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Objective

e Variant calling: critical step in the analysis of NGS data
e Potential mistakes for a number of reasons
* <1% Incorrect calls: anomaly detection procedure implemented via autoencoder (AE) model

Conclusions

e Autoencoders show promise in detecting anomalies and efficiently capturing complex patterns

e Data with limited covariates variability can be represented by principal components

e The number of principal components and neural network architecture profoundly influence anomaly
detection efficacy
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