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INTRODUCTION 
 
The Euro-WABB project aims to support efficient diagnosis, treatment and research for Wolfram, Alström 
and Bardet-Biedl (WABB) syndromes and other rarer diabetes syndromes in Europe. One of the objectives 
of the project is to assess the effectiveness of clinical management and quality of care of these syndromes 
in order to establish the learning needs of health professionals and provide support. 
 

Wolfram, Alström and Bardet-Biedl (BBS) (WABB) syndromes are very rare (0.57, <0.2 and 0.8 
cases/100,000 respectively; Orphanet Report Series Nov 2009 No. 1). All three of the diseases have 
substantial clinical overlap and complex presentation of symptoms. The rarity of these syndromes and 
scarcity of available information can translate into delayed or missed diagnosis, difficulty in accessing 
appropriate care and mis-management of the syndromes. For patients, this can result in additional physical, 
psychological and intellectual impairments, inadequate or harmful treatments, loss of confidence in the 
healthcare system, and patient disempowerment. 
 

The Euro-WABB project aims to understand these barriers to diagnosis and management of rare diseases to 
establish what learning needs are present in health professionals within the EU community. It is hoped that 
meeting these needs can support health professionals in prompt diagnosis leading to more positive 
outcomes for patients including improved quality of life, genetic counselling, appropriate screening and 
clinical investigations.  
 

This report provides insight into the needs of health professionals established from three sources: 
1) A personal account of a health professional.  
2) A presentation by a patient support group to health professionals and subsequent open discussion.  
3) A survey of needs conducted by Rare Disease UK with contributions from Euro-WABB collaborators and 

families. 
 

This report summarises the points raised by all sources in relation to barriers to diagnosis and the 
subsequent learning needs of health professionals. The identified needs will be considered by the Euro-
WABB Associate Partners to consider how outputs of the project could contribute to resolving the issues.  
 
 

METHOD 
 

A UK health professional was approached by Kay Parkinson, ASUK Director and leader of Euro-WABB Work 
Package 2 (Dissemination). They provided a personal account of diagnosing rare diseases. The individual 
outlined the reasons they were able to recognise the disease when previously other health professionals 
had not been successful and also the barriers to diagnosis faced by health professionals.  
 

A presentation entitled “Increasing Health Literacy and Making Doctor-Patient Communication more 
effective” was given by patient support group Alström Syndrome UK to health professionals at the 26th 
Annual DIA EuroMeeting in March 2014. This presentation outlined issues arising from poor communication 
and communication gaps within health services from the experience of Kay Parkinson, Euro-WABB 
Associate Partner and leader of Dissemination Work Package. This presentation and feedback is provided in 
Appendix 1. 
 

Euro-WABB Associate Partners contributed to question design and participated in a survey conducted by 
Rare Disease UK. This considers Centres of Excellence for rare diseases and assesses the learning needs of 



 

 

health professionals in relation to this. Questions from the survey are included in Appendix 2 
and results of the survey are included in Appendix 3. 
 
Following feedback from the survey, presentation and the account of the health professional the Euro-
WABB Associate Partners have produced WABB syndrome clinical management guidelines for health 
professionals and also considered how the information could influence WABB syndrome patient 
information leaflets.  
 
 

OUTCOMES 
 
All three reviewed sources have provided invaluable insight into the learning needs of health professionals. 
The presentation was well received and the points raised by the speaker were corroborated by the 
audience. Predominant difficulties for health professionals initially diagnosing rare diseases and 
subsequently managing them appropriately have been identified. In particular these barriers to diagnosis 
are:  
 

1) Lack of knowledge of specific rare diseases 
The very nature of rare diseases means it is likely that health professionals will not have come across some 
of them either in their education or during their careers. Unfortunately therefore, even when the medical 
history of a patient is well documented, the pattern of presenting symptoms may not be recognised as 
relevant to a particular syndrome. Lack of knowledge amongst health professionals was highlighted as the 
predominant issue by both patients / carers and health professionals in the Rare Disease UK survey 
(Sustainability of Centres of Excellence, Key Finding 1).  
 

2) Mis-diagnosis of symptoms 
Individual symptoms of disorders can be difficult for health professionals to diagnose accurately when they 
have common presenting features or when there is a lack of knowledge for a particular rare disease. 
Misinterpretation of presenting features distorts the presenting pattern which creates a further barrier to 
diagnosis and thus represents a learning need for health professionals.  
 

3) IT systems being inadequate / restricted 
Inadequately slow health service IT systems can create a difficulty for health professionals in accessing 
appropriate databases and aids to diagnosis of rare conditions. This barrier can be especially prevalent 
during the time pressures of busy clinics. Also, information and databases relating to rare diseases may not 
be accessible by health professionals due to the restrictions placed on internet use to protect patient 
confidentiality and for the purposes of data protection. While security measures such as firewalls serve a 
valuable purpose they can be a hindrance if they are excessive to the point of preventing clinicians from 
accessing validated and accurate online resources.  
 

