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Executive Summary 

The Euro-WABB patient registry holds over 270 data records detailing information about 

symptoms and disease progression for Wolfram, Alström, Bardet-Biedl and other 

diabetes syndromes.  These syndromes are rare, complex and there is no current 

treatment.  This registry data is therefore invaluable in developing a greater 

understanding of these disorders and also progressing research to improve 

management and treatment.   

 

Clinical data is only part of the picture and doesn’t provide information about what it’s 

like as a person or carer affected by one of these complex and often debilitating 

conditions.      

 

The Euro-WABB patient and family survey commenced in 2013 and this report 

summarises the results from the first 53 respondents.  Respondents were asked a 

variety of questions about their experiences as an affected person accessing healthcare, 

support and information relevant to their needs.   

 

Results from the survey will inform the development of both the Euro-WABB 

‘Management Guidelines for Health Professionals’ and ‘Information for Patients and 

Families’.  It is hoped that these resources will improve awareness and understanding of 

the conditions, their management and the support provision for those affected.  
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Introduction 

Euro-WABB is a three year project receiving funding from the EU under the Health 

Programme Framework.  The primary objective of the project is the development of a 

large-scale European patient registry capturing clinical, diagnostic and genetic data for 

individuals affected by Wolfram, Alstrom and Bardet-Biedl (WABB) sydromes.  

 

Alongside the patient registry, key outputs from the project include comprehensive and 

accessible information materials for affected individuals and their families, and also for 

health professionals.   

 

To inform the development of information resources, Euro-WABB researchers 

collaborated with Alström syndrome UK (ASUK), the French Wolfram Association (FWA), 

the UK Wolfram Association (UKWA) supported by WellChild, and the UK Laurence-

Moon Bardet-Biedl Society (LMBBS) to produce and distribute two surveys designed to 

record patient experience and identify the learning and information needs of individuals 

and their families.  

 

Survey Design and Implementation 

Data was captured via two survey questionnaires which were produced in English and 

French and made available electronically and in a paper format.  The surveys were 

developed by Alström syndrome UK and the French Wolfram Association.  Copies of 

each survey are included in the appendices to the report.   

Survey Distribution 
Questionnaires were distributed in the UK, Ireland and France between 2012 and 2013.  

To increase and widen participation, a number of different methods of distribution were 

employed.  Distribution was facilitated by the patient support groups for the respective 

conditions.    

 

Survey 1: 

 Distribution at the 2012 ASUK Family Conference  

 Distribution by email to French Wolfram Association members 
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Survey 2: 

 Distribution at UK multidisciplinary specialist clinics for Wolfram, Alström 

and Bardet-Biedl syndrome  

 Distribution by email to 47 UK Wolfram Association members  

 Postal distribution to 45 UK LMBBS members  

Survey Participants  
A total of 53 responses were received and are summarised by country and syndrome in the 

table below:   

 

Approximately two thirds (66%) of respondents were parents or guardians of affected 

individuals with the second largest respondent category being that of the affected 

person themselves (20%). 

 

 

Syndrome 

Survey 1:  

Learning, Information & 

Training Needs 

Survey 2: 

Patient and Carer 

Experiences  

Respondents 

by Syndrome 

Wolfram 18 (FR) 16 (UK) 34 

Alström 8 (UK) -- 8 

Bardet-Biedl -- 11 (UK) 11 

All 26 27 53 
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Initial Diagnosis  
The age of diagnosis for both surveys is shown below.  The median ages of diagnosis were 9 

years (WS), 4 years (AS), 2 years (BBS).  The majority of participants received their diagnosis 

before the age of 18 years.  
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Results – Survey 1: Learning, 
Information & Training Needs 
 

Survey 1 was completed by UK and French patients and families affected by Alstrom and 

Wolfram syndromes.  A total of 28 completed questionnaires (8 AS, 18 WS) were 

included in the analysis. 

Access to Information 
Were you given enough information at Diagnosis?  

Approximately two thirds of respondents felt that they weren’t 

given enough information at diagnosis, with many seeking 

additional information via the internet.  The reported experiences 

also differed greatly with some patients feeling both informed and 

supported, with others feeling less so.  

