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A response to the public consultation on the Communication on Rare Diseases: 

“Centres of Expertise and European reference Networks of Centres of Expertise for 

Rare Diseases” 

 

Background 

The Thalidomide Trust has the responsibility for providing “relief and assistance” to the British 

people born with congenital damage as a result of the drug thalidomide (between 1959-1963). It 

is therefore a professionally-managed patient’s organization. During the period 2000-2004 it 

became clear that approximately one third of the group of 450 beneficiaries were experiencing 

significant health problems largely due to musculo-skeletal degeneration. It was discovered that 

most beneficiaries were not receiving satisfactory support from the primary health care services 

in relation to those problems they had which were attributable to their congenital damage. There 

was a prevailing assumption that such help was neither available nor possible. 

 

Extensive research identified a Centre of Expertise for dysmelia and related conditions in 

Stockholm (The Ex-Center), and also one in Nürnberg. Discussions with the UK Ministry of Health 

helped identify the processes for funding treatment in these centres for beneficiaries. It was 

quickly realized that dysmelia was such a rare condition that very few such centres of expertise 

would be likely to exist in Europe, and that certainly it would not be reasonable to expect to find 

one in every nation.  

 

Discussions with the main thalidomide/contergan patient organizations in Sweden and Germany 

led to the creation of the European Forum for Congenital Limb-Reduction Deficiencies. The 

purpose of this forum was to establish a network of patient organizations leading to shared 

information centres and a network of centres of expertise. During 2007, links were made with 

EURORDIS, and it was decided to adopt the principles of rare disease management being 

advocated by EURORDIS and through the RAPSODY project. 

 

At the end of 2007, the aims of the Forum were re-defined, and the work is now going forward 

under the name E-DRIC (European Dysmelia Reference & Information Centre).  

 

Rare Disease Management 

The E-DRIC work has managed to identify further centres of expertise, some with the help of 

Orpha.net. The process of building the network of such centres is in progress. 



 

Preconditions. 

The pre-conditions advocated by EURORDIS for such centres have proved very helpful in 

identifying areas in need of development in such centres. It has been easy to create an 

atmosphere of co-operation among the centres so far worked with: two cases of rare hip 

malformations requiring artificial hip replacement have been supported by centres in London, 

Nürnberg, and Stockholm. The Stockholm centre has also supported training of staff and 

treatment of UK patients in the UK. 

 

Multidisciplinary working 

Although the principle of Multidisciplinary working in health care receives a lot of assent, in 

practice it is difficult to develop. The networks being built include a “Panel of Experts” 

representing (to date) expertise in Medical Research, Radiology, Orthopaedics, Rehabilitation, 

Ergonomics, Occupational Therapy and Physiotherapy. It is hoped to add further specialisms. 

Only one of the centres in the network currently operates a genuinely multidisciplinary approach, 

and planning includes developing multidisciplinary methodology. 

 

Coordination. 

The aim of the forum project was to develop ways of placing the patient at the “centre” of the 

system. A trial project in UK during 2007 with 60 patients used a coordinator supervised by a 

medical specialist. It was anticipated that medical diagnostic support would be an important part 

of the work. In fact, what happened was that most of the time used was by the coordinator (an 

occupational therapist) in taking histories from patients, and communicating with various care 

and support agencies on behalf of the patients. The medical supervisor did supply some 

diagnostic input, and supervision, but much of his work was communicating with other medical 

care providers. It was found that this approach resulted in high levels of patient satisfaction, and 

also increased the supportiveness of primary care providers.  

 

Network Science 

This work has highlighted the need to take a scientific approach to Networks. The “traditional” 

network is often encountered in rare disease management. During the 1960’s, several centres 

became established which supported various aspects of the health care of the “Thalidomide 

Children” as they were growing up.  In network theory, these were all nodes that had weak 

interconnections with each other, and strong connections with patients and their GPs. This can 

be described as a ‘Hierarchical Decentralised Network’i , and is illustrated in Figure 1 below. The 

nodes (coloured) in the network could be centres of excellence, information services, rare disease 



patient groups, etc. This type of network is very vulnerable both to the destruction of the nodesii 

and to the weak links (individual relationships) which connect some nodes, and so it proved.  

