
Laura	
  Clarke	
  
October	
  14th	
  2014	
  



There	
  was	
  235GB	
  of	
  sequence	
  in	
  the	
  ENA	
  before	
  the	
  1000genomes	
  project	
  started.	
  
	
  

•  There	
  are	
  461406	
  files	
  on	
  the	
  Jp	
  site	
  
•  There	
  are	
  580T	
  of	
  data	
  on	
  the	
  Jp	
  site	
  
•  There	
  are	
  26	
  populaLons	
  
•  There	
  are	
  2854	
  samples	
  
•  There	
  are	
  79072	
  gigabases	
  of	
  low	
  coverage	
  sequence	
  
•  28753	
  x	
  coverage	
  in	
  low	
  coverage	
  
•  There	
  are	
  35607	
  gigabases	
  of	
  exome	
  sequence	
  

There	
  are	
  currently	
  1196200GB	
  of	
  sequence	
  in	
  the	
  ENA.	
  



•  FTP	
  site:	
  Jp://Jp.1000genomes.ebi.ac.uk/vol1/Jp/	
  
§  Raw	
  Data	
  Files	
  

•  AWS	
  Amazon	
  Cloud:	
  h[p://aws.amazon.com/1000genomes/	
  
§  FTP	
  mirror	
  

•  Web	
  site:	
  h[p://www.1000genomes.org	
  
§  Release	
  Announcements	
  
§  DocumentaLon	
  

•  Ensembl	
  Style	
  Browser:	
  h[p://browser.1000genomes.org	
  
§  Browse	
  1000	
  Genomes	
  variants	
  in	
  Genomic	
  Context	
  
§  Variant	
  Effect	
  Predictor	
  
§  Data	
  Slicer	
  
§  Other	
  Tools	
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•  Two	
  mirrored	
  Jp	
  sites	
  
§  Jp://Jp.1000genomes.ebi.ac.uk/vol1/Jp	
  
§  Jp://Jp-­‐trace.ncbi.nih.gov/1000genomes/Jp	
  

•  NCBI	
  site	
  is	
  direct	
  mirror	
  of	
  EBI	
  site	
  
•  Can	
  be	
  up	
  to	
  24	
  hours	
  out	
  of	
  date	
  
•  Both	
  also	
  accessible	
  using	
  aspera	
  

§  h[p://asperasoJ.com/	
  
•  Available	
  via	
  GlobusGridFTP	
  
•  EBI	
  site	
  has	
  h[p	
  mirror	
  

•  h[p://Jp.1000genomes.ebi.ac.uk/vol1/Jp	
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Sample	
  Level	
  Files	
  

sequence_read	
  

alignment	
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cg_data	
  



Genotype	
  VCFs	
  

Site	
  VCF	
  

SupporLng	
  Data	
  Sets	
  



Current.tree	
  file	
  
Jp://Jp.1000genomes.ebi.ac.uk/vol1/Jp/current.tree	
  

Current	
   Tree	
   is	
   updated	
   nightly	
   so	
   can	
   be	
   upto	
   24	
  
hours	
  out	
  of	
  date	
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•  Data	
  Slicer	
  
•  VariaLon	
  Pa[ern	
  Finder	
  
•  VCF	
  to	
  PED	
  Converter	
  
•  Variant	
  Effect	
  Predictor	
  
•  Forge	
  
•  Allele	
  Frequency	
  Calculator	
  



•  1000	
  Genomes	
  VCF	
  files	
  contain	
  genotypes	
  for	
  
all	
  individuals	
  

•  The	
   individuals	
   are	
   from	
   many	
   different	
  
populaLons	
  

•  The	
   Allele	
   Frequency	
   Calculator	
   provides	
   per	
  
populaLon	
   allele	
   frequency	
   and	
   alternaLve	
  
allele	
  counts.	
  













CHR	
  POS 	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  ID 	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  REF	
  ALT	
  	
  AN	
  	
  	
  	
  	
  	
  	
  AC 	
  	
  	
  	
  	
  	
  FREQ	
  
2 	
  136606360 	
  rs4988252	
  A 	
  C 	
  198 	
  198 	
  1	
  
2 	
  136606413 	
  rs4988251	
  A 	
  C 	
  198 	
  198 	
  1	
  
2 	
  136606741 	
  rs2082730	
  G 	
  T 	
  198 	
  198 	
  1	
  
2 	
  136607870 	
  rs6752360	
  A 	
  T 	
  198 	
  198 	
  1	
  
2 	
  136607871 	
  rs6752362	
  A 	
  C 	
  198 	
  198 	
  1	
  
2 	
  136607976 	
  rs10648294 	
  T 	
  TCTCTC 	
  198 	
  198 	
  1	
  
2 	
  136608466 	
  rs4954492	
  C 	
  A 	
  198 	
  198 	
  1	
  
2 	
  136608231 	
  rs4954490	
  G 	
  A 	
  198 	
  158 	
  0.8	
  



The	
  InternaLonal	
  Genome	
  Sample	
  Resource	
  (IGSR),	
  
a	
  Wellcome	
  Trust	
   funded	
  project	
   that	
  will	
  be	
  built	
  
on	
   the	
   foundaLon	
   of	
   the	
   1000	
   Genomes	
   Project	
  
starts	
  in	
  2015.	
  	
  
•  IGSR	
  plans	
  to:	
  
•  Maintain	
   the	
   exisLng	
   1000	
   genomes	
   data	
   and	
  

move	
  to	
  GRCh38	
  
•  Collect	
  other	
  data	
  sets	
  generated	
  on	
   the	
  Coriell	
  

Cell	
  Lines	
  including	
  Geuvadis	
  
•  Add	
   new	
   populaLons	
   to	
   expand	
   the	
   global	
  

diversity	
  of	
  the	
  variant	
  catalog	
  



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 
	
  
Please	
  send	
  quesLons	
  to	
  info@1000genomes.org	
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