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Despite steady advancements in the past years, gaps 
in Spinal Muscular Atrophy (SMA) care persist across 
the bloc.

SMA is a rare genetic neuromuscular disease that af-
fects the central nervous system, peripheral nervous 
system, and voluntary muscle movement.

Standards of care are now available to manage symp-
toms and help people enjoy an optimum quality of life, 
but access to treatment is not the same across Europe.

In this series of articles, EURACTIV digs into policy 
options to ensure patients the chance to live with this 
rare disease.



Contents
Access to SMA standards of care remains 

an open issue in Europe

MEP: Raising awareness on SMA without fighting for 
inclusion leads to isolation

Rare Diseases in the EU: Learning from 
Spinal Muscular Atrophy

Access to treatment for SMA 
around Europe

Newborn screening access is vital but differs from one 
European country to another

Newborn screening for SMA in Europe: closing the gap 
between diagnosis and treatment

Newborn screening programmes key 
to improve lives of SMA patients

4

6

8

10

12

14

16



EVENT  REPORT |LIFE WITH SMA: CHALLENGES AND SOLUTIONS |  EURACTIV 4

For people living with spinal 
muscular atrophy (SMA), 
access to suitable and effective 

treatment often depends on which 
EU country they live in. Stakeholders 
are now calling for equal access to 
standards of care across the bloc.

Spinal Muscular Atrophy (SMA) is 
a rare genetic neuromuscular disease 
that affects the central nervous 
system, peripheral nervous system, 
and voluntary muscle movement.

It is typically diagnosed in children 
and causes muscles to weaken and 
deteriorate. This can impact essential 
developmental milestones, as well as 
everyday activities such as walking 

and eating.

SMA affects approximately one 
in 10,000 live births globally, with an 
estimated incidence in Europe ranging 
from one in 4,000–16,000.

While there is no cure, treatment 
and support can manage symptoms 
and help people enjoy an optimum 
quality of life.

However, even SMA treatments 
approved at the regulatory level 
might be not reimbursed in certain EU 
countries, resulting in long delays for 
patients before gaining access to these 
standards of care.

This creates a substantial disparity 
as the availability of innovative 
treatments alone is not enough to 
improve access to SMA care since 
different standards of care also 
require viable access pathways in each 
member state.

Patients in the EU can access health 
treatments not available in their 
home system, as per a cross-border 
healthcare directive.

Tomislav Sokol, a Croatian 
Christian-democrat MEP, explained 
at a recent event, “If you cannot 
get adequate treatment for certain 
diseases, especially rare diseases in 
your country, you’re entitled to get 

For people living with spinal muscular atrophy (SMA) access to treatment and its quality 
might vary depending on the EU country they are from. [Chinnapong/SHUTTERSTOCK]

Access to SMA standards of care 
remains an open issue in Europe 
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this treatment in other member 
states to be covered by your own 
health insurance,” adding that many 
patients are not aware that such a 
document exists.

Sokol continues to explain that 
patients are required to pay for the 
treatment upfront “and then ask for 
reimbursement afterwards from their 
home system, which is a big problem.”

He added that “especially rare 
diseases are one of these areas where 
the member states cannot resolve 
problems y themselves, and they need 
help at the European level.”

“We need common European 
action and policies to resolve these 
problems,” Sokol said.

EARLY DETECTION IS 
CRUCIAL

Speaking at the same event, 
Maggie Walter, a neurology professor 
at Ludwig-Maximilians University in 
Munich, explained that the patient 
loses motor skills throughout life, 
regardless of their age or the type of 
SMA they have. “Therefore, treatment 
at any stage is crucial, and early 
treatment is the key,” she said.

According to David Nestor, head 
of neuromuscular diseases at the 
biotech company Biogen highlighted 
that before standards of care were 
available, “diagnosis of SMA meant 
either early death or a lifetime of 
progressive disability.

Nowadays, thanks to these 
available standards of care, “infants 
born with SMA have a chance to do 
some of the normal things that a lot of 
us take for granted,  to walk, to run, to 
play, to be able to go to school, to have 
independence,” he said.

“It has been a phenomenal 

achievement. But it doesn’t stop 
here,” he warned.

Other mentioned proposals 
include a second opinion from 
foreign experts for the best treatment, 
simplifying the reimbursement 
procedures and improving the health 
infrastructure in the member states 
using the EU funding.

PROGRESS NEEDS TO BE 
MADE

To better understand the policy 
and access environment in Europe for 
people living with this rare disease, 
the umbrella organisation of patient 
and research organisations, SMA 
Europe, has developed the white 
paper ‘Assessing the policy and 
access environment across European 
countries for SMA patients’ and the 
accompanying ‘SMA Policy & Access 
Tracker’.

