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Combining Artificial Intelligence and RNA-Seq to elucidate new etiologies of
genetic neurological disorders in childhood.
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Rare and intractable neurological diseases with childhood onset are highly
heritable. However, even with whole genome sequencing, the causative gene identification rate is
around 60%. New analysis methods need to be developed. Using SpliceAl, a splice site prediction
algorithm based on artificial intelligence (Al) technology, we detected variants that had not been
detected by conventional splice site prediction algorithms. An expression study of the variants
using LCL showed aberrant transcripts suggesting splice abnormalities. Exome data of 488 samples
from the probands and their families were analyzed using SpliceAl. Seven pathogenic splicing
variants were identified. We confirmed the usefulness of Al in detecting new genetic etiologies.
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