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ools Ensembl Variant Effect Predictor (VE

e p » Ensembl Variant Effect Predictor (VEP)
0

VEP determines the effect of your variants (SNPs, insertions, deletio s or structural variants) on gen
and protein sequence, as well as regulatory regions
simply input the coordinates of your vanants and the nucleotide changes to find out tt

e Genes and Transcripts affected by the variants

& Location of the variants (e.g. upstream of a transcript, in coding sequence, in non-coding RNA, in regu
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& Point-and-click interface

& Suits smaller volumes of data

& Documentation

Consequence of your variants on the protein sequence (&.q

Known variants that match yours, and associated minor allele frequencies from the 1000 Genomes

SIFT and PolyPhen-2 scores for changes to protein sequence

And moral See

What's new in release 1057

Command line tool

>

e More options and flexibility

& For large volumes of data

& Documentation

stop gained, missensea, stop lost, framesk
9

VEP interfaces

REST API
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& Simple URL
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BN GRCh37.p13: https://www.ensembl.org/info/website/tutorials/grch37.html

> H

GRCh38.p13: https://www.ensembl.org/Homo_sapiens/Info/Index?db

R
COVID-19: https://covid-19.ensembl.org/index.html

. PUERIMZERME: https://rapid.ensembl.org/index.html
o RE4Y): https://protists.ensembl.org/index.html
« 84%: https://plants.ensembl.org/index.html

- EBR: https://fungi.ensembl.org/index.html
- EEHDY (BEZE, &h3K) : https://metazoa.ensembl.org/index.html
« A& https://bacteria.ensembl.org/index.html
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BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog

Login/Register
EN - Search all spe

Pig breeds
¥ Pig referenc:

w full list of all species

ome and 12 additional b

Human
t @ GRCh3a p13

Mouse
n GRCm39

B Zebrafish
== GRCz11

Tools BioMart > BLAST/BLAT > Variant Effect Predictor > ®
All tools Export custom datasets from Ensembl with this data- Search our genomes for your DNA or protein Analyse your own variants and predict the functional
mining tocl sequence consequences of known and unknown variants
Search @
All species ~ | for
e.g. BRCAZ or rat 5:62797383-63627669 or rs639 or coronary heart disease
All genomes Favourite genomes # @
|-- Select a species - v

Ensembl is a genome browser for vertebrate genomes that supports research in comparative
genomics, evolution, sequence variation and transcriptional regulation. Ensembl annotate genes
computes multiple alignments, predicts regulatory function and collects disease data. Ensembl tocls
include BLAST, BLAT, BioMart and the Variant Effect Predictor (VEP) for all supported species

Ensembl Release 104 (May 2021)

# Update to the Ensembl Canonical transcript set
» Human and mouse gene sets updated to GENCODE 38 and GENCODE M27, respectively.

» Retirement of gene names derived from BAC clones.

More rele, ¢s & on our blog

New assemblies with gene and protein annotation every two weeks.

Note: species that already exist on this site will continue to be updated with the full range of

annotations

The Ensembl Rapid Release website provides annotation for recently produced, publicly
available vertebrate and non-vertebrate genomes from biodiversity initiatives such as Darwin
Tree of Life, the Vertebrate Genomes Project and the Earth BioGenome Project.

Rapid Release

# on our blog
Other news from our blog

» 27 Sep 2021: Cool stuff Ensembl VEP can do: protein annotations from neXtProtg?

» 23 Sep 2021: What's coming in Ensembl relea
» 16 Aug 2021:

5 / Ensembl Genomes 527

Compare genes across species

i

@

L

-

Find SNPs and other variants for my gene

Gene expression in different tissues

Retrieve gene sequence

GGECTTETEECGIGASE
GEGCCTCTECTCIGCET
AGGOGACAATTTOTOA
CACCTCTOOA

Find a Data Display Use my own data in Ensembl
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+ Biomart: TEZEE

* Help: #8132

+ Blog: 8%
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« Tools: FFEELTE
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Ensembl#dEZETu5
ENEE8THFEnsembIBUEAEIF LR, SEEREAYFavorite Genomerhsadshuman, BIRJBEELATRERE.
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BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog 1~ Search Human. .

q Human GRrchasp13) v * ERARRA . RRIE

Search Human (Homo sapiens)

. REEBIRGRE

e.g. BRCAZ or 17:63992802-64038237 or rs699 or osteocarthritis

N il L - ERA
3T 4 4 :
Genome assembly: GRCh38.p13 (GCA_000001405.28) » H[K|?BRRAN 8 T R T > %é;ﬁ, %gﬁ?&ilzﬁﬁggﬂ SR, cDNA, =
= N M-
o More information and statistics . Ebﬁ&z&gzﬂgﬁi—l—;&?& g é g % What can | find? Protein-coding and non-coding genes, splice variants, cDNA and protein sequences, non-coding RNAs. BRCA?

& Download DNA sequence (FASTA)

ATTHAIDNARS (FASTAIERY) | v | @ 0 | =R

. Example gene
% Convert your data to GRCh38 coordinates o ;’ﬁ;&ﬁ&$¢.§ﬂc p— &] Download FASTA files for genes, cDNAs, ncRNA, proteins ° —F%ZFASTAPZ_tg.II*:F{:m_’\ —ree
ﬁ Display your data in Ensembl . /|\/\§51?EJ:1§)\D I'!'I Download GTF or GFF3 files for genes, cDNAs, ncRNA, proteins © —FﬁkGTF\ GFF3$§KE./$%{E,%\ e l
- \\ Update your old Ensembl IDs ° Ef‘-}fﬁ s
Example region Fxample transcript
[GRCh37 Full Feb 2014 archive with BLAST, VEP and BioMart v [}  « FEHRAFGIK = . ERAK
IR
° 8 ° IX#
HER
“ > BR—RR. KR TH ATCGAGCT
What can | find? Homologues, gene trees, and whole genome alignments across multiple species. a What can | find? Short sequence variants and longer structural variants; disease and other phenotypes ATCCAGCT
9 Mare about comparative analysis . tt&ﬁggﬂ%‘_ﬁﬁ-@é\ﬂgmg 0 Mare about variation in Ensembl . me@éﬂl‘]ﬁﬁﬁ{ég ATCGAGAT
‘ PN i (EE L Example gene tree lv Pt el e R I+ e (Sresd Example variant
thy Dovnicadspmens EA) . TSR o . THERES
;_% A . ﬂﬁl}f"‘éﬁ?ﬁ \\ Variant Effect Predictor TR B S -
S > 85EIREE—CADNAREW, HREAFESME. \Velo - TR .
gulation — 52 - _ ° . o ;E-)_}é
QH Rigim, B F, HPEIERES ryyy ),
What can | find? DNA methylation, transcription factor hnd\ng sites, histone modifications, and regulatory features such as enhancers A Example
and repressors, and microarray annotations. s - phenotype
0 More about the Ensembl regulatory build and microarray annotation o é’% Sﬂkﬁ ;I%\FE@'@E’\J{EI%\ Example regulatory - |
L__icawe | 4
Experimental dat SCIAK 23 Z2 —_
0 xperimental data sources . *B_LS?SZ;E%IJ? ‘ ~ e 7 | %1;@
& Download all regulatory features (GFF) . ﬁﬁ'ﬁﬂ}fﬁ ;:u%\—F:‘E:*Z (G FF*%K) @'ﬂn [Example structural
variant ITRE
XFHt

ENCODE data in
Ensen:lkfl 4
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riEEhttp://ensemblgenomes.org/$EEEIEnsembIEGERE S IAR UL, BIRTBEEELL T REBAEERER Fildour sister siteradiiHzEA.

ERJTIR

Providing genome data for non-vertebrate species, with tools for the manipulation, analysis and visualisation of that data

Contact us

Latest release notes _updates & news from our blog

[
COVID-19

*SARS-COV—E Genome sequence & annotation data
— Ensembl
Rapid Releaze

2-weekly releases of new assemblies
with gene & protein feature annotation

\_

>

e,’ EnsemblProtists

Plasmodium falciparum 307
ASM276v2

b Dictyostelium discoideum
dicty_2.7

Phytophthora infestans
ASM142941

Go to Ensembl Protists

@ Search all genomes |

~N

e,’ EnsemblPlants

§ Triticum aestivum
i IWGSC

Y Oryza sativa Japonica Group
@ P2l IRGSP-1.0

A4 Arabidopsis thaliana
e TAR10

-

| ,
[ e,’ EnsemblFungi \

Magnaporthe oryzae
MGE

RE4-1-1

Aspergillus nidulans
ASM1142v1

ﬂ Saccharomyces cerevisiae
o
"y

Go to Ensembl Fungi

\_ )

e,’ EnsemblMetazoa

Caenorhabditis elegans
WBcel235

Drosophila melanogaster
BDGP6.28

Bombyx mori
ASM15162v1

Go to Ensembl Metazoa

e,’ EnsemblBacteria

Streptococcus pneumoniae
ASMBEEV1

Escherichia coli
ASMEB4V2

Bacillus subtilis
ASMT3511v1

Go to Ensembl Bacteria

AN

OEMBERAFICER
@COVID-19&8FEA
QOREAD, FIE2EEH
@REEYERA
OEYIERA
GEEERA
OIFSENIERHE
OHEERA
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Ensembl & NCBI Map Viewer & UCSC

m Ensembl, NCBI Map Viewer, UCSCEHE RERBHRTEGRE.
> Map viewer: 2NCBI Wit HREH—NEEBERRSRERNTER, @EdMap viewer{fRAJLL T {RECBERTERABFUEMNE. BEEFF. REFRH

> UCSC:2HUniversity of California Santa Cruz (UCSC) EREABZtHARFTAVEEER JZIBAGenome Bioinformatics GroupFF&AFI4ER. izMitERENEIERE
B EIFER A YRR AT TRER, URBTFEE. S TFESENAETE.

» Ensembl 5NCBI Map ViewerfJUCSCERAX BIFEIMIELL 5

- EnsemblfERHIEERKIEMRNATIERFFINEIRERBERN. SR RRAFIERSLHYE, UniProt/SwissProtilUniProt/TrEMBLISEHFFS,
NCBIfJRefSeqERIDNAFIZEHFFIFIEMBLEYcDNARFS,

» Ensembl2— /R (Perl APl ) NLBZNERIEREGRSE, REMibEBRAEnsembiXERIHFRS.

+ EnsemblifiEEAFERIBioMartTgE, BioMarta] LUKIEIREMESRIIE RAERTRHMEER, MNERNERTIERIF LSS,

- SHEHUEREEES, LLINDAS,

- EREERRS.
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m HERIR
Ensembl2EBEREMSEERERFEL—, MERAERRTEEMM: 1) Ensembl GeneBuild (BaiftiE#) , BER. SCIER, EARYM LI9ER, 2)

WellcomeE££H) Havana (VEGAY/NMERS TR (FTER) , BEEBEEER, SKIENFEEELWIDIMIMRNATIEARFISGER, LHIREERT,
» Havana (VEGA)/MBERSTREELAT6F:

« Protein coding: GIEFFHLIEIENE (ORF) - IG gene: BEHKEARKER
« Processed transcript: ;REFFIFIEE (ORF) « TR Gene: THEZFAER
* Pseudogene: [BEHR, ZiEREZIEZE (DNA) (EERFFIF, —BRS « TEC (To be Experimentally Confirmed): SCI&iFSC

HittEMIEAEANERFYHEERUN AR, (BRPERERE TN RE

IR T ORF, TixmBEAR, AEFEFREINERINEE
W ER Y
a[iEidEnsembl ftipiHf T E, ITREBEEIE T IFSHHEER, Wprotein coding genes, ncRNA. repeat features, mRNARZEBIESE, ETEZ EERE
IEFXLEHE CREAHEER.

> —MIMTEEnsembl ftp EBEZANERESUS, HEHEG 3ot & (RERIE > ARFVNEEEHERIGTFX 4 SGENCODEH A RIgene
BFNEEHR, BESEMHEHERAShttp://blog.nextgenetics.net/?e=27) , Ligtfafl, setSZ{HEE.

> The GENCODE project BB AN ATV NFER AR
BRENEREEFNLIQHHIE,
» The GENCODE gene setstiiEBIRB{EASE M iZ{EA

(%0 1000 Genomes) ,

- *OEERRINY, £FINERER, —ReSERRANU .

« *chrotfERERISUG, BIETATERENRFFI LANTRER, ERENRREANERE
B, EFEESERAERFEANFS LRERER. BRAGHEERMANERY.

- *.abinitio.gtfERAING, JIFGenescanflabinitioBERFRN T E4KAFRES, —RE
denovo;FRERIER.
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€) ENSESITFFEnsemblRENERE, EEREDBAXER, BEAl species TRAETERYM, AEHGO, HAMTHEFER, XBEH(IUBRCA2H
Bl TSERRIER R,

"™ BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog

Tools BioMart > BLAST/BLAT > Variant Effect Predictor >
All tools Export custom datasets from Ensembl with this data- Search our genomes for your DNA or protein Analyse your own variants and predict the functional
mining tool sequence consequences of known and unknown variants
Search
| All species - |f0r
e.g. BRCAZ2 or rat 5:62797383-63627669 or rs699 or coronary heart disease
A —— 3; 2 =0
- REXETT, BES. POKMUE RSN

¥

Search

All species A |for

BRCAZ =

e.g. BRCAZ or rat 5:62797383-63627669 or rs699 or coronary heart disease
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0 ERRENREN TEFR.
_
@ R , BRCA2 =

) 7198 results match BRCA2 Best gene match ®©
Transcript . Eg%z’g 3655
’. = |
Variant . g'ég 34 Ensembl? Human Gene [’_JHUI‘T'IEIH & 100kb Y
_ BRCAZ (Human|Gene)
Phenotype ° %Eﬁg ENSGO000013961F 13:32315086-32400268:1 @ B RCA2
A : . , . . .
GeneTree . EEE 19 BRCAZ DNA repair associated [Source:HGNC Symbol;Acc:HGNC:1101] Protein coding gene
LRG_293 (LRG display in Ensembl gene record; description: Locus Reference Genomic record for
Marker . DFrE ! BRCA2 ) is an external reference matched to Gene ENSG00000139618 HGNC Symbol, BRCAZ2 DNA repair associated
ProbeFeature o  JZREHEAT 9 Variant table « Phenotvoes « |ocation s External Refs « Requlation « Orihologues s Gene tree AccHGNC: 1101
° 1515% sz \Q
Clones & Regians PR ! BRCA2-207(Human Transcripl) « 7'<%I AR AIHEERIRE
ENSTO0000614 7] :-2-103253 /77';“ jg{ﬁ%
Help & Docs o EBESZAY 12 BRCAZ DNA repair associated [Source:HG Symhol cc:HGNC: 1101]. .
Location « External Refs. « cDNA seq. « Exons « Vanant table « Protein seq. « Population @%%ﬁ%
Protein Domaie 525 » Protein summary
BRCAZ-210 (Human Transcript) ESZ|PNm|
) Restictspeciest: W ARG R OUIFRRBIN
H - 108 BRCA2 DNA repair associated [Source:HGNC SymbolAcc:HGNC: 1101]. _
umsa ° A e Location « External Refs. « cDNA seq. « Exons « Vanant table « Protein seq. « Population @1‘” -’@ E/_ﬁ%%&
Mouse . fﬁ 975 « Protein summary
Zebrafish e T 4 BRCAZ2-209 (Human Transcript) 4x
Zebrafis BEE‘IJEE ENST00000666503 13:32380007-32394933:1 @*_L? nig']i%
Abingdon island giant tortoises 14 BRCA2 DNA repair associated [Source:HGNC SymbolAcc:HGNC:1101]. N
. ’ AP Location + External Refs. « cDNA seq. « Exons « Variant table + Protein seq. « Population @%{%EEEI&%EE
African green monkey o JESMERYE |- Protein summary
African ostrich o NIt =] BRCAZ2-208 (Human Transcript) i <y N N N
) . IR ENST00000665585 13 32356428-323982331 BETRFEIIUE—FABRCACERA HIH—THEE, =
. 266 more species ... BRCA2 DNA repair associated [Source:HGNC SymbolAcc:HGNC:1101].
Location » External Refs. « cDNAseq. » Exons « Varianttable « Protein seq. « Population BRCAZ(Human Gene) E_rﬂ;lﬁg:l:d'ﬁﬁﬁ
- « Protein summary !
®
10 25 50 100 BRCAZ-201 (Human Transcript)
- o o ENST00000380152 13:32315508-32400268:1
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€) SHEENMEEE, SRFEmUTEMR.

@ 1_ Human (GRCh38.p13) ¥
(@3] Location: 13:32,315,086-32,400,268

Gene-based displays

Gene: BRC@Z ENSGO00000139618

= Summary
I Splice varian
I Transcript co Description BRCAZ DNA repair associated [Source:HGNC Symbol,AccHGNC: 1101 &]
-G llel
o ;;=qﬁflf_,i sles Gene Synonyms BRCC2, FACD, FAD, FAD1, FANCD, FANCD1, XRCC11
L Secondary Structure Location Chromosome 13: 32 315 086-32 400 268 forward strand.
Bl Comparative Genomics GRCh38:CM000675.2
I Genomic alignments _ _
I Gene tree About this gene This gene has 10 transcripts (splice variants), 175 orthologues and is associated with 171
- Gene gain/loss tree phenotypes.
- Orthologues Transcripts "
- Paralogues P Show transcript table
— Ensembl protein families
B- Ontologies Summary (7]
- GO: Cellular component
- GO: Molecular function ~AT v !
L GO: Biological process Name BRCAZ & (HGNC Symbol)
- Phenotypes CCDs This gene is a member of the Human CCDS set: CCDS9344.1 &
B Genetic Variation . . . ) . e
L Wariant table UniProtKB This gene has proteins that correspond to the following UniProtKB identifiers: P51587 &
: iant mage RefSeq This Ensembl/Gencode gene contains transcript(s) for which we have selected identical RefSeq
— Structural variants transcript(s). If there are other RefSeq transcripts available they will be in the External references
- Gene expression table
i . LRG LRG_293 provides a stable genomic reference framework for describing sequence variants for this
al references gene
- Supporting evide Ensembl version ENSGO00000139618.17
B- ID History . . o Ba e e e A .
L Gene history Other assemblies This gene maps to 32,889 223-32 574 405 in GRCh37 coordinates.
View this locus in the GRCh37 archive: ENSG00000139618¢
Configure this page
ol = Gene type Protein coding
Custom tracks Annotation method Annotation for this gene includes both automatic annotation from Ensembl and Havana manual
9
curation, see article &.
th Export data Annotation Attributes overlapping locus [Definitions &

=2 Share this page

= = Go to Region in Detail for more tracks and navigation options (e.g. zooming)

F+ Bookmark this page

Favourite species

Human
Mouse
Zebrafish

All species

Abingdon island giant tortoise
African ostrich

Agassiz's desert tortoise
Algerian mouse

Alpaca

Alpine marmot

Amazon molly

American beaver

American bison

American black bear
American mink

Angola colobus

Arabian camel

Arctic ground squirre!
Argentine black and white tegu
Armadillo

Asian bonytongue

Asiatic black bear

Atlantic cod

ORI
OREBTRBEEMEE
ORLTERERFE

[EERIPPTEXIEXIQOFI®
DRI TR,
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() EERAE, AHOHABRCA2REBAREES, ERmNFEIR

) Humen Grcicasts) FEBRCAIGREAEEERE, TUERIATES—
T YAyt NS

- Gromizoe: - 2ERFAER (Whole genome)

« REMHEDT (Chromosome summary)

- XIS (Region overview)

- XiFi¥1E (Region in detail)

- HWEEREAZ (Comparative Genomics)

- BETHR (Genetic Variation)

o IxEY) (Markers)

- Hfth#iERZEEE (Other genome browsers)

@BRCAZEEZEIRRIFMER

1

1 ~ Chromosome summary
I - Region overview
: — Region in detail
1 & Comparative Genomics
1| [ Synteny

: I Alignments (image)
1| [ Alignments (text)

1| “ Region Comparison
:I:—:I- Genetic Variation
1

1

1

1

1

1

1

1

1

1

I Variant table

-~ Resequencing

- Linkage Data

- Markers

=- Other genome browsers

Scrol: 4 B Track height:

32.20 Mb
- UCSCe&
- NCBIg
— Ensembl GRCh37 &

Chromosome bands
Contigs

Genes 1 ] - 1 — x
. I E 1 1 1

(Comprehensive set  NSG00000287904 Metazoa SRP BRCAZ - ¢ MAEP2L1 ATPBAZPZ = PD¥SSE > I

from GENCODE 38) v - EEF1DP3 = < FRY-AS1 < ZARTL < N4BP2L2 « N4BP2L2-IT2

< ENSG00000279314 < ENSGOD 8

IFIT1P1 =

Regulatory Build RTERR (I L LT TR T T R I [ rm 1 [0 I LAY | [ 1 A1l |
P —— TN (R B R ! 1 nil

o HEEisEE 5200 Mb 5220 Mb 5240 Vb TR0 B TTE e
F+ Book k this Gene Legend I merged Ensembl/Havana Il crocessed transcript
pag B o:=udogene B RNA gene

ORBERRKX

onstontowns i p . EEMSHRIENEEE, AINATR LTI,
B Fromoter Flank Transcription Factor Binding Site

[EERPPTIE X Sii= B MZ R RRIA S TIFEN A

Location: 13:32315086-32400268
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m BRCAZRIZEBIRTENL

SEERAHE

> EENSH=tmEEWhole genome, EAEMNIRBSERX BN FEFR.

