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Presenter
Presentation Notes
Standard chr22 masking experiment with Bierut European American study data (masking non-550K SNPs, imputing remaining 1M SNPs and checking concordance via netCDF and R calculations)Use Mar 31 release as an unphased dataset; only filtering done to ref panel was to exclude non-diallelic SNPs Plotting mean concordance and efficiency by MAF binsFiltered concordance is similar across all MAF levelsEfficiency decreases for more frequent SNPs (i.e., on average, genotypes are imputed with less certainty at these SNPs)Overall, concordance and efficiency is comparable to first 1000 Genomes imputation analysis, which used the April 2009 phased data release:Mean eff =87.9%, mean concordance at 0.9 filtering=97.5%
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Gender and sex chromosome aneuploidy
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X Chromosome Heterozygosity



Gender check and sex chromosome anomalies

Presenter
Presentation Notes
The presumptive XXY appear to have X intensity as a normal female,  but could be mosaics.  They all lack X heterozygosity.The XO-looking female seems to be a mosaic, according to the BAlleleFreq plot.
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BAlleleFreq (BeadStudio) is a transformation of Theta 
(to standardize mean positions of AA, AB and BB to 0, 0.5 and 1.0)

0.0 0.5 1.0

BAlleleFreq = continuous estimate of allele frequency in a single individual

tAA tAB tBBMeans:

R = intensity of allele A + intensity of allele B
Theta = polar coordinate angle

Presenter
Presentation Notes
Theta > tBB  1.0Theta < tAA  0.0Theta = tAB  0.5tAA < Theta < tAB   linear interpolation  between 0 and 0.5tAB < Theta < tBB   linear interpolation between 0.5 and 1.0



















Estimated Relatedness

PLINK IBD estimates with kinship > 0.05



Population Structure



All unrelated samples ( minus one outlier and minus HapMap)

Presenter
Presentation Notes
Set 4_2 – all cap unrelated samples minus 10125
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SNP set A

Presenter
Presentation Notes
Set 4_2 correlation ignoring study (“All”)
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