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INTRODUCTION
Alex TLC provides invaluable support and information to people affected by a genetic
leukodystrophy. Established in 2004 as ALD Life, an internationally recognised centre of
excellence for those affected by adrenoleukodystrophy (ALD) and adrenomyeloneuropathy
(AMN), we were encouraged by our medical advisors to expand our services. The charity changed
its name in 2019 to Alex, The Leukodystrophy Charity or Alex TLC, becoming the only charity in
the UK that provides support for all those with a genetic leukodystrophy.
Alex TLC responds to approximately 300 requests for support annually, and, with very limited
resources, has helped approximately 2,000 people at the date of publishing this report. To
address the multiple, complex issues a leukodystrophy diagnosis can bring, the charity delivers:







Practical support, advice and information
A grant programme for beneficiaries
Development of peer-to-peer networks which empower families and help them
realise they are not alone
Raising awareness of leukodystrophy amongst members of the public and health
professionals
Promoting research and research funding

Collaborating with specialists and stakeholders worldwide, Alex TLC works towards prevention
of and best practice in treatments and care for leukodystrophy patients and their families.

The Alex TLC Impact Survey 2020, distributed in December 2019 through February 2020,
gathered the views of those supported by Alex TLC from around the world. Respondents ranged
from those who have only accessed our website and online information to those who have
attended events or received direct support.
The survey asked for feedback on all elements of our support work, seeking suggestions for
improvement and new areas of focus. We also asked questions about respondents’ diagnostic
journey, their experience of the public and professional knowledge and awareness of
leukodystrophy, and feedback on services such as genetic counselling which are not provided by
Alex TLC. This will allow us to illustrate areas in need of improvement beyond our own services,
helping us to highlight issues and drive change.
Feedback in the survey highlights the many strengths of Alex TLC as a valuable source of support
for those coping with genetic leukodystrophy, as well as identifying avenues of further work. We
would like to thank all those who took the time to complete it.
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METHODOLOGY
The Survey used to gather the opinions of those who have been supported by Alex TLC used the
2018 survey as a basis, adjusting or supplementing questions based on beneficiary feedback and
staff analysis. The maintained focus on beneficiary viewpoints of our services reflects the positive
changes the organisation has made towards a better understanding of the strengths and
weaknesses of the charity.
As in previous years, our Steering Group provided overall guidance with changes made according
to feedback.
Questions for carers were changed to a simpler format and respondents were asked only to report
on the number of people they cared for. This change was made following feedback on the
complexity of questions around caring and representation from the previous survey.

67 individuals completed the survey, an increase of 23% from
2018.
Of these, 42 were carers supporting between 1 and 4 family
members.
The total number of views represented is therefore 126,
an increase of 33% from 2018.

The survey was distributed to those we have supported via email, as part of our eNewsletter,
through social media and advertising on the Health Unlocked patient forum. This allowed us to
reach the maximum number of respondents.
Survey respondents were asked questions about their location, gender, their own condition, and
their carer status where applicable. This allows us to report on feedback responses by different
demographics. Respondents were not required to leave their name or email address. Important
demographics that were missed in this and previous surveys were age and ethnicity, which will
be rectified for the next survey.
Results of the survey as outlined in this report will be used to improve the services and support
provided by Alex TLC. The numerous positive responses and comments received will be used for
marketing and fundraising purposes, to celebrate our achievements and promote further success.
All respondents were asked if comments could be used anonymously for these purposes; only
one respondent did not agree to this and will not have their comments featured in this report or
used elsewhere.
Publication of the Impact Report was delayed by several months due to the impact of Covid-19
on organisational capacity.
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DEMOGRAPHICS
Figure 1: Percentage of respondents compared to database
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While our support services and activities are based in the UK, Alex TLC receives and responds to
support requests from around the world. Our support is requested from numerous countries and
regions across the world including the Caribbean, China, Eastern Europe, India, Indonesia,
Republic of Korea, Malaysia, Maldives, Middle East, Pakistan, Philippines, South America and
Taiwan. In all, since the charity was founded, we have supported people from 52 different
countries across six continents, providing direct support interventions in 36 countries.
Figure 1 shows to what extent the respondents of this survey represent those we support with
regard to their location. As expected, UK beneficiaries make up the highest percentage, both on
our database and as respondents to our surveys. It should be noted there has been little change
in the percentages of beneficiary locations on our database since the 2018 Impact Report.
While nearly a third (29%) of our database lives in North America, the percentage of
respondents is significantly lower in comparison. We would assume this is due to the high
levels of support available from US-based support groups
It is also important to note that residents from countries in the African continent comprise such
a low percentage of our database, with no respondents to surveys. The majority of beneficiaries
in this area are from South Africa.
Overall, we have seen less overseas engagement with our 2020 survey, with the exception of
Asian and non-UK European countries. We attribute this to an increase in support for beneficiaries
in the Philippines and Eastern Europe over the past two years.
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The Alex TLC grant programme is welcomed by genetic leukodystrophy sufferers from overseas –
wheelchair purchase for young Philippino boy with ALD
This report will explore comparisons that can be made in relation to the impact of our support
services, dependent on location, in particular whether UK respondents report more significant
impact or better impressions of Alex TLC, knowledge levels of service providers and genetic
counselling.

Figure 2: Gender identity
of respondents

Figure 2 demonstrates that the majority of survey
respondents were female. This matches the
experience of many of the rare disease charities Alex
TLC has encountered, acknowledging that females
seem more likely to engage with support
organisations.

Following our change to support all genetic
leukodystrophies, we were encouraged to see some
Male
representation of this change in responses to the
survey (Figure 3). Although the majority of
71%
respondents (91%) had an ALD or AMN diagnosis,
this was expected for two reasons. Firstly, the higher
proportion of individuals who report an ALD and
AMN diagnosis reflects the relative prevalence of
these disorders compared to other, rarer, leuko-dystrophies (1/15,000 compared to 1/50,000).
Secondly, our expansion to include other conditions commenced only seven months prior to the
survey. The diversity of responses in relation to diagnosis will be monitored carefully year on
year. We might not expect to see the proportion of individuals affected by a non-ALD or nonAMN leukodystrophy to rise, but we hope to see the number of individuals reporting such a
diagnosis to increase.
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Figure 3: Diagnosis
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Figure 4: Respondent status
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We also asked respondents about their own conditions (Figure 4). A significant number of
respondents (62%) were carers, with 61% of these also having symptoms.
This highlights that the genetic nature of these disorders means there is a high probability that
those caring for the most severely affected patients are often also coping with their own
symptoms. It is important to also note that carers will often also have additional children or
family members to care for.
The impact of caring on mental health will be explored later in this report.
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CONTACTING ALEX TLC
Following on from our 2018 survey, we also considered when the individual or family received a
diagnosis, and when they first contacted Alex TLC (Figure 5). It is clear that we have maintained
engagement with beneficiaries over all time periods, including those that only use our website,
indicating confidence in our services.