Location_based displays
I |- Whole genome I
[~ Lhromosome surmmary
Region overview
Region in detail
Bl Comparative Genomics
|- Synteny
i~ Alignments (image)
i Alignments (text)
Region Comparison
B Genetic Variation
|- Variant table
i~ Resequencing
Linkage Data
Markers
B Other genome browsers
- UCSC&
NCBIg

Pl el

Ensembl GRCh37 &

Whole genome @ _|

»

ﬂ.ﬁdEl% I

@

i

1 [ E] o @ 142 13 1w @/ E 7 iE
Click on the image above to jump to a chromosome, or click and drag to select a region

Summary

Assembly

Base Pairs

Golden Path Length

Assembly provider

Annotation provider
Annotation method

Genebuild started

Genebuild released

Genebuild last updated/patched
Database version

Gencode version

@

GRCh38.p13 (Genome Reference Consortium Human Build 38), INSDC Assembly GCA_000001405.286, Dec
2013

3,096,649,726

3,096,649,726

Genome Reference Consortiume
Ensembl

Full genebuild

Jan 2014

Jul 2014

Mar 2021

104.38

GENCODE 38

ORBINMEEEE

RERBHASTH—TEEREIREKER, EALIEE
RXEH—LERFRER

QAT

« IRASE (Assembly)

- IHEZE (Base Pairs)

- EFE4HELK (Golden Path Length)

« MRASEE (Assembly provider)

« JFEEE (Annotation provider)

« JEBAE (Annotation method)

- EFESOIEME (Genebuild started)

- HEEAHRE (Genebuild released)

- BERESIMRAEHIE (Genebuild last
updated/patched)

« #ERERRA (Database version)

« ERFE4BEhRZA(Gencode version)
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> EEMSA=hmEWhole genome, EAMINEERXEUN TER~—% LTPPT,

Gene counts (Primary assembly) @
Coding genes 20,442 (incl 644 readthrough)
Non coding genes 23,982
Small non coding genes 4,865
Long non coding genes 16,898 (incl 307 readthrough)
Misc non coding genes 221
Pseudogenes 15,228 {incl & readtfirough)
Non coding genes 1,555
Small non coding genes 297
Long nen coding genes 1,071 (incl 25 readthrough)
Misc non coding genes 187
Pseudogenes 1,799
Gene transcripts 21,638
Other
@
Genscan gene predictions 51,756
Short Variants 714,562,852
Structural variants 6,768,792

FEHEE BT

OEEHE (Primary assembly & Alternative sequence)

« WIS EEEL (Coding genes)

- JEFRRBEEEL ( Non Coding genes )
- {REE (Pseudogenes)

- HRE®EFRA (Gene transcripts)

« GenscanTUIERE (Genscan gene predictions)
« 4$5Z55K (Short Variants)

« Z59E5 (Structural variants)
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|chromosome summary@ |

ORI

. SRS (Chromosome)

Location-based di5p|ﬁy5 Chr‘oggsome Protein Coding Genes Short Mom Coding Genes Long Mon Coding Gemes  Pseudogenss Repesacts
I Chr{:nmsu;:;“;:lmmar}' I " * EEI?J%EE’;E (Protein Codlng Genes)

EZS.SS mS:etajll . - fEhEIE4REBER (Short Non Coding Genes)
T ”T’Lt e = - KpHERIBER ( Long Non Coding Genes )

Alignments (image) aties
Alignments (tex) - BER (Pseudogenes)
Region Comparison a2

- Genetic Variation » e « GCEEf5| (GC repeats)
Variant table 2.2
Resequencing e i 7{‘%%{ (Variations)
Linkage Data e

- REKEANSESZIT (Chromosome Statistics)

Markers
& Other genome browsers

IJ CSI: B—I 313
NCBI g e Sh B {K#
Ensembl GRCh37 e QFREIREREE
434 ~
K& (Length)
Change chromosome: 13 ~ m ° ﬁﬁgg (COding geneS)
Chromosome Statistics @ . quﬁﬁgg (Non coding genes)
Length (bps) 114,364,328
godingjenes i%% (incl. 7 readthrough) ° {Eﬁg (Pseudogenes)
on coding genes 656
f;‘:;";;:;ﬁ;"gg;:;is 333 {incl. 8 readthrough) ¢ %Elx_gmﬁ{js ( S ho rt Va ria nts )
Misc non coding genes 75

Pseudogenes 395
Short Variants 23,960,588 -
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> EEMSHt=+HmERegion overview, HAMINBSRRXEW TE=

G LU YCINE [Region overview @ |

Location: 13:32,315,086-32,400,268
Location-based displays Location: 13:32315086-3240026€ B o [ co I (D) «[<|+ [ = [»|[»
A<E2E®Z
E 85.18 kb Ferveard strand g:.
=- Comparative Genomics i 32.32Mb 32.33Mb 32.34Mb 32.35Mb 32.36Mb 32.37Mb 32.38Mb 32.35Mb 32.401
Synteny Chromosome bands.
Alignments (image Tilepath,
Alignments (text canas (Margad - —
L Beginn Comnarisn nes (Merg < ZARIL IFITLPL :
|~ Region Comparison Ensembl/Havana). - Z
- Genetic Variation BRCA2 > |
Variant table 32.32Mb 32.33Mb 32.34Mb 32.35Mb 32.36Mb 32.37Mb 32.38Mb 32.39Mb 32.40H
Resequencing strand 85.18 kb i
Linkage Data There are currently 157 tracks turned off.
Markers Ensembl Homo sapiens version 104.38 (GRCh38.p13) Ch 13: 32,315,086 - 32,400,268
& Gene Legend
E- Other genome browsers 2 2 - =
ue Qg, a Protein Coding Mon-Protein Coding
: ‘él‘: B merged Ensembl/Havana B pscudogene
LD e
'~ Ensembl GRCh37 &

OHREARENFBIAMIR
QOFBEARENMERNREIRE

. REMAEE (Chromosome bands)
o PefIE (Tilepath)

« HMA (Genes)

- HREH#BE (Gene Legend)
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> EEMSA=4 =ERegion in detail, HAMIRSRERXEUN NER =

Chromosome 13: 32,315,086-32,400,268

| ORSBIRY, FLUEHE R
X, BAILLEE SR AER

OEETIRE RO RENEEE

“___" I T S RAIBRCA 2

| BEAEERRA, ER—EME

Chromescme bands
Contigs

Genes (Merged
EnsembliHsvana)

atazoa >
« ENSGO0000279314

Regulatory Build NETTRNED . e LU0 [ A | 1 (M RUNY | n | [ I | 1w mii L[] (]l 1 ] > ==
R Ty (1 e (] IS R \ a EERTENER
TS0 b S200 MG L PRI B220 M5 ¥ STE0 b 260 B S570 MG S280 ME N
R rERERBRER
B es=udogene
Regulation Legend cicE N
. MESHu
— = e FRUERER
<

Location: 13:32315086-32400268 B - [ co | «|[«] [+ [l F'K’J?UJ F_75’_U

__ o fENET

:75”5::: BEEREFEENS
L jEni I I B EARRRNASIRATER

o (o shownwwiu features, due to track Ti ng limited to 40 rows by dcfauft click to shovi- mo: _ i @NEEBEI"JE&k, -F_ﬁijigglzéj\i#_

I

chromoseme bands. |

—

L]

| | | BB 1T AA

Showing all 25 features - click to show fewer
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> Z FEMRRE, SWTERR

o i a T ORERRENE N, HeexportAlLITEAR

n Reset
DA< EE ST Drag/Select: 4+ |
B4 sShare i /\a. 3 N
your view Raset 510 kb Focuiad strandm | | ‘J‘ 22 1(& E’\J B J:IL
— — h FSHEERIER
chromosemebands. W (T Rocon | (mrw Cranos o] D e
[E3] Resize J =3 Change from =
[ the view {nscnoll LD slahc] b IR TR I i TR | ] e 1 wi ] ] ]
90 way GERP —
elements .
rurpan r;'DNAJs .
RefSea/ENA —] S == AS
QERERAEERA, BiIFRERGH—F
VAT L\b .
Showing 93 of 141 features, due to track being limited to 40 - = #U&ﬁuﬂl}u:zb$§>i%$ﬁlﬂ Eb . EEFI I E@l\ gI@l\
EST cluster (Unigene) 1 1§ i | | 11 1 |]|'| = I ﬁ
) - RERFREREINE, BRRKENET
~ OIfgE, HEAKBRKRIIRE
Showing all 25 features - click to show fewer ’i H:Hﬁg Hb Y . & A u H:Hﬁg
CCDS set [ +ITe - — + t -t e e t 1 ] +—m
ab
enes (Merged - T i + 1 - ... x+ - Y " 0 . —I""’i""'-:IjJHb
Ensembl/Havanal 3]
——— - ———— g
nonsense mediated decay
A S o
——— — —— —— ——— — . . mEme — — :F =
'B'R;AZ-Z]?‘.'— +1tE - + + - -+ + + .— — + - @ Aggﬂl—l—tusN P{Ell%\
——— - ————— ————————— N ——————— 4y ————————— f——————— ———————————————— o
BRCA2-207 >
nonsense mediated decay
Protein Coding Mon-Protein Coding ERE#E_N:_ = S Eac = o
B merged Ensembl/Havana W processed transcript nonsense mediated decay
EEm Ensembl protein coding B pseudogene o o 0-—a —_ N
9 > BRCA2-205, | = 11 l =
E CCDS set se mediated decay retained |r|L@5§i‘J$E%EgS N P{n ,§\ ’ ”ﬁi I:Pi— =] M/
® _ e
Contias. —
R g TEFREER
Ensembl/Havana) atein coding
EST cluster (Unigene) -
Showing all 4 features - cick to show fewer
AL YanomAR VArIRNER Sy, aERPEIADS short vanants (Sbe audindels) L
0 - |..I.-,- -..,-Ifl.-,-‘n.?m’,“- | S Y S S S O O O N O Y (S I A P I O 0 O I | \Ht ;,"‘Q{_ﬁ_ E :I¥R E I:PQI @ 1%% ’:IE_, l? s TAS
_‘“”'E""mw'“wt AL AR OO R TRTURURT (T RO U R CNRRUEY 0 T [ (AR TR T AN (TR et AT ICRELTA TR (N7 (Y ST (T R (L RTERATR S CUN NIRRT [ LU AR TN YT (R T C LN =) F = - = 1 RAT]
V 1 nor 3 - Al
Vs - 1KG. 3. AlL | . _ == . ” —
’:I E | iy
Reaulatary Build ——— [ ] - é{ti mﬂ?ﬂﬂ“ﬁ %5” ] Eé{tiiﬁ 5‘5\?, m
This track has too many features to show at this scale, Please zoom in
e a et -~ e - A ro - LA LAy Sy s e B WA T P o v g 8 o v AT R T o e e A T T e e . ~ ,_\_ N ? ? :t A=
sgn?\.szZMb 32.33Mb 32.34Mb 32.35Mb - 32.36Mb 32.37Mb 32.38Mb 32.35Mb 32-@{t§CTCF %ﬁu I %@1‘b%$§> g:l I:I {M'\ﬁ\\
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> EEMISA= R comparative genomics, EAMIRNEERXEN TEFR.

Locuionbaed dlas EBRCAZSHSHREERAE, ALERTES—
— ole genome

- Ch | =14
[ Region overvew Chromosome 13: 32,315,086-32,400,268 DREIZM(Synteny)
[ Comparaive Gomomis ] . fhsyntenyBIET NI HEERTRE, A1 NELI G ELHE R,
: :I;EEDEPS I mage) Assembly exceptions T | i /_J_<
:;j;’o‘:leléosi :Eils:n o pembly exceptions. PI12 -..1 : q12,3+:m q13.11 EFN q1a3 . Echange Spec|es‘Fj:ﬁ*EEPE_]’Ll‘iEL%tBEQE’\J%ﬁF
i Benetic Yariation Assembly exceptions. « fEchange chromosome & REV ISR
- R i . . N N s s
 Linkage Data Comparative Genomics - ERFEKFRRORBERIIRER, TR hASE+
— Markers P e 1 e P e e P e e e
= Dtahrei genome browsers :@ N H@ i: E: @ . i E%%’l’@ﬁ‘
[ oSt | Ehf | TR i TG TACT @ I SREL R S
ncere | B ? L EEEEE L gome T B - PR AR BRIk
L Ensembl GRCh37& | " i TRCAGAT I CATCAT = ’ sl - £ o . g A S &
i -Synteny ii AIl['g“r‘::'lgt:r;ts :i Ali Pen:;a]nts ii (:o‘}rfpgairoirs‘on i *ﬁ—l@lztszll%H%HEIZijz
U= B e - RS FEENER PRSI X
I_gﬂ[é‘j%e_yj_eyg gf_cpmparaijyg_ggr]_pgu@jata_wgh_a_s,_c:mhologues and paralogues, are available on the Gene page. . T%%%@éf%@ﬁ?%ﬁg%}iﬁ Iﬁé)%‘rilziik
I synteny between Human ehromosome 13 and Mouse Ch Mouse &l -} .
i R - - i QB RV ERBRCA2ELSFF!(Alignments (images))
1 - I
|- \\ = :\\‘U ] X FAZURRBRCAZLLITFS(Alignments (text))
RN, | S e 1
i \V‘f( gt i i @X1EtrE (Region comparison)
A THE X ] - gp i
N\ AL i PP T S TR A TR T2
I - |
R |
(R U . N !
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> DHRE LEQO®, ERSRERXEN NENR.

Chromosome bands
Contigs
Genes
(Comprenensive set EFIOPS 5 iy . e o N o
from GENCODE 36) < ENSGOD000279314 ATPEAZPZ RNY1P4

UL L1 UL N mm e i | I L[} nomn i L L} L1} 1 | nn

n (I || 11 1 1 1 1

| [ ] |
TR e ) oG e prEy TG TG ST B

Gene Legend [ merged Ensembl/Mavans B pocesse A transerpt
B pseudogene
Regulation Legend ac

|
1
1
1
1
1
1
1
I Regulatory Build
1
1
1
1
1
1
1

Location: 13:32315086-32400268 Gene: [ 4

| ]
| ]
| ]
| ]
| ]
| ]
| ]
| ]
| ]
| ]
| ]
I ]
: :
M1 Download alignment 1

]

! !
]

i i
]

]

i i
I ]
’ ]
]

| ]
| ]
L ]

A total of 2 alignment blocks have been found. Please select an alignment to view by selecting a Block from the Alignment colun

Show/hide columns

Alignment (click to view) Length (bp) ¥ Location on Human
Block 1 84128
Block 2 1410

Location on Rat
13:32315415-32399542 12:503608-544996
13:32384693-32386102 1:252915441-252916810

i i
1 Human » chromosome GRCh38:13:3231541532399542:11
: Rat>  chromosome Rnor_6.0 12 503608503708 1 :
1 1
1 1

chromosome:Rnor_6.0:12:504008:504404:1

chromosome:Rnor 6.0:12:507263:507600:1

—————— T L ) - e | S S e

-------------------------------------------------------------
_________ ]
1 Protein Coding Mon-Protein Coding 1
W Ensembl protein coding W RNA gene
: B merged Ensembl/Havana 1
1
1
1
1 .
| | Location: 13:3231541532399542 B cene [ Go ] “|(«) 4 il =|(»|[w] 1
1 1
1
qra<sae 1
P Forcs ward 1
1 i‘ﬂ'n 13 32.32Mb 32330 32.34Mb. 32.35Mb. 32.36M5 2.37Mb 32.38M0 3239 _Zvﬁ 1
1 | Genes l i - —— " ' i N by
1  (Comprehensive set. BRCA2 1
— 1
I IFIT1PL >
1 | centigs 1
| | Genes il Eil
) | Comershemive set.., - ]
1 Requlatory Build. LM . | n 1
1
1| Hsap-Rnor Lastz (o... 1
: Chr. 13 R 3305 R 32355 FETY EEy R T 32300 2o |
taverse strand 45 kb
1
I ««48Iqrnw
1
1 Y ———————————————————— Forvyard strand
1| o — o - = = = = — :
| | Hsap-Rnor LastZ (o.. !
I | Genes (Merged - — -
] | Ensembl/Havana) ]
1 Contigs 1
———
Genes (Merged 8 L= e - <
I Ensembl/Havana) AABRO7034923.1 ud us Nd::\l :
| che12 = o0t Sidks 7y D ey = £
R verse strand 8749 ki 1
H EYFES &Y 1
1| % - 4
] | Gene Legend 1
1 Protein Coding Non-Protein Coding ]
mm meraed Ensembl/Havana . oseudooene -I
B o o o o e

@E LT ERBRCA2LLIIRFFI Alignments (images))

« ETFRNESEFREDNCRRESEM (A) MHERICRIMIR (KE) RBEEMER

- REEENEHTB=AiNE, SE=ANEN 7 FFEEE
O FH I RRBRCA2LLXS 5

o IMIMRAILLRBS FIRTTE, o3lmESIZFRAblocknliH—3
mEBlock AN TIHAEEFREAT
- FITREABRREANREHR, BEEEHRMEENRER

« BHITREFRAKR, REEEIERRA
@X1EEE: (Region comparision)

S
S|

HFAEERIRRE

« AKH13SREIR32315415-3239952BRERXIN AR 1 25BN KERRIEEEE

- FEPERYNIEEFS
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> EAEMSA=HRE Variant table, EEMNIRNERRXEUN TERR.

Gene: BRCA2 :
Location-based displays I I
1 AREL =
— Whole genome iChromosome 13: 32,315,086-32,400,268 @ : @ﬁ%1ﬁr§\
I I
— Chromosome summary I
: 1 A ANA\Y PR =R\ 4z
- Region overview IVariant table : BN N ETREBDEFENE
— Region in detail 1 I
ve Cenomic 1 1
ve Genomics I Location: 13:32315085-32400268 Gene: «|[«] [+ [ =] [>][» I
I
gnments (image) ] i
— Alignments (text) I I
L Region Cor son : ST ¥ Global MAF- Al ll ¥ Class: Al ll ¥ Clinical Significance: Al | ¥ Consequences: Al [ ¥ Filter Other Columns :
- Genetic Variation : :
L \fari tah
[ Verant eble ¥ £l !
= Resequencing i :
L Linkage Data | Variant ID Chr: bp Alleles Global MAF Class Clin. Sig. ClinVar ID Consequence Phenotype I
- Marke :_ : 151252827512 13:32315090-32315093  TTTI/TT - indel = = 5 prime UTR variant = :
=8 ) I
= Ot:jler[égfn_ulme browsers | 51593879206  13-32315003 TIA . SNP . - 5prime UTR variant - :
- ULol 1 1
- NCBI& : 151593879211 13:32315094 GIA = SNP = = 5prime UTR variant - I
I
L cemhbl CRCRT
Ensembl GRCh37 g : (s768038550  13:32315101 cT . SNP . : 5prime UTR variant - :
I
1 151045400508  13:32315106 cIT - SNP - - 5 prime UTR variant - :
I
| 15927273467  13:32315109 TiC - SNP - - 5prime UTR variant - :
I I
: 151294449372  13:32315111 TIG - SNP - - 5prime UTR variant - :
: (s750992637  13:32315134 AG - SNP - - 5 prime UTR variant - :
I 1
1 rs1246133691 13:32315145 GIC - SNP - - | splice region variant - 1
_ I
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> EEMSA=Fmtmarkers, EGMATERXEUNTEONR, H—ErEdZRFPmarkerBFRBUEQ Fr.

I

| @

Location-based displays
Whole genome
Chromosome summary
Region overview
Region in detail

B Comparative Genomics

Synteny

Align

Location: 13:32315086-32400268

OtrEYI (Markers)

o RGP ERZRERXIFHIFREY)
M E—markerBl AT $HERFMEERE, WEQ
@B tEmarker 505289 NiFH=SEHE

.« RBUEMESR

chromosome 13: 32362531-32363214
chromosome 13: 32337871-32338067
chromosome 13: 32364316-32364525
chromosome 13: 32337320-32337657
chromosome 13: 32338706-32338855
chromosome 13: 32340191-32340481

nts (image)

B Genetic Variation

Variant table chromosome 13: 32354819-32355313
Resequencing chromosome 13: 32363128-32363566 ==
| inkanas [ata * Hbgw

chromosome 13: 32398354-32398644
PMC310899P 14 chromosome 13: 32340192-32340392
chromosome 13: 32398776-32398916

I Markers I
Bl Other genome browsers

- 54ER

uCsCe SHGC 81356 chromosome 13: 32338827-32339118
NCBl& STS-X05152  chromosome 13: 32316587-32316807
Ensembl GRCh37& STSX95157  chromosome 13: 32326668-32326863

: _______________________ L

i _ @

i Details @

I

I

: Marker 505289

1 .

: Location chromosome 13:32362531-32363214 [Note that for reasons of clarity this marker is not shown on 'Region in detail']

I

: Synonyms UniSTS_NUM: 505289

: Primers Expected Product Size:

: Left Primer: GTGACACTCCAGGTGTGGAT

: Right Primer: GCCGATCTTCTGCTTCTATCA

I

I

I

I

I
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> EEMSA=+=EOther genome browsers, EAEMIRNESRERXE TEFRT

1
br Tools Mirrars Downloads My Data View Help About Us

e @
- — UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly
ocation-based displays — et~ bt Sl

- Chromosome summary
~ Region overview

— Region in detail

B Comparative Genomics

Synteny
Alignments (image)

| multi-region | chr13:32,315,086-32,400,268 85,183 bp. ‘ gene, chromosome range, or other position, see examy ‘ |£| examples
QREEMNCBIHANCBIERHE

A@mEAMEnsembl GRCh37RR=EAXIFHEE

‘chna(qla.l} p [0 0 WREE EecHARl BN BN B ORED

1
1
1
1
1
move | <<<| <<|<|>|>> | >>>|zoomin| 1.5¢| 3x | 10x | base | zoom out | 1.5x | 3x | 10x | 100x i OBEEEMUSCSHEHAUCSCERE
1
1
1
1
1
1
1

I
I

I

I

I

I

— Whole genome :
I

I

I

I

I

I

r
Alignments (text) i H
Region Comparison I . . . :
B Genetic Variation : Natlonal lerary Of Medlc_lne I
|E Variant table : National Center for Biotechnology Information :
Resequencing 1 1
. 1
Linkage Data ! I . B SR [T] A2 # —> (=]
1 i = 1
| | Linkas | Genome Data Viewer | (R R BN A S SRR TS
El- Other genome browsers ! . :
UCSCe : Homo sapiens Assembly: [ GRCh38.p13 (GCF_000001405.39) ] c [ Chr 13 (NC_000013.11) w | |
NCBl g f (human) :
Ensembl GRCh37 & 1 .. assernbly ¢{ NC_000013.11: 32,315,086 - 32,400,268 .
1
1 |QL0CE‘U0”: gene or phenotype | pl3 p12 pll2 P all  qiz0 qi212  qi2.2 q123 q13) ql3.3 q|n ql4. :
: Examples b I [ :
: = L I 1
» Pick Assembl 1
: ' — Gene Transcript Exons: click an exon to zoom in, mou 1
I~ Ideogram View Regonv [ { | BRcA2 v|» ) [ nmo0000s9.4 v] |} 00o000OOOOOOOOOOC]
I unplaced/unlocalized scaffolds: 168 ~ - o a = ¥ :
: Alt locif patches: 446 Sucomsai- Q9 Q it - 1

______________________________________________________________________________ -
Ensembl GRCh37 @

Coordinate mappings

Show/hide columns

GRCh38 coordinates Length GRCh37 coordinates
13:32315086-32400268
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O E£REA, SRR THRBRCANERES, HRENNERR

'1 Human (GRCh38.p13) v

ABRCA2RIERFHE, JLUABZILLFMEE

@ Location: 13'32,315 (LSS PR el Gene: BRCA2

-------- Gene: BRCAZ enscoonnososrs | OEMSHE

1
1 1
1! .
- . i | : :Description BRCA2 DNA repair associated [Source:HGNC Symbol:Acc;HGNC: 1101 4] i . Summary (gﬁﬂj{ﬁlg\)
Hqﬁ:‘?a‘ e I 1Gene Synonyms BRCC2, FACD, FAD, FAD1, FANCD, FANCD1, XRCC11 i .
Sequence 1 =5
: L Secondary Structure : ILocatmn Chromosome 13: 32, 315,086-32 400 268 forward strand. I ¢ Sequence (}?’_ﬂ{n,%)
Comparative Genomics 1 GRCh38:CMO00GT5.2 ! . H
1 . o 1 CCMUOUGE FS. e
1| | Genomic alignments i . : . Comparatlve Genomic (ttiﬁ%gﬂ)
1| - Genetree 1 :About this gene This gene has 10 transcripts (splice variants), 175 orthologues and is associated with 171 I
1 L Gene gainfloss tree 1 phenotypes. I . =3
i Gene gain/loss tree il ) 1 . OntOIOgleS (Esﬁg)
- Orthologues i1 : s
: - Paralogues 1 :Transcnpts Show transcript table : . .. seh f4 i B,
: — Ensembl protein families : Lo o o o o e o o o ! M Genet|c Varlatlon (E{?ﬁ
I=- Ontologies I Fr&Ommarv €y T T T T T T T T e EEEEEEE e m 1
: I GO: Cellular component : :gummawg @ : « |ID H|story (IDU_JE)
1| [ GO: Molecular function i1 N 1
1| L Go: Biological process i :Name BRCA2 & (HGNC Symbal) 1
) . - 1 1
: B E"E"":trﬁes 1 :CCDS This gene is a member of the Human CCDS set: CCD39344 1 1 @BRCAZEIE,JH%% L_
=- ti iati 1 1
: _E?frifntil|,a|éon 1 : UniProtkB This gene has proteins that correspond to the following UniProtkB identifiers: P51587 & 1 D . t ?_._\*
| o . 1 1 .
1| [ Variant ”l"E'EIE i :RefSeq This Ensembl/Gencode gene contains transcript(s) for which we have selectec ice 1 escrlp ion ( L)
1| “ Structural variants 1 & are ' ey wi ama 1
: . : : ;aal'ﬂ;unrtusu If there are other RefSeq transcripts available they will be in the Extemal r : R Gene Synonyms (g%”g)
I ! P . L . 1
I i1 ILRG LRG_293 provides a stable genomic reference framework for describing sequence variants for this
. ¥ e i+ Location (RE&MEN)
1
1~ >up I "'-'”!-] e\ I !Ensembl version ENSGO00000139618.17 I H >
Ll oo [ : - i+ About this gene (kXFiZER)
: L Gene history : j Other assemblies This gene maps to 32,889 223-32 574 405 in GRCh37 coordinates. :
“““ S | View this locus in the GRCh37 archive: ENSG00000139618 & I . Trascripts (B&FRA) , mShow Transcript tabler]&FIFH
1 = D
:Gene type Protein coding :
:Annctation method Annotation for this gene includes both automatic annotation from Ensembl and Havana manual 1 l:lu_:\ 1 .ﬁéE—Fg{KPPT
1 curation, see article &. : m e e —
1 oI
1 Annotation Attributes overlapping locus [Definitions & : ®EU‘JP\]6ETIX

