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A B S T R A C T
A R T I C L E I N F O
Keywords:
 Objective: To understand parents' of children with developmental and epileptic encephalopathies needs and prefer-
ences for psychological resources.
Methods: Using a person-based approach, a multidisciplinary panel of clinician and researchers (n = 9) hosted a
priority-setting workshop to 1) understand parents' needs and preferences for psychological resources and 2) to de-
velop ‘guiding principles’ to inform a future suite of psychological resources. The multidisciplinary panel analysed
the parent priority-setting workshop data, using a combination of thematic and lexical analysis.
Results: Thematic analysis identified six key domains wherein parents (n= 8) prioritised a need for psychological re-
sources to support adaptation to their child's genetic DEE diagnosis. Lexical analysis revealed that connection to
diagnosis-specific resources provided a pathway to promote enhanced psychological adaptation, by reducing social
isolation and reorienting parents towards feelings of hope. Combination of both analyses generated six thematic in-
formed ‘guiding principles’.
Conclusion: Codesigned psychological resources may help parents to cope with the unique and complex interplay of
stressors associatedwith their child's DEE diagnosis and treatment. Our ‘guiding principles’will be translated to inform
a future suite of tailored psychological resources.
Innovation: This study demonstrates an innovative codesign approach to inform tailored psychological resources for
families of children with rare genetic conditions.
Person-based
Qualitative research
Codesign
Positive psychology
Parent mental health
1. Introduction

Developmental and epileptic encephalopathies (DEEs) represent a group
of severe epilepsies of infancy, associated with frequent, treatment-resistant
seizures and impact on development [1]. Long-term prognoses are typically
poor, with complex co-morbidities, associated with neurocognitive and psy-
chological decline, vastly reduced quality of life and heightened risk of pre-
mature death [2]. Advances in genetic testing have revolutionised DEE
diagnostics and we now understand that a large proportion of childhood
onset DEEs are due to individually rare genetic causes [3,4]. However, de-
spite the promise of ‘precision medicine’, an aetiological diagnosis rarely
translates into targeted treatments and children are frequently trialled on
multiple antiepileptics, specialist diets and, in some cases, epilepsy surgery.
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There is emerging evidence associating poor psychological outcomes
among parents, with a paucity of psychological resources tailored to sup-
port unique challenges associated with their child's genetic DEE diagnosis
[5-9]. Psychological resources comprise psychotherapeutic interventions
developed with intent to improve parents emotional or psychological
wellbeing by altering their cognitions and behaviour [10]. Engaging par-
ents of children with genetic DEEs to understand their perspectives, needs
and preferences for psychological resources is a pivotal first step to code-
sign tailored psychological resources that are likely to have meaningful
and beneficial impact [8,11]. However, despite international research
calls to support parents' psychological functioning [12], knowledge to in-
form the development of psychological resources that support parents fac-
ing a complex genetic DEE diagnosis in their child is limited [6,13].
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Recognising the limitations of the available literature, this research
adopted a person-based framework [14,15], to actively partner with
parents, to understand their perspectives, needs and preferences for
diagnosis-specific psychological resources. The person-based framework
focuses on consulting and working together with relevant stakeholders, in-
cluding parents and multidisciplinary clinicians providing care for children
with genetic DEEs [16,17]. The involvement of multidisciplinary clinicians
in the design of tailored resources is also crucial, as they are the interface of
the healthcare system to parents [18]. Prior to the current study, the re-
searchers conducted a systematic review of the literature [7] and an in-
depth interview study with parents to explore the psychosocial impacts of
receiving genetic testing for their child's DEE [6]. Both studies identified
a clear need to improve psychosocial resources, highlighting a need for tai-
lored psychological resources to be integrated into healthcare services for
families undergoing genetic testing for their child's DEE. However, they
did not illuminate how to design psychological resources that offer appro-
priate support to parents. To better understand how to build psychological
resources for parents of childrenwith genetic DEEs, we report here thefind-
ings of a priority-setting workshop with parents to:

(1) Understand parents' perspectives, needs and preferences for psycholog-
ical resources.