Both documents, developed 
with Biogen and in collaboration 
with Charles River Associates, 
offer a comparative assessment 
of access to SMA care and policy 
across 23 European countries. The 
documents also put forward policy 
recommendations to improve access 
to care for people living with SMA in 
the region.

Presenting the findings, president 
of SMA Europe Nicole Gusset said that 
study results on five different policy 
areas surrounding SMA standard care 
give a “frighteningly heterogeneous 
picture across Europe.”

The policy areas looked at 
covered policy, healthcare system 
preparedness, diagnosis, access 
pathways and access to treatment and 
care.

Biogen’s Nestor added that the 
tracker illustrates that the complexity 

of SMA patient management 
continues to present many challenges 
in many European countries.

Many adult patients still face 
significant barriers to receiving 
standards of care. Some also have 
to rely on individual funding 
decisions, leading to limited delay 
and inconsistent access to innovative 
therapies.

The barriers, though, are not the 
same in each country. As Gusset said, 
differences across the bloc regarding 
access to treatments “caused and 
still causes enormous distress in our 
community”.

However, it is not only about 
access to standards of care.

“Patients require support from 
a multidisciplinary care team to 
manage a range of complications 
which can result from the disease,” 
Biogen’s Nestor said.

Optimal care includes many 
different disciplines such as genetic 
diagnosis and counselling, regular 
physical therapy and rehabilitation, 
and orthopaedic care.

Another missing stone – legal 
requirements to ensure the usage 
of innovative medicines, also has 
drawbacks that SMA patients feel.

Gusset said that “there is a link 
missing between the requirements 
we have from clinical trial designs 
and approval to access.”

Access provisions available to 
support fast patient access to SMA 
standard of care are also needed. 
Additionally, reimbursement 
pathways should consider the 
specifics of rare disease products to 
capture the value they deliver to rare 
disease patients and their carers.

https://smatracker.eu/
https://smatracker.eu/
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Social rights and better inclusion 
in society are the areas where 
people living with Spinal 

Muscular Atrophy (SMA) need more 
improvements, Greek EU lawmaker 
Stelios Kympouropoulos told 
EURACTIV.

Spinal Muscular Atrophy (SMA) is 
a rare genetic neuromuscular disease 
that affects the central nervous 
system, peripheral nervous system, 
and voluntary muscle movement.

Although access to treatment is 
essential, barriers that SMA patients 
face living in their communities 
remain their main challenge.

“Having good health is important 
but if someone is being excluded 
from society, that person’s living 
conditions would be terrible,” the 
Christian Democrat lawmaker said in 
an interview.

One of his political goals, 

Kympouropoulos added, is to secure 
and embrace the right of independent 
living for all European citizens.

“Most SMA patients live with 
permanent and severe physical 
impairments, which means that apart 
from the treatment for SMA, we also 
need a network of services, like every 
physically impaired person,” he said.

On a European level, the EU’s 
Strategy for the rights of persons 

Stelios Kympouropoulos at EP Plenary session. [EP/Fred MARVAUX]

MEP: Raising awareness  
on SMA without fighting for  
inclusion leads to isolation
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with disabilities 2021-2030, adopted 
in March, sets the foundations 
for the implementation of the UN 
Convention on the Rights of Persons 
with Disabilities.

According to Kympouropoulos, 
the strategy will lead to improvements 
in social rights areas.

Recognising that people with 
disabilities have a higher risk of 
poverty and social exclusion, the 
strategy aims to ensure that all 
persons with disabilities have equal 
opportunities and equal access to 
participate in society.

In particular, people with 
disabilities should be able to decide 
where, how and with whom they 
live and no longer experience 
discrimination.

TREATMENT AT AN EARLY 
AGE IS KEY

SMA is typically diagnosed in 
children and causes muscles to 
weaken and deteriorate. This can 
impact essential developmental 
milestones, as well as everyday 
activities such as walking and eating.

“The fact that SMA affects 
newborns, and all three treatments 
have a higher efficacy the sooner 
they are administered, or even pre-
symptomatically, makes the need 
for newborn screening urgent,” 
Kympouropoulos said.

While there is no cure, treatment 
and support can manage symptoms 
and help people enjoy an optimum 
quality of life.

The lawmaker said that the EU 
offers mechanisms to the member 
states in order to harmonise their 

health care systems and exchange 
good practices.

“Each member state can adopt the 
newborn screening for SMA and make 
the best of the available treatments,” 
he added.

DISPARITIES ACROSS THE 
BLOC

For Kympouropoulos, there are 
plenty of dissimilarities across the 
EU concerning the lives of disabled 
persons. “Thus I believe that each 
member state focuses on the most 
problematic areas,” he said.

