
Advanced Variant Calling 

You are here! 



Types of Genome Sequence Variants 

1.  Single Nucleotide Variants (SNVs) 
– Single base changes, e.g., A→T. 

2.  Insertions-Deletions (Indels; DIPs)  
– Consisting of one or a few bases, e.g., +ATGA, ΔT. 

3.  Structural Variants (SVs) 
– Everything else: large deletions, insertions, 

duplications, inversions, translocations, mobile 
element insertions, horizontal gene transfer 

  Different	
  sequencing	
  informa2on	
  and	
  different	
  
algorithms	
  are	
  used	
  to	
  predict	
  each	
  kind	
  of	
  variant.	
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Advanced Variant Calling 

•  Problem cases for simple variant callers 
•  Structural variants 
•  Copy number variants 
•  Pooled samples or mixed populations 













Pitfalls of the column mindset 

Requires local multiple sequence re-alignment to get it right! 

Implemented in samtools mpileup and the  
Genome Alignment Toolkit (GATK). 






