(2) Identify ‘guiding principles’ to inform the content, scope and features of
future psychological resources, based on key themes derived from the
priority-setting workshop.

A priority-setting workshop was used as this offers a research design
that 1) facilitates cross-pollination of opinions, enabling participants to
build on or negate the ideas of fellow participants [19] and 2) produces
transcripts that are appropriate for thematic and lexical analysis [20].

2. Methods

2.1. Design

The first key element of the person-based approach involves qualitative
research to gain deep understanding of the psychosocial context of parents
Fig. 1. Stages of person-based approach to in
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and their perspectives and preferences for a future suite of psychological re-
sources [14,15]. Insights from this stage can be iteratively incorporated to
modify the design of the resources, to make them more relevant, engaging
and meaningful to the intended target users. The second element of the
person-based approach is to identify ‘guiding principles’, derived from the
qualitative data. Thematically-derived ‘guiding principles’ can inform the
development of psychological resources by highlighting pathways through
which the resources can address predefined context-specific issues.

A flow chart of the study is provided in Fig. 1. which summarises our
application of a person-based approach to develop a future suite of psycho-
logical resources.

Nine multidisciplinary clinicians, including representatives from neu-
rology, genetics, and psychiatry, and behavioural scientists, who provide
healthcare services to children and families with genetic DEEs were invited
to participate in a multidisciplinary panel. Guided by the aforementioned
systematic literature review [7], and prior in-depth interviews with parents
of a child with DEE [6] (Fig. 1), the goal of the multidisciplinary panel was
to (1) prepare materials for the priority-setting workshop, (2) to examine
the qualitative data that emerged from the parent priority-settingworkshop
and (3) to develop guiding principles to inform a future suite of psycho-
logical resources tailored for parents of children with DEEs. The multidisci-
plinary panel developed a purpose-designed workshop schedule which
comprised open-ended, semi-structured questions to explore parents'
needs and preferences regarding the course, scope, and features of psycho-
logical resources (Supplementary Appendix A). In addition, the multidisci-
plinary panel prepared a PowerPoint presentation for display during the
parent priority-setting workshop which included an overview of the parent
workshop objectives, and a presentation of the results from the in-depth
interviews previously conducted with parents of children with genetic
DEEs [6].

2.2. Participants

We recruited 13 parents of a child (<18 years old) with a confirmed or
suspected genetic DEE, to participate in a parent priority-setting workshop
via email. Eight parents (n = 8) of patients from the Sydney Children's
form a suite of psychological resources.
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Hospital Network accepted our invitation to participate in the priority-
setting workshop. Prior to the scheduled workshop, parents were mailed
the PowerPoint presentation, prepared by the multidisciplinary panel (de-
scribed above) and were informed that their contribution during the work-
shop would guide the development of a suite of psychological resources
tailored for parents of children with genetic DEEs. Participation was volun-
tary and no compensation was provided. Parent confidentiality was main-
tained and to preserve participant privacy limited demographic details
were collected (Table 1). Ethics approval for this study was granted
by the hospital human research ethics review board (HREC LNR/18/
SCHN/10).

2.3. Priority-setting workshop

The parent priority-setting workshop was conducted via a secure
online platform (Zoom™) and lasted approximately one hour in duration.
The workshop commenced with an introductory stage, followed by a
questioning stage, and concluded with a debriefing stage [21]. The objec-
tive of the workshop was to understand parents' perspectives, needs and
preferences for psychological resources. The workshop was conducted by
a singlemoderator with experience conducting interviews and focus groups
with parents of childrenwith DEE (SN). An expert epilepsy research coordi-
nator and epilepsy clinical nurse consultant co-facilitated theworkshop and
took field notes (FLM, EB). Following informed consent, the workshop dis-
cussion was digitally recorded and transcribed verbatim by an independent
paid transcription company.

