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ABSTRACT

Objective: To identify the trajectories and experiences of families of children with genetic diseases in health services. Method:
A qualitative study, with data collected through interviews with 15 families and caregivers of children with Genetic Disease, living
in the northern region of Rio Grande do Sul. Interviews were conducted from March to May 2018. Data analysis was based on
thematic analysis. Results: A genetic disease diagnosis led to families' changes due to the demands of treatment, and also the
needs of the child for being met by health services. To access specialized services, some families needed to travel to referral
centers in larger cities. Families experienced difficulties such as unprepared health professionals, lack of organization of services,
judicialization of resources, and need for structured Health Care Networks. Conclusion: The professional has the fundamental
role of providing families with access to information and are responsible for decision making and for the organization and
management of health and nursing services to meet the demands imposed on the individual and the family by the genetic disease.

Keywords: Genetics; Nursing; Health services; Family; Qualitative Research.

Resumo

Obijetivo: Identificar trajetdrias e experiéncias em servigos de saude de familias que possuem filhos com doengas genéticas.
Método: Estudo de abordagem qualitativa, cujos dados foram coletados por meio de entrevistas com 15 familias representadas
pelas mées cuidadoras que possuem filhos com Doenga Genética, residentes na regido norte do Rio Grande do Sul, de margo
a maio de 2018. A andlise dos dados ocorreu através da andlise tematica. Resultados: O diagnéstico da doenga genética
acarretou mudangas nas familias, pela procura de tratamento junto aos servigos de salde para atender as necessidades
do filho. Para ter acesso a servigos especializados, algumas familias precisaram deslocar-se para centros de referéncia em
cidades maiores. As familias vivenciaram dificuldades como despreparo dos profissionais de saude, falta de organizagcdo dos
servigos, processos de judicializagéo dos recursos e necessidade de Redes de Aten¢éo a Saude estruturadas. Conclusao:
O profissional enfermeiro assume papel fundamental para prover as familias o acesso a informagéo, a tomada de deciséo e a
organizagao da gestédo e do gerenciamento dos servigos de saude e de enfermagem para atender as demandas que a doenga

genética condiciona ao individuo e a familia.

Palavras-chave: Genética; Enfermagem; Servigos de saude; Familia; Pesquisa qualitativa.

RESUMEN

Objetivo: Identificar trayectorias y experiencias en servicios de salud de familias que poseen hijos con enfermedades genéticas.
Método: Estudio de abordaje cualitativo, cuyos datos fueron recolectados por medio de entrevistas con 15 familias representadas
por las madres cuidadoras que poseen hijos con enfermedad genética, residentes en la region norte de Rio Grande do Sul,
de marzo a mayo de 2018. El andlisis de los datos ocurri6 a través del analisis tematico. Resultados: El diagnéstico de la
enfermedad genética trajo cambios en las familias, por la demanda de tratamiento junto a los servicios de salud para atender
a las necesidades del hijo. Para acceder a servicios especializados, algunas familias necesitaban desplazarse a centros de
referencia en ciudades mas grandes. Las familias experimentaron dificultades como la falta de preparo de los profesionales de
salud, falta de organizacién de los servicios, procesos de judicializacion de los recursos y necesidad de Redes de Atencién a la
salud estructuradas. Conclusion: El profesional enfermero asume un papel fundamental para proporcionar a las familias acceso
a lainformacion, a la toma de decisiones y a la organizacion de la gestion y gestion de los servicios de salud y enfermeria para
satisfacer a las demandas que las enfermedades genéticas condicionan al individuo y a la familia.

Palabras clave: Genética; enfermeria; Servicios de salud; Familia; Investigacion Cualitativa.
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INTRODUCTION

Around 7.6 million children worldwide are born each year
with genetic and congenital malformations, of which 90% are
in low- and middle-income countries. In developed countries,
these diseases are the second leading cause of child mortality
in children under one year of age, with a prevalence of 25 - 60
per 1,000 births.'?

