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RESUMO

Introdugéo: Cuidadores de criangas com Doengas Raras enfrentam dificuldades
para efetivarem uma adequada atencao as suas criangas, apesar de existirem
politicas publicas voltadas para esses pacientes. Objetivo: Construir uma
teorizacdo sobre os significados produzidos por cuidadores de criangas com
Doencas Raras na trajetéria de cuidado em saude. Metodologia: Foi realizado
um estudo qualitativo com abordagem da Teoria Fundamentada nos Dados e
referencial tedrico do Interacionismo Simbdélico. Os dados foram coletados no
Hospital Odontolégico da Universidade Federal de Uberlandia por meio de
entrevistas semiestruturadas, audiogravadas e analisados por meio da Teoria
Fundamentada dos Dados. Resultados: Foram realizadas oito entrevistas com
maes de criancas com Doencas Raras. A analise do material qualitativo
produzido possibilitou identificar os significados produzidos nas trajetérias de
cuidados e a organizagao em cinco categorias: 1) Rede de saude insatisfatéria;
2) Contexto de duvidas e medos; 3) Angustia no tempo de espera por
atendimento; 4) Alivio e desespero diante do diagnostico; 5) Atendimento
odontoldgico integrado. O significado de uma rede de saude insatisfatoria foi
definido como a categoria central. Concluséo: O significado central € uma rede
publica de saude insatisfatéria para lidar com as Doengas Raras, seja no aspecto
estrutural da rede de servicos ou nas posturas profissionais. No contexto desse

estudo, o atendimento odontoldgico foi dado como eficiente.

Palavras-Chave: Doencas Raras; Politicas de Saude; Acesso aos Servigos de

Saude; Assisténcia Odontoldgica; Pesquisa Qualitativa.
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ABSTRACT

Introduction: Caregivers of children with Rare Diseases face difficulties in
providing adequate care for their children, despite the existence of public policies
aimed at these patients. Objective: Build a theorization about the meanings
produced by caregivers of children with Rare Diseases in the health care
trajectory. Methodology: A qualitative study was carried out using a Grounded
Theory approach and the theoretical framework of Symbolic Interactionism. Data
were collected at the Dental Hospital of the Federal University of Uberlandia
through semi-structured, audio-recorded interviews and analyzed using
Grounded Data Theory. Results: Eight interviews were carried out with mothers
of children with Rare Diseases. The analysis of the qualitative material produced
made it possible to identify the meanings produced in the care trajectories and
the organization into five categories: 1) Unsatisfactory health network; 2) Context
of doubts and fears; 3) Distress in the waiting time for care; 4) Relief and despair
at the diagnosis; 5) Integrated dental care. The meaning of an unsatisfactory
healthcare network was defined as the central category. Conclusion: The central
meaning is an unsatisfactory public health network for dealing with Rare
Diseases, whether in the structural aspect of the service network or in
professional attitudes. In the context of this study, dental care was considered

efficient.

KEYWORDS: Rare Diseases; Health policies; Access to Health Services; Dental

care; Qualitative research.
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1. INTRODUGAO E REFERENCIAL TEORICO

A Organizagdo Mundial de Saude (OMS) classifica como rara a doenga
com prevaléncia baixa. Entretanto, os parametros para determinar essa
prevaléncia pode variar de um pais para outro, especialmente em funcéo da
inexisténcia de um limite de prevaléncia para essa classificagcdo. No Brasil, as
Doencgas Raras (DR) sdo aquelas que afetam menos de 65 pessoas a cada 100
mil individuos (BRASIL, 2014), alcangando, em média, 13 a 15 milhdes de
pessoas acometidas (AURELIANO, 2018; BRASIL, 2019; IRIART et al., 2019).
Apesar da baixa prevaléncia de cada DR, ha cerca de 6 a 8 mil doencgas
diferentes classificadas como raras (LOPES et al, 2018).