2.4. Analysis

In this study, we adopted an innovative qualitative research method-
ology, incorporating both thematic and lexical analysis to analyse the
parent priority-setting workshop data. Combining these two different
qualitative research approaches facilitated understanding the data from
different vantage points and illuminated potential pathways through
which psychological resources can be designed to improve parent
wellbeing [22,23]. Thematic analysis [24,25] is a well-established
qualitative research technique frequently employed to analyse textual
data, to develop understanding of complex phenomena and to elucidate
themes [24,26]. Lexical analysis is a novel qualitative research methodol-
ogy that can be used in combination with thematic analysis to improve
relational understanding of health-seeking behaviours, indicating
Table 1
Parent participant and child with genetic DEE demographics.

Parent participant age (years) N = 8

Mean (SD) 40 (3.4)
Range 34–45
Sex N = 8

Male 1
Female 7

Employment status N = 8
Employed 6
Full-time caregiver 2

Marital Status N = 8
Married / de facto 7
Separated 1

Child with genetic DEE age (years) N = 7
Mean (SD) 4
Range 2–10

Child genetic test result N = 7
Positive n = 5

Average time to diagnosis 14 months
Genes CACNB4

KCNQ2
WWOX
SCN2A
SCN1A
STXBP1

Undiagnosed n = 1
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opportunities for innovative resource intervention [23]. Lexical analysis of-
fers a “helicopter” view of textual data, grounding the analysis in the partic-
ipants' voices and can draw researcher attention to relationships between
concepts that may not have been identified through thematic analysis
alone [27,28]. Concepts represent ‘collections of words that generally
travel together throughout the text’. [20] Lexical analysis has been success-
fully incorporated to improve healthcare in other settings [28,29], however
there have been no studies using this methodology for investigating the
psychological support needs of parents of a child with a genetic DEE. We
analysed the workshop transcript first using thematic analysis and then
analysed the transcript using lexical analysis. The multidisciplinary panel
used key themes derived from the priority-setting workshop to develop
‘guiding principles’ to inform the content, scope and features of a future
suite of psychological resources.

2.5. Thematic analysis

Thefirst author (SN) analysed the deidentified transcript using thematic
analysis [25]. Adopting an inductive approach, SN continued to read the
transcript, constructing themes and concepts that clarified parents' perspec-
tives, needs and preferences for psychological resources. The members
of the multidisciplinary panel then independently analysed the transcript.
Following this, SN constructed a codebook (Supplementary Appendix
B) coding the transcript, line-by-line [30]. To improve the rigour of the
thematic analysis, the multidisciplinary panel convened on multiple occa-
sions (n=10) following the parent priority-setting workshop to iteratively
discuss, critique, and refine the emerging concepts to ensure the themes
were generated rigorously and systematically. The various disciplinary
lens' of the multidisciplinary panel (genetics, psychiatry, psychology,
neurology, and behavioural sciences) enhanced the fidelity of the results.

2.6. Lexical analysis

A lexical analysis involving conceptual and relational thematic analysis
was conducted, aided by Leximancer [31]. Leximancer is a data-mining
software that uses Bayesian reasoning to detect key concepts within a tran-
script and to reveal their relationships (Fig. 2). Using algorithms,
Leximancer identifies frequently occurring and co-occurring words and
amalgamates these to visually map concepts that reflect themes within
the text [32]. The maps convey three types of information – ‘the main con-
cepts in the text and their relative importance; the strength of links between
concepts (how often they co-occur); and similarities in contexts where links
occur’. [33] Leximancer was used in two steps. First, after removing the
moderator prompts from the transcript and uploading the transcript to
the program, we used the ‘discovery’ mode to ‘see what concepts were au-
tomatically generated by Leximancer without intervention’. [34] Concepts
that were semantically and conceptually similar were merged. Second,
Leximancer was used to examine the relative importance of the concepts,
as denoted by relevancyweightings. A relevancyweighting denotes ‘the rel-
ative strength of a concept's frequency of occurrence’. [35]

3. Results

The results of thematic and lexical analysis of the parent priority-setting
workshop are provided here. A summary of six key prioritised themes gen-
erated from the data are presented below. Anonymised quotes from the
priority-setting workshop group are presented in Table 2 to illustrate the
narrative.

