Batten Disease

The Support Needs of Families of Children with Batten Disease:
An Audit of the Efficacy of Existing Services and
an In-Depth Study of Families Needs

Executive Summary April 2008

Dr Ruth Williams
Evelina Children’s Hospital, London

Dr Sasha Scambler
King’s College, London

Funded by

Batten Disease Family Association Registered Charity No. 1084908

0115 965 4815 info@bdfa-uk.org.uk www.bdfa-uk.org.uk
c/o Heather House, Heather Drive, Tadley, Hampshire RG26 4QR







Batten Disease Family Support Project — Executive Summary

Introduction

The aim of this study was to examine the support received by and available to families of children with
Batten disease. The main results were collected from two phases of the research, a quantitative audit of
existing support services and a qualitative study of the efficacy of current support services. This summary
presents the key findings and recommendations from the research.

Audit Results

Questionnaires were sent to all families on the Batten Disease Family Association files. 29 completed
questionnaires were received (a response rate of 31%). Of these 2 were from families of children with
Infantile Batten Disease, 12 were from families of children with Late Infantile Batten Disease and 15 were
from families of children and adults with Juvenile Batten Disease. The results of the audit cover three main
areas: Diagnosis; Access to Professionals and Services and Needs.

1. Diagnosis was most likely to be given by a Paediatric Neurologist for all types of Batten Disease and the
majority of the Infantile and Late Infantile families were satisfied with the way that they diagnosis was
given compared to less than half of the Juvenile families. Neither the provision of written information,
nor follow-up with a written summary of the meeting seemed crucial to levels of satisfaction with the
process. The one aspect which does seem to tie in with satisfaction levels is the ability to ask questions.
Almost all of the Infantile and Late Infantile families felt able to ask questions compared to 60% of the
Juvenile families.

2. The results of this audit suggest that there are wide variations in the access that families have to
professional support. Whilst some families have access to a wide variety of professionals in the health,
therapy and educational areas other families seem to have little or no support from specialists and rely
on general medical help such as GPs. Very few of the families had access to a full range of therapists
and Neurology specialists. There is clearly variation both across regions of the country but also
between the different types of Batten disease. =~ On average Infantile and Late Infantile families are
accessing more professionals and services than Juvenile Families, although Juvenile families are more
likely to find the professional that they are in contact with helpful.

3. When asked about requirements for help, all families expressed a desire for help, and all but one were
receiving at least some help. More of the Juvenile families felt that they were receiving enough help than
the Infantile and Late Infantile families, despite accessing less professionals and services.

This audit suggests that there are variations across the country and across the different diagnoses of Batten
disease in relation to the diagnosis, the way in which it is given, and parents’ satisfaction with the process.
Equally, there are very clear differences in access to professional help and support with some families able
to access a whole range of medical, therapy and social professionals and some lacking even the basics. The
need for help is, however, universal. These issues are explored in more detail in the next chapter where
we look at the results of the qualitative face to face Interviews. This will enable us to get a much more
detailed look at the support needs of parents and begin to assemble a list of services which are out there
and could be accessed, those which are only available in certain places and those which are not currently
available and are needed.
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Interview Findings

Sixteen face to face in-depth interviews were conducted. Of these, nine were with the families of children
and young adults with Juvenile Batten disease, 5 were with the families of children with Late Infantile Batten
disease and two were the families of children and young adults with atypical variants of Infantile Batten
disease.

Two phase analysis was carried out. Phase one looked at overall support needs and led to the development
of ten themes.

Diagnosis - The road to diagnosis is not a smooth one and involves many months/years and misdiagnoses.
Often the school is the first place in which problems are picked up and problems may initially be viewed as
behavioural. There is an element of luck in being referred to a professional who has some knowledge of
the disease and, where this occurs, the diagnosis seems to follow relatively quickly. Actual diagnoses also
vary with the majority of families encountering professionals with poor communication skills and receiving
little or no information

Information — All families wanted some information on diagnosis although very few received the ideal
package of family friendly written information and BDFA contact details. The internet was invaluable to
many but also carried a warning as information was often stark, negative or out of date.

Support — This incorporates support from Professionals, informal support and support from the BDFA
and other Battens families. Experiences varied widely but all families felt that they could use more support
in at least one area of professional expertise. Family members and friends provided informal support which
was invaluable in many cases. Friendships survive but in some ways they are different types of friendship.
Contact with other Battens families was also seen as predominantly positive enabling families to share
experiences with people who ‘understand’.