“For example, a few days ago, 
the Greek parliament voted for the 
right of disabled people to personal 
assistance, a law that will have a huge 
positive impact on the lives of SMA 
patients as well,” he said.

He added that Germany is leading 
the way in the areas of healthcare 
system preparedness, diagnosis, 
access pathways, access to treatment 
and care, as well as in participation 
of patients’ organisations in the 
policymaking.

The German leadership was 
highlighted in an evidence-based 
study in 23 European countries 
that have conducted a comparative 
assessment of the policy and access 
landscape for SMA patients.

Kympouropoulos emphasised 
the importance of awareness about 
disabled persons in general. “Where 
SMA patients are included in their 
societies, people are also aware of 
SMA as a medical condition, because 
they deal with SMA patients in their 
daily routine,” he said.

“I strongly believe that raising 

awareness for a medical issue without 
fighting for inclusion would lead to 
higher omission,” Kympouropoulos 
concluded.

https://ec.europa.eu/social/main.jsp?catId=738&langId=en&pubId=8376&furtherPubs=yes
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The characters shown are real patients and the required consent to use their stories has been 
obtained from the patients and families. Photographs are for illustrative purposed only [Biogen]

There are 6,000 rare diseases 
identified to date and an 
estimated 30 million people 

living with a rare disease in Europe 
alone. Furthermore, there is no 
approved treatment for 95 percent 
of rare diseases. These staggering 
numbers demonstrate the urgent 
need to develop new therapies to 
address unmet medical needs, as well 
as the importance of ensuring that 
patients can access new therapies and 
receive optimal, timely care across 

Europe.

David Nestor is Biogen’s Head of 
Neuromuscular Diseases in Europe, 
Canada and Partner Markets.

Among these 6,000 rare diseases 
is Spinal Muscular Atrophy (SMA). 
SMA is a neuromuscular disease 
that robs people of physical strength 
by affecting the motor nerve cells 
in the spinal cord., It can take away 
their ability to perform the basic 

functions of life, such as the ability 
to walk, eat, and breathe. Before any 
treatment was available, a diagnosis 
of SMA meant either an early death 
or a lifetime of progressive disability. 
Babies born with the most severe form 
of the disease were unlikely to reach 
their second birthdays. Thanks to the 
treatments that have progressively 
became available over the last 5 
years, SMA standard of care has been 
transformed. Infants born with the 
disease may now have a chance to 

Rare Diseases in the EU: Learning 
from Spinal Muscular Atrophy

P R O M O T E D  C O N T E N T

DISCLAIMER: All opinions in this column reflect the views of the author(s), not of EURACTIV Media network.
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walk, run, play, and go to school; the 
quality of life of adults living with 
SMA has also improved.

WHAT CAN WE LEARN 
FROM OUR EXPERIENCE 
WITH SMA?

First, medical innovation is 
essential to changing the lives of 
people living with a rare disease 
Advancements are intrinsically 
difficult in the field of rare diseases 
and require decades of committed 
scientific research. Most of the time, 
progress is gradual. As is the case with 
SMA, investments in rare diseases 
are still needed until a cure becomes 
available and all patient needs are met.

In this context, responsible 
investment should be supported by 
a conducive political and regulatory 
environment. The European 
orphan medicines legislation is a 
great example of how regulatory 
frameworks can drive innovation 
where it is needed the most and 
remains essential to manage the 
unpredictability of orphan medicinal 
product (OMP) development.

Secondly, innovation and access 
should go hand in hand so that 
advancements in science can reach 
the patients who need them. In the 
case of SMA, while more treatments 
are now available across most EU 
countries, getting to this point has 
taken a considerable amount of time. 
Today, many patients, especially adults 
living with SMA, still face significant 
barriers in Europe. Such delays are the 
result of multiple and complex factors, 
which cannot be addressed by the 
industry alone and require a stronger 
collaboration with governments and 

healthcare systems. The root cause of 
unavailability and delay to innovative 
medicines (EFPIA, June 2020).

Finally, rare diseases are complex 
to manage, and optimal care requires 
several other elements beyond 
treatment. As an example, patients 
with SMA require support from a 
multidisciplinary care team to manage 
the range of complications which 
can result from the disease. Optimal 
care includes genetic diagnoses and 
counselling, regular physical therapy 
and rehabilitation, orthopaedic 
care, growth and bone health care, 
nutritional support, and pulmonary 
care. Managing this complexity 
cannot be taken for granted.

In this context, we wanted to get a 
comprehensive view of the situation 
for SMA patients across Europe. We 
reviewed the key areas that are critical 
in ensuring that SMA patients can 
thrive, including political support to 
fight the disease, healthcare system 
preparedness, access to diagnosis 
and availability of treatments. The 
comparative assessment that we 
developed in collaboration with SMA 
Europe and with the support of Charles 
River Associates (also known as the 
SMA Policy & Access Tracker) analyses 
the situation in 23 different European 
countries across these different areas.