4. Thematic analysis

4.1. Access to specialist psychological resources to cope with uncertainty

The need for tailored psychological resources that are sensitive to the
fragile emotional states of parents in the acute care setting was consistently
emphasised. Due to the chronic uncertainty parents experienced regarding



Fig. 2. Discovery Mode Concept Map. The components of these concepts are ordered within a thesaurus and weightings to indicate relative importance. Within the map,
connections between concepts are represented by grey lines. Clusters of concepts within a map – known as themes – suggest contextual similarity [36]. For clarity,
themes are colour-coded to signify those that are (and are not) important, whereby the ‘most important theme appears in red, and the next hottest in orange, and so on
according to the colour wheel’. [20]
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their child's ultra-rare genetic condition, many parents struggled to navi-
gate the healthcare system and searched extensively for resources. Parents
stressed the importance of connecting with diagnosis-specific psychological
resources in the early periods of their child's initial diagnostic presentation.
It was also considered essential that the resources did not give the impres-
sion that their caregiving experiences would automatically become easier
after they ‘accepted’ their child's diagnosis. Tailored psychological re-
sources to sustain parents' long-term coping throughout the course of
their child's lifecycle were widely desired.

“At the beginning, we were scrambling because we knew she had all these dif-
ferent issues with movement and neurology and then gastro issues, and no one
quite understood the gene enough to know that they're all actually just part of
her issue. It wasn't until we got the right team that everything got a lot better for
us. If we had that connection earlier on, I feel dealing with her condition would
have been easier to begin with.”
4

4.2. No-one understands – I'm on my own

Due to the rarity of individual genetic DEE diagnoses, parents were un-
able to connect with local diagnosis-specific support groups with whom
they could identify. Limited opportunity to interact with other parents,
combined with challenges communicating their child's diagnosis, caused
parents to feel alienated and distressed. Parents reported a need to establish
peer-to-peer support groups for parents of children with genetic DEEs and
to initiate pathways that promote early peer connectedness to overcome
initial isolation and to support their mental health.

“It's very important to know that you're not alone and to feel like you're part
of a community. Otherwise you just feel like you are all alone dealing with these
things, because you're only one of a handful, like 100 – I think there's 100 chil-
dren or so in the world who have the same diagnosis as my daughter, which is
KCNQ2. It's quite rare, so you do feel alone.”
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4.3. Too muchness – I need help

Parents described experiencing ongoing psychological distress associ-
ated with their “sustained high-pressure” caregiving role, as they responded
to their child's complex and chronic developmental needs. In some cases,
parents perceived stressors increased over time. Several parents highlighted
the need for psychoeducation about the potential impacts of a genetic DEE
diagnosis on the entire family, as well as guidance for seeking professional
psychological help when required. This knowledge was crucial to support
family relationships, as many parents discussed the additional psychologi-
cal toll that relationship breakdowns contributed, and the intense difficulty
when trying to manage their child's diagnosis alone. Streamlined access to
specialised and tailored psychological resources were considered particu-
larly pertinent in circumstances where symptomology might arise from
pre-existing or underlying parent mental health symptoms.

“Knowing if you have a partner that has some mild mental health symptoms,
that this very well could bring on a nervous breakdown or severe depression or se-
vere anxiety, then you really need some serious psychological help or services for
that person, because then you're on your own. You don't have that partner to fall
back on or get help from.”

4.4. Putting the pieces together and going forward

A challenge highlighted among parents was accessing the “right style of
therapy”, with experts who understood their experiences caring for a child
with a genetic DEE. Parents described that their mental health needs often
changed over the course of their child's DEE lifecycle. For example,
transitioning out of in hospital care to caregiving in the homewas reported
as extremely challenging, without access to a coordinated care pathway. To
cater for the scope of their needs, parents recommended developing psy-
chological resources that provide social-emotional connection, as well as
practical psychoeducational coping tools. Parents emphasised that tailored
psychological resources hosted on hospital endorsed platforms were neces-
sary to cut down on time spent outsourcing resources that might not be rel-
evant to their needs.

