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Objective

• To annotate genetic variants from personal
genomes
– SNPs
– Indels

• Efficient algorithm
– Command line
– Web-interface

• Visualize the results
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Types of variants

• SNPs
– Synonymous
– Non-synonymous
– Premature stop
– Removed stop
– Splice overlap

• Indels
– Insertions (frameshift, non-frameshift)
– Deletions (frameshift, non-frameshift)
– Splice overlap
– Complex
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Manifestation of
genetic variants

Balasubramanian et al., Genes Dev., 2011
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Implementation and
Performance

• All programs are implemented in C
– VCF (Variant call format) module
– VAF (Variant annotation format) module

• Visualization
– GD library

• Web-interface
– jQuery, JSON, Ajax

• Performance (approximately five times faster than ANNOVAR)
– Annotation of 10.5 SNPs (snpMapper)

• Runtime: 100 seconds
• Memory footprint: 150 MB
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Web-interface

• Low-coverage
– CEU
– YRI
– CHBJPT

• Trios
– CEU
– YRI



8



9



10

Next steps

• User-specified VCF files (file upload)

• Improvement of web-interface
– Hyperlinking

• Population statistics for variants


