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Challenges Faced By Families of SMA Patients
SMA Hastalarinin Ailelerinin Karsilastigi Zorluklar

ABSTRACT

SMA, a genetic neuromuscular disease that affects the control of muscle movement and results in
severe motor disorders, is among the rare diseases. Due to the low prevalence of rare diseases and
serious problems with correct diagnosis, there may be delays in diagnosis. When the studies on SMA
are examined, it is known that the issues related to diagnosis are mostly emphasised, but a limited
number of studies have been conducted on the current issues of patients with SMA or their caregivers.
In addition to studies on treatment, it would be useful to consider the patient and his/her environment
together in studies on the quality of life of patients and caregivers. Examining the concept of quality
of life in SMA disease will form the basis for studies on quality of life, and at the same time, the
continuity of studies on the subject will be ensured. In this sense, current issues the treatment of
patients diagnosed with SMA was addressed in this study. The fact that these patients experience
significant deficiencies such as respiratory impairment, malnutrition and skeletal deformity causes
them to face difficulties in meeting their basic needs, especially in nutrition and toileting. These
problems reduce the quality of life of patients and their relatives. Therefore, early diagnosis and
providing medical, psychological, and social support to patients and their relatives will be effective in
their quality of life. In this review, recommendations were made to address the current issues of SMA
patients and their relatives.

Keywords: Genetic neuromuscular disease, spinal muscular atrophy, types of spinal muscular atrophy,
treatment

0z

Kas hareketinin kontrolinU etkileyen ve ciddi motor bozukluklarla sonuglanan genetik bir
noromuskiler hastalik olan SMA, nadir gorilen hastaliklar arasinda yer aliyor. Nadir hastaliklarin
gorilme sikliginin distik olmasi ve dogru tanida ciddi sorunlar yasanmasi nedeniyle tanida gecikmeler
yasanabilmektedir. SMA ile ilgili yapilan calismalar incelendiginde ¢cogunlukla taniya iliskin konularin
vurgulandigl ancak SMA hastasi veya bakim verenlerin giincel sorunlarina yonelik sinirli sayida
calismanin yapildigi bilinmektedir. Tedaviye yonelik yapilan ¢alismalarin yaninda hastalarin ve bakim
verenlerin yasam kalitesine yonelik calismalarda hasta ve cevresinin birlikte ele alinmasinin yararli
olacaktir. SMA hastaliginda yasam kalitesi kavraminin ele alinarak incelenmesi, yasam kalitesi ile ilgili
calismalara temel olusturacak, ayni zamanda konu ile ilgili calismalarin strekliligi saglanacaktir. Bu
anlamda bu calismada SMA tanisi alan hastalarin tedavisindeki giincel konulara deginilmistir. Bu
hastalarin solunum yetmezligi, yetersiz beslenme ve iskelet deformitesi gibi 6nemli eksiklikler
yasamasl, beslenme ve tuvalet basta olmak Uzere temel ihtiyaglarinin karsilanmasinda zorluk
yasamalarina neden olmaktadir. Bu sorunlar hasta ve yakinlarinin yasam kalitesini distirmektedir. Bu
nedenle erken teshis ve hasta ve yakinlarina tibbi, psikolojik ve sosyal destek saglanmasi yasam
kaliteleri Gzerinde etkili olacaktir. Bu derlemede, SMA hastalarinin ve yakinlarinin giincel sorunlarina
yonelik énerilerde bulunulmustur.

Anahtar Kelimeler: Genetik néromuskuler hastalik, spinal muskiler atrofi, spinal muskuler atrofi
cesitleri, tedavi
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Introduction

SMA, a genetic neuromuscular disease that affects the
control of muscle movement and results in severe motor
disorders, is among the rare diseases. Due to the low
prevalence of rare diseases and serious problems with the
correct diagnosis, there may be delays in their diagnosis.
Most of the such diseases either have no treatment or no
effective treatment can be applied. For this reason, the
quality of life in individuals trying to live with this disease
may be at a low level (Pefia-Longobardo et al., 2020; Parker,
2007; Oudgenoeg-Paz & Riviere, 2014).

