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Objectives 
 

1. To discuss the relevance of research into rare diseases 
2. To provide an opportunity for participants to hear more about some of the collaborations that have been 

set up to facilitate research into rare bone diseases 
3. To look at opportunities to collaborate and to consider the possibility of formalising a UK Rare Bone 

Diseases Network 

4. To provide a networking opportunity  
 
Cost: £15, including 3-course dinner 
 
Registration 
Please choose one of the following options: 

 If you would like to register for the Rare Bone Diseases Workshop ONLY please click here. 

 If you would also like to register for the Bone Research Society meeting or if you require 
accommodation as well please click here. 

 
  

https://brsoc.conference-services.net/registration.asp?conferenceID=4074&language=en-uk
http://www.meetings.brsoc.org.uk/default.htm
http://www.meetings.brsoc.org.uk/reg/default.htm


Programme 

 

19:00-
19:30  

Registration/badges/dinner orders taken 

19:30 Chairmen’s introductions 

Chairs: Gavin Clunie (Cambridge, UK)/Jim Gallagher (Liverpool, UK) 

19:40 Eileen Shore (Philadelphia, USA): Why study rare bone diseases? 

20:00 Michael Whyte (St Louis, USA): The USA perspective 

20:20 Panel discussion and questions 

20:30 Kassim Javaid (Oxford, UK): The NIHR rare disease musculoskeletal translational research 
collaboration  

20:40 Mike Briggs (Newcastle-upon-Tyne, UK): ‘ESDN’, ‘EuroGrow’ & ‘SYBIL’ – 15+ years of EU 
network approaches for diagnosis and research of rare skeletal diseases 

20:50 Nick Bishop (Sheffield, UK): Setting up an international consortium to facilitate research into 
paediatric bone diseases 

21:00 Panel discussion and questions 

21:30 Lakshminarayan Ranganath (Liverpool, UK): Progress in black bone disease, the National 
Alkaptonuria Centre and DevelopAKUre  

21:40 Nick Sireau (Findacure): Building collaboration in rare disease research   

21:50 Gavin Clunie (Cambridge, UK): Opportunities for optimising management of, and research in, 
rare bone diseases from UK NHS Specialised Services Commissioning 
 

22:00 Panel discussion and questions  

Discussion of options for the future, eg feasibility and remit for a UK Rare Bone Diseases Network; 
closing remarks 

22:30 Close, with options for continuing informal discussions in the bar 

 

Nick Bishop 
Setting up an international consortium to facilitate research into paediatric bone diseases 
Work is currently underway on a COST Action to provide support for a research consortium to undertake 
studies in children’s bone diseases, initially with a focus on early-onset bone fragility. However, COST Actions 
provide funding  that goes beyond this, networking centres, institutes and organisations together to undertake 
activities such as working groups, scientific exchange visits, training courses and conferences. It is expected that 
the networking support will leverage the funding required to undertake specific projects. COST Actions can 
involve non-EU member states, but the funding support available is more limited; nevertheless, training courses, 
conferences and working group teleconferences can be supported and so access would be effectively easier and 
cheaper. The Actions purpose(s) are (as indicated on the COST website):-  

 Building capacity by connecting high-quality scientific communities throughout Europe and worldwide; 

 Providing networking opportunities for early career investigators; 

 Increasing the impact of research on policy makers, regulatory bodies and national decision makers as 
well as the private sector. 

The first stage application will be submitted in March 2014; we hope to involve as many EU and global partners 
as possible, and we are currently reaching out to our potential partners globally to ask for their input to this 
application. 
 
 
Mike Briggs 
The European Skeletal Dysplasia Network (ESDN) 



The European Skeletal Dysplasia Network (ESDN) was established in 2002 with EU FP5 funding as a pan-
European research and diagnostic network for chondrodysplasias. ESDN was one of the first networks of 
expertise in rare diseases to use information and communication technologies for medical diagnosis. Between 
2003-2013 ESDN has received over 2000 referrals through an on-line case-manager and 450 users have accessed 
ESDN from 45 different countries. ESDN successfully introduced a new paradigm to rare disease diagnosis and 
the international reach and impact of ESDN demonstrates how this network has transformed the diagnosis of 
genetic bone diseases worldwide.  
EuroGrow (2007-2010) was funded by EU FP6 and provided proof-of-principle concept for a coordinated 
approach to studying disease mechanisms in rare skeletal diseases using genetic mouse models. The development 
of deep-phenotyping protocols and procedures for generating robust –omics profiles delivered important 
technical advances for these difficult disease and tissue systems. 
Finally, EU FP7-funded SYBIL (2013-2018) is a large-scale collaborative project concentrating on the functional 
validation of genetic determinants of rare skeletal diseases and builds on the previous successes of ESDN and 
EuroGrow. In addition to refining disease mechanisms through deep-phenotyping of novel cell and animal 
models, SYBIL also has a strong translational component focused on developing new biomarkers and identifying 
therapeutic targets. This last approach will provide important new knowledge in preparation for Horizon2020. 
See: www.ESDN.org & @ESDN_news; www.sybil-fp7.eu & @SYBIL_news 
 
