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Abstract

This study is the first to explore the psychosocial experience of members of Portuguese families with late-onset variant
transthyretin amyloidosis with polyneuropathy (A-ATTRv-PN). Based on a constructivist worldview, this phenomeno-
logical investigation followed a qualitative approach by conducting eight interviews and analyzing qualitative data. The
main results suggest that the psychosocial experience of the members of families interviewed is marked by: (a) a delayed
awareness of the family disease (viz., in adulthood), (b) psychosocial impacts (viz., emotional and other impacts related
to work, parenting, caregiving) experienced and anticipated in an adult phase of the life cycle, and (c) the use of approach
strategies (e.g., seeking information about A-ATTRv-PN and seeking social support) and/or avoidance strategies (e.g.,
avoiding seeking information and talking to others about the condition) with a view to accommodating A-ATTRv-PN in
personal and family life. These results differ from the life trajectories of members of Portuguese families with A-ATTRv-
PN described previously and extend previous scientific evidence on the psychosocial experience of members of families
where the disease typically appears late, contributing to further study on this topic and to the optimization of genetic
counseling practices and health policies that respond to the psychosocial needs of members of Portuguese families with
late onset of the condition. Future studies should continue to deepen our understanding of the psychosocial experience of
this population to improve the clinical response provided to patients, families, and caregivers.
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Introduction

Variant transthyretin amyloidosis with polyneuropathy
(A-ATTRv-PN), also known as familial amyloidotic poly-
neuropathy (FAP), is a rare multisystem disease with the
predominant involvement of the peripheral nervous sys-
tem (Adams et al. 2019). Although central nervous system
involvement is also known (Sousa et al. 2021), the extent
to that this is clinical or statistically meaningful is not clear.
Prevalent worldwide, it is considered endemic in several
regions, such as Portugal (Schmidt et al. 2018). A-ATTRv-
PN is an autosomal dominant condition caused by the
accumulation of amyloidogenic transthyretin in organs and
tissues (Adams et al. 2019), which is mainly the result of
the presence of the V30M (p.V50M) variant (Parman et al.
2016) in the transthyretin gene (Adams et al. 2019). Associ-
ated with this variant, and despite traditionally being thought
of as an early-onset disease (<50 years) in Portugal (Adams
etal. 2021), Inés et al. (2018) reported a significant increase
in the average age of onset and an increase in the represen-
tation of patients with late-onset A-ATTRv-PN (>50 years)
in the country, something more common in countries such
as Sweden, France and Italy (Adams et al. 2021). In any
case, to prevent the condition from progressing rapidly to
death, patients diagnosed with A-ATTRv-PN may benefit
from the early use of disease-modifying therapies. If, before
2018, liver transplantation for A-ATTRv-PN (Holmgren et
al. 1993) was the primary treatment, this option has since
been surpassed mainly by more effective drug therapies
(Keller et al. 2025), including transthyretin kinetic stabilis-
ers (such as tafamidis; Bulawa et al. 2012) and gene-silenc-
ing drugs (inotersen, patisiran, vutrisiran, and eplotersen;
Qarni et al. 2024). However, regulating bodies for treatment
of A-ATTRv-PN differ by country/regulating board (e.g.,
while in the European Union it is the European Medicines
Agency, in the United States of America it is the Food and
Drug Administration), so the availability of these drugs
may be locally conditioned. On the other hand, genetic
counseling in the context of presymptomatic testing (PST)
is recommended for family members of people affected by
A-ATTRv-PN (Obici et al. 2016).

Based, on the one hand, on the idea that knowledge of
future disease risk through genetic testing should be man-
aged within a context of family relationships, cultural
beliefs, resources, as well as the wider healthcare and soci-
etal systems (Rolland and Williams 2005), and, on the other
hand, on the concept of a systemic interaction between the
condition and the family that evolves over time (Rolland
2012), A-ATTRv-PN can be conceptualized according to
the different time at which it begins in the life cycle (child-
hood/adolescence, 0-20 years old; early-middle adulthood/
childrearing years, 20-60 years old; and late adulthood,

@ Springer

over 60 years old), which has significant biopsychosocial
implications for these patients and their families (Rolland
2012; Rolland and Williams 2005).