‘There wasn't much information, so I searched on the 

internet..’ 
 

<I was supported by a> ‘..multi-disciplinary team of professionals, 

coordinated by community paediatrician..’ 

Patient & Family Information & Training Needs  
Survey respondents were asked a series of questions 

about whether they felt sufficiently informed and 

supported with various aspects associated with the 

syndromes.  They were also asked about additional 

training and or support that would benefit them or their 

child.  58% of respondents understood what caused the 

syndrome, with similar reported levels of understanding 

for associated symptoms.   
 

Respondents were asked if any of the following training courses would be beneficial and 

responses are summarised below:  
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Visual Impairment 

‘I would like to know the level of my son’s vision and understand what he 

sees and that he doesn’t see’ 
 

‘How does the eye disease progress, and how can we slow this down?’ 

This was the most requested training course and was also the symptom reported as 

‘most difficult to live with’ by Survey 2 respondents.  The majority of parents were keen 

to know what level of vision their child had and how their vision will deteriorate.  The 

majority of respondents were also keen to know more about visual aids and 

technologies that might help.   

 

Generic Training at Diagnosis 

‘Less of a shock to the system’   

This training ranked second highest.  The reasoning given for why this would be helpful 

centred around the need for reassurance and to reduce feelings of isolation.  
 

 

‘Too much information at the beginning is not good’ 

Reasons specified by those not in favour of training at diagnosis centred around too 

much information being unhelpful and that support from (informed) health 

professionals and support groups was more beneficial.  
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Healthy Eating, Exercise & Lifestyle 

‘Cookery lessons and sport, in a group session, could be very helpful’ 

All respondents were aware that exercise and healthy eating were important but some 

expressed difficulties participating due to a disability.   

 

Mobility Equipment & Information 

A lot of those responding ‘no’ to needing training for mobility information were not 

concerned due to their/their child’s current needs.  Additionally, >70% felt well 

supported for their mobility needs.  

 

Dual Sensory Impairment  

‘To be able to identify the first signs of hearing trouble and to access 

information to help’ 
 

‘To imagine he won’t be able to hear after blindness is very painful’ 

Many reported that they did not have a current need for this type of training but most 

wanted to prepare both practically and emotionally.  

Support Requirements 
The survey highlights that support needs extend beyond clinical care.   

‘Advice about education/schooling would be helpful’ 
 

‘The family conference and hospital sessions are very important as this 

gives X chance to meet other children with <the same syndrome>’ 

 

Patient Support Groups 

The majority of respondents who indicated 

that they received adequate support at 

diagnosis referenced the respective patient 

support group.  
 

44% of respondents found out about the 

patient support group via an internet search 

with 32% being referred by a health 

professional.  
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Results - Survey 2: Patient and 
Carer Experiences 

Survey 2 was completed by UK patients and families affected by Bardet-Biedl and 

Wolfram syndromes.  A total of 27 completed questionnaires (16 WS, 11 BBS) were 

included in the analysis.  

Involvement of Healthcare Professionals at Diagnosis 
How was the diagnosis given? n=27 

The majority (>90%) of respondents reported that they had received the initial diagnosis 

during a medical consultation and had also had this diagnosis confirmed by genetic 

testing.  Two respondents received an initial diagnosis by letter.   

 

Who did you speak to at Diagnosis? n=27 

Respondents were asked to give details about the person sharing the diagnosis, with 

30% reporting that the consultation was with a geneticist.  The next most frequently 

reported specialties were genetics and ophthalmology, which were reported by 41% of 

respondents.   The range of specialties and health professionals reported was large and 

is shown below:   
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Patient/Parental Experiences at Diagnosis 

How did you feel when you were first told about the diagnosis? (n=21) 

Respondents were asked to select the words that most reflected their feelings when 

they initially received their diagnosis. Of the 39 responses received from 21 

respondents, the most commonly reported feelings were those of fear and anxiety, with 

just 2 respondents reporting feeling supported.  

