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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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• The author have no real or apparent conflicts of interest to report.
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4. Q & A



Background of Chromosome Aberration

• What is Chromosome aberration

• Main methods used for Chromosome aberration assessment

• Relevant domains used for Chromosome aberration and 
differentiation in domain mapping



Chromosome 
aberration

• Chromosomes Structural 
Variation

• Deletion (del)

• Duplication (dup)

• Inversion (inv)

• Translocation (trans)

• Substitution

• Chromosomes Number 
Variation

• Trisomy
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Assessment method related to chromosome 
aberration

• Karyotyping
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• Fluorescent in-situ hybridization (FISH)

- Mueller RF, Young ID, Emery AEH (2001) Emery’s elements of medical genetics. 

Churchill Livingstone, Philadelphia.

- https://www.ogt.com/media/wred0xfk/fish-and-cytogenetics-schematic-depicting-

each-step-involved-in-fish.png?width=710&height=507&mode=max



Differences between GF, MI, and CP domains
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Biological Specimen

Subject

Tested for 

Using FISH Using karyotyping Using flow cytometry

GF: Subject and Non-

Host Organism Genomic 
Findings

CP: Subject Cell Phenotype 

Findings

MI: Subject Microscopic 

Findings



GF Domain Introduction

• GF background introduction

• Challenges of mapping chromosome aberration



GF Domain background introduction

✓ SDTMIG-Pharmacogenomics/Genetics 
(PGx) v1.0

• Captures results for both genetic 
variation and gene expression, for 

both clinical and non-clinical use, and 
for both study subjects and infectious 
microbes and viruses

✓ SDTMIG v3.4

• Includes but is not limited to assessments 
and results for genetic variation and 
transcription, and summary measures 
derived from these assessments

• Domain renamed and clarified to accurately 
describe genomic data

• Variables clarified/added, New concepts 
added

• Maintaining a separate implementation guide 
for genomics does not add value
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Pharmacogenomics Findings

(PF) Domain

Genomics Findings

(GF) Domain

May 2015 November 2021



Challenges of mapping chromosome aberration

• Chromosome aberration broad definition makes it difficult to map properly

- GF or MI(Microscopic Findings) or CP(Cell Phenotype Findings)?

• Lack of examples and accompanying Controlled Terminology

- SNV including chromosome aberration?

- What kind of variation belongs to single nucleotide variation? 

- What if we have multiple types of chromosome aberration, can we all map them to SNV?
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Mapping Chromosome aberration into GF 
Domain

• Key variables related to GF mapping

• Chronic Lymphocytic Leukemia/Small Lymphocytic Lymphoma 
(CLL/SLL), example from real data

• Mapping illustration



Key variables related to GF mapping
Variable Name Variable Label CDISC Codelist CDISC Notes

GFTESTCD

Short Name of 

Genomic 

Measurement

(GFTESTCD)

Short name of the measurement, test, or examination 

described in GFTEST. It can be used as a column name when 

converting a dataset from a vertical to a horizontal format. The 

value in GFTESTCD cannot be longer than 8 characters, nor 

can it start with a number (e.g., "1TEST" is not valid). 

GFTESTCD cannot contain characters other than letters, 

numbers, or underscores.

GFTEST Name of Genomic 

Measurement
(GFTEST)

Long name for GFTESTCD. The value in GFTEST cannot be 

longer than 40 characters.

GFTSTDTL

Measurement, Test, 

or Examination 

Detail

(GFTSDTL)
Description of a reportable qualifying the assessment in 

GFTESTCD and GFTEST.

GFCHROM
Chromosome 

Identifier

The designation (name or number) of the chromosome or 

contig on which the variant or other feature appears (e.g., "17"; 

"X").

GFINHERT Inheritability
Identifies whether the variation can be passed to the next 

generation.

GFGENLOC Genetic Location
Specifies the location within a sequence for the observed value 

in GFORRES.

GFGENSR
Genetic Sub-

Region

The portion of the locus in which the variation was found. 