Professional Involvement in Care — This was an area about which families felt strongly. Many of the
encounters with professionals were viewed as broadly negative, but it is important to note that the majority
of the families were able to identify individuals within their experiences who had also been particularly
helpful and supportive. The key issues raised around professional involvement in care related to a lack of
expertise, lack of local provision, and difficulties accessing and organizing professional interactions.

Organisations - Experiences clustered around the day to day practicalities of living life with a child, or
children, with Batten disease, the need for advanced planning of both family activities and
services/equipment; and the organisation of professionals themselves.

Financial Issues — The financial impact of living with Batten disease affects families both on a personal level
and in trying to apply for funding from governmental and non-governmental sources. The lack of money
available for equipment and services due to budget shortfalls or departmental wrangling was a common
theme. What is clear from the interviews is that families have to fight for funding which may or may not be
forthcoming, depending on area and time of year rather than needs. What is also clear is that families are
not asking for money for luxuries or unnecessary frivolities.

Equipment — Whilst a minority of families had access to all equipment required, most parents had
difficulties accessing very basic and absolutely fundamental pieces of equipment. Lack of information, long
waiting periods and lack of funding were all cited as issues.
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Education - Special and mainstream education were addressed. All of the parents interviewed had started
their children off in mainstream schools or nurseries before moving them to special schools, or in one case,
to a combination of special and mainstream school, and in another, to home schooling. On the whole most
parents were happy with the special school education that their children received although there were
some issues over applications for places because of the Government’s inclusion policy, and many had, again,
had to fight before gaining places for their children.

Leisure Activities - Difficulties were experienced by parents trying to access appropriate leisure activities
for children and young adults in the local community and outside of the special school or residential setting.
Social activities were seen as crucial to maintaining quality of life, and many parents identified difficulties
experienced by their children in making and maintaining friendships

Nature of Batten Disease — Key issues related to the need to manage and juggle an array of medication
and equipment; dealing with a rare disease with little information and very low levels of general professional
expertise; living with the uncertain trajectory on a daily basis and the ongoing debate about disclosure and
whether/when to tell a child their diagnosis.

Phase two focused on family life.

Batten disease has a major impact on all aspects of family life — from practicalities of daily routines, to
leisure activities and holidays to career choices and sleep deprivation. It is important to note that not all of
the experiences were negative however. Some parents talked about successfully maintaining family life and
key activities such as family meal times. Others talked about the skills and strengths that they had gained
form being parents of children with Batten disease, and the positive experiences that they had had in the
process. Key themes to emerge included the need to maintain a semblance of ‘normal’ family life; the
impact on siblings and the struggle to ensure equal attention for affected and non-affected children; the
additional strain on relationships between parents coping, often in different ways, with the disease; and the
impact on, and support of the extended family. Other issues raised included the problem of sleep
deprivation, the negative impact on careers and the need for flexibility, the (often positive) impact on
personality which manifests in a growing assertiveness and the development of the skills to deal with a
range of professionals and fight for services, support, equipment etc.

Summary

The analysis of the interview data clearly shows the commonalities in the experiences of families living with
Batten disease. Families share the trauma of diagnosis, the fight for information; the battles to get
equipment, funding, school placements, care and services, and the need to maintain family life throughout.
There is also a universal quest to ensure the quality of life of the children and to make them happy. One
thing that also emerges very clearly through the analysis is the variation in the experiences of the families in
relation to the disease process itself. The progression of symptoms is different from child to child even
within the same family. The timing and severity of symptoms varies as does the order in which they occur.
This means that whilst families can share in the commonality of living with the disease their actual
experiences of the disease itself are very individual.
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Recommendations
An action plan has been proposed incorporating ten key targets:

l. The compilation and development of a comprehensive information pack for
parents - the ‘magic boolk’.

2, The employment of staff to compile and, where necessary, write all additional
information needed for the ‘magic book’.

3. The provision of an information and support pack to be given out to all parents
on diagnosis effective immediately. This pack should also be distributed to
key professionals such as: Visual Impairment Teachers; Paediatric
Ophthalmologists; Moorfields Eye Hospital; Paediatric Neurologists.

4, The implementation of the ‘Positive Action Plan’ for parents on Diagnosis.

5. The introduction of a key worker’ or ‘buddy’ system.

6. The dissemination of the ‘All About Me Book’.

7. The formalising of the Equipment Exchange Programme.

8. The formalising of the Grandparent Support Network.

9. The development of a Sibling Support Network.

10. The organisation of Parents Training Days.

In addition to the above we recommend that the audit be repeated in 5 to |10 years time to see whether
the recommendations have been carried out and whether they have made a qualitative difference to the
support available to and utilised by families of children with Batten disease.
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