
ClinGen: High quality genomic resources 
accessible at the point of care through 

the EHR
Marc S. Williams, MD, FAAP, FACMG

Director, Genomic Medicine Institute        Geisinger 
Health System

Chair, EHR Workgroup ClinGen

1



ClinGen
• The Clinical Genome Resource (ClinGen) aims to 

create an authoritative resource that defines the 
clinical relevance of genes and variants for use in 
precision medicine and research.

• NHGRI-funded program launched Sept. 2013

FY13-FY16 = $28M Total Costs 

3 U grants, working closely with NCBI’s ClinVar

Co-funding from NICHD and NCI 

> 350 researchers & clinicians from 90 institutions



Building a genomic knowledge base
to improve patient care
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• Ability to detect DNA variants has greatly 
surpassed our ability to interpret their clinical 
impact

• >19,000 genes and > 88 million known 
variable sites in the human genome 

The Problem

Largely absent from public 
domain

Largely without standard 
assertions





Initial Solution

• https://www.clinicalgenome.org/

https://www.clinicalgenome.org/


Access to ClinGen resource from any 
OpenInfobutton compliant EHR system
• http://service.oib.utah.edu:8000/app/#/home

http://service.oib.utah.edu:8000/app/#/home


Why Infobuttons?



e-Resources





Add ClinGen to your e-Resources

• We can create a unique link for your institution so you can add to 
your own e-resources collection



InfoButtons

• With the Intermountain Health Data Dictionary (HDD), InfoButtons
build and run queries against e-Resources based on patient data and 
clinical context 

• Take user to the most appropriate section(s) within a content 
collection 

• Minimum number of mouse clicks



InfoButtons

Resource Terminologies

(all use the HDD)

Lab results Clineguide LOINC codes, free-

text search

Medications UpToDate, 

Micromedex, 

Clineguide

NDC codes, 

free-text search

Problem list UpToDate, 

MDConsult, 

Clineguide, PubMed

ICD-9-CM codes,

free text search





Future Plans

• Pursuing full integration with open infobutton

• Add variant level searching

• Solicit input from end users (that is you!!)
• Encourage your member to go to:

• https://www.clinicalgenome.org/

• Enter diseases, genes and/or medications into the search box on the home page. It may help to 
generate a question or questions you may want to try and answer (examples could be: does this 
medication have pharmacogenomics information; does this disease have a genetic cause; what 
diseases are associated with this gene; are there interventions for this genetic disease)

• Navigate the content collections that appear as part of the search result
• Identify suggestions for improvement of the site, the search function and/or improving your user 

experience

• Send suggestions to Marc Williams mswilliams1@Geisinger.edu, or use the contact 
button on the website to reach our webmaster

https://www.clinicalgenome.org/
mailto:mswilliams1@Geisinger.edu