 

 

Fig 1 Hierarchical Decentralised Network 

 

By the year 2000 there were no “Centres of Excellence” in the UK for the treatment of people 

with Dysmelia, and all the networks existing 30 years earlier had disappeared.  

 

A patient is moved around the external connection points of the nodes in a Hierarchical 

Decentralised Network. The single strand connections between nodes severely limit the ability of 

the network to provide comprehensive and timely support to a patient.  The network being 

developed by E-DRIC has nodes that include Swedish and German Centres of Excellence for 

dysmelia, and prospective nodes that include centres in France, Poland and the UK. The key 

component in evolving the network into an “Ordered Network”iii, and thereby reducing the 

vulnerability to node failure, is one or more central knowledge repositories. The primary 

characteristics developing for these appear to be that:  

1. The information contained has already been critically evaluated prior to uploading.   

2. It is regularly updated with inputs from the nodes.  

3. It is easily searchable. 

 

These factors distinguish these central repositories from the general availability of information on 

the worldwide web. The main secondary feature, which concerns the communication between 

the patients and the nodes, between the nodes themselves, and between the nodes and the 

central repositories is the level of security required for effective case management. Figure 2 

(below) shows the developing ordered network, just with the main nodes and central knowledge 



repository. Each of these nodes is the hub of another network, and the patients, instead of being 

individuals on the periphery of the system have become “passengers” within the links in the 

system.  

 

 

 

Fig. 2: Developing Ordered Network 

 

 

Databases 

It was found that normal medical databases were inadequate to describe the anatomy of people 

with dysmelia, so work began in 2005 to develop one. This has been achieved, and it is now 

being populated with the data for the UK thalidomide group. It is hoped that this will become a 

standard for all dysmelia groups, to be shared with patient groups in each country. The value of 

such a database is that it permits the linkage of patients with relevant developments in care, 

treatment, and assistive technology, while also permitting care providers to search for individuals 

who may have found solutions to emerging problems. The use of a standardized database is 

critical to rare disease management, especially where unusual anatomy is involved. This is an 

important aspect of coordination. 
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Data Security 

Security of patient data is an important issue, and one which presents many technical challenges. 

The Thalidomide Trust is trialling a system which permits the sharing of patient data between 

authorized persons within the UK, but is aware that data security legislation varies considerably 

between countries within the EU. 

 

National Registers of Birth Defects 

Dysmelia is a rare disease infrequently encountered by care professionals. It is one of several 

congenital diseases where long term support can most effectively be developed from national 

registers of birth defects. Most countries within the EU do not operate such a register. The Polish 

model offers a very good standard, where children with dysmelia and their families can be 

identified and supported from birth onwards. This is a time period when a lot of effective support 

can be given which will transform the life experience of the dysmelia patient. E-DRIC will 

advocate the wider of implementation of birth defect registers on this model, in support of the 

EUROCAT project. 

 

Recommendations 

We recommend that planning for rare disease management in the EU be developed on the 

principles developed through the RAPSODY project, but that the following additional factors be 

included: 

 

1. Network Design. Work needs to be carried out using different network models, to 

ensure the development of networks that are stable and durable, which also provide the 

patient with the experience that they are at the “centre” of the care system. 

2. Data Security.  Secure data networking and common EU data security standards are an 

essential requirement for effective international rare disease networks. The nature of 

many rare diseases is that they can only be supported effectively by developing 

international networks, such as is now being developed with E-DRIC.  

3. Information Standards. Information requirements differ between rare disease groups, 

but groups need to be encouraged to adopt information standards (e.g. databases, on-

line information centres) which can be interlinked. 

4. National Registers of Birth Defects. These can provide a stable platform for 

identifying a wide range of rare disease patients from birth, and thereby assist both in 

supporting the patient and informing national rare disease policies in member states. The 

EUROCAT programme should be supported and linked to rare disease management in all 

member states. 



Conclusions 

The RAPSODY project has helped clarify many of the key requirements for managing rare 

diseases. The experience of the Thalidomide Trust and its partners in the E-DRIC project has 

shown that RAPSODY has also codified many most important aspects for rare diseases. The 

recommendations listed above are intended to augment the work carried out so far. 
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