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International Rare Disease Research
Consortium (IRDiR(C)

Co-operation at international level to stimulate, better
coordinate & maximize output of rare disease research

efforts around the world S
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A vision: |
o Enable all people living with a rare
disease to receive an accurate o
diagnosis, care, and available : - i L
therapy within one year of coming S, ’ “

to medical attention ”




IRDIRC Goals, by 2027

e Goall
o All patients coming to medical attention with a suspected rare disease
will be diagnosed within one year if their disorder is known in the
medical literature; all currently undiagnosable individuals will enter a
globally coordinated diagnostic and research pipeline

e Goal 2

o 1000 new therapies for rare diseases will be approved, the majority of
which will focus on diseases without approved options

e Goal3

o Methodologies will be developed to assess the impact of diagnoses and
therapies on rare diseases patients



Task Forces - Overarching themes

e Address specific RD research needs or

bottleneck

e Projects are identified and developed by Uata GCosection & Sharing

IRDiRC committees Therapy development

e Projects can sometimes be developed in

. . S Patient Engagement in Research
collaboration with other organizations 949

e Involve IRDiRC members and external International Collaborations &

experts Coordination

. Clinical Trials
e Provide solution through

o  Policy Recommendations

, o Strategies to Diagnose Unsolved Cases
@ o Technical Applications



Task Forces & WG

Clinical
Database of Research
Funded Projects Ntk
Automatable Orphan Drug
Discovery and  Data Mining and Development WG
Access Repurposing Guidebook Goal 3

Matchmaker Small Population Solving the Model Consent Indigenous
Exchange Clinical Trials Unsolved Clauses for RD Population
Research
Patient-Centered Privacy
Outcome Measures Preserving ELSI WG

Record Linkage



IRDIRC Diagnostics Scientific Committee (DSC)

Committed to support IRDiRC’s diagnostic Goal 1 for 2027: “All
patients coming to medical attention with a suspected rare disease
will be diagnosed within one year if their disorder is known in the
medical literature; all currently undiagnosable individuals will
enter a globally coordinated diagnostic and research pipeline”.

Identifies current and future bottlenecks to rare disease gene
discovery, addresses challenges and roadblocks in rare disease
diagnosis, and collaborates with international partners to develop
tools and resources to facilitate genomic data discovery, analyses
and sharing.



Current Composition

e 15 members
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Australia, China, India, Israel,
Japan, Netherlands, Saudi
Arabia, South Africa, Spain,
Sweden, United Kingdom,
United States




Ongoing Task Force

Task Force on RD diagnostics for Indigenous Population and
underrepresented populations

e To address barriers to RD diagnostics for Indigenous peoples so
as to improve access to diagnostics in underserved populations

e Composed of 18 experts with broad geographic spread (Africa,
AUS, CA, EU, NZ, US) and diverse expertise (patient advocates;
aboriginal clinical geneticists, aboriginals researches)

e Workshop March 10, 2020, Berlin



New Directions (JR & Co)?

Yachay's promise

Carlos Castills-Chavez’, Patricio Pence, Jirgen Reichardt, Spiros Agathes, Paul Arelana, Andreas Griewank, Ersesto

Medina, Harteacia Rodriguez, Edgar J. Patido
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Meeting report: the Human Genome
Meeting (HGM) 2019 in Seoul, Korea
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Ecuador’s research dream crushed by
politics
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A call for global action for rare diseases in
Africa

Gareth S. Baynam, Stephen Groft, Francols M. van der Westhuizen (=, Safiyyas D

Cassman, Kely du Plessis, Emily P. Coles, Eda Selebatso, Moses Selebatso,
Bokobo Gacbinetwe, Tebogo Selebatso, Dipesaloma Joal, Virginia A, Liera, Barend
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