The research shines a light on 
existing gaps affecting people living 
with SMA in the EU and shows that the 
playing field is far from level. It also 
provides policy makers and healthcare 
stakeholders with a clear path 
leading to all European SMA patients 
benefitting from the best standard of 
care.

I look forward to a day where 
we will no longer speak in terms of 
challenges, but of opportunities for 
the whole SMA community.  I’m proud 
to say that, at Biogen, we’re strongly 
committed to making this happen.

EVENT  REPORT | LIFE WITH SMA: CHALLENGES AND SOLUTIONS |  EURACTIV 
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[Billion Photos]

Rare diseases are very serious 
conditions that affect around 
30 million people in the 

European Union. Spinal Muscular 
Atrophy (SMA) is a rare genetic, 
neuromuscular disease affecting 
approximately 1 in 3,900–16,000 live 
births in Europe. In general, as rare 
diseases affect a very small number of 
the population, the pharmaceutical 
industry in the past has been 
reluctant to invest in the research and 
development of medicinal products 
to treat them. For that reason, 
in 2000, the EU introduced new 

legislation that proposed incentives 
for developing orphan and other 
medicinal products for rare disorders.

Stelios Kympouropoulos is a Member 
of the European Parliament in the Group 
of the European People’s Party.

To date, the European Commission 
has already authorized 206 orphan 
medicines and has designated 
1841 products as orphan medicinal 
products. Those investing in these 
medicines benefit from incentives 
such as fee waivers for the regulatory 

procedures and a 10- year market 
exclusivity. They also benefit from 
protocol assistance, which should 
facilitate the development and 
authorization of innovative medicines 
beneficial to the patients.

Although there are three 
treatments available in Europe 
to support SMA patients, I am 
disappointed by the fact that many 
SMA patients are still unable to access 
the care they need. There are great 
disparities among member states. 
We need to harmonize the healthcare 

Access to treatment for SMA 
around Europe

S T A K E H O L D E R  O P I N I O N 

DISCLAIMER: All opinions in this column reflect the views of the author(s), not of EURACTIV Media network.

B y  S t e l i o s  K y m p o u r o p o u l o s
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system and exchange good practices.

Although there are promising 
ongoing EU policy files relevant to 
rare diseases, -including the European 
Health Data Space, the Pharmaceutical 
Strategy, the European Pillar for Social 
Rights, and the European long-term 
care initiative-, still there is the risk 
of following a tradition of working 
separately with no coordination. 
That tradition will not result to the 
desirable outcome.

In view of that, on December 
14th 2021, along with other MEP´s, I 
called for the European Commission 
to urgently introduce an Action 
Plan for Rare Diseases, to manage 
rare diseases in a more efficient and 
forward thinking way, in the ultimate 
benefit of the patients. It is essential 
to understand that even though rare 
disease patients represent a small 
percentage of the EU population 
their treatment is crucial for not only 
themselves and their families but for 
each Member State and the European 
Community as a whole.

Diagnosis and treatment of rare 
diseases such as SMA can result in 
a more socially inclusive European 
society and can secure equality, while 
eradicating any disparities among 
Member States. Additionally, it is 
important to raise awareness that SMA 
can be diagnosed at an early stage, 
even during pregnancy. Treatment 
at an early age is vital as all available 
treatments have a higher efficacy the 
sooner they are administered, or even 
pre-symptomatically. This is why I 
consider it crucial to make newborn 
screening available to all European 
citizens.

Although there is no permanent 
cure, treatment and support by young 
age can reduce symptoms and help 

people enjoy an optimum quality of 
life. They can avoid being hospitalized 
and that can result in their active 
inclusion in the society. In addition, 
early-stage treatment can help avoid 
institutionalization, providing a 
better quality of life for persons with 
rare diseases and allowing their full 
participation in the society. Personally, 
I believe that although access to 
treatment is essential, social rights 
and better inclusion in society are the 
areas where people living with SMA 
need more improvements.

SMA patients face great barriers. 
It is my political goal to secure and 
embrace the right of independent 
living for all European citizens. 
Everyone, with no exception, should 
be able to decide where, how and with 
whom he or she wants to live. Most 
SMA patients live with permanent and 
severe physical impairments, which 
means that apart from the treatment 
for SMA, they also need a network 
of services. This translates into extra 
cost of living that has no public 
coverage for many Member States. 
Not everyone is available to cover that 
cost and so there is a higher risk of his 
or her economic deficiency and social 
exclusion.