Congenital and genetic disorder have become relevant for
public health as they account for 20% of deaths in children under
one year old, exceeding the total sum of the third and fourth
causes of death, which are respectively related to respiratory and
infectious diseases. In addition, congenital and genetic disorders
account for more than one third of all pediatric hospitalizations
in some care hospitals in Brazil.2

Genetic diseases (GDs) are characterized by being chronic
and progressive, and usually lead to changes in family life, as
families need to restructure their daily lives to care for the sick
child. Usually, the family is not prepared for the diagnosis of a
long-term and incurable disease in one of its members.?

Undoubtedly, the family builds a connection with the health
services, as most GDs lead to motor, cognitive, emotional or
other limitations, and the patient may require follow up at different
levels of care (primary, secondary and tertiary) for a very long
period, usually for years. In cases of evolving chronic diseases
in children, health services are a strong part of their support and
treatment network.*

Coping with a GD can have important implications for the
family. Health institutions are not always prepared to meet their
needs. In their search for help, families face lack of information
about the disease, difficulty in accessing diagnosis and
treatment, lack of teams with qualified health professionals, and
shortage of referral centers in genetic health care.*®

The way the family is supported when a GD is diagnosed
interferes with the experience of coping with the disease. When
they interact with health professionals who provide support and
enlightenment, mothers feel safe to take on the care, as they feel
stronger with the reception and empathy received. Professionals
must help families recognize their strengths and potential, as
well as their weaknesses and needs, supporting and equipping
them so that they can take care of their family members in the
best way possible.®

In order to provide institutional support to families with a
GDs, the National Policy for Comprehensive Attention in Clinical
Genetics (PNAIGC) was instituted in 2009, with the purpose of
organizing a network of services for the promotion, prevention,
diagnosis, counseling and treatment of GDs. In addition, this
policy was intended to be incorporated and implemented by
SUS at all levels of care, articulating the primary care network
with prevention and identification of cases to be referred to
specialized care.2”'° Above all, this Policy had the purpose

of structuring, within the SUS, a regionalized and hierarchical
system that would provide comprehensive care in clinical
genetics and improve access to specialized services.

Regarding the organization of care for rare disease patients,
the National Policy on Comprehensive Care for People with
Rare Diseases (PNAIPDR) was approved in 2014 and is
structured on two major axes: Axis | - composed of genetic rare
diseases and organized into the following groups: a) late-onset
or congenital anomalies; b) intellectual disability; and c) inborn
errors of metabolism; and Axis Il - composed of non-genetic rare
diseases and organized into the following groups: i) infectious;
i) inflammatory; and iii) autoimmune. The care system for users
of the PNAIPDR is structured by Primary Health Care and
Specialized Care.

The way and the rapidity with which new genomic knowledge
with potential to be applied in care is discovered creates a new
model of health care and give new meanings to genomic health
care, which is the process of gene-based diagnosis, prevention
and therapy. This process considers the manifestations of health
and illness as a result of the combinations between the human
genome and the influences of external and internal environment.
Thus, to meet the new demands of care, these advances must
be included in nursing care.?

Therefore, nurses, based on their competences and as
leaders of the health team, must be imbued with scientific
knowledge in genetics and genomics, so that they can provide
quality care, integrating this knowledge into clinical practice in
the current Postgenomic Era.

Genetic researchers point out factors that can support
nursing practice in this context, such as the development of
activities related to care, education, management and research.
A nursing competence that stands out is the nursing consulta-
tions, in which they can obtain and evaluate genetic family
history of at least three generations, incorporate technologies
and information in genetics and genomics in their work practice,
pass on correct, credible, and up-to-date information on existing
resources and services, assess knowledge, perceptions and
responses of the client to the information provided, facilitating
its interpretation, and refer patients to specialized services.'3

The question that guided this study was: What are the
paths taken by families of people with GD searching for help in
public health services? Thus, the objective of this study was to
identify the trajectories and experiences of families of children
with genetic diseases in health services.

