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Pipeline to generate variants for personal genome analysis



Paramters Zimmerome 
illumina Bam

Zimmerome 
Gerstein Bam

Mapper read % 94.47 % 98.99 %

Unmapped read % 5.53% 1.01%

Properly paired read% 92.87% 98.49

Average Mapping quality 40.2 49.52

Bam statistics for zimmerome 



3.368 million 0.188
million

0.196
million 2.703 million 0.85

million
0.08

million

GATK	illumina bam	~	3.56	million	
Isaac	illumina bam	~	3.55	million	

GATK	GS		illumina bam	~	2.78million	
Isaac	illumina bam	~	3.55	million	

Comparison of SNP calls for zimmerome



0.44 million 0.074
million

0.23
million

Comparison of INDEL calls for zimmerome 

0.297 million 0.21
million

0.083
million

GATK	illumina bam	~	0.67	million	
Isaac	illumina bam	~	0.51	million	

GATK	GS		illumina bam	~	0.38million	
Isaac	illumina bam	~	0.51	million	



To-do list

Finish NA12878 germline SNV and Indel calling

Provide germline calls to YF for Aloft run. SV and germline calls to TG for 
personal genome construction. 

Finish SV and CNV calling for snyderome and NA12878. Perform overlap with 
genomic elements

Map SNVs onto three dimensional protein structure and provide input to DC 
for STRESS calculation.

Rest of SNV call set for FunSeq analysis (XL +SKL) 

NA12878 unmapped read to RK for exogenous element analysis


