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Abstract

Background. Amold—Chiari malformation (ACM) is a rare congenital disorder affecting the cranio-cervical
junction. It is characterized by symptoms related to the cerebellum, bulbar region, and medulla, often ac-
companied by hydrocephalus. These symptoms can profoundly affect the daily lives of individuals with ACM,
significantly reducing their quality of life (QoL).

Objectives. To explore the experiences of individuals with ACM across various aspects of daily life and their
impact on perceived QoL.

Materials and methods. A descriptive qualitative study was conducted in Spain using a convenience
sampling approach. In 2025, data were collected through in-depth, semi-structured interviews with open-
ended questions involving 14 participants (n = 14). Interviews were conducted either in person or online,
audio-recorded with participants’ consent, and transcribed verbatim. Data were analyzed using thematic
analysis, following an inductive process of coding, categorization, and theme development to ensure meth-
odological rigor and credibility.

Results. Fourteen participants with type | ACM (79% women; mean age: 50.5 years) were interviewed.
Most had undergone surgery, and half had lived with the diagnosis for more than 10 years. The mean self-
reported QoL score was 6.71/10. Five main themes emerged: diagnostic journey, symptoms, impact on QoL,
treatment experiences, and coping strategies/support networks.

Conclusions. This study underscores the urgent need for more accessible, compassionate, and specialized
healthcare for individuals with ACM. Key obstacles include delays in diagnosis, limited clinical knowledge,
and insufficient follow-up care. Enhancing the training of healthcare professionals and implementing specific
care protocols are essential. In addition, greater institutional support and recognition within public policy are
crucial for improving the QoL of individuals living with this condition.
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Highlights

barriers to adequate care.

tional wellbeing.

of life and reduce inequities.

« Prolonged diagnostic delays and limited professional awareness in Arnold—Chiari malformation remain major
« Participants experience disabling, often invisible symptoms that affect autonomy, mental health, and daily life.
« Treatment is inconsistent, with unequal surgical access and insufficient postoperative follow-up.

« Coping strategies and social support and psychological and therapeutic assistance strengthen resilience and emo-

« Improved protocols, professional training, and coordinated multidisciplinary care are essential to enhance quality

Background

Rare diseases (RDs) are conditions that affect fewer than
5 individuals per 10,000 population and are often associ-
ated with a high risk of long-term disability or premature
death. While each disease is rare individually, collectively
they affect approx. 6-8% of the population in developed
countries, posing a considerable health, social, and politi-
cal challenge.! The challenges associated with RDs arise
from their nonspecific symptoms, difficulties in diag-
nosis and treatment, limited training opportunities for
healthcare professionals, and the lack of disease-specific
public policies. Consequently, patients often experience
substantial delays in diagnosis, difficulties accessing spe-
cialized care, and limited treatment options.>? Cranio-
cervical junction malformations, such as Arnold—Chiari
malformation (ACM), are considered RDs. Arnold—Chiari
malformation is a neurological condition in which parts
of the cerebellum, and sometimes the brainstem, herni-
ate through the foramen magnum into the cervical spinal
canal. It is estimated to occur in approx. 1 in 1,000 live
births; however, owing to the increased use of magnetic
resonance imaging (MRI), more cases are currently be-
ing diagnosed.*~® The most widely accepted classifica-
tion system identifies 5 types of ACM, with type I being
the most common. This form typically manifests during
adolescence or early adulthood.”® Arnold-Chiari mal-
formation predominantly affects females and is most
frequently diagnosed between the 2" and 4" decades
of life, suggesting that hormonal or anatomical factors
may contribute to its development.’