The first clinical description was made by Dr Guido Werdnig
in 1891, after which the broad clinical spectrum of SMA was
recognised with varying degrees of detailed clinical and
anatomical description. Since the first diagnosis of SMA,
great progress has been made in understanding its
pathophysiology. The identification of the molecular basis of
SMA in 1995 and the establishment of animal models are
considered as an important step (Oskoui et al, 2017).

When the studies on SMA are examined, it is seen that the
issues related to treatment (Barkats, 2020; Eisenkolbl, 2021;
Glowinski & Blazejewski, 2020; Kim et al., 2020; Mercuri et
al., 2020; Nizzardovd., 2015) and diagnosis (Canary et al.,
208; Lin et al., 2015) are mostly emphasised. However, it is
found that there is limited study on the quality of life of
patients with SMA or their caregivers (Lloyd et al., 2019;
Vaidya & Boes, 2018; Vega et al., 2020; Pefia-Longobardo,
2020). SMA, one of the rare diseases, is an issue that should
be emphasised (Pefia-Longobardo et al., 2020). Quality of
life is important in the treatment of patients diagnosed with
SMA (Vega et al., 2020) and health-related quality of life
measurements should be followed regularly (Mercuri et al.,
2020). It is thought that it would be useful to expand the
studies on the quality of life of patients and caregivers and
to address the patient and his/her environment together in
addition to the studies on treatment. For this reason,
examining the concept of quality of life in SMA disease will
provide a basis for studies on quality of life and will also
contribute to the continuity of studies on the subject.

Spinal Muscular Atrophy

This condition results from the degeneration of specific
nerve cells known as "motor neurons" located in the spinal
cord and brain stem, which is the region of the brain linked
to the spinal cord. (Parker, 2007). The symptoms include
pronounced muscle weakness caused by the breakdown of
nerve cells in the front part of the spinal cord. The
progression of the disease varies significantly depending on
the individual. In this disease, proximal limb muscles are
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affected more than distal muscles and lower limb muscles
are affected more than upper muscles (Oudgenoeg-Paz &
Riviere, 2014). Loss of motor neurons leads to weakness and
shrinkage (atrophy) of muscles used for activities such as
crawling, walking, sitting, and controlling head movement.
In severe cases of SMA, the muscles used for breathing and
swallowing are also affected (Parker, 2007). This condition
can be caused by a microdeletion on chromosome 5g13, i.e.,
a genetic defect resulting from the deletion of part of the
gene sequence (Oudgenoeg-Paz & Riviere, 2014). The
genetic defect is on the long arm of chromosome 5, which is
why this disease is also called 5g-related SMA. Inheritance is
autosomal recessive (Eisenkolbl, 2021). In the normal
population, the carrier frequency is 1 in 35 to 40, which
means that approximately 1 in 6,000 to 10,000 newborns
are affected (Eisenkolbl, 2021).

Classification

SMA is classified according to the age of onset of symptoms,
which is based on the age of onset, developmental
milestones, and life span (Oudgenoeg-Paz & Riviere, 2014).
The later the age of onset, the slower the progression. The
earlier the age of onset, the higher the likelihood of bulbar
motor neuron involvement and respiratory adiposity in
addition to signs of anterior hom cell involvement. The types
vary depending on the age of onset (Marcus & Jacobson,
2012).