Figure 5: When did you first contact Alex TLC?
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As shown in Figure 6, respondents either contacted us within a few weeks of diagnosis or waited
a significant length of time before seeking our support. From our experience we know
beneficiaries react differently to a diagnosis, with some wanting to know everything about their
or their loved one’s condition while others are wary of what the future may hold. This is reflected
in the varying answers to this question. It is important for support staff to be sensitive to these
differences and to allow families and individuals to approach us when they are ready.

Figure 6: How long after diagnosis did you first contact us?
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Figure 7: How did you find out about Alex TLC?
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We also asked survey participants how they initially found out about Alex TLC, with the majority
responding that this was a result of a Google search (Figure 7). Following this, the greatest
proportion were referred to us by a healthcare professional.

Figure 8: How easy was it to find Alex TLC?
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We were pleased to find that the vast majority of respondents reported that Alex TLC was very
easy to find, with only one individual remarking that finding us was not easy at all (Figure 8).
Continued self-publicisation in patient support groups, among healthcare professionals with
expertise in rare and neurological diseases and in online support group forums will help to ensure
that a maximum number of individuals will be able to find us. We have also invested in Google
ads to ensure maximum search engine optimisation. This will mean that a search for any
leukodystrophy will feature our webpage as a result.
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DIAGNOSIS AND GENETIC
TESTING
We enquired about the amount of time that elapsed between first experiencing symptoms and
receiving a diagnosis for their or their loved ones’ condition. We have found that this varies
widely, with some people waiting just weeks or days to have an accurate explanation of the cause
of their symptoms, and some people remaining undiagnosed for many years. This information is
displayed in Figure 9. It was most common for an individual to receive a diagnosis between 3
months to a year after experiencing symptoms (38%). 32% of individuals waited between 3 and
15 years to be diagnosed, 12% were diagnosed within 3 months, and 18% had either a preexisting or received a post-mortem diagnosis.
We asked survey participants to comment on their experience of being diagnosed, and a number
of individuals expressed that they experienced distress after their loved one began to experience
leukodystrophy symptoms.
“He used to come home from school with bruises, at first I thought that he was being bullied at
school which was partly true. He was showings signs of being lost as in not understanding what was
being said to him. He was actually scared of going to school. The day of the London bombing in July
2005 was a very significant and memorable day for us as that morning he cried and cried as did not
want to go to school. He was not coping and was falling behind with his lessons. The day before was
the last day he ever went to school, I was volunteering in his class and noticed how different he was.
He ate lunch alone and didn’t interact much with the other children. I knew then that something
wasn’t right. From then on he had problems with his eyesight and then followed a CT scan, blood
test, seeing the consultant at Hemel Hampstead Hospital and within three days we were at Great
Ormand Street Hospital seeing the Professor. This is the first time I’m writing about this and yes, it’s
very painful”
Other individuals expressed their frustration in having to wait a long time to receive a correct
genetic diagnosis, some report simply going to A&E in their desperation and describe their
heartbreak and shock at the diagnosis of a genetic leukodystrophy. One individual reported that
their diagnosis was handled very badly by an inexperienced paediatrician.
Among respondents to this survey, the average time between first identification of symptoms
and diagnosis was around 4 ½ years. The longest amount of time that an individual waited to
receive the diagnosis of a genetic leukodystrophy was 32 years. However, we are pleased to
remark that the figure of a 4 ½ diagnostic odyssey is a decrease compared to the 6-year time
lapse that we reported in our 2018 Impact Report.
In regard to reducing the amount of time an individual has to spend in a ‘diagnostic odyssey',
we are currently working with the NHS as the patient representative organisation on the
development committee of a newly commissioned service and Patient Registry for Inherited
White Matter Disorders, due for roll out in 2021. Alex TLC is working proactively to add ALD to
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the UK new born screening programme, responding to the National Screening Committee’s
January 2020 consultation and implementing a government petition – www.screenourboys.org.
This will be a critical turning point for early diagnosis and could ease the process for other
leukodystrophies.

Figure 9: How much time passed before receiving a diagnosis?
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Figure 10 shows that a large proportion of survey respondents initially faced misdiagnosis (44%).
However, we note that this is a decrease in the percentage of individuals who reported
misdiagnosis in our 2018 Impact Report (57%).
Among survey participants, a
misdiagnosis of multiple sclerosis
(MS) was most common. However,
the list of suggested conditions is
very diverse, and includes, for
example, stress, attention deficit
hyperactivity disorder, a brain
tumour, epilepsy and ALS (motor
neurone disease). Some individuals
simply had their symptoms ascribed
to an ‘Unknown Condition’.

Figure 10: Were you initially
misdiagnosed?
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The stress of a protracted diagnostic
odyssey cannot be underestimated.
One individual describes the
‘nightmare’ of how they faced 6
misdiagnoses before finally being
told they had ALD, including being
told that their symptoms were psychosomatic.
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In regard to individuals who had a pre-existing diagnosis, this was the result of, for example,
being the child of an affected individual or carrier, or receiving genetic testing following the
diagnosis of a relative. Indeed, a number of individuals commented that they were tested for a
leukodystrophy following a close relative either beginning to experience symptoms or being
diagnosed.
“My nephew was diagnosed with ALD, so the whole family was tested”
“Through similar illness of a nephew”
“I'm youngest of 7 children; oldest brother died from AMN, I walked into neurologist already
suspecting I had disease. He confirmed my suspicion after basic tests including reflex test and simple
VLCFA blood test”
“My son was quickly diagnosed once he was in hospital. I was diagnosed by a child neurologist, after
having been misdiagnosed as having ME, by the way I walked”
Prompt genetic testing is of utmost importance in regard to managing a hereditary condition
such as genetic leukodystrophy for a number of reasons. Firstly, receiving an accurate explanation
for why an individual or their loved one is experiencing worrying symptoms such as seizures,
falling unconscious and losing balance can be a relief in itself. Secondly, an early diagnosis means
that life-saving treatment can begin as soon as possible. Thirdly, it means that relatives of an
affected individual can be contacted quickly and also tested to see if they too carry a gene
conferring a leukodystrophy. Indeed, a diagnosis of a hereditary condition such as a
leukodystrophy has consequences for individuals outside of the immediate family (such as aunts,
uncles, cousins) and for future generations. It is crucial that relatives are contacted following a
diagnosis so that the gene is not unavoidably passed on.

