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A health care crisis
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‘Rare’ diseases drive the crisis
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care, research, and medical education: a cross-sectional study

Karen Barnett, Stewart W Mercer, Michael Norbury, Graham Watt, Sally Wyke, Bruce Guthrie

Complex multi-morbidity

Article | Open access | Published: 05 May 2024

Novel therapeutic strategies for rare mutations in non-
small cell lung cancer
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Rare subtypes, nonresponders

There are over 7,000 rare diseases. Around 95% of these lack an effective treatment. 75% of
rare diseases affect children and more than 30% die before their 5th birthday* There are an
estimated 3.5 million people in the UK living with a rare disease.

Primary rare diseases = young people




Research was not designhed for ‘rare’
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A unique opportunity for Nephrology

New £10.4M research centre will unlock new tests,
treatments and cures for people living with rare kidney
diseases

23 April 2024
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Common kidney disease = improved

. Initial eGFR dip

A kidney failure crisis within
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The translational pathway

Firsttranslational gap
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o-desighed transformation

Extensive scoping :
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Rare disease change at scale
Key themes: 1. systems & 2. people

trategic approach: incremental, equitable, highly collaborative
community
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Unite people
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‘Equitable national research
delivery

for paediatric nephrology’
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Incremental transformation uch
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The vision: a global

rare kidney ecosystem

Current phase 1: Future phase 2: Future phase 3:
2024-2029 2026-2031 2027-2032

UK Kidney UK Kidney UK Rare Kidney Global linkage
Ecosystem: Efficient Ecosystem: Efficient MAMS Trial and
systems for children systems for adults accelerator efficiencies
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The vision

A Rare Disease Ecosystem

Rare disease in all

Rare disease in all Rare disease in all

Scale

Rare disease
adults

Rare kidney diseases Rare diseases in Rare diseases in
in children children children




What does it mean for SPIN colleagues?

* Huge opportunity (for children) - needs everyone
 Getting an early diagnosis increasingly important

* Know your patients

* Connect patients to RaDaR -via BAPN or own site

* Be ‘researchready’ - aware of research in the network
 Keeping up to date with latest guidance

* Complex cases may need to be predominantly central
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