4) Poor communication between health professionals 
Lack of communication between health professionals and multi-disciplinary teams was identified in the 
ASUK presentation as a further barrier that health professionals must overcome. Absence of interaction 
between professionals even within the same hospital can result in only parts of a patients’ symptoms being 
assessed and multiple mis-diagnoses from various individuals. This translates into delays in appropriate 
diagnosis and an understandable lack of trust in the healthcare system for patients and their families.  



 

 

 
This finding was corroborated by the Rare Disease UK survey results which highlighted that expertise is not 
shared between clinicians and services and that there is a lack of communication between experts and local 
healthcare providers (Sustainability of Centres of Excellence Key Finding 2 and Collaboration and 
Communication Key Finding 1).  
 

5) Poor communication between health professionals and parents/carers 
Lack of communication between health professionals and parents/carers can cause delays to diagnosis and 
appropriate management of syndromes. Information can be provided by families that is not documented in 
their medical history and not considering this information provided by parents can delay referral to tertiary 
or specialist care where a diagnosis could be made. Engaging with patients and carers as well as support 
groups was highlighted as a learning need for health professionals in the Rare Disease UK report also 
(Collaboration and Communication Key Finding 3). Equally patients are keen to receive high quality 
information from their health services and have input into their health services.  
 
 

DISCUSSION 
 
One of the predominant learning needs of health professionals identified is knowledge of WABB 
syndromes. As rare diseases are so numerous it is near impossible to provide education to health 
professionals on all of them and aspects of patients’ medical history may only appear related with prior 
knowledge of a syndrome. Unfortunately there is a lack of interest from pharmaceutical companies in rare 
diseases as they are regarded as having limited commercial value and this can influence a lack of awareness 
amongst research-active health professionals. Knowledge of rare diseases can also influence mis-diagnosis 
of symptoms.  
 
 Ideally, changes in health policies to include further education on rare diseases could be provided to health 
professionals as collectively rare diseases present a substantial public health risk. One of the 
recommendations for Centres of Excellence arising from the report is playing a role in undergraduate 
education, training and professional development for clinicians. The Euro-WABB project can contribute to 
increasing knowledge of WABB syndromes amongst health professionals by producing a set of WABB 
clinical management guidelines. These guidelines can provide comprehensive details of the known 
symptoms of each syndrome as presentation can be so variable between patients and the syndromes can 
be difficult to distinguish. Information held in the Euro-WABB registry can be used to validate the guidelines 
to inform on prevalence of symptoms found in a European cohort of patients. Including guidelines to 
management of the diseases will encourage consistency across the European area and ensure that 
screening for symptoms not yet emerging in patients is not overlooked. The guidelines need to be made 
widely available to health professionals by translating them into numerous European languages; 
disseminating the guidelines at health conferences; and making the information readily available via the 
Euro-WABB website.  
 
Effective and accessible IT systems and internet resources allows health professionals the opportunity to 
gather information about rare diseases they may not have encountered before. While this is not strictly a 
learning need of health professionals, improvements in EU health service equipment and data protection 
policies could impact on earlier diagnosis and management of WABB syndromes and other rare diseases.  
As IT systems have been identified as a potential barrier it is important that there is dissemination of 



 

 

information through other routes. The WABB syndrome guidelines need to be easily 
accessible from the Euro-WABB website and available in a compact format that does not result in lengthy 
download speeds for health professionals. 
 
This review has also highlighted that a further need of health professionals is having a platform on which 
communication can be made straightforward. Communication between health professionals is paramount 
to sharing information and research proposals are more likely to be established through research teams 
with shared interests collaborating together. The Euro-WABB project could contribute to this by allowing 
doctors with a research interest the opportunity to engage with each other potentially via a forum on the 
Euro-WABB project website. The Euro-WABB website and information about the project should be included 
in the WABB syndrome guidelines to signpost health professionals to this resource. Collaboration between 
experts and local healthcare providers will influence an improvement in health care and this should be 
encouraged through Euro-WABB.  
 
Similarly, improved communication between health professionals and patients and their families has been 
highlighted as a learning need.  Patients are keen for in-depth information about their rare diseases and 
access to this knowledge can be facilitated by health professionals and Centres of Excellence (Information 
and Support Key Findings 1-3). Patients and clinicians should work in partnership to influence how services 
are developed and managed to ensure that they meet the patients’ needs and the need for allocating 
resource to supporting this close relationship is a recommendation arising from the Rare Disease UK report.  
An example of how a partnership model of doctors and patients can be beneficial is demonstrated by Kay 
Parkinson in the patient charity Alström Syndrome UK. Patients and their families organise annual 
conferences where patients express their health needs and concerns and doctors are invited to learn more 
about the condition. This collaborative effort has been rewarded by the UK National Health Service and 
funding to the charity has been allowed to ensure that the charity remains an equal partner in the patient-
led clinics and that good communication between doctors and patients continues.  
 