As DR sao dificeis de serem diagnosticadas e aglutinam um grupo
heterogéneo de doengas, como as anomalias congénitas, os erros inatos do
metabolismo, os erros inatos da imunidade, as deficiéncias intelectuais (CHUNG
et al, 2022). A maioria dessas doengas possui algum tipo de componente
genético, mas outras etiologias podem estar associadas, como os fatores
nutricionais, os fatores ambientais, os medicamentos e os agentes teratogénicos
(BRASIL, 2022).

Para organizagéo do cuidado as pessoas com DR no Brasil, o Ministério
da Saude propés, no ano de 2014, a Politica Nacional de Atencao Integral as
Pessoas com Doencas Raras (PNAIPDR), cujo objetivo era reduzir a
morbimortalidade e contribuir para a reducdo das manifestacbes secundarias
dessas doencas (BRASIL, 2014). Essa politica aponta que a atencédo as
condicbes genéticas deve fazer parte tanto da Atengao Primaria a Saude, quanto
dos Centros de Referéncia Médica Regionais, sendo que estes ultimos deveriam
receber financiamento para realizagdo de testes e aconselhamento genéticos
(AURELIANO, 2018).

Embora as diretrizes do Sistema Unico de Saude (SUS) para atengéo
integral dos individuos com DR prevejam o atendimento multiprofissional destes
pacientes, 0 acesso a esses profissionais ainda & precario, seja pela escassez
de recursos materiais € humano, seja pelos desafios organizacionais e
regulatérios da Rede de Atengao a Saude do SUS (IRIART et al, 2019).
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Nos ultimos anos, as DR obtiveram uma maior visibilidade mundial,
embora ainda exista uma falta de conhecimento por parte de muitos
profissionais, limitagdo de investimentos em pesquisas e uma consideravel
caréncia de medicamentos disponiveis no SUS (AMARAL, REGO, 2020). Esse
cenario contrasta com as necessidades assistenciais das pessoas ou familias
acometidas por estas doengas, que sao complexas em termos de diagndstico,
tratamento e acompanhamento (IRIART et al, 2019). As constantes mudangas
nas dindmicas sociais e familiares, gerada pelos longos periodos de internacao
ou de cuidado domiciliar intensivo, trazem elevado sofrimento fisico e
psicossocial as familias e pessoas com DR (BRASIL, 2022).

Os cuidadores de criangas com DR desempenham um papel crucial no
bem-estar fisico e emocional da crianga afetada (WETTERAUER, SCHUSTER,
2008). No entanto, as dificuldades enfrentadas por esses cuidadores ao longo
de suas vidas podem gerar impactos substanciais em suas vidas nos ambitos
profissional, social e familiar (BOETTCHER et al, 2021), promovendo prejuizos
ao seu proprio bem-estar (ZURYNSKI et al, 2008). O processo de enfrentamento
do adoecimento de uma crianga € uma dificuldade encontrada nos relatos dos
pais e, muitas vezes, a origem genética das DR faz com que os pais tendem a
se culpar pela doenca dos seus filhos (WITT et al, 2021). O longo processo de
aceitacao do estado de saude da crianga é muitas vezes acompanhado pela falta
de aceitagao de terapias especificas e de ajuda psicossocial, pois muitas vezes
as familias nd&o reconhecem que precisam de apoio pois apresentam
preconceitos contra os cuidados psicossociais e recearem ser estigmatizados ou
considerados fracos devido a sua necessidade de ajuda (WITT et al, 2021).