The clinical presentation is highly variable and may
include occipital headache (often triggered by Valsalva
maneuvers), cervicalgia, vertigo, paresthesias, muscle
weakness, sleep disturbances, and neuropsychiatric
symptoms. In advanced stages, ACM may be associated
with syringomyelia, a fluid-filled cyst or cavity within
the spinal cord that can impair neurological function
and worsen the functional prognosis.”!® The treat-
ment of choice is usually surgical, specifically posterior
fossa decompression, particularly in patients who are
symptomatic or show signs of clinical progression and/

or syringomyelia.®!1-13 However, it is important to rec-
ognize that surgery does not always guarantee symp-
tom relief and may result in serious complications, such
as cerebrospinal fluid fistulas, meningitis, or even per-
sistence or worsening of symptoms. For patients who
cannot undergo surgery, or as an adjunct to surgical treat-
ment, clinicians may consider pharmacological therapies,
such as analgesics and anticonvulsants, combined with
a multidisciplinary rehabilitation approach that includes
physiotherapy, occupational therapy, and psychological
support.!®!* From a biopsychosocial perspective, health-
related quality of life (HRQoL) has become a central focus
in the clinical management of patients with ACM. Owing
to the unpredictability of symptoms, their chronic nature,
and their functional impact, ACM can significantly im-
pair quality of life (QoL) through both physical limita-
tions and emotional and social difficulties.!>~!8 To better
understand the impact of ACM, specific assessment tools
have been developed, such as the Chiari Symptom Profile
(CSP) and the Chiari Health Index for Pediatrics (CHIP).
These instruments help evaluate changes before and after
surgery, as well as the impact of these changes on daily
life and overall wellbeing.!8-2° Recent research highlights
the importance of using a range of measures that encom-
pass physical, emotional, social, and work-related dimen-
sions. Ultimately, wellbeing is not limited to symptom
management; it also includes psychological resilience,
social support, and a sense of connection with the com-
munity.”1721-2 In this context, it is essential to explore
the subjective experiences of affected individuals, iden-
tifying not only physical symptoms but also emotional
experiences, social relationships, and coping strategies.

Objectives

It is important to understand, from a holistic perspective,
how this condition affects patients’ autonomy, functionality,
and emotional wellbeing, as well as their family and social
environment. Therefore, the present study aims to explore
the experiences of individuals with ACM across various
aspects of daily life and their impact on perceived QoL.
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Materials and methods
Study design

A descriptive qualitative study was conducted to explore
the experiences of individuals with ACM and the impact
of the condition on various aspects of their daily lives and
overall QoL. The study was conducted in accordance with
the Standards for Reporting Qualitative Research (SRQR),
ensuring methodological transparency and rigor.?®

Experience and role of researchers

The research team consisted of 4 men and 5 women,
including 3 nurses with experience in qualitative re-
search design (E.G.C.-B,, P.D.P.H.,and A.T.-R.) and 1 re-
searcher with clinical experience in RDs (A.M.S.). Data
triangulation was performed by 2 external researchers
(R.J.V.and E.C.S.). None of the members of the research
team had any prior relationship with the participants.
At the outset of the study, the researchers’ positions
were established on the basis of their beliefs, prior ex-
periences, theoretical framework, and motivation for
conducting the study.

Participants and setting

A purposive sampling strategy was employed,
whereby individuals with ACM voluntarily participated
in the study following initial recruitment through social
media platforms. Subsequently, a snowball sampling tech-
nique was used to recruit additional participants. Data
saturation was achieved by the 14" interview, as no new
significant information emerged that warranted further
coding.?® At this point, the research team determined

Table 1. Participants’ characteristics (n = 14)

that additional recruitment was unnecessary. The demo-
graphic characteristics of the participants are presented
in Table 1.

Data collection instrument

Data were collected in 2025 through in-depth in-
terviews. These interviews were conducted in a semi-
structured manner, following a question guide designed
to explore specific topics of interest (Table 2). Semi-struc-
tured, in-depth interviews were employed as the primary
method of data collection. A question guide, developed
based on a review of the relevant literature (Table 2), facili-
tated a comprehensive exploration of participants’ percep-
tions and experiences of living with ACM.2¢ The flexible
interview format allowed participants to express them-
selves freely while enabling the researchers to explore
areas of interest in greater depth. Two researchers (A.E.C.
and A.M.S.) conducted the face-to-face interviews, all
of which were audio-recorded with participants’ consent.
Given the sensitive nature of the subject matter, partici-
pants were informed that they could pause or terminate
the interview at any time if they experienced emotional
distress. Each interview lasted approx. 40 min on average.
Following transcription, the interview transcripts were
returned to participants for review and additional com-
ments. All data were securely stored in a digital reposi-
tory with access restricted to the principal investigator
(A.M.S.).

