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Spinal muscular atrophy (SMA) is a prevalent severe genetic condition that follows an auto-
somal recessive inheritance pattern. Over the last decade, advances in innovative therapies have
improved the course of the disease for many patients. There is evidence that early diagnosis and
therapeutic intervention contribute toward better outcomes for these patients. The imple-
mentation of SMA newborn screening allows presymptomatic diagnosis leading to new
communication scenarios, which poses opportunities and challenges when discussing possible
treatment and evolution with families. Communication skills are essential to transmit accurate
and comprehensive information to promote better coping and facilitate shared treatment de-
cisions considering patient, family, and physicians’ points of view. The role of professionals is
increasing as patients live longer and present evolving phenotypes. Therefore, multidisciplinary
follow-up has emerged as an essential component of the standard of care protocol for patients
with SMA. On the other hand, issues regarding communication of the diagnosis to a new patient
still deserve a thorough discussion to better accommodate the complexity of the different sit-
uations. We present this review as a cross-cutting perspective involving health care practitioners,
genetic counselors, psychologists, and caregivers to further elaborate and guide the communi-
cation process of an SMA diagnosis under several settings.
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The current therapeutic context in spinal
muscular atrophy

Spinal muscular atrophy (SMA), an autosomal recessive
disorder linked to 5q, is caused by pathogenic variants in the
SMN1 gene. SMA is a neuromuscular disorder characterized
by progressive degeneration and loss of alpha motor neu-
rons located in anterior horn cells of the spinal cord. It is one
of the most prevalent, severe hereditary disorders of baby-
hood and early childhood; its estimated incidence is around
1 of 6000 to 1 of 10,000 live births, with a heterozygous
carrier frequency of between 1 of 35 and 1 of 50.'

SMA is considered to encompass a range of clinical
presentations of muscle weakness ranging from a severe
congenital phenotype to minimal manifestations in adult-
hood. To better define functional performances, SMA has
been classified into 3 basic types according to age at onset
and maximum milestones reached. In type I, the severest,
patients never sit unsupported and, according to natural
history studies, before the discovery of new treatments, over
90% of these patients would have died by the age of 2. In
type II, an intermediate form, patients can sit but not walk
independently and are wheelchair dependent. They face
important comorbidities and a lack of autonomy that greatly
affect their quality of life. In type III, patients are able to
walk independently at some stage but usually lose this
ability. Apart from these 3 main types, there is type 0—a
congenital form—and type IV—an adult form—completing
the SMA spectrum. Independent of the SMA type, the dis-
ease is caused by insufficient quantities of the protein SMN
that is encoded by the genes Survival motor neuron 1
(SMN1) and Survival motor neuron 2 (SMN2).*> SMNI is
absent or mutated in patients with SMA, whereas SMN2 is
always present at a varying copy number (from 1 to 5). The
SMN2-derived SMN protein is mostly truncated (delta7);
however, even low amounts of a full-length form can
maintain the patient alive though presenting varying degrees
of severity, which is inversely dependent on the number of
SMN2 genes present (the more, the better).”’

Specific relevant advances occurred in SMA during the
last few decades. The SMNI gene was defined as determinant
in the disease® and the modifier role of SMN2 was clarified;
the development of animal models helped establish preclinical
studies for testing specific alternative therapies. Subsequently,
human clinical trials were initiated, and currently, 3 advanced
SMN-dependent SMA therapies are already approved by the
Food and Drug Administration and European Medicines
Agency: an antisense oligonucleotide affecting the splicing of
pre-mRNA (nusinersen-Spinraza),” gene therapy with a self-
complementary adeno-associated virus serotype 9 (Ona-
semnogene Abeparvovec, ZolgenSMA),'"” and an oral
splicing modifier compound (risdiplam - Evrysdi).'' Different
clinical trials have demonstrated their effectiveness as trans-
formative therapies, changing trajectories and phenotypes.'”

Historically, SMA has been related to a recognizable
clinical diagnosis, most cases being suspected when faced

with severe early-presentation forms in comparison with
chronic types that have a less typical clinical picture.
Confirmation of the diagnosis is essential in both scenarios
because timely diagnosis is crucial to avoid with early
treatment the rapid motor neuron death in severe cases, and
it ends the diagnosis odyseey allowing consider therapy in
late-onset cases. Balancing the situation, once suspected, the
genetics of this disease is very straightforward and these
challenges can be resolved in 95% of cases with an un-
complicated genetic test, regardless of the phenotype. The
arrival of the therapeutic era led to the initiation of pre-
vention and proactivity to confirm SMA as soon as possible,
with a current perspective to implement newborn screening
in different countries.'”"”