“It's about what does the science say and what's some simple science that we
can understand, and what does this mean for my life, and how I need to go about
daily activities and all of that sort of stuff.”

4.5. Grieving together and finding strength

Parents relayed that having access to family centred psychological re-
sources and, aswell as appropriately funded therapies for their childwas es-
sential to sustain their mental health. Several parents relayed that they
valued listening to other parents experiences throughout different stages
of their child's development and learning that there are other parents
experiencing similar challenges. Parents recommended that including a
“parent voice” in the psychological resources would increase engagement
and appeal. Additionally, parents recommended designing the psychologi-
cal resources in formats that can be shared (eg. online links) to further sup-
port them in building sustained connections with other parents.

“As soon as you have another family that has a similar story to you, you don't
feel so alone and then your wellbeing is better. Obviously, it can help in so many
different ways. It's great having a psychological talk, but also having links that a
family could then access free mental healthcare plans and stuff like that as well”.

4.6. Resilience and hope

Throughout the challenges encountered, parents emphasised the impor-
tance of normalising their caregiving journey and never losing hope. Sev-
eral parents discussed their deliberate decision to “reframe” the diagnosis
early in their child's diagnostic journey. Parents explained that choosing
to focus on the positive aspects of what their child could achieve helped
them to becomemore accepting of their situation. In achieving this, parents
discussed the importance of finding joy through the rewarding experiences
of caring for a child who was much more than their medical condition.
5

“I think it could have gone one of two ways for us. We could have become
really despondent and sunk into a deep depression. I'm sure that could have
happened for us, but I think quite early on in the journey we shifted our
focus and also never lost hope. There's always hope and that keeps us going.”

4.7. Lexical analysis

The discovery mode concept map revealed four thematic nodes –
namely: ‘parents’, ‘things’ (closely linked to ‘information’), ‘hope’, and ‘alone’
(see Figure). These highlight key clusters of concepts, represented within
the priority-setting workshop discussion. Theme position, as shown in
Fig. 2, illustrated the relationships between the concepts.

The largest groupingwithin the conceptmap centres on theword ‘parents’
linked to key concepts including ‘group’, ‘condition’, ‘having’, ‘feel’, ‘medical’,
‘Facebook’, ‘diagnosis’, ‘child’, ‘different’, ‘family’, ‘children’, and ‘genetic’. This
grouping suggests these concepts were connectedwithin the discourse. For in-
stance, the participants spoke of: feeling differentbecause of their situation, and
attempting to find others they could personally relate to. However, given the
rarity of their child's diagnosis, this was often difficult. Nevertheless, they
exercised agency by harnessing the reach of social media, such as ‘Facebook’
to contact other individuals who also had a child with a rare condition:

“Just a few comments on getting support on Facebook groups. When [my
daughter] was first diagnosed, with her condition being so ultra-rare, we really
didn't have any resources at all and we actively sought out other parents around
the world with the same condition, or children with the same condition.”

The ambiguously labelled theme, ‘things’, was connected closely with
‘information’ and encompassed concepts including ‘probably’, ‘time’, ‘sup-
port’, ‘people’, ‘early’ and ‘looking’. Collectively, these concepts spoke to the
uncertain nature of genetic DEEs and the plethora of ‘things’ parents' needed
to navigate their child's genetic diagnosis. It highlighted the overwhelming
and uncertain nature of parents' continued search for tailored information
and support relevant to their child's diagnosis:

“It's very, very early that you'll be on there, 2:00 am in the morning, reading
information maybe before you have any idea about anything being genetic.”