Vale destacar o papel culturalmente ocupado pelas mulheres na dindmica
familiar € o de responsavel pelo cuidado, ou seja, diante de um adoecimento
quem assume esta posi¢cao de cuidador, normalmente, € a mae, que podem
acabar por negligenciar suas préprias necessidades e iniciar sintomas
depressivos (GIMENES, ZANETTI, HAAS, 2009; LOPES et al., 2018; OLIVEIRA
et al.,, 2016). Nesse sentido, o acompanhamento psicolégico por parte dos
cuidadores de criangas com DR é relevante para melhor lidar com sentimento de
frustragao, vergonha, culpa e tristeza (BROTTO, ROSANELI, 2021).
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Muitas vezes os cuidadores das criangcas com DR buscam formas de
reduzir os desconfortos em relacdo ao “ser diferente”, minimizando, assim,
sofrimentos relacionados a uma situacdo de nao enquadramento do filho aos
padroes impostos como normalidade, tanto pelos profissionais de saude quanto
pela sociedade em geral (SOARES, ARAUJO, BELLATO, 2016). O diagndstico
de uma DR pode desencadear a presencga de vulnerabilidades morais, seja na
discriminagdo e/ou estigmatizagdo, ou até mesmo devido privagbes de
atividades diarias geradas pelo capacitismo das pessoas (FELIPE et al, 2020).
Algumas das experiéncias negativas assistidas pelos cuidadores de criancas
com DR incluem a exclus&o da crianga, o isolamento e o bullying e, muitas das
vezes, a aceitagao é influenciada através da forma como os pais sao aceitos,
valorizados e incluidos pela escola e pela comunidade ao qual vivem, além do
diagndstico e da gravidade da DR da crianga (FOSTER et al, 2022).

Muitas das vezes, os cuidados odontoldgicos as criangas com DR podem
ser dificultados (BALDOVINO et al, 2016), seja pela falta de profissionais e
estruturas especializadas que oferecem condi¢des de diagnosticar, acompanhar
e tratar todas as doengas da forma multidisciplinar necessaria (DENIS et al,
2010); seja porque as DR com comprometimento cognitivo impdem dificuldade
para o cuidado em saude bucal (FRIEDLANDER et al, 2023).

Por se tratar de uma tematica ainda recente, viu-se a necessidade de
aprofundamento sobre os desafios enfrentados por pessoas com DR em suas
trajetdrias de cuidado. Por isso, o objetivo desse deste estudo foi compreender
os significados produzidos pelos cuidadores das criangas com DR, considerando
todo o trajeto do cuidado em saude, buscando, inclusive compreender o0 acesso

ao atendimento odontologico.
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2. CAPITULO UNICO

ARTIGO - Meanings produced by caregivers of children with
Rare Diseases about healthcare trajectory: a qualitative study

Artigo a ser enviado para publicagao no periédico Special Care in

Dentistry

Anna Giulia Mello Paiva, Thamyres Isabel Borges de Andrade, Fabiana Sodré

de Oliveira, Alex Moreira Herval
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Abstract

Introduction: Caregivers of children with Rare Diseases face difficulties in
providing adequate care to their children, despite the existence of public policies
aimed at these patients. Objective: To produce a theorization about the meanings
produced by caregivers of children with Rare Diseases. Methodology: A
qualitative study was carried out with a Grounded Theory and the theoretical
framework of Symbolic Interactionism. Data were collected at the Dental Hospital
of the Federal University of Uberlandia through semi-structured interviews, audio-
recorded and categorized according to GT. Results: Eight interviews were
conducted with mothers of children with Rare Diseases. The analysis of the
qualitative material produced made it possible to identify the meanings produced
in the care trajectories and the organization in five categories: 1) Unsatisfactory
health network; 2) Context of doubts and fears; 3) Anguish in the waiting time for
care; 4) Relief and despair in the face of the diagnosis; 5) Integrated dental care.
It was identified that the unsatisfactory health network was defined as the central
category. Conclusion: The central meaning is an unsatisfactory public health
network to deal with Rare Diseases, either in the structural aspect of the service
network or in professional postures. In the context of this study, dental care was

considered efficient.

Keywords: Rare Diseases; Health policies; Access to Health Services; Dental

care; Qualitative research.
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INTRODUCTION

Rare Diseases (RD) generally have a chronic, progressive and disabling nature,
and can also be degenerative, which influences the quality of life of affected people and
their families'. Considering the impact on quality of life, a support network is essential to
help family members, and especially the mother, in facing the difficulties that emerge day
after day?. It is noted that caregivers of children with RD have become increasingly
lonely, with insufficient support from institutions and absence of empathy from some
professionals®*.

