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Proper Citation

ExomeDepth (RRID:SCR_002663)

Resource Information

URL: http://cran.r-project.org/web/packages/ExomeDepth/

Proper Citation: ExomeDepth (RRID:SCR_002663)

Description: Software that calls copy number variants (CNVs) from targeted sequence
data, typically exome sequencing experiments designed to identify the genetic basis of
Mendelian disorders.

Resource Type: software resource

Defining Citation: PMID:22942019

Keywords: software package, unix/linux, mac os x, windows, r, bio.tools

Availability: Free, Available for download, Freely available

Resource Name: ExomeDepth

Resource ID: SCR_002663

Alternate IDs: OMICS_05443, biotools:exomedepth

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

License: GNU General Public License, v3

Record Creation Time: 20220129T080214+0000

Record Last Update: 20260725T190527+0000

Ratings and Alerts

No rating or validation information has been found for ExomeDepth.

https://scicrunch.org/nidm-terms
https://scicrunch.org/nidm-terms/data/record/nlx_144509-1/SCR_002663/resolver
http://cran.r-project.org/web/packages/ExomeDepth/
https://pubmed.ncbi.nlm.nih.gov/22942019


No alerts have been found for ExomeDepth.

Data and Source Information

Source: SciCrunch Registry

Usage and Citation Metrics

We found 262 mentions in open access literature.

Listed below are recent publications. The full list is available at nidm-terms .
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(DLDD): Phenotypic Spectrum, Laboratory Findings, and Therapeutic Approaches in 52
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Sheth J, et al. (2025) Prenatal diagnosis of rare genetic disorders: fourteen years'
experience of a tertiary genetic centre from India. Orphanet journal of rare diseases, 20(1),
471.

Chen Q, et al. (2025) A novel frameshift variation of PKD1 in familial autosomal dominant
polycystic kidney diseases: expanding the clinical phenotype and genetic spectrum of
PKD1 disorders. BMC medical genomics, 18(1), 170.

Stangner K, et al. (2025) Apremilast improves cardiomyocyte cohesion and arrhythmia in
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congenita and Diamond-Blackfan anemia. Orphanet journal of rare diseases, 20(1), 511.
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Hypophosphatemia with Delayed Puberty and Growth Failure. Hormone research in
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D'Abrusco F, et al. (2025) Pathogenic cryptic variants detectable through exome data
reanalysis significantly increase the diagnostic yield in Joubert syndrome. European
journal of human genetics : EJHG, 33(1), 72.
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Disorder Associated With a Novel PRPF8 Variant. Molecular genetics & genomic
medicine, 13(3), e70084.
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Pathogenic Variants. Cells, 14(13).
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study. Human genetics, 144(5), 545.
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abnormalities. BMC medical genomics, 18(1), 23.
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pedigree and literature review. Human genomics, 19(1), 103.
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Patient Cohort Using a Custom smMIP Reagent for Selective Enrichment of Target Loci.
Human mutation, 2025, 8942542.

Li M, et al. (2025) Identification and functional analysis of a novel SMARCC2 splicing
variant in a family with syndromic neurodevelopmental disorder. Orphanet journal of rare
diseases, 20(1), 48.

Liu X, et al. (2025) A novel TGFBR2 mutation causes Loeys-Dietz syndrome in a Chinese
infant: A case report. Heliyon, 11(2), e42116.

Gao H, et al. (2025) Expanding the Genetic and Clinical Spectrum of Hereditary
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clinical immunology, 45(1), 124.