The scientific research produced (e.g., Damy et al. 2022;
Lopes et al. 2018; Magliano et al. 2021) has contributed to
a better understanding of the psychosocial experience of
A-ATTRv-PN and its implications for the lives of members
of families with this disease. Specifically, members of Por-
tuguese families with A-ATTRv-PN have been described as
a population with substantial prior family contact with the
condition, leading to the family being considered by these
individuals as the main source of knowledge and learning
about A-ATTRv-PN (Leite et al. 2016; Lopes et al. 2018;
Paneque et al. 2019). According to Lopes et al. (2018), ill-
ness and death of a parent were frequent occurrences before
young adulthood for individuals belonging to Portuguese
families with A-ATTRv-PN. Other consequences in that
period of life, and possibly related to it, included family
disruption such as moving home, and being cared only by
one parent or by another member of the family. Neverthe-
less, during childhood or youth, many individuals became
caregivers, implying changes in family roles. Therefore,
the disease and its implications have been represented as a
significant psychosocial burden since childhood for mem-
bers of Portuguese families with A-ATTRv-PN (Lopes et
al. 2018). Instead, in countries where the condition typi-
cally appears later in the family (e.g., Sweden, France, and
Italy; Adams et al. 2021), scientific evidence (e.g., Damy
et al. 2022; Jonsen 1998; Magliano et al. 2021) has mainly
reported psychosocial impacts (viz., related to adult life
structures such as work, parenting, caregiving) and their
coping strategies in adulthood, a period of the life cycle
with specific family developmental tasks (viz., adjusting the
couple relationship with parenting, financial, and household
demands, and realignment of relationships with extended
family and grandparenting roles; Carter and McGoldrick
1999).

Thus, although the life trajectories of Portuguese families
with A-ATTRv-PN have been described previously (Lopes
et al. 2018), psychosocial research based on the time of
clinical onset of the disease in the life cycle is scarce. Thus,
taking into account the increase in the average age of onset
and the representativeness of patients with a late onset of
the condition in Portugal (Inés et al. 2018) and that differ-
ent times of onset of the disease in the life cycle can have
an influence on the biopsychosocial consequences felt by
individuals and their families (Rolland 2012; Rolland and
Williams 2005), a study on the psychosocial experience
associated with the late onset of A-ATTRv-PN in members
of Portuguese families can contribute to filling gaps and
optimizing the health services that support these people in
the context of genetic counseling. In fact, this study aims
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Table 1 Participants’ sociodemographic information

Table 2 Participant characteristics related to health and illness

Sociodemographic characteristics n % Participants Data related to health and illness n % Participants
Sex History of psychological diseases
Female 6 75 1,2,5,6,7,and 8 Yes 7 8715 2,3,4,5,6,
Male 2 25 3 and 4 7,and 8
Age (in years) No 1 125 1
26 1 125 6 Diagnosis (and symptoms)
39 1 125 5 Carrier (asymptomatic) 2 25 1 and 7
43 1 125 2 Carrier (symptomatic) 3 375 3,4,and8
58 1 125 3 Not a carrier 2 25 2 and 5
65 1 125 1 No diagnosis 1 125 6
67 1 125 4 Treatments
68 1 125 7 No treatment 5 625 1,2,5,6,
77 1 125 8 and 7
Education Undergoing treatments 3 375 3,4,and8
Basic education 2 25 1 and 4 Family history of A-ATTRv-PN
Secondary education 1 125 6 Age at onset of the condition in the
Higher education 5 625 2,3,5,7,and 8 family
. 20-60 years old 6 75 1,2,3,4,5,

Occupational status and 6
Act1v'e 3375 2,5and7 >60 years old 2 25 7 and 8
Inactive 5 625 1,3,4,6,and8 .
Marital stat Index patient status
Si arll alstatus 2 25 5 and 6 Living with symptoms 3 25 2,5,and 6
N}ng 'ed 2 25 5 and 4 Died without symptoms 1 375 1

'flme an Died with symptoms 4 125 3,4,7,and 8
Widowed 3 375 1,7,and8 . .