A — o RAMISi=ENEE, ARSI HIE Y

= = Go to Region in Detail for more tracks and navigation options (e.g. zooming)

& [EERPPTIE XS Sii= S MR RS S A TIFEN
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> mEShow Transcript tableA&EEIFHAER

Gene: BRCA?Z2 EnsG00000139618

Description BRCAZ DNA repair associated [Source:HGNC Symbol; Acc: HGNC: 1101 &)
Gene Synonyms BRCC2, FACD, FAD, FAD1, FANCD, FANCD1, XRCC11 » ENST000003801 5281t§§ﬁgé
Location Chromosome 13: 32 315 086-32 400 268 forward strand. )\{ .
GRCh38:CM000675.2 :
About this gene This gene has 10 transcripts (gplice variants), 175 orthologues and is associated with 171 phenotypes. Ensembl |DE€EEnsemb|

Transcripts " IR —x
e Genebuild” IEFFIEIRRRF

FIME, XEFRRAFRLE:

Show/hide columns (1 hidden)

1
1
| I
1
Il Name Transcript 1D by Protein(4) Biotype CCDS UniProt Match (/) RefSeq Match Flags N N s
| e D) rameerptD D B QP Biore O s © tnProchach (DRefseq arh @ o9 _ O} ENSttzREnsembl fEHFFSL
: BRCAZ2-201 ENST00000380152.8 11954 3418aa || Protein coding CCDS9344 ¢ P51587 & NM_000059.4F | MANE Selectv0.93 Ensembl Canonical GENCODE basic APPRISP1 TSL5 ||
1
| BRCA2-210 ENST00000680887.1 11880 3418aa | Protein coding CCDS9344 6 - - APPRIS P1 ' GREEER
: BRCA2-206 611854 | 3418aa || Pr ding CCDS9344 & P51587 & - GENCODE basic APPRIS P1  T5L:1 :
: BRCA2-204 6 2011 | 481aa || Protein coding - AJASIOLLIIT g - TSL:1  CDS 3 incomplete : T'ftieigizlg
1 1
I BRCA2-207 211763 | 2649aa Nonsense mediated deca - - - TSL:2 S
) I y | EKEINEF
: BRCA2-203 12598 | 438aa | Nonsense mediated decay - ADASIOUJUGE - CDS 5 incomplete :
i BRCAZ2-202 1| 842 186aa | | Monsense mediated decay - HOYE3T & - TSL:5 CDS 5' incomplete : P{%%HKEQ
I BRCA2-209 1| k23 hfiaa | Nonsense madiated decay - ADARSOUJ24 & - CDS 5" incomplete : R N
il —— - - : — . F'f’bi%%ﬁ?&
: BRCA2-203 | ENSTO0000528762.1 | 495 G4daa | Nonsense mediated decay - HOYDE6H - TSL:4 CDS 5 incomplete :
I i : P i . o N
| BRCA2-205 | ENST00000533776.1| 523  No proteln | Retained intron - - - TSL3 | BB EREN, BIEE

@E= @ EHRERE @UniProtITE{SE BRENAERFYEGERRIZEN,
ERSEFRA KM R ERN

QEEFAID OFE SE

. AFEnsemblETEEESEM=E, W TFHEPPT + protein codingfRIBEMINAE nonsense mediated decayToEE
7= retained intronfREBHIRESF ren
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> i Transcript tableFRIE—PMERAER, JHEZELATRA.

Transcript: BRCA2-201 EnsT00000380152.8 @ @ ¢§%Z§1n:u\

Description BRCAZ2 DNA repair associated [Source: HGNC Symbol,Acc HGNC 1101 &)
s . .
Gene Synonyms BRCC2, FACD, FAD, FAD1, FANCD, FANCD1, XRCC11 . ﬁ]&(DeSCI’I ptlon)
Location Chromosome 13: 32 315 508-32 400 268 forward strand.
a
About this transcript This transcript has 27 exons, is annotated with 58 domains and features, is associated with 34924 variant alleles and maps to 910 oligo probes ° gtu% (Gene SynOI"IymS)
Gene GO000013961 .
This transcript is a product of gene ENSG00000139618.17 g ER LS R E ] e .
« {i/&(Location)
Show/hide columns (1 hidden) H H
o XFItERA(About this transcript)
Name T cript D bp Protein Biotype UniProt Match RefSeq Match Flags
3418aa I 44 P51587 & NM_000059.4¢  MANE Selectv0.93 Ensembl Canonical GENCODE basic  APPRIS P1 ° E Gene
- 341823 | Protein coc - APPRIS P1 R )
BRCAZ2-206 ENST0000054 3418aa | Protein coding CCDS9344&7 |  P51587d - GENCODE basic  APFRISP1  TSL:1
BRCA2-204 ENST000005308936 2011  48laa | Protein coding - ADA590UIT @ - TSL1 CDS3 @ ¢§%Z§§U§E

BRCAZ2-207 11763 2649aa | Nonsense mediated decay - - -
BRCAZ-208 2598 438aa | Nonsense mediated decay - ADARIOUJUGE -

- BUAREFEILRPPT

842 186aa | Nonsense mediated decay - HOYE37 & - TSL:5 CDS 5 incomplete

BRCAZ-202 ENST00000470054

BRCAZ-205 ENST0000 523 58aa | Nonsense mediated decay - ADASS0UI24 & - CDS 5 incomplete

BRCA2.203 ENST00000528762.1 495  G4aa | Nonsense mediated decay - HOYDB&® - @E%%zlg{ nlu\lu\—m
BRCA2-205 ENST00000533776.1 523 Mo protein | Retained intron - - - T5L:3

ummary ©) « FiHS B (Statistics)
« CCDSF%(CCDS)

84.76 kb Forward strand e

T e T e T uniprosssunipron

breien coding « EEFRAIHESZR(Transcript Support Level)

Statistics Exons: 27, Coding exons: 26, Transcript length: 11,954 bps, Translation length: 3,418 residues
CCDS This transcript is a member of the Human CCDS set: CCDS9344 A $§§$H&2&(Ve I’SIOI‘I)
Uniprot This transcript corresponds to the following Uniprot identifiers: P51587 &

Transcript Support Level (TSL) TSL5 ¢ $§§$§§2(Type)
Version ENST00000380152.8 s, s, .
« B AiA(Annotation Method)

Type Protein coding

[Annotation Method Transcript where the Ensembl genebuild transcript and the Havana manual annetation have the same sequence, for every base pair. See arlicle® R G ENCODEE(G EN CODE basic gene)

GENCODE basic gene This transcript is a member of the Gencode basic gene set. -
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> EEMNSHt=phRESummary, EAMIRNSERKEN FERHD.

Gene-based displays

|2_Summary

Splice variants
Transcript comparison
Gene alleles
B Sequence
Secondary Structure
& Comparative Genomics
Genomic alignmeants
Gene tree
Gene gainfloss free
Orthologues
Paralogues
Ensembl protein families
& Ontologies
GO: Cellular component
GO: Molecular function
GO: Biclogical process
Phenotypes
& Genetic Variation
Variant table
Variant image
Structural variants
Gene expression
Pathway
Regulation
External references
Supporting evidence
& ID History

Gene history

»

Summary @ @
Name BRCAZ @ (HGNC Symbal)

CCDS This gene is a member of the Human CCDS set: CCDS9344 17

UniProtkB This gene has proteins that correspond to the following UniProtkB identifiers: P51587 &

RefSeq This Ensembl/Gencode gene contains transcript(s) for which we have se ntical RefSeq transcript(s). If
there are other RefSeq transcripts available they will be in the External re es table
LRG LRG_293 provides a stable genomic reference framework for describing sequence variants for this gene

Ensembl version ENSGO00000139618.17

Other assemblies

View this locus in the GRCh37 archive: ENSG00000139618&

Gene type Protein coding

Annotation method Annotation for this gene includes both automatic annotation from Ensembl and Havana manual curation, see

article @.

overlapping locus [Definitions &

Annoctation Attributes

Go to Region in Detail for more tracks and navigation options (e.g. zooming)
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| e o § i S e e e ) s | S | s i Se— g ]
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protein coding
-+ttt
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nonsense mediated decay
F—+ ]
BRCAZ-203 > BRCAZ-205 =
nonsense mediated decay retained intron

BRCA2-202 >
nonsense mediated decay

BRCA2-209 >

nonsense mediated decay
O
IFIT1P1-201 >
processed pseudogene

@ 1A
+ BFR(Name)
+ CCDSE
+ UniProtKB§&#%
« SEHN (RefSeq)
* LRG (LRGEHEER)
« Ensembl S&Other assemblies
- HREZA (Gene type)
« ¥B7i% (Annotation method)
« JFRBEM (Annotation Attributes)

Q@ EHEFRFHIUEE

- BYMEIRTINEREN, NEFHRERR, EEENZ AR
BF, ERERMNREFS, REFERMUTRs (REHEKX)

o 0t BRAZREARMG, XBEnsemblzfVEGA/Havana

- BB EBERAEEnsembl5VEGA/HavanathiS e

- 6. RBEHMLIE: ERAETIERBEX
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Genes

- - b AR
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LRk = |
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Gene Legend
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Bl processed transcript
I pseudogens

Regulation Legend
CTCF
B Promoter
Transcription Factor Binding Site
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RHFEE BBITIR

® EREMKRFIIEE
- BYMESRANERSHS, INBFHERR, ERENZARNSF,
ERERNREF, REFTERMUTRs (RENEX)
- Ot ERAREBRMmWNG, BEnsemblelVEGA/Havana
- EfE: EBERAEEnsembl5VEGA/HavanathEmE

—_——
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Gene-based displays Splice variants @
£ Summary | OFTEYIER
[T Sphice varnants ] H
aTSCIpL Compartson ! — 141.40 kb - = =
| Gene allleles : 32.300Mb 32.325Mb 32.350Mb 32.375Mb 32.400Mb 32.425Mb i -E I $§§$E’\Jg%$@, 9"&.&?
oo 1 Y S | = i ————— O — e =
e e i it e L a1 | miEEn, EHENEINAT,
e } 8 . ————— O
El Comparative Genomics : i -+ i ERIERMNIRIBES, FREFIE
I Genomic alignments ! = i — i e
| Gene tree ! m ! RMUTRs (REHEX)
| Gene gainfloss tree | Genes — Y —
: 'ﬁgl'i'_haégu’:s“ N i (Comprehensiv... [M i . & $§§$ZEEEEE%155: ;E
A s
- Paralogues . i ! Bt o | 1 HEnsembla{VEGA/Havana
Ensembl protein families [ Ot | |
B Ontologies i Ve — B R AEEhsembl 5
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[ d ! o0—
r GO: Molecular function i R VEGA/Havanati e
GO: Cellular component i i
ik e 1 =
- Phenciypes > 727 4 SNSRI AN RN ! OEERARNESES
& Genetic Variation
Variant +ah
I Variant table (@ |__BisTooooossoisais L | L o o N L e e o o o o L e o L. % 3 .
r Variant image i PIRSFEUREERIRERES
Structural variants BIBSE PIRSF002397 - _ E
AT, e e e o e e g g e g ) P e e e s s s = 32 AN
- Gene expression @ RS B B 0090909090 9 TEE EEEE EEE CGEE EBEEEE 1 @PROSITEHGEERIRAIERR
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- External references
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.®

Gene free BRCA2 repeat
Gene gainfloss free @I. .............................................. # ............................................ a

Orthologues :"" ------------------------------------------- B‘%%Epﬂﬁe-at- -------------- HNINEREEEER | ' OSMARTHIE EFRHAVERLEN

T e e e D W BT R T T T BT T T T 1T 1
Gene-based displays I BRCAZ repeat H =g
& Summary I')f 1 1 [ - ! @pfam SHEF_XjT‘_EIJEE\E{n
h PFD0634 PFO0634 PF09103 PF09104
|l F Splice variants 1 BRCA2 repeat BRCA2 repeat BRCA2, OB1 BRCA2, OB3 H . .
ranscript comparison H broos34 Prosiar i« Plam#dEER—RYIEERFKK
Gene alleles : BRCIA2 repeat Tower domain 1 A PN . .
E- Sequence I PFO0634 PF09169 - HNES HHPE— 1 EExREELZ
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& Comparat ve Genomics | 52%0:23‘; K ! J’%@Jtbﬂﬁﬂl@%‘zﬁd\ﬂfﬁﬁﬁ'ﬂﬁﬁt
senomic alignme 1 1
Genomic alignments : Loos3a ] Sk, BT RERSHEE
1 1
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> R ANS A=A mEETranscript comparison, AH{TARERARELIR,

Gene-based displays
- Summary
. '-“wul-’E'--ara’"

— Transcript compari

Gene alleles

E- Sequence

L Secondary Structure

- Comparative Genomics

i Genomic alignments

- Gene tree

— Gene gainfloss tree

— Orthologues

— Paralogues
Ensembl protein families

Ontologies

I GO: Biological process
GO: Molecular function
GO: Cellular component

[~ Phenotypes

Genetic Variation

I Variant table

— Variant image
Structural variants

— Gene expression

— Pathway

— Regulation

— External references

[~ Supporting evidence

=- ID History

L Gene history

1]
=

m

@

e |

Transcript comparison @
4 Download sequence

€D No transcripts selected

You must select transcripts using the "Select transcripts” button from menu on the left hand side of this page, or by clicking E

o o o o o e e o o

41

Configure Page Personal Data

Select transcripts

O Tp

Click on the plus and minus buttons to select or deselect options. Selected options can be reordered by
dragging them to a different position in the list

Select by biotype:

[None v

10

Unselected transcripts ISeIected transcripts DI

€ BRCA2-201 (Protein coding)

SE@here, HIEQ, A i
SUEREBRIERA, 7 ;

€) BRCA2-202 (Nonsense mediated decay)
) BRCA2-203 (Nonsense mediated decay)

€) BRCA2-204 (Protein coding)

selected transcripts FFIHINE®),
SERTE, BHIE@/REY
AR R,

€ BRCA2-205 (Retained intron)
) BRCA2-206 (Protein coding)
Q BRCA2-207 (Nonsense mediated decay)
€) BRCA2-208 (Nonsense mediated decay)
Q BRCA2-209 (Nonsense mediated decay)

€ BRCA2-210 (Protein coding)

T o o o -

Selected transcripts 4

@) BRCAZ-201 (Protein coding)
& BRCAZ-203 (Nonsense mediated decay)

& BRCAZ 205 (Retained intron)

@ BRCAZ-207 (Monsense mediated decay)

ITranscrl;:rt comparison @ @.
1

1
_ Download sequence 1

1

: 1

1

| Exonsiintrons UTR Non-codingexon Translated sequence Gene sequence 1
1

H Variants | 3prime UTR| SprimeUR BRI s P Missense :

1 0 protein akering variant Byl 5iop sained L]

1 1

: VSl Stopretained  Synonymous 1

- 1

1 Markup joaded 1

1 1

1 1

1 AAGCTTTTCTAAGATCGGCTCGLTTTCGGERACAGGTCTTGAGAGAACATCCCTT TTAAGGTCAGAACARAGGTATTTCATAGGTY

1 1

1

1

121 GAG[‘.TGGAGDMGAAAGGGMGGGGGAD’I"I‘GGAGTAGGDMAGGGGEGGCEDDTDDAAGCAGGCTGGCETGGGADTDTTAAD{

1

1

1

CTTTATTCGETCAGATACTGACGETTGEGATGECTGACAAGGAATTTCCTTTCGCCACACTCAGAARTACCCCCAGEGerecace]

381 TCGLGTCACGGCGTCACGTGGLCAGCGCGEECTTGTGECGCGAGLTTCTGARACTAGGCGGCAGAGGCGEAGCCGCTGTGECALT
ELES HoEecc :roocr:mscng:

381

261 1

381 1

GCGGTGGGTCGLCGLL COTGAGGGEACACAT T TCTGACCGCCGLGGTT T TTGTCACCTTACTCCGECCARARRAGAR

S v e T o (e (e c2CCE-0EC CETTTTTE T« §-CTTACTCOE 0 AR

ERCRACECICRCCE GEITIITE ]

1

1

GGGTTGGGACGAGCGLGTCTTCCGCAGTCCCAGTCCAGCGTGGCGGGECAGE nur.cmr.r.m'r.cmnm:m'rwl
EERE EE 2 E-EEEER ¢ E ==

I
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Gene-based displays Marked-up sequence @
= _Su[nrnaryr
r— Transcript comparison - .
Gene alleles
E- Sequence I Exons BRCAZ exons All exons in this region
Secondary Structure
E- Comparative Genomics Markup loaded
i Genomic alignments ®
Gene tree
: (35“3 gain-’ 055 ["EE /\\\E—Fﬂzrﬁjun\i)—:tﬂfj-l.@ﬁﬁ H—Fg-&PPT
— Orthologues
— Paralogues

@B BlastigiZF5 SEIREFREMFFIHITHRS, RERERE®
FRE, WTFKPPT

Ensembl protein families

= Ontologies

|- GO: Biological process

G0: Molecular function

G0 Cellular component

[~ Phenotypes

Bl Genetic Variation

I Variant table

— Variant image
Structural variants

ONBFER: RIBNBRCAZINET, HERAXXEIBINETFER

@FFUEE

Cone exbrassic GCAGAGGCGGAGCCGCTGTGECACTGCTGCGCCTCTGCTGCGCCTCGEETETCTTTTGCG
JEMNE eXpression GCGETGEETCOCC0CCE0GABAAGCCTGAGCECACAGATTTCTGACCGGCGCGETTTTTG
Pathway TCAGCTTACTCCGECCARAAAACAACTGCACCTCTOGANCGOETTAS

|
|
— Regulation
| E:xt,, nal references
S Supporting evidence
=- ID History
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> EEMISh=FrRdEsequence, EAMIRTERXSU TERZ—T LTPPT,

: [eEICH v BLAST/BLAT
® '
1

BLAST/BLAT search @

o ] 6 R E— AYBlast&E

Download sequence

File name: Homo_sapiens_BRCA2_sequence

File format: ‘FASTA v‘

Search against:
Bl omo_sosiens

EORH:
o XIHLZFR (File name)

you are looking for BLAST/BLAT for Human GRCh37, please go to GRChAT website [,

© DNA database

| Genomic sequence v |
- XL (File format) O pokndapime [FrtensGroontd v}
Search tool: |BLAT V|

1 1
' |
i i |
: ]

1
1 1
| | | ,

Sequence data: x “
: i Dowiad i : ’ | - FFIEMMES (sequence data)
1 1 1
1 1 “— .
| Settings : i I« HZISEE (Search against)
1 1

i Sequences to export: [0 Select/deselect all : i : (] }E%IE_ (Search tool)
: O cDNA (transcripts) : 1 :

1 1

. - oc { \ 1 . AT
| B b e i : | REZFE NIRIRUNIZHRRT
: [ Amino acid sequences : : 1
1 N SHL—S
| 0 sum L | LHTIRFFIRLL,
: O 3UTRs : : :
: O Exons : : :
: O Introns : I 1
1 ! W 1

! Genomic sequence 1 I 1
| L . |
1 1 1
: 9’ Flanking sequence (upstream): 600 * (Maximum of 1000000} : : ® oua :
1 1 : O protein :
: 3 Flanking sequence (downstream): 600 * (Maximum of 1000000) : 1 1
Ko o o e e e e e e e e o o o o o o o o o o o o o o o o o o o 1 : :

1 1

1 1

1 1

1 1

1 1

1 1

1 1

1 1

1 1

1 1

1 1

1 1

« 18 (Settings) PN ooy P
- 5 imlIEERS (5 flanking sequence)
- 3" imIEERSI (3' flanking sequence)
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> EEMSAv=hmtComparative genomics, EGMIKNEERXEIN TNEF-.

Gene-based displays @ - i . . -
& Summary Comparative Genomics @A MIComparative genomics HILAEER
Splice variants _
IET’anE.-:rir:t comparison o FHINSLE (Alignments)
TCTC- - -TAGT
=- Seﬁﬁgr?:aelleles TGTCATTGA(T N oo Q « EFER (Gene tree)

— Secondary Structure pl A EYIFRERRIRRSI (orthologues)

§- Comparative Genomics (1) Alianmenis Gene Tree Orthologues N
= Genomic algnments (%) g « ZRER (Paralogues)
— Gene tree famili
, « KZE (families
— Gene gainfloss tree More views of comparative genomics data, such as multiple alignments and synteny, are available o 2 ( )
— Orthologues
— Paralogues @ @éﬁE@H%ﬂr‘LEEPAIlgnmentﬂ)\&ﬁﬁ
L Ensemhl protein families Alignment: ' CIEVRIIEMIN  Select another alignment
= Dnénlﬂgéesl I ' « mifalignment/FRERIE N AT KGR
— GO: Biological process
— GO: Molecular function r - ZREBEALMMBLFTIEE. KE. mEE
- 30 Ca [ Ci one Download alignment .
] F_hfm_‘?pjsua omponent HIF—rhTEf, 7ELERIMIRRERHSE
otype
= Genetic Variation View an image of this alignment
— Variant table
— Variant image Atotal of 2 alignment blocks have been found. Please select an alignment to view by selecting a Block fr

— Structural variants

[ Sene expression Showrhide colurns Fiter

— Pathway

— Regulation Alignment (click to view) Length (bp) ¥ Location on Human Location on Shrew mouse
— External references Block 1 86383 13:32314486-32400868 23:40674894-40722125

— Supporting evidence

Block 2 1422 13:32384663-32386084 1:146058489-146059869

=- ID History
L Gene history




Ensembl &z {ERZIE

Ensembli@ &G 14&---KEEIE R

B BRCA2HEFA(ERERAE
> FEEMSA=R3GO: biological process,

JGUR

S EE

HANMRBESERXKIEWN B,

Gene-based displays

& ID History
L Gene history

= Summary ] ]
Splice variants GO: Biological process @
Transcript comparison
Gene alleles =
. I
E- Sequence show (X4 entries Showrhide columns (1 hidden) OGOFAIS, mEARE
L Secondary Structure (3 L_Euidence | | Annotation source Eﬁ'ﬁéﬁﬂ{ =B
= C C'jr: d 'Etl Ve l:.JE Nomics GO:0000722 & telomere maintenance via recombination IEA Ensembl ENST00000380152 Search BioMart
— Genomic alignments View on karyotype BE{REYNTFEBFR
B l:fene t’EIE ; GO:0000724 2 double-strand break repair via homologous IEA ENST00000530893 Search BioMart N .
— Gene gainfloss tree recombination ENST00000380152 View on karyotype @IIETE;EJE.
— Orthologues ENSTO00000544455
" ENST00000665585 o E2AN NIl - 3z
— Paralogues ENSTO0000680867 EXPRIRTHEN, IMP: iR
— Ensembl protein families ENST00000470094 FoetsER  EARNESR L
i S )\
= Ontologies GO:0001556 oocyte maturation IEA Ensembl ENST00000380152 Search BioMart TRR ERNE S =]
— GO Biological process View on karyotype — 73|
A RIE] E7IHEER
— bk Wiolecular function GO:0001833 & inner cell mass cell proliferation IEA Ensembl ENST00000380152 Search BioMart
— GO Cellular component View on karyotype @IIF n:uﬂ%l)}ﬁ
N F'*E”C.t‘fFESI . GO:0006281 7 DNA repair IEA ENST00000470094 Search BioMart
B Genetic Variation ENST00000680887 View on karyotype @$§§2]§| D
— Variant table ENST00000530893 T
\ia ENST00000380152
— Variant image ENST00000665585
— Structural variants ENST00000544455
— Gene expression GO:0006289 & nucleotide-excision repair IMP UniProt ENST00000544455 Search BioMart
- FIEt'—'.'-'E'-.' ENST00000380152 View on karygtypﬁ
— Regulation GO:0006302 ¢ double-strand break repair IMP UniProt ENST00000544455 Search BioMart
— External references ENST00000380152 View on karyotype
~ -“_'-J|,|ZCI .II'IEl evidence RANNNNRA1N ST NNIA rarnmhinatinn IEA 1IniDent FNQTNNNNNAANA RD Qanrnh Dinklar




Ensembl R R IS AL EE TR

Ensembli@ &G 14&---KEEIE R

m BRCA2HEREEERFAHE
> FEEMSHZHREEGO: Molecular function, EAMASERKIEN TEFRTR.

