
Personal	Genome	Analysis
Variant	calling	and	Examples
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Consensus structural variations across three genomes
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Arif’s/Sushant’s	example	I

Amplification

Deletion



Arif’s/Sushant’s	example	II
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Pseudogene	CNV
Pseudogenes Processed pseudogenes Human specific 

processed pseudogenes
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Pseudogene	CNV	– Example	I

CBX3	Insertion	Point

CBX3	Parental	gene



ALU	variation

# of Alu in the 
genome AluY

Human 1,238,995 146,308
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