Figure 11: Have you and/or your family ever been offered
and/or received genetic counselling?
Unknown ‐ I do not know what genetic counselling is
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(NO appointment scheduled for the future)
Yes ‐ genetic counselling offered but not yet received
(appointment due in the future)
Yes ‐ genetic counselling offered but NOT accepted
Yes ‐ genetic counselling offered and received
0

10

20

30

40

%

11

50

60

70

“After tests I was diagnosed as having the abnormal gene which both my daughters have
unfortunately inherited”
We asked survey participants whether they had ever been offered and/or received genetic
counselling (Figure 11). The majority (58%) responded positively, having been both offered and
received genetic counselling. A small number responded that they had been offered genetic
counselling and an appointment was due in the future (2%). That remains that 40% of individuals
either do not know what genetic counselling is, that they had been offered counselling but not
accepted it, that it had been offered but no appointment was due, or that they had received no
offer of genetic counselling.
Results from respondents based in the UK were similar to responses from individuals from all
countries. 58% of UK survey participants had been offered and received genetic counselling, 6%
of respondents had been offered genetic counselling but not accepted it, 2% had accepted an
offer and had an appointment due in the future, 4% had accepted but did not have an
appointment scheduled, 29% had not received an offer, and 4% reported that they did not know
what genetic counselling was.

Figure 12: How would you rate the quality of the genetic
counselling received by you, and/or your family, prior to or
after a leukodystrophy diagnosis?
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Among those who had received genetic counselling, the majority reported that the quality of the
counselling they received was very good (Figure 12). 19% reported that they found the genetic
counselling to be acceptable, 9% that it was good, 7% that it was poor, with just 3% finding that
the counselling was very poor. Among respondents to this question, 39% reported that they had
not accessed genetic counselling. We did not find any significant differences in the quality of
genetic counselling reported by UK respondents to this survey compared to all respondents.
We asked survey participants to comment on their experience of genetic counselling. In line with
the results shown in Figure 12, experiences varied widely, with some reporting that clear, precise
and positive support was given, and others remarking that they are not sure of the benefits of
genetic counselling. In one case, a respondent noted that the genetic counselling allowed her
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daughter and son-in-law to undergo pre-implantation genetic testing, which allowed them to
become parents without passing the leukodystrophy gene on.
‘The genetic counselling in Ninewells Hospital in Dundee was simply excellent! Very knowledgeable
and caring consultant who worked hard to include relatives living in different countries’
‘As previously stated, good explanation regarding genetic path etc and others affected. Very kind
genetic counsellor’
‘It was essentially just a data collection service for the NHS’
‘Defensive, unhelpful and unwilling to support tests for affected child’s sibling’

Figure 13: Was the need to contact
relatives discussed in genetic
counselling conversations?
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Figure 14: Did the genetic counsellor
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A majority of survey participants
responded that the need to contact
their relatives in genetic counselling
conversations was discussed (Figure
13). However, the rest of respondent
reported either that they had not
accessed genetic counselling or that
this need had not been discussed.
We included a question enquiring as
to whether the genetic counsellor
offered to contact relatives on their
behalf to discuss the implications of
a genetic diagnosis (Figure 14). The
majority of respondents gave no
answer, perhaps because they were
able to contact their relatives
themselves. 15% replied that the
genetic counsellor had offered to
make such contact, and 12% replied
no.
We can conclude from this part of
the survey that genetic counselling
both across the UK and the world is
not consistently high quality, and
individuals
receiving
genetic
counselling are not always informed
of the need to inform relatives that
they should also be tested. Alex TLC
will continue to work to improve this
and will explore new means to do so.
We are currently collaborating with
a Genetic Counselling MSc student

at Cardiff University on a project entitled ‘Communicating the Genetic Implications of
Adrenoleukodystrophy’. The project includes a survey for beneficiaries of genetic counselling,
and the results will be formally published in a research article.
Part of the work of our organisation is to increase education and awareness of genetic
leukodystrophies, with the aim of reducing the amount of time an individual has to wait between
first experiencing symptoms and receiving a diagnosis. In comparison to the findings reported in
our 2018 Impact Survey, it does appear that progress is being made in regard to this, with the
length of average diagnostic odyssey reduced from 6 years to 4 ½. In addition, we are pleased to
note a decrease in the proportion of individuals reporting having initially received a misdiagnosis
from 57% in 2018 to 44% in this report. This could reflect our having expanded to represent all
leukodystrophy patients, i.e., it may be that individuals participating in this survey are not the
same as those who participated in our 2018 survey. We will therefore be very interested to
observe whether this trend continues.

Genetic leukodystrophy can have wide ranging implications within families.
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SOURCES OF SUPPORT
We asked survey participants to rate the importance of various services in supporting
management of their or their loved ones’ condition (Figure 15). Support from family and friends
was rated most highly (73% either a score of 5 or 6), followed by support from leukodystrophy
specialists (66%) and Alex TLC (61%). Consistent with findings from our 2018 Impact Report,
support from governmental sources such as social services and ‘Other’ including support from
other charities, hospices, counselling and other alternative services were rated as least important.