Gene-based displays
E- Summary GO: Molecular function @

Splice variants
Transcript comparison ®

Gene alleles :
B Sequence Show/hide columns (1 hidden)

L Secondary Structure

OGOFAIS, RETREEEF
LS

Annotation source @

- Comparative Genomics GO-0002020 protease binding IPI UniPrat ENST00000544455 .
— Genomic alignments ENSTO0000380152 . @EVMH—I)J%E
— Gene tree R N
— Gene gain/loss tree GO:0003677 & DNA binding IEA UniProt ENST00000544455 . OUHERIR:
- lj]|"_|'|-:||:|5|_|es M . N ST A L sz .
 Paralogues ENST00000380152 EXPRiREF=sCiq, IDA: BITEE
— Ensembl protein families GO:0003697 & single-stranded DNA binding IDA UniProt ENST00000380152 . VAN M EIkntZ
5 Ontologies S ENST00000544455 . SATHEN, ERARIERFRERIRT
- GO: Biological process R sizs
GO: Biological proce ENIHERIR
= li_-u:_; Molecular function | G0:0005515 protein binding 1Pl UniProt ENST00000380152 . . N .
= 50 Cellular component ENST00000544455 . @,I*:Rlz E,%;E}}g
— Phenotypes
& Genetic Variation GO:0008022¢7 protein C-tarminus binding IDA MGl ENST00000544455 . OEFRAID
| Variant table ENST00000380152 . .
— Variant image O
— Structural variants

— Gene expression

— Pathway

— Regulation

— External references
— Supporting evidence
=- ID History

L Gene history




Ensembl &z {ERZIE

PHEE FRITIR

Ensembli@ &G 14&---KEEIE R

B BRCA2HEFA(ERERAE
> EEMSH=HmEGO: Cellular component,

HAMRNERTRXGIN TEFRT

Gen&Dased displays

=- Summary
Splice variants GO: Cellular component @
Transcript comparison ®
L Secomman o Stow I s DGOFFIS, MtmTHhEEE
L Secondary Structure @) Rnnotation source | (@) D=
=- ':':'”'F arative Genomics G0:0000781 & chromosome, telomeric region DA BHF-UCL ENST00000544455 Search BioMart
- Genomic alignments ENST00000380152 View on Karyotype BARAIEES S
— Gene tree GO:0000800¢ lateral element DA MGl ENST00000544455 Search BioMart
— Gene gainfloss tree B View on karyotype OUEEE:
- Orthologue GO:0005634¢7 nucleus IBA GO_Central ENST00000380152 Search BioMart
 Parslogues ” AT DML DA BUEEAEN, SRR
L - : .
& QHEQEE?;E_' protein families G0:0005654 ¢ nucleoplasm TAS Reactome w m“g; . S A SRS
- .:3.53 Bia og cal ?-’DI:%I,S*': G0:0005694 % chromosome IEA Ensembl ENST00000380152 Sgarch BioMart @IEEF n:ux%l}?
= GO: Molecular function View on karyotype
— G0: Cellular component GO:0005737 cytoplasm IEA UniProt ENST00000380152 Search BioMart @$§§2K|D
— Phenotypes ENST00000544455 View on karyotype
E- Genetic Variation G0:0005813 & centrosome IDA UniProt ENST00000380152 Search BioMart @Tﬁ
| Variant table ENST00000544455 View on karyotype
— Variant |‘|‘|ag-— G0:0005815¢ microtubule organizing center IEA UniProt ENST00000380152 Search BioMart
— Structural variants ENST00000544455 View on karyotype
— Gene expression G0:0005829 cytosol IDA HPA ENST00000380152 Search BioMart
| Pathway ENST00000544455 View on karyotype
- F{ng ation GO:0005856 cytoskeleton IEA UniProt ENST00000380152 Search BioMart
— External references ENSTOO000544159 View on karyotype
— Supporting evidence
=- ID History

L Gene history




Ensembl R R IS A EE BHITIE

Ensembli@ &G 14&---KEEIE R

B BRCACHERF(ERERFM
> EEMSAv=hmEPhenotypes, HEAMIRSERXEW TEFID.

Gene-based displays
= Summary

Splice variants
IE Transcript comparison Phenotypes @
Gene alleles . . . . .
E Sequence Phenotypes, diseases and traits associated with this gene ENSG00000138618
L Secondary Structure
£ Comparative Genomics Show [k entries H OFE. &R TRIEBCH
Genomic alignments Phenotype, di i ;
= pe, disease and trait —— NI e
— Gene tree equi RO AEFEH—SEEFEA
— Gene gain/loss tree Acute myeloid leukemia Cancer Gene PMID:31475115¢ - i
— Orthologues Censust =
— Paralogues Adamantinomatous Craniopharyngioma Cancer Gene PMID:24413733 6 - @;E;‘ﬁ
— Ensembl protein families Censuse? &
S Dr‘lt_\tflﬂgies denosquamous lung carcinoma Cancer Gene PMID:29681454 & - @%ﬁyﬁiﬁ;ﬁ%*ﬁ%ﬂgjﬁ
— GO: Biological process Census&
— GO Molecular function adrenal cortex carcinoma Cancer Gene PMID:30113656 & - bt
— 50: Cellular component Census& =
Phenotypes | adrenocortical adenoma Cancer Gene PMID:28481359& - @Eﬁrjﬁiﬂﬁ {.LE.’{*IU\
E- Genetic Variation Census .
— Variant table Alveolar rhabdomyosarcoma Cancer Gene PMID:247931356, PMID:24332040F - @TE‘Z
— Variant image Census@
— Structural variants Ampulla of Vater Carcinoma Cancer Gene PMID: 26806338 &
— Gene expression Census Hus§
— Pathway o o - - TEmTmmTnTmTan m memm naananne 2
— Regulation
— External references
— Supporting evidence

Bl ID History
L Gene history




Ensem bl SR e (5 FRETE A BE BBoTIR

Ensembli@ &G 14&---KEEIE R

B BRCACHERF(ERERFM
> EEMSA=hmivariant table, EAMIASERXEW TEFIR.

Gene-based displays

£ Summary Variant table @
Splice variants
Transcript comparison QZRIDS
Gene alleles ' : . , I o . . . .
= Sequc—.n-:e There are 31,034 variants for this Gene, which is too many to display in this page, so only exonic variants are displayed. Please use BioMart to extract all data. @9’&@1¢E{M
L s
Secondary Stru ctulre OZENEE
Bl Comparative Genomics
. n — /— .
- Genomic alignments VM ¥ Global MAF:All [l ¥ SIFT:All ll ¥ PolyPhen: Al [l ¥ Consequences: All ll ¥ Filter Other Columns @B ENRTENE
— Gene tree @
pREsRIN
— Gene gainfloss tree . ISR
| Orthologues Show/hide columns B | 5
— Paralogues @ Mut
— Ensembl protein families Gl @ atio GES
Bl Ontologies ® | ® @ ©) Pol n DIFHEER
- GO: Biological process @) @) bal ® - AA y: Ass @) WEIE<T2
@0 Maolecular function Al MA Sour- Evid- Conse co- Sl Phe CA RE Met ess = \
[ a0 Call o neton [ variant D [ chr:bp] [ eles|| F ce | |ence 0. |g. Type od FT__n DD __VEL alR_or | [rranscript AN=8%4
- F'|'IEI'|-3t}'pC—.S rs142690293 13:323105 T/C ?(.:(;)09 SNP dbSNP : g::n = ;gf‘teream - - - - - - - - 58N08-|£%08000 @%%%9_}’2
El- Genetic Variation MAD VT - e AT
|| F Variant table | ORNEERTEL
- - rs949663265 13:323105 G/A/C - SNP dbSNP & - upstream - - - - - - - - ENSTO00000 - = .
~ Variant image 12 gene asors28 | (IDFRMISREESINEEAYHERS,
— Structural variants variant N .
— Gene expression [s949663265 13:323105 G/A/C - SNP dbSNP @ - upstream - - - - - - - - EnsToooo | AR AJFEA
— Pathway 12 gene 380152.8
— Regulaﬁcn variant QEFEANID
— External references rs123603238 13:323105 A/T - SNP dbSNP £y - upstream - - - - - - - - ENST00000 "
L 2y ridenc 3 14 e gene 380152.8 BT
pporting evidence Cariant

E- ID History
L Gene history




Ensembl &z {ERZIE

Ensembli@ &G 14&---KEEIE R

m BRCAHER(EEERAMH

> EEMSAv=hmtvariant image, EGMINEERXEWN TEMR.

Gene-based displays
= Summary

Splice variants
Transcript comparison

Gene alleles

E- Sequence

L Secondary Structure

- Comparative Genomics

— Genomic alignments
Gene tree

Gene gainfloss tree
Orthologues
Paralogues

— Ensembl protein families
- Ontologies

— GO: Biological process
— GO: Molecular function
— GO: Cellular component
— Phenotypes

- Genetic Variation

— Variant table

|| F Variantimage |
— Structural variants

— Gene expression

— Pathway

— Regulation

— External references

— Supporting evidence

E- ID History

L Gene history

Variant image @

&< EE e
— 79.18 kb
150.44Mb 150.45Mb 150.46Mb 150.47Mb 150.48Mb
equence variants (dbSNP 8l ott g |

All sequence S... LTIl L] 111 III Il | HEgIyEmIen
i ol i e §

Genes — |} l.l l .

(Comprehensiv... :- = !.ll |—. L -I | |
oo
N8 R

Genes
(Comprehensiv...

EnsmusToooooo4 20l ]
Brca2-201 (1]

‘ EE

. L

| YH

o A Ss

] | UL

PIRSF 1 <HE ! |
il

Variant Legend

5 prime UTR variant
I frameshift variant

missense variant

synonymous variant
E intron vanant

il S/S F/L IN K/E P/S UN
KK WT WL OY | S/s WY T/A

SK'EKIRPILQ’KW\‘WQNIHWVI'

B[ wa | g w |ws a6 /s WL /5 s Ta Y
Bk U1 UL vie gR WR v N lEaEl (| mA| e (B

P VA RIL CY AT UT QR SIN
UF UF QP /5 ED WHN|sT aH

s/s AT oY AV NS TI DY WT

D/E | V/L E/G GO T/A V/I NS
TT| NN HWH V/F Y |QH S/Y
KE S/S G/D

S -
g

ihilit nrétein

I non coding transcript exon variant

E/G N/N

3 prime UTR variant
inframe deletion
splice region variant

upstream gene variant

S

ERTTI

- BEIFARIHAERNERER, Hit)
MRS, BETFRAmouse BRCA2EE
735

- BMERANEREE, INEFHERTR,
EREENLEANES T, ERIERMNRBFS,
FRIBFHAERMUTRs (REBIFEKX)

« 15 5 53 UTRZH

- KB BERT

- M EREKERE

- EHE: BT

- 1Bf: TTTEIXIE

. R BNERT

« R IERBERINBETRET

- R REFRET

« KRG HFERER




Ensembl &z {ERZIE

Ensembli@ &G 14&---KEEIE R

m BRCAHER(EEERAMH

> EEMISAt=hradEEStructural variants, EAMIRNERERXIGEN TERR.

Gene-based displays

L_—_l.

Summary

Splice variants
Transcript comparison

Gene alleles

- Sequence

L Secondary Structure

- Comparative Genomics

— Genomic alignments

— Gene tree

— Gene gainfloss tree
COrthologues

Paralogues

— Ensembl protein families

- Ontologies

— GO: Biological process
— G0 Molecular function
— G0: Cellular component
Phenotypes

- Genetic Variation

— Variant table
— Variant image

— Structural variants

|':'|.

Gene expression
Pathway

Regulation

External references
Supporting evidence
ID History

L Gene history

L

Structural variants @

Genes

Contigs
Genes

SV - Smaller variants

(Comprehensive set...

(Comprehensive set...

85.18 kb Forward strand g
—
32.32Mb 32.34Mb 32.36Mb 32.38Mb 32.40!
BRCA2-206 >
protein coding
1+ | coniEe | R | S g S | —— | g |
BRCA2-204 > BRCA2-208 >
protein coding nonsense mediated decay
Kt i | (g L ‘ L g o | i it It i g
BRCA2-201 >
protein coding
T T UL T UL L e e U e L — —u U5
BRCA2-210 >
protein coding
el YN
BRCA2-207 >
nonsense mediated decay
1+ ]
BRCA2-203 > _ BRCA2-
nonsense mediated decay retainec
BRCA2-202 >
nonsense mediated decay
| S — |
BRCA2-209 >
nonsense mediated decay
(-

IFIT1P1-201 >
processed pseudogene

AL445212.9 >
|
< ZAR1L-202
protein coding
IIIII\IOII | I mLanm ] 1M I I I

S LT

B

BMERTHIERLS
1, SNBFHERT,
ERERIZ RS F,
IRFER MRS,
RIEFHERMUTRs
(REBIEX)




Ensembl R R IS A EE BHITIE

Ensembli@ &G 14&---KEEIE R

B BRCACHERF(ERERFM
> EEMSA=HhmdEStructural variants EAMNIRESRERX G FERTR 5 L TPPT,

Gene-based displays _ B
i SV - Larger variants
E- Summary eV - Sorsats
Sl:lli':E Var ath T 1 I —_
Transcript comparison Regulatory Build T EE | ] !
Gene alleles
B Sequence @ 32.32Mb 32.3aMb 32.36Mb 32.38Mb 32.401
L Secondary Structure E;--L---;------MW -------------------------------- -"‘5"'&“’-------------------------““““““““"’}
- O T p— ne Legen . . . .
& Compa atll"'” IG"F':"'IT'I‘S ! Protein Coding Non-Protein Coding ]
— Genomic alignments i B Ensembl protein coding Bl processed transcript .
— Gene tree : I merged Ensembl/Havana I pseudogene ll
— Gene gain/loss tree Structural Variant L... i
— Orthologues : N CNV B complex alteration i
| - 1 M deletion B duplication I
Paralogues . N 1 E gain indel i
— Ensembl protein families - B insertion B loss :
B Dntulﬂgies : H mobile element insertion I novel sequence insertion 1
- 30 Binl-:)gical Orocess 1 M short tandem repeat variation I tandem duplication :
- ar £ . : translocation I
— GO: Molecular function e e e e e e e e e e e e e mmm———————— J
— GO: Cellular component Regulation Legend I
I CTCF Enhancer :
I~ F'|'|EI'|',It'J-'p-:SI . @ B Promoter B Promoter Flank I
B- Genetic Variation : Transcription Factor Binding Site :
[ orant labie g
— Variant image
|l - Structural variants || - @OFOE: ERAEEAERDG, X8 - QK@ CNV XiER: SR - @I (TCFX #fa: fEgF
— Gene expression . . - e - -
L Pathway EnsemblakVEGA/Havana - B RK BE: EE « 0 BEalF R B FERS
[ Erienl refrances © HE: HRAREnsembl5 . I e mE BARE . e BRETELMS
— Supporting evidence VEGA/Havanath & mE - RIS BN 8 8k
E- ID History e N N
L Gene history . BeRe: ERAETIHREX . RS BUMTREN FEAIEA

- IR8: ERKESTR RREERR Bt HiU




Ensembl &z {ERZIE

RHTEE BBITiR

Ensembli@ &G 14&---KEEIE R

B BRCA2HEFA(ERERAE
> FEEMISHt=HRdstructual variants, EAMIASRERXIGN NEF7R#E LRTPPT,

Gene-based displays

= Summary
Splice variants
Transcript comparison
Gene alleles

B Sequence

L Secondary Structure

B Comparative Genomics

— Genomic alignments

— Gene tree

— Gene gainfloss tree

— Orthologues

— Paralogues

— Ensembl protein families

B Ontologies

— GO: Biological process

— GO: Molecular function

— G0O: Cellular component

— Phenotypes

- Genetic Variation

— Variant table

— Variant image

Structural variants =

Show PLEERA entries

— Structural variants

@ Name @ Chr:bp
nsv530451 13:18445862-
114327173
nsv3910270 13:18445862-
114327173
nsv984840 13:18452809-
114342922
nsv931166 13:18456040-
114340285
nsv3924676 13:18456040-
114340285
nsv3897246 13:18457097-
114341682
nsv917814 13:18471488-
I 114342910

— Gene expression

— Pathway

— Regulation

— External references
— Supporting evidence
E- ID History

L Gene history

95,881,312

95,881,312

95,884,246

95,884,246

95,884,586

95,871,423

Showt/hide columns

CNV

CNV

CNV

CNV

CNV

DGVa:nstd37 &

dbVar:nstd102 &

DGVa:nstd11 &

DGVa:nstd37 &

dbVar:nstd102 &

dbVar:nstd102 &

DGVa:nstd75 &

Study description ()

OB
Database of Genomic Variants Archive: Miller 2010 "Consensus statement:
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developmental disabilities or congenital anomalies." p
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NCBI database of human genomic structural variation: Structural Variants with clinical ®§'Hjc 'I
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chromosomal microarray is a first-tier clinical diagnostic test for individuals with
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Database of Genomic Variants Archive: International Standards for Cytogenomic Arrays
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IE Transcript comparison
Gene alleles
| Secondary Stuctre O [exerma caabas | [ oaaase enie D oI

Expression Atlas ENSGO00000139618 & [view all locations]

B Comparative Genomics

B5&Atlas, HGNC, LRG,

- Genomic alignments HGNC Symbol gggﬁg %NA _ atod 0
2no od v i ” o
| Gene tree repair associated [view all locations] M|M%?7/|\§5HE§
— Gene gain/loss tree LRG LRG 293 . : . S /ANBRERE —
| Orthologues Locus Reference Genomic record for BRCA2 [view all locations] @ | ’;“’I*E‘BySHEFiﬁﬁEm
_ Paraloques MIM gene BRCA2 GENE; BRCA2 [*600185] &7 o ;
9 BRCA2 GENE: BRCA2;FANCD1 GENE; FANCD1 [view all locations] RS, REHEANEE

— Ensembl protein families
= Ontologies MIM morbid BREAST CANCER [#114480] &

BREAST CANCER;;BREAST CANCER, FAMILIAL BREAST CANCER, FAMILIAL MALE, INCLUDED [view all locations]
BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 2; BROVCA2 BREAST CANCER, FAMILIAL, SUSCEPTIBILITY TO, 2, INCLUDED

— GO: Biological process

— GO: Molecular function [#612555] &
— GO: Cellular component BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 2; BROVCA2 BREAST CANCER, FAMILIAL, SUSCEPTIBILITY TO, 2,
- Phenotypes INCLUDED;;OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 2, INCLUDED [view all locations]
otype

FANCONI ANEMIA, COMPLEMENTATION GROUP D1; FANCD1 [#605724] g

£l Genetic Variation FANCONI ANEMIA, COMPLEMENTATION GROUP D1; FANCD1;;FAD1 [view all locations]
— Variant table GLIOMA SUSCEPTIBILITY 3; GLMS3 [#613029] &
— Variant image GLIOMA SUSCEPTIBILITY 3; GLM3 [view all locations]
L Structural variants MEDULLOBLASTOMA; MDB MEDULLOBLASTOMA, DESMOPLASTIC, INCLUDED [#155255] &
e o MEDULLOBLASTOMA; MDB MEDULLOBLASTOMA, DESMOPLASTIC, INCLUDED;;MEDULLOBLASTOMA WITH EXTENSIVE NODULARITY,
— Gene EXpression INCLUDED; MBEN, INCLUDED [view all locations]
- Pathway PANCREATIC CANCER, SUSCEPTIBILITY TO, 2 [#613347]&7
- Requl ation PANCREATIC CANCER, SUSCEPTIBILITY TO, 2;;PNCA2 [view all locations]
= — PROSTATE CANCER [#176807] &
[ External references | PROSTATE CANCER [view all locations]
— Supporting evidence
E- ID History

L Gene history
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> EEMSit=FrEESupporting evidence, EAMINERRXEIN TERIR.

Gene-based displays
= Summary

Splice variants
Transcript comparison

Gene alleles

B Sequence

L Secondary Structure
B Comparative Genomics
— Genomic alignments
Gene tree

Gene gainfloss tree
Orthologues
Paralogues

— Ensembl protein families
& Ontologies

— GO: Biological process
— G0 Molecular function
— G0: Cellular component
— Phenotypes
B Genetic Variation
— Variant table

— Variant image
— Structural variants
— Gene expression

— Pathway

— Regulation

— External references
Il Supporting evidence
E- ID History

L Gene history

Supporting evidence @

NST00000380152 [view evidence
ENST00000470094
ENST00000528762
ENST00000530893 [view evidence] 3
ENST00000533776
ENST00000544455 [view evidence 7
ENSTO00000614259
ENST00000665585
ENST00000666593
ENST00000680887 [view evidence 7

Exon supporting features |(2) OERAER

: @CDSZHsHkiE
Q@UTRZFHKHE
@ExonsZIFHKIE

A

CDS support

FHEE BT

TR
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> EEMISiES mtEGene history, EAMNINSERX BN TR,

Gene-based displays

= Summary
Splice variants
Transcript comparison
Gene alleles

B Sequence

L Secondary Structure

B Comparative Genomics

— Genomic alignments

— Gene tree

— Gene gainfloss tree

— Orthologues

— Paralogues

— Ensembl protein families

B Ontologies

— GO: Biological process

— GO: Molecular function

— G0O: Cellular component

— Phenotypes

- Genetic Variation

— Variant table

— Variant image

— Structural variants

— Gene expression

— Pathway

— Regulation

— External references

— Supporting evidence

- ID History

| L Gene history

ID History @

Stable ID

Latest Version

@Dstable ID

ENSG00000139618.17

OO

Current

ENSG00000139618.17 @4**&‘

Release: 105 (current)

Assembly: GRCh38 =
Database: homo_sapiens_core_105_38 @E—i'TEH&ZK

I Associated archived IDs for this stable ID version I@ @iZi%x"EldH&ZME%EI’\JU_JEEIdHﬁZE

No associated I1Ds found

Sore [El100 [l >=0959 Hl>=097 Hl>=090 Bl >=0.75 >=0.50 <0.50 Unknown
SEtnnensll g 3 ) 5 3 7 B 5 10 i 2 13 ia is i 7
Aasemly -
L ) L s ) L L L 1 1 L 1 L s )
1.2 21 26 38 47 56 61 62 71 76 77 79 81 97 101 105
Release

S EE
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> mifiTranscript tableIE—PMNERASEBRCA2-201, EBENFFREAMNSA=FmtExons, EAMIASERXEN TEFRT*.