SMA is seen as a total of five types (O, I, II, lll and IV). Three
types of this disease are known to affect children before the
age of one year. Type 0 begins before birth and presents as
a very severe form of spinal muscular atrophy. The first sign
of type 0 is a decrease in fatal movement, which is noticed
between 30 and 36 weeks of gestation (Parker, 2007). The
infantile form, type |, is called "Werdnig-Hoffinan Disease".
Type | is a severe form of disease that is evident at birth or
in the first few months of life. In Type |, newborn babies
move very little after birth, have difficulty in swallowing and
breathing, and cannot sit without support (Marcus &
Jacobson, 2012; Parker, 2007). Although SMA Type | is the
most frequently diagnosed subtype, its overall prevalence is
the lowest due to its high mortality rate. Infants with SMA
Type | (also known as Werdnig-Hoffmann disease) typically
exhibit early symptoms of muscle weakness in the legs
rather than the arms within the first six months of life. These
infants are unable to roll over independently and never
achieve the ability to sit without support. They often
develop a chest with a bell shape due to weak intercostal
muscles and exhibit paradoxical breathing using the
diaphragm. Over the first year of life, bulbar weakness
progresses, leading to increased feeding difficulties as the
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lower cranial nerves become affected. These babies take
longer to feed. They are also at risk of aspiration pneumonia
and growth retardation. Cognition is normal. Infants with
the onset of symptoms in the first week of life are classified
as SMA Type | (sometimes referred to as SMA Type 0 when
symptoms begin before birth) and die soon after birth (in
less than 1 month) (Oskoui et al, 2017). Eisenkélbl (2021)
emphasised in his study that SMA | in the infantile form
usually leads to death within the first 24 months of life.

Type Il is referred to as a "moderate/retained form of spinal
muscular atrophy" and is observed at 18 months and before.
In Type IlI, the infant can sit without support but cannot
stand or walk without support (Marcus & Jacobson, 2012).
These children present to the hospital with proximal
weakness, hypotonia and areflexia affecting the legs rather
than the arms (Oskoui et al., 2017).

Type lll is defined as a juvenile form or "Kugelberg Welander
Disease" and is milder than Type O, | or Il (Marcus and
Jacobson, 2012; Parker, 2007). Type Ill is considered to start
after 18 months in some sources, usually between 5-15
years of age (Marcus & Jacobson, 2012), and in some
sources, it is accepted to occur between early childhood
(older than 1 year) and early adulthood (Parker, 2007). In
Type Ill, the child can sit and walk, but the need for support
emerges with advancing age. The child usually loses these
abilities later in life (Marcus & Jacobson, 2012; Oskoui et al,
2017).

Type IV is defined as "adult-onset spinal muscular atrophy"
and is seen in two forms as Type IV and Finkel type. Type IV
is a very rare form that starts in adulthood and usually
occurs after the age of 30 (Marcus & Jacobson, 2012; Parker,
2007). Symptoms of type IV are typically mild to moderate
and include muscle weakness, tremor, and twitching
(Parker, 2007). In 75% of patients, muscle twitching
(fasciculation) is associated with occasional muscle cramps
(Oskoui et al., 2017).

Spinal muscular atrophy types (0, I, I, Ill, and V) are
inherited through autosomal recessive patterns. Typically,
parents of individuals with autosomal recessive disorders
carry one altered gene copy each without displaying
symptoms. In contrast, Finkel-type spinal muscular atrophy
follows an autosomal dominant inheritance pattern, where
having one altered gene copy in each cell is enough to cause
the disorder (Parker, 2007). Pérez-Garcia et al. (2017) noted
the lack of longitudinal pathological data in SMA patients
and suggested further research to identify pathological
changes in all cell types and problems affected by SMA.
Further research is considered necessary to develop new
SMA therapies that will be successful (Pérez-Garcia et al.,
2017).

Newborn screening for SMA is of great interest because it
allows early diagnosis and treatment. The ideal time to
initiate treatment is before the first degeneration of motor
neurons. Thus, newborn screening can also help identify
non-symptomatic individuals (Mercuri et al, 2020).
Therefore, studies for SMA show the importance of starting
treatment as early and pre-symptomatic as possible and
including SMA in newborn screening. Newborn screening
ensures a pre-symptomatic treatment initiation and thus
the best possible therapeutic success (Eisenkolbl, 2021). Vill
et al. (2021) reported that genetic newborn screening
enabled the identification of newborns with infantile SMA
and rapid treatment specific to SMA. Cankaya (2010) also
emphasised that prenatal diagnosis is the most appropriate
approach for SMA. Early diagnosis of SMA contributes to
early supportive care and reduction in patient and carer
stress (Lin et al., 2015). Identifying infants before the period
of the greatest motor neuron loss enables early treatment
to begin. In addition, it is necessary to carry out studies that
will help each child affected by SMA to reach their strengths
and to inform families about the multidisciplinary care of
these children (Oskoui et al., 2017). In this process, it is
emphasised that there should be a short time interval
between the screening result and referral to a treatment
centre ready for treatment (Vill et al., 2021).