. Caregiver of someone with
Divorced ‘ 1 125 3 A-ATTRvV-PN
Number of children Yes 4 50 2,5,6,and 8
0 2 25  Sand6 No 4 50 1,3,4,and7
2 4 50 2,3,4,and 7
3 2 25 land8 Participants

to explore the psychosocial experience of members of Por-
tuguese families with late-onset A-ATTRv-PN, a topic that
has not yet been specifically investigated in this population,
to the best of our knowledge.

Method
Study design

Based on a constructivist worldview, this phenomenologi-
cal research followed a qualitative approach by conducting
interviews and qualitative data analysis processes suggested
by Creswell and Creswell (2018) and Tesch (1990). This
study design was selected to explore and understand the
multiple meanings of the psychosocial experience of mem-
bers of families with late-onset A-ATTRv-PN (i.e. where
the age of onset of the disease in the index patient of the
family is 50 years old or older), providing results with meth-
odological integrity.

Participants were recruited from health institutes (e.g.,
CGPP - Centre for Predictive and Preventive Genetics) and
A-ATTRv-PN patient associations located in Portugal. An
information sheet about the study and its objectives was
circulated at these locations, inviting people to a face-to-
face or telephone interview according to their convenience
and availability. Those who showed an interest in partici-
pating were approached by telephone by JDP to clarify any
doubts about the research and to schedule the interviews.
The convenience sampling method was used to select the
participants who were members of families with late-onset
A-ATTRv-PN aged 18 or over and expressed their consent
to participate.

The mean age of the participants was 55.38 years
(SD=17.51). All participants were of European ethnic ori-
gin and living in the northwest or central regions of Portugal.
Additional sociodemographic information and participant
data related to health and illness are described in Tables 1
and 2, respectively.
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Procedure

Between January and February 2023, this study involved
eight telephone interviews until saturation of the data rel-
evant to the topic under study was reached, as postulated
by Charmaz (2006). The semi-structured individual inter-
views included collecting sociodemographic and other
information related to health (viz., history of psychologi-
cal diseases and respective intervention) and the disease
(viz., symptoms, diagnosis and treatments associated with
A-ATTRv-PN, as well as multigenerational family history
with the condition), followed by open and closed questions
about the psychosocial experience associated with the late
onset of A-ATTRv-PN in the family (viz., the psychosocial
challenges related to the individual and family life cycle in
symptomatic and nonsymptomatic phases of the disease).
More specifically, they covered topics such as psychosocial
adaptation to A-ATTRv-PN (e.g., family communication
dynamics, psychosocial impacts, and coping strategies),
belief systems (e.g., psychological representations of the
condition), and psychosocial needs related to A-ATTRv-
PN (e.g., social support). When other issues that emerged
as salient were explored, the interviewer encouraged par-
ticipants to clarify and elaborate on their arguments. The
interviews lasted between 26 and 63 min, with an average
time of 49 min.

Informed consent was obtained from all the participants
included in the study. All identifying information was
removed from the transcripts by assigning identification
codes to the participants. This action sought to ensure the
confidentiality and anonymity of the data. The codes, which
included the participant’s unique number (e.g., P1), are used
in the Findings section to identify the source of the quotes.
This research was approved by the Committee for Ethical
and Responsible Conduct of Research of the Institute for
Research and Innovation in Health.

Analysis

All the interviews were audio-recorded with the consent of
the participants and then transcribed verbatim into Portu-
guese by JDP. The transcripts were then analyzed by JDP
following the qualitative data analysis process suggested
by Creswell and Creswell (2018) as well as specific coding
procedures proposed by Tesch (1990). After organizing and
preparing the data for analysis, JDP read all the transcripts
and began coding the information to generate themes, which
are represented through a narrative passage to convey the
analyzed results.

