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In September 2020 the work of the APPG led to a debate in Parliament on 
delayed diagnosis in axial SpA.
Discussions on the future of hydrotherapy services has resulted in the mobilisa-
tion of stakeholders across condition areas.
Conclusion: All All Party Parliamentary Group is already proving to be an effec-
tive political lever to improve axial SpA care. It has shown huge variations in the 
standard of care and provision of services still remain and has brought this to the 
attention of Parliamentarians, policy makers and clinicians.
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Background: Inborn metabolic disorders (IMDs) currently encompass more 
than 1,500 diseases with new ones still to be identified1. Each of them is char-
acterised by a genetic defect affecting a metabolic pathway. Only few of them 
have curative treatments, that target the respective metabolic pathway. Com-
monly, treatment examples include diet, substrate reduction therapies, enzyme 
replacement therapies, gene therapy and biologicals, enabling IMD-patient now 
to survive to adulthood. About 30 % of all IMDs involve the musculoskeletal sys-
tem and are here referred to as rare metabolic RMDs. Generally, IMDs are very 
heterogenous with respect to symptoms and severity, often being systemic and 
affecting more children than adults. Thus, challenges include certified advanced 
training of adult metabolic experts, standardised transition plans, social support 
and development of therapies for diseases that do not have any cure yet.
Objectives: Introduction of MetabERN, its structure and objectives, highlighting 
on the unique features and challenges of metabolic RMDs and describing the 
involvement of patient representation in MetabERN.
Methods: MetabERN is stratified in 7 subnetworks (SNW) according to the 
respective metabolic pathways and 9 work packages (WP), including admin-
istration, dissemination, guidelines, virtual counselling framework, research/
clinical trials, continuity of care, education and patient involvement. The patient 
board involves a steering committee and single point of contacts for each sub-
network and work package, respectively2. Projects include identifying the need 
of implementing social science to assess the psycho-socio-economic burden of 
IMDs, webinars on IMDs and their transition as well as surveys on the impact of 
COVID-193 on IMD-patients and health care providers (HCPs), social assistance 
for IMD-patients and analysing the transition landscape within Europe.
Results: The MetabERN structure enables bundling of expertise, capacity build-
ing and knowledge transfer for faster diagnosis and better health care. Rare 
metabolic RMDs are present in all SNWs that require unique treatments accord-
ing to their metabolic pathways. Implementation of social science to assess the 

psycho-socio-economic burden of IMDs is still underused. Involvement of patient 
representatives is essential for a holistic healthcare not only focusing on clinical 
care, but also on the quality of life for IMD-patients. Surveys identified unmet 
needs of patient care, patients having little information on national support sys-
tems and structural deficits of healthcare systems to ensure HCP can provide 
adequate clinical care during transition phases. These results are collected by 
MetabERN and forwarded to the Directorate-General for Health and Food Safety 
(DG SANTE) of the European Commission (EC) to be addressed further.
Conclusion: MetabERN offers an infrastructure of virtual healthcare for patients 
with IMDs. Thus, in collaboration with ERN ReCONNET, MetabERN can assist in 
identifying rare metabolic disorders of RMDs to shorten the odyssey of diagnosis 
and advise on their respective therapies. On the other hand, MetabERN can ben-
efit from EULAR’s longstanding experience regarding issues affecting the quality 
of life, all RMD patients are facing, such as pain, stiffness, fatigue, rehabilitation, 
maintaining work and disability claims.
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Background: Juvenile Idiopathic Arthritis (JIA) is a heterogenous group of auto-
immune disorders characterised by chronic joint inflammation, diagnosed in 
around 1 in 1,000 children and young people (CYP) under the age of 16. Delays 
in diagnosis are common [1], awareness is low, and paediatric rheumatological 
conditions have a considerable impact on young people and their families [2]. 
A lack of understanding amongst families of newly-diagnosed children leads to 
uncertainty and anxiety.
Objectives: This patient and parent-led project developed a resource pack for 
parents of CYP newly-diagnosed with JIA, to provide information and support. 
Following a pilot, feedback from recipients was collated and analysed to help 
improve future provision.
Methods: A young person with JIA identified the need for direct family support. 
Juvenile Arthritis Research (a UK charity) developed a unique pack of support 
information, containing resources for both children and their families - called A 
Little Box Of Hope. This included information about JIA and support services 
available for families, as well as Kipo (a children’s book about JIA) and accom-
panying finger puppet. Clinicians at one paediatric rheumatology centre provided 
information about the packs to newly diagnosed families, who then requested a 
free box to be posted to them.
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