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Disclaimer and Disclosures

• The views and opinions expressed in this presentation are those of the 
author(s) and do not necessarily reflect the official policy or position of 
CDISC.
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Standards for Genomics



Genomics

Genomics refers to the structure, function, 
evolution, mapping, and editing of an organism’s 
genome. 

Genomic data collected as part of clinical research 
supports both development of quality patient care 
and improvements in patient outcomes.

Genomic analysis of subject samples continues to 
become a standard practice and the methodology 
for generating these data continues to evolve.
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Development History

CDISC begins 
modeling genomic 
data as early as 

2005

A team is 
established to 

develop standards 
in 2007

Provisional 
SDTMIG-PGx v1.0 
is published in 2015

In 2017 the team 
begins refinement  

of standards

The Genomics 
Subteam is a 

subteam of SDS

Standards 
development 

expanded to cover 
current use cases

FDA resources 
guide development

Team proposes 
domain Genomics 

Findings (GF)

GF is published in 
SDTMIG v3.4 in 

2021
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Refined Standards for Genomic Data

A single domain, Genomics Findings (GF), published in the SDTMIG v3.4 in 2021

Deprecation of SDTMIG-PGx v1.0 with:
• Provisional PF domain deprecated and superseded by the GF domain
• Biospecimens domains BE, BS, and RELSPEC published in the SDTMIG v3.4 as is 

and pending updates in future versions
• Provisional PG, PB, and SB domains deprecated with re-instantiation considered if 

valid use cases are found
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Refined Standards for Genomic Data

A single domain, Genomics Findings (GF), published in the SDTMIG v3.4
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GF is continuous improvement standards
• Renamed Genomics Findings (GF) with domain clarifications
• New use cases modeled for GF
• Eighteen variable concepts and definitions clarified
• Two new concepts added
• Five established SDTM variables added
• Two outdated concepts retired

Findings related to the structure, function, evolution, mapping, and editing of 
subject and non-host organism genomic material of interest



Renaming PF to Genomics Findings (GF)

• Pharmacogenomics/Genetics Findings (PF) name and definition do not 
accurately describe data represented in the domain  

• Pharmacogenomics and pharmacogenetics are use cases for genomic data 
• Pharmacogenomics - Science that examines inherited variations in genes that dictate drug 

response and explores the ways such variations can be used to predict whether a person 
will respond favorably, adversely, or not at all to an investigational product.

• Pharmacogenetics - Study of the way drugs interact with genetic makeup or the study of 
genetic response to a drug.

The terms above describe use cases and do not describe genomic data 
Additionally, genomic data have many use cases beyond drug response 
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Genomics Findings (GF)
• Domain Walkthrough 
• Terminology Considerations



Domain Walkthrough

Let’s walkthrough Genomics Findings (GF) with SDTMIG v3.4 Example 2 
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GF Identifier Variables
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Platform used to 
detect  the finding 
may be 
represented here



GF Topic Variable
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GF Qualifier Variables
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GF Qualifier Variables
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GF Qualifier Variables
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New variables for genomics in SDTM v2.0



GF Qualifier Variables

18
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GF Qualifier Variables
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GF Timing Variables

20
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Terminology Considerations

GF variables with Controlled Terminology

21

Variable Name Variable Label Description Associated Controlled 
Terminology?

GFTEST/CD Name/Short Name of 
Genomic Measurement

Long/short name of the measurement, test, or examination described in GFTEST. CDISC CT

GFTSTDTL Measurement, Test, or 
Examination Detail

Description of a reportable qualifying the assessment in GFTESTCD and 
GFTEST. CDISC CT

GFINHERT Inheritability Identifies whether the variation can be passed to the next generation.
CDISC CT

GFGENREF Genome Reference An identifier for the genome reference used to generate the reported result.
External

GFSYM Genomic Symbol A published symbol for the portion of the genome serving as a locus for the 
experiment/test. External-HGNC

GFSYMTYP Genomic Symbol Type A description of the type of genomic entity that is represented by the published 
symbol in --SYM. CDISC-CT

GFSEQID Sequence Identifier A unique identifier for the sequence used as the reference to identify the genetic 
variation in the result. External

GFPRVID Published Variant 
Identifier

A unique identifier for the variation that has been publicly characterized in an 
external database. External
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Terminology Considerations for GFTEST/CD and GFTSTDTL

2222



Terminology Considerations for GFSYM

Where to put the Gene Name?

SDTMIGv3.4, GF Domain Assumption 5

• “For human genetic data, standard 
nomenclature populated in variable 
GFSYM must be obtained from the 
genomic symbol list maintained in the 
HUGO Gene Nomenclature Committee 
(HGNC) database (www.genenames.org).”

• Gene Symbols do not belong in 
GFTEST/CD – Request will be denied.
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http://www.genenames.org)/


Terminology Considerations for GFANMETH

• GFANMETH variable is supported by the GFANMET codelist
• Contains a list of named formulas or gene signatures
• Codelist is extensible

• The definition for each value will contain a text description of the formula. 

• The actual mathematical formula can be placed in the Define-XML file, 
owing to character constraints in the dataset.

• When submitting a CDISC change request for a new GFANMETH value, a 
paper citation for the formula as well as the related GFTEST and 
GFTSTDTL values should be submitted with the request for better 
understanding by the team.
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Future Directions



Today

The CDISC Genomics Subteam goal for 2022 is to:

• Support stakeholder implementation of genomics standards through 
outreach and development/publication of resources and new standards

To achieve this goal, we are working toward deliverables related to:
• Communication of Standards
• Implementation Support
• Standards Development
• Refinements to Genomics Findings (GF)
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In progress for 2022 

Communication of Standards
• Introduction to the SDTM Genomics Findings (GF) Webinar (24 March)
• CDISC Europe Interchange (28 April)
• CDISC US Interchange (27 October)
• Training course (possible 2023)

Implementation Support
• CDISC Website Landing page updated: Genomics | CDISC
• Introduction to GF Knowledge Base Article (possible 2023)
• Concept Map for GF domain (in progress)
• GF domain examples in Examples Collection (Public Review completed)
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https://www.cdisc.org/standards/foundational/genomics


In progress for 2022

Standards Development
• GF Codetable Mapping File (published 25 March)
• Controlled Terminology Rules for GF (published 24 June)
• CDASH collaboration for genomic data collection (scoping 2023)

Refinements to Genomics Findings (GF)
• Pending development work
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How you can be involved!



How you can be involved!

We invite you to contribute to continuous improvement of genomic standards:

• Become a CDISC Genomics Subteam volunteer 
• www.cdisc.org/volunteer

• Click link to Become a Volunteer

• Contribute FAQs and use case examples for modeling
• Use case examples should be real-life, de-identified, and submission related
• We would like to discuss your use case examples with you
• Reach out to Christine Connolly, CDISC Head of Standards Projects (cconnolly@cdisc.org)  

• Review draft standards as they are released
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http://www.cdisc.org/volunteer
mailto:cconnolly@cdisc.org


Thank You!