In order to ensure the production of findings with meth-
odological integrity, multiple validity procedures (viz.,
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triangulation of different participants’ perspectives, use of
rich and dense descriptions to convey findings, presentation
of discrepant information with the general perspective of
the participants, spending prolonged time in the field under
study, and participation of AS as peer debriefer) and reli-
ability (viz., verification of transcripts and holding regular
meetings between JDP and MP to discuss analysis) were
incorporated into this research in accordance with the rec-
ommendations of Creswell and Creswell (2018), as well as
Gibbs (2007), respectively.

Findings

The analysis of the data showed that the psychosocial
experience of the members of Portuguese families with
late-onset A-ATTRv-PN interviewed is marked by: (a) a
delayed awareness of the family disease, (b) psychosocial
impacts experienced and anticipated at an adult stage in the
life cycle, and (c) the use of strategies to accommodate the
condition to personal and family life. These three themes are
not mutually exclusive and represent fluid categories.

Delayed awareness of the disease

All the participants in this study (e.g., P3 and P6) expressed
that during their childhood/adolescence they did not notice
patterns and attributes associated with A-ATTRv-PN in the
family, which affected their own development of informa-
tion related to genetic risk, the condition, and its biopsycho-
social implications.

P3: [During childhood/adolescence], my father and
mother took care of me. It was a normal process. 1
never noticed any manifestations of the disease, or
any symptoms associated with A-ATTRv-PN. My
father was a very active person and the development
of the disease coincided with [his father 5] retirement.
(...) I didnt know what A-ATTRv-PN was. For me,
the disease was in Povoa [de Varzim]. I'm from Beira
[region]. It [i.e. A-ATTRv-PN] wasn t associated with
Beira.

P6: [In childhood/adolescence], it was my father
and mother who looked after me. I never noticed any
symptoms [in the family] related to A-ATTRv-PN.
Everything was normal. (...) My father was the first
person I contacted with A-ATTRv-PN. I didn't know
much about the disease. I had a vague idea that it
wasn t good, but I didn 't know what it was exactly. (...)
Idont know how it [i.e. the PST] works, nor do I know
what the process is like. I have no idea.
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It was in adulthood that the participants were confronted everything. At that early stage, [ wondered a lot about
with the development of the condition in the family and, in what it would be like, what it would be like if I also
some cases, the loss of family members with A-ATTRv-PN, had [the condition] and who was going to look after
as P2 and P3’s speeches illustrate. my father... At the time, I was shocked by what I read.
(...) [At that stage], I felt like I had a lot of nightmares.
P2: I was 38 years old [when the disease appeared 1 had nightmares about my father falling and hurting
in the family]. (...) My father complained of numb- himself. I had this constant fear.
ness and shocks in his legs and the doctor referred
him to neurology [where he had a final diagnosis] two After the initial impact, participants (e.g., P6 and P7)
vears later [in 2018]. The doctor said that the disease reported experiencing and anticipating psychosocial impacts
was progressing and that even medication didn't help related to the structures of adult life (e.g., work, parenting,
much. (...) This confirmed that my father wouldnt and caregiving).

have long [to live]. (...) Regardless of this, I realize
that A-ATTRv-PN will be present for many years [in
the family], because I [also] have an uncle with the
disease.

P3: I found out I had A-ATTRv-PN when I was 51
years old, at the same time as my father. (...) My father
already had severe locomotion symptoms, ended up in
a wheelchair, and died three months after [finding
out he had the condition]. (...) I'm currently the only
symptomatic person in the family, I've been taking
tafamidis for seven years and what [the health profes-
sionals] tell me is that I'm the same as I was [when
A-ATTRv-PN was diagnosed].

Psychosocial impact on adulthood

Participants declared that they had experienced a marked
emotional transition when, as adults, they learnt about the
existence of A-ATTRv-PN in the family and its biopsycho-
social implications, as exemplified by the speeches of P5
and P6.

