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From Raw Genome Data to Analysis 

Schapranow, Nov 2016 

Genetic Annotations 

■  DNA Sequencing: Transformation of 
analogues DNA into digital format 

■  Alignment: Reconstruction of complete 
genome with snippets 

■  Variant Calling: Identification of genetic 
variants 

■  Data Annotation: Linking genetic variants 
with research findings 
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■  Purpose: 

□  Assess impact of genetic changes 

□  Understand gene function and possible medical therapy options 

■  Input: List of genetic variants 

■  Output: Details about certain genetic locus 
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CHROM POS ID REF ALT QUAL FILTER INFO FORMAT SAMPLE 

chr7 140753336 rs113488022 T A 61 PASS NS=1 GT 0/1 



■  Manual, time-consuming Internet search, e.g. publications, annotations, guidelines 

■  International consortiums provide fragmented information 

■  Missing linkage across individual data sources 

■  Annotations vary in completeness and correctness 

Challenges 
Today 
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■  https://www.ncbi.nlm.nih.gov/projects/SNP/snp_ref.cgi?rs=rs113488022 

Interpretation of Annotations: BRAF Gene 
dbSNP 
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Interpretation of Annotations: BRAF Gene 
Kegg 
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Interpretation of Annotations: BRAF gene 
GeneCards 
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Interpretation of Annotations: BRAF Gene 
PubMed 
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■  How to guarantee reproducibility of findings? 

■  How to enable scalability for high-throughput sequencing? 

What is Next? 
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Keep in contact with us! 

Dr. Matthieu-P. Schapranow 
Program Manager E-Health & Life Sciences 

 
Hasso Plattner Institute 

August-Bebel-Str. 88 
14482 Potsdam, Germany 

 
schapranow@hpi.de 

http://we.analyzegenomes.com/ 
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