Figure 15: How important are the following as a source of
support?
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We asked respondents to remark on their answer to this question and found that the support
needs, and desires of individuals varies widely. Some individuals commented that the network of
affected families provides most knowledge and support, with others stating that they had no
desire to interact with others affected by leukodystrophy, that they do not find that helpful.
Consistent with our findings from previous years, some expressed frustration at either the lack
of support, particularly among general health professionals and social services, or the amount of
time it takes to access it. This includes support from mental health professionals and physical
therapists. Getting the right support was described as a “a long and ongoing battle!”.
“Significant lack of knowledge or information among general medical professionals”
“In the US or Australia, with a serious chronic illness, one immediately is referred to trained
counsellors, a PhD clinical psychologist in the US is trained to counsel on all chronic illness, whether
MS or HIV. Non-specific. Also in Australia one gets this support. In the UK there is zero support,
nothing!”
“As a mother and full time carer, I suffer from depression and had no help in dealing with effect on
my mental health. Also needs someone for caring for son as I have health issues”
15

“Alex TLC sadly cannot be effective for non-English-speaking people, such as my mum. Moreover, she
doesn`t really have time for much communication vie the internet”
“It would be helpful when people have a better understanding. I had breast cancer in 2018 and I had
much more support for it than my everyday struggles with AMN”
The importance of counselling was repeatedly remarked upon. This is surprising given that such
a large proportion of respondents replied that they had not sought mental health support and
did not think either them or their loved one required it (see section on mental health).
“I think counselling is a very important factor in people caring for a child or adult with
leukodystrophy. After diagnosis you are suffering with bereavement, loss of your child’s future life,
and if affected personally also. Staff should have counselling too.”
“As we live in the North East of England, I feel we are left a little high and dry with sources of
support and specialist consultants. Harvey's neurologist doesn't seem to care however his
psychiatrist is much more supporting”
“I have consulted a geneticist and neurologist about some neurological symptoms I have
experienced in later life and have in the past found counselling helpful”
Some individuals stated that they would not know where to go for support if they needed it,
and that they think they probably need more support than they are currently getting. Educating
affected individuals about how and where to access support is something that Alex TLC can
work on.
A number of survey participants commented that they valued the support offered by Alex TLC,
some remarking that they have developed personal relationships with staff members and that
they know they can reach out if they need to.
We analysed the ratings given to each source of support by survey participants based in the UK
separately, but did not find any statistically significant differences between these ratings and
those given by participants based all over the world.
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SERVICES’ LEVEL OF
KNOWLEDGE
We asked respondents to rate the knowledge of non-specialist doctors, GPs, social services,
leukodystrophy specialists and education providers and employers (Figure 16).
Leukodystrophy specialists were generally rated well, with 42% of survey participants giving a
rating of either ‘good’ or ‘very good’. A higher proportion of respondents rated knowledge levels
as ‘acceptable’ rather than ‘good’. Unfortunately, we did find that a number of participants rated
the knowledge levels of leukodystrophy experts as ‘poor’ or ‘very poor’. This marks a change in
the findings from our 2018 Impact Report, where no one reported leukodystrophy specialists as
having ‘very poor’ levels of knowledge.

Figure 16: How highly do you rate the following on their levels
of knowledge regarding you/your loved ones' condition?
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The knowledge levels of GPs and non-specialist doctors were not highly rated, with 83% and
63% of survey participants giving a score of ‘poor’ or ‘very poor’ for these groups, respectively.
Similarly, 59% of respondents rated knowledge levels of education providers and employers as
poor, and 52% gave this rating to social services.
Ratings given to service providers from individuals in the UK were very similar (Figure 17). 88%
of UK participants gave knowledge levels of GPs a rating of ‘Poor’ or ‘Very Poor’ and 46% gave
the knowledge levels of leukodystrophy experts a rating of ‘Good’ or ‘Very Good’.
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Figure 17: How highly do you rate the following on the levels
of knowledge regarding you/your loved ones' condition? (UK
only)
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Alex TLC works to improve knowledge and awareness of genetic leukodystrophies both among
the public and healthcare professionals. The slight decrease in overall rating of knowledge levels
for leukodystrophy specialists in this report compared to our 2018 findings could be due to our
recently having expanded to extend our support to all patients affected by a leukodystrophy.
Indeed, ALD is the most common form of leukodystrophy, so it also likely the most well
understood, or likely to have been encountered, by specialist doctors.
Over the coming years, we will continue to work to make connections with leukodystrophy
specialists and raise awareness of not only ALD and AMN, but all genetic leukodystrophies, within
the medical community. This not only ensures that we have access to the highest quality and
most recent information, but that we are also able to help connect affected individuals to relevant
specialists. Our involvement with the new NHS Inherited White Matter Disorder Service and
Patient Registry will be highly beneficial in this respect.
Consistent with our findings from previous years, lack of knowledge regarding genetic
leukodystrophy among educators, employers and social services is a common theme. This is an
issue for the majority of rare disease sufferers and an area in clear need of improvement.
Although promoting awareness of genetic leukodystrophies among the above groups is not a
priority for Alex TLC, we work with umbrella organisations such as Genetic Alliance to address
these wider issues.
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MENTAL HEALTH
Various aspects of dealing with a genetic leukodystrophy can have a detrimental effect on a
person’s mental health. This includes going through the ‘diagnostic odyssey’, coping with the
physical and cognitive symptoms of the disorder or caring for a loved one experiencing
neurodegeneration, and coming to terms with the fact that the condition is hereditary and may
affect other family members.
As a support organisation, helping individuals deal with mental health issues that arise due to
being affected by a genetic leukodystrophy is a priority for us. We aim to help improve emotional
well-being by providing compassionate, professional and practical advice and support.
The majority of respondents raised concerns about their or their loved one’s mental health. Many
survey participants reported that they had experienced depression and anxiety, and in regard to
their loved-one’s condition, many commented on feelings of helplessness and guilt. Some
mentioned financial worries.
“It has affected my mental health as I overthink the worst and anxiety through the roof”
“At times I feel very low because I have no one to talk too about my condition”
“It’s the anxiety and the feeling of guilt about passing this disease on to grandsons”
“Feel unable to help”
“Parents, wife and family members worry but mother feels guilty about having passed on the gene”
“My oldest son had a full-blown breakdown lasting several years”
Given the uncertainty a diagnosis of a genetic leukodystrophy can cause, negative effects on an
individual’s mental health are unsurprising, and the majority of participants did report such
effects. However, some people did describe how over time they had come to accept the situation,
and that although they had experienced mental health issues, they had found some resilience
and strength.
“Initially I was quite low however have learnt to cope”
“In the past, used to pull my spirits down but that's no longer the case”
We asked survey participants about their experience accessing mental health support (Figure 18).
The majority (33%) of respondents reported that they had neither requested nor been offered
counselling. This is a smaller percentage of participants compared to our 2018 Impact Report,
where 44% of respondents had neither requested nor been offered access to such services. Taken
together (including those who had requested and been offered mental health support), 34% of
survey participants had received some kind of support. A minority of participants (6%) had
requested support and not received it.
When we analysed the responses from survey participants based in the UK, we found a number
of small but encouraging results. Firstly, 38% of respondents had been offered and accepted
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counselling, in comparison to 31% of all respondents, and only 6% had been offered
counselling and refused it (in comparison to 11% of general survey participants).