P5: I'was 32 years old [when A-ATTRv-PN appeared
in the family]. It was a horrible time. I had a lot of
anxiety. (...) [At that time], I became more aware
[of the condition] and it became more frightening,

P6: My father is no longer independent. I stopped
working to look after him. I had no other choice. He's
suffering so much that the least I can do is try to ease
what he's feeling. (...) Despite this, I still manage to
have a few moments to myself. (...) Of course, I often
can't [go out with friends], because he needs me for
lunch and dinner. (...) Even when I do go out, I'm
always afraid [that the father will fall when he gets
up to do something] (...) Psychologically, there are
complicated days when I think about tomorrow and
what's going to happen.

P7: I was 61 years old when I found out that I had
A-ATTRv-PN. At the time, I had two pregnant daugh-
ters, and my husband was terminally ill [from another
disease]. (...) The biggest shock was when I went to
[Hospital] Santo Antonio and saw very young people
[with the condition]. I immediately thought of my
daughters and the grandchildren I already had. (...)
Knowing late on that I had A-ATTRv-PN made my life
lighter. If I'd known when I got married or got preg-
nant, I wouldn't have had the psychological structure
to cope with the disease.

Disease accommodation strategies

because I started to learn more [about A-ATTRv-PN],
which was and is a very bad disease. (...) [The process
of carrying out the PST] was very bad. I couldnt be
productive at work or at home. I went out with people,
but I was always thinking about it. I know I was very
stressed, and I was completely daft at the time.

P6: I learnt [as an adult] from my father's family
doctor that I might develop A-ATTRv-PN. She told
me very vaguely what the disease was. So, I tried to
understand what it was [A-ATTRv-PN] and, of course,
reading the symptoms, one person seems to have

Faced with the psychosocial impacts in adulthood, most
of the participants (e.g., P3 and P4) declared that they had
mainly used approach strategies (e.g., seeking information
about A-ATTRv-PN and seeking social support) to accom-
modate the condition in their personal and family lives.

P3: When I learnt that I might have A-ATTRv-PN, I
started reading and finding out about it, always mak-
ing sure to consult reliable sources. Then I started
looking for Facebook pages like that of the Brazilian
Association of A-ATTRv-PN. In the meantime, I also
started contacting people in New Zealand, Ireland,
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and Venezuela to try and find out more [about the con-
dition]. (...) I keep up to date with whats going on.
I try to stay informed so that I can keep abreast of
developments in the disease.

P4: My friends know about my disease and are very
supportive. When I sometimes go to the cemetery with
them, they often come to support me because of the
difficulties I have in getting around. I also go walking
with them. They know that I have A-ATTRv-PN and
that my step is not their step, but they accompany me
anyway. (...) My wife is first-rate. She accompanies
me everywhere (...) All this helps me to live with the
disease better.

Even so, other participants expressed having used avoid-
ance strategies (e.g., avoiding seeking information and
talking to others about A-ATTRv-PN) to deal with the expe-
rienced and anticipated impacts related to the condition, as
P1’s speech illustrates.

P1: I've never thought, I don't even think about what
I think and feel about A-ATTRv-PN. I think that the
more you think about it, you start to have symptoms
without [actually] having them. I try to forget that the
disease exists. I don't even try to talk about it [with
others], so that I don t think too much [about the con-
dition] and then get worse. [And in the future], that’s
my idea, not to think about it and not to talk about it.

Discussion

This study, the first to report specificities of the psychoso-
cial experience stated by members of Portuguese families
with late-onset A-ATTRv-PN, differs from the life trajec-
tories of members of Portuguese families with A-ATTRv-
PN described previously (Lopes et al. 2018) and extends
previous scientific evidence on the experience of members
of families where the disease typically appears later (e.g.,
Damy et al. 2022; Jonsén 1998; Magliano et al. 2021). The
main results suggest that the psychosocial experience of
the members of families interviewed is marked by: (a) a
delayed awareness of the family disease, (b) psychosocial
impacts experienced and anticipated in adulthood, and (¢)
the use of strategies to accommodate the condition to per-
sonal and family life.