As a result of low prevalence, there is a known deficit of specific treatments for
the majority of DR, leaving some patients with only palliative treatments to alleviate the
manifestations and symptoms of these diseases®’. In Brazil, the “Politica Nacional de
Atengdo as Pessoas com Doencas Raras” (National Policy for Comprehensive Care for
People with Rare Diseases) was proposed to organize care for people with RD, however
there is a considerable delay in its implementation, with only 10 institutions reporting
consultations and procedures to the Ministry of Health in 2020, resulting in delays in
diagnosis and limited access to resources and treatment®”’.

Among the challenges faced by family members and patients with RD, obtaining
a diagnosis can be difficult because many signs and symptoms are similar to other
common diseases'’. The absence of information about the disease, stigma and prejudice
impacts the quality of life of people with RD'!. The treatment of RD requires
multidisciplinary monitoring by multidisciplinary team, including geneticist,
physiotherapist, speech therapist, nutritionist and psychologist, among others, aiming to
alleviate symptoms or delay their onset'?. Therefore, as a result to high demand for care,
one of parents to give up work in order to dedicate themselves exclusively to child with

RD'!,

20



Dental care for children with RD can often be hampered!!, either due to the lack
of professionals and specialized services that offer conditions to diagnose, monitor and
treat all diseases in the necessary multidisciplinary way!?; or because some diseases with
cognitive impairment do not have adequate services to manage their oral health in these
patients'®,

It is important to highlight that access to dental treatments must be discussed
within the scope of multidisciplinary care for patients with RD. In this context, this study
aims to produce a theorization about the meanings produced by caregivers of children
with RD from diagnosis to treatment, also seeking the meanings attributed to access to

dental treatment.

MATERIALS & METHODS
Study Design and Ethical Aspects

Qualitative study was developed, guided by Grounded Theory and theoretical
framework of Symbolic Interactionism, to theorize about the meanings produced by
caregivers of children with RD in healthcare trajectory (from diagnosis to treatment). This
theoretical basis understands human behavior as result of interaction between individual
and society, which results in construction of symbols and meanings that guide social
interactions between individuals'®. In this context, this research was based on
identification of symbols produced, identification of self (self-awareness) and mind (the
understanding between subjects), understanding of human action (dynamic process of
taking decision), and interactions (communication and interpretation) of the
interviewees'®. The research protocol was assessed by the Research Ethics Committee of

the Federal University of Uberlandia and approved by CAAE: 52311221.6.0000.5152.

Sampling and Study Participants
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A convenience sample was used, which included caregivers of children with RD up
to 10 years of age treated at the Dental Hospital of the Federal University of Uberlandia.
In total, eight caregivers of children with RD were included. The sample size was
determined by theoretical data saturation'>!'®. The interviews were interrupted when the

questioning about how to access dental care reached saturation.

Data Collections

Data collection was carried out remotely, which was previously scheduled and
lasted an average of 12 minutes. The interviews took place from June/2022 to July/2023,
when theoretical saturation occurred. The data collection method was based on semi-
structured audio-recorded interviews, conducted by a single female interviewer (author:
AGMP), a dental surgeon, with no previous contact with the interviewees, trained by the
author AMH. The interviewer followed an interview guide with these main questions: 1)
How was the diagnosis for you and your family?; 2) Tell me about the challenges you
faced in getting the necessary treatments; 3) What strategies, in your opinion, facilitated
access and healthcare for RD?; 4) What are the challenges in accessing dental care?