   
Respondents were also asked to select the phrases that most reflected their opinion of 

the way the diagnosis was given.  31 phrases were selected by 23 respondents with 

‘sympathetically’ being the most commonly chosen description.  

 

In your opinion, how was the diagnosis given? (n=23) 
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The results suggest that patients and families in the UK encounter a wide range of 

health professionals at diagnosis.  On this basis, it is important that information targeted 

towards healthcare professionals should be available across different clinical specialties.  

Given that most reported diagnoses were established before the individual reached 

adulthood, information to aid diagnosis should be further targeted towards healthcare 

professionals working in a paediatric setting.  Similarly, reported experiences during 

diagnosis vary greatly indicating that there is scope for better standardisation.  Given 

that many of the surveyed families sought information from the internet, ensuring that 

accurate information is readily available is also important.  

Experiences After Diagnosis  
Survey respondents were asked about their day to day experiences both in accessing 

healthcare and more generally.  Respondents were asked to list up to three most 

difficult problems to live with.  This was a free text field and thematic analysis identified 

12 common areas that were consistently of concern for both WS and BBS respondents. 

25 respondents reported one or more ‘problem’ and the results are summarised below:  

 

 
 

The most commonly reported problem was vision and this was most frequently 

reported as the ‘first’ most difficult problem.  The differences in reporting frequency of 

diabetes and weight management is accounted for by clinical differences between 

syndromes.   
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Recommendations for Health Professionals 
Respondents were also asked to provide up to 3 responses (free text) with a total of 34 

suggestions received from 16 respondents.  Thematic analysis identified 4 common 

areas for improvement: 

 

 Communicate better (with each other, and with patients) 

 Be more knowledgeable 

 Provide more support for psychological symptoms 

 Provide more support for a specific symptom 

 

‘Speak to each other and share information’ 
 

 

‘Knowing more about the syndrome – we are the experts’ 
 

 

‘Help with emotional / anxiety issues’                         

Accessing Healthcare 
Respondents were asked to provide information about which specialties they were seen 

by for the management of the condition.  Most reported a yearly follow-up for the 

majority of their symptoms which may relate to attendance at UK NHS Specialist 

Multidisciplinary Clinics.   
 

Symptom n 
Frequency of 

Follow Up 
(Mode) 

Proportion Reporting this 
Frequency 

Diabetes 9 3 Monthly 4 44% 

Vision 18 Yearly 12 67% 

Hearing 6 Yearly 4 67% 

Urology/Nephrology 12 Yearly 6 50% 

Neurology 2 6 monthly 2 100% 

Psychology 6 Other 2 33% 

Cardiology 3 Yearly 2 67% 

Liver 1 3 Monthly 1 100% 

Learning Difficulties 7 6 monthly 3 43% 

Weight Management 12 Yearly 4 33% 

Other 6 Yearly 4 67% 
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Support Requirements 
Respondents were asked about the non-clinical support 

received and also additional support needs.   20 

respondents reported a registered disability and 21 

respondents reported receiving outside support in a 

variety of forms.  Of those receiving support, 

educational support (including higher education) was 

the most commonly reported (14).   
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Discussion 
 

Although informative, it is unlikely that the current data accurately represents 

experiences and resource needs across all European countries.  It may therefore be 

beneficial to widen the survey sample to include participants from more countries.  

 

It is also important to remember that each patient journey is different and families’ 

need for information and support will vary depending upon individual circumstances. 

 

However, many of the survey findings are in agreement with the findings of the Rare 

Disease UK publication, ‘Experiences of Rare Diseases: an insight from patients and 

families’ (www.raredisease.org.uk). In particular, the comments that patients and 

families are not provided with enough information on all aspects of their condition, both 

at first diagnosis and subsequently. There may be a concern from health professionals 

that giving too much information at diagnosis may be difficult to take in at such a 

stressful time. In addition, the comments that there is a general lack of support for rare 

disease patients with their medical and emotional issues. This is clearly the case in the 

UK where specialist services are relatively well advanced for Wolfram, Alstrom and 

Bardet Biedl syndromes. It is likely that this lack of support is even more severe in EU 

states that do not have multidisciplinary specialist clinics for these diseases.  