Data analysis
A qualitative analysis of the interviews was con-

ducted using an inductive thematic approach, as de-
scribed by Braun and Clarke.?” Initial coding focused

Impact on quality

Participant ‘ Age [years] ‘ Region of origin Time since diagnosis of life (0-10)
P1 female 39 Asturias >10 years 5
P2 male 61 Basque Country 5 years 7
P3 female 46 Galicia >10 years 9
P4 female 60 Asturias >10 years 5
P5 male 38 Galicia 7 years 4
P6 male 61 Catalonia >10years 6
p7 female 40 Madrid 5 years 8
P8 female 56 Andalusia 5 years 9
P9 female 44 Madrid 3 years 10
P10 female 52 Madrid >10 years 5
P11 female 62 Castile and Ledn >10 years 5
P12 female 65 Castile and Leon >10years 9
P13 female 31 Madrid 1 year 6
P14 female 52 Valencia 3 years 6




~

Table 2. Semi-structured interview guide

Research area |

Personal profile and diagnosis

Experience with the healthcare system

Impact on daily life

Support networks and disease evolution

A.Martinez-Sabater et al. Quality of life in Arnold—Chiari malformation

Interview questions

1. What is your name (or pseudonym), age, and current situation?

2. What diagnosis did you receive, and what kind of intervention did you follow?
3.When did your symptoms start, and how long did it take to diagnose?
4. What was the process to reach the diagnosis?

5.What was your relationship with the healthcare system?

6. Did you feel listened to and supported by professionals?

7. How have the symptoms affected your work, social, and personal life?
8. What activities have you stopped doing?

9. How has your general quality of life been affected?

10. Have you noticed changes in your symptoms over time?

11. Are you part of any associations or support groups?

12. How important do you consider it to be in contact with other people who have been affected?

Table 3. Criteria for ensuring rigor

Criteria |

Credibility

Transferability

Dependability (Reliability/Trustworthiness)

Confirmability

— Researcher triangulation: Each interview was analyzed by 3 researchers (E.G.C-B, AT-R, and PD.P-H)
and 1 researcher with clinical experience in rare diseases (A.M.S.). Team meetings were held to compare
analyses and identify categories and themes with the rest of the team.

— Triangulation of data collection methods: Semi-structured interviews were conducted, and
the researchers took field notes to triangulate the data.

— Participant validation (member checking): Participants were given the opportunity to review the audio
recordings to confirm their experiences and verify the accuracy of the data. None of the participants
made any additional comments.

— Detailed descriptions of the study conducted, detailing the characteristics of the researchers,
participants, settings, sampling strategies, and data collection and analysis procedures.

— External researcher audit: Two external researchers (R.J.V. and E.C.S.) assessed the research protocol,
focusing on the methods applied and the study design.

— Researcher triangulation, member checking, and data collection triangulation.

Techniques and procedures used

on identifying the most descriptive content, which was
subsequently refined and grouped into broader categories
representing meaningful units. This iterative process
led to the emergence of thematic areas that captured
the core experiences of the study participants. Three
researchers (E.G.C.-B., A.T.-R., and P.D.P.-H.) indepen-
dently performed double coding of each interview and
the corresponding field notes. They subsequently met
to compare and discuss their interpretations, collabora-
tively refining the categories and themes derived from
the data. The same procedure was applied to the develop-
ment and refnement of themes. Additional joint meetings
were held to review and validate the analytical outcomes,
including an external audit conducted by an independent
researcher to enhance the confirmability of the findings.
All coding decisions were discussed until consensus was
reached regarding the final categories and themes, which
were organized into a comprehensive analytical matrix.
Data analysis was supported by ATLAS.ti 24 software.?®
To ensure the accuracy and reliability of the data, the cri-
teria proposed by Guba and Lincoln were considered
(Table 3).

