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What is Predictive Genetic 

Testing
PGT foretells the health care outcomes or 

lifetime risk of acquiring a disease of an 

otherwise healthy, asymptomatic person





Where is Newfoundland



ARVC
Autosomal Dominant Genetic 

Condition

Males vs. Females

Sudden Death

Prevalence 1:000 to 1:5,000

Diagnosis & Treatment  
(meds, ICD, Transplant)
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General Literature on Genetics

Quantitative: Genetic testing does not cause long term 

psychosocial distress (Collins et al., 2007; Heshka et al., 2008). 

Qualitative: Individuals living in families at risk for a 

genetic condition do experience psychosocial distress 
(Andersen et al., 2008; Duncan et al.,,2008; McAllister, 2002,2003; Davies et al., 2007, 

Howell et al., 2006; Sobel  & Cowen, 2003).

One’s perception of being at risk for a genetic condition 

and response (Including the decision to have PGT) is 

related to the meanings assigned to the specific factors in 

one’s life (Cox, 2003, Etchegary 2005,2009; d’Agincourt-Canning, 2005; 

McAllister, 2003).



Gap in Literature

“Transient Nature of Risk Assessment”

How meanings assigned to risk and one’s health 

care decisions are shaped and reshaped alongside 

the process of NEW gene discovery

Little literature examining how people make decisions 

related to PGT

No Qualitative Research on ARVC

Substantive Theory and Model



Purpose of Study

To understand the experiences of 

individuals as they make the 

decision to participate in (or decline) 

genetic testing for ARVC at different 

phases of scientific discovery. 



Grounded Theory (Glaser & Strauss 1967)

Substantive Theory

CONSTRUCTS (3)

PROPERTIES

“INDICATORS”

CATEGORIES

Individual Interviews & Focus 

Groups                    N=30

Ethical Approval 



Findings

Two approaches to making the 

decision to engage in genetic 

testing

(a) develops gradually over time 

(b) happens so quickly that it is felt 

as a fait accompli.



Approach taken by the participants 

were influenced by 6 factors

(1)available & relevant PGT

(2) numerous losses 

(3) onset of physical signs and symptoms

(4) gender

(5) relational responsibility 

(6) family support 



Available & Relevant PGT  
“ They [researchers] just wanted to do some testing, and it 

wouldn’t affect our lives.” (1980’s) 

“ I started to think about the problems of knowing and not 

knowing…what if you don’t have life insurance…what 

happens if there is something wrong?”(1998)

“ I’m going to get testing when I’m 40.” (2005) 

“ I wanted to know. I don’t remember any stress making the 

decision to get it done. It wasn’t a big decision.” (1980’s-

1998-2007)



Losses



Physical Signs/Symptoms 

& Gender



Relational Responsibility



Family Support

“ I can’t let you test [son] because my 

husband is not here, and I could not 

deal with it at the time.” (2007)

“Eight of us went in and had blood 

work.” (1998)



Key Message 

“The concept of risk is pragmatic, fluid and 

transient. The meaning assigned to being at risk 

& the decision to engage in PGT or not evolves 

from the juxtaposing of scientific knowledge 

against experiential knowledge and phase of the 

genetic testing process. 

It is out of this intersection of these three 

contextual dimensions (and the 6 identified 

factors) that decisions about PGT are made”



The Shifting Faces of Risk



Key Message

This decision develops gradually over time or is 

fait accompli. 

The decision evolves with each new experience 

and gene discovery.

These pathways can merge momentarily or 

change completely and are contingent on the 

meaning assigned to being at risk for ARVC



Recommendation

The creation of a relational space within 

which to provide psychological counselling 

and assessment for the six identified factors 

that shape the decision to engage in 

predictive genetic testing.
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