Transcript-based displays Exons @

|— Summary
ELSaquence I 4 Download sequence

— Exons
—DNA @)
— Protein

B Protein Information

~ Protein summary Variants 3 prime UTR 5 prime UTR Missense ®9|‘E¥1ﬁ9€{:§
MIZ LS

~ Domains & features

— Variants Spice donor Start lost Stup gained Stop lost
— 3D Protein model @i?iﬁﬁi’%

B Genetic Variation Synonymous
- Variant table Markup loaded y WNEF/REF
— Variant image
. (T
- ERiE

— Haplotypes
— Comparison image Show IR entries Show/hide columns d %gﬁﬁ‘zg

— Population comparison
£ External References

Exons/ Introns  Translated sequence  Flanking sequence UTR

General identifiers No. Exon /Intron Start End Start End Length Sequence N
Oligo probes Phase Phase ¢ EQDET-H:E
- :-3__||:|:.:|"_i|-||; evidence 5 upstream .. gtcacgtggocagogogggottgtggogogagettoctgaaactaggoggo . Q:I: <
B+ ID History sequence SoRATHE
t Transcript history 1 ENSEO00001184784 32315508 32315667 - - 160 . /\, \.IKJ"—

Protein history

BRI CE G AR - FHER, REUERRNRE

Intron 1-2 32315668 32316421 754
2 ENSE00001484009 32 316,422 32316527 - 1 106 CTELTTT . CERNGEAT T =L EE IT . TCET - GETHRRN, TlecCTT TG 2 TMeniNTes 2 O}k
MEccchacaTRrTielENaTAT - AENEACCCROT A 5 & 7, W RIPPT
Introm 2-3 32316 528 323195076 2545
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> EREERIFTRE AN Siv=FRtExons, EAEMASERKBITEMZ~——TZ LTPPT, REiFyh ISR

5 JEEHFAER, HEFRESRRXEINTERT.

S 1
Sequence 1751555270932 s !

1
| Most severe consequence 5 prime UTR variant | See all predicted consequences :
. ... ...gtcacgtggoccagogegggottgtggogogagettoctgaaactaggogge :Alle\es GIA | Ancestral: G :
:Change tolerance CADD: A-10.92 | GERP:-0.68 :
I Location Chromosome 13:32315511 (forward strand) | VCF. 13 32315511 rs1555279332 ¢ 2 |
1
I Evidence status @ Ty 1
BGC Class SNP :Clinicalsignificanceﬂ ? :
Source @ dbSNP :HGVS names This variant has 8 HGVS names - Show :
Is This variant has 2 synonyms - Show B I

- ynonyms IS variant Nas £ synonyms - >nov
~— Location 13:32315511 1 I
= | ; 2 1 Original source Variants (including SNPs and indels) imported from dbSNP (release 154) | View in dbSNP :
HEg Alleles GIA (Forward strand) & Libout this yariant_ _ _ _ _ _ . _ . Inis variant overlaps 4 ransgripts, f requlatory feature and s associated with T phenotype _ _ 1
cDNA position 4 e L L D e L D DD DI D
. . . I . .

= Consequences | 5 prime UTR variant IExplore this variant @ |
Em Explore this 'n".illlam . @ ) Vo ATTCATT @ :
2pA|Gene/Transcript Locations | (3) ) K\-'L\\, CGGSGTG : |
.F!ﬁ EnoTyne Data IR R T T TCATGCT @ 1
T%__— — @ 1 Genomic Genes and Flanking Phenotype :
@'JHE : context regulation sequence data 1
1 1
1 1
I ;‘ |
. . X 1 54 1
@mdGene/Transcript variantBkEZE I : - :
1 Phylogenetic 1
1 context :

1

@m=EPhenotype dataBkiEZ= IR

@R VariationhHNTRINFS, AIEEFMAER

« Most severe consequence (KEBDF5)
 Alleles (ZMEHR)

+ Change tolerance (B%)

+ Location (%Ex)

+ Evidence status (IEBIRZ)

« Clinical significance (llRFRENX)

+ HGVS names (HGVS%R)

+ Synonyms (54%)

« Original source (#J3&3&R)

- About this variant (X FZEERA)
@#saExplore this variantBIE] Bk E 1

« Genomic context (IBREES)

- Gene and regulation (EEEE)
« Flanking sequence (MIZERE%)

« Phenotype data (FREEHE)

« Sample genotypes (FEAEREE)

- Linkage disequilibrium (ESAY1Er)

- Phylogenetic context (ﬂl?ﬁ%ﬁ%m
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> ERERIFTRE AN Siv=FRtExons, EEMASERXBUI TEMZ~—ZLRPPT, REFFIFLRERERUR, IEEFARERE, HEARETRETKX

A B,

Sequence Genes and regulation @
' ______________________________________________________________ 1 . . W |/
.......... grcacqTagecageacauIettatageasgagettetgasactaggeqge | 1oTT o Iansptoonsequences 1 QrEGene/Transcript LocationBHE =TT
Fiter |

Gene and Transcript consequences EEFIHERALER
Gene expression correlations: EEZFXHEKIESHT

SGTETETTITGEGEEE Gene Transcript (strand)  Allele Consequence  Position in Position Positionin  AA  Codon  Detail
+ Type 4 transcript in CDS protein s

ENSGO000D139618 ENSTO00003801528 A Sprime UTR  4foutof11254) - } - Show
HGNC: BRCA2 (+) (A) variant 1 . MFEA
: dbSNP biotype: protsin_cocing Regulatory feature consequences: JET4FELS
~7| Location 13:32315511 ENSG00000139618 ENST000005308936 A SpimeUTR  7ouwor201) - : - Show s
= ! HGNC: BRCAZ + (A) variant i . i
MEg Alleles  GIA (Forward strand) (8 po:protein_coding Motif feature consequences: motif4FiEss
cDNA position 4 | LRG_293 LRG_293111 (+) A Sprime UTR 32 (outof 11386) - ; ; ; Show
Consequences | 5 prime UTR variant HGNC: BRCA2 biotype: LRG_gene  (A) variant —————1
ENSGO0000139618 ENST000005444556 A Lintron variant - ; ; - Show
HGNC: BRCA2 +) (A)

biotype: protein_coding

Show/hide columns _
Regulatory Active in cell lines Feature  Allel Consequence . Variant
feature type e type position
ENSR00000060894

IHECREQ0D00936, neut. from V., MO Cord, CD14+ V., naive B V., M1 Cord promeoter A I regulatory 912 (out of 2402)
CD&+ Cord, HUVEC, EPC, MSC, M2 V., M1 V., o, EM, neut'ic, M2 Cord, region variant 1

neut. from Cord, er., CD14+ Cord, IHECRE00001851, IHECRE00001859,

IHECRE00001054, IHECRE00000928, IHECRE00001892,

I I—AREAAAA4ANT IIEAREAAAAS AN 1 IS AREAARA AN

:Mnllffeature consequences 1
e s s s e S e e e 1
N
Showhide columns _
Motif feature Binding Allele Consequence  Transcription factors Motif position  High Motif
matrix type r informatio score
n position change
ENSMO0009847926 ENSPFM0219 A I TF binding site  GCM1:ELF1, GCM1:ELK1, GCM2::ELK1, 15 [out of 15) No v
2 GCM1:ETV1, GCM1:ETV4 | I

E2F1:-EOMES, E2F3::EOMES, 4 (out of 24) Ne A

E2F3:TBX21 I -

ENSM0019513261 ENSPFMO0070
3
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m BRCA2HEEREFEERRA EBRCA2-201
EE#E%E’\J%@E??EEU\JQEM‘EEF',\“F_EExons HAMRNBERXBN TER—Z LRPPT, mtRyH EERTRN, JBEEFAER, HERRNESETRX

A B,

Sequence Phenotype Data @

. .gTCECOTgUCCAgcgCgygottatagcgcgagottotgaaactaggegae | | Sighificant association(s) !

9
Show/hide columns

ARG A CGETGETGECACTGCTGOGCCSETGETEE BECETETETTTTGEECE = = Source(s) = - - = | S = E A ——
P S 22T TTI VLB R — enotype, |sease urce(s appe ntology xterna inica eported A ssociated
;:1 Variation: 151555279932 AT TTCIGACC RGN CR— T C and trait Terms Accessions reference significance gene(s) allele
=7~ Class Breast-ovarian ClinVar & - Orphanet- 1456 - =L BRCAZ, C
Source dbSNP cancer, familial 2 [Mendelics] 3 LOC106721785
~-f Location 13:32315511 e e e e e e e e e e e e '
MEG Alleles GIA (Forward strand) | Genes in this region ]
cDNA position 4 B

The following gene(s) in the region of this variant might have associated phenotype data:

Consequences | 5 prime UTR variant |

AT —
MmslLxplore this variant @
2pa|GenelTranscript Locations @

el
Show/hide columns

Gene HGNC name Position
Ac@lPhenot @ ENSG00000139618 BRCA2 Overlaps variant
ggﬁ TTHE

@raPhenotype dataBkiEZ= IR
Significant associations: BERXHNFREE
Genes in this region: iZZBMEFHIEE
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> i Transcript tableFRRYSE—MERANSEBRCA2-201, EBMERYFHIFRE (P25) AMISAni=h~"EcDNA, HEAMAERERXEI FE .

. . DNA
Transcript-based displays ¢ sequence @

Summary
B Sequence
Exons

cONA I Codons  Alternating codons ~ Alternating codons @ @Klﬁl%ﬁ@{%%zzlﬁlgy

E
Frotein X0ons  Anexon Another exon

Bl Protein Information Variants  SpdmelUIR] [BleinelOIR Msenss - BT
Protein summary - S—
eah . BT
Domains & features Other [UTR A
Variants Markup  loaded iy =
3D Protein model ¢ XA
B- Genetic Variation » Variants are filtered by consequence type Sk /\|:|I S 1 I} 29K
fari Z X L X L ZI7IX Ed
Variant table * Z:HE)\@D bJ{t$3 UTRI 5 UTRI:\ ﬁﬁ%:s %ﬁ%th *Emﬁk
Vari = M MR M PB*S*SY*K*M***YK*SUYB*****YDkd*y*+K K K ¥ MS ¥ et —_— —_—— >
Vel Iant mage 1 él"‘ ’“CGG}EGCCGCTGTGGCACZ['GC.'IGCG-CCZ['CTGCTGCGCCICG C 60 @ %%Q 1 *EWEA 1 %ﬁ)‘{%% 1 %EE”X\% t}] 1 Egtﬂ{;:t{$\ Egt)J Etﬁ\

Haplotypes
Population comparison
Comparison image

£ External References
General identifiers
Oligo probes

Supporting evidence

E- ID History
Transcript history
Protein history

start-lostz83%, stop-gainz{Zy, stop-lostzzy, [FNZEER
- Hfth: EBEAKRUTRX
+ fric

QRFFARIFFIER

@ RIREET

@ BEUTRXcDNAFS
® FEESUTRXDNARFS!
@ MNHREEFT!
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U RENAENSI S aEProtein, EHANKNSERXKIEN FEAR.

Transcript-based displays

Variants

3D Protein model
E- Genetic Variation

|- Variant table

U
D cDMA, (transcripts) . SL
. Settings (IR8&)

© AREBREETENE

Coding sequences (CDS)

. S - Protein Sequ9nceo @ : File name: Homeo_sapiens BRCAZ_sequence :
& Seauons d) ! ' @mtEdownload sequenceHIlA
e e I8 . _—— | tdounload sequencal
I Al TfastaF 875!
i ;?Dh:gn I Exons  Anexon Anctherexon Residue overlaps splice site i }\ ®J\E, TL{T ~ %5 —F
Prluzteilt'l Information Markup  loaded i Seftings 2—!-%5 File name (SZ{443)
I ‘rotein summary H =
| Domains & features ® Variants are fitered by consequence type i Sequences to export: Selectideselect all Flle format (Y{q:*git)
|
1
1
1
L

: Variant image

i~ Haplotypes

r— Population comparison
Comparison image

External References

| General identifiers
Oligo probes

[~ Supporting evidence

- ID History

i Transcript history
Protein history

-y

(DI "BLAST/BLAT search @

_: @EBLAST this sequenceiE A@Dblast5?
e B, yREammETEE

C ona
© Protein

Search against:
[l oo eries

SE 'ISSI‘I-('ISSE—‘TI,c 7
SPDACTPLEAPESLMLE]

[ e e
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E%E@E%ﬁﬁEI’\JE&J%EMEEPMEEProteln summary,

Transcript-based displays
- Summary
Bl Sequence

Protein summary @

Protein domains for ENSP00000369497.3

HANRESEREKEI B,

— cDNA
Protein
E- Protein Information
i~ Protein summary |
f Domains & features
| \ariants
3D Protein model
H- Genetic Variation

- Exons TG <E %S
[ £ = 1 G
3 coa

-
BRCAZ repeat

Mot anapinaing, OB o
BRCAZ hehtal domain superfamily

—
S5F81878
-

— —
BRCAZ, OB1 BRCAZ, 0OB3

-
over domain

OIERPIINAIERFS
O EEUEERERANZERRIZE

e
L v Breact cancer type 2 susceptibility protein, helical domain o
[~ Variant table BRCaE repent
r r - —‘—
[~ Variant image REEMFENERMEE, BIEE
— Haplotypes _ L
r— Population comparison TEMKNMEE

Comparison image
& External References

General identifiers
Sequence variants (dbSNP and all other sources)
Qi probe L LN | | |
o Oligo probes ' cam o'l et =t e =
[ alUpporing evidence | | [ II II ‘IIIIIII IR IIIIﬂ [ _(Ip W LT L TR
E- 1D History : LI L Il IIIIII II. || -\IIII III IIIIIIII=II\IIﬂIIIII [T 1] ||.||||ﬂ"I|=|"||l“ T
| _'EI'IS-:I'”ZT history NN T O TN T AT 1 I D1 III IIII TR0 0 O N I A AU Y SAW O
[ ! (L WRUITT T IRT LT RITTAC ) VT A T W I NN T NN O O 1] O | L CTETT I Ry TRRTTIT R U P T RRL T e g
Protein h story L L WP TR TN NI BT L TR (Y] Q0 LR T W ITR R I T T T JT R LTI IHT O TV T WA CIYTE [ o
[ neemn (R NUINT] Al T DA IR I N DI [0 IR L1 [T (Y T L T TORCTIA R TN A 11 RINTAUTTAT R N LN | m | 1l
(LU BT I mem e e mer s Anenn (0 AW I imn e e mn Wi el 111 (I |
/mnorron 1 nm | [ I i mrre mm I mm mE LTI I nim mii L] W |
mea v n [ ] ] 1 1l nil i piomm mrrr [ | [nm I n
[ | 1 | Il [ | Il ni 1] I mr ma i n [ nin nmi nE |
| | Il | I | [ B | [ T ] | nm 1 L[l
| | | | | 1 1 | [ 1l | I |
| 1 | | | | [ | L 1] m |
| | 11 | [ ] 1o 1
| [ | 1
| 11 |
| |
|
1 1
! :
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EBRCA2-201
2L — A
Eyﬁ@lﬁ’éﬁﬁEI’JEM%EM:EP,HEproteln summary, EEMIRERTRXEUNTERR—E LR
Transcript-based displays Variant - COSMIC s.... IlIII | tic mutat . I I
I— Summary e m IIHFIIII=1FHIIIIIIIN |= “” I I IIIIII 1MIIIIII i * 11 |||=|IIIII|I=III|II|IIM qull III ||| |||
5. Sequence | I 1 |||i ey
eq - | ORI W L 1
— Exons [ (1 TN T AT L
L cDNA N TR
— Protein
El- Protein Information
— Protein summary | R ettt ,
- ro Variant L d
Domains & features : sriant easn I splice donor variant I stop gained :
— Variants 1 B frameshift variant B stop lost 1
L 3D Protein model : _start lost ) inframeinser_tion : @
. ‘g 1 inframe deletion missense variant 1
El- Genetic Variation 1 B protein altering variant splice region variant 1
— Variant table I B incomplete terminal codon variant synonymous variant 1
- Variant mag._ : B coding sequence variant :
— Haplotype Lsenle or = = = ——— =) = = - - - - A = o= = = - - B0 = = o o e e B = = I = = BODE == = = o T 2400 2800 3418
= Papulétion comparison R EBT
_ Compansnn image Statistics Ave. residue weight: 112.414 g/mol
- External References Charge: 9.5
Ge al identifiers arge: 9.5
i nera - Isoelectric point: 6.6947
Jligo probes Molecular weight 384,230.28 g/mol
- Supporting evidence Number of residues: 3,418 aa
B ID History . @mg*mi;-\
t anscript history
Protein history Splice donor variantZI{H{AZES stop gained XS ILZRBF

Frameshift variant #3355 stop lost#RIFBREFEL

Start lostE2ia=EaEELL inframe insertionfERIEAN

Inframe deletion fEAIfISE missense variant §5 X 5837

Protein altering variantEEEH{ZT R  splice region variantE) Xigi =

Incomplete terminal codon variantfARZ£ L IEFFBFER  synonymous variantfE) XA

Coding sequence variant fRi3F5IT R




Ensembl &z {ERZIE

Ensembli@ &G 14&---KEEIE R

EBRCA2-201
37| = " o h— \ —
Eﬁ@l&%ﬁﬁEI’JEM%EM:EP,HEDomalnsfeatures HAMRSRRX S T ER7R.
Transcript-based displays Domains & features @
|— Summary
Bl Sequence Domains
— Exons
— cDNA i e
"~ Protein Show Fllhg entries Show/hide columns Domain source (Z5H31FKIR)
o o on | Domain sourcg () | Start (2 [End |(®  iDescription ; : LinterProl © Start (E4af7H)
-y — 5“;3"“,"1":'[' — | PANTHER 175 3317 BREAST CANCER "PTHR11289:SF0 - -
Domains & festures TYPE 2 End (E5RAE)
B j’“a”t“ | SUSCEPTIBILITY o "
— 3D Protein model PROTEIN Description (&)
& Genetic "t’rar'laltm” Gene3D 2669 2798 - 24050140 - A T
— Variant table
L Variant image CDD 2804 3054 BRCA2DBD_OB2 cd04494 - ccession (FF715)
— Haplotypes SuperFamily 2831 2967 BRCA2 tower domain SSF81878 &% - InterPro%SHEFé
— Population comparisen Gene3D 2832 2964 - 6.10.70.10 -
— Comparison image
Gene3D 2965 3051 - 2.40.50.140 -
Bl External References ene
General identifiers Gene3D 3052 3197 - 2.40.50.140 -
Oligo probes SuperFamily 2479 2668 BRCA2 helical domain ~ SSF81872¢¢ IPR036315 & [Display all genes with this domain]
D_ TDH::; ting evidence Prosite_profiles 1002 1036 BRCA2_REPEAT PS50138 & IPR002093  [Display all genes with this domain]
istory
I: anscript history Pfam 1003 1035 BRCA2 PF00634 & IPR002093 & [Display all genes with this domain

Protein history
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EBRCA2-201
—— A
Eﬁ?@lﬁ’éﬁﬁEI’\JEuJ«—:ﬂM:EPmEVa riants, EAMINERRXEN TEF,
Transcript-based displays Variants @
(- Summary
B Sequence
— cDNA
 Protein
B Protein Information
— Protein summary - - - ATDT - Mutation
L Domains & feature Residue Variant IDj Source Evidence Alleles Residues Codaons SIFT PolyPhen  CADD REVEL Metal R lAssessnr
— Variants I 1 rs80359418 |framesh|ﬂ variant dbSNP Ij"‘-* Gl- - M. X ATG, AT
— 3D Protein model
E- Genetic Variation 1 rs80358650 dbSNP GO GINT D M, 1 ATG ATA (0 ) (24 ) (039 ) (0.014)
= Jlar!an: table 1 1580358650 dbSNP Co%M GIAIT D M, | ATG ATT (0 ) (22 ) (C03%) (0.014])
— Variant image
— Haplotypas 1 rs80358547 dbSNP C Dinp TACG N M, K ATG AAG (0 ) (24 ) (oz81) (0.013)
~ Population comparison 1 (580368547 dbSNP T 5iue TACIG N M, T ATG ACG (0 )
580358547 : : 24 0.346 0.013
— Comparison image C L% ( ) ) )
B External References 1 rs80358547 dbSNP CD=Eny TACG N M, R ATG,AGG (0 ) (093) (22 ) (0325) (0.013)
General identifiers
Oligo probes — ST g Ao s oy CRAN=AS ARE
- Supporting evidence - REERTEEL - IHEER - RELERERKE
& ID History
_ ! . = =R 323 =
I: ranscript history ¢ QEID? k@&’)ﬁg ¢ 5’5#':}: ﬂ‘uﬁE}?f%ﬁ ]

Protein history

© FHIRE 5 | FRER - BMEREERRITTNER
.« KR RmZRER I
Topmed&
ghomADiRIE
- FEEA
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> ek REI M SAi=thmttVariant table , EANIRNESRERXEUNGEFR.

Transcript-based displays
= Summary SO v o e J ¥ s R poreren st RV comsarces s J Y e nercovns

B Sequence

- Exons
— cDNA . - T —— ———— ,l Mutation |
 Protein {Aiiesi) war (@) {classi(©) L Souce (B) | Evidencel (D) {Cln S} Comea- 7% (ha ey LSEL___PoyPhen CADD _ REVEL __MewlR __Assessor
=- Protein Information B — - £ s © ™D : E s
— Protein surmmary A .
| Domains & features 1s370721506 13:32315510 AlC - SNP dbSNP Gl ok
B ;E”;'”tf ol 151555279932 13:32315511 GIA - SNP dbSNP e ? 5 prime UTR
— a0l Frotein mode ) variant
=-_Genetic Variation 51008548913 13:32315516 AIC - SNP dbSNP Y
— Variant table |
= wvarnant image 15556172218 13:32315519 CIGIT <0.001(T) SNP dbSNP CwZum ?
— Haplotypes
— Population comparison
— Comparison image
- = 5173
i Extemal References - OERIDS - @FR
Jli=idl AL e >
Oligo probes . @%@{Z'Kfﬁ{ﬁ i @iIE;E%g&
— Supporting evidence
B ID History R @ir_ PN
pistory FEEEA * @lmPRSIEA
|: ranscript history
Protinhistory . OEITSNERESHEENE - OXE
A\ Fr fH T2 =W VemcacaN (V==
- OPH © OBMEEEBRATTNLES
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EIBRCA2-201
E%rfﬁ@lﬁ’éﬁﬁEI’\JEuJ%ﬂMEEPmEVarlantlmage HANRNBERRXIEWN TER.

