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Background Genomic testing can have life-changing impacts for the rare disease community. Objectives The Key research questions to answer were:

However, HTA assessment can be challenging due to the lack of evidence around how people value different types . . .
. . L . : . . . . . How do patients and carers who are impacted by rare diseases value the health and
of genomic testing benefits, including health benefits (clinical benefits & diagnostic benefits) and non-health ] . L : .

non-health benefits of genomic testing, including the value of knowing?
benefits (personal benefits - also referred to as "the value of knowing”, and research benefits). For example,
Australia’s Medical Services Advisory Committee have acknowledged that it would be desirable for the societal
value placed on the value of knowing to be captured more formally (Norris et al., 2022). The present study was
conducted to fill this evidence gap in partnerships with decision-makers, academics and patient representatives.

Discrete Choice Experiment (DCE) m DCE1 focused on DCE2 focused on

What preferences do patients and carers have about data sharing and associated risk-
benefit trade-offs?

e How do disease background and demographic characteristics influence preferences?
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’ Cognitive interviews (N=3 rare disease patient group

leaders) In addition to the two DCEs, the survey included questions on disease history, treatment experience, previous genetic/genomic testing, and
quality of life (patients only) via the EQ-5D-5L.
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Sample characteristics DCE1- Mixed Logit Model (MLM) In DCE1, the most important attribute was
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e Recruitment: primarily led by Rare Voices Australia (RVA)

. . . . out-of-pocket costs, and
who shared the study information with their network of P

community partners. The model picked up preference heterogeneity

_ « e.g., chance of personal benefits was
relativley more important to carers than to

patients (19% vs 15% attribute

« Secondary recruitment pathway: specialist healthcare panel

company, PureProfile
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« Median survey time: 28.7 minutes.
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Genomic testing experience DCE2 - Mixed Logit Model (MLM) In DCE2, the most important attribute was
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around the value of new and existing genomic testing technologies, from the perspective of people impacted by rare diseases.
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