Figure 18: Have you or your loved one been offered or
requested mental health support, such as counselling
services?
Can't remember
Not offered or requested
Requested and not received
Requested and received
Offered and refused
Offered and accepted
0

5

10

15

20

25

30

35

%

When asked to comment on the quality of the mental health support that they had received,
many individuals were critical, with a common theme being that the support was ineffective as
the counsellor did not understand the nature or severity of the condition.
“I don't feel like they help or are helpful as they don't understand the severity of the illness”
“Too long of a waiting list for talking therapy I desperately need”
“Counselling cannot change the facts”
“I've spoken to a number of UK mental health professionals who are absolutely useless. Zero training
in what we all need in facing a serious chronic illness”
“Incredibly difficult to access, and basically inefficient and useless once accessed.”
On the other hand, some individuals reported that they were satisfied with the mental health
support they had received.
“Very useful, especially play therapy for our 6 year old daughter”
“It was very good”
One survey participant reported that the best support they had received as a carer came from a
specialist nurse who was experienced in managing conditions which share early-onset dementia
as a symptom. This nurse facilitated a monthly support group in which people caring for loved
ones with similar symptoms could exchange experiences. Support groups for people either
experiencing or caring for people with the same set of symptoms could be useful in helping those
affected by a genetic leukodystrophy feel less isolated. Indeed, although genetic
leukodystrophies are extremely rare, many other conditions can physically manifest in the same
way.
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Figure 19: If you/your loved one has not received appropriate
mental health support, what has prevented this?
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When asked about what factors had prevented them or their loved one from accessing mental
health support (Figure 19), the majority of respondents (28%) reported that they felt that they
did not require such support, with a further 16% of survey participants responding that their
loved one did not want it either. Only 4% responded that they did not know how to access mental
health support. 9% reported that the main barrier was dissatisfaction with current services.
Given that so many respondents reported feelings of depression and anxiety, poor mental health
amongst our survey demographic is clearly an issue. It is therefore somewhat surprising that, a
large proportion of respondents do not feel that they or their loved one require mental health
support. The reason for this finding is unclear. It could be that pre-existing negative perceptions
of mental health support deter an individual seeking out counselling, or perhaps respondents do
not correlate the mental health issues they are experiencing with offers of support. It may also
reflect the fact that those caring for others tend not to look after or consider their own needs.
We asked participants about what we, or other services, could do to improve the management of
their mental health. The importance of increasing awareness was repeatedly highlighted. Indeed,
better awareness and increased levels of education about genetic leukodystrophies have the
potential benefit of helping patients and their families know that they are not alone, helping
them understand how to better manage their condition, and helping local authorities provide
appropriate support.
“Educate those in the services about the illness”
“Educate, Educate, Educate on how to cope with the condition holistically”
“Liaise with local authorities to ensure the impact understanding of ALD is understood”
“Awareness campaign to patients that it would help and that they don’t have to bear the burden of
this disease alone. Awareness campaign to health system that leukodystrophy patients should be
treated as comprehensively as cancer patients”
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"In some way, my mum would be just fine without the mental help support, if only all the doctors
and social workers actually cooperated effectively concerning the technical stuff."
When looking after a person with a genetic leukodystrophy, a carer will rarely put themselves
first, and prioritise the needs of those they are caring for over their own. The psychological
impact of caring was remarked upon by a number of survey participants, and one respondent
reported that the most important thing Alex TLC could do to improve their mental health
would be to ‘help carers realise that they are not alone and can ask for help’. From the
comments left by several individuals, it also appears that people caring for adults and children
affected by a leukodystrophy have different needs, and this should be considered.
‘… (I know that) that caring for someone with cerebral decline is devastating and little understood by
the wider community and especially when the person affected has children’
‘As a carer, my mental health has been dramatically affected. I have been on antidepressants but
came off them as I was struggling with motivation’
Many survey respondents took the opportunity to comment on how the current support offered
by Alex TLC has been beneficial to them. Some respondents spoke about how just knowing that
the charity is ‘at hand when we need you’ is enough.
Taken together, our findings from this section of our impact survey suggest that Alex TLC
should:





Continue to raise awareness, particularly among social service providers in
collaboration with umbrella organisations such as Genetic Alliance UK.
Continue to organise community events and put people affected in touch with others in
a similar condition (perhaps in other countries, and on a more regular basis)
Publish literature explaining what services are available in a particular area.
Continue providing grant funds to help affected individuals access specialised
psychological support.

We are actively working to improve engagement levels. The new NHS service, which includes a
patient registry, will be an integral part of this, and increase our ability to reach new patients,
raise awareness and educate providers.
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ALEX TLC SERVICES
Figure 20: Which of the following services have you used?
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Accessing our website to obtain information about genetic leukodystrophies was the most
common way for survey participants to interact with Alex TLC with 53% of respondents reporting
that they had accessed the website in the past year (Figure 20). Support by email and phone had
been also been used in the past by 53% and 36% of respondents, respectively. The majority of
participants had not been referred to a leukodystrophy specialists, had a home visit or engaged
with our advocacy or grant programme. Over 85% of survey participants were aware of the
existence of all of our services.
We independently analysed the responses from UK participants to the question ‘Which of Alex
TLC’s services have you used?’ (Figure 21), and found some minor differences compared to the
information displayed in Figure 20. 17% of UK respondents had accessed peer support in the past
year compared to 12% of global respondents, and 31% of UK participants had accessed this
support over a year ago, compared to 27% of global respondents. Interestingly, only 4% of UK
respondents reported that they may use email and phone support in the future compared to 11%
of global survey participants (however this may reflect the fact that UK participants may already
be interacting with Alex TLC in this manner). Only 8% of UK respondents reported that they had
never used our website to access information, compared to 15% of global survey participants.
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Figure 21: Which of the following services have you used?
(UK only)
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The support provided by Alex TLC was almost unanimously reported to be relevant, professional,
high quality and useful. Only 2 participants gave a rating of ‘Sometimes’ – one when asked if the
support was relevant, and the other if the support offered was high-quality.
We asked survey participants how the support offered by Alex TLC had helped either them or
their loved one. Many commented on how our services have allowed people affected to know
that they were not alone and how beneficial the information we provide has been. A few
respondents specifically mentioned how helpful they have found the Community Weekend
events. One respondent said that the support was not relevant or useful and that they had not
benefited ‘at all’ from our support.