Ethical considerations

The study was conducted in accordance with the Dec-
laration of Helsinki and received ethical approval from
the Research Ethics Committee of the University of Valen-
cia, Spain (approval No. 2025-ENFPOD-3938759). All par-
ticipants were informed about the objectives of the study
and signed a written informed consent form prior to the in-
terviews, ensuring their right to withdraw at any time
without consequences. The interviews were conducted
anonymously, voluntarily, and confidentially, without col-
lecting personal data or using devices that could identify
the participants. They were audio-recorded with the par-
ticipants’ permission and subsequently transcribed verba-
tim. The information obtained was treated anonymously
and confidentially, in compliance with the General Data
Protection Regulation (EU) 2016/679 of the European Par-
liament and Organic Law 3/2018. The researchers reported
no conflicts of interest, whether ethical, moral, or legal,
and did not receive any financial compensation. Similarly,
the participants did not receive compensation for their
participation in the study.
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Table 4. Themes and categories

Themes (T) |

Diagnostic journey and experience with the healthcare
system

T1

T2 Symptomatology and clinical manifestations

T3 Impact on quality of life

T4 Experiences with treatment

T5 Coping strategies and support networks

Categories

Difficulties in obtaining an accurate diagnosis
Lack of professional knowledge about the malformation
Delays in referrals and studies
Perception of abandonment or neglect by the health system

Chronic pain
Neurological problems
Variability and invisibility of symptoms

Physical and functional limitations
Impact on social, family, and work life
Impact on mental health
Feelings of isolation or lack of understanding

Unequal access to surgical or conservative treatment
Lack of postoperative follow-up
Use of palliative medication with limited efficacy
Expectations of treatment and recovery

Mutual support in patient communities
Self-management and information seeking
Resilience in the face of uncertainty
Adaptations in daily life to cope with the disease

Results

Fourteen individual interviews were conducted with
people diagnosed with type I ACM, the majority of whom
were women (78.6%). The mean age of the participants
was 50.5 years (standard deviation (SD): 10.85). Almost
all participants had undergone surgery, with the excep-
tion of 2 individuals. Syringomyelia was present in 10
of the 14 cases. Regarding time since diagnosis, half
of the participants had been living with the condition for
more than 10 years. In terms of QoL, participants rated
their experiences on a scale from 0 to 10, yielding a mean
score of 6.71 +1.94. This finding indicates that the condi-
tion has a substantial impact on their daily lives.

Themes

Five themes and their corresponding categories were
identified: (T1) diagnostic pathway and experiences with
the healthcare system, (T2) symptomatology and clinical
manifestations, (T3) impact on quality of life, (T4) expe-
riences with treatment, and (T5) coping strategies and
support networks (Table 4).

Theme 1. Diagnostic journey and experience with
the healthcare system

Participants described a long, frustrating, and painful
process leading to the diagnosis of ACM. This journey
was often marked by misinformation, emotional distress,
and a pervasive sense of invalidation. Many participants
recounted consulting numerous healthcare professionals
over several years without receiving clear or consistent
answers, which intensified their feelings of loneliness and
misunderstanding. As one participant explained: “It’s not

that they’re unprepared or uneducated — I think they just
don’t keep themselves updated... A rare disease comes
along and they automatically say it’s nothing” (P. 1). This
persistent dismissal of symptoms also led some partici-
pants to question their own perceptions of pain: “The last
time I left the neurologist, I left crying... He said some-
thing that made me think: Youre making it all up” (P. 1).
In contrast, some individuals who used private healthcare
services or mutual insurance providers received a faster
and more efficient diagnosis. As one interviewee explained:
“Actually in my case it was quite fast because the mutual
insurance company made the process quite fast... They
asked me for a magnetic resonance, and they found ACM
type I” (P. 5). However, even when the diagnosis was es-
tablished, it was not always a relief. For some individuals,
it represented a profound emotional shock, particularly
when it was accompanied by an alarming prognosis: “When
the neurosurgeon told me 2 years later... that if I didn’t have
the operation I would be in a wheelchair” (P. 12).

