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Proper Citation

PolyPhen: Polymorphism Phenotyping (RRID:SCR_013189)

Resource Information

URL: http://genetics.bwh.harvard.edu/pph2/

Proper Citation: PolyPhen: Polymorphism Phenotyping (RRID:SCR_013189)

Description: Software tool which predicts possible impact of amino acid substitution on 
structure and function of human protein using straightforward physical and comparative 
considerations. PolyPhen-2 is new development of PolyPhen tool for annotating coding 
nonsynonymous SNPs.

Abbreviations: PolyPhen, PolyPhen-2, POLYPHEN

Synonyms: PolyPhen, POLYPHEN, PolyPhen-2, Polymorphism Phenotyping, 
Polymorphism Phenotyping v2

Resource Type: data processing software, simulation software, data analysis software, 
software resource, software application

Defining Citation: PMID:20354512, PMID:23315928

Keywords: annotate, nonsynonymous, SNP, predict, coding, damaging, effect, missense, 
mutation, sequence, variant, phenotype, genetic, disease, exon, protein, coding, fraction, 
genome, bio.tools

Funding:

Resource Name: PolyPhen: Polymorphism Phenotyping

Resource ID: SCR_013189

Alternate IDs: SCR_013200, OMICS_00136, nlx_154540, nif-0000-21329, 

https://dknet.org
https://dknet.org/data/record/nlx_144509-1/SCR_013189/resolver
http://genetics.bwh.harvard.edu/pph2/
https://pubmed.ncbi.nlm.nih.gov/20354512
https://pubmed.ncbi.nlm.nih.gov/23315928


biotools:polyphen, SCR_013238

Alternate URLs: https://bio.tools/polyphen

Old URLs: http://www.bork.embl-heidelberg.de/PolyPhen/

Record Creation Time: 20220129T080314+0000

Record Last Update: 20250429T055602+0000

Ratings and Alerts

No rating or validation information has been found for PolyPhen: Polymorphism Phenotyping.

No alerts have been found for PolyPhen: Polymorphism Phenotyping.

Data and Source Information

Source:  SciCrunch Registry 

Usage and Citation Metrics

We found 4019 mentions in open access literature.

Listed below are recent publications. The full list is available at dkNET.

Smith TB, et al. (2025) Bi-allelic variants in DAP3 result in reduced assembly of the 
mitoribosomal small subunit with altered apoptosis and a Perrault-syndrome-spectrum 
phenotype. American journal of human genetics, 112(1), 59.

Yang J, et al. (2025) Manic Fringe promotes endothelial-to-mesenchymal transition mediated 
by the Notch signalling pathway during heart valve development. Journal of molecular 
medicine (Berlin, Germany), 103(1), 51.

Van Haute L, et al. (2025) Pathogenic PDE12 variants impair mitochondrial RNA processing 
causing neonatal mitochondrial disease. EMBO molecular medicine, 17(1), 193.

Bayam E, et al. (2025) Bi-allelic variants in WDR47 cause a complex neurodevelopmental 
syndrome. EMBO molecular medicine, 17(1), 129.

Naveed M, et al. (2025) Exploration of alcohol dehydrogenase EutG from Bacillus tropicus as 
an eco-friendly approach for the degradation of polycyclic aromatic compounds. Scientific 
reports, 15(1), 3466.

Fan X, et al. (2025) Genotype-phenotype correlations for 17 Chinese families with inherited 
retinal dystrophies due to homozygous variants. Scientific reports, 15(1), 3043.

https://dknet.org/about/sources/nlx_144509-1
https://dknet.org/data/record/nlx_144509-1/SCR_013189/resolver/mentions


Anania M, et al. (2025) Identification of Four New Mutations in the GLA Gene Associated 
with Anderson-Fabry Disease. International journal of molecular sciences, 26(2).
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