After each interview, the audio-recorded content was transcribed, when names were
removed to preserve confidentiality of the participants. The caregivers interviewed were
numbered sequentially as M1, M2, M3, and successively. After each interview, memos
were created pointing out the first impressions found by the interviewer, which facilitated
the identification of the categories elaborated.
Data analysis

The analysis of qualitative data produced in the interviews was executed using
Grounded Theory from the Straussian post-positivist perspective!®. All transcribed

material resulting from the interviews was analyzed in three coding phases. In first stage
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of coding (Open Coding), the transcribed qualitative material was exhaustively read and
received line-by-line coding. Through initial coding, codes were created and analyzed in
the next stage. In second stage of coding (Axial Coding), the codes were compared to
understand the frequent and/or significant speeches produced by mothers of children with
RD from diagnosis to treatment. Thus, the codes formed in previous stage were grouped
and linked into explanatory categories of studied phenomenon. For this grouping, the
Paradigmatic Model was used (context and intervening conditions, causes, strategies,
consequences and phenomenon). In short, this Paradigmatic Model organizes the
different categories previously identified in the first codification and establishes the
relationships created between them, following the conditions presented. After theoretical
saturation of the explanatory categories of phenomena, the last stage of coding began
(Selective Coding). In this stage, categories created were compared and analyzed
exhaustively to identify the central category (or main theme of the study). At the end of
three coding stages, a theory was generated based on the elements that form the

Paradigmatic Model.

RESULTS

Eight mothers of children aged 1-8 years old with the following RD were
interviewed: Fanconi syndrome; Turner syndrome; Goldenhar syndrome; DiGeorge
syndrome; Osteogenesis Imperfecta; and Interstitial Deletion in the Long Arm of
Chromosomes 6 (Table 1). After open and axial coding, five categories emerged:
unsatisfactory healthcare network; relief and desperation in face of diagnosis; context of
doubts and fears; distress over the waiting time for care; and integrated dental care. They
represent the meanings produced by mothers in their care trajectories. Parts of speech are

presented in Table 2.
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Relief and desperation in face of diagnosis: The healthcare trajectory begins with
search for the diagnosis and the resulting reactions. There is a dichotomy of meanings
attributed to diagnosis: relief and desperation. On the one hand, there is a relief attributed
to end of initial journey (search for diagnosis), which helps to explain health condition of
child. On the other hand, the diagnosis of an RD is frightening, brings desperation and
helplessness in the face of the unknown, sometimes leading to persistent denial of the
diagnosis.

Context of doubts and fears: The diagnosis of RD results in a context of fears and
insecurities regarding health and future of child. This context emerges from lack of
information about RD, which raises doubts about health child prognosis and social
development.

Distress over the waiting time for care: Mothers attribute the meaning of
insufficient health services to the waiting time for medical care and exams. However, it
was evident that the time was not, in fact, too long. The notion of delay comes from
anguish, the feeling of impotence as a result of to not being able to get answers about the
disease and the perspective that the time to start treatment is crucial for the prognosis.
Given this, there may be a loss of hope regarding the treatment of their children.

Unsatisfactory healthcare network: In the healthcare trajectory, mothers
interviewed attributed to professionals and health services a meaning of unpreparedness,
which comes from the experiences of professionals who are unaware of RD or even from
insensitivity in dialogue with families. Faced with these experiences and meanings
produced, mothers demonstrate an expectation of creating specialized RD services as a
possible solution to these unwanted experiences, but also to know where to find support.

Integrated dental care: Mothers of children with RD consider inclusion in dental

care as a surprise. It was not expected by mothers who received referral or scheduling call
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with surprise, since it was not part of care previously sought or thought of by them, but
whose possibility of happening arises during consultations at the clinical hospital.

The care trajectory of children with RD develops in a context of doubts and fears,
since there is little information about these diseases, leaving families with few
perspectives regarding healthcare and future of child. This context is full of uncertainty,
diagnosis of an RD initially generates relief, having overcome the first stage of healthcare
trajectory. However, the diagnosis of RD also generates desperation, since absence of
knowledge about RD does not allow them to have any idea about future of child, nor
which services to seek. Therefore, meanings attributed to health network are unprepared
and slow, as it does not overcome urgency of treating RD. The search for treatment of
clinical needs brought about by RD does not cover oral healthcare and as caregivers
receive the scheduled appointments, it is treated as a surprise. A scheme was constructed
to show the theorization of this study, which includes the categories formed, highlights
the central category of the theory and is presented in Figure 1.