Transcript-based displays Variantimage @

(- Summary %< EE S
B- Sequence - 141,40 kb =
e 32.30Mb 32.32Mb. 32.34Mb. 32.36Mb. 32.38Mb. 32.40Mb. 32.42Mb
B Variant - COS... Variant - COSMIC somatic mutations — .
- cONA i |||||||\||||| I U000 OO0 100 R0 OO 0 0000 00O RO OO OO0 100 L LR LT T T ATTY AT . .&/I\Egizg E’\Jg él:l
. All sequence 5. Sﬂ.uen:e variznts (dbSNP and all other sourc
— Protein . —— - I TN I N | = —
B- Protein Information Comprehensiv... ~7-F——HE— —— ' '
— Protein summary I A s = S
! Y R i — 2y Euly - A
— Domains & features 11 l%&ﬂ:ﬂljg%j] W@?,
— Wariants —
L QE\' F'-—Dt:, n InDd;l (Géon;irahens\v... —tia EHE&M%EQ}%EU 1
B Genetic Variation By} FIERIERMN
W UTRs
— Variant table
- Wa o ESSZ
| ariant mag | (FEEX)
— Haplotype
= Papulation comparison
— Comparison image ’ il
= External References | iy i |\|||| Illlll\ll\llllllllllll\ il Winiiiiii
P ali i R P ksl l.ll AL l.nl Il.lll [ BUILTELLN | haumunmmuuﬂ.ﬂmwwwunlﬂ ll.l L duil Rl l.l.l. l.ul Lol l.ul A XCR lnl Ak Bl Lol Buswwy 1
Jeneral Iaentners Variant Legend
i 5 prime UTR variant 3 prime UTR variant B splice acceptor variant
b ||g|:| pr Dh:s B splice donor variant Il stop gained B frameshift variant
- Su Ipport ing avidence B stop lost start lost inframe insertion
- inframe deletion B protein altering variant missense variant
=- D HISt{JI-'.r splice region variant B incomplete terminal codon variant synenymous variant
[P stop retained variant B coding sequence variant I non coding transcript exon variant
t |'|:-\.r|| i hlS ary E intron variant B regulatory region variant B intergenic variant

Protein history

. 5 'UTRTH . 3 -UTRZE - BIRTR
. EMHIRER . FRELRIEFBRF . TBIEZRET

. BRIPFIFEK . IERABDFERek - ERREARZE
- HEPRERSERET - BEANELR - (ENERTT
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L A
Eﬁ@lﬁ’éﬁﬁEl’\JEuJ«—:ﬂM:EPmEHaplotypes, HANRSERKEN TE/MR.
Transcript-based displays Haplotypes @
Summary CP ________ @ _____
EF Sequence ' [ :
~ cDNA S —— R
- F’mtel‘”f
B Protein Information
 Protein summary Q@ | Flags) @ L Frequencycond; ©ir AR _; ©r ARI D EAS  @L_ER] OL_sas (0L GovealL
f 0.504 (3034) 0.477 (630) 0.478 (332) 0.54 (544) 0.599 (603) 0.47 (460) 0.46 (465)
— Domains & features
| Variants 372N=H 2466V>A 0.174 (1050) 0.0265 (35) 0.179 (124) 0.255 (257) 0.272 (274) 0.331(324) 0.0356 (36)
L 3D Protein model 289N>H 991N=D 2466V=A D 0.0595 (358) 0.0303 (40) 0.0562 (39) 0.0903 (91) 0.0318 (32) 0.102 {100} 0.0554 (56)
B- Genetic Variation 2466V=A 34121V 0.0508 (306) 0.107 (142) 0.0591 (41) 0.0198 (20) 0.00298 (3) 0.00204 (2) 0.097 (98)
— Variant table REF 0.0354 (213) 0.0862 (114) 0.00288 (2) 0(0) 0.000994 (1) 0(0) 0.095 (96)
— Variant image | 2116H>R 2466V=>A D 0.0131 (79) 0.0242 (32) 0.00144 (1) 0(0) 0(0) 0(0) 0.0455 (46)
— Haplotypes S . R o e o o o
— Population comparson
- Comparison image O EER OIEEE ABRRIRE
Bl External References
T OB SCDSYIE @iF]IAﬁEF"\Qﬁﬁ—%Z
= ;ialﬂz-:r:ing evidence @;E—J—gg_u: N s L :}Z@gigeg SRATANER
E- istory
[ Transcript itory @FE1000/ ABFEERSAhZEEsS @%IAﬁEPa&QEﬁ?s
=] ary
= ORIELIEAFRFSSZTIRER

/\ L
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> EFEEERER NS = o5l mdEGeneral identifiers, EGMIRNERERXEIWNTERT

e . (== e e e e e e e | e e e e m e m e m e m e mmm e mmmmmmmmmmmmmm ey
Transcript-based displays | General identifiers @ : 1 Reactome transcript R-HSA-1474165 1
] 1 Reproducti w all locati 1
E gz g‘:j‘gﬂ rl:_'l':I i This transcript corresponds to the following database identifiers: : : RerrSDA I#%Lﬂﬂ%guw] :
e e 1 iosis [view
[l show EXEA entries 1 1 1
Exons : External database Database identifier 1 : view :
cDNA | ccos all Incations] i FHSA 5685942 1
Protsin 1 | Human Protein Atlas ations] 1 1 HDR throl.igh Homologous Recombination (HRR) [v :
L , 1 | kEGG Pathway and Enzyme 1 1 R-HBA-5693532 H
B Protein Information : 1 : DNA Double-Strand Break Repair [view all locations] H
1 R-HSA-5693537
e 1
Protein summary : 1 : Resolution of D-Loop Structures all locations] 1
Domains & features 1 : H R-HSA-5693538 1
Variants 1 11 Hemology Directed Repair | all locations] 1
VErants 1 i R-H3A-5693554 1
3D Protein model : A 1 : Resolution of D-loop Structures through Synthesis-Dependent Strand Annealing (SDSA) [view all locations)] :
i ot Metabolic pathways [y i1l 1 R-HSA-5693567
E- Genetic Variation : 01 .E af’ o pathviays [vies 2 1 : HDR through Homelegous Recombination (HRR) or Single Strand Annealing (SSA) [view all locations] :
I'\-'lﬁl'ial'lt '.al:lE H Biosynthesis of secondary metabolites [view 1 H R-HSA-5653568 1
Variant image | Resclome 2 ] : 1 Resolution of D-loop Structures through Holliday Junction Intermediates [view all locations] 1
v = Swr 8 jocalons, I3
1 1 R-HSA-5693579 1
Haplotypes : ions] : : Homologous DNA Pairing and Strand Exchange | locations] :
" . 1 R-HSA-5693616
P{:lelatlon comparison 1 1! Presynaptic phase of homologous DNA pairing and strand exchange [v :
Comparison image 1 [ R-HSA-73204 1
1 1 I DNA Repair [view all locations 1
E- External References H i R-HSA-912445 I
I General identifiers 1 1 1 Meiotic recombination [view all locations] :
__,“g,:, probes : : : RefSeq mRNA NM_000059.4# [Target %id: 100; Query %id: 100] [align] 1
DEs . 1
5 __||:|:.:|"_i|1!:_| avidence : : :RefSeq peptide NP_000050.3¢7 [Target %id: 100; Query %id: 100] [align] | :
. 1 i 5
=- 1D Histary 1 1 ! Transcript name BRCA2-201
Trans ” ot histary : : : BRCAZ2 DNA repair associated [view all locations :
F"Ent’:hﬁ Il{ 51”'_" ! ! i Tucsc sube D uc01uub 2.5 [view all locations] '
= = 1 : 1 UniParc UPI00001FCBCC# [v locations] :
: : :UniPthB:'Swiss-Pmt P51587.226¢7 [Target %id: 99; Query %id: 99] [align] 1
1 1 1 Breast cancer type 2 susceptibility protein [view all locations] :
e e e e e e e e e e e e o e e e o

> SRR AR, S NIRRT | CCDSEERE | ocome wenserPEiGEE |
identifierSE BBk BN SR B B S uman protein Attas + Refseq mRNASRR r USCSRIED

- KEGGEUREZE . Refseq pepﬂdeéﬂ}&ﬁ + Uniparc8iBEER
+ Reactome#HuERE + UniProtKB/Swiss-Prot{=&
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> EFEREHANSI=S S 8lmE0ligo probes, EAMINSERXIEN FEFfR.

Transcript-based displays .
: Oligo probes @

Summary H
Se quence 1 This transcript corresponds to the following database identifiers:

FERETUFEFErIHREHLAER

Exons : AFFY HC.G110:
cDNA
Protein

B Protein Information
Protein surmmary

990_g_at [16 out of 16 probes from this probeset have been mapped to this transcript. The probeset matches 5 other franscripts.]

[view all ons]

.. . AFFY HG-Focus: 214727 _at[11 out of 11 probes from this probeset have been mapped to this transcript. The probeset matches 5 other franscripts
Domains & features (v alllocations]

\ariants

AFFY HG-U133A: 208368_s_at [11 out of 11 probes from this probeset have been mapped to this transcript. The probeset matches 5 other
30 Protein model franscript: all locations]
. T 214727 _at[11 out of 11 probes from this probeset have been mapped to this transcript. The probeset matches 5 other transcripts
= Genetic Variation e AT ’ ’ ’ ’

Variant table

AFFY HG-U133A_2: 208368 _s_at [11 out of 11 probes from this probeset have been mapped to this transcript. The probeset matches 5 other
Variant image transcripts ] [view all locations]
Haplotypes 214727_at[11 out of 11 probes from this probesst have been mapped to this transcript. The probeset matches 5 other franscripts
dplotypes
B . [view all locations]
P{qu | atl::ln C?m panson AFFY HG-U133_Plus_2: 208368 _s_at [11 out of 11 probes from this probeset have been mapped to this transcript. The probeset matches 5 other
Comparlsnn image franscripts.] 5]
o o o 214727 at[11 out of 11 probes from this probeset have been mapped to this transcript. The probeset matches 5 other franscripts
B- External References

ons)

General identifiers
| - Oligo probes |
Supporting evidenca
& ID History
Transcript history
Protein history

AFFY HG_U95A: 3_at[16 out of 16 probes from fhis probeset have been mapped fo this transcript. The probeset matches 5 other transcripts.]

all locations]

1989_at[10 out o! 16 probes from this probeset have been mapped to this transcript. The probeset matches 3 other franscripts.]

[vie: all
_g_at[16 out of 16 probes from this probeset have been mapped to this transcript. The probeset matches 5 other transcripts.)

ons)

AFFY HG_US95Av2: 1503 _at [1ﬁuJ of 16 probes from this probeset have been mapped fo this transcript. The probeset matches 5 other transcripts.]

[view all
1989 _at[10 out of 16 probes from this probeset have been mapped to this transcript. The probeset matches 3 other franscripts.]
[view all locations]
1990_g_at [16 out of 16 probes from this probeset have been mapped to this transcript. The probeset matches 5 other transcripts ]
[view all locations]

AFFY HTA-2_0: TC13000111.hg [330 out of 458 probes from this probeset have been mapped to this transcript. The probeset matches 3 other
transcripts.] ocations]

AFFY HuEx-1_0-stv2: 3484642 [4 out of 4 probes from this probeset have been mapped to this transeript. The probeset matches 1 other franscripts]

w all

[vi

ons]
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Transcript-based displays Supporti ng evidence @
Summary

Bl Se =) — . N N
Exons B<EET R AR SSHKIE
cONA Genes
Protein (Comprehensive ... * E

E- Protein Information Transcript suppor.... Mo Transcript supporting evidence for this transcript .
Protein summary Exon supporting ... ¢ i’g%z':i :-!r:l.l—.E:JfE
Domains & features NM_000053.3 |

Variants Ud3746.1 Il ¢ 9#@?&%‘*&?&

3D Protein model DQBZ7G45.1 !

B Genetic Variation ALYBPL.1 EifrtEzRS N

Varianttable | [ TEESEEEERESAS
Variant image if;;fé:;i : . ;ﬁ@ﬁ%ﬁ%l‘:‘li :—fr:i_l—_Ej:E
Haplotypes P51587.2 M1 TS
Population comparison Legend ° gl%fti% EIEgéﬁHi'%tﬂ{M,"\l—:'_\
Comparison image Il EST evidence protein evidence — cDNA evidence

= External References - BeHFRSRERELERE: &
General identifiers —— non-canonical splice site C1---C1 part of evidence duplicated in transcript structure . N
Oligo probes 5 evidence start / ends within exon / CDS EI---% par‘t PSR e S ) B =T structure 9"@?/CDSE}-\I—\-—'\EE%”:1¥)§

| Supporting evidence | O . ---- | evidence extends beyond the end of the transcript

= 10 History [—j evidence extends beyond exon / CDS R éI@FtﬁﬁEﬁE%H*E'{%;E gl\

Transcript history

Protein history E¥/CDSZJ:F_EIZ
6 cDNAIHE
£ ESTIHRE
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> R Transcript tableFRISE—PMERANMEEBRCA2-201, TEFBEERIRE (P25) EMISAi=FmdETranscript history/Protein history, EAMIRETERXISIUITE

Tra |15E)-i—rp@-_based displays @ '-,T;,:i;:o-r;; -------------------------------------------------------------
Summary -
Bl Sequence Status . .
Exons Latet Veraiom @ Transcript history #&RAH5
cDOMNA Assembly: GRCh38 '
Protein Database: homo_sapiens_core_104_38

= PI'D‘tEiI'l |ﬂf0r|'|'|atil:lﬂ Associated archived IDs for this stable ID version
Protein summary
Domains & features
\ariants
3D Protein model

H- Genetic Variation
Variant table
Variant image
Haplotypes

HRAREEID
ERAThRA
1Z[EE | DA ERATIDSs

No associated IDs found

Score M 1.00 E >=0.5° Hll >=0.97 Bl >=0.90 B >=0.75 >=0.50 <0.50 Unknown

ENSTOO000380152.8

1 2 3 4 s =3 7 8

Assembly

38 a7 56 76 77 79 81 104

i i e e e S S S - H H
E{:pulatlgn comparison SIS SISI IS IIIIIIIIII SIS IIIIIIIIIIIIIIIIIISIIIIIIISIIIIIIIIIIIIIIIIIIIS . (@Protein history =yl
ompanson image @ 1 ID History H
E- External References 1 I
General identifiers : Stable ID ENSPO0000369497 3 : EE.""‘
.-\-.' UIM__ -: T | Status Current 1 =53 IEID
- I.J“EID.J Dh':.sl : Latest Version ENSPO0 :
aupporting evidence Release RS
5 ID History i Acsembly. GRCh3D L RE
— . t | . 1 Database: homo_sapiens_core_104_38 1
ranscript nistory 1 1 .
Protein ||'I sto ry ! : Associated archived IDs for this stable ID version : H_Eia.fﬁﬁﬁzg
: Release Gene Transcript : . —
17 ENSGO0000139618  ENST00000380152.3 : 1ZIE| DH&Z’:@;&E’J' Ds
1
1 1
1 1
1 1
1 1
1 1
1 1
1 1
1 1
1 1
1 1
L J




Ensem bl SR e (5 FRETE R EE BBoTiE

Ensembli& R 5 /5--- G ER

m LR EANG, EEnsemblEIEEETEAYall genomes FHIEFIEIEFIRENYIFNQ, 5E mFavourite genomesmizHuman®), BIEJA{THEXIEER,

Search

All species w | for

e.g. BRCAZ or rat 5:62797383-63627669 or rs699 or coronary heart disease

All genomes I @ avourite genomes ¢ ®
-- Select a species - ~ Human
GRCh38 p13
Eavourite
Human @) Still using GRCh37?

Wouse nal breeds

Zebrafish » | Mouse
Primates n GRCm39

Angola colobus

Black snub-nosed monkey
Bolivian squirrel monkey

Bonobo Zebrafish
Bushbaby = GCRCz11
Capuchin

Chimpanzee

Coquerel's sifaka

Crab-eating macaque

Drill

Gelada

Gibbon

Golden snub-nosed monkey

Gorilla -
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B YIFERAVER A I TR .

gene motston « SAPEESSRURETER  paoms

What can | find? Protein-coding and non-coding genes, splice variants, BRCA2?
Search Human (Homo sapiens) cDMNA and protein sequences, non-coding RNAs.

SE""C-"--- e More about this gensbuild o E%’y{n,w

e.g. BRCAZ or 17:63992802-64038237 or rs699 or osteoarthritis

Example gene

l‘b Da\”nload FASTA files for genes, cONAs, ncRNA, proteins
TEARERNERTREER

e {. i
Genome assembly: GRCh38.p13 (GCA_000001405.28) ° IRAEE E g l‘b Download GTF or GFF3  files for genes, cDMAs, ncRNA, proteins ¥ % ‘J’
. . » . = A 8
0 More information and statistics E%{Elu\ H é g E x Update your old Ensembl IDs  ® ﬂ.g&laﬂ-&z& Example 1|'an9[:rip'[

&l Download DNA sequence (FASTA)

—F%ZD NA%&U View karyotype
\\ Convert your data to GRCh38 coordinates e H&ZKE%}Q ]
ﬁ Display your data in Ensembl Z_Ensem blEF'gJ;T | Aé&?& ——

Example region

[GRCh37 Full Feb 2014 archive with BLAST, VEP and BioMart v | ([E£)) Variation - IR ATCGAGCT

What can | find? Short sequence variants and longer structural variants; ATCCAGCT
Comparative genomics . UEREREEZF =y disease and other phenotypes ATCGAGAT
What can | find? Homologues, gene trees, and whole genome alignments across multiple species. g@ 0 More about variation in Ensembl © E%' E*E;&{mlu\ Example variant

0 More about comparative analysis e

ey Dovnload agnments (EWF) Example gene tree &] Download all variants (GVF) S == @
Variant Effect Predictor I = N @
. S Vel - smmmn -

What can | find? DNA methylation, transcription factor binding sites, histone modifications, and regulatory features such as enhancers if § Example
and repressors, and microarray annotations + A 51,,,_ E\ﬁ e henotype
- GEDNAREN, BRREFESNR. HEAE!D, ! EEJ = PHERORE
0 More about the Ensembl regulatory build and microarray annotation Example ragulatory
feature s a
0 Experimental data sources L
ENCODE

&‘l Dewnload all regulatory features (GFF) W/ﬁ' T

ENCODE dataiin Example structural
Ensembl variant
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m LAZLEREEFI, EEnsemblEdEREF TRHEAIsearchiEPim N\&mZFRbreast cancer, mEGO, BIRHEH{THEHXIEER,

BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog

Tools BioMart > BLAST/BLAT > Variant Effect
Predictor >
All tools Export custom datasets from Search our genomes for your
Ensembl with this data-mining DMNA or protein sequence Analyse your own variants and
tool predict the functional

consequences of known and
unknown variants

Search

Human w | for

breast cancer] m

e.g. BRCAZ2 or rat 5:62797383-63627669 or rs699 or coronary heart disease
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BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog

New Search

Current selection:

@ < all Species Only searching Human .. breast cancer “

Only searching Human 1349925 results match breast cancer when restricted to

@ 'Restrict category to:

Gene » B[R MIGEEE13

/@st cancer (Human Phenotype) \ @%Eﬁ%i E/__I_TA%EFW%%

Human Phenotype
Breast cancer.

Transcripte  BERA 22321 . AT QERDE
Variant « Z5E 107679 ERCA);IEJreatsyt cancer (Human Phenotype) QTN ERERE
o 1) uman enotype
AL IE i%i e BRCAX breast cancer. @ @ﬁﬁ@/_}tﬂ;ﬁ
Somatic Mutation «  {R4RFEZRTT
Protein Domaine X118 Hereditary breast cancer (Human Phenotype) OMRER, REB—FAUNRELIFRER

Human Phenotype

- Hereditary breast cancer.
®
10 25 50 100

triple-negative breast cancer (Human Phenotypq
Human Phenotype

@ _ Triple-negative breast cancer.

Standard  Table

—

susceptibility to breast cancer (Human Phenotyge)
Human Phenotype

Tip: Susceptibility to breast cancer.

You can use wildcards in your

searches. r=o+ would match RHO, estrogen-receptor positive breast cancer (Humah Phenotype)
RHOC (RHO + zero or more Human Phenotype

characters); rz02 would match Estrogen-receptor positive breast cancer.

RHOC, RHOB (RHO + one \D &/
character) rogesterone-receptor negative breast cancey/{Human Phenotype)
— _
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EnsembligZR75i%--- R RARER

B ASSFLERERTR

> FEMRERYFRF LS —1Tbreast cancer (Human phenotype)[F45RINT
Loci associated with breast cancer (MONDO:0007254) @

Filter Y Feature type: All Y Annotation source: All Y Phenotype/DiseaselTrait: All

®

1s60226654
rs113577745
rs9262142
rs7430456

rs6001962

rs746598992

nsv4683113

rs35419901

rs458685

rs11814448

rs62079673

rs56196003

rs62070652

Type

| Variant
| Variant
| Variant
| variant
| Variant

| Variant

| Structural

Variant

| Variant
| Variant
| Variant
| Variant
| variant

| Variant

FUsE

o b |

REME

Show/hide columns

4
IGenomic location {strandl IReEorted gene!s!l |

14:103585480-103585494 (+) -

2:9995553 (+) GRHL1

CHR_HSCHR6_MHC_COX_ -
CTG1:30672112 (+)

3177768082 (+) -
22:40623944 (+) -

11:108281133-108281135 (+) ATM
16:23629194-23641167 (+) -

10-62303602 (+) ;
21:29805194 (+) GRIK1
10:22026914 (+) DNAJC1

17:82597601 (+) .

CHR_HSCHR7_1_CTG4_4:1 -
03143072 (-)

17:30894259 (+) .

Phenotype/Disease/Trait I

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Breast Cancer

Annotation
source

NHGRI-EBI GWAS
catalog&d

NHGRI-EBI GWAS
catalogg?

NHGRI-EBI GWAS
catalog &

NHGRI-EBI GWAS
cataloggd

NHGRI-EBI GWAS
catalog&d

ClinVar

dbVargy

NHGRI-EBI GWAS
catalog &

NHGRI-EBI GWAS
catalog&d

NHGRI-EBI GWAS
catalogg?

NHGRI-EBI GWAS
catalog &

NHGRI-EBI GWAS
catalog &

NHGRI-EBI GWAS

External

S EE

Supporting

reference

evidence

PMID:2905968

PMID:2905968
3F

PMID:2905968
3

PMID:2905968
367

PMID:2905968
3ed

PMID-2905968
3%
PMID:1790330
560
PMID:2353572
9

PMID:2905968
3

PMID:2905968
367

PMID:3288788

ONRE
@=E
GEREEN
@EREER
O&mRE
E@FRERKR

JGUR
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eSS TIFEnsembISUERAUETE, Ak E75BLAST/BLAT, BKEEZLITRE, AENew jobRINNBlastiE, XEL—ERATRHERFIAFETSRHEAE,

Login/Register
BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog €] - Search all species...

BLAST/BLAT
= Web Tools BLAST/BLAT search @
— BLAST/BLAT
— Linkage Disequilibrium Calculato l ST l @
— Variant Recoder
— Assembly Converter
— ID History Converter

Web Tools
— Variant Effect Predictor
— File Chameleon Recent jobs B
— VCF to PED Converter

— Data Slicer
— Post-GWAS

ﬁ. Configure this page Analysis Jobs Submitted at
BLAT Bl ENSG00000139618 Ensembl Gene chromosome:GRCh38:13:1:114364328:1 [View resuits] 08/12/2021, 09:58 (GMT) WS |

N4 Custom tracks

1 Export data
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Ensembl &z {ERZIE

RHFEE BBITIR

Ensembl#@Z757%---BLAST/BLATFAITBIIE E X

EnsemblfYBlastFEN T EFf7s.
BLAST/BLAT search @

BLASTIE

Sequencedata @ Martmum of 30 seguences {type In plain rers, PASTY or sequence IRJ

Or upload sequence file | S | FIEFEETEH

® DNA

O Protein

Search against:
g @ E] Homo_sapiens

® DNA database | Genomic sequencea
O Protein database | Proteins (Ensembl)
Search tool: @ BLAT v|

Description (optional): @

I Additional configu rations:l @

General options &

if you are looking for BLAST/BLAT for Human GRCh37, please go to GRCh3T website

.

