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Proper Citation

Exomiser (RRID:SCR_002192)

Resource Information

URL: http://www.sanger.ac.uk/resources/databases/exomiser/query/exomiser2

Proper Citation: Exomiser (RRID:SCR_002192)

Description: A Java program that functionally annotates variants from whole-exome
sequencing data starting from a VCF (Variant Call Format) file (version 4). The functional
annotation code is based on Annovar and uses UCSCKnownGene transcript definitions
and hg19 genomic coordinates. Variants are prioritized according to user-defined criteria
on variant frequency, pathogenicity, quality, inheritance pattern, phenotype data from
human and model organisms, and proximity in the interactome to phenotypically similar
genes.

Abbreviations: Exomiser, Exomiser2

Synonyms: The Exomiser2: Annotate and Filter Variants, Exomiser2: Annotate and Filter
Variants, Exomiser 2.0

Resource Type: production service resource, software resource, data analysis service,
analysis service resource, service resource

Defining Citation: PMID:24162188

Keywords: java, functional annotation, function, variant, whole-exome sequencing, gene,
phenotype, model organism

Availability: Free, Freely available

Resource Name: Exomiser

Resource ID: SCR_002192

Alternate IDs: SciRes_000142

Record Creation Time: 20220129T080212+0000

https://scicrunch.org/sawg
https://scicrunch.org/sawg/data/record/nlx_144509-1/RRID:SCR_002192/resolver
http://www.sanger.ac.uk/resources/databases/exomiser/query/exomiser2
https://pubmed.ncbi.nlm.nih.gov/24162188


Record Last Update: 20260808T190226+0000

Ratings and Alerts

No rating or validation information has been found for Exomiser.

No alerts have been found for Exomiser.

Data and Source Information

Source: SciCrunch Registry

Usage and Citation Metrics

We found 71 mentions in open access literature.

Listed below are recent publications. The full list is available at SPARC SAWG .
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genomic medicine, 14(4), e70220.
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Kafkas ??, et al. (2025) The application of Large Language Models to the phenotype-
based prioritization of causative genes in rare disease patients. Scientific reports, 15(1),
15093.

Zhu J, et al. (2025) Clinical genetic analysis of an adult polyglucosan body disease
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deletion exon 3-7. Frontiers in genetics, 16, 1514610.
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Godinez-Zamora GF, et al. (2025) Contribution of next generation sequencing to the
diagnosis of inborn errors of immunity in a pediatric cohort. Frontiers in immunology, 16,
1638544.
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