The value of ‘things’ is suggested by its position within the concept map.
In particular, it intersects ‘parents’with ‘hope’, akin to a steppingstone between
them. This suggests a relationship between ‘things’ (information, resources,
supports) that parents can do or have that combine to provide a means of
hope. The theme ‘hope’ encompassed the concepts: ‘tough’, ‘beginning’, ‘every-
thing’, ‘sense’, ‘guess’, and ‘mental’. These concepts collectively highlight par-
ents' resilience, despite the uncertainty and challenges they experienced.

“I mean of course it's very overwhelming in the beginning and there's a lot of
challenge and there's a lot of uncertainty, and you find yourself being the hamster
on the wheel trying to understand all the information and put all your services in
place, but at the same time you've still got this hope that runs through everything
that you do. You've still got this joy of having this child that's also more than their
medical condition, if that makes sense.”

In contrast, the theme ‘alone’ is distant from the theme ‘hope’which sug-
gests that discourse pertaining to ‘alone’ did not travel with that pertaining
to ‘hope’ (and vice versa). Similarly, the themes ‘things’ and ‘alone’ do not
overlap. The lack of direct overlap with the ‘hope’ and ‘alone’ and ‘alone’
and ‘things’ suggests that these themes are mediated through parents. For
example, this raises the notion that parents ‘aloneness’ may need to be ad-
dressed through the role in the family, rather than providing information
or personal hopefulness alone.

“I'm from a country that doesn't have lots of things to give to people - and
every time we receive support from NDIS, [partner's name] and myself always
comment positive things about that. I mean the Australian Government is giving
us lots of things. We have lots of therapy; we have equipment for [child's name]. I
would like to include the positive things that give us hope.”

4.8. Thematic-derived ‘guiding principles’ to inform future psychological
resources

The most important insights generated through the qualitative analysis
of the parent priority-setting workshop are encapsulated through the
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development of six thematic-informed ‘guiding principles’. The guiding
principles consist of two elements: (1) psychological resource design objec-
tives, and (2) a summary of the key features of the psychological resources
that can help achieve the objectives [15]. ‘Guiding principles’ are useful to
produce following high-quality qualitative research, as they can be
consulted throughout the resource planning and development phases to en-
sure that the psychological resources address relevant context-specific
needs (Fig. 3) [14].

5. Discussion and conclusion

Global healthcare policies have prioritised the development of innova-
tive resources to protect the psychological wellbeing of parents following
a genetic DEE diagnosis [37]. Yet, psychological resources are an
underutilised intervention for parents of children with rare neurogenetic
conditions and there is a dearth of evidence regarding parents' preferences
for psychological resources [38,39]. This is one of the key issues hampering
the field from delivering high-quality resources to improve parent out-
comes [40]. To our knowledge, this is the first study to use a person-
based approach, to investigate parents' perspectives and preferences for
psychological resources and to clarify how their mental health can be sup-
portedwith novel psychological resources. The person-based approach pro-
vides an empirical framework that supports multidisciplinary collaboration
[41] to inform the development of resources through iterative qualitative
assessment of parents' psychological needs. The combination of both the-
matic and lexical analyses generated six thematic-derived ‘guiding princi-
ples’ that parents perceive are of highest priority to address to support
improved psychological adaptation to their child's genetic DEE diagnosis.

Thematic analysis highlighted heightened parent distress and uncer-
tainty following their child's diagnosis. Previous studies have suggested
that the emotional impact of a genetic diagnosis is mediated by the extent
to which parents have access to diagnosis-specific resources [8,42], and
our study emphasised the need for tailored psychological resources for par-
ents offered genetic testing for their child's DEE in the acute care setting.
Chronic distress following their child's genetic diagnosis has a substantial
impact on parent psychological functioning [43] and individuals with
other rare conditions have voiced frustration, and hopelessness navigating
fragmented healthcare systems [44]. The combination of thematic and lex-
ical qualitative analyses afforded insight into the co-existing challenges par-
ents face while also illustrating parents' resilience and hope. Emerging
studies indicate that strategies including positive reappraisal and support
Fig. 3. Guiding principles identified
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seeking have been successful in lowering distress and enhancing adjust-
ment to genetic diagnoses [45,46]. Our study extends the literature in
this field, as both the thematic and lexical analysis suggested that access
to diagnosis-specific information and tailored psychological provided a po-
tential pathway to improve parent outcomes by reducing uncertainty and
social isolation. Our findings support a clear need for the development of
psychological resources that are appropriately tailored to the unique and
high-stress experiences of parents, while also ensuring diagnosis-specific in-
formation is provided in a time-sensitive manner.