METHOD

Exploratory study with qualitative approach. This approach
focuses on opinions, beliefs, values, representations, relation-
ships, and actions, based on the participants' point of view and
the meaning they attribute to their experiences.'®

EscoLA ANNA NERY 24(1) 2020

2



The participants were 15 mothers and caregivers of children
with Genetic Diseases (GDs). Participants were selected in the
Association of Parents and Friends of the Exceptional (APAE)
of a city in the northern region of Rio Grande do Sul, Brazil. The
inclusion criteria of the study were: 1) being a father, mother
and/or close family member of the individual with GD; 2) the
individual with diagnosis of a GD being over two years old; 3) the
individual with diagnosis of a GD be attending APAE; 4) family
members being over 18 years old. Exclusion criteria: Participants
who, for health reasons, did not attend APAE during the data
collection period were excluded from the study; there was only
one exclusion.

The sample was defined by convenience; APAE profession-
als indicated mothers who would be available and interested in
participating in the research. The number of participants was
defined by data saturation.'® The definitive inclusion of families
in this research occurred only after the participants expressed
agreement by signing the Informed Consent Form (TCLE).

Data were collected between March and May 2018,
through semi-structured interviews, which were recorded with
the consent of the participants. Data collection was based on a
semi-structured interview script composed of a guiding question.
"How does access to health services/referral centers occurs for
your family?". An audio recorder was used to record the data.
The interviews were transcribed in full for content analysis. To
preserve anonymity, families are identified by a code formed by
the letter F (family) followed by the number of their interview (F1,
F2, F3, F4, F5...and F15).

The interviews occurred at APAE and at the participant's
home, according to the availability of the mothers/caregivers
and established in a previous appointment by telephone. The
telephone contact of the mothers/caregivers was provided by
APAE. None of the mothers contacted refused to participate in
the study. Even though some interviews were conducted at the
families' homes, other family members were not present. The
interviews were conducted with the presence only of the mothers/
caregivers and the researchers. Each interview was conducted
individually and in the presence of one or two of the researchers.
The average duration of the interviews was 30 minutes. None of
the researchers had previously been part of the APAE service or
had had any previous relationship with the participants.

Among the families that were part of the study, eight lived in
the urban area and seven in the rural area. Among the mothers/
caregivers of children with GD, 11 were over 35 years old. Six of
them had not completed elementary school, four had completed
high school, two had completed elementary school, two had a
higher education degree and one had a graduate specialization.
Finally, regarding the income of the families that were part of the
study, seven lived with more than two minimum wages, four with
between one and two minimum wages and four with less than
one minimum wage.
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Among the fathers, most (five) were farmers, three were
salesmen, two were businessmen and two were retired. Most
of the mothers (four) were housewives, three worked in farming
and three were retired. Regarding civil status, 12 couples were
married. Seven of the participants had two children, five had
three children and three had one child. Regarding the age of the
children, six were between two and nine years old, six between
10 and 19 years old and three between 20 and 30 years old.
Among these children, eight were male, and seven were female.

The most prevalent GDs in this research were: Down
Syndrome (nine), followed by Duchenne Muscular Dystrophy
(two), Rett Syndrome (two) and Treacher Collins Syndrome (two).
Dandy-Walker syndrome was also reported in one of the cases.

Data were analyzed by reading the empirical material,
looking for the particularities of the speeches through the
thematic analysis technique.!” Data were analyzed through the
following steps: reading and re-reading the interviews; coding
of information; identification of themes based on the regularities
and patterns identified in the words, phrases and behaviors
manifested during the interviews, resulting in two themes:
Diagnostic and therapeutic journey; and Experiences of families
of children with Genetic Diseases in public health services. The
study was approved by the Research Ethics Committee of the
proposing institution, protocol CAAE: 79500317700005324 and
protocol # 184/2017.

