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http://www.pnas.org/cgi/content/full/104/24/10110



ÁCopy-number variants are form of genetic 
variation in population
ÁGenotype-phenotype studies want to know 

about CNVs
ÁWe only have SOME approximate genomic 

coordinates of CNV breakpoints

2/12/2008 2



ÁComparative 
Genome 
Hybridization shows 
where two 
sequences are alike
ÁComparing 

reference and 
experimental via 
CGH shows where 
repeats are

http://www.nature.com/ng/journal/v37/n6s/full/ng1569.html
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ÁRegions flanked by SDs 
are susceptible to 
rearrangements

ÁHotspots ɀprone to 
CNVs
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ÁHighRes-CGH data & 
genomic sequence 
features

2/12/2008 4



S
D

s
B

re
a

kp
o

in
ts

2/12/2008 5



ɆTalk about his day on 
phone

Friend lives far 
away

ɆWalk, shop, clean
Friend does 3 

activities, based 
ONLY on weather

ɆBut you have general 
trends

You don't have 
information 

about weather
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