Theme 2. Symptomatology and clinical manifestations

The symptoms described by the participants were varied,
persistent, and profoundly disabling. Pain, particularly
cervical and suboccipital pain, was a recurring feature
in most accounts. As one participant expressed: “I have
always headache, cervical pain and occipital pain” (P. 6).
In addition to pain, dizziness, balance disturbances, visual
and auditory impairments, and a sensation of lighthead-
edness were commonly reported: “At the moment I have
dizziness, I get some vertigo, suboccipital headache... loss
of vision and hearing” (P. 5). Some participants reported
that their gait was often misinterpreted by others: “Espe-
cially the loss of balance a lot... Every time I walk I look
like 'm drunk” (P. 14). In many cases, symptoms had been



present since childhood, although they were not adequately
recognized or addressed at the time. “I was always very ill
asa child...  used to get dizzy, when I jumped, I had to hold
my head down” (P. 15), recalled one participant. Another
commented: “They called me clumsy... Headaches... They
said that it was because I read a lot” (P. 14). Neurological
symptoms were also described, including sensory distur-
bances: “I picked up something hot... and the next day
I had nasty blisters” (P. 2), and motor impairments: “My
limbs started to go to sleep... Then my hand went to sleep
at night... My leg didn’t respond well” (P. 13). In more ad-
vanced stages, some participants developed urinary incon-
tinence, which added a considerable emotional burden:
“Incontinence... In my sleep I don’t know about it and it’s
unpleasant, and it can happen at any time, at work” (P. 14).

Theme 3. Impact on quality of life

The progression of the disease led to profound changes
across all areas of daily life. Activities that had once been
routine began to require disproportionate effort, resulting
in a loss of autonomy for many individuals. As one par-
ticipant described: “A simple window cleaning meant that
I was in bed the next day” (P. 11). Persistent fatigue also
made it difficult to maintain work routines: “If I started
work on Monday, by Wednesday I was tired... I didn’t feel
like moving” (P. 8). These limitations extended beyond
daily responsibilities and affected leisure and social activi-
ties as well: “...] used to like going to the mountains... and
that’s been a lot of years now, it’s cut me off a lot” (P. 9).
Emotionally, some participants expressed resignation
or an attitude of gradual acceptance: “My personal life...
I have many limitations, but I live day by day” (P. 7). Others
expressed a greater sense of hopelessness: “Well... the im-
pact has been total. Let’s see... What quality of life I had
before and what quality of life I have now” (P. 8). At the so-
cial level, the illness affected interpersonal relationships.
Difficulties participating in conversations or keeping up
with others led to a degree of social isolation: “It is very
difficult for me to carry on a lengthy conversation...” (P. 6).
A lack of understanding from others also generated emo-
tional distress: “My mother has always seen me as very ac-
tive... No matter how much I tell her she won’t understand”
(P. 3), and in some cases resulted in hurtful criticism: “My
brother said that I was very hypochondriacal” (P. 1).

