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Proper Citation

PheKB (RRID:SCR_005292)

Resource Information

URL.: http://phenotype.mc.vanderbilt.edu/

Proper Citation: PheKB (RRID:SCR_005292)

Description: Collaborative environment of building and validating electronic phenotype
algorithms using electronic medical records (EMRs) and natural language processing (NLP)
for use in genome-wide association studies (GWAS). On this site you can: View existing
algorithms, Enter or create new algorithms, Collaborate with others to create or review
algorithms, View implementation details for existing algorithms. The Electronic Medical
Records and Genomics Network (eMERGE) has investigated whether data captured through
routine clinical care using electronic medical records (EMRSs) can identify disease
phenotypes with sufficient positive and negative predictive values for use in genome-wide
association studies (GWAS). Most EMRs captured key information (diagnoses, medications,
laboratory tests) used to define phenotypes in a structured format; in addition, natural
language processing has also been shown to improve case identification rates. PheKB is an
outgrowth of that validation effort. Phenotype algorithms can be viewed by data modalities or
methods used: CPT codes, ICD 10 codes, ICD 9 codes, Laboratories, Medications, Vital
Signs, Natural Language Processing Algorithms can also be viewed by: * Implementation
results (positive predictive value, sensitivity, publications) * Institution * Work Group

Abbreviations: PheKB

Synonyms: Phenotype KnowledgeBase, PheKB - a knowledgebase for discovering
phenotypes from electronic medical records

Resource Type: software repository, software resource, knowledge environment

Defining Citation: PMID:20362271



https://neuinfo.org
https://neuinfo.org/data/record/nlx_144509-1/SCR_005292/resolver
http://phenotype.mc.vanderbilt.edu/
https://pubmed.ncbi.nlm.nih.gov/20362271

Keywords: phenotype, electronic medical record, medical record, human, clinical, white
blood cell, red blood cell, lipid, algorithm, height, cardiac conduction, genome-wide
association study, natural language processing

Related Condition: Atrial fibrillation, Crohn™'s disease, Multiple Sclerosis, Rheumatoid
arthritis, Type 2 diabetes mellitus, Dementia, Cataracts, Hypothyroidism, Diabetic
Retinopathy, High-Density Lipoprotein, Peripheral Arterial Disease

Funding:

Resource Name: PheKB

Resource ID: SCR_005292

Alternate IDs: nix_144339

Record Creation Time: 20220129T080229+0000

Record Last Update: 20250418T055103+0000

Ratings and Alerts
No rating or validation information has been found for PheKB.

No alerts have been found for PheKB.

Data and Source Information

Source: SciCrunch Registry

Usage and Citation Metrics
We found 24 mentions in open access literature.
Listed below are recent publications. The full list is available at NIF.

Xu J, et al. (2024) Combining Federated Machine Learning and Qualitative Methods to
Investigate Novel Pediatric Asthma Subtypes: Protocol for a Mixed Methods Study. JIMIR
research protocols, 13, e57981.

Johnson R, et al. (2024) Unified Clinical Vocabulary Embeddings for Advancing Precision
Medicine. medRxiv : the preprint server for health sciences.

Ritchie SC, et al. (2024) Integrated clinical risk prediction of type 2 diabetes with a
multifactorial polygenic risk score. medRxiv : the preprint server for health sciences.
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Berchuck S, et al. (2022) A Framework for Automating Psychiatric Distress Screening in
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technology, 11(10), 6.
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sickle cell disease patients. BMC medical informatics and decision making, 21(1), 268.
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research, 5(11), e28620.
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De Freitas JK, et al. (2021) Phe2vec: Automated disease phenotyping based on
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100337.

Lee J, et al. (2021) Comparative effectiveness of medical concept embedding for feature
engineering in phenotyping. JAMIA open, 4(2), ooab028.

Chen MH, et al. (2020) Trans-ethnic and Ancestry-Specific Blood-Cell Genetics in 746,667
Individuals from 5 Global Populations. Cell, 182(5), 1198.

Chamberlin SR, et al. (2020) Evaluation of patient-level retrieval from electronic health
record data for a cohort discovery task. JAMIA open, 3(3), 395.
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Language Disorder Cases in Health Systems Data (APT-DLD): A New Research Algorithm
for Deployment in Large-Scale Electronic Health Record Systems. Journal of speech,
language, and hearing research : JSLHR, 63(9), 3019.

Kashyap M, et al. (2020) Development and validation of phenotype classifiers across
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the American Medical Informatics Association : JAMIA, 27(6), 877.

Wang Y, et al. (2019) Test collections for electronic health record-based clinical information
retrieval. JAMIA open, 2(3), 360.




Dumitrescu L, et al. (2017) Genome-wide study of resistant hypertension identified from
electronic health records. PloS one, 12(2), e0171745.

Sharma DK, et al. (2017) D2Refine: A Platform for Clinical Research Study Data Element
Harmonization and Standardization. AMIA Joint Summits on Translational Science
proceedings. AMIA Joint Summits on Translational Science, 2017, 259.

Johnson KW, et al. (2017) Enabling Precision Cardiology Through Multiscale Biology and
Systems Medicine. JACC. Basic to translational science, 2(3), 311.




