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Abstract:

Identifying high-impact variants is essential for deciphering the genetic basis of diseases.
Here | created the first benchmark for expression outlier prediction in human tissues. | further
developed AbExp, a method to predict aberrantly underexpressed genes from DNA
sequence. Despite modest predictive ability from existing scores like CADD and LOFTEE,
AbExp outperformed these 6-18 fold. Finally, | used AbExp to improve rare variant

association studies and phenotype prediction in the UK Biobank.



