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Background

It is recognized that human genome is one of the 
most important factors to develop the specific 
diseases, and specific genome variation induces a 
perturbation of treatment effect. 
!

ex) CYP2D6, EGFR, HLA-B
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Background

http://www.fda.gov/drugs/scienceresearch/researchareas/pharmacogenetics/ucm083378.htm

http://www.fda.gov/drugs/scienceresearch/researchareas/pharmacogenetics/ucm083378.htm
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Background

Genomic data is helpful to predict a treatment 
effect and to prevent a serious adverse reaction. 
!

All stakeholders in pharmaceutical and healthcare 
industry expected to develop new drugs based on 
genomic and related information. 
!

However, clinical data standard for genomic data 
had not published.



SDTMIG-PGx is 
Coming! 



Study Data Tabulation Model 
Implementation Guide: 

Pharmacogenomics/Genetics 
Version 1.0 (Provisional)
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SDTMIG-PGx

July 2015, CDISC officially released SDTM 
Implementation Guide related to genomics data. 
!

We are ready to start to the genomics data 
implementation with SDTM. 
!

Really?
Photo by Marco Bellucci
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Notice of SDTMIG-PGx

SDTMIG-PGx includes variables of SDTM v1.5 
which has not yet officially published. 
!

FDA still has not officially announced that sponsor 
should submit genomic data with SDTMIG-PGx. 
!
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Scope of SDTMIG-PGx

Biospecimen Collection and Handling 
Quality Data 
Genetic Mutation  
Genotyping 
Gene Expression  
Cytogenetics  
Viral Genetics 
Proteomics
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Dataset Level Metadata of SDTMIG-PGx

From Study Data Tabulation Model Implementation 
Guide: Pharmacogenomics/Genetics Version 1.0
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Classification of SDTMIG-PGx Domains

From Study Data Tabulation Model Implementation Guide: Pharmacogenomics/Genetics Version 1.0
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Biospecimen Events(BE) 
The Biospecimen Events domain is used to capture information about actions 
taken that affect a specimen or alter its status. 
!

Biospecimen Findings(BS) 
The Biospecimen Findings domain contains the details regarding the 
characteristics of biospecimens and extracted samples (e.g., RNA, DNA) such 
as specimen volume, quantity of extracted sample, specimen condition and the 
integrity of the DNA or RNA samples. 
!

RELSPEC Dataset(RELSPEC) 
The Related Specimens dataset holds the hierarchy of specimen relationships. 

BE, BS, and RELSPEC
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Biospecimen Collection and Handling

From Study Data Tabulation Model Implementation Guide: Pharmacogenomics/Genetics Version 1.0
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Example of BE datasets

From Study Data Tabulation Model Implementation 
Guide: Pharmacogenomics/Genetics Version 1.0
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Example of BS and RELSPEC dataset

From Study Data Tabulation Model Implementation 
Guide: Pharmacogenomics/Genetics Version 1.0
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PF and PG

Pharmacogenomics/Genetics Findings(PF) 
The Pharmacogenomics/Genetics Findings domain contains the results of 
genetic variation and gene expression tests. For genetic variation tests, the 
results may include portions of the genetic sequence and comparisons with 
reference gene sequences. 
!

Pharmacogenomics/Genetics Methods and 
Supporting Information(PG) 

The Pharmacogenomics/Genetics Methods and Supporting Information domain 
contains additional data that may affect interpretation of PF data, such as 
setup processes, test or sequencing parameters, and QC observations. 
!
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Examples of PF dataset

From Study Data Tabulation Model Implementation 
Guide: Pharmacogenomics/Genetics Version 1.0

c.  coding DNA reference sequence 
g. genomic reference sequence 
p. protein reference sequence	

c.[-614A>G];[=]
Position
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Examples of PF dataset

From Study Data Tabulation Model Implementation 
Guide: Pharmacogenomics/Genetics Version 1.0

Gene Expression
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Examples of PG dataset

From Study Data Tabulation Model Implementation Guide: Pharmacogenomics/Genetics Version 1.0
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PB and SB

Pharmacogenomics/Genetics Biomarker (PB) 
The Pharmacogenomics/Genetics Biomarker domain documents known 
associations between observed variations and medical conclusions (e.g., 
disease diagnosis, resistance of a virus to a particular drug). 
!

Subject Biomarker (SB) 
The Subject Biomarker domain holds data about any genetic biomarkers (as 
defined in PB) that a subject may have.
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Examples of PB and SB datasets

From Study Data Tabulation Model Implementation Guide: Pharmacogenomics/Genetics Version 1.0
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Pharmacogenomics/Genetics 
Findings(PF)

Pharmacogenomics/Genetics 
Methods and Supporting 

Information(PG)

Subject Biomarker (SB)

Pharmacogenomics/
Genetics Biomarker (PB)
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Collaboration for a PGx Study

Photo by U.S. Army RDECOM

Photo by Héctor García

Christopher Porter

Wet Lab Researcher

Dry Lab Researcher

Clinical Programmer

PGx Domains
Genomic Analysis Lab Data Science Center

Other Domains



Thank you!


