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òCalling something junk just because we don't understand what it does strikes me as narrow-

minded.  I suggest replacing this designation with 'funk' - functionally unknown DNA.  I would 

prefer to think of our genome as funky rather than junky.ó

-Gregory Petsko, Genome Biology,  2003
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1. Genotyping and CNVs

2. Targeted Resequencing

3. cDNA Sequencing

4. ChIP-Seq

5. Promoter-Seq
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P (NG-1) Family Pedigree

Early Onset Parkinsonõs

Bayrakli, Bilguvar, Mason et al, 2007



Illumina Genotyping ðFamily P

SNP call rate in homozygous deleted region drops <10%, 

log R ratio shows deletion, SNP Score drops to zero

P1-affected P2-affected P3-affected P50-affected P4-unaffected



Illumina ðFamily P

Confirmed homozygous deletion not found in unaffected (bottom)

chr6:162,420,000-162,550,000
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Nimblegen Arrays also show deletion