Lakshminarayan Ranganath  
Alkaptonuria (AKU), sometimes referred to as “black bone disease” is an iconic disease which holds an important 
position in the history of genetic diseases.  It was the first human disorder that was recognized to conform to the 
principles of Mendelian autosomal recessive inheritance by Sir Archibald Garrod over 100 years ago.  AKU is 
caused by deficiency of HGD, an enzyme involved in the metabolism of tyrosine, leading to an accumulation of 
homogentisic acid (HGA).  HGA is deposited as a pigmented polymer in collagenous tissues, a process known as 
ochronosis, which leads to severe musculo-skeletal consequences. 
Research on AKU in Liverpool started in 2003.  A team of dedicated individuals have been able to come together 
to help understand this disorder for which there is still no licensed disease-modifying treatment.  In recognition 
of the progress made by the team, the Department of Health (UK) established the National Alkaptonuria (AKU) 
Service (NAS) in the Royal Liverpool University Hospital (RLUH) in April 2012; the NAS will provide annual 
multi-disciplinary assessment and treatments including nitisinone, an HGA lowering agent. 
In addition, our group, by forging links with European and International partners, has also been working to 
enable AKU patients to obtain nitisinone by engaging with the European Medicines Agency (EMA) to license this 
drug for their treatment.  In order to facilitate this, a project called DevelopAKUre, funded under the European 
Commission’s Framework 7 programme, commenced in November 2012.  The aims of this project are to 
determine the correct dose of nitisinone for AKU (in a study called SONIA 1), to examine the effect of nitisinone 
on AKU outcomes over a 4 year period (SONIA 2), and finally to elucidate when ochronosis begins in AKU so 
that the optimal time to start nitisinone treatment can be determined (SOFIA).  These separate but related 
programmes by our group should transform the landscape for AKU. 
In addition, since AKU resembles osteoarthritis (OA), translation of new knowledge about AKU to help 
understand the much commoner disease OA is also a goal. 
 
Kassim Javaid 
The NIHR Rare disease musculoskeletal translational research collaboration 
AIM: During the workshop we will demonstrate the current status of the NIHR Rare diseases network and the 
opportunities available for future work and collaboration 
BACKGROUND: This is an NIHR funded programme of work to develop new diagnostics and therapies for 
patients with rare rheumatic disease through improved disease phenotyping and linkage to genetic information. 
While the Oxford NIHR BRU is the hub (led by Professor Wordsworth +rare bone diseases (Javaid) and 
vasculitides (Luqmani)), its success depends on a national multidisciplinary network.  
Success will be measured by national recruitment and phenotyping of patients with rare diseases. Many of the 
existing rare disease registers are focused on patient information and diagnostic criteria rather than trying to 
capture patient level information to inform novel therapeutics. There is strong patient involvement through the 
Brittle Bone Society and the Fibrous Dysplasia Support Society UK to help develop the database, ethics and 
research.  
Once established the network will provide a critical resource to maximize basic and clinical research and improve 
patient outcomes.  
For further details please contact kassim.javaid@ndorms.ox.ac.uk 
 
Nick Sireau 

http://www.esdn.org/
http://www.sybil-fp7-eu/


Building collaboration in rare disease research 
Traditionally, medical research has concentrated on diseases affecting many people, while research into diseases 
with more limited reach has been largely neglected. This traditional deployment of resources must change, 

because new scientific understanding of human biology at the molecular level turns tradition upside down. Broad 

based scientific and clinical approaches, of the one-size-fits-all, are no longer as relevant. 
That’s why fundamental diseases are important. Fundamental diseases are rare and extreme diseases that help us 
understand human biology and develop treatments for common diseases. For instance, statins were developed 
through the study of familial hypercholesterolemia 
Collaboration is at the centre of fundamental disease research, and patient groups play a key role here. 
Experience from the AKU Society, a patient group working on Alkaptonuria (AKU, also called Black Bone 
Disease), shows that patients, academics, clinicians and industry can work together to bring treatments from pre-
clinical through to late clinical research.  
Findacure: the Fundamental Diseases Partnership, is a new charity born out of this experience. It seeks to build 
the capacity of small patient groups, providing training and advice in everything from fundraising, working with 
academia, interacting with industry, participating in clinical trials to understanding the regulatory process. 
Findacure’s ultimate aim is to help build a vibrant patient sector that can drive collaboration in the quest for 
cures. 
 


