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NIDA - Individual Genotype Dataset Description
Overview

The data set consists of six files.  All data files are plain text with two or more tab separated columns.  The first row of each data file consists of column headers.
SNP Information
The file snp_info.txt has the following information for a total of 295 SNPs. 

	Column Name
	Description

	SNP_ID
	Perlegen internal SNP identifier.  

	Refsnp_rsID
	The RefSnp rsID (from NCBI) when available.  Can be null.

	RefSnp_ssID
	The RefSnp ssID for SNPs Perlegen submitted to dbSNP.  Can be null.

	Allele 1
	The nucleotide code for Perlegen’s reference allele.

	Allele 2
	The nucleotide code for Perlegen’s alternate allele.

	Chromosome
	Chromosome number of the NCBI Build 35 contig on which the best alignment was found.  X is used for the X chromosome, Y for the Y chromosome and U for sequences not assigned to any chromosome in Build 35.  May be null if SNP could not be placed on any contig.

	Sex-linked
	A, autosomal; P, pseudoautosomal (on X or Y, in the pseudoautosomal region); S, sex linked (on X or Y, not in the pseudoautosomal region); U, unassigned (or unknown pseudoautosomal status for X and Y).

	Accession ID

	The accession number from NCBI Build 35 of the contig to which the SNP aligns; may be null.

	Contig Position
	Nucleotide position in NCBI build 35 contig of the reference base in the alignment; may be null.

	Strand
	+ or -, based on the strand for Allele 1 on NCBI Build 35; may be null.

	Assayed sequence
	The 29mer we assayed for this SNP, with an ambiguity character representing the SNP at the middle base.


SNPs not included in this data transfer 

The file snps_not_genotyped contains 17 SNPs that were not transferred with this data set. SNPs are excluded when their call rate is less than 80%.
	Column Name
	Description

	SNP_ID
	Perlegen internal SNP identifier.  


Individual Genotype Data
The file genotype.txt contains individual genotypes for 295 SNPs in a compact representation.  Each genotype is represented by a single character code.

	Column Name
	Description

	SNP_ID
	Perlegen internal SNP identifier.  

	Genotype 
	A string of 974 single character individual genotype codes.

	EM 
	A string of 974 2 character individual genotype quality scores or “na” for ‘n’ genotype calls.


The genotype codes are:
	Code
	Description

	r
	Homozygous reference allele (Allele 1)

	h
	Heterozygote

	a
	Homozygous alternate allele (Allele 2)

	n
	Genotype not determined


The quality scores are calculated as [-10 * log (P)], where P is the probability of a discordant genotype with another platform.  A value of 20 indicates that about 1 such genotype out of 100 would show a discordance if genotyped on another platform. 

Individual Genotype Key

The file sample.txt describes the order of the 974 samples as an index into the tab-delimited columns of genotype.txt.
	Column Name
	Description

	position
	Position within a genotype or error metric string.

	sample_id
	Sample identifier for genotypes and error metrics in this position.


Stratification report

The file nda_01_final_strat_report is a report of the analysis of genotype data for 297 well-performing SNPs across 974 samples to evaluate the effect of population structure on an association study using these samples.  

In brief, there is virtually no population stratification between the case and control samples evident, and there should be little if any variance inflation for estimates of allele frequency differences in an association study using these samples.  Additionally, there is no evidence of stratification between the different collection sites.
Samples analyzed:
We include data for 974 samples.  The breakdown of these by collection site is:

	SITE
	case
	control
	Grand Total

	1
	61
	64
	125

	2
	18
	14
	32

	3
	274
	289
	563

	4
	70
	69
	139

	(blank)
	71
	44
	115

	Grand Total
	494
	480
	974


These were received in two shipments, as follows: 
On 11-19-04, we received a file “perl5-PhenotypesForShipment1”, including phenotype information on 524 samples.

On 12-08-04, we received a file “Perlegen NIDA 12-7-04” which was a sample manifest file, including entries on 527 samples.
1. One sample that we genotyped was not in the phenotype file, so we did not know case or control status.
2. One sample was in the phenotype file, but not in the sample manifest file, and this sample was not received.
3. Four samples in the manifest and phenotype files were not received, they have a comment in the manifest “In Process”.  

4. Four controls were not analyzed, as they are designated controls, but appear to be cases. 

5. Three samples were excluded for poor data quality.
On 3-7-2005, we received a file “Perlegen 3-7-05”, with information on 482 samples, 18 listed as “In Process”, and one pair with the same customer barcode, but different sample identifiers. 
On 3-9-2005, we received a manifest file “NewNIDA_SampleManifest”, with information on 464 samples.  One of these was not sent (04NA15689).
On 3-29-2005, we received a phenotype file for these samples, “perlegen_w2”.  This document had phenotype information on 478 samples.
6. Four of the samples were also included in the first sample shipment.
7. One sample was excluded for poor data quality.
8. Fourteen samples were included in the original sample manifest, but were not sent.  These samples were excluded from the new manifest.

9. Two of the samples were in the first manifest and the phenotype file with the same customer barcode.  These samples are included in the data transferred and in the strat analysis, but we recommend not using them for these studies.
The following table summarizes these sample discrepancies:
Summary of sample discrepancies:
	Shipment
	Cell_Line_PhenotypeFile
	Comments

	1
	03NA08850
	DNA not sent

	1
	04NA13192
	Control - appears as Case

	1
	04NA13786
	No phenotype

	1
	04NA14390
	Control - appears as Case

	1
	04NA14565
	Control - appears as Case

	1
	04NA14844
	Poor Data Quality

	1
	04NA14849
	Poor Data Quality

	1
	04NA14910
	Poor Data Quality

	1
	04NA15097
	Control - appears as Case

	1
	04NA15288
	DNA not sent

	1
	04NA15291
	DNA not sent

	1
	04NA15303
	DNA not sent

	1
	04NA15308
	DNA not sent

	1 & 2
	04NA13433
	dup in shipment 2 - Data sent

	1 & 2
	04NA14299
	dup in shipment 2 - Data sent

	1 & 2
	04NA14507
	dup in shipment 2 - Data sent

	1 & 2
	04NA14564
	dup in shipment 2 - Data sent

	2
	02NA05351
	DNA not sent

	2
	04NA15618
	DNA not sent

	2
	04NA15688
	Same PartnerBC – Data sent

	2
	04NA15689
	Same PartnerBC – Data sent

	2
	04NA15765
	Poor Data Quality

	2
	04NA15802
	DNA not sent

	2
	04NA15822
	DNA not sent

	2
	04NA15858
	DNA not sent

	2
	04NA15942
	DNA not sent

	2
	04NA16013
	DNA not sent

	2
	04NA16269
	DNA not sent

	2
	04NA16298
	DNA not sent

	2
	04NA16485
	DNA not sent

	2
	05NA16647
	DNA not sent

	2
	05NA16764
	DNA not sent

	2
	05NA16788
	DNA not sent

	2
	05NA17026
	DNA not sent
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