“Just knowing of others in the same position”
“Good to know there is someone you can go to who understands the challenges that you face and
know what you are going through”
“Being able to tell loved ones of our journey ahead”
“For myself, learning about AMN. It's much more approachable in the UK”
“Given more understanding of condition and where to go to for help”
“Get new information about the illness and the carrier aspects of it
“It has really helped me to feel part of the bigger picture - connected to a community”
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“The weekends in London and meeting others with the disease”
“The Community Weekends have been invaluable”
“We travelled to London for our first community weekend just weeks after receiving our sons’
diagnosis. The meet was a huge turning point where we felt could get relevant answers to many
questions and have direct contact with the world's leading researchers on ALD. We're so thankful
that we had that opportunity so early on”

Finally, we asked those participating in the impact survey about what Alex TLC could do to
improve our support services. Not all respondents replied to this question. However, a couple of
individuals mentioned the potential benefit of a small UK roadshow to raise awareness, and one
respondent talked about how allocating a trained clinical psychologist could help to deal with
emotional and practical issues. This latter point was also raised in our 2018 Impact Report. As
was the case then, resource limitations make the allocation of such a mental health professional
difficult. However, we will continue to explore options.

“Keep pressure to get more research done”
“Would like to meet more often”

In response to this question, a couple of individuals talked about the need for there to be ongoing awareness of genetic leukodystrophies within families. One respondent suggested a
‘campaign for indefinite retention of medical records for affected patients/families’ and a second
suggested opening up a debate about the negative outcomes related to the failure of sharing
information amongst other family members after the diagnosis of one family member, perhaps
in partnership with medical professionals. Indeed, following a diagnosis of a genetic
leukodystrophy, it is vital that all family members are made aware of the condition.
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COMMUNITY WEEKEND
EVENT
The Alex TLC Community Weekend is a popular and well attended event, which consistently
receives positive feedback. The aim of the event is to provide a space in which families can meet,
talk freely and support one another. Due to the COVID-19 pandemic, our 2020 Community
Weekend converted to a digital event taking place over the 7th and 8th of November.

Figure 22: Have you ever attended one of our Community
Weekends?
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Almost half (44%) of survey participants had previously attended a Community Weekend, and
regardless of whether or not they had previously attended an event, 82% of respondents reported
that they would potentially attend in the future (Figure 22). 2% of participants reported that they
had attended but would not do so again, and 17% that they had not attended in the past and
would not do so in the future. In this latter case, some individuals cannot attend as they are not
based in the UK or otherwise geographically too far away. Others report that attending the event
is too difficult. Several individuals said that ‘these kind of events are not for them’, and another
remarked that they do not want to meet anyone with a more advanced leukodystrophy.
We asked respondents to comment on their experience of the event and received overwhelmingly
positive feedback.
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“Opportunity to talk with professionals doing research in this field”
“Amazing and very useful”
“Brilliant. Life-long friends made, excellent and informative speakers, really valuable to us”
The best. made lifelong friends”
“I love it, my family love it and my friends love to hear about it”
Loved it, made lifelong friends I am in touch with regularly”
“Superb education opportunities, but really vital is the personal contact with other families living
with ALD, it makes one feel not quite so alone”

The only issue that was raised from an attendee of the event in this survey was that they would
prefer the lectures to finish earlier so that people could catch up with each other before dinner.

Team Building activity at our 2018 event
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GRANTS AND PERCEPTIONS
OF ALEX TLC
We are able to fund a number of grants directly to individuals to help them access specialist
equipment, treatment, support, to cope following a bereavement or for travel purposes. Of the
67 individuals who participated in this survey, five had successfully applied for a grant: three for
a support grant and two for a bereavement grant.
“It's been really helpful. We've finally started a series of specialist support for our son”
“(Travel grant gave the) opportunity to meet fellow sufferers and their family”
“We could get to visit the transplant professional as quickly as possible”
“We are forever grateful and it was very essential and very helpful on this time of dire need”
“Helped at the time most needed”

