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Beyond the physical –
The true impact of rare disease



About 
Ring20 Research and Support UK CIO

• Only patient support group for r(20) in the world

• Currently support > 120 families worldwide

• Signpost to information/connect families

• Raising funds for research



EpiCARE ERN



The burden of rare disease
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Who is impacted?



How are they impacted?

Financially
Mentally

Physically Educationally

VocationallySocially



When are they impacted?

First symptoms

Diagnosis

Childhood

Transition

Adulthood



Evidence: Patient Journeys



Our Aims, Your Aims: Quality care throughout life to enable 
children and families to lead healthy lives!

Epilepsies vary in 
their onset and 
severity, with the only 
certainty that each 
day is full of 
unknowns except the 
predictable seizures 
and unpredictable 
behaviours

Full spectrum of seizures 
impact on a spectrum of 
co-morbidities: 
Erratic behaviour 
problems, development 
delay and regression 
(which are as devastating 
as the continuous 
seizures) as well as living 
with the uncertainty of 
SUDEP.

Rare and complex 
epilepsies can be a “box of 
disasters” and have a 
devastating impact on the 
individual’s lives.
Balancing (side) effects of  
medication and optimising 
quality of life. Supporting 
childhood development 
and later independence.

Seizures are not 
typically controlled and 
have a debilitating 
impact on a individual’s 
development, 
behaviour and quality 
of life.

Seizure control is the key for many Rare & Complex Epilepsy syndromes however it is only one 
aspect of the individual and ERN EpiCARE needs to go beyond seizure control and think about the 

full spectrum of needs of this patient community

Seizure 
Control

Early, 
Correct 

Diagnosis

Support for 
the Family

Syndromic 
& Co-

morbidities

Adequate 
Rehab 

Programme

Parents don’t want to 
give up, but be 
empowered and receive 
meaningful support from 
a MDT team (including 
therapists), essential to 
enabling them to cope 
and reduce the burden 
of care

common unmet needs



Our Aims, Your Aims: Quality care throughout life to enable 
children and families to lead healthy lives!

• Develop ‘red-flags’ or 
a ‘hallmark’ guide to 
support earlier 
diagnosis

• Champion better 
information, 
education and 
dissemination to 
neurologists and 
paediatricians 

• More attention on the 
complexity of symptoms, 
not just the seizures

• Recommendations for  a 
multidisciplinary team 
approach

• Develop ‘standards of 
care’ to optimise care for 
all aspects of life

• Reduce inequalities for 
therapies and treatment 
opportunities across EU

• Best possible control 
with medication, VNS, 
surgery, KDT, CBD etc. 

• Ensure balance in QOL 
= minimise impact of 
treatment side effects

• Develop common 
prescribing guidelines 
and sharing experience

Seizure control is the key for many Rare & Complex Epilepsy syndromes however it is only one 
aspect of the individual and ERN EpiCARE needs to go beyond seizure control and think about the 

full spectrum of needs of this patient community
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• The cornerstone to 
optimise families’ 
ability to best cope 
and independence.

• By assessing the 
impact on the 
family‘s lives, 
develop family-
centred guidance 
for family support

• More information 
about SUDEP

• Integral to run alongside 
pharmacological 
pathway

• Recommended transition 
pathway

• More awareness of the 
epilepsies for adult 
neuro’s SYNDROMES vs 
SYMPTOMS

recommendations



What is needed?

• Information
• Available

• Understandable

• Timely

• Support
• Heard/Believed

• Valued

• Connected



Measuring burden…

Isolation

Poverty

Stress

Not all rare 
diseases are 

equal

How can you 
measure 

6,000+ RDs 
effectively?



What is not needed?

Poor QoL
Empirical 
evidence



Why is it important?

When medicine and science 
don’t have all the 

answers…YET!



RECOGNITION OF RD’s IS KEY!

Call for all stakeholders 

to work together and 

ACT NOW!

To optimise QoL



For more information or if you can help:

email: allison@ring20researchsupport.co.uk
website: www.ring20researchsupport.co.uk
EJPRD General Assembly: Measuring the burden of rare diseases 14th September 2021

Questions?

mailto:allison@ring20researchsupport.co.uk
http://www.ring20researchsupport.co.uk/