 

A further finding is the important role that patient associations play in providing 

support, information and advice to affected families. Patient organisations are often the 

only or main source of information for rare disease patients. There is clearly a need to 

provide authoritative, consensus or better still evidence based information on natural 

history and management guidelines, for both patients and their health professionals.  

 

It would be useful to combine these two questionnaire based surveys for a follow-up 

study, to assess the effects of the Euro-WABB project on improving the patient 

experience of these rare diseases. This could form part of a future evaluation of the 

project.          

 

http://www.raredisease.org.uk/
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Conclusions & Recommendations 

The patient and family surveys highlight that there is a need for specific information for 

both Health Professionals and Patients.  The survey data also identifies specific 

information requirements for both the Information for Patients and Families and also 

the Clinical Management Guidelines for Health Professionals.  
 

Health Professionals:  

 There is a need for consensus management guidelines to support clinicians at 

diagnosis and management.    
 

 Health Professionals from many different specialties are often involved at initial 

diagnosis and throughout follow-up.  Information should therefore be widely 

available and readily accessible to all.  
 

 Management Guidelines should include recommendations for coordination of 

care and communication planning between health professionals across 

specialties and sites. 

 

 Management Guidelines should include information to enable clinicians to 

signpost patients and families to additional information resources and patient 

support groups.  
 

 Guidelines should include the optimal frequency for follow up of each syndrome 
 

Patients and Families:  

 There is a need for a resource bank of comprehensive information, support and 

training that can be accessed based upon individual need.      
 

 Information should encompass identified areas of particular concern or need 

such as visual impairment.   
 

 Given that the onset and severity of symptoms differs for each affected person, a 

series of symptom specific information may be more useful than a single 

comprehensive document.  
 

 Information provided at diagnosis should include details about accessing 

additional sources of advice and support, such as patient groups for the 

respective syndromes, and generic advice about educational support and 

support for disabilities.  This may differ between countries.    
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Appendix 1: Survey A Questions 

 QUESTION  (ANALYSIS OF LEARNING, INFORMATION & SUPPORT NEEDS) 

1 Name / Respondent ID 

2 Age at diagnosis 

3a Were you given enough information about the condition when you or your child was first diagnosed?  

3b Please give detailed information  

4a Were you given enough support and advice when your child was first diagnosed? 

4b Please give full details 

5a Who first referred you to Alstrom Syndrome UK (Name)? 

5b Who first referred you to Alstrom syndrome UK (Organisation)? 

6a If a training course were available when you / your child was first diagnosed, would this have helped? 

6b How do you feel this would have helped?  

7a Do you understand what causes Alstrom Syndrome? 

7b If you do, where did you find this information (Health Professional, Internet, ASUK)? 

8 Would you like further information or a training course about genetics and how this affects you and your family?  

9 Would you consider having a larger family?  

10 Would you like further information about pre-implantation and genetic counselling? 

11 Please give further details if necessary 

12 Would you like more information about sight loss and how this affects you/your child? 

13a Would you like information about current technology and aids which could help? 

13b Please state any particular equipment you would like information about 

14 Would you find a training course helpful to understand the eye condition you or your child suffers from? 

15 Please give further details if necessary  

16 Do you feel you understand fully your / your child’s hearing loss? 

17 Would you like further information about current equipment available to help? 

18 Would you like to attend a course related to dual-sensory loss? 

19 Please given further details if necessary 

20 Do you / your child suffer from cardiomyopathy? 

21 Do you understand what cardiomyopathy is and how is this treated? 

22 Do you feel your / your child’s heart condition is managed effectively? 

23 Would you recognise the signs of heart failure? 

24 Would training help you to fully understand the heart condition you or your child may suffer from? 

25 Would information about transplantation and the choices available be of help to you and your family? 

26 Please give further details if necessary 

27 Do your fully understand how diabetes affects the body? 

28 Do you fully understand the ways which can help to delay the onset of diabetes?  

29 Would you know the possible symptoms that could indicate you may have diabetes? 

30 Would training help you to fully understand how diabetes affects the body and ways to manage the condition? 
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 31 Do you fully understand how a healthy lifestyle, including regular exercise and a healthy diet, can manage your / your child’s condition? 

