


APPENDIX F: Genetic Testing
	IRB Study Number:
	Click or tap here to enter text.


	Complete this appendix when genetic testing is performed for research purposes.
Do not complete this appendix when genetic testing is performed for clinical indications and the results are only being accessed/recorded for the study. For example:
· Somatic/tumor testing as part of diagnosis or treatment
· Routine germline sequencing via a clinically available assay for an individual who is offered testing regardless of research involvement 
Note: The consent form must include GINA language, the possibility of incidental findings, which could be clinically actionable, and if participants can opt in or out of receiving testing results.

	

	1. Indicate the type(s) of genetic testing that will be performed (choose all that apply). 

	☐	Germline (inherited mutation or genotype)
· Testing for a genomic variation that the participant was born with and exists in all cells (often these are inherited from a parent; however, they can be de novo)
· Common sample types include hematopoietic (e.g., blood, saliva, buccal) or fibroblast (e.g., skin, hair, nails)
· This may include other types of testing such as HLA  

	☐	Somatic
· Testing for a genomic variation that is acquired, typically in specific tissue types
· Common sample types include tumor (including bone marrow if hematologic malignancy present), blood (if evaluating cell free DNA [cfDNA]), or circulating tumor DNA (ctDNA)

	☐	Other
· Testing for a genomic variation that does not fit one of the above descriptions and likely does not represent human-derived DNA
· Common sample types include microbiome, viral DNA, bacterial DNA, etc.
** Note: If “Other” is selected, complete Question 3 on this form (i.e., specify the purpose of genetic testing). No other information is required. 

	

	2. Indicate the scope of the genetic testing, including the type of test being performed, the genes or regions of the DNA being analyzed, and the names of clinically available assays.

	☐	Whole genome sequencing (WGS): analyzes the full genome including coding and non-coding 

	☐	Whole exome sequencing (WES): analyzes coding regions only

	☐	Microarray: evaluates for microdeletions and microduplications of chromosome segments (may contain multiple genes within evaluated region) 
List genes/regions: Click or tap here to enter text.

	☐	Panel of genes: targeted testing of genes known or suspected to have a specific function and/or disease association 
List genes/regions: Click or tap here to enter text.

	☐	Single gene: targeted testing of ONE gene known or suspected to have a specific function and/or disease association
List genes/regions: Click or tap here to enter text.

	☐	Clinically available assays: specify the name of the test(s) and lab(s) that perform it (them)
 Click or tap here to enter text.

	

	3. Specify the purpose of genetic testing (choose at least one).

	☐	To determine whether the participant has an inherited predisposition to the disease

	☐	To guide therapeutic decision-making 

	☐	To explore genotype/phenotype associations (e.g., characterizing the behavior of a genetic variant in response to therapy; comparing tumor/normal DNA; identification of genes associated with the disease of interest)

	☐	Other, specify:
Click or tap here to enter text.

	

	4. Indicate whether participants will be informed of their genetic test results.

This includes research findings and clinical findings, some of which may be clinically actionable. Clinically actionable means that there are established therapeutic or preventative interventions associated with the finding. Examples of incidental clinically actionable findings:
· A germline variant that may increase the risk for disease (e.g., malignancy, cardiomyopathy)
· Acquired (somatic) variants that may be of germline origin
· Acquired (somatic) variants that could be targeted with cancer treatment
· Acquired (somatic) variants that could indicate an increased risk for disease (e.g., clonal hematopoiesis) 
· Carrier status for a recessive condition
· Information about biological relationship between family members such as non-paternity or consanguinity (e.g., two people are found to be biologically related)

Note: This is most often found in whole exome or genome testing but can apply to any genetic testing. Broad testing via WES or WGS with targeted analysis, such as a phenotype-driven approach and filtering data to be analyzed based on disease of interest should not result in incidental findings. 

	☐	All clinically actionable and research findings will be reported to the participant, even if unanticipated (i.e., incidental findings) 

	☐	Only anticipated clinically actionable findings will be reported to the participant 

			☐
	All clinically actionable findings, anticipated or not, will be reported to the participant (i.e., regardless of whether they are related to the disease or research)

	☐	Neither clinically actionable nor research findings will be reported to the participant Explain.
Click or tap here to enter text.

	

	5. If participants will be informed of clinically actionable and/or research findings, describe the plan for informing participants of genetic testing results. 
a. Who will disclose the results (e.g., study coordinator, genetic counselor, treating physician)? 

Click or tap here to enter text.

b. How the results will be disclosed (e.g., phone call, in-person, letter)?

Click or tap here to enter text.

c. Will participants receive genetic counseling about testing results and/or referral for clinical follow up?

Click or tap here to enter text.

d. If participants will receive genetic counseling, will participants or their insurers incur any costs?
☐ Yes
☐ No
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