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Psychology and Counselling

Jane Flint, Psychotherapist & Anne Murray, AT Society

The emotional impact of AT affects not only those diagnosed with the condition, but also
their family and carers. Medical professionals may avoid asking about the emotional side
of a condition because it can be a difficult and sensitive topic to address, especially
during a brief clinic appointment. However, creating opportunities for open discussion
about these feelings is essential to ensure meaningful support can be offered. Non-
medical treatments such as activity-based therapies for children, or psychotherapy and
counselling for parents and carers can often make a big difference in improving well-

being. [1],[2]

Introduction

Ataxia telangiectasia (AT) is a very rare,
neurodegenerative, genetic condition. It is an
extremely complex, disabling and life-limiting
condition, with symptoms varying greatly
between individuals.

At the time of writing, there are approximately
250 known cases of AT in the UK, the main forms
of which include ‘classic’ and ‘variant’ AT. Current
mean life expectancy for classic AT is mid-
twenties.

The three most obvious and serious ways AT
affects individuals are:

. Impairment of cerebellum function and other
parts of the brain leading to progressive
problems with coordination and movement

. Weakened immune system, reducing the
ability to fight off infections

. Significant increased risk of developing
cancer, particularly lymphoma and leukaemia

Diagnosis of AT may take time and involve
multiple investigations. Parents may feel a sense
of relief at finally understanding what is 'wrong
with their child,' but receiving the AT diagnosis
can also be a traumatic experience.

Many families go through denial and grief as they
try to come to terms with the diagnosis.
Mourning the loss of 'what could have been' is a
natural and healthy response. However, over
time, families must find ways to come together to
accept the diagnosis and create a 'new normal’.

Due to its rarity, most professionals will have
limited knowledge or be unaware of the condition
when an individual or family is referred to them.

Therefore, the purpose of this guidance is to
offer local professionals some insight into the
emotional and psychological challenges that can
arise upon receiving this diagnosis and as the
condition progresses.

Anyone whose life is touched by AT is changed
forever. Old assumptions must be discarded, and
new realities accepted. The world has suddenly
changed, and the future is uncertain.

Early detection through SCID screening and
considerations for AT management:

With advancements in newborn screening, the
Severe Combined Immunodeficiency (SCID)
programme may incidentally identify cases of AT
in infancy.

While this presents an opportunity for early
diagnosis, there is currently no established
protocol in the UK for managing these infants’
post-diagnosis. Without a new or revised
treatment protocol, infants diagnosed with AT
will not attend a specialist AT clinic until the age
of 2 years old. Parents, however, will require
urgent guidance and emotional support to help
them cope with this devastating diagnosis.
International experts are currently collaborating
to develop best practices for the treatment and
care of infants diagnosed with AT via new born
screening.
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Referral and specialist care: navigating an
AT diagnosis:

In the UK, once a diagnosis of AT has been made,
a referral should be made to the appropriate NHS
funded National Highly Specialised Service where
regular detailed multi-disciplinary assessments
can be undertaken.

Children under 16 years of age should be
referred to the National Paediatric Highly
Specialised AT Service, held at the Children's

Development Centre, City Hospital, Nottingham.

When AT is diagnosed in people over the age of
16, this tends to be a 'variant’ form of the
condition, or another even rarer condition closely
related to AT. These individuals will be referred
to the National Adult Highly Specialised AT
Service, held at the Royal Papworth Hospital in
Cambridge.

It is also recommended that the individual and
their family be put in touch with the AT Society (a
national charity), as well as all the relevant local
organisations and/or charities to enable access to
local support. See page 27 for the contact
details.

Attending the highly specialised paediatric
AT clinic

Parents and/or carers of children attending the
specialist paediatric AT clinic in Nottingham
have the option to attend a 1-hour psychology
session as part of their AT clinic visit. These
sessions offer the clinic psychotherapist the
opportunity to assess whether further
psychological support would be helpful and to
signpost where possible.

It is preferable that children are not present
during the psychology session to allow parents
and carers to talk openly.

The content of the session is influenced by
various factors and largely depends on the
parent or carer's individual responses to, and
understanding of, the AT diagnosis.
Disempowerment, anxiety, fear, exhaustion,
isolation and guilt are commonly reported
emotions.

Support from the AT Society

The AT Society is a national charity that
supports people living with AT, and funds
research to find a cure.

