Call Rate

The Illumina 1M genotyping array includes markers for copy number variation, hence the data for these markers was removed and the subject genotyping call rates were calculated. One sample was detected as a low outlier and removed from the dataset. All other samples had call rates greater than 0.95.

Cryptic Relatedness

All pairs of samples were analyzed for evidence of relatedness using the Purcell allele sharing algorithm as implemented in SVS. Identical by decent (IBD) estimation was performed using a set of 36,163 SNPs with the criteria of MAF > 0.05, call rate > 0.95, HWE P-value > 10-5, and pair-wise LD R2 <0.1. This analysis eliminated one subject.
Gender Verification

Reported gender in the provided phenotype data was verified by analysis of X chromosome heterozygosity rates for each subject. This method assumes that males should have a heterozygosity rate near zero as they have only one copy of the X chromosome, and females should have a heterozygosity rate greater than zero. Two samples that had mismatches between reported gender and calculated gender. Both were identified as having XXY karyotypes.  These samples were retained for subsequent analysis. Process resulted in a filtered list of 950,354 autosomal markers for analysis.

Population Structure 

Genotypes from 269 HapMap samples from the Illumina 1M Duo were used as a reference to verify the reported ethnicity of the samples via principal components analysis (PCA). Principal component calculations were based on the same 36,163 SNPs used for IBD testing. The HapMap samples were from four distinct ethnic groups: Caucasian (CEU), Chinese (CHB), Japanese (JPT), and Yoruban-African (YRI). PCA confirmed the expected diverse ethnic background of the subjects.  These findings directed classification of Caucasian for the purposes of this study. 