Consequently, on the European 
level, the EU’s Strategy for the rights 
of persons with disabilities 2021-
2030, which was adopted in March 
2021, will lead to improvements in the 
area of social rights, and will ensure 
that all persons with disabilities 
have equal opportunities and equal 
access to participate in the society. I 
am positive that the EU´s strategy for 
disabled persons will eliminate the 
inequalities among EU member states, 
as well as the inequalities among 
different social groups. Adopting the 
newborn screening for SMA, making 
treatments available, securing the 

right of disabled people to personal 
assistance are important steps towards 
that goal.

We need to follow the examples of 
those member states that are leading 
the way in the areas of healthcare 
system preparedness, diagnosis, access 
pathways, and access to treatment 
and care, as well as in participation 
of patients’ organizations in the 
policymaking. We need to collect 
disaggregated data on persons living 
with SMA to help identify and address 
the barriers faced in exercising their 
rights, by giving them the opportunity 
to get involved and exchange their 
personal view as much as possible. 
Medical data and best practices 
should be exchanged among states so 
that not only doctors and healthcare 
practitioners but also SMA patients 
can get all the information they need 
at any time.

Finally yet importantly, we must 
secure that not only SMA but also 
all rare disease patients are not 
disproportionately affected by stigma 
or discrimination, due to the lack of 
knowledge and expertise in the field or 
lack of awareness. We should prevent 
and combat prejudice, to foster their 
inclusion and create an environment 
respectful for their rights and dignity.

EVENT  REPORT | LIFE WITH SMA: CHALLENGES AND SOLUTIONS |  EURACTIV 
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An early diagnosis of a rare 
disorder can be a matter of 
survival for babies as starting 

a treatment at the right time can 
considerably transform the progress 
of the disease. But unequal access 
to screening at birth persists across 
Europe.

Screening newborns allows the 
detection of rare diseases right after 
birth, in order to start treatment as 
early as possible if needed. If the 

disease is discovered years later, it 
may be more difficult or even too late 
to treat the patient.

“Newborn screening enables us 
to avoid the diagnostic odyssey, the 
delays of diagnosis after the apparition 
of irreversible clinical manifestations, 
the misdiagnosed and the inadequate 
treatments”, Yann Le Cam, chief 
executive officer of the European 
Organisation for Rare Diseases 
(EURORDIS), told EURACTIV.

With 30 million Europeans 
living with one rare disease or other, 
screening remains the best way 
to detect these diseases as soon as 
possible and offer treatment to the 
patient.

“When one of these new medicines 
is targeted for a disease which appears 
in newborns, infants or children, 
and has the potential to prevent 
the apparition of the first clinical 

Screening newborns allows the detection of rare diseases right 
after birth, in order to start treatment as early as possible if needed. 

[SHUTTERSTOCK/PEAKSTOCK]

Newborn screening access 
is vital but differs from one 

European country to another
B y  C l a r a  B a u e r - B a b e f  |  E U R A C T I V. c o m
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manifestations, the symptoms and its 
first impairments, newborn screening 
becomes vital,” Le Cam explained.

An international neonatal 
screening day was launched in 2021 
and will be held every year on 28 
June to promote the importance of 
screening programmes for newborns.

However, access to screening, 
and more particularly to newborn 
screening, strongly varies from one 
country to another in Europe.

‘HUGE’ INEQUALITIES

For Le Cam, inequalities across 
Europe are “huge” while access to 
screening should be “immediate in all 
countries” to prevent newborns with 
a rare disease from a “life of physical, 
psychological and social suffering”.

A recent study conducted and 
published in 2021 by EURORDIS found 
a variation ranging from two diseases 
being screened in some countries to 
50 diseases in others.

One of the rare diseases that could 
be detected at birth is spinal muscular 
atrophy (SMA). In Norway, Germany, 
and the Netherlands, this genetic 
condition is systematically screened 
in newborns.

“The most advanced countries 
today are Italy and the Netherlands, 
which are screening over 40 diseases 
and are planning to scale up. Slovenia 
is also planning to reach over 40 
diseases in 2022,” Le Cam said.

On the other hand, countries 
screening only a few diseases are 
progressively increasing, like Czechia 
or Sweden, while others are revisiting 
their strategies, such as Germany and 
France, with the latter screening only 
six diseases.

Many countries are launching 
pilot projects but neo-natal screening 
remains expensive and time-
consuming.

To encourage member states to 
set up national newborn screening 
programmes in maternities and 
hospitals, Eurordisis published a list 
of recommendations in February 
2021.

“The cost-effectiveness of newborn 
screening should be calculated and 
set against the costs of the diagnostic 
odyssey and costs to the health and 
social systems in the absence of an 
accurate diagnosis,” the report said.