32 Do you fully understand the importance of a healthy lifestyle and how this impacts on your body? 

33 Would a training course including cooking healthy and tasty meals, making exercise fun and how to stay fit and healthy help?  

34 Please give further details if necessary 

35 At the moment, do you feel you are well supported with your / your child’s mobility? 

36 Would mobility training and information about how equipment could help be of benefit? 

37 Would physiotherapy sessions help? 

38 Please give further details if necessary  

39 Does your family need help and support to manage difficult or challenging behaviour? 

40 Please could you indicate the types of behaviours which your child exhibits? 

41 Do you feel your family are fully supported to cope with this behaviour? 

42 How does this behaviour impact on the whole family? 

43 Please give further details if necessary?  

44 Do you feel you have the opportunity to discuss any concerns with an appropriate counsellor? 

45 Do you think that speaking to a counsellor would help? 

46 Would your family be interested in group support sessions to discuss coping techniques or strategies? 

47 Would you prefer individual sessions with a counsellor?  

48 Please give further details  

49 Please detail any other information or advice which would help and support you and your family 
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Appendix 2: Survey B Questions 

 

Section No.  Question Response Choices 

1. About the Person who 
is completing the survey 

1 Respondent ID   

2 Syndrome   

3 Respondent Affected Person, Parent/Guardian, Carer/Sibling 

    2. About you (or the 
person you care for if 
responding on their 
behalf) 

4 Gender Male, Female  

5 Living Arrangements 
Alone, With a Partner, In Sheltered Accomodation, With Parents, 
Independently, In a Care Home 

    3. Your Family 
6a 

Do you know of other family members who have the same 
condition? 

Yes, No 

  
6b If yes, who 

Father, Mother, Grandparent(s), Children, Grandchildren, Brother(s), 
Sister(s), Other Family Member(s) 

  7 Do you have children? Yes, No 

  8 If you already have children, how many do you have?   

  9 Was your condition diagnosed before you had them? Yes, No 

  10 Did you have prenatal diagnostic testing? Yes, No 

  11 Have your children undergone genetic testing? Yes, No 

  
12 

If you plan to have children, do you think that you will have 
prenatal diagnostic testing? 

Yes, No 

    4. Diagnosis 
13 

How old were you (affected person) when the condition was 
diagnosed? 

  

  
14 

How old were you when you (affected person) began to 
develop symptoms? 

  

  15a Symptom 1   

  15b Age of onset of symptom 1   

  16a Symptom 2   

  16b Age of onset of symptom 2   

  17a Symptom 3   

  17b Age of onset of symptom 3   

  18a Symptom 4   

  18b Age of onset of symptom 4   

  19a Symptom 5   

  19b Age of  onset of symptom 5   

  20 Who did you speak to when the diagnosis was first made?    

  
21 

If this person was a doctor or other healthcare professional, 
please indicate their specialty? 
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22 

Has your (affected person) diagnosis been confirmed by 
genetic testing? 

  

  23a Do you know the details of the genetic mutation?   

  23b If yes, please give details   

  
24a 

Were you told about the diagnosis during a medical 
consultation? 

Yes, No 

  24b If yes, with which specialist?   

  24c If no, in what circumstance?   

  
25 How did you feel when you were first told about the diagnosis? 

Isolated, Afraid, Anxious, Relief, Rejected, Supported, Too young to 
remember, Other…. 

  
26 In your opinion, how was the diagnosis given? 

Sympathetically, Without compassion, With enough explanation, 
Without enough explanation, With counseling, Without any 
counseling 

    5. After Diagnosis 
27 Who did you turn to for support? 

Family Member, Social Worker, Friend, Psychologist, Work Colleague, 
GP, Information Resources (internet, literature), Specialist…, 
Association/Support Group…, Other…. 

  
28 Where did you look for more information?  

Internet chatrooms or discussion forums, Health related websites, 
Patient Support Group Websites, Patient Support Groups, Other…. 

