ONCOGENE HOMOLOG 1; ABL1

Allelic Variants (Selected Examples) Notes

e e [y P

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

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

—_ TO IMATINIB .o ° GLU25SVAL
[ ]
[ )
[ ]
0003 LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESIETANT  ABL1, )
—_ TO IMATINIB . GLU255LYS
[ ]
{
[ )
0004 LEUKEMIA, PHILADELPHIA CHROMOSOME-PQSITIVE, RESISTANT  ABL1, )
_— TO IMATINIB . TYR253HIS
[ ]
...
. ABL1,
.0005 CHRONIC MYELOID LEUKEMIA, RESISTANT TO IMATINIB -
_— . PHE311LEU
...
o ABL1
.0006 CHRONIC MYELOIel’EUKEMIA, RESISTANT TO IMATINIB ' -
—_— . MET251THR

“THR315ILE” DFEFIE, B FEM D Z 37 EEH D 315 FH O THR (AL A=) N ILE
(A y) IWERLTWDE, BIFORREMENREWI E 2R L TWD, ZDOZERER A
LT R BRI SR A ST Z O H & Excel IZE0EIL THL,
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e S " [

LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT
0001 e ABL1, THRZ15ILH I

LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT "
. O IMATINIB GLU255VA

o L EUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT ABL1, "
- O IMATINIE] LU255LY

m LEUKEMIA, PHILADELPHIA CHROMOSOME-POSITIVE, RESISTANT
O IMATINIB]

.0005) CHRONIC MYELOID LEUKEMIA, RESISTANT TO IMATINIE]

= =] = = 7]
o I |m m
r mir r
= L= EI—‘
= =F i

= w

"I_'I =

=
[ 1]

=
u
w
0
=
=
I

000G ) CHRONIC MYELOID LEUKEMIA, RESISTANT TO IMATINIE]
1 ZDOMERNTEIT %2, =¥ — L EXCEL IZRE Y 11T 5,

INETOEIET, BonAEHLIERR (Z08%AIXAME, LEUKEMIA) (ZBIfR
%5 X BT (ABLD) IZDOWT, 20X IO DN E (IO EDOLE
HEUN 0 T2 TIE, 3150265, 263 HBHEHEDT X JRONE) TEDXH 72T I JEE
AL Z D &, ZDOIRKUT/2 0 LT VOB S T, [BADF 7 LAECHI DM HE
SNTEBRIZ, 2D Excel DREZZBRTHE, ZTOADBRY BUVWIRKVBHEETE 5,

A0 &5 ABLL TiX, dbSNP (SNP [ZRH9 55T — 4 _X—R) ~DJ v 7 1
PEEDNS T2, PINDBIEFIZ L > TEL dbSNP (SNP (25 57 — % _X—2) ~
DY IIERPFEH SN TWDEILEERH 5,

Bl 21X, ARIEICAR DiEfa T (OCA2) ([ZOWT, ZDOT %A hOTFIERE D IZFHA
% L& WD X S 77 allelic variants as a separate report O H AT R I 5,

SNP % “Single Nucleotide Polymorphism” O T, HAGETIX —HEHELH L&

BENb, SNPIZOWT, ZOTF A T ZITORWA, % H Google & T
—U— FRBFEL THEZRNERET 52 L,
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PREES) MR LR D SNP 7 — X OEUG A LU T OFIEICIE > TIT 9,

________________ ‘
™ L]
OCA2, 2.7-KB DEL, =
.0001 ALBINISM, OCULOCUTANEOUS, TYPE II EXTDEL .- .
L]
. 7Yy 09%
QCA2, IVS17DS, G-T, 5 .
.0002 ALBINISM, OCULOCUTANEQUS, TYPE II ! ! - -
+1 . -
™ L]
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