Examples: "Exon 15", "Kinase domain".
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Example: Cytogenetic testing for CLL/SLL
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Example
GFTESTCD GFTEST GFTSTDTL GFCHROM GFORRES

del(11q) DEL Deletion OVERALL STATUS 11q NEGATIVE

del(13q) DEL Deletion OVERALL STATUS 13q POSITIVE

del(17p) DEL Deletion OVERALL STATUS 17p UNKNOWN

trisomy 12 DUP Duplication OVERALL STATUS 12 POSITIVE

t(11; 14) TRANS Translocation OVERALL STATUS 11;14 UNKNOWN

• CLL/SLL background



Let’s Try to Map It to GF
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CLL/SLL (Cytogenetics)

 del(11q)  Yes  No  Unknown

 del(13q)  Yes  No  Unknown

 del(17p)  Yes  No  Unknown

GFORRES = UNKNOWN

CLL/SLL (Cytogenetics)

              trisomy 12      Yes                 No       Unknown  

GFORRES = NEGATIVE

GFORRES = POSITIVE
GFTESTCD = DEL

GFTEST = Deletion

GFTESTCD = DUP

GFTEST = Duplication

GFCHROM = 11q

GFCHROM = 13q

GFCHROM = 17p

GFCHROM = 12



Additional step after mapping

• Another challenge – no CT term available for chromosome aberrations

• Suggestion: propose the sponsor custom terms and submit new term requests to CDISC (link 
here)

• BeiGene has submitted the related terms of GFTESTCD/GFTEST/GFTSTDTL to 
CDISC, which will be considered for CDISC CT package 55 to be released on 
29Sep2023.
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https://ncitermform.nci.nih.gov/ncitermform/?version=cdisc
https://ncitermform.nci.nih.gov/ncitermform/?version=cdisc


Additional examples for Genetic variation

Example GFTESTCD GFTEST GFTSTDTL GFORRES GFSYM GFINHERT

Germline 

BRCA1 
Mutation

SNV Single 

Nucleotide 
Variation

DETECTION DETECTED BRCA1 GERMLINE

VARIATION

Somatic 

BRCA1 
Mutation

SNV Single 

Nucleotide 
Variation

DETECTION DETECTED BRCA1 SOMATIC

VARIATION
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GFINHERT

Example GFTESTCD GFTEST GFTSTDTL GFSYM GFGENLOC GFGENSR

EGFR 

mutation 
with S768I

SNV Single 

Nucleotide 
Variation

PREDICTED 

AMINO ACID 
CHANGE

EGFR S768I Exon20

GFGENLOC and GFGENSR



Reference

• CDISC SDTMIG v3.4 

• CDISC Controlled Terminology

• CDISC GF Codetable Mapping File, CDISC Rules for Genomics

• CDISC Webniar - Introduction to the SDTM Genomics Findings (GF) Domain

• NCI – Chromosomes Fact Sheet, Fluorescence-In-Situ-Hybridization

• OSMOSIS – Chromosomal Aberrations - What Are They, Causes, and More

• PharmaSUG China 2022 SR145 Time to Get in the Genomics Findings (GF) Domain
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https://www.cdisc.org/system/files/members/standard/foundational/SDTMIG%20v3.4-FINAL_2022-07-21.pdf
https://datascience.cancer.gov/resources/cancer-vocabulary/cdisc-terminology
https://www.cdisc.org/standards/terminology/controlled-terminology
https://www.cdisc.org/standards/terminology/controlled-terminology
https://www.cdisc.org/events/webinar/introduction-sdtm-genomics-findings-gf-domain
https://www.genome.gov/about-genomics/fact-sheets/Chromosomes-Fact-Sheet
https://www.genome.gov/genetics-glossary/Fluorescence-In-Situ-Hybridization
https://www.osmosis.org/answers/chromosomal-aberrations
https://www.pharmasug.org/proceedings/china2022/SR/Pharmasug-China-2022-SR145.pdf
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Q & A >

• Please contact us via email:

• Liming.Xie@BeiGene.com, 

• Shanshan.Ma@Agenusbio.com, 

• Xuejie.Zhou@BeiGene.com,

• Qiuan.Hu@BeiGene.com



Thank You!
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