6. Innovation

As genetic testing continues to be integrated into clinical practice, im-
proving parent psychological adaptation to their child's genetic DEE diag-
nosis is a critical long-term strategy to optimise outcomes for children
and families [47]. There are few published examples of engaging multidis-
ciplinary clinician researchers and parents of a child with a rare genetic
condition in shaping healthcare services to support parents' psychological
wellbeing [48]. This study offers a novel person-based approach, incorpo-
rating a priority-setting workshop to understand parents' perspectives and
preferences for psychological resources. By establishing a partnership be-
tweenmultidisciplinary clinician researchers and parents in the early stages
of the design of the resources, we have leveraged the expertise of both
groups to develop ‘guiding principles’. The ‘guiding principles’ developed
through this research will be translated to maximise the likelihood that fu-
ture psychological resources will be engaging and acceptable for parents of
children with rare genetic conditions.

7. Conclusion

Understanding parent perspectives and preferences for tailored psycho-
logical resources is crucial in the context of rare and complex genetic DEEs.
Using a novel, person-based approach, our study indicates that there is sub-
stantial potential for developing tailored psychological resources which
aim to lower parent distress and to promote enhanced psychological adap-
tation following a genetic DEE diagnosis in their child. Notably, our analysis
revealed that fast-tracked pathways to connect parents with diagnosis-
specific peer-supports and tailored psychological resources might fortify
parents' personal capacity to support both themselves and their families.
The combination of both thematic and lexical analyses generated six
thematic-derived ‘guiding principles’, which will inform a future suite of
using person-based framework.
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psychological resources. The extent to which tailored psychological re-
sources, underpinned by these ‘guiding principles’ are helpful towards re-
ducing isolation and maximising hope among parents of a child with
genetic DEE should be explored via future research studies.
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Appendix

Table 2
Anonymised parent quotations from the priority-setting workshop are presented to
illustrate the narrative.

Access to specialist psychological resources to support coping with uncertainty
“At the very beginning for us, we were scrambling because we knew she had all these
different issues with movement and neurology and then gastro issues, and no one
quite understood the gene enough to know that they're all actually just part of her
issue. It wasn't until we got the right team that everything got a lot better for us. If
we had that connection earlier on, I feel dealing with her condition would have been
easier to begin with.”

“I guess what I would like to say as well is that it doesn't seem to get easier for me. It
changes and things - but the ongoing - I really feel an ongoing sense of trauma and
chronic stress with [child's name] because you're constantly being put in these
emergency situations with her seizures, it's kind of almost compounding.”

No-one understands – I'm on my own: Extreme isolation
“it's very important to know that you're not alone and to feel like you're part of a
community. Otherwise you just feel like you are all alone dealing with these things,
because you're only one of a handful, like 100 – I think there's 100 children or so in
the world who have the same diagnosis as my daughter, which is KCNQ2. It's quite
rare so you do feel alone.”

“When [child's name] was first diagnosed, with her condition being so ultra-rare, we
really didn't have any resources at all and we actively sought out other parents
around the world with the same condition, or children with the same condition.”

Too muchness – I need help
“Knowing if you have a partner that has some mild mental health symptoms, that this
very well could bring on a nervous breakdown or severe depression or severe
anxiety, then you really need some serious psychological help or services for that
person, because then you're on your own. You don't have that partner to fall back on
or get help from.”

“I don't find there's really specific counselling or psychological services to deal with the
overall umbrella of parents that have possibly some mild pre-existing mental health,
but then it just really crashes once they have a child with any type of disability. It's
really hard finding the right services for your partner. We've tried lots of different
medications and whatnot, but it hasn't really worked.”