Theme 4. Experiences with treatment

Most participants had undergone surgical intervention,
which in some cases resulted in significant improvement,
particularly with regard to pain relief and neurological
symptoms. As one participant expressed: “Since I had
surgery... the first improvement was to stop having that
sleep and that immense pain... then also neurocogni-
tive problems” (P. 14). However, other testimonies de-
scribed very negative surgical experiences, characterized
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by complications, repeated procedures, and long-term
sequelae: “They operated 4 times plus the tracheostomy...
my whole brain filled with air... stroke” (P. 2). In these
situations, family support was crucial. Some participants
deeply valued the care they received: “My son cleaned me
perfectly at the age of 25, he was great, he behaved well”
(P.2). The role of informal support networks was also high-
lighted: “Super proud... They are my hands and my feet...”
(P. 7). However, not all interventions succeeded in elimi-
nating symptoms, as one participant explained: “I had
an operation and as a result of the operation I improved,
because I can walk, I have a little more quality of life, but
I have the same symptoms as before, or almost the same”
(P. 8). Psychological treatment was also identified as a criti-
cal need. Several participants reported experiencing peri-
ods of despair and even suicidal thoughts. “I tried to jump
out of the window because of awful situations... I found
myself in a general state of abandonment that makes you
die. I was aware and asked for help” (P. 9). When mental
healthcare was received, it was evaluated very positively:
“I got it from the social security... A psychologist who sees
you every 15 days...” (P. 9).

Theme 5. Coping strategies and support networks

Faced with pain, disability, and major life changes, many
participants developed personal coping strategies. Some
adopted a positive, present-focused attitude: “I have learned
that I have to live a stress-free life... I have a good quality
oflife” (P. 8). Others described a deeper process of personal
transformation: “You learn to value what is really impor-
tant...a 10” (P. 7). These strategies included both adjusting
the pace of life and re-evaluating personal priorities. Cop-
ing was not a linear process but involved moments of frus-
tration, acceptance, and re-signification of one’s own body
and the meaning oflife. The ability to adapt to a new reality
was experienced as a form of empowerment in the face
of an illness that is often invisible to the rest of society.
These results illustrate the complexity of perceptions
among people with ACM. Figure 1 presents a map of agents
and interactions, enabling the identification of the inter-
related themes: the diagnostic journey and experience with
the healthcare system, the role of symptomatology and
clinical manifestations, the impact on QoL, experiences
with treatment, and the use of coping strategies and sup-
port networks. The figure was created using ATLAS.ti 24
software, which was used to code and synthesize the data.

Discussion

This study examined the experiences of individuals with
ACM across various aspects of their daily lives and the im-
pact of this condition on their QoL. The findings reveal
a characteristic pattern of difficulties in accessing care,
feelings of being misunderstood, and coping strategies
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Fig. 1. Map of agents and interactions

that reflect considerable personal resilience. The narra-
tives collected in this study highlight a prolonged and of-
ten frustrating diagnostic journey, characterized by mul-
tiple referrals to various specialists and a noticeable lack
of disease-specific training among healthcare profession-
als. This experience is consistent with recent findings,
which estimate that the average time required to obtain
a diagnosis of an RD is approx. 4—5 years and often involves
numerous consultations before a definitive diagnosis is es-
tablished.®?? Access to appropriate, timely, and empathetic
care is a fundamental right, particularly for individuals
with rare and complex conditions such as ACM, who often
face significant barriers within the healthcare system.?23°

The results of this study highlight patients’ perceptions
of healthcare professionals’ preparedness to manage their
condition, revealing substantial differences in the quality
of care they receive. While some professionals demonstrate
a willingness to learn and provide respectful and attentive
care, others lack the necessary knowledge or sensitivity,
leading to frustration and mistrust among patients. These
difficulties may even discourage patients from seeking
timely consultations or follow-up care. To address this issue,
healthcare professionals require targeted training in RDs,
including ACM, to ensure that care is informed, empathetic,
and respectful of patients’ experiences.?*? Incorporating
knowledge about complex neurological conditions into
both undergraduate and continuing professional education