The scientific advances and therapeutic approvals have been
so fast, that when facing a newly diagnosed patient, several
issues regarding communication of the disease to the patient and
their family still deserve a thorough discussion to better
accommodate the complexity of the different situations. We
present this review as a cross-cutting perspective involving
health care practitioners, genetic counselors, psychologists, and
caregivers to further elaborate and guide the communication
process of an SMA diagnosis under several settings.

Main aspects facing a new SMA diagnosis based
on prevention scenarios

One of the main duties of health care practitioners is to
transmit adequate and complete information to patients and
families in order to make the best decisions regarding their
medical care. Health care resource allocations, on the other
hand, are often made by government agencies with specific
indications and limitations. In some countries, access to
therapeutic options is limited by their cost and this obvi-
ously also has impacts on the parent’s decisions and man-
agement of their expectations. Thus, it is relevant to
establish good communication for all families, facilitating
an informed decision concerning available therapeutic op-
tions and the adequate management of expectations
regarding the efficacy of treatments. Indeed, by limiting
access to medications in specific patient groups, the system
pretends to balance the impact of the burden of such costs
on health systems and society, though the principles of
justice and equity may be distorted in some situations.'®

The communication of an SMA diagnosis can occur in
diverse scenarios, which correspond to different prevention
levels, and the impact of the results may differ in each sit-
vation. Figure 1 summarizes the possible communication
scenarios while informing the SMA diagnosis together with
the levels of prevention.

Tertiary prevention: Corresponds to symptomatic diag-
nosis, treating patients who manifest the disease. The main
influence of tertiary prevention is observed in standard of
care and the appearance of evolving phenotypes. The
communication of the diagnosis in symptomatic patients
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Scenarios of communication of the diagnosis in SMA
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Figure 1

Present and future scenarios of communication of the diagnosis in SMA, follow-up, and therapeutic considerations. The

possible communication scenarios are classified regarding the different levels of prevention. Preconception screening and prenatal testing
allow decision making regarding reproductive options. At birth, because of newborn screening, most cases are expected to be pre-
symptomatic or paucisymptomatic. In infancy, we should contemplate babies that become symptomatic either because there was no
newborn screening or they were not detected via newborn screening (ie, a false negative with point pathogenic variants). Adolescence is
marked by becoming symptomatic or confirmation of the diagnosis after a long diagnostic odyssey. Transition optimization should be
implemented in already-known cases. In adults, manifestations may appear or be the result of a final diagnosis after a long odyssey for the

patient. SMA, spinal muscular atrophy; NBS, newborn screening.

poses challenges, such as offering information regarding the
prognosis, considering not only SMN2 copy number and
clinical variability but also the impact of treatment avail-
ability. Before the development of specific therapies, prog-
nosis relied on the age at which symptoms appeared and the
patient’s maximum motor function. The SMN2 copy number
would also act as a disease severity predictor. Thus, later
onset and harboring more SMN2 copies correlated with
better disease evolution. However, variability remains be-
tween patients and the SMN2 copy number—disease
severity correlation is not perfect and is sometimes errone-
ously ascribed.’

Secondary prevention: Aims to diagnose the patient
before the disease is fully developed or manifested and can
be postnatal (for example, via newborn screening) or prenatal
(previous SMA history or prenatal screening). The main in-
fluence of treatment in the scenario of secondary prevention
is reflected in the burden and development of disease.
Newborn screening programs are being implemented
worldwide; however, a small percentage of cases, those with
infrequent pathogenic variants, will be not detected given that
screening only detects cases where the SMN1 gene is deleted
biallelically. The communication of the diagnosis in pre-
symptomatic patients, such as those diagnosed via newborn
or prenatal screening, results in an earlier genetic diagnosis
without any clear clinical manifestations or even without.
Therefore, excluding those with a previous case in the family,
parents usually have no information about SMA and were not
aware of the possibility of their child having this disease. In
these patients, the age of onset is unknown and the only
available prognostic factor is the number of SMN2 copies,

which, in symptomatic cases, may also be inaccurate. Pa-
tients harboring 4 SMNZ2 copies are particularly controversial
to initiate treatment immediately, given that most patients
will not develop symptoms during infancy.'”'® An in-depth
study of the SMN2 genes and the validation of other bio-
markers are eagerly awaited for use in clinical practice as
prognostic factors to solve these situations.'’