Putting the pieces together and going forward
“If you receive your child's diagnosis it would be great if your clinician or genetic
counsellor - can point you in the direction of a database right at the beginning. You
can get on there and just cut down on that initial search where you can spend hours
and hours reading through scientific papers trying to make sense of what's going on”

“It's about what does the science say and what's some simple science that we can
understand, and what does this mean for my life, and how I need to go about daily
activities and all of that sort of stuff.”

Grieving together and finding strength
“I must admit once we transitioned out of early intervention and into the school
system, I really felt like I lost pretty much all peer support.. in terms of the models of
care and circles of support and all that type of stuff that is more readily available
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through local-based early intervention services like supported playgroups, where
you've got that opportunity to connect.”

“as soon as you have another family that has a similar story to you, you don't feel so
alone and then your wellbeing is better. Obviously it can help in so many different
ways. I think that would be - it's great having a psychological talk, but also having
links that a family could then access free mental healthcare plans and stuff like that
as well”.

Resilience and hope
“I think it could have gone one of two ways for us. We could have become really
despondent and sunk into a deep depression. I'm sure that could have happened for
us, but I think quite early on in the journey we shifted our focus and also never lost
hope. There's always hope and that keeps us going.”

“I mean of course it's very overwhelming in the beginning and there's a lot of challenge
and there's a lot of uncertainty, and you find yourself being the hamster on the wheel
trying to understand all the information and put all your services in place, but at the
same time you've still got this hope that runs through everything that you do. You've
still got this joy of having this child that's also more than their medical condition, if
that makes sense (emphasis added).”

Table 3
Leximancer ranked concept list for lexical analysis.
Concept
 Count
 Relevance
ame-Like

Facebook
 7
 47%

ord-Like

Parents
 15
 100%

Things
 13
 87%

Feel
 12
 80%

Time
 11
 73%

Group
 10
 67%

Hope
 10
 67%

Tough
 10
 67%

Probably
 10
 67%

People
 10
 67%

Condition
 9
 60%

Information
 9
 60%

Having
 9
 60%

Diagnosis
 9
 60%

Different
 9
 60%

Guess
 9
 60%

Early
 8
 53%

Support
 7
 47%

Family
 7
 47%

Beginning
 6
 40%

Everything
 6
 40%

Sense
 6
 40%

Families
 6
 40%

Genetic
 6
 40%

Alone
 6
 40%

Medical
 5
 33%

Child
 5
 33%

Looking
 5
 33%

Children
 5
 33%

Stuff
 5
 33%

Mental
 5
 33%
For amore granular examination of the conceptmap, the concepts were considered,
aswere their relevancyweightings. The thirty concepts with the strongest relevance
ranged in textual association from 33% to 100% (see Table). ‘Parents’ (relevance:
100%; count: 15), ‘things’ (relevance: 87%; count: 13), ‘feel’ (relevance: 80%;
count: 12), and ‘time’ (relevance: 73%; count: 11) were deemed to bemost relevant
within the discourse. This suggests that when the participants spoke of ‘parents’,
they were likely to speak of ‘things’, ‘feel’, and ‘time’, and unlikely to speak of ‘med-
ical’, ‘stuff’, or ‘mental’, among others.

Table 4
Ranked concept list for the selected concept – ‘Support’.
Concept
 Count
 Relevance
ame-Like

Facebook
 2
 29%

ord-Like

Stuff
 2
 40%

Group
 3
 30%

Probably
 3
 30%

People
 3
 30%
(continued on next page)
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able 4 (continued)
Concept
 Count
 Relevance
Condition
 2
 22%

Different
 2
 22%

Parents
 3
 20%

Medical
 1
 20%

Looking
 1
 20%

Children
 1
 20%

Beginning
 1
 17%

Things
 2
 15%

Family
 1
 14%

Early
 1
 12%

Information
 1
 11%

Time
 1
 9%
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