One of the most important steps in the early
days of supporting affected families is to
signpost them to the AT Society, where the
charity’s professional family support team can
provide personalised information about AT and
offer a wide range of practical support to
complement the specialist medical input.

The family support team can also assist families
with many of the practical arrangements needed
for them to attend the specialist AT clinics. For
example, travel, overnight accommodation,
supporting letters for schools/employers etc.

Further information can be found on the AT
Society charity website:
www.atsociety.org.uk

Or contact the AT Society via
support@atsociety.org.uk or 01582 760733.

Family dynamics and sibling support

Living and coping with an AT diagnosis can have
a huge impact on family dynamics, especially the
relationship between parents and their
relationships with both the affected and
unaffected children.

Given the high care needs often required by
young people with AT, unaffected siblings may
be at risk of unintentional neglect, which could
potentially lead to a profound impact on their
long-term wellbeing.

Parents/carers are also at an increased risk of
poor mental health. They often benefit from
accessing more specialist psychological or
emotional support. It is helpful for the
professional providing this support to be aware
of how AT impacts on the whole family.

One of the main concerns reported by parents
relates to how to talk about AT with the child or
siblings. The anticipation of having these
conversations is often anxiety-provoking for
parents, particularly when it involves answering
questions about what is happening to the child.
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Working with a therapist to identify the source of
a parent's anxiety, then developing
communication and coping strategies is often
very helpful.

The AT Society website has a growing library of
resources that professionals and parents may find
useful. They can be found here:

https://atsociety.org.uk/about-us/our-
publications-and-films/ or by contacting the AT
Society on 01582 7607333.

It is also strongly recommended that families
access services provided by the local children's
hospice. Parents may initially feel emotionally
resistant to accepting support from a children's
hospice due to feelings of guilt, stigma, or a
misunderstanding of the services that hospices
provide. However, once parents become more
familiar with the range of services offered, such
as respite care and emotional support, they
usually recognise the value of the support in
helping the whole family cope with the
challenges they face.

Impact of AT across developmental stages

There are key stages in a child's life when the
worsening symptoms of AT often cause
considerable distress for both the child and their
parents or carers. During these times, additional
psychological and emotional support can be
especially valuable.

Primary years

Most parents report few social problems during
primary school years, when children with AT are
usually readily accepted by their peers and are
included in social activities outside of school
hours.

However, some children may start to experience
feelings of low mood or anxiety as they become
more conscious of their ‘difference’. Progression
of AT symptoms and decline in motor skills
eventually leads to the need for provision of
specialised equipment to support mobility,

seating, personal care, and other essential needs.

Psychological support for children in the form of
play therapy can be helpful at this time and is
best provided by local services for example, via
their Educational Health Care Plan (EHCP) or
local children’s hospice.

Although most young children
with AT usually accept specialist
equipment quite readily, their

acceptance and willingness to
adapt to its use are greatly
influenced by their parents’
perceptions.

Provision of equipment

Specialist equipment such as manual wheelchairs,
walking frames or equipment to assist with
fatigue, schoolwork and personal care etc. is
usually introduced quite early in the child’s life.

For many parents and carers, the introduction of
wheelchairs for mobility and/or fatigue
management is a deeply distressing and often
perceived as a significant stage in their child’s
deteriorating health. They may struggle to
accept the need to use any form of equipment
due to the belief it could hasten physical
deterioration, opposed to increasing safety,
enabling or promoting independence and
enhancing the child’s overall well-being.

Although most young children with AT usually
accept specialist equipment quite readily, their
acceptance and willingness to adapt to its use
are greatly influenced by their parents’
perceptions.

Enteral feeding

Managing nutritional intake and maintaining
optimal weight can be a major complication in
AT, therefore enteral feeding could be
recommended for some children.

This is an emotionally charged experience for
parents. It is also a recommendation frequently
resisted by adolescents for a variety of reasons,
therefore most clinicians will encourage parents
to agree to the procedure when the child is still
quite young.
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Main reasons for resistance to enteral feeding
cited by teenagers are:

. Body image and aesthetics

. Desire to maintain some autonomy over their
body

. To be the same as their peers
. Fear

. All the above and more

It is recommended that psychological support for
both the parents/carers and the child is provided
as early as possible when these discussions
begin.

Adolescence

Adolescence is usually a challenging time for all
young people, but when they also have a
progressive, neurodegenerative condition such as
AT, this transitional phase can deeply affect both
their own and their parents/carers mental and
emotional wellbeing.