Primary prevention: Aims to detect SMA heterozygotes
via population screening (preconception).'”*’ The objective
is to offer genetic counseling to those couples with an
increased risk. Facilitating information about their hetero-
zygous carrier status empowers couples, allowing them to
make informed decisions regarding their reproductive
future. These actions may influence the incidence and/or
prevalence of the disease.”’

Communication of the diagnosis. Who gives the
diagnosis?

SMA is usually suspected by pediatricians and child neurol-
ogists. The implementation of newborn screening in several
countries and regions around the world is currently detecting
genetically confirmed patients with SMA. Thus, instead of an
alert floppy baby with breathing difficulties (Type I), an infant
who is not standing/walking independently (type II), or a child
having frequent falls and an atypical gait (type III), we are
starting to see patients with a genetic diagnosis but without
any specific manifestations or with prodromic isolated find-
ings as a pauci-symptomatic picture.'*'***** Communication
skills are essential to provide the patient or the family with
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accurate information to accomplish an effective and compre-
hensive way to inform them about the characteristics of the
disease. It is important, at this stage, to adequately assess both
the understanding of the information being shared with the
patient and caregivers and the need for psychological sup-
port.”*?” In this context, genetic counselors are prepared to
communicate bad news, whereas health care providers have
the necessary knowledge regarding the trajectories and com-
plications of the disease. Preferably, both aspects should be
considered when facing the communication of a new SMA
diagnosis. Information about standard of care, therapeutic
options, and the adequate support required by the families
should also be provided. Health care professionals have to
deal with several situations that pose a challenge when passing
on complex information, as in the case of SMA. Therefore,
patients should be given the option of referral to health care
professionals with in-depth knowledge of the disease and the
currently available therapeutic options; this is important
because SMA is a rare disease whose therapies are evolving
very quickly and not all health care practitioners or geneticists
are up to date®® with all the recent advances in the field. In
addition, gradual information can allow parents to readjust and
handle the new situation better. Thus, adequate information
before and after genetic testing facilitates the assimilation of
the diagnosis.”’ Facing a new diagnosis poses challenges to
both specialists and families. The process implies several steps
and issues beyond the communication itself, such as the
facilitation of details regarding the disease and its personal and
familial implications, the correct understanding of the infor-
mation received, which is crucial for the shared decision-
making process to weigh up treatment options and adher-
ence to an integral follow-up. The biopsychosocial model
considers not only biological aspects but also psychological
and social elements, reinforcing the relevance of a multidis-
ciplinary team (see Figure 2 for further explanation).

Coping with bad news in the family. Who
receives the diagnosis?

The emotional emergency: Coping with the
diagnosis

The adequate communication of an SMA diagnosis is
challenging in several aspects, such as the complexity of the
genetic mechanism, the wide range of clinical manifesta-
tions and the psychosocial implications (Figures 2 and 3).
Parenting an infant with a rare disease has an impact on
various aspects such as family dynamics, relatives’
emotional state, and financial distress.”> Unmet needs in rare
diseases include the lack of psychological and social
support.”® Families with an SMA diagnosis state that there is
usually little awareness of the disease in the general popu-
lation, which may lead them to experience disbelief or so-
cially unrecognized grief.’’ Furthermore, the lack of
emotional support from health care professionals triggers

Communication
of the diagnosis

ORGANISM
New patient

SOCIAL
ENVIROMENT

PSYCHE

Integral 'I?rgatment.
follow-up decision-making
Figure 2 Facing a new patient with SMA. The center of the

triangle represents the biopsychosocial model, which considers the
3 main aspects of an individual: the organism itself, psyche, and
social environment. The organism refers to biological elements
such as age, gender, phenotype or genetics; the psyche refers to
mental and emotional health, beliefs, and expectations. Social
environment refers to relationships, social support, and socioeco-
nomic elements. The three factors of the biopsychosocial model
should be considered during the diagnostic process, which includes
communication of the diagnosis, integral follow-up, and treatment
decision making. Further explanation in the text. Based on Tizzano
et al, Serra-Juhe et al, and Gliedt et al.'>?!*°

negative experiences. Parents whose emotions were
addressed during the appointment stated more positive
experiences.””