RESULTS

Diagnostic and therapeutic journey

This theme addresses the trajectory of families since the
moment in which the child manifests the first signs and symptoms
and throughout their search for the first health service, the
confirmation of the diagnosis and the search for specialized
services in GD.

The diagnosis of a genetic disease is a remarkable moment
for parents, as from then on, the dreams and perspectives of
families are changed. Understanding the diagnosis is a process
with a lot of concerns, as from the moment of diagnosis, the
family begins to face a new reality, very different from the one
they had planned.

Statements showed that the diagnosis did not occur at birth,
as the children did not have dysmorphic physical features. Thus,
the suspicion of a pathology only began when observing delay
in growth and development.

After the manifestation of the first signs and symptoms,
the families were distressed and worried about the limitations
presented by their child. This situation in described the statements
of one of the mothers/caregivers:

[...] actually, she was born well, perfect. Like a normal child.
Then, after a year, a year and two months, she wasn't
walking, and then | got worried |[...] (F3).
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[...] he said: your baby is all behind in his development,
he will walk, but nobody knows when he will start walking

[..](F13).

All the families studied initially sought the Basic Health Unit
(BHU). Ten families were referred to the pediatrician and five to
the neurologist.

[...] 1 went to the health center and then | was referred to
the neurologist, everything occurred through the health
center[...] (F8).

[...] we use the services of the health center for everything,
consultations with pediatricians, general practitioners,
vaccines, and every referral comes from the health center

[..](F15).

Regarding the confirmation of the diagnosis of a GD,
eleven families reported that they had a karyotype test. After
the confirmation of the exam, some families felt more certain
about their child's GD and were then sure that they had the
correct diagnosis. After this finding, they began their search for
specialists in the area of genetics. Some mothers/caregivers
expressed resignation after the genetic examination.

[...] we had that hope that it was not it, but after some
days you realize that it actually is. And then when the
[karyotype] test came, it was more for confirmation |[...]
(F2).

[...] the family, at that time, they didn't want to accept,
it was like: Oh no, he has nothing. But then the exam
confirmed it. Then we must accept it. There is nothing
elsetodo[...] (F14).

It was evidenced that, after the diagnosis, the health
professionals responsible for the care of these families
understood the need for referral to specialized services in
genetics. However, in the city of the families studied, there
were no specialized services in this area, so ten families were
eventually sent to the state capital, where most of these services
were located. At this time, these families experienced a real
journey in the search for treatment and monitoring of GD, as
shown in the following statements:

[...] | went to a health center, which sent me first to the
neurologist, then everything was referred by the health
center and then | started genetic, now I'm just in the
Hospital de Clinicas |[...] (F8).

[...]ltwas in the health post center that we were able to get
a referral to the Hospital de Clinicas, in genetics [...] (F3).

One of the main difficulties faced by five families was having
to travel long distances for treatment. These families stressed
the need for easier access to these resources and understood
the importance of having closer referral services and more
specialized professionals, as it can be observed in the speech
of three mothers/caregivers:

[...] we went a lot to Porto Alegre, through the SUS |...]
But it wasn't easy to leave at midnight and get there at 6
am. With a city van. Staying there all day [...] (F9).

[...] the biggest difficulties to get there are transportation
and just staying there [...] you arrive at 6am and have to
wait until 2pm for the consultation, and this is very tiring
and itirritates the child [...] (F7).

[...] | think there should be more of them (health
professionals), there should me more help, more
accessibility and agility [...] (F5).

In addition to specialized services in the area of genetics,
another part of the trajectory of all the families was the search for
an institution that would meet the needs of children with disabili-
ties. In this context, they found support in APAE. This institution,
located in the city of the present study, improved the quality of life
of people with disabilities, who found support from professionals
from various areas such as psychologists, physical therapists,
speech therapists, educators, social workers, among others.

[...] she has been at APAE since she was seven months
old, because | was told that they had a physical therapist,
a speech therapist, a psychologist and that she did not
have to pay [...] (F9).

