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These slides should give you an overview of the 1000 
genomes website and our Ensembl style browser 
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Glossary 

•  Pilot : The 1000 Genomes project ran a pilot study 
between 2008 and 2010 

•  Phase 1: The initial round of exome and low coverage 
sequencing of 1000 individuals 

•  Phase 2: Expanded sequencing of 1700 individuals and 
method improvement 

•  SAM/BAM: Sequence Alignment/Map Format, an 
alignment format 

•  VCF: Variant Call Format, a variant format 
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Summary 
•  1000 Genomes Website 
•  1000 Genomes Browser 
•  Gene and SNP display on Region in Detail 
•  Searching for a Gene 
•  Region in Detail 
•  Turning on Tracks 
•  File upload 
•  Gene View 
•  Structural Variation 
•  Gene Variation Zoom 
•  Transcript View 
•  Searching for a Variation 
•  Population Genetics 
•  New Variation Views 
•  Data Availability 
•  Announcements 
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http://www.1000genomes.org 
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http://browser.1000genomes.org 



Genes and SNPs 
 

UTR Coding 
Intron 

Line indicates number of SNPS Each Line is One SNP 



Searching the Browser 

•  http://browser.1000genomes.org 

 
•  Search for PTPN22 
•  Click ‘Region in Detail’ 
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Region in Detail 



Turning on Tracks 
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File upload to view with 1000 Genomes data  

•  Supports popular file types: 
•  BAM, BED, bedGraph, BigWig, GBrowse, Generic, GFF, GTF, 

PSL, VCF*, WIG   

!

* VCF must be indexed 

Manage your data 



Uploaded VCF  
Example:  
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/release/20110521/
ALL.wgs.phase1_release_v2.20101123.snps_indels_sv.sites.vcf.gz 
 



Uploaded BAM  
Example:  
http://ftp.1000genomes.ebi.ac.uk/vol1/ftp/data/HG01375/alignment/
HG01375.mapped.ILLUMINA.bwa.CLM.low_coverage.20111114.bam 
 
 
 



Back to browsing… 
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Click the Gene tab, then ‘Variation Table’ or ‘Variation Image’ 

Download 
as csv 

Get in vcf format 

Gene Tab 



Structural variation (in the Gene tab) 
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Structural Variation  

Structural Variants as 
boxes 

Table 



Variation Image 

•  Gene variation zoom  



Transcript Tab: 
Variations 

Effect on Protein: 
•  SIFT 
•  PolyPhen 



Start again- search for a variation (rs31685) 
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•  The Variation tab- left hand links take you to more information 



•  Population 



The Browser: Coming Soon 
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Data Availability 

•  FTP site: ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/ 
•  Raw Data Files 

•  Web site: http://www.1000genomes.org 
•  Release Announcements 
•  Documentation 

•  Ensembl Style Browser: http://browser.1000genomes.org 
•  Browse 1000 Genomes variants in Genomic Context 
•  Variant Effect Predictor 
•  Data Slicer 
•  Other Tools 
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Announcements 

•  http://1000genomes.org 
•  1000announce@1000genomes.org 
•  http://www.1000genomes.org/1000-genomes-

annoucement-mailing-list 
•  http://www.1000genomes.org/announcements/rss.xml 
•  http://twitter.com/#!/1000genomes 
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Questions 

Please send any questions about this presentation and any 
other material on our website to info@1000genomes.org 

23 



Thanks 

•  The 1000 Genomes Project Consortium 
•  Paul Flicek 
•  Richard Smith  
•  Holly Zheng Bradley  
•  Ian Streeter 
•  Giulietta Spudich 

24 


