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Introduction Visualization Accessibility

The main goal of the 1000 genomes project is to establish a comprehensive and http://browser.1000genomes.org http://browser.1000genomes.org/tools.html

detailed catalogue of human genome variations; which in turn will empower The 1000 Genomes project utilizes the Ensembl Browser to display our  The project provides several tools to help users access and interpret the data provided.
association studies to identify disease-causing genes. The project now has data variant calls. We provide rapid access to project variant calls through the  Variant Effect Predictor

and variant genotypes for more than 1000 individuals in 14 populations. The ftp browser before they become available via dbSNP and DGVa. The predictor takes a list of variant positions and alleles, and predicts the

site contains more than 120Tbytes of data in 200,000 files. . . . . . effects of each of these on any overlapping features (transcripts, regulatory
! Tracks of 1000 genomes variants by population can be viewed in the location features) annotated in Ensembl. An example output is shown below:

| |
pa g e " Variant Effect Predictor Results:
Download text version
Location: 6:133098746-133108745 - Uploaded Location Allele Gene Feature Feature Consequence Position Position Position Amino Codon Co- Extra
& < e D M T Variation type in cDNA in CDS in acid change located
Gene: - protein change Variation
: 1_114362225_T/A 1:114362225 A  ENSGO00000134242 ENST00000469077 Transcript WITHIN_NON_CODING_GENE 230 - - - - rs41313296 -
1_114362225_T/A 1:114362225 A  ENSG00000231128 ENST00000448199 Transcript UPSTREAM - - - - - rs41313296 -
Seq u e n Ce a Ses ra W Seq u e n Ce 1_114362225_T/A 1:114362225 A  ENSG00000134242 ENST00000460620 Transcript NON_SYNONYMOUS_CODING 609 520 174 I Ata/Tta rs41313206 SIFT=tolerated(0.67);
f 10.00 Kb Forward strand .-— Zglrny:erl‘::;?tfgll(%%%g)o&
> 133,099,000 133,100,000 133,101,000 133,102,000 133,103,000 133,104,000 133,105,000 133,106,000 133,107,000 133,108,000 : 1_114362225_T/A 1:114362225 A ENSG00000134242 ENST00000532224 Transcript NMD_TRANSCRIPT, 2104 - - - - rs41313296 -
. . Chromosome bands | 123. ] 3PRIME_UTR
I 3 i ; 1_114362225_T/A 1:114362225 A ENSG00000134242 ENST00000420377 Transcript NON_SYNONYMOUS_CODING 2422 2333 778 N/I aAt/aTt rs41313296 SIFT=deleterious(0);
I n n e S O I e S ALL - August 2010.. 5 ’ “ ‘ \ ’ PolyPhen=probably_damaging(0.905);
m | 3 L I A T A VI (TR T A V0 B I | IR [ I (I PolyPhen=probably. damaging(0.905)
| | AFR - August 2010... :l I I | 1l I I Y O A L T T (/N IRIN | IR B R LIE T I 1_114362225_T/A 1:114362225 A ENSGO00000231128 ENST00000418238 Transcript DOWNSTREAM - - - - - rs41313296 -
i’ ASN -Auqust 201... | |1l M| ||| I | | I I (1NN | | | IR I | 1] 1_114362225_T/A 1:114362225 A ENSG00000134242 ENST00000538253 Transcript NON_SYNONYMOUS_CODING 2097 1601 534 N/I aAt/aTt rs41313296 SIFT=deleterious(0.03);
[ PolyPhen=probably_damaging(0.887);
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~4.7M short indels
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Many of the 1000 Genomes files are large and cumbersome to handle. The
Data Slicer allows users to get data for specific regions of the genome and to

protein coding
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avoid having to download many gigabytes of data they don't needl samples/

DISCOVE I'd bl I |ty ’) °, populations you choose. Below is the Data Slicer input interface:

| | Reg, Feats. pr?
Sequence, alignment and variant data is made available as quickly as possible [ ** AT e P A T e o et
through the project ftp site. (ftp://ftp.1000genomes.ebi.ac.uk/voll/ftp/ | | ... = e e e .0 . 000G, .. W1l 208OBDAIALL 2fdtrstion 2010000 gty vl gz
ftp://ftp-trace.ncbi.nih.gov/1000genomes/). With more than 200,000 files though — e S — T o a0
discovering new data can be difficult. O By ndvicusi