The central category, which corresponds to the point of correlation of all created
categories, is meaning of the insufficiency of public health network to deal with RD. This
category assumes centrality in the meanings since public health network was not able to
overcome fear and anxiety of mothers, either due to the lack of clear existence and
integration of services, or lack of preparation of professionals to deal with children with
DR. In an inverse logic, the trajectory of oral health care seems to be a surprise and result
of an organized functioning of services, as it appears independently of mothers' search

for this care.

DISCUSSION
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To theorize about meanings produced by caregivers of children with RD in the
trajectory of healthcare, the main results of this study was the meaning of insufficiency
attributed by caregivers to public healthcare network, because it does not have neither
organization for care, nor trained professionals. This meaning is mainly attributed to sense
that healthcare services do not overcome the fear and sense of urgency that mothers feel
for treatment of their children. For oral healthcare is given a different meaning, as it
appears as a surprise.

The desperation, fear and anguish observed in this study by mothers is lined up to

scientific literature!®1%-2°

. After diagnosis, family takes responsibility for disease,
generating feelings of guilt, worthlessness, depression and anxiety, especially regarding
the idealization of “perfect child”'®. Furthermore, the fact of dealing with a RD child
generates emotional vulnerability in the family members?!. Cultural characteristics can
influence way of family relates to RD, and suffering of child can cause significant
suffering to other family members'®. Caring for a child with RD can often be demanding,

22,23

stressful and anxiety-provoking~~~’, as more intense care is often required due to rarity

and complexity of conditions brought about by disease, thus resulting in an increase of
physical and emotional anxiety in these caregivers**?,

The negative feelings generated after diagnosis can be accentuated due to
insufficient guidance and lack of reception from health professionals®®. When health
professionals are able to welcome individuals efficiently, result is considerable emotional
stability and better understanding of disease’®. In addition to attitude of health
professionals, the organization of healthcare network also proved to be relevant in the
context of this study. Late diagnoses, insufficient responses and unmet needs bring

insecurity to patients and families?!. Patients with RD will probably go through different

health services until they reach a specialized service?’. The lack of clear flows between
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points of healthcare networks and absence of knowledge of professionals makes patients
feel lost in the health network services'?, which can aggravate the feelings of anguish and
suffering of family and patients®®. The central point of this study highlights to health
professionals adequately welcome patients with RD and to organize necessities of
healthcare, whether primary, specialized or even hospital. In this sense, in addition to
reception, Primary Healthcare must to develop and monitor therapeutic plan and make
appropriate referrals to specialized care*. When necessary, homecare should be promoted,
aiming to reduce hospital stays, increase autonomy, humanize care, and support
caregivers aiming for comprehensive and qualified healthcare®.

Some countries have defined strategies to overcome the difficulty in accessing
specialized health services that people with RD encounter. Since 2009, European Union
members have sought to implement plans and strategies to ensure adequate medical care
for patients affected by RD%. In France, territorial networks of university hospitals were
created to provide care for RD, made up of health professionals, researchers and patient
associations®®. In addition to improving the healthcare of patients with RD, these
networks contribute to support, training, information, research and innovation®’. In
Germany, the National Action Plan for People with Rare Diseases, was launched in 2013
to improve the medical treatment situation for patients with RD and support research into
health services aimed at these patients®!. In China, a network of 324 hospitals was set up
covering the entire territory of country, forming a national system responsible for
resolving problems caused by DR¥2. These international experiences can contribute to
reflection on organization of Brazilian DR healthcare network and overcome meaning of
inefficiency currently attributed to health services. In Brazil, national policy to RD was
established in 2014 aiming of guaranteeing access to diagnostic means and treatments for

RD, in addition to qualifying care for these people!. However, there are still difficulties
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in guaranteeing access to treatment through the Unified Health System, leaving patient
associations with access to healthcare and medicines, to detriment of effective
implementation of the national policy®.

