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Patients’ perspectives 



What is patient partnered research?
CIHR definition:  “patient partner”
describes when patients contribute to the
research process and research‐related
activities, different from the traditional,
more passive role, as research participant

Involved in conducting research activities,
at all stages of the research process,
including supporting grant applications,
assisting with participant recruitment and
performing research dissemination
activities





INFORM RARE Research Network
A pan-Canadian pediatric rare disease network that aims to support
decision making about rare disease therapies for children by:
 Conducting registry-based randomized trials for three “exemplar”
diseases:

Mucopolysaccharidosis: effect of a biological therapy on bodily pain
Phenylketonuria: comparing medical formulas’ impact on metabolic
control and acceptability 
Spinal muscular atrophy: effect of home-based exergame on motor
function

 Developing capacity in patient-oriented research and innovative clinical
trials for pediatric rare diseases.
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Why co-develop core outcome sets?
Which outcomes are being measured?

When each research team decides which outcomes to measure in their study…

… differences in outcome measures make it difficult to compare
and combine the overall evidence to inform policy and practice

Pain Mobility
Enzyme
activity

Cognitive
development



Why is this an issue?

Evidence cannot be
combined, making it hard to
make treatment decisions

Data collection and
analysis of many

outcomes is costly

Outcomes may not
align with patients'

priorities



 Creatine Transporter Deficiency &
Guanidinoacetate Methyltransferase Deficiency

Phenylketonuria (PKU)  

 Pediatric rare disease core outcome sets 

Medium Chain Acyl CoA Dehydrogenase
Deficiency (MCADD)

Mucopolysaccharidosis

https://rarediseases.org/rare-diseases/medium-chain-acyl-coa-dehydrogenase-deficiency/
https://rarediseases.org/rare-diseases/medium-chain-acyl-coa-dehydrogenase-deficiency/


Improving health care delivery for children diagnosed with rare metabolic diseases by learning from families and providers: 
Protocol for Phase I, a prospective, mixed methods cohort study of families’ health care experiences

Andrea J. Chow, Pranesh Chakraborty, Isabel Jordan, Nicole Pallone, Maureen Smith, Alvi Rahman, Laure Tessier, Jamie Brehaut, Eyal Cohen, Sarah Dyack, Jane Gillis, Cheryl R. Greenberg,
Jeremy Grimshaw, Robin Hayeems, Ann Jolly, Sara Khangura, Jennifer MacKenzie, Nathalie Major, John Mitchell, Stuart Nicholls, Andreas Schulze, Rebecca Sparkes, Kathy Speechley, Sylvia

Stockler, Mari Teitelbaum, Yannis Trakadis, Clara Van Karnebeek, Jagdeep Walia, Brenda Wilson, Kumanan Wilson, Beth K. Potter



Patient Registries



Youth Engagement

More focus /better understanding of Equity,
Diversity & Inclusion and 
Indigenous Ways of Knowing

New Frontiers

Co-Development of Core Outcome Sets

Patient Engagement in Reporting Guidelines

Governance of Research Networks



Key Opportunities 
for patient engagment in research 

A Favourable Landscape

Urgency Timing Support Impact



INFORM RARE  Patient Partner co-investigators:
John Adams, Kim Angel, Taylor Danielson, 

Yan Défossés, Jenifer Gentle, Nicole Pallone

Parent Advisors 

Youth Advisors

Alison Howie - Research Associate

informrare.ca

INFORM RARE Principal Investigators: 
Beth Potter, Maureen Smith, Ariella Binik, Nancy Butcher, Pranesh Chakraborty,  Michal Inbar-

Feigenberg, John Mitchell, Martin Offringa, Maryam Oskoui, Jeff Round, Sylvia Stockler


