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The good, the bad, and the ugly

HLA-DRB1 is a gene with 13 paralogs
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Finding a needle in a needle stack

3,494,429 SNVs and short indels

● which ones are real?
● which ones are causal?
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De novo mutations
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Not a real DNM
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Both chromosomal copies affected, very likely a false positive!
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Haplotype consistency
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How to estimate overall callset quality?

● ti/tv .. proportion of transitions vs transversions
● VAFxx .. proportion of calls with small VAF (variant allele frequency)
● het/hom .. proportion of heterozygous vs homozygous calls  

In trios
● transmission rate .. ~50% of parental singletons should be transmitted to the child
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Also known as ti/tv





doi: 10.1016/j.csbj.2019.12.013

8-oxo-7,8-dihydroguanine 

likes to pair with adenine

https://doi.org/10.1016%2Fj.csbj.2019.12.013
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Calls with VAF<40%
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