Searching for SNVs associated with rare disorders
Slides on rare nonsynonymous coding SNVs: [[link to slide pack containing 4 images]]

The RareVariantVis package identifies harmful variants associated with extremely rare disorders using whole genome sequencing data. When RareVariantVis was applied to subjectZ, no major chromosomal abnormalities were detected (such abnormalities would manifest as regions exceeding 1Mb that exhibit loss-of-heterozygosity). We therefore focused on 1033 rare nonsynonymous coding SNVs.
[bookmark: _GoBack]434 (42%) of these SNVs are not present in the Snyder or NA12878 genomes. 37 of those 434 are located in a major histocompatibility complex on chromosome 6, which is the biggest aggregation of rare SNVs in subjectZ. There are 2 other rare SNV-enriched areas (these are often observed in other samples): one in chromosome 1 (16 SNVs in the area around NBPF10) and another in chromosome 7 (10 SNVs in the area around MUC12). NBPF10 and MUC12 are repetitive genes with unknown functions. Chromosomes X and Y have historically been difficult to evaluate for technical reasons, so results obtained on these chromosomes should thus be treated with greater care.

additional images:   RareVariantVis SNVs in subjectZ (zip file) – [[links to :
http://archive.gersteinlab.org/proj/zimmerome/part05/data/rarevariantvis/RareVariantVis_Variants_160613.zip ]]

Link to RareVariantVis https://www.bioconductor.org/packages/3.3/bioc/html/RareVariantVis.html
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