The diagnosis of RD brings urgency for care aimed at overcoming negative
feelings that have emerged. However, urgency of healthcare contrasts with the long
waiting time, worsening the insecurities of those involved?’. The inadequate responses,
unresolved care demands and requirements are added with the long waiting time?!.
Although these studies point to the slowness of health services in meeting care demands,
the results of this study open the question of whether there is a changed notion of waiting
time due to negative feelings and the insufficiency of professionals in welcoming patients
and families with RD. In this sense, the proposal disseminated by the International Rare
Diseases Research Consortium is that health systems enable the accurate diagnosis of RD,
the initiation of healthcare with available therapy within a year, from contact with the
healthcare service®®. Despite this deadline, health services in Brazil still need to move
forward with the feasibility of comprehensive multi-professional and multidisciplinary
care in regional reference centers focused on RD, optimizing the time and resources
available, in addition to minimizing sequelae and suffering of people with RD and their
family members and caregivers?®. Although dentist is not part of multidisciplinary team
to DR care, it is known that around 15.0% of RD may present oral and maxillofacial
manifestations*. Furthermore, due to clinical and systemic conditions, patients with RD
tend to have a higher prevalence of oral diseases when compared to patients without RD**,
Physical, mental, behavioral, and sensory changes result in compromising the quality and
maintenance of oral health®*. Some patients with RD may also present craniofacial and
dental changes that interfere skeletal development and can cause chewing and speech

disorders, pain, infections and respiratory complications*®. Patients with RD may also
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have their microbial defenses impaired and reduced motor capacity to perform oral
hygiene®’. Given this situation, it is known oral healthcare could reduce impact of
nutritional disorders, occurrence of microbial infections and inflammations, often related
to RD*.

Despite clinical scenario reinforce importance of dental treatment in these
patients, children and adolescents with disabilities have less access to dental care
compared to general population®’. Reduced access of patients with RD to dental care is
related to lack of professionals and specialized structures capable of diagnosing,
monitoring and treating these patients in a multidisciplinary way?®. This data differs from
the reality observed in this study, as referral to dental care was executed even before
mothers identified their need. However, this difference was a limitation of this study, once
the regional hospital service has resident dental surgeons who identify and refer the dental
needs of children with special needs to the university service linked to the hospital.
Despite being a limitation, the observed scenario reinforces the importance of
incorporating the dentist into specialized care teams for people with RD.

This study was done remotely, which means that data collection was guided by
information and communication technologies. In this sense, it is possible that some
empirical data important for the interpretation of the data were not captured in full,
especially those revealing the self of the interviewed caregivers. It is recognized,

however, that this adversity did not harm the construction of the theory.

CONCLUSION
The meanings identified in the interviews allowed us to understand that the
diagnosis of an unknown disease generates a sense of urgency, which is incompatible

with the current organization of health services for RD care and with the attitude of health
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professionals. This is because mothers do not find support and clear guidance for the

diagnosis and care of their children, which generates more and more anguish and despair.

As implications for practice, the results highlight the importance of preparing
health professionals to welcome and coordinate the care of patients with RD, with a view
to overcoming mother’s suffering. With this same objective, care flows from the thematic
RD care network should be more clearly organized and disseminated among health

professionals.
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TABLES

Table 1. Information about the caregiver and the child with a RD

Caregiver | Degree | Child's | Child's Diagnosis of the RD
Code of age gender
kinship
MI mother 8 M Fanconi syndrome
M2 mother 5 F Turner syndrome
M3 mother 1 F Goldenhar syndrome
M4 mother 8 M Osteogenesis Imperfecta
M5 mother 6 F DiGeorge syndrome
M6 mother 4 F Turner syndrome
M7 mother 7 F Interstitial deletion in the long arm of
chromosomes 6

M8 mother 6 F Osteogenesis imperfecta

Table 2. Exemplary excerpts and categories formed from the categorization of interviews

carried out with mothers of children with RD.