programs could improve early detection and comprehensive
management for affected individuals.! Furthermore, the lack
of coordination between healthcare and social services for
individuals with RDs can adversely affect physical and men-
tal wellbeing, as well as financial stability. This issue under-
scores the need for more integrated and patient-centered
models of care, as demonstrated by successful approaches
to the management of other rare conditions.?3-3> Partici-
pants frequently described experiences of stigmatization,
primarily related to the invisible nature of their symptoms.
Numerous studies have explored the stigma associated
with conditions that are not readily apparent, highlight-
ing the general lack of awareness among both the public
and healthcare professionals.?®3” In this context, awareness
campaigns and health education initiatives play a crucial
role in combating prejudice and validating patients’ experi-
ences. When social and healthcare systems fail to recognize
these conditions, stigma, misunderstanding, and feelings
of isolation may result. The hidden nature of their suffer-
ing adds an additional emotional burden, which not only
perpetuates stigma but also leaves individuals feeling un-
supported, similar to what has been reported in other rare
conditions such as fibromyalgia, which likewise lack clear
physical indicators.1%3%% This invisibility can adversely af-
fect emotional wellbeing, strain relationships with family
and friends, and hinder access to appropriate medical care.
Moreover, the ongoing need to explain and justify one’s



symptoms may intensify emotional distress, creating a pain-
ful cycle of silent suffering.2>40

Significant barriers to accessing appropriate treat-
ment have also been identified, particularly with regard
to surgery, which is highly dependent on the availability
of resources.”=*3 The lack of structured postoperative
follow-up and the frequent use of palliative medications
with limited efficacy contribute to dissatisfaction and
a persistent sense of abandonment.** These challenges
reinforce the need to implement standardized protocols
and multidisciplinary teams that ensure comprehensive
and continuous care, from diagnosis through rehabilita-
tion and emotional support.*>454¢ However, the implemen-
tation of clinical guidelines is often hindered by limited
professional knowledge, inadequate infrastructure, and
high technological costs, thereby exacerbating inequalities
in access to specialized treatments.*’

Participants utilized a variety of personal and collective
coping strategies. Key resources for resilience included
self-management, the reorganization of life priorities, and
involvement in patient associations. This finding is consis-
tent with research emphasizing the importance of social
support in managing stress and predicting psychological
wellbeing among individuals living with chronic diseases
and RDs.*®% Support networks, both formal and infor-
mal, provide emotional validation, practical guidance, and
a sense of community, making them essential components
of patients’ experiences. Interpersonal relationships of-
fer emotional, instrumental, and informational support,
enhancing resilience and empowering both patients and
caregivers, which is vital for navigating the psychological
and practical challenges of chronic illness.>

Studies have shown that emotional support and com-
panionship are beneficial for individuals with RDs re-
gardless of their stress levels, and that fostering this type
of support can improve life satisfaction in this underserved
population.*>®! Participation in patient associations en-
ables affected individuals to re-signify their experiences,
reconstruct their identity, and develop a sense of belong-
ing, which is essential for coping with the social suffering
associated with these diseases.

When examining the resilience of individuals with
chronic illnesses and their caregivers, it becomes evi-
dent that family support, self-esteem, and a positive at-
titude toward care play a significant role,* as highlighted
by the study participants. The exchange of information
and mutual support within virtual communities or pa-
tient groups provides emotional support and strengthens
self-management, fostering resilience in the face of uncer-
tainty and the chronic nature of illness.>® The promotion
of these networks and the institutional recognition of their
value are essential for improving the wellbeing and QoL
of this population and their caregivers. Strategies should
also include educational and preventive measures, taking
into account that improvements in QoL and psychological
wellbeing may enhance resilience.*+>*
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Finally, adaptations in daily life, such as modifying ac-
tivities and using assistive devices, demonstrate the con-
tinuous effort of patients to maintain their autonomy and
functionality despite the limitations imposed by ACM.
These findings underscore the importance of a holistic
approach that considers not only medical aspects but also
psychosocial consequences and individual needs, thereby
facilitating person-centered care for patients and their
caregivers.