OFFHEEEAN
EANBERRMANERIFES SIS, EEFEFRT
A (DNABKEBRES)

B AJERSI ( ENST00000672860.3 ) it
{TSCiER

@

OERTHA
 BLAT/BLASTN: BRI SR &R EELL XS
« TBLASTX:AZER 5 SEHF R BRIZE BREIR L XT
« BLASTXiZEHER 7 EIENERRESEEREUEELLYS
« BLASTP: R ERF7ISEBEIEZELLYT
« TBLASTN: SERRFY|SIXERETEETZERFIENFE

EHERRSIELS

@A

OHEMIKE (1FI FIPPT)

@1I=1TIRH
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Ensemblt&iZ75i%---BLAST/BLAT FH RIS T,
IA—BRAIRMERFF Al TSERRERAE.

Sequence data: x @*E)nsﬁr?'_sz{%:%\ E-L\/Lyg FASTA*%:_EC\ pla|n*%ﬁ%,th)’(ﬁﬂ]*l]ﬁﬁ_\gﬁkﬂg'%ﬁu
B TEEXS

QHLIRMNSHFINER, &E30%
AR EFFIADNAFFIFRERER
@R R DNA/EBEEIERE

DNAZWERZ: Genomic sequence, Genomic sequence (hard masked).

quencef (1 sequence added, 29 more sequences allowed)

©) 0O Z:e, Genomic sequence (soft masked), cDNAs (transcripts/splice variant), Ab-
oarch mgainet T initio cDNAs (Genscan/SNAP), Ensembl Non-coding RNA genes
- BHEHYEZE: Proteins (GENCODE/Ensembl), Ab-initio peptides
ﬁfsﬂssﬂc Human GRCh3T, please go | GRCA3T websited (Genscan/SNAP)
O DNAdstsbase | Genomic sequence v ORTEA
® Posnddaiese [PimEen) | BLAT/BLASTN: IBARFS SHABRSURRELL
Search tool O] HIESE N TBLASTXAZBR 5! SENE A E R E BR E0E BT
Seatch Sy @[ [tormd i BLASTX i E B FF5 BB Al R IS SR AU L RS
Description (optional): BLASTP: /& FR 7 SEHEUERELLYT
Additional configurations: TBLASTN: SIEERFY S E IR EP R ENE SRR FFIELRT
= curmEEe
Filters and masking options & OB 2RI ETLITEadditional configurationsthig &, T HPPT

@IE1T
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Ensembl#@Z757%---BLAST/BLATFAITBIIE E X

EnsemblfyBlastFREL NERT~——i LTIPPT,
OETHIRARIFFIZL
General options & @E-value: BlastiE It R ARl BB EERISXIF
i mor ot it e ol 5 SOHFFIRIE RN, BEIE-valuellis, ARERUE
ORERRENIRISHY, ERMARIE, —RRIREN DA,
Maximum E-value for reported alignments:(2) [1e-1 ~ |

@BlastE A EFFIS B —FIIRE TR/
Word e forseeding aignments: [ ] HORPIBH TR, FSI Ve R
ERUE, BEREDNS, BOTERE3; B
REANT. 11815,

@matrix SEARIIFFILIERI— P XRER, BH
XIFHEAATRAE R AT, BlastgZrhis
Misimium scoret add werd o the BLAST _[1 i Gl N i e P e 8

lookup table:
©Gap penalties FELLXIHERIEFNY KEERA. THIEK
BRI RIERRR S, XESHRAEAHEIREE

Scoring options &

Scoring matrix to use: @ BLOSUMG2 v|

Gap penalties: ®I| Opening: 11, Bxtension: 1 V||

Filters and masking options & @

Filter low complexity regions: E/\J&Iﬁjl i%ﬂﬂ%ﬂﬁﬁﬁjﬂ%—%ﬁﬂ??ﬁﬁﬂ’\])ﬁk@‘, }‘Aﬁ'ﬁ;ﬁz
Filter query sequences using RepeatMasker: &\g |)\§EE§SZ§
@B

R B ERIESE X s SR REIR SRS
74




EnsembISERE (KT RIFFREEE BT

Ensembli@Z75i%---BLAST/BLAT A AR E

m LIAJERS ( ENST00000672860.3 ) ABIFHTERLLY, LIEZzEAFYISEFITGEERNERER, [RELRBLASTRESAIRUN, ERIUEANT
BLAST/BLAT search@
@®Done: FRE5EH
@View results: mEEEER
OERFIFE:
Subject name: ERRAS
Show/hide columns (1 hidden) Gene hitEE®&
Subject start: PLECIEIAM &
Subject end: PLEEERNE
Genomic Location: EEENI

Recent jobs =

Analysis Jobs
BLASTX 1 BLASTX against Human GRCh38 (Proteins (Ensembl)) | CEEPSEETEPRENY fuicw e ic

Results table =

Subject name Genehit  Subjectstart  Subjectend  Subjectori  Genomic Locati Orientation ~ Querystart ~Queryend  Length Score ¥ E-val  %ID @ Orientation: Eﬁarﬁrﬁj
ENSP00000500082 VEGEA 174 an Forward 6:43771226-43784559 [Sequence] Forward 15 608 198 [Sequence] 421 26147  98.99

_ s, A
ENSPO0000361137 VEGFA 174 an Forward B:437 11226 43784550 [Sesuence] Forward 15 608 198 [Seouence] 419 3o-147  98.99 Query start; EiEFEYFCBNE
ENSP00000421561 VEGEA 174 365 Forward 6:43771226-43784607 [Saquence] Forward 15 590 192 [Sequence] 408 9e-143 98.96
ENSP00000389864 VEGFA 174 389 Forward 6:43771226-4378455 [Seq Forward 15 608 216 [Sec 408 2e-142 9028 . "j }-‘— Q:I:;E{—‘-

° [Sequence] [Sequence] Query end. E]«E %5”43 ME
ENSP00000388465 VEGFA 174 395 Forward 6:43771226-43784550 [Sequence] Forward 15 608 222 [Sequence] 405 3e-141 87.84
ENSP00000361125 VEGEA 174 412 Forward 6:43771226-43784559 [Sequence] Forward 15 608 239 [Sequence] 397 6e-138  81.59 .z : e

_ : Length: KE (RifisequenceAl EFIFHER)
ENSP00000429643 VEGFA 1 191 Forward 6:43771247-43784559 [Sequence] Forward 36 608 191 [Sequence] 395 1e-140 98.95
ENSP00000430002 VEGFA 1 185 Forward 6-43771247-43784607 [Ssquence] Forward 36 590 185 [Sequence] 384 3e-136 98.92 y
Score: 873

ENSP00000430829 VEGFA 1 209 Forward 6-43771247-43784559 [Saquence] Forward 36 608 200 [Sequence] 384 Te-136  89.95 - 1373

ENSP00000388663 VEGFA 174 353 Forward 6:43771226-43782052 [Sequence] Forward 15 554 180 [Sequence] 383 Je-133 98.89

Showing 1 to 10 of 35 entries &l E-valig
HSP distribution on genome = %l D : Eﬁatb{ﬁu

8.
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Ensembl#@Z757%---BLAST/BLATFAITBIIE E X

m LIAJERFSI ( ENST00000672860.3 ) JAHH{TERALLY, LIBEZERRFFIZWMMINGEERNRIFER, ~RE LRBLASTRESHRIRUN, ERITENT

ientation Query start Query end Length Sco BLAST/BLAT type BLASTX

ward 15 608 198 [Sequence] 421 . _ )
Query location Query_115to 608 (+)

== 15 608 @|919 Database location ENSP0O0000500082 174 to 371 (+) IJ_'_Il—__E ijI_IE_

0 +
ward 15 590 192 [Sequence] 408 G < locati 6 43771226 to 43784550 (4 ' o @sequence L=
enomic location 0 +) .

ward 15 608 216 [Sequence] 408 : MEEE, TEOG
Alignment score 421

ward 15 608 222 [Sequence] 405 £ val

ward 15 608 230 [Sequence] 307 e Ze-14f

ward 36 608 101 [Sequence] 305| | Al@nmentlength 198

ward 36 590 185 [sequence] 384| | Percentage identity 98.99

ward 36 608 209 [Sequence] 384

nnnnn A 4E EEA 40N o _.____1 209 HSP Matching bases for selected HSP

Markup loaded

>Query 1:1:612:1
ACAGCTAGCGAATTCCCGGTCGGGCCTCCGARACCATGAACTTTCTGCTGTCTTGGGTGC
ATTGGAGCCTTGCCTTGCTGCTCTACCTCCACCATGCCAAGTGGTCCCAGGCTGCACCCA
TGGCAGAAGGAGGAGGGCAGAATCATCACGAAGTGGTGAAGTTCATGGATGTCTATCAGC
GCAGCTACTGCCATCCAATCGAGACCCTGGTGGACATCTTCCAGGGTAACCCTGATGAGA
TCGAGTACATCTTCAAGCCATCCTGTGTGCCCCTGATGCGATGCGGGGGCTGCTGCAATG
ACGAGGGCCTGGAGTGTGTGCCCACTGAGGAGTCCAACATCACCATGCAGATTATGCGGA
TCAAACCTCACCAAGGCCAGCACATAGCGAGAGATGAGCTTCCTACAGCACAACAAATGTG
AATGCAGACCARAAGARAAGATAGAGCAAGACARGAAAATCCCTGTGGGCCTTGCTCAGAGC
GGAGAAAGCATTTGTTTGTACAAGATCCGCAGACGTGTAAATGTTCCTGCAAMAACACAG
ACTCGCGTTGCAAGGCGAGGCAGCTTGAGTTAAACGARACGTACTTGCAGATGTGACAAGC
CGAGGCGGTGAG
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EnsemblEIEIRET %

B S$EnsemblETT E5Download, BIRNEHALLTFDownload45ERTamH

Login/Register @ 9\% E/\J %&?E

- fsTA
l— BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog €}~ Search all species
sle, M, AN " "
Using this website = Annotation and prediction EIEEETL] ‘/ kg’;‘;&Ensem bl Egﬂéﬁlﬂ%ﬁ"]?ﬂiﬁﬁﬁ eXpO rt
In this section # Help & Documentation Accessing Ensembl Data
Exporting data via website I ﬁb E_I—L\ E} E’Hj \3‘(_—?'_|E’\J W =
. 6 ~OlX
API data access Accessing Ensembl Data jJ ! A % » e
Public MySQL Server "
7 FTEOE)__:T;I:;EE,_I with rsync Ensembl data is available through a number of routes - which you choose depends on the amount and type of data you wish to fetch. Please note that Ensembl coordinates always have a one-based @*E’\Jﬁ&}E%
- BioMart B start.
BiomeR v PERL API
Small quantities of data Fast programmatic access . .
o , @ ‘ , @ http://www.ensembl.org/info/docs/api/index.ht
ot : Many of the pages displaying Ensembl genomic For fast access in any programming language, we - =
Virtual Machine data offer an expori option, suitable for small recommend using our REST serverg? Various REST !_ J
amounts of data, e.g. a single gene sequence i ml
|

endpoints provide access to vast amounts of Ensembl l i
- E&*’L_‘
— v IIRAREPeriES, AILAETEnsembl REST API

Search documentation... | (el
. . Click on the 'Export data’ button in the lefthand

menu of most pages io export:

« FASTAsequence

® GTF or GFF features http://l’esteﬂsemblorg/
e BRI X HIEE:

Complex cross-database queries © v BioMart
g eedusing he Botlan @%;;‘h ” http://www.ensembl.org/info/data/biomart/ind
? ‘ ex.html
@ERRIEUES
v FTP site:
http://www.ensembl.org/info/data/ftp/index.ht

Complete datasets and databases

Many datasets, e.g all genes for a species, are
available to download in a variety of formats from
our FTP sited.

Entire databases are also available via FTP as
MySQL dumps.

ml



http://www.ensembl.org/info/data/ftp/index.html

EnsembISERE (KT S| FEAE BT

EnsembI&EIREN T i%--Export NE

B EEDownloadZERIEEAIF@Small quantities of data, BIal#ANLATRRE

Export Data

Data can be experted from Ensembl pages in various formats. Because we're open access, all the data and images you export are free to be used and reproduced in papers, posters, presentations and e —RulqE >

Data can bs o7 s ,, gesyou o produced npapers,posers. O BHEIE T RE
We respestiully sequestthat yeu-do-notscrpt-against the expert pages-en the-Ensemblawebsite, as this degrades the service for other web visitors. We provide various large scale export options, EXpO rting data%tljéﬂl?}%
inn:Iudim_:,I BioMart, the Perl APIs, the REST API&F, the MySQL server and an FTP site &, Hepending on the volume and type of export you're carrying out.

e ) Exporting sequence:SHF7

Exporting data files I

:@ Exporting images:SHE H
! v KZ#Ensembl EREEIEAEIAT

You'll find the Export data button on the left-hand'side of many pages in the Gene, Location and Transcript tabs. It allows you to export data related to the gene, location or transcript, not necessarily

related to the page you're looking at. : ﬁ "expo rt” Ij]ﬁg , E_]-L\)\E?ggi_thlj‘z_
From these links you can export sequence, featurgs in BED, CSV, TSV, GTF, GFF and GFF3 formats, and EMBLE? or GenBank e flatfiles. o U RS + o
¢ . RS, EENLEENBPERER

I
I

I

I

I

I

I

I I
1 . (XS .
I : ERo 9B BB E N E
' .

I

I

I

I

I

I

I

I

I

I

Exporting sequence

[
Sequence pages include a link above the sequente for downloading the sequence. You can either download as FASTA, suitable for using with sequence analysis tools, or as rich text format (RTF), for @TE{%E{@%M?ET%E’\J%E?&, E_]-Ej:ﬁ)"'—"_l\

visual analysis.
} I HHEERIEMS TR T EE, ek

Exporting images :
— |

<= HE T I
|

|

|
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RHFEE BBITIR

EnsemblEHEIRE T i%--API TR E;

B dDownload45RIRE @ Fast programmatic access, BIEHANAPITEHRE, WEWT
APIZETPerlflYTH LI, FEE—ENESEN, REST APIEMARRNESAEES], BRNGEMERBEHINESHE
EXNE CHRENASHTAITE, APIETRILITHENERERFS, WAL TEARIERERS,

@

Archive

Resource
GET archive/id/:id

POST archive/id

Comparative Genomics

Resource
GET cafe/genetree/id/:id
GET cafe/genetree/member/id/:id

GET cafe/genetree/member/symbol/:species
/:symbol

GET family/id/:id
GET family/member/id/:id

GET family/member/symbol/:species/:symbol

GFT nenetregfid/id

Ensembl REST API Endpoints

Description
Uses the given identifier to return its latest version

Retrieve the latest version for a set of identifiers

Description
Retrieves a cafe tree of the gene tree using the ger]
Retrieves the cafe tree of the gene tree that contai]

Retrieves the cafe tree of the gene tree that contai

Retrieves a family information using the family stab)
Retrieves the information for all the families that cof

Retrieves the information for all the families that col

Retrieves a gene tree for a gene tree stable identifig

)

Endpoints 3 | )

Name Type Description

callbback String Name of the callback subroutine to be returned by the requested -
JSONP response. Required ONLY when using JSONP as the

serialisation method. Please see the user guide.

Example Requests

/archive/id/ENSG00000157764?content-type=application/json

Default Example Valug

randomlygener|

Example output Perl Python2 Python3 Ruby Java R Curl Woget

©)

{
"version": 14, @

"assembly": "GRCh38",
"release": "104",

"peptide": null,

"type": "Gene",

"id": "ENSGO0000157764",
"is_current": "1",

"latest": "ENSGO0Q00157764.14",
"possible_replacement”: []

OAPITEHFAR

IVAWN=E 2

« FEEEERSUY (Archive)

. HIEREZEZ (Comparative Genomics)

+ 23X 5|H(Cross references)

« EQTL (RIAHEMRNEEEE)

. {ER(information). ESIARFE(Linkage
disequilibrium)

- B, BiE. KR5S (ontologies and
taxonomy), HEHEXIEHIEZR (overlap). FEY
g2 (phenomotype annotations), 5l
(sequence). HERABER, RLER TR
GAAGHI&

RES—MEET LA NBNAIMARE, A

AIRIE N AT KT THIARIE L

BAEGET archive/id/:idEIEEANREQ
ORBENAFTREINESIEERA
@REFKR, REEERCIEHIRIAIERDRIRT
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EnsembI&HEIREN G i%&--API & Biomart &,
B EDownloadZERIE ARG complex cross-database quries, BIE[i#ABiomart FERE, TMEWIT

ASIA

BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog

[ Biomart{EBAYE

m = URL || ] MNE, LT — SR
Dataset [~ CHOOSE DATABASE - v|

[None selected]
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EnsemblZUEAE T%--FTP RE—

B EEDownload45 R EF @ complete datasets and databasessFTP sites, BIE[HAFTPTRERE, TE FEF-

Index of /pub/

denticeps clupeoides/ 31-Jul-2015 11:02
-/ dicentrarchus_labrax/ 22-Jan—-2020 11:48
IPI/ 05-Dec-2016 11:53 dromaius_novaehollandiae/ 07-Feb—-2015 13:57
assembly/ 05-Dec-2016 11:53  ohopeis naucrates/ 29-0ct-2019 14:10
assembly mapping/ 05-Dec-2016 11:53 electropﬁorus electricus/ 13-May-201% 05:50
current assembly chain/ 15-Mar-2021 00:1% cptatretus bu;geri/ 25-May-2018 09:12
current bamcov/ 04-May-2021 09:38 eguus asinus asinus/ 07-Now-2018 16:07
current bed/ 11-Mar-2021 13:55 equug_caballzgf 30-0ct-2018 17:03
current_compa[g/ 11-Mar-2021 13:58 mgmalabaricusf 31-Jul-2019 12:21
current data files/ 04-May-2021 09:38 v thrura gouldiae/ 29-0ct-201% 11:00
Cuirent_emlé’lf/ if*Marigii Eég esox lucius/ 30-Jan-2020 13:58
current em -Mar— H rEp— — — - A3 . AY
current_fasta/ 12-Mar-2021 18:2% ;:iiziz;:?‘;?culus/ ig_izi_zgig gg;gg @FTPT&%E?% | 1 ,ﬁaidata fllesl&)\@
gurrent genbank/ 23-Mar-2021 15:10  £7-- 431z albicollis/ 28-Jan-2021 08:51
current gff3/ 21-Mar-2021 00:15 fukomys damarensis/ 22-Jun-2017 11:11 . a2 = \ S
cu—rrent_gt_f/ 23-Mar-2021 15:06 ¢ ngulus heteroclitus/ l4-Aug-2018 11:34 @data flIeEF"LEr:_éHE"J{E,%\ ]J:b%L/{Ajg'fﬁu
current json/ 21-Mar-2021 07:28 -3 2 morhua/ 09-Nov-2020 10:26 ' '
current maf/ 11-Mar-2021 13:55 29 70s gallus/ 25-0ct-2018 08:15 . s
cuxrent_myzglél y ig—;pr—igi 1;;2 gambusia affinis/ 13-Aug-2018 15:57 ,ﬁfﬁhomo sapiens, J_#)\@
current nchi blas -Mar- : - -
current_reguiacion/ 08-Feb-2021 12:22 w_m- . 207 Jan-2029 11507
e rch/ 29-mpr-2021 12:20 gopherus_agas 512?1/ 07-Nowv-2018 16:16
LhItent so.f SILch/ gopherus_evgoodei/ 23-Jan-2020 14:393
current tev/ 15-Mar-2021 07:28 5, 5773 gorilla/ 04-0ct-2017 13:04
current variation/ 29-Mar-2021 14:08 ~“———————~"——————— .
furrent variatlen/ gouania willdenowi/ 31-Jul-2019 05:32
irtual machine/ 08-Mar-2021 15350 haplochromis burtoni/ 14-Aug-2018 11:39
— o 11-rar-2021 13:55 heterccephalus glaber female/ 27-Jun-2017 11:29
_files/ . 01-Feb-2021 10:26 heterccephalus glaber male/ 27-Jun-2017 11:29
unctional genomics/ 05-Dec-2016 11:53 0 Gs comes/ 14-Aug-2018 11:43
gff3_so terms update/ 21-Jun-2017 14:49 08-Dec-2016 15:16
grch37/ 05-May-2021 13:40

13-May-2019 14:29

m}sc/ ipts/ ég_gug_ggfé 2222 ictalurus_punctatus/ 13-pug-2018 13:1%
M1SCTSCrIphss ec ° ictidomys tridecemlineatus/ 27-Jun-2017 11:29
papers/ 23-0ct-2018 08:58 - ——
o E— junco _hyemalis/ 14-Feb-2015 11:12
pre/ 05-Dec-2016 11:53 ~——————

: kryptolebias marmoratus/ 13-pug-2018 13:30
rapid-release/ 27-Jul-2021 20:18 -
B ——— labrus _bergylta/ 15-pug-2018 07:44
release-100/ 28-Apr-2020 17:13 D R —
S — larimichthys crocea/ 12-Jul-2019% 13:59%
release-101/ 19-Aug-2020 17:08 -
T —— lates calcarifer/ 13-May-2019 13:1¢6
release-102/ 26-0ct-2020 17:14 — -
m 16-Feb-2021 17:52 laticauda laticaudata/ 30-Jan-2020 11:15
Teleace—104/ 30-Mar-2021 12:03 latimeria chalumnae/ 28-hAug-2012 16:28
Toleace-19/ 05-Dec—2016 11:53 lepidothrix coronata/ 08-Feb-2019 11:24
Teleaze 21/ 05-Dec_2016 11:53 lepisosteus cculatus/ 14-0ct-2013 13:37
release 22/ 05-Dec-2016 11:53 2SBtobrachium leishanense/, 2ohermanan LEf
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EnsembI&HEIREN G i&--FTP R&E—
B EDownloadZERIMEF@complete datasets and databases®FTP sites, BIeHAFTPTEFE, REW FERR=—E LEX[PPT

Index of /pub/data_{files/homo_sapiens/

. 08-Nowv-2018 14:5%
=6 OUEIEIRA, BEEEHIRA, SEGRChISHARE®

Index of /pub/data_files/homo_sapiens/GRCh38/ DRRAB SIS A REEAS. DNAREWSIE. motifIsiE, TR

result_set/ 28-Sep-2016 10:19
25-Jun-2015 14:02
01-Jul-2016 08:20

F. IAERTFERE (variation annoation) REHAFREG

compara/ 03-Nov-2020 13:44 -

dna_methylation_featurs/ 06-Mar-2017 16:33 -

egtl/ 23-Jan-2018 15:45 -

e-npr-a020 16:02 : OIRBERRERERE FRIRIE, ENERRIIRARE, T ERIRA 2R
mane 05-May-2021 08:21 -

Torelt fostecs/ 12 rer a01s 1eis1 - HEHE (whole genome) tsv.gzi &3, REFRIREHEFRERE

01-8ep-2020 13:13
08-Dec-2020 09:48

Index of /pub/data_files/homo_sapiens/GRCh38/vai

../

@_GRChSE!_M_whole_genome_SNVs -tsv.gz 24-Mar-2020 09%:05 865929287071
CEoT R ohES C f wmede coomeme SWe S ane oo, thd 26-Mar-2020 12:47 2761623
CADD_GRCh38 whole genome SNVs.tsv.gz @ 13-May-2019 12:45 85809725344
CADD GRCh38 whole genome SNVs.tsv.gz. thi 13-May-2019 12:49 2783229
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Ensembl&ERET%--FTP & —

m 7£Download ZERFAEAMSH=Fh55REFTP Download, HEAMRNERERXEIN FEM 7.