A list of variants can be obtained for any given transcript. In addition to 5 oy poputstonts

. . . - . (to filter by populations please provide URL to a Sample-Population Mapping File in the box below)
The ftp site has a index updated nightly. This index is searchable from our website. b_asm mform_atl(_)n about a va_rlal_'n;, PolyPhen ancl_ SIFT annotation are | |
http://WWW_10009en0me_0rg/ftpsearch dISplayed to Indlcate the C|||"IIC Slgnlﬂcance Of the Varlant. e.g..ftp.1enomes.ebl.ac.uk/vol1/f’(p/re|ease/20100804/20100804.ALL.panel

| show 3 Sroutidecoes | =]  Variation Pattern Finder

S::xercr: te }: m. l l T h e S e dlC h d I I 0 WS Resicue . Variation 1D Variation type Alleles Am::g:lty Residues Codons SIFT PolyPhen _ _ _
Seareh for e on the FTP sl users to specify which @ s Sronmoss codog e : © o ote - « The Variation Pattern Finder (VPF) allows one to look for patterns of
elb on searching ftp site to get paths 5 e Mm”mwff o e a1 sh_argd variatic_m b_etween individuals in thg a VCF file. o N
 Search ontions to, to get md5> = e el or ; as oaa o « Within a vcf file different samples have different combination of variation
checksums and also 1 e o e o . T T - genotypes. The VPF looks for distinct variation combinations within a user
("Search ) filter out high volume

specifed region, shared by different individuals.
« The VPF only on variations that functional consequences for protein
coding genes such as non-synonymous coding SNPs and splice site

results like bam and Allele frequency for individual variants in different populations is displayed
fastq files on the 'Population Genetics’ page.
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RESULTS

Population genetics help

74 ﬁ les fOU nd 1000 genomes alleles frequencies Cha n g eS .
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1000 genomes Population Variation info

ftp://ftp.1000genomes.ebi.ac.uk/voll/ftp/release/20101123/interim_phasel_release AW ==y (Freq  reSSeoeap.or  me1eeiaesc e emamet

i _ TEE—— | G- 6:46620135 6:46620240 6:46620252 6:46620271
/ALL.chr9.phasel.projectConsensus.gen otypes.vcf. gz.tbi ENST00000275016  |[ENST00000275016 ENST00000275016 ENST00000275016
Population ~ Alleles Alleles Genotypes Genotypes Genotypes Count SPLICE_SITE NON_SYNONYMOUS_CODING:RMH NON_SYNONYMOUS_CODING:R/P NON_SYNONYMOUS_CODING:LV
ftp://ftp.1000genomes.ebi.ac.uk/voll/ftp/release/20101123/interim_phasel_release S :\023 (:5977 AIA :'(:6 :;; .
[ALL.chr9.phasel.projectConsensus.genotypes.vcf.gz 1000GENOMES:ALL 0.162 0.838 0.010 0.135 0.855 6
1000GENOMES:ASN 0.062 0.938 0.015 0.093 0.892 3
1000GENOMES:EUR 0.122 0.878 0.011 0.223 0.767 3 [ i, P (& B)
. . NA20314, NA20322 NA12348, NA12775 and 14 other(s)  |(0.095  |CIC cic GIC GIG
We also have various routes for users to discover new data. Users can Attach remote files as custom tracks. In example below, the i ieeimeomg “ome=ree 08 & = = m
. . NA20289, NA20294 and 4 other(s) l0.057 |TIC cic cic GIG
HGO00120 track is 1000 Genomes bam file added to the browser. I NA1Z548, 1257 md S obor)_oces I GO G
. NA12283 0.011 TIC cic CIG GIG
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» Twitter @1000genomes iz, i ;
 RSS http://www.1000genomes.org/announcements/rss.xml R N o e T
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