Sequencing

GATK variant calling on 920 samples simultaneously

Imputation

Beagle imputation at >9.7M sites in 920 samples

Non-reference discordant calls removed = 0.0%
Non-reference concordance = 99.26%
Ti/Tv = 2.39

Non-reference discordant calls removed = 0.0%
Non-reference concordance = 79.3%
| average RZ = 0.06

Standard Best Practices

Separate samplels into six batches
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Batch 2
raw variants

\/
Batch 1
raw variants

Genotype filters
1) Depth (DP)
2) Quality (GQ)

|

Improved Processing and Filtering Methods
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Batch 3
raw variants...

Genotype filters
1) Quality (GQ)

Non-reference discordant calls removed = 99.5%
Non-reference concordance = 99.8%

Variant filters
1) Monoallelic variants
2) No genotype variants

FPs removed = 32.53%; FNs removed = 60.07%
Non-reference concordance = 99.70%

| average R2=0.83

Variant filters
1) Hardy-Weinberg Equilibrium
2) Average GQ
3) Call rate

Y

| TilTv = 2.52

Merge batches together

GATK Variant Quality Score Recalibration

FPs removed = 83.66% FPs removed = 94.55%
FNs removed = 10.53% FNs removed = 69.51%
Non-ref concordance = 99.33%

Non-ref concordance = 99.77%

TifTv = 2.63 TiTv =275
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