OB MIMEIE
In this section Muli-species data @ - Comparative genomics (EVEREFEHZF)

Exporting data via website Database

API cliata access Comparative genomics MySQL e EMF & MAF & BED& XML Ancestral Allelest d BiOMart
I_EMLMMJHIWI' BioMart MySaLe - : . -
= FTP Download | Stable ids MysaLE « Stable ids (fﬁldﬁﬁzli)

Lownloading with rsync
E- BioMart Single species data @

BiomaRt Bioc R package ies are listed first ise this st : x

El ,I-u“I;; PL' :'plr' g Popular species are listed first. You can customise this list our home page. @%4\4%*[1];&})%

BioMart RESTful access SpeC|eS. %*q]

.
Combining species datasets W  Species DNA cDNA CDS ncRNA Protein Annotated Annotated Gene Other Whole Variation  Variation Variation Regulation Data
s 1 o o - (FASTA) (FASTA) (FASTA) (FASTA) sequence sequence sequence sets annotations databases (GVF) (VCF) (VEP) (GFF) files
Hovrto use Biolart (FASTA) (EMBL]  (GenBan - DNA (FASTA): DNAF%I (FASTA#E
Virtual Machine Y  Human  FASTA® FASTA® FASTA® FASTA® FASTA® EMBLE GenBank® GIF®  ISV®  MySQL& GUF®  VCF®  VEP®  Regulationd® Regulation
Homo GFF3&# RDF& (GFF) data S
sapiens JSON & files & It )
Y Mouse FASTAGY FASTA® FASTAEF FASTAZ FASTAE EMBLE GenBanke? GTFE TSV MySQL & GVFE? VCEg? VEP& Regqulation&? Regulation
Mus GFF3ef RDFE (GFF) data
musculus JSONE filesd? ® CDNA,%&IJ
Y Zebrafish FASTAf FASTA® FASTA®E FASTAE FASTA® EMBLE GenBanké? GTE TSV MySQL & GVFEr VCF g VEP&

* ncRNA: JERFBRNARZ!

+ Protein sequence: EHFY

« Annotated sequence (EMBL) : j¥#
% (REEMBL)

« Annotated sequence (GenBank) jF
5 (REGenBank)

+ Gene sets:EF&

« Other annotations: EHFRER
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B EDownloadZERFREAI@complete datasets and databases®FTP sites, BIeHAFTPTEHFRE, SRAEW NEF-

current_solr_srch/ 29-Apr-2021 12:20

O current tev/ 15-Mar-2021 07:29 INRETRARRIERARFY, ET LIRS B HRiGE
current variation/ 29-Mar-2021 14:08
current_virtual machine/ 08-Mar-2021 15:50 SHASZ > > N
currens yirt 08-Mar-2021 15:50 STHE. SR RERDS. AX. BEMNABREE TR
data_files/ 01-Feb-2021 10:26
functional genomics/ 05-Dec-2016 11:53

qff3 so terms_update/ 21-Jun-2017 14:49 @FTPT%E%E%%', ,“\aingh37 )\@
05-May-2021 13140
misc

18-Aug-2021 09:39

misc-scripts/ 05-Dec-2016 11:53

papers/ 23-0ct-2018 08:58 4

pape 23-0ct-2018 08:58 @grch37HHIFHANER., EERIIRAHANREG
rapid-release/ 27-Jul-2021 20:19

ralaaca-10n0/ 2R-Anr-202N0 17:13

RIS, WALIEEFASTA, REHARE®

@ Index of /pub/grch37/ ®
Index of /pub/grch37/release-104/

el

current/ 13-Apr-2021 11:46

release-100/ 01-Dec-2020 03:58

release-101/ 01-Dec-2020 06:09 i .

release-102/ 30-Sep-2020 15:21 datadile 01-Feb-2021 10:26
release-103 11-Jan-2021 15:37 | fastal 09-Nov-2020 16:13
| release-104/| 13-Apr-2021 11:46 gff3/ 09-Nov-2020 16:13
release-76/ 02-Dec-2014 15:29 gtf/ 09-Nov-2020 16:13
release-77/ 02-Dec-2014 15:33 maf/ 09-Nov-2020 16:13
release-78/ 03-Dec-2014 10:38 mysql/ 21-May-2021 15:21
release-79/ 31-Mar-2015 10:43 rdf/ 09-Nov-2020 16:13
release-80/ 21-May-2015 13:52 regulation/ 03-Mar-2021 10:51
release-81/ 05-Aug-2015 11:46 tsv/ 09-Nov-2020 16:13
release-82/ 22-Jul-2016 13:58 variation/ 06-May-2021 12:28
release-83/ 09-Mar-2016 15:06 README 13-Apr-2021 10:33
release-84/ 18-Mar-2016 14:22

release-85/ 07-0Oct-2016 17:38

release-86/ 29-Mar-2017 13:36
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EnsembIEUEREN G iA--FTP TE=
m EDownloadZER A EAI@complete datasets and databases®FTP sites, BIeHAFTPTEHFE, SRINEW NERZ—E LERPPT
@ Index of /pub/grch37/release-104/fasta/

@iEEFEAZEhomo sapiensAHHAREG

27-Now-2015 20:37 -
09-Nov-2020 16:13 21

ORfERKIEERFEFS
Cdna: cdnaFF%!
CdsF%

Dna: DNAFR%I
Ncrna: IEZRIBRNARRS

® Pep: EHFY
Index of /pub/grch37/release-104/fasta/homo_sapiens/dna/ HAEEDNARS, SEHNEEG

27-Now-2015 20:54
27-Now-2015 20:54
27-Now-2015 20:55
27=Now=2015 20:54
27-Novw-2015 20:54

s

CHECKSUMS 27-Wov-2015 20:55 5009

Homo sapiens.GRCh37.dna.alt.fa.gz 27-Hov-2015 16:39 123658413 5 =3 N ,— ~
Homo_sapiens.GRCh37.dna.chromosome.l.fa.gz 27-Kov-2015 17:11 68379704 @ $E§$EE(JH& Z1S ]#{—J— Fﬁﬂp [m] I
Home_sapiens.GRCh37.dna.chromosome.10.fa.gz 27-Rov-2015 18:19 39900807 A
Homo_sapiens .GRCh37.dna.chromosome.11.fa.gz 27-Nov-2015 18:24 39829942

Homo_sapiens.GRCh37.dna.chromosome.12.fa.gz 27-Nov-2015 18:29 39532284

Homo_sapiens.GRCh37.dna.chromosome.l13.fa.gz 27-Nov-2015 18:34 29198006

Homo_sapiens.GRCh37.dna.chromosome.14.fa.gz 27-Nov-2015 18:37 26867084

Homo_sapiens.GRCh37.dna.chromosome.15.fa.gz 27-Hov-2015 18:41 24884584

Homo_sapiens.GRCh37.dna.chromosome.16.fa.gz 27-Nov-2015 18:44 23814831

Homo_sapiens.GRCh37.dna.chromosome.17.fa.gz 27-Nov-2015 18:47] 23386997

Homo_sapiens.GRCh37.dna.chromosome.l1B.fa.gz 27=Nov=2015 18:50 22766095

Homo_sapiens.GRCh37.dna.chromosome.19.fa. gz 27-Hov-2015 18:56 16422893

Homo_sapiens.GRCh37.dna.chromosome.2.fa.gz 27-Hov-2015 17:20 72516902

Homo_sapiens.GRCh37.dna.chromosome.20.fa.gz 27-Nov-2015 18:53 18066255

Homo_sapiens.GRCh37.dna.chr: .21.fa.qgz 27-Nov-2015 19:00 10716588

Homo_sapiens.GRCh37.dna.chromosome.22.fa.gz 27-Nov-2015 18:58 10529959

Homo_sapiens.GRCh37.dna.chromosome.3.fa.gz 27-Rov-2015 17:29 59313879

Homo_sapiens.GRCh37.dna.chromosome.4.fa.gz 27-Now-2015 17:36 57147319

Homo_sapiens.GRCh37.dna.chromosome.5.fa.gz 27-Nav-2015 17:43 54083358

Homo_sapiens.GRCh37.dna.chr: .6.fa.gz 27-Wov-2015 17:50 50974048

Homo_sapiens.GRCh37.dna.chromosome.7.fa.gz 27-Nov-2015 17:56 47001517

Homo_sapiens.GRCh37.dna.chromosome.8.fa.qgz 27-Nov-2015 18:08 43448923

Homo_sapiens.GRCh37.dna.chromosome.9.fa.gz 27-Now-2015 18:13 36572542

Homo sapiens.GRCh37.dna.chromosome.MT.fa.gz 27-Nav-2015 19:00 5526

Homo_sapiens.GRCh37.dna.chromosome.X.fa.gz 27-Nov-2015 18:02 45B16881

Home_sapiens.GRCh37.dna.chromosome.Y. fa.9z 27-Noy-2015 18:57 6992083
Homo sapiens.GRCh37.dna.nonch 1.fa.qz 27-Nov-2015 15:35 1754166
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EnsemblZEIRE 5 i%--FTP TRE Y
m EnsemblZETchview full list of all species, CEIEFTHZMIT, HATEDNAFSISRE, BRI FERTHE

‘®9 Human (GRCh38.p13) ¥

All genomes @iEEDownload DNA sequence, #FATHAHEQ

Search Human (Homo sapiens)

- Select a species -- v Search... QOIRIEFERIEREHFTRA T E
e.g. BRCA2 or 17:63992802-64038237 or rs699 or osteoarthr éﬂ?&ﬂ%@,@%ﬁ\%@ﬁiﬂg D NA’;&}E , m@,}ﬁég
Pig breeds BREIE, RIEDAFKIEEE

Pig reference genome and 12 additional breeds () = Genome assembly: GRCh38.p13 (GCA_000001405.21

o More information and statistics

&l Download DNA sequence (FASTA) /Q\%kﬁ%ﬁg% U Eﬁﬂﬂi’:%ﬁﬁft
‘\, Convert your data to GRCh38 coordinates %‘ﬁg;ﬁgu%ggﬂ;‘%ﬁu_‘(ﬁ , k%ﬁjl"/{ E ?i-;-—%\jﬁt

o . .
;‘ Display your data in Ensembl

View full list of all species

Index of /pub/release-104/fasta/homo_sapiens/dna/

®AL

31-Mar-2021 18:41 5010

Homo_sapiens.GRCh38.dna.alt.fa.gz 31-Mar-2021 05:54 226443084
. > r ra 31-Mar-2021 06:47 69273468
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 08:25 40015021
Homo_sapiens.GRCh38.dna.chr 31-Mar-2021 08:19 40108352
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 08:32 39795542
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 08:37 29525452
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 08:42 27164419
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 08:47 25214767
Homo_sapiens.GRCh38.dna.chromosome 31-Mar-2021 08:51 24238195
Homo_sapiens.GRCh38.dna.chromosome 31-Mar-2021 08:57 24104573
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 09:02 23296059
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 09:13 16689382
Homo_sapiens.GRCh38.dna.chromosome.2. 31-Mar-2021 07:02 72794281
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 09:07 18833053
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 09:20 11787503
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 09:17 11389810
Homo_sapiens.GRCh38.dna.chromosome.3. 31-Mar-2021 07:15 59761837
Homo_sapiensg.GRCh38.dna.chromosome.4. 31-Mar-2021 07:25 57378450
Homo_sapiens.GRCh38.dna.chromosome.5. 31-Mar-2021 07:35 54485176
Homo_sapiens.GRCh38.dna.chromosome.6. 31-Mar-2021 07:44 51500559
Homo_sapiens.GRCh38.dna.chromosome. 31-Mar-2021 07:52 47416846
Homo_sapiens.GRCh38.dna.chromosome 31-Mar-2021 08:07 43616650
Homo_sapiens.GRCh38.dna.chromosome 31-Mar-2021 08:13 36536025
Homo_sapiens.GRCh38.dna.chr 31-Mar-2021 09:20 5400
Hamn canienc GRChIR Ana ~hromnenme 1 _Mar-2021 NR.01 4R1RTIR
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Ensembl---BioMart

BioMart2— 1M ERRIEIEZEN, JLUBS ESCItEREIEIEZR
B mFEnsemblFEI#BioMart, #HABioMart&RE, R IEUWEFF.

. Login/Register
™ BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog &)\ - Search all species. . Dataset |Ensembl Genes 105 ¥
Abingdon island giant tortoise| - - - -
Abingdon island giant tortoise genes (ASWM359739v1 v
| genes (ASM359739v1 (Abing g genes ( )
8 count ][ o |[Bon @ Fitters ®
[None selected]
Dataset - CHOOSE DATABASE - v Attributes
[None selected] - CHOOSE NATARASF - Gene stable ID
Ensembl Genes 105 Gene stable ID version
VIPLSE Sl TS Transcript stable ID
Ensembl Variation 105 Transcript stable ID version
Ensembl Regulation 105
Dataset
] E] : I & [None Selected]
Dataset |Ensemb| Genes 105 V|
R - CHOOSE DATASET - v
- CHOOSE DATASET - =
| Human genes (GRCh38.p13) | @)
Ouse genes m
Rat genes (mRatBN7.2)
Zebrafish genes (GRCz11) N
R\ 2, . NV =] ﬁ
OIEREUEE: FENEFIRA
Abingdon island giant tortoise genes (ASM359739v1)
African ostrich genes (ASME2896v1) N N
Algerian mouse genes (SPRET_EiJ v1) @&?:%**E . *E?Eﬁ':%‘ ]iE?:%:
Alpaca genes (vicPac1)
Alpine marmot genes (marMar2.1) . N —Ln
Amazon molly genes (Poecilia_formosa-5.1.2) @,r\l—\__'\EEfllterLE)\]\;h ,"S\Bjﬁ , £ \{Z'SJI—IL,-FBiPPT
American bison genes (Bison_UMD1.0)
American black bear genes (ASM334442v1)
American mink genes (NNQGG.v01)
Arabian camel genes (CamDro2)
Arctic ground squirrel genes [ASM342692vT)
Argentine black and white tegu genes (HLtupMer3)

Armadillo genes (Dasnov3.0) - -
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Ensembl---BioMart

B i5EnsemblETI#BioMart, #HABioMart®RmE, %&

. . I B REGION: -
Dataset Please restrict your query using criteria below Dataset
(If filter values are truncated in any lists, hover over the list item to see the full text) Chromosomey/scaffold I
Human genes (GRCh38.p13) Human genes (GRCh38.p13) g
Filters REGION: @ Filters 1
[None selected] GENE: Chromosome/scaffold: 1 g
Attributes PHENOTYPE: Start: 1 7
Gene stable ID : End:.1 0000000 ©, g
Gene stable ID version GENE ONTOLOGY: [ Attributes | 10
Transcript stable ID . Gene stable ID 11
Transcript stable ID version MULTI SPECIES COMPARISONS: Gene stable ID version 12
PROTEIN DOMAINS AND FAMILIES: Transcript stable 1D .
Dataset VARIANT: Transcript stable 1D version 1:
[None Selected] 17
Dataset 18
[None Selected] ;3 .
Coordinates
Start E |
End [10000000 |
. [SIRY — FAD .—;—. s
@filterndIEREWAEIFf~ O ERMTRIETEEE, REAMEBHaattributes, HAFRE®
. R 23 P
Region: ERREMEM, IO D RTAPPT

Gene:tFERBXRER
Gene ontology IEFEEEAMRERFER
Multi species comparisons: iERZYIFLLI S E

Protein domains and families: @Hdomain& 3<hk%
Variant: TEEXER
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Ensembl---BioMart

B SEEnsemblETFBioMart, #HABioMart®R@E, 4

> New | 8 count |  resuts

TUEINERT
EE

% FTAPPT,
|2 New | @ count | B Resuts | )

[ ki | 200 | 5 per | © oo

Dataset

Human genes (GRCh38.p13)
Filters
Chromosome/scaffold: 1
Start: 1
End: 10000000
Attributes
Gene stable ID
Gene stable ID version
Transcript stable ID
Transcript stable 1D version

Please select columns to be included in the output and hit 'Results’ when ready

Missing non coding genes in your mart query output, please check the following FAQ

_) Variant (Germline)
O Sequences

@ Features
) Structures
© Homologues (Max select 6 orthologues)

GENE:
EXTERNAL:
PROTEIN DOMAINS AND FAMILIES:

19
| [Mone Selected]

Dataset

Human genes (GRCh38.p13)
Filters
Chromosome/scaffold: 1
Start: 1
End: 10000000
Attributes
Gene stable ID
Gene stable ID version
Transcript stable ID
Transcript stable 1D version

APPRIS annotation
Ensembl Canonical

Dataset
[None Selected]

Please select columns to be included in the output and hit 'Results’ when ready

Missing non coding genes in your mart query output, please check the following FAQ

) Variant (Germline)
O Sequences

® Features
O Structures
© Homologues (Max select 6 orthologues)

2 GENE:

Ensembl

4 Gene stable ID

4 Gene stable ID version

E Transcript stable ID
Transcript stable ID version
O Protein stable ID

CJProtein stable 1D version
CDExon stable ID

[ Gene description

O Chromosome/scaffold name
[l Gene start (bp)

G APPRIS annotation
% Ensembl Canonical
LI RefSeq match transcript (MANE Select)
CRefSeq match transcript (MANE Plus
Clinical)

OGene name

CSource of gene name

O Transcript name

CSource of transcript name

O Transcript count

CGene end (bp) O Gene % GC content
O Strand OGene type -
. - f— =g
®Attributes REIEEREETHE, 8 Coumt | B Recuit [ vnc |
[Dataset 350/ 68005 Genes | [XPort all resultsto [File ~|[Tsv_~] 0 Unique results only - |[CXE

» Features (41iF)

« Structures (£&5t3)

« Homologues ([EiEEHR)

« Variant (Germline)

(RRZR

+ Variant(Somatic) (A&RZ %
- Sequence (FF5!)
IR BT E Rt EAOEFHcountizEl, nIEDatasetEKENR.

ORdresult, BERTHE, Rd MABSEEH RN, RiigoRIATHE T

Human genes (GRCh38.p13)
Filters
Chromosome/scaffold: 1
Start: 1
End: 10000000
Attributes
Gene stable 1D
Gene stable ID version
Transcript stable ID
Transcript stable ID version
APPRIS annotation
Ensembl Canonical

Dataset
[None Selected]

Fmail notification to

View rows as |[HTML v | CJ Unique results only

APPRIS
annotation

Ensembl
Canonical

Gene stable ID Gene stable ID Transcript stable

version 1D

Transcript stable ID
version
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Assembly converter (hRA%E1E) 2EnsembliH{TEREBLIRERINTE, EFcrossmaply, EfttERERNEYEEFEIEERERE B
TriER T BEIAEFE UCSCHliftover, NCBIfJRemap

B SEEnsemblFETTHAIl tools, ERMEHRRTEAssembly converter, SEHEEHFHE, FHEIEARLERIEE TKPPT.

Ensembl Tools

ASIA
BT | SE | e | Eerl el | Loresis | HEA | £ We provide a number of ready-made tools for processing both our data and yours. We routinely delete results from our servers after 10 days, but

if you have an ensembl account you will be able to save the results indefinitely.

Processing your data

Name Description Online tool Upload limit Download Documentation
Tools BioMart > BLAST/BLAT = Variant Effect script
Predictor > Variant Effect Predictor  Analyse your own variants and predict the functional X 50MB* th 0
All tools @ Export custom datasets Search our genomes for consequences of known and unknown variants via
from Ensembl with this your DNA or protein Analyse your own variants . “ef” ’ our Variant Effect Predictor (VEP) tool.
data-mining tool sequence and predict the functional ®
consequences oflknnwn Variant Recoder Translate a variant identifier, HGVS notation or X Maxirmun [La] (] )
and unknown variants genomic SPDI notation to all possible variant IDs, 1000 variants
HGVS, VCF format and genomic SPDL recommended
BLAST/BLAT Search our genomes for your DNA or protein X 50MB (7]
sequence.
File Chameleon Convert Ensembl files for use with other analysis L th (] )
@Al tools: REHIMAIBE TR tools
Assembly Converter @tﬂap (liftover) your data’s coordinates to the current X 50MB (7 )
ssembly.
@Assembly ConverterfR A5z : ’ ,
ID History Converter Convert a set of Ensembl IDs from a previous X, 50MB 13| (7 )
release into their current equivalents.
Linkage Disequilibrium  Calculate LD between variants using genotypes from X, 0
Calculator a selected population.
VCF to PED converter Parse a vcf file to create a linkage pedigree file (ped) X h O
and a marker information file, which together may be
loaded into Id visualization tools like Haploview.
Data Slicer Get a subset of data from a BAM or VCF file. X (] )
Post-GWAS Upload GWAS summary statistics and highlight likely L th (] )
causal gene candidates.
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EnsembliRA3EH#a

m Assembly converterfBk4%4ERITE, 1 TFERTR.

Assembly Converter @

New job Clear form

ORI

This online tool currently uses CrossMapg?, which supports a limited number of formats (see our online documentation for details of the individual
data formats listed below). CrossMap also discards metadata in files, so track definitions, etc, will be lost on conversion.

Species: @ I| Human (Homo sapiens) VI @,ﬁﬁﬁ?ﬁH&Z:Egﬁ
Assembly mapping: @ [[BRCh3T > GRCh3s v CIAHET

Name for this job (optional):

@HRTLAR R SU4REREZE I

Input file format: ©) |EEED ~

Either paste data: @ @J:{-EBZ#F

@B S HFURLEHER

1=
Or upload file: O | ERET | FERE R it

Or provide file URL:

©

Q|
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EnsembliRA3EH#a

B A Assembly converterfREMrunfg, SGRERFEUT

M DIAssembly converter T 73R FER Hchain file, ABEXNER MRAAVALFRITAIRR, chain3EFFTLAMCrossmapakUCSCTE;, RIFFEAIIEE
##1TGRCh37_to_GRCh38hJ%e#e, FAIIFEERIRZGRCh37_to GRCh38.chain.gz ML :

https://sourceforge.net/projects/crossmap/files/Ensembl_chain_files/homo_sapiens%28human%29/

issembly Converter

'eb Tools

Web Tools Assembly Converter @
- BLAST/BLAT

i~ Variant Effect Predictor m
i~ Linkage Disequilibrium Calculato

I~ Variant Recoder

I File Chameleon Recent jobs B
- Assembly Converter
i~ 1D History Converter
= VCF to PED Converter
i~ Data Slicer
Post-GWAS Show/hide columns (1 hidden)

v Configure this page Analysis Jobs
Assembly Converter m Assembly conversion of GRCh37_to_GRCh38 gz in Homo_sapiens (I3 [Download results]

W Custom tracks



https://sourceforge.net/projects/crossmap/files/Ensembl_chain_files/homo_sapiens%28human%29/
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ING: Ensembla[i#T7EREFE. TR, AREEFAR. 7] M

Search

All species - ‘ for Accessing Ensembl Data

Dataset [- CHOOSE DATABASE - ~|
[None selected]

o  HETE BioMart

REREEES THERNERAEE HELIRRE
% REE :
{OriginER{t-{EFAEITE) IR, RA—S
(GDSCEIRE(HERITE)
(Sl¥mgitEREE)
BRI, 1SSt  ERNERA TS

www.helixlife.cn



http://www.helixlife.cn/
https://www.helixlife.cn/
https://www.helixlife.cn/
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