Experiences of families of children with Genetic
Diseases in public health services

This theme addresses the experiences lived in the health
services and includes difficulties regarding the unpreparedness
of health professionals, access to information, service
organization and the issue related to the judicialization of health.

When faced with the diagnosis of a previously unknown
disease, all the families looked for clarification on their children's
health situation, prognosis, treatment and care. However, seven
families reported that failures in the organization of health
services and in the process of referral to specialties made them
feel frustrated with the little information provided by health
professionals and their lack of reliability; this is shown in the
words of two mothers/caregivers:

[...] when we needed health services, | found myself
completely lost. And | just thought, my God, who do | talk
to, who is in charge here? Sometimes we need different
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services, different exams and no one could tell us where
to find that specific doctor, that exam, and some things |
had to leave behind because | didn't know where to look.
The professionals didn't know how to guide me, they just
told me that | had to go after things, but they didn't say
where, you don't know which way to go [...] (F15).

[...]J our difficulty was that neither health professionals, nor
the health department knew where to send me [...] One of
the difficulties was the delay in getting the right specialties
to get the right treatment [...] (F4).

For two families, the judicialization process became a
martyrdom. They reported their struggle in the fight for access
to medication, treatment and surgical procedures. Moreover, in
the statements of three mothers/caregivers, it was possible to
understand the difficulty of getting something in health service
through the judicial system, as it is a slow and bureaucratic
process.

[...] for my daughter to get the device to do the surgery |
had to make a revolution with the prosecutor, | did it and
| went to the court. But that took almost a year. [...] (F4).

[...] this disease has no cure, | got the medication through
the judicial system, but | was three months without the
medication, | had to but it to no let him without it.|[...] (F6).

[...]1 spend five hundred reais a month. So, if | only earned
one minimum wage | would starve, | was told to go to court,
but it's a lot of paperwork. [...] (F14).

It was found that health services are below expectations in
this scenario. There are failures in important factors such as lack
of professionals trained for the care of GDs, and there is a need
for a structured care network that offers comprehensive care
in clinical genetics. This is reported by two mothers/caregivers:

[...] you can see the unpreparedness of professionals
and of some health services, the SUS service does not
have all specialties. The network does not work or does
not appeatr. [...] (F4).

[...] we urgently need to have an organized care network,
because we need to have foundation, we need to have
support. So, you need people who have knowledge of
what they are talking about [...] (F15).

DISCUSSION

Genetic disease (GD) affects the members of the family,
who have to restructure their daily lives to receive and care for
the sick child and who need help to provide daily and continuous
care. Families mobilize, looking for all kinds of treatment, in an

Genetic disease: in search for public health service
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attempt to find services and professionals that can effectively
meet their child's needs. In the current context of Brazilian health,
an interdisciplinary, collective health work, with the integration of
different services is recommended, so that individuals can receive
comprehensive care.'®

The first resource used by families when their children
presented the first signs and symptoms was the Basic Health
Unit (BHU). In this scenario, it is necessary to discuss the
National Policy for Comprehensive Attention in Clinical Genetics
(PNAIGC), which was instituted in 2009 and designates the BHU
as responsible for performing low complexity procedures such
as identification, referral and monitoring of individuals with GD.'®

However, knowing that 80% of rare diseases are of genetic
origin and that they affect about 8% of the world population, the
lack of a broader perspective that contemplates the specificities
of the different needs of rare diseases within the SUS, providing
responses to these genetic disorders, has been an important
barrier, hindering patients' access to adequate care.>® In response
to these needs, the Ministry of Health proposed Ordinance
GM/MS No. 199/2014, which implemented the National Policy on
Comprehensive Care for People with Rare Diseases (PNAIPDR)
with guidelines for comprehensive care of people with rare
diseases in the SUS and offer of financial incentives for funding.

