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Molecular Genetic Approaches for Rare
Diseases through Exome Sequéncing and
Multi-Omics Analyses
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A supercharged exome ;?
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Target - RIS/ \— I SMAD4 exon, TP53 exon,
PTEN 5' UTR gap, FGFR2%: &
- Pharmacogenomics (PGX) SNPs
Wasted Data - Sample ID SNPs (Pengally et al)
- Gene Testing Repository 77X X _ED#IGF

Useful Data Over-Sequencing Under-Sequencing Off-Target
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