The implementation of multidisciplinary teams that ac-
tively integrate nursing, physiotherapy, and mental health-
care has been shown to provide more comprehensive and
sustained care. According to a recent review,”® coordina-
tion within primary care through shared models of care
for RDs improves diagnostic timelines, continuity of care,
and patients’ QoL. Nurses play a crucial role in fostering re-
silience through family interventions, stress management,
and psychosocial support from the time of diagnosis and
throughout the course of the disease, ultimately contribut-
ing to improved QoL for both patients and caregivers.>25

Practical implications for healthcare
professionals

This study provides valuable insights into the experi-
ences of individuals living with ACM within the Spanish
healthcare system, highlighting the challenges they face
in obtaining an accurate diagnosis, accessing appropri-
ate treatment, and receiving coordinated, long-term care.
It also underscores the pressing need to enhance health-
care professionals’ training in RDs and to establish specific
care protocols that promote more empathetic and person-
centered approaches. Within this context, all healthcare
professionals, including physicians, nurses, physiothera-
pists, psychologists, and social workers, play a crucial role
in the comprehensive management of patients with ACM.
Early recognition of symptoms, effective interdisciplin-
ary communication, and continuity of care are essential
for improving health outcomes. Furthermore, providing
patients and their families with clear information, emo-
tional support, and guidance on coping strategies can help
reduce anxiety and enhance self-management and adher-
ence to treatment.

In particular, nurses play a fundamental role in patient
education, empowerment, and ongoing support. Through
health education, symptom monitoring, and continuous
communication, nursing professionals can help patients
better understand their condition, manage postoperative
care, and navigate the healthcare system more effectively.
Their close and sustained interaction with patients also
positions them as essential facilitators of emotional wellbe-
ing and adherence to long-term treatment plans. A holistic
approach that integrates medical, psychological, and social
perspectives is essential. Understanding patients’ coping
strategies and support networks contributes to a more
comprehensive understanding of their psychosocial needs
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and provides valuable guidance for designing interventions
aimed at improving their QoL. Ultimately, these findings
highlight the importance of coordinated, compassionate,
and informed care across all healthcare settings to pro-
mote wellbeing and resilience among individuals affected
by ACM. Among the strengths of this study are the in-
depth qualitative exploration of patients’ experiences,
which enables the capture of nuances and aspects that
are not readily apparent in quantitative studies, as well
as the diversity of participant profiles, reflecting different
stages and trajectories of the disease.

Limitations of the study

However, this study has several limitations. Although
the sample size was small, data saturation was achieved,
ensuring that the information collected adequately cap-
tured the range of participants’ experiences. In addition,
cultural and contextual factors specific to the Spanish
healthcare system, such as the structure of public health
services, pathways to specialist care, and prevailing so-
ciocultural attitudes toward RDs, may have influenced
participants’ experiences. These characteristics may dif-
fer substantially from those observed in countries with
different healthcare policies, referral systems, or levels
of awareness of rare neurological conditions, which may
affect the transferability of the findings to other contexts.
The sensitive nature of the topic may have led some partici-
pants to refrain from sharing highly personal or particu-
larly negative experiences related to the healthcare system.
Finally, the implementation of the recommendations de-
rived from this study will require institutional commit-
ment, adequate resources, and a cultural shift in the care
of individuals with RDs, which may encounter resistance
within healthcare systems.

Conclusions

This study underscores the importance of enhancing
the training and awareness of healthcare professionals,
improving access to and continuity of treatment, and fos-
tering support networks that address the genuine needs
of individuals with ACM. The implementation of these
measures will help ensure more equitable, respectful, and
appropriate healthcare for this population, thereby pro-
moting QoL and the overall wellbeing of those living with
this complex condition. This study highlights the urgent
need to improve early diagnosis and comprehensive care
for individuals with ACM, owing to diagnostic delays and
a lack of clinical expertise. It is essential to strengthen
the training of healthcare professionals and to establish
specific protocols that guarantee a multidisciplinary ap-
proach, including postoperative follow-up and psycho-
logical support. The importance of ensuring equitable
access to both surgical and non-surgical treatment is also

emphasized as a means of reducing inequalities in care.
Coping strategies based on mutual support, self-manage-
ment, and resilience emerged as key elements of patients’
wellbeing. Ultimately, it is crucial to implement public
policies that recognize and address the unique character-
istics of this RD, thereby ensuring dignified, inclusive, and
high-quality healthcare that enhances the QoL of affected
individuals.
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