The initial experiences of the parents with health pro-
fessionals produce a great impact on their coping with the
diagnosis. Different coping approaches have been defined,
including problem- and emotion-focused coping.”* The
former involves the management of the situation by
obtaining information, taking part in actions and decisions,
or investigating alternative therapies. Emotion-focused
coping involves the emotional response to the problem,
such as retaining hope, seeking social support, and focusing
on the child’s possibilities for a good outcome rather than
their disabilities. Both strategies have been observed in the
coping process of parents who have a newborn child with a
severe disability and a life-threatening disease.”’

The perception of stressful events is very much influ-
enced by personality, which is considered essential to cope
with an unexpected bad situation.”” An association between
personality and coping styles had been described previously,
with the neurotic trait having a positive correlation with
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; case management and palliative
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Figure 3  The processes to be covered by health professionals facing a new SMA patient. New patients may be detected by genetic
confirmation via newborn screening or because of clinical manifestations. Adequate communication of the diagnosis to the patient should be
performed according to age or family caregivers. Genetic counseling and integral follow-up protocols should also be provided. In the end, the
process merges into a shared assessment of treatment decision making and managing expectations, always considering the bio-psycho-social
integral approach (see Figure 2 for further explanation). Psychological support is always required.

avoidant coping policies and a negative correlation with a Most parents recall the diagnostic experience as negative
task-oriented approach.” Personality and coping strategies and felt that they could not take an active part during the
influence physical health.” Indeed, personality traits have a medical appointment. Usually, parents found that knowl-
cardinal role with regard to the intensity of the emotional edge was not empowering and felt frustration and help-
distress generated when facing the consequences and diffi- lessness at the moment of diagnosis. It is relevant to
culties arising during the evolution of the disease (Figure 4). facilitate accurate information during the communication of
PATIENT / FAMILY PROFESSIONAL HEALTHCARE
Denial
Dleeeinzan Fluid and transparent
communication
Decision

Skilled team
Expectation ﬁ

Emotional support

Sadness )
Promote opportunity

Acceptance recognition

o ) Y,

Efforts to minimize psychological

Patient and parents’ emotional coping
stress and help to improve personal
control.

abilities and cognitive capacities are
challenged.

Figure 4 Issues and concerns arising when communicating the SMA diagnosis. The left section compiles possible adaptive reactions
and attitudes of the patient and their family, organized according to the different stages of grief, which usually starts as denial and ends as
hope. However, depending on the personality of the patients/families, coping styles and strategies may vary for each case, with different
adaptive reactions (ie, starting with acceptance). To help patients/families face and resolve the different stages of grief, the health care
professionals responsible for the communication process may consider the alternative approaches outlined in the right-hand section.
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the diagnosis avoiding technical language because parents
find it difficult to assimilate. Frequently, parents do not
retain all the information given because the emotional
impact may affect their ability to process it*’ (adaptive re-
actions and attitudes are listed in Figure 4). Negative ex-
periences were strongly related to a lack of emotional
support and denial of the disease is usually the first reac-
tion.”> This becomes especially pertinent in the neonatal
screening context. Usually, there is null awareness during
pregnancy about this procedure and, in the immediate
postnatal scenario, the information about the disease being
screened is rather limited. Parents go home with a healthy
baby and a few weeks later they receive a call that implies
that something is not going well. The situation is com-
pounded by a cascade of doubts, anxiety, and expectations
that are not helpful to guarantee an adequate communication
process and decision making regarding possible therapies or
palliative care. Moreover, parents only have an extremely
short period of time available to make therapeutic decisions
when a neonate with SMA is genetically confirmed (see
Promoting family involvement in shared treatment decision-
making section).

The main relevant aspects faced by parents in SMA
diagnosis include the impact on the parent’s emotional
response, the necessity to do something for their child, and
the challenge of dealing with uncertainty.”’ Families
receiving a new genetic diagnosis are in a state of emotional
emergency and are confronted with a huge amount of in-
formation, which also generates many questions that remain
unanswered. Psychological support is necessary to switch
from the traditional management of grief to the actual sce-
nario promoting hope and opportunity (Figure 4).