Difficulties experienced by patients with SMA and their
families

While SMA mainly impacts voluntary muscle strength, its
resulting complications are numerous. These include
impaired breathing, malnutrition, skeletal deformities, and
other issues. Minimizing these complications is crucial for
SMA patients. Effectively managing these complications
involves addressing medical, psychological, and social
aspects, making it a multifaceted endeavor. Identifying and
bringing together existing knowledge about quality care can
improve the quality of life of patients with SMA and their
families (Crawford, 2017).

The complexity of medical care requires the recognition that
not only the child with SMA but also the stakeholders
around the child with SMA are affected by this diagnosis.
These stakeholders can be expressed as parents, siblings,
other family members, therapists, teachers, doctors, nurses,
health centres and hospitals, and private and public funding
sources. Physicians should think about the therapies to be
applied to the individual with SMA primarily from the
perspective of their patients and take into account the
concerns of stakeholders because these stakeholders
indirectly affect patients (Crawford, 2017). When designing
and evaluating any strategy or intervention for patients with
SMA, the economic impact of new treatments in this field
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should also be considered (Pefia-Longobardo et al., 2020).
Specific policies are needed to support families who must
live with the disease, not only in terms of their deteriorating
quality of life but also because of the significant economic
burden that the disease brings (Marcellusi et al., 2019).
Pefia-Longobardo et al. (2020) emphasised the importance
of family support or non-medical assistance. Michalik (2014)
stated that there is also a need to focus on better support
for caregivers of a child with SMA because long-term care of
a child with a serious, incurable disease implies a significant
change in life situation, involving not only personal growth
but also social, partner, health, and economic aspects
(Michalik, 2014). SMA has non-health costs such as
hospitalisations, emergencies, medical tests, medications,
visits to general practitioners and specialists, transport of
medical supplies and healthcare, and social and informal
care (Pefia-Longobardo et al., 2020). Pefia-Longobardo et al.
(2020) included 86 children with SMA, of whom 26.7% were
Type | and 73.3% were Type Il or Ill in their study and found
that the average annual cost associated with SMA reached
€54,295 in England, €32,042 in France and €51,983 in
Germany. In the same study, direct non-health costs vary
between 79-86 per cent of total costs and informal care
costs are the main component of these costs. SMA,
therefore, has a high socioeconomic impact in terms of
health and social costs. It has also been observed that the
quality of life of affected children is extremely reduced.
When the hours of care were analysed, it was found that
informal carers in England provided an average of 12.5
hours of care per day, while people in France and Germany
provided 10.65 and 9.31 hours of care per day, respectively.
Although the intensity of caring was lower in France
(compared to England and Germany), the burden of caring
was found to be higher. Chambers et al. (2020) found that
the average total indirect healthcare costs for all types of
SMA were $63,145 per year and the families of children
diagnosed with SMA |l were the most affected families. It
was determined that three out of four caregivers (78%)
experienced economic problems due to their care duties.
Belter et al. (2021) found that those affected by a less severe
form of SMA and those with higher functional status had a
higher quality of life.