Firstly, and instead of the life trajectories previously
described in the Portuguese population with the disease
(Lopes et al. 2018), the participants in this study expressed
that their childhood/adolescence was characterized by
the absence of patterns and attributes associated with
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A-ATTRvV-PN in the family (e.g., illness or death of a par-
ent). In fact, the knowledge about risk, the condition and
its biopsychosocial implications arising from previous fam-
ily contact with A-ATTRv-PN, reported by several studies
in Portugal (e.g., Leite et al. 2016; Lopes et al. 2018; Pan-
eque et al. 2019), differs from the discourses of the mem-
bers of Portuguese families with late onset of the disease
interviewed. For these participants, it was in adulthood that,
at the same time as experiencing the main family develop-
mental tasks (e.g., adjusting the couple relationship with
parenting, financial, and household demands, and realign-
ment of relationships with extended family and grandpar-
enting roles; Carter and McGoldrick 1999), they came into
contact with their own and/or their family’s development of
A-ATTRv-PN and its consequences (e.g., loss of a parent).
As advocated by Rolland (2012) and Rolland and Williams
(2005), this postponement of the psychosocial experience
of the disease to later ages, associated with the increase
in the average age of onset and the representativeness of
patients with a late onset of A-ATTRv-PN in Portugal (Inés
et al. 2018), has significant psychosocial impacts for these
patients and their families.

Allied to a later contact with A-ATTRv-PN, members of
families interviewed stated that they experienced a marked
emotional transition when, as adults, they learnt about the
existence of the condition in the family and its biopsycho-
social implications. While an undercurrent of worries and
fears about vulnerability to A-ATTRv-PN can emerge from
childhood in members of families where the disease devel-
oped earlier (Lopes et al. 2018), the psychosocial experi-
ence of the members of Portuguese families with late-onset
A-ATTRv-PN interviewed was mainly marked by a period
of scarce involvement with the condition during childhood/
adolescence that translated into a sudden emotional impact
as they came into contact with A-ATTRv-PN and faced it
in adulthood, which is in line with the postulate by Rol-
land and Williams (2005) and results reported in members
of French (Damy et al. 2022) and Italian (Magliano et al.
2021) families with the disease. Nevertheless, the late onset
of A-ATTRvV-PN in the family caused psychosocial impacts
(e.g., related to adult life structures) in participants in this
study. Specifically, following the postulates of Rolland
(2012) and Rolland and Williams (2005), while members
of families who came into contact with the condition earlier
in life may have experienced psychosocial impacts earlier
in life and therefore be more likely to prepare for the future
(Lopes et al. 2018), members of families with late-onset
A-ATTRv-PN may be challenged to adapt their ongoing or
already established life projects (e.g., related to work, par-
enting, and caregiving), as they have designed their lives in
a less restrictive way previously. These data are in line with
the results reported in previous studies with members of
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French (Damy et al. 2022) and Italian (Magliano et al. 2021)
families, populations where the disease typically appears
later. Even so, as Rolland (2012) and Rolland and Williams
(2005) have already postulated, it is the quality of the fit
between the psychosocial challenges caused by A-ATTRv-
PN, on the one hand, and the functioning and resources of
the support contexts, on the other, that may determine suc-
cessful versus dysfunctional coping and adaptation to the
condition.

Faced with the psychosocial impacts in adulthood and
the scarce family psychosocial experience with the disease,
participants in this study mainly used approach strategies
associated with seeking information about A-ATTRv-PN
from sources outside the family (viz., using data pub-
lished on the Internet and Facebook communities of mem-
bers of families with the condition), differing from the
results reported by Leite et al. (2016) and Paneque et al.
(2019), who considered the family to be the main source
of knowledge and learning about A-ATTRv-PN for mem-
bers of Portuguese families with the disease. On the other
hand, the search for social support in the family environ-
ment and/or in friendships to optimize well-being, reported
by participants in this study, is in line with results reported
in previous studies with members of French (Damy et al.
2022) and Italian (Magliano et al. 2021) families. How-
ever, accommodating the condition to a life structure with
ongoing or already established personal and family projects
may become too challenging for certain members of Por-
tuguese families with late-onset A-ATTRv-PN, so the use
of avoidance strategies (e.g., avoiding seeking information
and talking to family and friends about the disease), already
reported in an investigation by Jonsén (1998) with Swedish
patients, may be the only viable way for these people to deal
with the psychosocial impacts experienced associated with
A-ATTRv-PN. On the other hand, the use of certain coping
strategies may be influenced by key beliefs related to health
and illness (e.g., mind-body relationship, control, and mas-
tery associated with A-ATTRv-PN) built up in the develop-
ment of the disease-individual-family triad (Rolland 2012).