Categories Codes Exemplary excerpts
Everyone dreams of having a healthy child and if
the doctor says it won't happen, our ground
collapses. (M6)
So, for me, when we found out it was like that,
you know, I lost my ground. (M1)
Despair of not knowing the syndrome, of not
Relief and knowing what the consequences will be in her
life. And, I think there was also a bit of relief
knowing that those episodes of pneumonia, of
other episodes that we had in the hospital, had a
reason. (M5)
When the doctor made the diagnosis we were
aware, he said: ‘she has little malformation and
she doesn’t have the most extreme malformation,
hers can be corrected’. So her [disease] is calmer,
thank God! (M3)
[...] of course I'm worried, because when she's
Fear of older she has to go to school, socialize with other
prejudice children. I'm afraid of prejudice and things like
Context of that (M3)
doubts and So I think it's because of the unknown. Because
fears she didn't know what would happen in her life in
the future, right? What problems could she have,
right? I think all of this makes us very desperate.
(M5)

Despair offered
by the diagnosis

despair at the
diagnosis

Relief at finding
the answers

Uncertainties
about the future
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We are afraid of not being able to handle it. I
thought, I think a lot about her future. I think
when there is no me, nor my mother, who will
take care of her? Because it's just us. So I'm afraid
of it. (M8)

Anguish about
the prognosis

Then you were in that anguish, you know? I was
distressed thinking: “What if my daughter gets
worse in a month?”; “Can’t she get better in a
month?” (M4).

[...] So it seemed like I was alone, I was lost. I was
afraid of not knowing how to deal with the
syndrome, afraid of losing my daughter. I was
afraid of everything. (M2)

Distress in
waiting time
for care

Distress altering
the notion of
time for care

And if care is delayed, we lose hope [...] because
I feel distressed. I know there are a lot of people
to help, but it's hard to stay at home waiting for
days without an answer (M2)

I say it depends a little on your point of view, but
as a mother, I think it took a while because it took
an average of six months to start the treatment.
[...] So, I say that it took a long time, right, but by
telling you the step-by-step process we realize
that it didn't take that long, right? (M1)

Facing delays in
service

Medical appointments take time. Because we
looked for assistance, we went after it, we took
the bus, we spent on driving, we spent whatever,
but then we got there and there was no timetable
to call you, or it would take 15-20 days. Or a
month. (M2)

So, the most complicated thing is the public
system. Because everything takes time. [...]
Waiting is slower, even if you run, and sometimes
there's no way you can run any further because
there's no way to keep help. [...] If I were a still,
calm mother, I wouldn't close her diagnosis to this
day. (M3)

Unsatisfactory
healthcare
network

Absence of
professional
support

For me, I found their preparation very lacking,
you know? [...] There [in the specialized care
unit] the information he gave me was what made
me afraid. I found it to be a very difficult moment
at that time [...], but after I went to the clinical
hospital, where they guided me, they explained
everything to me clearly [...] then it hit me, it hit
me. (M6)

Ignorance of
diseases

I don't think even the geneticist knew this
syndrome well, she had to do some research to tell
me better about the syndrome. (M5)
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[At the hospital] there was a nurse who had never
seen the disease, there was a doctor who had
never seen it. It could be a teaching hospital for
those who are interested in learning about this
RD, but it has to be a hospital that already directs
the mother (M3)

Integrated
dental care

Surprise with
dental care

At one of the appointments, they made an
appointment and told me that she would receive
dental care in a specialized department. [...] I was
scared because 1 wasn't expecting to get
specialized care, especially for free. (M5)

So, he actually scheduled it for her without me
knowing anything! I think they took her data
when she went to a consultation (M3).

Integration of
services

Because if we hadn't been providing care there [at
the clinical hospital] she wouldn't have gotten the
position. I wouldn't even know about the dentist
who treats special needs children, I would
continue taking them privately and spending a lot
of money. (M2)

The doctors at the hospital who referred her. And
so, I didn't even know. (M6)
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Figure 1. The dissatisfactions experienced by mothers of children with RD regarding
public health system - Schematic model of the relationship between the categories
identified in the study and which bring the meanings produced by mothers in the

trajectory of caring for children with rare diseases.
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