CALL TO ACTION

In April 2020, 30 EU lawmakers 
signed the “Call to Action – 
Newborn Screening for Rare 
Diseases” addressed to the European 
Commission, together with the 
International Patient Organisation for 
Primary Immunodeficiencies (IPOPI), 
the International Society for Neonatal 
Screening (ISNS), and the European 
Society for Immunodeficiencies 
(ESID).

“The EU’s added value in the field 
of rare diseases is well known. From 
the European Reference Networks 
(ERNs) to the EU research funding 
programmes, positive strides 
have been taken on health-related 
matters”, their statement said.

The ERNs is an EU-wide 
cooperation project that helps share 
knowledge and expertise in the 
bloc. A report on rare paediatric 
neurological diseases published in 
February said that ERNs are “a major 
step in the right direction” but added 
that “aspects of their work still need 
improvement.”

On 1 January 2022, 620 new 
members joined the Network, 
“increasing both the geographical 
scope and the diseases covered to now 
more than 1,400 specialised centres 
across all member states”, Health 
Commissioner Stella Kyriakides told a  
ministerial conference organised by 
the French EU Council presidency at 
the end of February.

The MEPs and the NGOs wrote in 
their 2020 call that “extrapolating 
best practices from the member 
states has also played a crucial role 
and it is undoubtedly clear that this 
extrapolation has improved the lives 
of rare disease patients”,

But for them, “it is evident, 
however, that the EU cooperation on 
Newborn Screening for Rare Diseases 
(NBS for RD) is still an underdeveloped 
area.”

The proponents of the call urged 
the Commission to help member 
states in preparing their national 
healthcare systems for implementing 
NBS for specific rare conditions.

Signatories also called for the 
creation of an EU-wide platform on 
newborn screening for rare diseases 
to make it easier to share data on rare 
diseases between countries,

Yann Le Cam said for his part that 
the Commission should “go faster” by 
including a “joint action on newborn 
screening in its EU4Health 2023 work 
programme”.

In reply to a parliamentary 
question on the matter, Commissioner 
Kyriakides said specific actions 
related to newborn screening may be 
addressed by the annual EU4Health 
work programmes and be adopted by 
means of implementing acts.

http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf
http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf
https://ipopi.org/wp-content/uploads/2020/04/Call-to-Action-Newborn-Screening-for-Rare-Diseases-2020_April.pdf
https://ipopi.org/wp-content/uploads/2020/04/Call-to-Action-Newborn-Screening-for-Rare-Diseases-2020_April.pdf
https://ipopi.org/wp-content/uploads/2020/04/Call-to-Action-Newborn-Screening-for-Rare-Diseases-2020_April.pdf
https://impact.economist.com/perspectives/healthcare/rare-paediatric-neurological-diseases-focus-europe
https://presidence-francaise.consilium.europa.eu/en/news/press-release-ministerial-conference-on-innovation-and-care-pathways-for-a-european-policy-on-rare-diseases/
https://presidence-francaise.consilium.europa.eu/en/news/press-release-ministerial-conference-on-innovation-and-care-pathways-for-a-european-policy-on-rare-diseases/
https://www.europarl.europa.eu/doceo/document/E-9-2021-001579-ASW_EN.html
https://www.europarl.europa.eu/doceo/document/E-9-2021-001579-ASW_EN.html
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Matilda lives with SMA. Newborn screening is important for early diagnosis and treatment 
[Biogen]

Spinal muscular atrophy (SMA) is 
a rare, progressive, neuromuscular 
disease which affects one in 11,000 
births1. It is the most common 
neurodegenerative disease in 
childhood2. Before any treatment 
was available, a diagnosis of SMA 
meant either early death or a lifetime 
of progressive disability. There are 

now a number of disease modifying 
treatment options for SMA approved 
in Europe, with more treatments 
under development.

Alessandro Tempra is the Head of 
Public Policy & Government Affairs, 
Europe, Canada and Partner Markets, 
Biogen.

Because symptoms may not be 
easily detectable at birth and some 
babies can be asymptomatic for a 
period of time, diagnosis can be 
delayed. When this is the case, SMA 
leads to an irreversible loss of motor 
neurons; this regression begins early 
in the perinatal period, with severe 

Newborn screening for SMA in 
Europe: closing the gap between 

diagnosis and treatment

S T A K E H O L D E R  O P I N I O N 
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denervation in the first 3 months of 
life and loss of more than 90% of 
motor units within 6 months of age.3

Consequently, early diagnosis 
and urgent initiation of treatment 
are vital. Newborn screening (NBS), 
which allows infants to be screened 
at birth for a list of disorders that are 
treatable, but difficult or impossible 
to detect clinically, could allow the 
identification of patients before the 
first symptoms emerge and thus 
maximize treatment outcomes for 
SMA patients.

