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VCF: Variant Call Format; HGVSc: HGVS coding sequence name; HGVSp: HGVS protein sequence name; SO: Sequence Ontology. 



ANNOVAR annotation output file process (PLP variants)

VCF: Variant Call Format; PLP: Pathogenic or Likely-Pathogenic; BLB: Benign or Likely Benign;Variants-Transcript-Fun: The functional impact of genomic variants on specific transcripts; Variants-Transcript-ExonFun:

The functional impact of exonic variants on specific transcripts; NA: Not applicable



ANNOVAR annotation output file process (BLB variants)

VCF: Variant Call Format; PLP: Pathogenic or Likely-Pathogenic; BLB: Benign or Likely Benign;Variants-Transcript-Fun: The functional impact of genomic variants on specific transcripts; Variants-Transcript-ExonFun:

The functional impact of exonic variants on specific transcripts; NA: Not applicable



ANNOVAR 

variant_function file process
ANNOVAR
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ANNOVAR variant_function and 
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ANNOVAR unknown annotation

ANNOVAR HGVS streamline



ANNOVAR consequence deduplicate 



SnpEff annotation output file process

Note: For intergenic variant, SnpEff does not select the nearest gene as a representative but instead 

displays gene symbol of both genes. However, because the Feature_ID is not shown as a transcript, it 

cannot be used for subsequent join comparisons

SnpEff intergenic_region variant

VCF: Variant Call Format; PLP: Pathogenic or Likely-Pathogenic; BLB: Benign or Likely Benign;Variants-Transcript: The variants on specific transcripts



VEP annotation output file process

VCF: Variant Call Format; PLP: Pathogenic or Likely-Pathogenic; BLB: Benign or Likely Benign;Variants-Transcript: The variants on specific transcripts
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