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SV Defined by Examples

Alkan et al. (2011) 
Nature Reviews Genetics



  

Goals of SV Studies

● Identify SV breakpoints
● Quantify copy number of SVs
● Interrogate possible roles in complex traits



  

SV Discovery Methods

● Array CGH
● SNP Microarray
● Sequencing

● Read-pair
● Read-depth
● Split-read
● Sequence assembly



  

Discovery method & SV size



  

Discovery method & SV class



  

SNP Microarrays: BAF & LRR

Laurie et al. (2012) 
Nature Genetics



  

Comparing sequencing-based methods

Alkan et al. (2011) 
Nature Reviews 
Genetics



  Alkan et al. (2011) 
Nature Reviews Genetics

SV discovery biases

●Many discoveries are 
unique to method
●Read depth accurately 
predicts absolute copy 
number
●Other sequencing-based 
methods fail to predict 
absolute copy number



  

Genotyping SVs

● PCR-based
● PCR across known breakpoints

● SNP array-based
● Array CGH-based

● WTCCC

● Sequencing-based



  

●114 subjects
●Affymetrix 6.0 SNP Chip
●Sequence read depth

●Highly duplicated TBC1D3 gene family
●Array CGH
●Sequence read depth



  

SV roles in complex traits
●Association studies
●Psychiatric phenotypes

● Autism spectrum disorders
● Schizophrenia
● ADHD

●Cancer genomics
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