  29a Did you benefit from support after diagnosis? Yes, No 

  29b If yes, what support? Medical, Psychological, Patient Support Association, Social, Other…. 

  30a Has the condition affected your family and social life? Yes, No 

  

30b If yes, how? 

It has brought my family closer together, There has been a breakdown 
of family links, Separation / Divorce (either you or your parents), 
Friends have become closer, Friends have become more distant, 
Other…  

  31a Has the condition affected your job? Yes, No 

  

31b If yes, how? 

Difficulties finding employment, Change of role, Difficulties adapting 
the pace of work, Discrimination related to a disability, Change of 
occupation, Treated differently by your employer, Treated differently 
by your colleagues 

  32a Has the condition affected your (your child's) education? Yes, No 

  

32b If yes, how? 

Repeat of an academic year, Change in what subjects are studied / 
area of interest, Poor attendance due to ill health, Poor support for 
auditory and/or visual needs, Difficulties doing sport or physical 
activity, Problems with relationships with other students, 
Requirement for teaching assistant support, Other... 
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6. Experiences of Living 
with a complex illness 

33 
Please tick the boxes for the symptoms that you (affected 
person) experience: 

Urological symptoms (kidney/bladder problems), Diabetes Insipidus, 
Hearing impairment, neurological symptoms (e.g. balance), Diabetes 
Mellitus, Visual impairment, Psychological (e.g. behavioural), Cardiac 
(heart), Liver symptoms, Difficulty managing weight, Learning 
Difficulties, Other... 

  34 What are the three most difficult problems to live with?   

  
35 

What are the three things that Health Professionals could help 
more with, or do better, for your condition? 

  

    7. Disease Monitoring 36a Diabetes Monitoring GP/Family Doctor, Diabetes Specialist, Endocrine Specialist, Other… 

  
36b Diabetes Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  37a Eyesight Monitoring GP/Family Doctor, Ophthalmologist, Neuro-ophthalmologist, Other… 

  
37b Eyesight Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  38a Hearing Monitoring GP/Family Doctor, Ear Nose and Throat Specialist, Other… 

  
38b Hearing Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  39a Urology-Nephrology Monitoring GP/Family Doctor, Urologist/Nephrologist, Other… 

  
39b Urology-Nephrology Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  40a Neurology Monitoring GP/Family Doctor, Neurologist, Other… 

  
40b Neurology Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  41a Psychology Monitoring GP/Family Doctor, Psychologist, Psychiatrist, Other… 

  
41b Psychology Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  42a Cardiology (Heart) Monitoring  GP/Family Doctor, Cardiologist, Other… 

  
42b Cardiology Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  43a Liver Monitoring GP/Family Doctor, Liver Consultant, Other… 

  
43b Liver Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  44a Learning Difficulties Monitoring GP/Family Doctor, Consultant Paediatrician, Other… 

  
44b Learning Difficulties Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  45a Weight Management GP/Family Doctor, Other… 

  
45b Weight Management Monitoring Frequency 

Every three months, Every six months, Once a year, Once every two 
years, Once every three years, Never 

  46a Other 1 Monitoring   

  46b Other 1 Frequency   
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  47a Other 2 Monitoring   

  47b Other 2 Frequency   

    8. Daily Life 48a Do you have a registered disability? Yes, No 

  48b If yes, what is your degree of disability?    

  49 Who recommended that you registered your disability?   

  50 Do your receive any outside help? Yes, No 

  51 Do you need any outside help? Yes, No 

  52a Support received school hours per week, description   

  52b Support received general hours per week, description   

  52c Support received family hours per week, description   

  52d Support received physiotherapist hours per week, description   

  52e Support received guide dog hours per week, description   

  52f Other support received hours per week, description   

  53a Support needed school hours per week, description   

  53b Support needed family hours per week, description   

  53c Support needed physio hours per week, description   

  53d Support needed guide dog hours per week, description   

  53e Support needed home hours per week, description   

  53f Support needed other hours per week, description   

  54 Please use the space below to write any other comments   
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