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DATA SOURCES

Sanger, Broad, Illumina data are from OPAs 508, 769, 770, 6049, 6050,6420

Duke data submitted as .zip files on 2/17/05 & 3/16/05

Broad also submitted data from Sequenom platform (pools w1123-w1138)

HLA data submitted by NCI-Fred but is separate from SNP files.

QUALITY CONTROL

(1) Determined HG34 map positions for all assays.

(2) Generated pre-QC genotype files for each population.  This file contains genotypes for all assays submitted.  See table 1 & 2 for description of file formats.

(3) Characterize HWE, ME, MAF, %genotyped, duplicate DNA discrepancies for all assays in each population (CEU+, YRI, JPT, HCB)**.  HWE, ME, MAF, %genotyped calculated using Haploview3.0.  See table 3 for DNA discrepancy count rules.

(4) Generated variant description file.  See table 4 for description of file.

(5) Generated post-QC genotype file for each population.  This file contains genotypes for all individuals with > 75% genotyping success and variants that have:

1. > 90% genotype in any 1 96 well plate.  

2. < 2 DNA discrepancies/plate  

3. < 2 Mendel errors/plate

4. HW p-value > 0.001 /plate

These tests were performed in the order they are listed (see below).

** N.B. DNA samples are as per HapMap except CEU+ where additional DNAs have been included.

LIST OF FILES

SNP and DIP data files

	
	File Name
	Data Type
	Comment

	1
	YRI.preQCdata.txt
	Genotype data
	Pre QC

	2
	CEU+.preQCdata.txt
	Genotype data
	Pre QC

	3
	HCB.preQCdata.txt
	Genotype data
	Pre QC

	4
	JPT.preQCdata.txt
	Genotype data
	Pre QC

	5
	YRI.pedfile.txt
	Genotype data
	POST QC

	6
	CEU+.pedfile.txt
	Genotype data
	POST QC

	7
	HCB.pedfile.txt
	Genotype data
	POST QC

	8
	JPT.pedfile.txt
	Genotype data
	POST QC

	9
	MarkerListALL.txt
	Marker name and position
	Pre QC

	10
	MarkerListFINAL.txt
	Marker name and position
	POST QC

	11
	VariantDescription.txt
	Info regarding all assays
	

	12
	percentGenotypingByIndividual.xls
	Genotyping call rates
	Summary table

	13
	GAPdescription.txt
	Flanking marker names & positions
	Gaps >10 kb

	14
	README
	File that you are currently reading
	


FILE DESCRIPTIONS

Table1. Genotype files:  Pre & Post QC

	Column***
	Description
	Values

	Pedigree ID
	Identifier for pedigree
	String

	Individual ID
	Identifier for individual
	String

	Father ID
	Identifier for father
	String

	Mother ID
	Identifier for mother
	String

	Gender
	Gender
	1 = male, 2 = female

	Genotypes
	Pre QC contains genotypes for all assays submitted.

Post QC contains genotypes for all markers that passed QC.
	1,2,3,4 (A,C,G,T)


*** No header line in file.  Marker name and position can be found in MarkerListALL.txt for pre-QC and MarkerListFINAL.txt for post-QC.

Table2. DNA Discrepancy Count Rules

	DNA 1 Call
	DNA 2 call
	Discrepancy Count

	AA
	AA
	0

	AA
	AB
	1

	AA
	BB
	2


Table 3. Variant description file

	Column
	Description
	Values

	Id
	 identifier for each variant
	rs#

	Type
	type of variant
	snp , indel

	Submitter
	submitting center 
	Duke, Illumina , Sanger, Broad , NCI

	Batch
	OPA or data received by Broad
	

	PrefixedId
	Variant identifier plus center prefix
	Ill_, Bro_, S_, Duke_, NCI_

	NCBIbuild34position
	
	

	%geno by population 
	genotyping percentage
	0-100

	ME by population
	number of ME
	0-n

	HWE by population
	HWE p-value
	0-n

	MAF by population
	MAF
	<=1

	Discrepants by individual
	# of discrepancies between duplicate DNAs
	0-n

	Pass/Fail by Population
	Pass or fail in population
	1 = pass , 2 = fail

	Pass/Fail QC by overall
	
	1 = accept

2 = reject based on % geno

3 = reject based on DNA discrepancy

4 = reject based on ME

5 = reject based on HWE

6 = reject because other duplicate assay performed better (% geno).


HLA Data Files

	
	File Name
	Data Type

	1
	YRI.HLAtypes.txt
	HLA typing data

	2
	CEU+.HLAtypes.txt
	HLA typing data

	3
	HCB.HLAtypes.txt
	HLA typing data

	4
	JPT.HLAtypes.txt
	HLA typing data


Summary of mapping and QC results for SNP/DIP data 

Total # Assays (n=8819)


Total # Assays with HG34 map position (n=8562)


Total # where >90% genotyping in at least one population (n=7150)


Total # where < 2 discrepancies/plate (n=7122)


Total # where < 2 Mendel errors/plate (n=7076)


Total # where HW p-value > 0.001 /plate (n= 6939)


FINAL LIST OF NON-REDUNDANT MARKERS PASSING QC (n= 6300) ***

*** When a given SNP was typed more than once, and that more than one assay passed the QC measures, we selected to pass the genotype data for the most complete assay (ie in terms of %genotype)

4