Despite considerable delays, 
newborn screening programs 
have now been initiated in various 
European countries allowing early 
detection of SMA. We estimate that 
in 2021, around 1/3 of the four million 
babies born within the European 
Union were tested for SMA at birth 
and this number is likely to continue 
growing as governments expand NBS 
and pilots launched by companies like 

Biogen becomes routine.4

However, newborn screening 
alone is not sufficient. Treatments 
should be offered to babies urgently 
after diagnosis so they can fully 
benefit from existing therapies. This 
is not currently the case everywhere 
in Europe, as diagnosed babies have 
often to wait several days or even 
weeks before accessing treatment, 
thus irreversibly losing fundamental 
neuromuscular functions.

For instance, for some of the babies 
diagnosed as part of an SMA screening 
pilot in Belgium recently, treatment 
initiation was delayed for several 
weeks, which may have impaired 
the most favourable outcome for 
these patients despite an early 
diagnosis.5With evidence showing 
that early administration of SMA 
therapies is more effective,6 every 
SMA diagnosis should be translated 
into an emergency to treat.

Biogen continues to work with 
authorities across Europe to expand 
newborn screening to rare diseases 
for which treatment is available 
and where early pre-symptomatic 
treatment can make a difference for 
patients, such as for SMA. We support 
the adoption of a common newborn 
screening framework at the European 
level, starting from disease selection 
criteria and mechanisms, with the aim 
to overcome existing inequalities in 
terms of newborn screening coverage 
across Member States.

But the opportunity offered by early 
diagnosis should not be wasted. “Time 
is motor neuron”, as some experts well 
described.7 Once diagnosed, all pre-
symptomatic SMA babies should get 
on an emergency treatment as soon as 
possible, regardless of where they live 
or their choice of therapy. 8
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Further reading

1 Children’s national, Pediatric Spinal Muscular Atrophy 
2 Sugarman EA, et al. Pan-ethnic carrier screening and prenatal diagnosis for spinal muscular atrophy: Clinical 
laboratory analysis of >72,400 specimens. European Journal of Human Genetics: EJHG. 2012;20(1):27–32. 
3 Newborn blood spot screening test using multiplexed real-time PCR to simultaneously screen for spinal 
muscular atrophy and severe combined immunodeficiency. Taylor JL, Lee FK, Yazdanpanah GK, Starapoli JF, 
Liu M, Carulli JP, Sun C, Dobrowolsk SF, Hannon WH, Vogt RF. Clin Chem 2015 Feb; 61 (2): 412-9. Doi: 10.1373/
clinchem.2014.231019 
4 This is an estimation based on the current status of NBS across Europe as presented by the SMA Newborn 
Screening Alliance (for more information, please consult https://www.sma-screening-alliance.org/map/)
5 Boemer, F., Caberg, JH., Beckers, P. et al. Three years pilot of spinal muscular atrophy newborn screening 
turned into official program in Southern Belgium. Sci Rep 11, 19922 (2021).
6 De Vivo, D. C. et al. Nusinersen initiated in infants during the presymptomatic stage of spinal muscular atro-
phy: Interim efficacy and safety results from the Phase 2 NURTURE study. Neuromuscul. Disord. 29, 842–856 
(2019). 
7 Govoni, A., Gagliardi, D., Comi, G. P. & Corti, S. Time is motor neuron: Therapeutic window and its correlation 
with pathogenetic mechanisms in spinal muscular atrophy. Mol. Neurobiol. 55, 6307–6318 (2018). 
8 https://www.sma-screening-alliance.org/wp-content/uploads/2021/03/SMA_NBS_Alliance_Call_to_Action_
v1_26March21.pdf

https://childrensnational.org/visit/conditions-and-treatments/genetic-disorders-and-birth-defects/spinal-muscular-atrophy
https://www.nature.com/articles/ejhg2011134
https://www.nature.com/articles/ejhg2011134
https://www.sma-screening-alliance.org/map/
https://doi.org/10.1038/s41598-021-99496-2
https://doi.org/10.1038/s41598-021-99496-2
https://www.sma-screening-alliance.org/wp-content/uploads/2021/03/SMA_NBS_Alliance_Call_to_Action_v1_26March21.pdf
https://www.sma-screening-alliance.org/wp-content/uploads/2021/03/SMA_NBS_Alliance_Call_to_Action_v1_26March21.pdf
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If Spinal Muscular Atrophy 
(SMA) were a part of all newborn 
screening programmes, many 

people could avoid irreversible 
disease progression, according to 
Marie-Christine Ouillade, a long-term 
advocate for SMA patients.

For Ouillade, it was quite a shock 
when she received the news that one 
of her daughters had Spinal Muscular 

Atrophy (SMA) and would very likely 
not live past her fifth birthday.