When assessing the disease burden, the impact of
conventional care on children with SMA is evaluated across
three dimensions: life expectancy, the pain and suffering
linked to the disease and its complications, and the ability to
work independently. These dimensions have distinct criteria
that do not overlap, but the latter two—pain and suffering
related to the disease and its complications, and the
capacity for independent work—are crucial factors
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determining quality of life. Many therapies, in themselves,
serve only one of these goals, because some therapies pit
one of these goals against the other and can improve one
while worsening the other. For example, mouth and throat
suctioning is an uncomfortable but life-prolonging
procedure. It is the caregiver’s responsibility to consider the
balance between burden and benefit for any intervention
and to reconsider frequently at each point. Since the criteria
for each of these three goals for standardised care are so
different, an objective assessment of the net balance is
often impossible. Given all dimensions of complexity, those
with individual experience, i.e., medical and family carers
and patients alike, can have very different views on the value
of any intervention (Crawford, 2017).

It is known that even typically developing children need full
support for care such as feeding and toileting. Therefore, it
is important to investigate the activities of daily living and
care burden in the first year of life in infants diagnosed with
SMA. For this purpose, conducting studies on how the need
for care and the level of independence change with
increasing age in typically developing infants may help to
determine the direction of research on children diagnosed
with SMA. This will be even more important considering the
fact that clinical trials and new treatments increasingly
target pre-symptomatic infants, and a detailed follow-up will
be required (Mercuri et al., 2020).

As a result of the study conducted by Fischer et al. (2021), it
was found that the agreement between parents who serve
as the primary caregivers of children with SMA and their
children regarding their perceptions of the disease is weak
and that parents perceive the severity of SMA more than
their children. In other words, parents think that SMA has a
greater impact on their children compared to their children.
Weaver et al. (2020) found that the quality of life of children
was higher than that of caregivers. When children’s
perceptions of their own illness are negative, there may be
a decrease in their quality of life scores. In line with the
strong relationship between children’s illness perceptions
and quality of life, it is emphasised that health professionals
should evaluate the child’s illness perceptions and change
them if necessary (Fischer et al., 2021).

Yao et al. (2021) found that exercise training and
multidisciplinary team management improved the quality of
life in SMA. In particular, children with type I and type Il SMA,
as well as caregivers, had a lower quality of life compared to
those with type Ill SMA. Strengthening the standard of care
in a multidisciplinary team was recommended to improve
the quality of life of SMA patients, and it was stated that
quality of life should be emphasised in clinical practice to
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improve understanding of the effects of SMA and to make
better treatment decisions. Glowinski & Blazejewski (2020)
found that the SPIDER device, which was developed as a
rehabilitation tool that controls changes in the centre of
gravity in patients with neurological disabilities including
SMA and can make continuous adjustments during any
patient’s movement, significantly improved movement,
balance and coordination ability, gait and mobility, and
reduced motor function and fall risk after rehabilitation. In
addition, exercise is also very important in patients with
SMA. However, it is recommended that personalised,
patient-specific interventions should be used to see the
benefits of exercise (Houdebine et al., 2019). Salem & Jaffee
Gropack (2010) applied aquatic therapy to a 3-year-old girl
with type Ill SMA twice a week with 45-minute sessions for
14 weeks. The intervention included water activities
designed to improve gross motor skills and age-appropriate
functional mobility. As a result of the study, improvement
was found in the child’s gait, walking speed, and step length.
In a study by Vega et al. (2020), it was found that the quality
of life of children with SMA with higher motor function was
higher.

Recommendations

In line with the results obtained from the studies, the
following can be suggested:

e Developing policies to support families socially and
economically,

e Carrying out studies for early diagnosis of SMA and
disseminating existing diagnostic methods

e Making evaluations according to the type of SMA the
child has while developing applications for quality of life,

e Involving the child’s stakeholders (parents, siblings, other
family members, therapists, teachers, doctors, nurses,
health centres and hospitals, and private and public
funding sources) in programmes designed to improve the
quality of life of children with SMA.

e Conducting more studies on current issues in children
and families diagnosed with SMA.
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Genisletilmis Ozet