The scope of the PNAIPDR is transversal to the priority
thematic networks of SUS, in particular the Care Network of
People with Chronic Diseases, the Care Network for Disabled
People, the Emergency Network, the Psychosocial Care Network
and the Rede Cegonha.The main objectives of this recent policy
are to reduce mortality, to contribute to the reduction of morbidity
and of secondary manifestations, and to improve people's quality
of life, through actions of promotion, prevention, early detection,
timely treatment, reduction of disability and palliative care.>'":1

The city of the present study, located in the northern region
of Rio Grande do Sul, does not have specialized care in the area
of Genetics. Therefore, families of people with GD had to travel
long distances to the state capital, where the referral centers in
genetics are commonly located.

In order to meet this need, the Ministry of Health instituted the
Out-of-Home Treatment Program (TFD) in Ordinance No. 55/99
of the Health Care Office. The TFD aims to guarantee medical
treatment through the SUS for patients with diseases that can
no longer be treated in their city of origin when all means of care
are exhausted. Therefore, the TFD is a funding assistance for the
patient and sometimes for the companion. However, in all families
of this study, this funding was not evident.?

A study?' conducted in the state of Rio Grande do Sul, aiming
to characterize the diagnostic and therapeutic journey of families
of patients with rare diseases, showed that they found diagnostic
support and multi-professional monitoring in referral centers,
usually located in the state capitals. This study also highlighted the
need for qualified services close to the population that does not
reside in the large centers, where the referral centers are located.?!
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The individuals of the study are followed up in the institution
called Association of Parents and Friends of the Exceptional
(APAE). This is a Brazilian institution that works with people with
intellectual disabilities and multiple and global developmental
disorders, aiming to provide a complete service to realize
their physical, intellectual, affective and social potential, in a
welcoming environment that is adequate to the needs of each
user and that enables the work of a multidisciplinary team
that can contribute to a better management of the GD. The
multidisciplinary team is responsible for planning and developing
unique and complementary actions, so that the assistance
provided is comprehensive and meets all the needs of the
children and their family.2

One of the situations experienced by families of children
with GDs was the disorganization of health services, illustrated
by the difficulties in referral and scheduling of appointments and
poor access to information about the problem.

A study* conducted in Rio Grande do Sul, with the objective
of identifying the priority needs of families of rare disease
patients, found that access to social and health services was a
priority need mentioned by all families. They reported they felt
powerless with the little information provided. The constant visits
to health services became stressful and did not resolve their
problem. The need for knowledge about the disease was also
mentioned as a priority by most of the families studied, since
parents often feel frustrated with the lack of knowledge among
health professionals and society.

It was found that families have to rely on judicial means
to ensure continuity of treatment, since medications, tests,
and surgical treatment needs increase expenses in the family
context. Health is recognized, in national and international laws,
as a fundamental right that must be ensured by the government
to its citizens, through public policies and actions that allow
universal access and promote well-being. The right to health
implies the availability of health care services and supplies,
which are a social right that includes an individual and a collective
dimension.%

Brazil still has several gaps in GD care, including: limited
number of genetics services; shortage of trained professionals
in the area; lack of genetics doctors in the SUS, which are
professionals that can only be found in research institutions
and universities; difficulties to access specialized services,
which are concentrated in the large capitals of Brazil, hindering
access of families living in smaller cities; high cost of laboratory
tests; medication and difficulties in referral and counter-referral.
These factors lead to a lack of care for families with GDs and
deficiencies in their health needs.82*

The mothers of this study affirmed that the care for
children with a GD should be done through a structured
network specifically organized to meet the of these conditions.
Historically, the field of genetics has been included in the SUS
since 1989 and has evolved through the implementation of
public policies aimed at people with disabilities. In addition, the

recent National Policy for Comprehensive Attention in Clinical
Genetics (PNAIGC) had the purpose of structuring, within the
SUS, aregionalized and hierarchical system that would provide
comprehensive care in Clinical Genetics and improve access to
specialized services.!®