Figure 23: To what extent do you agree with the statement 'Alex
TLC...
… raises awareness of leukodystrophy?
… helps me to feel better informed about my condition?
… makes me feel less isolated?
... provides services that are useful to me?
… spends donors' money wisely and effectively?
... helps me prepare to discuss my condition with doctors?
... communicates sensitively?
... helps me to cope with my/my loved one's condition?
... provides the best information and support for my condition?
... is reliable?
... is easy to contact?
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Alex TLC aims to provide support that is easily accessible, valuable and appropriate for all those
who come to Alex TLC for help. We therefore polled survey participants of their perceptions of
Alex TLC, and how far they agree with the statements shown in Figure 23.
For the majority of the statements, over 80% of respondents replied that they either ‘Agreed’ or
‘Strongly Agreed’. 68% of survey participants reported that they agreed with the statement ‘Alex
TLC helps me to prepare to discuss my condition with doctors’, and 78% with the statement ‘Alex
TLC spends donors’ money wisely and effectively’.
We asked respondents to comment on their impressions of Alex TLC, and received a number of
positive remarks, including praise for our new website and for specific members of staff.
“Wonderful people doing great things for us who are affected with a leukodystrophy and loved ones”
“Very professional and very approachable. The new website is very informative. All good”
“Grass roots people who have been on the journey working with us to make our journey less fearful
and confused”
“An amazing organisation, if I raise any money I always put it towards Alex TLC. Helped me
understand about being a carrier and different updates on symptoms being a carrier. Just very useful”
“First class organisation, with staff who fully appreciate the problems of leukodystrophy. The ONLY
organisation out there to help”
“Extremely valuable and would have struggled without you”
Several individuals remarked that they had only become aware of the support and services
provided by Alex TLC in the process of completing the survey, and that completing the survey
had prompted them to take a further look at our organisation. One individual remarked that they
felt the charity did not do enough for women affected by the condition. The need for increased
support of this group of individuals was also highlighted in our 2018 Impact Report.
Overall, the comments left by respondents underscored the need for individuals affected by a
genetic leukodystrophy to have access to specialised support; that is, to be able to speak to
charity staff who are well-informed and understand the various challenges that are associated
with living with the condition.
Adult cerebral adrenoleukodystrophy is one of the most heart-breaking diseases imaginable, and it
takes a charity like Alex TLC to not make families feel so isolated. We held a charity function to
raise local awareness and funds. The literature Alex TLC provided was invaluable to help people
understand what this condition entails.
“Alex TLC is always on hand 24/7. They can put you in touch with others, help with any questions
you may have and support effectively because they really understand”
“I have AMN and suffer from various ailments due to this condition. I had many questions and
worries when first diagnosed and Alex TLC was a huge help mentally. I am still learning how this
illness progresses and how to live with it but sadly there are rarely answers so support is immense”
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ENGAGEMENT
Figure 24: How do you engage with Alex TLC?
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We asked survey participants about how they engage with Alex TLC (Figure 24). Individuals most
commonly said they used a number of different methods. However, 48 out of the 67 respondents
said that they used emails from Alex TLC to remain engaged with the charity. 42 individuals said
they read the newsletters, and 40 people checked our website in order to stay up to date with
our charity’s activities. Of the social media platforms, Facebook was the most commonly used,
with 32 people engaging with Alex TLC on this platform. 11 people reported that they followed
us on Instagram, and 5 people on Twitter. Only 3 people used the phone in order to remain
engaged with Alex TLC.
We also asked respondents to rate what information they were most interested in, rating the
categories of ‘Fundraising news and updates’, ‘Events, campaigns and news from associated
organisation’, ‘Alex TLC events, campaigns and news’, ‘Personal stories and case studies’ and
‘Research and treatment news’ from 1 (least interesting) to 5 (most interesting). We found that
individuals were most interested in hearing updates in this latter category (Figure 25), with 50
people giving it a rating of 5.
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Figure 25: Which of the following is of most interest to you?
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Finally, we asked respondents if they had any trouble to complete this survey. Most people who
replied said they had no issue. However, one individual remarked that they had found it very
difficult to talk about their son and his illness, and had had to take breaks from doing so. However,
as there was no save button they were required to complete the survey from scratch a number of
times. One individual stated that at times it was difficult to complete the survey keeping in mind
the experience of several members of their family, and another person remarked that they felt
some of the questions were not relevant to people who ‘miss the X but (have) not yet developed
symptoms’.
The Alex TLC website, redesigned in 2019 to reflect our expansion to support all
with a genetic leukodystrophy
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CONCLUSIONS
The 2020 Impact Survey was completed by a diverse range of individuals who have received
support from Alex TLC in a number of different ways, from simply accessing information on our
website, to speaking directly to members of staff, to having received financial support from our
organisation. Survey respondents originated from all over the world and included both
individuals who first contacted Alex TLC many years ago and those who have first contacted the
organisation recently. We found that both patients and carers responded to the survey; it was
often the case that respondents were currently caring for someone affected by a genetic
leukodystrophy whilst also managing their own symptoms. Many individuals took the opportunity
in this survey to praise the efforts of Alex TLC in providing support to them and their families,
whether that be organising the Community Weekend event or simply knowing that people from
our organisation are there to talk when needed.
We were delighted to find in this survey that almost every survey participant found our support
to be relevant, professional, high quality and useful. When we asked respondents of how we
could improve, the following suggestions were made:












Keep pressure on to get more research done
Organise a roadshow to raise awareness
Arrange meetings (such as the Community Weekend) more often
Promote awareness of the condition within families
Help contacting others affected by a genetic leukodystrophy
Provide more up-to-date information
Provide more details about unknown leukodystrophies
Provide a trained clinical psychologist
Provide information about support services
Create family information packs
Providing a yearly phone call to check in with families

Many of these suggestions represent a continuation or expansion of our current work or are
included in future strategy.
We changed our name from ALD Life to Alex TLC in May 2019, and changed our focus from
providing support to families affected by ALD and AMN to all those affected by a genetic
leukodystrophy. Although we received praise for our new website from a number of individuals,
some remarked that they had preferred things how they were before, and that they felt staff were
stretched and could not offer the same level of in-depth support. This is something we will
address and moving forward we will ensure that we stay up to date on research regarding
leukodystrophies with an as-yet-unknown cause.

Demographics and diagnosis
The majority of respondents identify as female, a group known to be more likely to engage with
support organisations. It may also be the case that this group (females engaging with the charity)
is more likely to be comprised of unaffected individuals or those not yet experiencing symptoms
who are caring for an affected person, rather than be comprised of affected females. Indeed, we
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found that a higher proportion of females were carers compared to males, and more than 50% of
carers were not currently experiencing symptoms of a genetic leukodystrophy. We understand
some of the difficulties associated with caring for a person with leukodystrophy, and have
included a page on our website urging anyone supporting someone with leukodystrophy to
contact us. We do also note that the minority of survey respondents identify as male, despite the
fact that as an X-linked condition, ALD and AMN will generally affect males more severely than
females. Moving forward, we must ensure that we engage with males impacted by these
conditions, and their needs are also advocated for.
A number of our survey respondents are either affected by adult phenotypes, are asymptomatic
adults who have had the condition since childhood, or are caring for someone with adult
leukodystrophy. We aim to ensure that our organisation is representative of this group. We are in
continuous contact with doctors around the world to discuss treatment options for this cohort,
and provide dedicated online support sessions for patients and their carers.
Concerns about the transition from child to adult services were raised in our 2018 Impact Report,
and this is an area we are continuing to explore with the new NHS service. We are in the process
of developing targeted information and tools for children and young people.
This is our first Impact Report published since expanding our organisation to extend support to
all those affected by leukodystrophy. As expected, the majority of survey participants were
affected by ALD or AMN. However, we noted that a number of respondents replied that they were
affected either by adult-onset autosomal dominant leukodystrophy, DARS syndrome,
metachromatic leukodystrophy or an as-yet-undiagnosed leukodystrophy.
ALD and AMN are extremely rare conditions, with a prevalence of around 1:15,000 reported in a
2016 study based in the USA1. Many of the other genetic leukodystrophies are yet rarer still. It is
therefore encouraging to note that whereas in 2018 57% of respondents reported a misdiagnosis,
and the ‘diagnostic odyssey’ was an average of 6 years, in this survey 44% of individuals reported
an initial misdiagnosis, and the average amount of time that elapsed between experiencing first
symptoms and diagnosis was 4 ½ years. Given the rarity of the non-ALD non-AMN conditions, it
would be surprising if this change is a result of our altered demographic. It may be that increased
awareness and information about genetic leukodystrophies is driving this shift. Regardless of the
reason, it is an encouraging finding, and we will closely monitor whether this trend continues in
the coming years.