Emotional distress decreased when parents could take
action, which is easier with a confirmed diagnosis. In this
sense, the availability of therapeutic options for SMA may
facilitate the coping process, reducing the parent’s
emotional distress. Interestingly, when informing a diag-
nosis, fewer negative experiences were observed in parents
who had undergone a longer diagnostic odyssey because
they might be more prepared to receive the definitive
confirmation”’ (Figure 1). Certainly, parents noticing their
child as severely ill reported more accommodative strategies
when receiving the diagnosis.”’

Next step: Disclosure of familial communication

Genetic information does not only involve the patient but also
their family members.*° Therefore, when an individual re-
ceives a diagnosis, it does not only affect that person but also
their relatives because they may be at risk of being hetero-
zygotes or developing the disease. First-degree relatives are
more frequently informed by the patient or their parents than
by other relatives; health care providers should highlight the
joint responsibility for communicating the conveyed infor-
mation to other relatives, addressing factors such as conse-
quences of disclosure or non-disclosure, what to disclose,

timing of the disclosure, and communication strategies, which
may include a letter to facilitate the familial disclosure of
relevant information.’® In SMA, familial communication al-
lows relatives to be aware of the risk of being heterozygote, as
well as to receive reproductive genetic counseling. Commu-
nicating the diagnosis to the family is not characterized as a
single event but rather as an ongoing process. The disclosure
of genetic information with relatives is complex, including
communication with the patient’s siblings.”"'

Usually, minors are less likely to be told about any ge-
netic disease occurring within their family.*® In the case of
the siblings of patients with SMA, they may also be at risk,
not only of being heterozygotes but also of developing the
disease depending on the patient’s characteristics. Not
communicating this information to siblings may lead to
misconceptions producing a negative impact on them. For
example, some patients may deduce they can develop the
disease when they are not at risk. The implementation of
screening programs (ie, preconception or newborn) may
increase the possibility of presymptomatic genetic testing in
underage patients.”””!

Promoting family involvement in shared
treatment decision making

The emergence of therapies poses opportunities and chal-
lenges when discussing possible treatment with the patient and
their family.”” Once the communication process is initiated,
the emergency situation impacts the patient and their parents,
particularly in the neonatal and infancy context. In the coping
process of bad news, the main issues that have been identified
include the construction of future images, perceptions of the
child’s limits and potentials, communication with health care
professionals, expectations from the health care system, and
the identification of possible actions, such as empowerment,
proactive follow-up, and therapies.”” However, because the
evolution of the disease is very fast because of the progressive
motor neuron loss, which in the severest forms, may occur
within days or weeks, parents are asked to make a rapid and
definitive decision regarding treatment. As a result, they are
under huge stress because the consequences of their decisions
at this point usually seem to be for life.*** An important issue
to discuss concerning treatment is that some might concern
long-lasting administration (in the case of SMN2 modifiers) or
might imply a permanent genetic modification (in the case of
gene therapy). In addition, there could also be limitations to
changing or receiving new treatments in the future.

During the decision-making process, different perspec-
tives should be considered, including patient, family, and
physicians’ points of view'>*"* (Figure 3). Family coun-
seling should cautiously include therapeutic options and
limited available clinical trial data, such as long-term ef-
fects, which should be discussed before treatment initiation.
The quality-of-life assessment can also vary significantly
among clinicians, parents, and patients, and this is also a
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matter that requires important discussion throughout the
process. Shared decision making to decide on care or
treatment is encouraged; however, non-directiveness by the
expert should be maintained in the process and palliative
care should also be discussed. The health care professional’s
awareness and experience of an available treatment that the
patient is likely to benefit from may influence the parent’s
decision.™

The development of effective SMA therapies will lead to
changes in the traditional genetic counseling approach in
SMA because early intervention is essential for better out-
comes.'? However, it is of paramount importance to manage
the family’s expectations because, in some cases, the in-
formation available is limited and consensus for relevant
outcomes is in the process of being developed. In any case,
it is crucial to achieve agreement on outcomes that are
relevant for the patient and their family. This should be
particularly considered in situations that the information
available at other hospitals or countries is different. Patients
may find inaccurate information or information aimed at
patients from other countries where medical care may be
different. Thus, informing about the limited data and the
importance of adhering to the standard of care, as well as
promoting confidence in multidisciplinary teams, may
facilitate the family’s treatment decision.