In fact, the PNAIGC, which was incorporated by the
PNAIPDR, represented a major advance in SUS. However, care
is still far below expectations for the reality of genetic diseases,
particularly in Primary Health Care (PHC).2581025

Among the main barrier to the operationalization of this
policy are the lack of specialized human resources and lack
of instruments for the identification and care of families and/or
individuals with genetic diseases, hindering the possibility of
meeting this type of demand.®>®° This is partly due to the lack
of focused and specialized teaching in this area in the Brazilian
curriculum.”1°

In Brazil, there are few services specialized in the diagnosis
of genetic diseases and in the prospective follow-up of these
patients and their families. These services are mostly located in
university hospitals or in private institutions that offer a high cost
service, making access increasingly restricted and difficult.2®
In addition, these services they are located in large population
centers (usually in capital cities, especially in the Southeast and
South Region), further increasing difficulties in access.?

Families who need support from health services often face
an arduous journey to deal with the health issues of the GD.
Access and consumption of services provided to individuals with
GD, or at risk of genetic conditions, have been below expecta-
tions, a clear example of the divergence between the constitu-
tional proposal and the reality of Brazilian genetics services.®

Therefore, actions to organize initial care, diagnosis,
complementary tests, referral and counter-referral services,
treatment strategies and continuity of care are necessary in
order to provide comprehensive care to people facing a GD.®

This article emphasizes the care provided by health
professionals to people affected by GDs. In this context, it
is worth mentioning and describing the performance of the
professional nurse and their role as part of the multi-professional
team. Nursing care begins at the first contact with the family,
as the nurse is responsible for primary care and must promote
comfort, reception and well-being among their patients, offering
comprehensive care and promoting the autonomy of clients
through health education. In this scenario, nurses must create
bonds with the patient and their family, so that they can provide
essential information about the physical and mental health
conditions of these individuals.?®

Through educational actions, the nurse should act as a
facilitator of family adaptation, using scientific knowledge and
combining theory and practice in order to provide clarification on
the care and therapeutic resources available and to plan actions
according to needs, so that patients and their families can live
more harmoniously with the GD, reducing fear and anguish in
their lives.?
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CONCLUSION AND IMPLICATIONS FOR
PRACTICE

Genetic diseases (GDs) had significant repercussions on
the lives of the families studied, since the manifestation of the
first symptoms, the discovery and confirmation of the diagnosis,
and throughout follow-up, treatment in the health services and
judicialization of access to medications. In this process, health
services and nursing professionals have the fundamental role of
providing families with access to information, and are responsible
for decision making and for the organization and management of
health and nursing services to meet the demands imposed on
the individual and the family by the genetic disease.

The unpreparedness of health personnel and the organiza-
tion of health services hinder the possibility of fully meeting the
needs and demands of families and the adaptation of the family,
considering the chronic nature of the GD and the possibility of
clinical complications and recurrent hospitalizations.

In this context, the results of this study evidence the need
for training health professionals and reorganizing care in health
services. Nurses can contribute by facilitating the paths of these
families, playing a key role in the process of meeting their needs,
through clinical care, educational, organizational and research
activities.

In addition, greater investment in the development of
continuing education and training programs and new guidelines
in undergraduate nursing courses are necessary. Also, it is
necessary to develop new studies about nurses' knowledge on
issues involving genetics/genomics and the care provided to
people with GD, in order to identify the gaps in these issues in
order to provide effective, direct, specific, human and quality care.

Despite of the limitations of this study, mainly related to the
small number of participants, its results may support the scientific
and academic areas and the practices of professionals who work
directly with individuals and families with GD, as part of their living
process. New research could be conducted to analyze what are the
difficulties presented by health professionals in the management
of genetics and genomics issues and/or to identify what are the
factors that interfere in the implementation and operationalization
of the National Policy on Comprehensive Care for People with Rare
Diseases within the SUS and in the implementation of Health Care
Networks in the three spheres of government, in relation to com-
prehensive care for individuals and families with genetic diseases.
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