Genetic counselling
In regard to genetic counselling, we found 58% of survey participants had been offered and
received counselling. Whilst this is encouraging, the quality of the counselling was not uniformly
highly rated, with several individuals reporting the quality of the service was ‘poor’ or ‘very poor’.
Several people reported that the need to contact relatives themselves was not discussed, and
several others that no offer was made by the counsellor to contact relatives. It is also concerning
that a number of individuals either did not know what genetic counselling is, had received no
offer or had rejected an offer of genetic counselling. We will continue to raise awareness of the
importance of genetic counselling, and monitor the effects of our actions on the quality of the
service. We look forward to the publication of a research article by our collaborator at Cardiff

1

Newborn Screening for X‐Linked Adrenoleukodystrophy (ALD), Moser et al 2016
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University on the subject of communicating the genetic implications of adrenoleukodystrophy,
which will shed more light on the subject.

Mental health and services level of education
A majority of survey participants reported having experienced mental health difficulties. We
noticed a decrease in the percentage of individuals who had requested support and received it
compared to our 2018 Impact Survey (from 44% to 33%). However, it remains that the majority
of respondents had not attempted to access mental health support despite experiencing
symptoms of anxiety and depression, reporting that they felt that they did not need it. One survey
respondent replied that they had had a positive experience with a mental health counsellor, and
provided some recommendations. We will continue to address some of the issues raised in a
targeted mental health project, perhaps highlighting the benefits of speaking to a mental health
professional and giving advice on how to access this support. Our Support Services Manager is
receiving ongoing training that will help them to support beneficiaries in terms of mental health.
We have also encouraged the inclusion of questions around mental health, both for patients and
carers, in the newly created NHS patient registry. This will allow us to gather data and address
issues more comprehensively.
Some individuals commented that the lack of education about leukodystrophy in the general
medical community and social services had been detrimental to them. This ties in with remarks
from several individuals that they felt counsellors were not helpful as they did not understand
the nature and severity of leukodystrophy and our findings regarding services level of knowledge,
which was most commonly rated as being ‘poor’ or ‘very poor’ by survey participants. Moving
forward, we will continue our campaigns to raise awareness and promote education regarding
genetic leukodystrophies in various service groups.
Finally, we noted a slight decrease in the score of leukodystrophy specialists when asked about
their level of knowledge compared to our 2018 findings. This may be a consequence of our having
expanded to extend our support to all those affected by a genetic leukodystrophy, and the fact
that this includes those suffering from leukodystrophies of unknown causes.

Alex TLC services and engaging with the charity
The majority of individuals reported that they found our organisation following a Google search.
In line with this, our expansion to extend our support to all genetic leukodystrophies (and our
new website) are advertised though a Google Ads grant, and we have employed a company to
ensure continual search engine optimisation. This will ensure that a search for any genetic
leukodystrophy will give our website as a result.
When asked how they engage with the charity, most respondents replied that they read email
messages and newsletters. We must ensure that our website remains easy to navigate, the
information we provide is up-to-date and we retain active social media channels. To guarantee
this, particularly during lockdown periods, we have introduced a new digital support and
communications strategy directed by an individual who has brought a new look and an engaging
feel to our communications through the use of more up-to-date video content and imagery. More
targeted communications around what services Alex TLC can offer are also part of an ongoing
strategy with ‘In Conversation’ video episodes and Zoom “coffee mornings” where our support
service manager highlights areas such as our advocacy work and our grant programme.
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In this part of the survey, some individuals remarked that they were most interested in receiving
news regarding research and treatments. Rather than funding research, Alex TLC exists as a
support charity. After comments in our 2018 Impact Survey which suggested increasing our focus
on research as a means of improving our services, we have included a specific statement on our
approach to funding research in our website to enable more clarity and understanding. It is
however possible to include interesting and relevant material regarding advances in research in
our newsletters and on our website. Our work with the Patient Registry will help us to ensure
that future research always aims to meet patient needs, and we will continuously horizon-scan
for new research initiatives, relationships and opportunities. As has been highlighted in previous
years, we should try to ensure that our support is also relevant to affected female carriers.
As a direct response to calls for more regular and meaningful engagement, Alex TLC secured
funding for a Beneficiary Engagement Officer, starting January 2021.

Alex TLC Community Weekend
We received extremely positive feedback regarding our Community Weekend event. As before,
reasons for not attending included only health, geographical distance / travel and not wanting
to meet others with their conditions more advanced than their own. Engagement with those
affected by genetic leukodystrophies is a high priority for us. Moving forward, we will ensure
engagement levels are monitored closely, and new strategies employed to help reach those we
do not already, or who are reluctant to attend. The high number of positive reviews of the
weekend we have received from previous attendees could be used to help encourage others to
attend in the future.

The survey
In future surveys, we will include a few modifications based on feedback and our own experience
of analysing the data:






Make sure there is an easy-to-find save button
Consider allowing only one response to questions where relevant, and advise that
where a number of individuals in a family have been affected to give an average
perception.
Include age and ethnicity in demographic questions
The finding that despite the fact a large proportion of survey participants report mental
health difficulties including depression and anxiety, yet have never sought out
counselling or any other type of psychological support was somewhat surprising. To
further investigate this result, we could include a question on the survey enquiring as to
individuals’ perceptions of mental health support, and what they think it could offer
them.
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