Cocuklarda gorulen nadir hastaliklardan biri de spinal miskuler atrofidir. Bu hastaligin tedavisi glictlr. Tedavisi olsa bile yasam
kalitesinde veya yasam beklentisinde sorunlar yasanmaktadir. Spinal muskuler atrofi (SMA), motor néronlarin kaybina bagli
olarak kas zayifligi ve atrofi ile ortaya ¢cikmaktadir. Kas hareketinin kontrollni etkileyen, siddetli motor bozukluklarla sonuclanan
genetik néromdiskuler bir hastalik olan SMA nadir hastaliklar arasinda yer almaktadir. Nadir hastaliklarin prevalanslarinin distk
olmasl, dogru teshiste ciddi sorunlar yasanmasi nedeniyle tani ve teshiste gecikmeler yasanabilmektedir. ilk klinik tanimlama
1891'de Dr. Guido Werdnig tarafindan yapiimistir ve ardindan SMA'nin genis klinik spektrumu, cesitli derecelerde ayrintili klinik
ve anatomik tanimlamalarla taninmistir. SMA'nin ilk teshisinden bu yana, patofizyolojisinin anlasiimasinda biyuk ilerleme
kaydedilmistir. 1995'te SMA'nin molekller temelinin tanimlanmasi ve hayvan modellerinin olusturulmasi énemli bir adim olarak
kabul edilir.

