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Single Nucleotide Polymorphisms (SNPs)
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Genotypes as the difference count from the reference

GENOME-WIDE ASSOCIATION STUDIES
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PRS =

##POLYGENIC SCORE (PGS) INFORMATION
#pgs_1d=PGS000073
#trait_reported=Cervical cancer
#variants_number=10
#weight_type=1log(OR)

rsID chr_name chr_position effect
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Given a PRS, we need to find how many

times it includes each effect weight 3

= Use dynamic programming and
population statistics
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» Panel of 298 PRSs (2 to 49 SNPs)
4,821 SNPs total, 2,654 unique

» 2,535 genome samples from the
1000 Genomes Project

» We calculate PRSs and then
attempt to recover genotypes
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» 2,600 guessed SNPs on average

At least 454 out of 4,723 PRS models in the PGS Catalog
are vulnerable to genotype recovery
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» 68 samples with 1st or 2nd kins
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Number of possible scores
In the UK Biobank dataset
with 500K samples, a PRS
model with 27 SNPs leads
to 95% unique scores
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