In response to these findings the WABB syndrome guidelines will not be made exclusive to health 
professionals and can be made available to patients and their families with clinical terms explained. A 
second output of the Euro-WABB project will also be to produce some WABB syndrome leaflets for patients 
and their families to provide an initial insight into the different conditions. To encourage communication 
between patients and health professionals in all European countries these patient leaflets will include 
contact details of the syndrome leads in each of the European countries that have contributed to Euro-
WABB. This will contribute to patient’s knowledge and allow access to the specialists in their nations.  
 
 

 
CONCLUSION 
 

Now that some of the learning needs of health professionals in relation to the WABB syndromes have been 
established the WABB syndrome clinical management guidelines can be influenced to meet these needs. 
The project needs to ensure that the guidelines are; readily available; widely disseminated; comprehensive 
and accurate; validated by the Euro-WABB registry; translated into multiple European languages; available 
to the public; a contact point for accessing specialist; and available on the Euro-WABB website. Creating 
WABB syndrome patient leaflets alongside the clinical management guidelines will also contribute to 



 

 

patient knowledge and empowerment which in turn will contribute to raising awareness 
amongst health professionals.  
 

It is hoped that these actions can encourage prompt diagnosis of the WABB syndromes influencing a 
reduction in morbidity and premature mortality and an improvement in quality of life for patients with 
these rare diseases. 
  



 

 

Appendix 1: Presentation at the 26th Annual EuroMeeting of DIA by Kay 
Parkinson, leader of Dissemination Work Package. 
 

 

 

 

 



 

 

 

 

 

 



 

 

 

 

 

 



 

 

 

 

 

 
  



 

 

Appendix 2: Questions for Health Professionals used in the Rare Disease UK 
Report on Centres of Excellence for Rare Diseases 
 
The following questions were asked in the second survey for clinicians, academic researchers, 
patient organisation representatives and industry representatives.  

 Is there a Centre(s) of Excellence for the condition (s) you work with/in?  

 How would you rate your communication with Centres of Excellence?  

 Are there any improvements you would like the Centre(s) of Excellence to make?  

 At Centre(s) of Excellence how would you rate the level of patient engagement?  
 
From the following list, please select in order of importance the five most physical things you 
feel a Centre of Excellence should have: (1=most important)  

 Large treatment rooms  

 Large waiting rooms  

 A private family room  

 Child friendly waiting and treatment rooms  

 Facilities to stay overnight  

 Free parking  

 An Information room  
 
The consultation by the government on the UK Plan for Rare Diseases outlines several key 
characteristics that must be present in order to be identified as an expert centre. They are listed 
below, please list in order of importance. (1=most important)  

 Coordinated Care  

 Adequate caseload for expertise  

 Not dependent on a single clinician  

 Arrangements for transition from children’s to adult’s services  

 Engaged with people with rare conditions  

 Research Active  

  
From the following list, please select in order of importance the five most important things you 
feel a Centre of Excellence should proved/have: (1=most important)  

 Education and training for medical professionals  

 Links with local healthcare providers  

 Links with patient organisations  

 Cross border care  

 Opportunity to meet other families affected by the same condition  

 Do you have any further comments?  

 
 
Interview Questions for Clinicians 
The interviews with clinicians were guided by the following questions:  



 

 

 When was this Centre of Excellence established?  

 Who influenced the set up of this centre?  

 Does this centre facilitate research? If yes, how does it do this?  

 What is the importance of research?  

 Are you associated with any patient organisations? If yes, which ones?  

 How many conditions does this centre provide for?  

 What conditions are cared for in this centre?  

 Approximately how many patients’ attend this centre?  

 How do you maintain a link with local services? How is patient information transferred?  

 How does this centre take into account the transition from children’s to adult’s services?  

 How do you make sure patients are systematically treated and recorded?  

 Do you accept referrals from the devolved nations? If yes, where have these been from?  

 Does this centre provide education and training to healthcare professionals?  

 Do you work with/what is your relationship with other Centres of Excellence?  

 Is this clinic regularly reviewed? Who is this done by and how is it done?  

 Are there any additional services you would like to see incorporated into this centre?  

 The Consultation by the Government on the UK Plan for Rare Diseases outlines key 
characteristics of a Centre of Excellence must have in its development, how do you see 
this working in practice?  

 How do you think we can stimulate interest in rare diseases that do not have a Centre of 
Excellence?  

 With over 6000 known rare conditions how do you think we can encourage the 
development of Centres of Excellence that can cater for them all or most of them?  

 How is this centre being funded?  

 Do you have to apply for funding yearly?  

 Are there any plans for change within this centre in the future? What are these 
changes?  

 