SMA is a rare, genetic and 
progressive neuromuscular disease 
which affects approximately one in 
6,000-10,000 births in Europe.

“My daughter was diagnosed when 
she was 16 months old because she 
was unable to walk. She could stand 

up, but she refused to walk. And after a 
few weeks, she also couldn’t stand up,” 
Ouillade explained.

“Our paediatrician quickly 
suspected a neuromuscular disease.”

Her daughter then underwent tests 
in a hospital in Bordeaux and a week 
later they got the diagnosis – SMA.

If Spinal Muscular Atrophy (SMA) was a part of all newborn screening 
programmes, many people could avoid irreversible disease progression. 

[SHUTTERSTOCK/VALMEDIA]

Newborn screening 
programmes key to improve 

lives of SMA patients
B y  A m a l i e  H o l m g a a r d  M e r s h  |  E U R A C T I V. c o m

L a n g u a g e s :  F r a n ç a i s  |  D e u t s c h

https://www.euractiv.fr/section/sante-modes-de-vie/news/les-programmes-de-depistage-neonatal-sont-essentiels-pour-ameliorer-la-vie-des-patients-atteints-de-sma/?_ga=2.78269524.1567151394.1658733480-1399841842.1643883858
https://www.euractiv.de/section/gesundheit/news/screening-programme-fuer-neugeborene-zentral-zur-behandlung-von-gendefekten/?_ga=2.78269524.1567151394.1658733480-1399841842.1643883858
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Back in 1995, when they received 
the diagnosis, there was no treatment. 
The only option was best practice 
care. In many places in Europe, 
newborn screening programmes 
still do not automatically include 
SMA, although early detection of the 
disease is crucial.

The cause of SMA is a fault in a 
gene called Survival Motor Neuron 1 
(SMN1), which results in the lowered 
production of the protein SMN. By 
not having high enough levels of this 
protein, nerve cells that help control 
the muscles for moving and breathing 
become damaged, thereby limiting 
daily movements and activities.

There are different types of SMA, 
with the ones most severe resulting 
in infant deaths and the milder ones 
allowing for a normal life expectancy, 
with the right care.

Despite the initial predictions, 
Ouillade’s daughter is now 29, 
an engineer who lives with her 
boyfriend. Her SMA disease means 
she is in a wheelchair and needs help 
for a range of everyday things, but 
good care and access to treatment in 
the last five years have improved her 
situation.

 THE IMPORTANCE OF 
EARLY DIAGNOSIS

For many years, Ouillade has been 
an advocate for SMA patients through 
the French patient organisation 
AFM Téléthon and the Europe-wide 
umbrella organisation SMA Europe.

“The first thing that is missing in 
many European countries,” she said, 
is for SMA to be included in newborn 
screening programmes.

Generally, knowing about the 
disease even before symptoms show 

is a huge benefit, meaning that 
preventative care and treatment 
can start early and halt irreversible 
disease progression.

Despite the obvious benefits, 
a lot of countries still have not 
included SMA in newborn screening 
programmes. In France, where 
Ouillade lives, progress has also been 
slow.

For many years, France had a law 
about genetic testing, which meant 
only people showing clear symptoms 
of the disease could be tested.

Suspicion of the disease alone 
would not be enough to go through 
with proper testing, meaning that 
testing symptom-free babies or 
siblings of SMA patients was off the 
table.

The law was changed in 2021 
to allow genetic testing for SMA in 
newborn screening and pilot trials 
on including SMA will start in two 
French regions in the autumn while 
Ouillade’s organisation can work to 
expand it to more regions.

“It will be put in place region by 
region. We hope that within two 
years from now, there will be national 
coverage so it is included in the 
national standard. But the beginning 
was very challenging, due to the need 
to change the law before beginning 
newborn screening for SMA,” 
Ouillade said.

Whether or not SMA is included 
in newborn screening varies from 
one country to another, Ouillade said. 
While there are still some hurdles to 
overcome in many places – such as 
the question of pricing – she believes 
it is moving forward as countries like 
Germany, Belgium and Poland have 
eventually included SMA in their 

national programmes.

There can also be other issues, 
such as whether a country actually 
has a national screening programme.

“In Italy, there are a lot of pilot 
trials covering a lot of the population. 
But there is no national screening 
programme. There are only regional 
programmes. So you have to go 
region by region and ask for [SMA to 
be included in] newborn screening,” 
Ouillade explained.

“It is the same in Spain, because 
reimbursement for newborn 
screening comes from the region and 
not from national insurance. So you 
have to go region by region, it’s very 
challenging,” she said.

Despite the challenges, SMA 
Europe estimates that 20% of the 
newborn babies in the EU were tested 
for SMA in 2021, and they expect it to 
rise to 35-40 % by the end of 2022.
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