


CYP Nomenclature - 1996

Estabrook

In order to provide the science field a 
with a unified nomenclature, the star 

(*) allele nomenclature has been 
devised to “encourage scientists 

worldwide to speak the same 
language” and to avoid home-made 
allele designations that can confuse 

the scientific literature.
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CYP2D6 Nomenclature - 1996



Human P450 Gene Nomenclature - 2000



www.cypalleles.ki.se/ - 2002

Magnus Ingelman-Sundberg
Karolinska Institute, Stockholm, Sweden

http://www.cypalleles.ki.se/


https://www.pharmgkb.org/guideline/PA166104996

https://www.pharmgkb.org/guideline/PA166104996


Clinical Test Reports also Use Star Nomenclature



Tools to call genotype from NGS data
Astrolabe

http://www.childrensmercy.org/Health_Care_Professionals/Research/Pediatric_Genomic_Medicine/Software_Tools/                     www.pharmgkb.org/page/pharmcat



www.cypalleles.ki.se/

http://www.cypalleles.ki.se/


is a PGRN Resource

1R24GM123930-01





Gene Expert Groups
 Consist of chair and co-chair, 3-5 experts and 

PharmGKB representative
 Experts ideally cover research, clinical and industry
 Review submissions and recommend allele 

designation(s)
 Participate in PharmVar member calls

 Other tasks include
 Review submission SOP for “their” gene(s)
 Provide advice as gene(s) are transitioned to PharmVar db
 Participate in publications



www.PharmVar.org



www.PharmVar.org



Submission Form

Allele definition Criteria

Membership Application Form

Membership Directory – coming soon

www.PharmVar.org



Database – Key Features

 Use standardized numbering/coordinates  
 Consistent use of RefSeqs
 Obtain Locus Reference Genomic (LRGs)
 Need to redefine/update some variant definitions
 Cross-reference to legacy nomenclature/numbering

 Centralized and transparent submission process 
 Accept subvariants (starting with CYP2D6)
 Variant sequences downloadable 
 Easy to use display features 
 Long-term goal is to include other clinically relevant non-CYP genes



PharmVar db:  Variants numbering and coordinates



PharmVar db:  Variants numbering and coordinates



PharmVar db:  Variants numbering and coordinates

The CYP2D6 sequence in GRCH37 corresponds to a *2 sequence 



Read Me documents



PharmVar db: Graphic displays

Table formats

Sequence alignments



 Launch of PharmVar V0.5 in early 2018
 First 3 genes: CYP2C9, 2C19 and 2D6
 Building the membership base
 Gene expert groups to be formalized
 First submissions received – review pending

In the works…..

The new home for PGx Variation
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