Key characteristics of ‘'normal’ adolescent
development include:

. Gradually gaining more independence

. Learning to take responsibility for their own
decisions

. Navigating social relationships

. Managing schoolwork and other aspects of
their lives

. Establishing their own personal identity

However, for young people with AT, early
adolescence tends to be the time when they
experience the most significant and progressive
symptoms of neurodegeneration linked to the
condition.

A young adolescent with AT is usually becoming
more physically dependent on adults in all areas
of daily life, which limits their opportunities to

develop adolescent skills alongside their peers.

Poor respiratory and immunological health
related to AT also often results in regular school
absence due to multiple hospital appointments,
regular hospital admissions, illness or
debilitating fatigue.

All these factors have a significant impact on
peer group experiences, widening the gap in
age-related emotional development.

Transition to adulthood (16-18 years)

Between the ages of 16-18 young people with
AT will transition from the National Paediatric
AT Clinic in Nottingham, to the National Adult
AT Clinic in Cambridge. Special transition clinics
at Nottingham City Hospital will occur to
facilitate this process.

Approaching the end of contact with the
familiar paediatric AT team in Nottingham and
transitioning to the adult AT service is a
worrying time for both the young people and
their families. Additionally, young people will
also be moving into other adult services within
their local community.

Due to the different levels of service provision
and available resources within adult services,
the transition process is frequently described by
families as a stressful and anxiety provoking
time that feels like ‘they are falling off the edge
of a cliff’.

It is therefore important that psychological and
emotional support is offered and continued to
be made available to both the individual with
AT and their family members during this
transition period and beyond.

www.atsociety.org.uk



Psychological support for young adults and
families living with AT

Wanting to feel they have meaning and purpose in
their lives is a consistent theme in feedback from
young adults living with AT. Low self-esteem,
anxiety and depression are common in this group.

The young person may now have considerable
understanding of their life shortening condition
and experienced death of friends from within the
AT community, leaving them to deal with difficult
thoughts and feelings about their own future.

Another common theme shared by young adults
with AT is the worry that they may be a burden to
their parents or carers and the cause of family
tension, distress or even injury resulting from
long-term moving and handling.

Cognition in AT

There is growing interest in
research on cognitive
dysfunction associated with the
condition. Some recent studies
suggest ‘Cerebellar Cognitive
Affective Syndrome’ (CCAS) has

been observed in AT, which
could impact executive
function, self-regulation, motor
language function, and
emotional affect. [3], [4]

We therefore recommend incorporating cognitive
assessments into the clinical care of young people
with AT, as understanding CCAS may provide
valuable insight and help professionals determine
the most appropriate psychological treatment
approach for each individual.

Although discussing feelings and fears can benefit
many young adults with AT, the cognitive changes
associated with the condition mean that talking
therapies may not be the most effective approach
to improving their self-worth.

Helping a young adult with AT to find ways to
engage with life in a meaningful way and
participate in enriching activities or experiences is
often the best way to help with low self-esteem
and a sense of self-worth.

Like many others in their age group, young
adults living with AT often express a longing for
meaningful relationships, particularly friendships
and occasionally romantic relationships.

Encouraging and facilitating social connections,
as well as engagement in various activities can
help all young people living with AT feel valued
and foster a sense of belonging.
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Occupational Therapy and

Physiotherapy

Rachael Busby, Occupational Therapist & Hannah Davis, Physiotherapist

The key aim of therapy intervention for children with ataxia telangiectasia is to optimise function

and prevent secondary complications which can exacerbate functional decline. Therapists should

work with children and their families, involving them in decision making with specific regard to

physical activities, provision of equipment and advice offered in educational settings. They can

liaise with the multidisciplinary team in health, education and social care to provide resources and

the environment needed for each child.

The goal is to assist the child to reach their potential and maintain their gross and fine motor skills

at an appropriate level. There should be regular ongoing assessment and review by the local

therapy team due to the changing nature of the condition, with the following points being

considered:

Postural management

From an early age a 24-hour postural
management programme should be
implemented. Optimising posture will be
beneficial in maintaining muscle length, balance,
and respiratory function and reduce the risk of
deformities such as scoliosis.