Strengths and limitations

The results reported in this study, which contribute to filling
gaps in scientific evidence on the psychosocial experience
with late-onset A-ATTRv-PN in a population with specific
developmental tasks (Carter and McGoldrick 1999), should
be carefully read and interpreted due to the presence of lim-
itations inherent to research practice. Although, following
the recommendations of Creswell and Creswell (2018) and
Gibbs (2007), various validity and reliability procedures
have been implemented in order to ensure the methodologi-
cal integrity of the data, subsequent studies may incorporate

additional analytical processes (e.g., conducting follow-up
interviews with study participants and providing them with
an opportunity to comment on the results, as well as intro-
ducing intercoder agreement processes), further strengthen-
ing the validity and reliability of their findings. Since the
purpose of this research is restricted to the specific descrip-
tion of the psychosocial experience of members of Portu-
guese families with late-onset A-ATTRv-PN in a particular
spatiotemporal context, readers should bear this in mind
when considering the transferability of these results to other
populations, diseases, and contexts. Nevertheless, it should
be borne in mind that the sample studied included only
members of families with late-onset A-ATTRv-PN who,
on their own initiative, were willing to participate in the
study, so further research could verify the generalizability
of the data reported to the population of members of Por-
tuguese families with A-ATTRv-PN in general and in other
countries.

Implications

The results presented highlight the importance of future
studies continuing to delve deeper into the psychoso-
cial experience of members of families with late-onset
A-ATTRv-PN, since this is a population with an increas-
ing representativeness of patients in Portugal and in which
psychosocial research is scarce. Specifically, studies on the
psychosocial experience of different patterns of the condi-
tion and on the role of key variables in the family system
can contribute to filling gaps in the scientific evidence this
population. It is also suggested that community policies to
raise awareness of A-ATTRv-PN (and its different forms of
onset) among the Portuguese population be strengthened,
particularly among local health services, A-ATTRv-PN
patient associations, and schools. The inclusion of genetic
counseling professionals in multidisciplinary teams within
these services, particularly in non-endemic areas of the dis-
ease in the country (e.g., Beira region), could also help to
improve the informational and psychosocial issues associ-
ated with A-ATTRv-PN, especially in the way that these
professionals are able to gather multigenerational family
data and provide the most up-to-date scientific evidence
on the condition, as well as providing information about
useful coping and adaptation skills tailored to (a) the psy-
chosocial demands on these affected families over time, (b)
living with specific genetic-risk information, and (c) the fit
between these psychosocial demands and the strengths and
vulnerabilities of each family. Nevertheless, this multidisci-
plinary approach can cover the medical needs of this popu-
lation in a timely manner (avoiding delays in diagnosis and
the necessary treatment for a disease with therapies capable
of slowing down its development), as well as improving
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the referral of these people to referral centers and hospital
units. Finally, taking psychosocial factors into account and
developing the skills of genetic counselors, psychologists,
and other health professionals to meet the needs of patients,
families and caregivers dealing with the different forms of
onset of A-ATTRv-PN in nonsymptomatic and symptom-
atic phases is an essential factor for health services in this
genomic era.

Conclusion

This study reports the first in-depth description of the psy-
chosocial experience of members of Portuguese families
with late-onset A-ATTRv-PN. Given the complex chal-
lenges posed to families with the condition and to health
systems, this research can provide important data for
optimizing genetic counseling practices and health poli-
cies that respond to the specific needs of this population.
Nevertheless, and given that different moments of onset
of A-ATTRv-PN in the life cycle can have an influence on
the biopsychosocial consequences felt by individuals and
families with the disease, it is of the utmost importance to
continue to deepen our understanding of their psychosocial
experience with a view to improving the clinical response
provided to patients, families, and caregivers.
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