SMA, omurilikte ve omurilige bagli beyin bolgesi olan beyin sapinda bulunan "motor néronlar" olarak bilinen belirli sinir
hicrelerinin dejenerasyonundan kaynaklanir. Semptomlar arasinda omuriligin dn kismindaki sinir hicrelerinin bozulmasindan
kaynaklanan belirgin kas glicstzIUgl yer alir. Hastaligin ilerlemesi bireye bagl olarak 6nemli olcide degisir. Bu hastalikta,
proksimal uzuv kaslari distal kaslardan daha fazla etkilenir ve alt uzuv kaslari Ust kaslardan daha fazla etkilenir. Motor noéronlarin
kaybi, emekleme, ylrlime, oturma ve bas hareketini kontrol etme gibi aktiviteler igin kullanilan kaslarin zayifligina ve
kiculmesine yol acar. Siddetli SMA vakalarinda, nefes alma ve yutma icin kullanilan kaslar da etkilenir Bu durum kromozom
5qg13'teki bir mikrodelesyondan, yani gen dizisinin bir kisminin silinmesinden kaynaklanan genetik bir kusurdan kaynaklanabilir.
Genetik kusur kromozom 5'in uzun kolundadir, bu nedenle bu hastaliga 5q ile iliskili SMA da denir. Kalitim otozomal resesiftir.
Normal popilasyonda taslyici sikhigl 35 ila 40'ta 1'dir, bu da yaklasik 6.000 ila 10.000 yenidoganda 1'inin etkilendigi anlamina
gelir. SMA, semptomlarin baslama yasina gore siniflandirilmakta olup bu siniflandirma baslangic yasina, gelisimsel donim
noktalarina ve yasam silresine dayanmaktadir. SMA’nin temel olarak bes tipi bulunmaktadir: Tip O, Tip I, Tip I, Tip Il ve Tip IV.
Tip 0, dogumdan dnce baslamakta ve ¢ok siddetli bir spinal muskiler atrofi sekli olarak ortaya ¢ikmaktadir. Tip |, bozuklugun
dogumda veya yasamin ilk birkac ayinda belirgin olan ciddi bir seklidir. Tip I'de dogumdan sonra yeni dogan bebekler ¢cok az
hareket etmekte, yutma ve nefes almada glclik cekmekte, desteksiz oturamamaktadir. Tip Il, 18 ay ve Oncesinde
gorilmektedir. Bebek, Tip II'de desteksiz oturabilmekte ancak desteksiz ayakta duramamakta veya ylriyememektedir. Tip lll'de
cocuk oturabilmekte, yurtyebilmekte ancak ilerleyen yasla birlikte destek ihtiyaci ortaya cikmaktadir. Tip IV eriskin yasta
baslayan, genellikle 30 yasindan sonra ortaya ¢ikan ¢ok nadir bir formdur. SMA birincil olarak yalnizca bir islevi yani istemli kas
glcini etkilese de kas zayifhiginin asagi yonllu komplikasyonlari ¢cok fazladir. Bunlara solunum bozuklugu, yetersiz beslenme,
iskelet deformiteleri ve diger sorunlar dahildir. Tipik olarak gelisen ¢ocuklarin bile beslenme ve tuvalet gibi bakim i¢in tam
destege ihtiyac duydugu bilinmektedir. Bu nedenle, SMA teshisi konan bebeklerde yasamin ilk yilinda glinltik yagam aktiviteleri
ve bakim yukuni arastirmak ¢nemlidir. Bu amacla, tipik olarak gelisen bebeklerde bakim ihtiyacinin ve bagimsizlik dizeyinin
artan vyasla nasil degistigine dair calismalar ylrttmek, SMA teshisi konan cocuklarla ilgili arastirmanin yoninu belirlemeye
yardimci olabilir. Klinik denemelerin ve yeni tedavilerin giderek daha fazla semptom 6ncesi bebekleri hedef almasi ve ayrintili
bir takip gerekmesi gercegi goz dnlne alindiginda bu daha da dnemli olacaktir. Bu komplikasyonlari en aza indirmek SMA
hastalari icin ¢ok dnemlidir. Bu komplikasyonlari etkili bir sekilde yonetmek, tibbi, psikolojik ve sosyal yonleri ele almayi igerir
ve bu da onu ¢ok yonli bir caba haline getirir. Bu nedenle kaliteli bakim hakkinda mevcut bilgileri belirlemek ve bir araya
getirmek, SMA'li hastalarin ve ailelerinin yasam kalitesini iyilestirebilir. Tibbi bakimin karmasikligi, yalnizca SMA'li cocugun degil,
ayni zamanda SMA'll cocugun etrafindaki paydaslarin da bu tanidan etkilendiginin kabul edilmesini gerektirir. Bu paydaslar
ebeveynler, kardesler, diger aile Uyeleri, terapistler, 6gretmenler, doktorlar, hemsireler, saglik merkezleri ve hastaneler ve ozel
ve kamusal fon kaynaklari olarak ifade edilebilir. Doktorlar, SMA'll bireye uygulanacak terapileri dncelikle hastalarinin bakis
acisindan distinmeli ve paydaslarin endiselerini dikkate almalidir. SMA'nin hastaneye yatislar, acil durumlar, tibbi testler, ilaglar,
pratisyen hekim ve uzman ziyaretleri, tibbi malzeme ve saglik hizmetlerinin tasinmasi, sosyal ve gayri resmi bakim gibi saglk disi
maliyetleri vardir.Sadece yasam kalitelerinin bozulmasi acgisindan degil, ayni zamanda hastaligin getirdigi onemli ekonomik yik
nedeniyle de hastalikla yasamak zorunda kalan aileleri desteklemek igin 6zel politikalara ihtiyag vardir.

Sonuglar dogrultusunda; aileleri sosyal ve ekonomik olarak desteklemek icin politikalar gelistiriimesi, SMA’nin erken tanisi igin
calismalar yapilmasi ve mevcut tani yontemlerinin yayginlastirilmasi, yasam kalitesine yonelik uygulamalar gelistirilirken
gocugun sahip oldugu SMA tipine gore degerlendirmeler yapilmasi, SMA’lI cocuklarin yasam kaliteleri gelistirmek Uzere
hazirlanan programlara cocugun paydaslarin da (ebeveynler, kardesler, diger aile tyeleri, terapistler, 6gretmenler, doktorlar,
hemsireler, saglik merkezleri ve hastaneler, 6zel ve kamu finansman kaynaklari) dahil edilmesi ve SMA tanisi alan cocuklar ve
ailelerde yasam kalitesi ile ilgili daha fazla ¢alisma yapilmasi dnerilmektedir.
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