Children benefit from supportive seating early on
to increase stability in sitting, to reduce the risk
of them adopting fixing or compensatory
postures which can lead to postural deformities
and abnormal patterns of movement within
functional tasks. For some children with
difficulties with core strength, they may benefit
from prompts within the seating system that
encourages recruitment of tone, though these
need to be managed to ensure that a child is not
becoming fatigued.

Floor mobility should be encouraged as it allows
increased independence and access to play in a
safe environment as well as allowing access to a
variety of alternative postures. Regular weight
bearing should be encouraged throughout the
day. Standing frames can be utilised in order to
support children in a weight bearing position,
providing a prolonged stretch through the lower
limbs as well as improved spinal alignment.

It is beneficial for a child to be assessed and
reviewed regularly in relation to their 24/7
postural management, and as their condition
progresses a more compensatory approach may
be required in relation to equipment provision.
Ongoing and regular review of muscle length,
tone and movement patterns should be
conducted and used to inform the ongoing

medical as well as therapy intervention and
prevent complications such as joint contractures
and scoliosis.

Orthotics

Orthotics should be considered where muscle
imbalance or tonal changes are causing muscle
shortening or limiting functional activity. Resting
splints worn at night time or the evening may be
needed to maintain muscle length particularly in
the calf muscles. Ankle and foot orthoses may be
indicated during the daytime to ensure adequate
foot and ankle posture for weight bearing and
function. Assessment and review by an orthotist,
in conjunction with the physiotherapist, may be
required for more complex splinting
requirements.

Muscle strength and activity

All forms of activity are useful and are to be
encouraged. This can include specific core
strengthening exercises and all sports although
these may need to be adapted to allow safe
participation. Activities such as swimming and
the use of adapted trikes are often utilised and
enjoyed. For children that enjoy technology and
gaming, different games can be used to
encourage movement in different postures such
as supported sitting or standing. The focus
should be on fun and this can be a valuable
opportunity for social interaction for children and
families.
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Functional independence

In light of the potential movement difficulties
children can experience, they benefit from advice
and guidance on positioning for function, to
support them in identifying the positions that
promote functional independence within their
activities of daily living, taking into consideration
fatigue and patterns of movement.

From a young age children experience difficulties
with isolation and control of their upper limb
movements due to the impact of the ataxia.
Children require increased concentration during
more concise fine motor tasks, impacting on their
processing and fatigue levels. They can struggle
with crossing midline and in hand manipulation.

Some children who also present with oculomotor
apraxia can struggle with visually attending to a
task that requires fine motor involvement at the
same time.

Advice and guidance to support normal patterns
of movement in conjunction with equipment
provision, such as ICT equipment is important in
early therapy provision. As the condition
progresses, intervention may focus more on
compensatory intervention, with the provision of
increased equipment to aid continued
independence, such as profiling beds or toileting
equipment.

Energy conservation

Fatigue can be a significant barrier to children
achieving their full potential and within all aspects
of their therapeutic intervention the energy
expenditure of the task needs to be considered.

It is important for therapists to support children
and their families with grading of tasks, to aid
them in prioritising these within their daily
routine.

Although regular mobility is generally
encouraged, very early on it is advised that a child
has an alternative form of mobility, such as a
buggy or wheelchair to use for longer distances as
a form of energy conservation. As the condition
progresses and there is a desire for increased
independence sometimes children have a
powered wheelchair, though they may continue to
mobilise indoors.

Children need appropriate rest times during the
day which can involve actual sleep or quiet play.
This is also often a good opportunity to get out
of a chair and access an alternative posture such
as lying down.

Education

Local therapy teams can provide advice to
school around the use of equipment and
adaption of the curriculum to support
participation, including PE. Access visits can
also be arranged to review the environment and
provide specific exercise programmes.

Social

It is important to encourage social activities that
are not just school-based for a child’s ongoing
physical and emotional well-being. This is often
an invaluable opportunity to encourage sporting
activities.

Housing and adaptations

The mobility and functional ability of a child can
vary, and it is important for families to have local
intervention that focuses on short and long-term
needs within the home environment. This may
range from minor to major adaptations based on
need and can at times require re-housing,
therefore early assessment and continual
monitoring is required to manage childhood
growth and progression of the diagnosis.

As children near the age of transition from
paediatric to adult services, it is vital to identify
the multidisciplinary input they will need going
forwards. Local service provision may vary
enormously between areas and adult services
may have waiting times to access services. Early
referral to adult services should ensure the
transition is as seamless as possible.
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