Furthermore, health care providers are facing a patient
that has never been treated before and the issues of therapy
and concomitant follow-up should contemplate the 3 main
aspects of a person described in the biopsychosocial model:
the organism itself, the psyche, and the social environment,
highlighting that patients place particular importance on the
emotional impact of the care experience (Figure 2). There
should be a statement to the patient and relatives that ther-
apy does not replace close multidisciplinary follow-up and
standard-of-care proactive measures but forms an essential
part of them. Indeed, a complex disease such as SMA re-
quires the implementation of integrated and multidisci-
plinary clinics instead of the traditional monographic
consultation. The specialists involved in the follow-up of
patients with SMA and their tasks are currently increasing as
patients live longer and improve their motor function,
whereas their phenotypes evolve into a novel mix of motor
function, respiratory, nutritional, and orthopedic features.'”
These new patients with SMA are growing and are ex-
pected to live beyond childhood, into adolescence and
adulthood, leading us to consider the transition of pediatric
patients to adult care (Figure 1). The transition process
during adolescence, as previously described in other pa-
thologies, should be gradual so the patient can develop skills
to adapt to a new care provision.*’

Communication of SMA heterozygous carrier
status: Impact on reproductive options

A new SMA diagnosis in a family increases the relatives’
risk of being heterozygotes and usually implies a cascade of

testing to determine their genetic status. On the other hand,
population SMA screening may be performed at different
levels: preconception, prenatal, or neonatal. As mentioned
before, prenatal and neonatal screenings have limitations
regarding prognosis because the age of onset cannot be
factored in. Generally, screening programs have a high
acceptance in the general population; the main reasons for
not participating include lack of awareness or a negative
family history of the disease, its perceived low incidence,
and also economic issues.”® To assess the clinical usefulness
of screening programs, including their impact on repro-
ductive choices, further studies are required.

The American College of Medical Genetics (ACMG)
considers that population-based genetic SMA screening is
reasonable because of the clinical severity, high heterozy-
gous carrier frequency, known specificity and sensitivity of
a single test, and the ability to offer prenatal diagnosis
along with genetic counseling. ACMG also considers the
clinical usefulness of genetic screening when the test
results make it possible to implement an effective treat-
ment. For these reasons, both the ACMG and the American
College of Obstetricians and Gynecologists advocate SMA
screening for couples considering pregnancy or that are
pregnant.”’

Some countries perform SMA preconception screening
in the general population.'”*® Population-based screening
for an SMNI deletion is essential to offer reproductive ge-
netic counseling and determine the SMA risk in the
offspring. However, for comprehensive communication,
residual risks should be discussed with the couple during
genetic counseling sessions. The most common molecular
defect in the SMNI gene is the absence of exons 7 and 8.
Quantitative testing reduces the risk of being a heterozygote;
however, it can return a false-negative result as around 2-5%
of carrier individuals harbor 2 copies of SMN/ in the same
allele and, in consequence, no copies in the other allele (2/
0). Additionally, some patients have pathogenic variants that
are not detected via quantitative methods.*® Furthermore, de
novo pathogenic variants and germline mosaicism should
also be considered, as previously reported.*”-""

Facing these new therapeutic scenarios, SMA population
screening programs will facilitate the identification of het-
erozygotes at increased risk of having affected
offspring.'”*® The preconceptional context is probably the
most favorable moment to make these decisions; however,
preconception and newborn screening programs may be
considered complementary by some health systems.”'” In
this context, the implementation of these programs offers
great opportunities yet poses several challenges that need to
be explored. For example, once an SMA heterozygous
carrier status has been confirmed in a given couple, the new
treatment scenario may influence reproductive decisions
based on the possibility of applying early interventions in a
newborn for a better outcome and prognosis.ZI In utero
therapy of the disease is beginning to be a potential research

area for cases predicted to be severe, such as type 0 and
23,53

type 1.
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Perspectives and conclusions

Recent advances in SMA therapy and the detection of pre-
symptomatic patients are changing the trajectories of the
disease but entail a communication challenge for new SMA
diagnoses. They also highlight the relevance of adequate
communication in these situations, especially because of the
need to make urgent decisions concerning the therapeutic
options of the patient. Besides the prenatal and newborn
screening settings, an adequate strategy for communication
of the diagnosis should also be considered in symptomatic
cases developed after a false-negative newborn screening, as
well as in historical patients with SMA with an increased
interest in receiving new therapies (Figure 1). All of these
scenarios stress the necessity to guide professionals to
perform as a team in order to have a satisfactory commu-
nication process for patients with SMA and their families.
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