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Insertion Duplication

Inversion Tandem Repeat Translocation

Deletion



VARIATION BETWEEN TWO HUMAN GENOMES

Huddleston et al. (2017) Genome Research 27(5):677-85.
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STRUCTURAL VARIANTS DETECTED IN A HUMAN GENOME
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SEQUENCING + ANALYSIS

Li and Durbin (2009) Bioinformatics 25:1754-60.
McKenna et al. (2010) Genome Research 20:1297-303.
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3 COMPONENTS TO PBSV

pbsv command line utility for top-level commands

pbsvutil command line utility for detailed commands

SMRT Link web interface



TOP-LEVEL PBSV COMMANDS

pbsv generate-config [-h] [-o sv.cfg]

(optional) Generate a configuration file to specify options for other stages.

pbsv align [-h] [--cfg_fn sv.cfg]
ref.fa subreads.bam ref.align.bam

Map reads to a reference genome with a “structural variant aware” aligner.

pbsv call [-h] [--cfg_fn sv.cfg]
ref.fa ref.align.bam ref.sv.bed|vcf

Call structural variants from aligned reads.
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PBSV ALIGN UTILIZES NGM-LR

Rescheneder, Sedlazeck, and Schatz. https://github.com/philres/ngmlr/.
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PBSV CALL: STAGED STRUCTURAL VARIANT CALLER
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PBSV: SMRT LINK STRUCTURAL VARIANT CALLER

SMRT Analysis
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PBSV: SMRT LINK STRUCTURAL VARIANT CALLER

SMRT Analysis
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PBSV: SMRT LINK STRUCTURAL VARIANT CALLER

SMRT Analysis

chr1 904490 904587 Deletion -97 . GT:AD:DP 0/1:9:15 SVANN=TANDEM
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