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Punch Line 

• Few technical or material issues 
–  Hurtles, not walls 

• Conceptual issues 
–  e.g. Clear articulation of the goal 

• Organizational issues 
–  Going to be the most difficult 

 
 



Technical and Material Issues #1 

Available samples on well-
phenotyped individuals. 

 
 

Data Sharing 

 
 



Technical and Material Issues #2 
Data Processing and Handling 

BCM HGSC Mercury 
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BAM 

Mapping Refinement 
Quality Recalibration 
Local Realignment 
Local assembly 
Unmapped Read Assembly 
Poor Alignment Removal 

Feature Annotation 

GFF 

Gene Features 
Regulatory RNAs 
Epi-genomic Features 
Evolutionary Conserved      
   Non-coding Annotation 

Variant Identification 

VCF 

SNPs and Indels 
Phasing 
CNVs 
Structural Variation 
Epi-genomic Marks 
Validation 

Data Flow Management 

Library &  
Sequence 
Production 

L.I.M.S. 
E.L.S.I. 
Sample 

Management Bio-
Bank 

Validation 

Genetic and 
Population 
Analysis 

Computational 
Analysis 

 Data 
Dissemination 

Master Control Program and Computational Resource 

Laboratory Resource 

Mapping 

BAM 



Conceptual Issues 

Lack of a conceptual framework 
for rare variants and public health 

 

Need to recognize success 

 



Organizational Issues 

Silos Clear Goals and Expectations 



CHARGE Consortium (Old, GWAS) 
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CHARGE Consortium (New, WGS) 
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Organizational and Conceptual Issues 

Bring Down the Silos and Having Clear Goals  



But, I am an optimist….. 
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