
Every Moment Matters 
The case for introducing newborn screening for 
spinal muscular atrophy key recommendations

What is SMA and who’s affected?
Spinal Muscular Atrophy (SMA) is a rare but debilitating genetic disease that has a devastating impact on those affected and their families.1 

For newborns diagnosed with SMA Type 1, the most common form of the condition accounting for 60% of cases, many experience significant 
and irreversible disability because of delayed diagnoses and access to treatment.2,3

SMA is the leading genetic cause of infant death in the UK, and affects approximately 68 babies every year4. Without timely treatment, 
more than 90% of babies with SMA Type 1 will die or need permanent ventilation by their second birthday, while most people with SMA Type 
2 will never walk independently.2,6

Diagnosing and treating SMA at the earliest possible point provides the strongest opportunity to prevent disease progression.

68 babies
are estimated to be 
born with SMA in the 
UK every year.5

Between 1 in every 40 to 60
are carriers for the defective gene 
that leads to SMA in people. This 
means that incidence of SMA in the 
UK is estimated to be 1 in 10,000.7,8

It is estimated that 
there are 

The case for Newborn Screening
Newborn screening for SMA is the fastest route to early and pre-symptomatic 
diagnosis, however, it is not currently included within the NHS Newborn 
Screening Programme. Under current pathways, unless there is a known 
familial association of SMA, diagnoses are made after children start to develop 
symptoms, which is typically within the first six months from birth.9

For babies born with SMA Type 1, the average age of diagnosis is 6.3 months, 
by which time 95% of motor neurons can be lost.9

In the absence of newborn screening and even when treatment is initiated 
following diagnosis after symptom onset, most infants with SMA Type 1 will:

Screening for SMA at birth will significantly 
increase a newborn’s chance of survival. Today, 
in the UK, we are not screening our children for 
SMA even though we know how it works and we 
know how to use it. This must change.

Professor Laurent Servais: Professor of 
Paediatric Neuromuscular Diseases at the MDUK 
Oxford Neuromuscular Centre, and Chair of the 
UK SMA Screening Alliance9

At SMA UK we believe not having SMA included 
on the newborn screening programme is 
unethical, as children are living with exceptional 
and complex needs that can be minimised or 
even prevented. SMA UK are working to achieve 
the earliest possible introduction of newborn 
screening for SMA in the UK. Through this 
simple mechanism the NHS will deliver the best 
outcomes from treatment and reduce future 
healthcare costs over the lifetime of that person.

Giles Lomax: Chief Executive, SMA UK

The burden of SMA on patients and carers
In addition to the immediate physical impacts of SMA, the condition also generates considerable, multifaceted emotional and economic costs, 
many of which are avoidable.
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1,350
people across the UK 
living with SMA.5

Require mechanical 
ventilation

However, early diagnosis and pre-symptomatic treatment - made 
possible through newborn screening - provides a vital opportunity to 
prevent avoidable disability and mortality among newborns with SMA.10

Need nutritional 
support

Be given round the 
clock care

Almost one third of people with SMA 
see more than 10 HCPs per year.11

On average, three unpaid caregivers provide support 
to someone with SMA Type 1 and Type 2.11

For those caring for a child with SMA Type 
1, 74% report that one or more caregivers 
had given up work completely.11

A study of 86 children with SMA – 26.7% having SMA Type 
1 and 73.3% having SMA Type 2 and 3 – found that the 
annual average cost was €54,295 per child in the UK.12
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The UK is behind the curve
The UK is an outlier in relation to newborn SMA  
screening, which is currently in place within the  
United States, more than half of European  
Union member states, and nearly two-thirds  
of Europe geographically, including countries  
such as Russia, Turkey and Ukraine.12

The impact of 
delaying newborn 
screening for SMA
Treatments for SMA were made 
routinely available on the NHS 
in June 2019. Since then, the UK 
SMA Newborn Screening Alliance’s 
Monthly Barometer estimates that, 
as of January 2024, 332 newborn 
babies and their families have 
been impacted by avoidable and 
irreversible damage due to SMA, 
which could have been avoided 
by the introduction of newborn 
screening.

References

1.	 SMA UK. A Brief Summary: What is SMA? June 2023. Available here: https://smauk.org.
uk/support-information/about-sma/sma-summary/. (Accessed April 2024)

2.	 Finkel RS, McDermott MP, Kaufmann P, et al. Observational study of spinal muscular 
atrophy type I and implications for clinical trials. Neurology. 2014;83(9):810–817. 
(Accessed April 2024)

3.	 Lin, C. W., Kalb, S. J., & Yeh, W. S. (2015). Delay in Diagnosis of Spinal Muscular Atrophy: 
A Systematic Literature Review. Pediatric neurology, 53(4), 293–300. https://doi.
org/10.1016/j.pediatrneurol.2015.06.002

4.	 UK SMA Newborn Screening Alliance. Our mission. Available here: https://
smanewbornscreening.org.uk/. (Accessed April 2024)

5.	 SMA UK. A Brief Overview: The Numbers. June 2023. Available here: https://smauk.org.
uk/support-information/about-sma/sma-summary/. (Accessed April 2024)

6.	 Darras BT, Finkel RS. “Natural history of spinal muscularatrophy.” In: Sumner CJ, 
Paushkin S, Ko CP, eds. Spinal Muscular Atrophy: Disease Mechanisms and Therapy, 
2nded. London, UK: Academic Press/Elsevier;2017:399 421. (Accessed April 2024)

7.	 NHS. Overview: Spinal Muscular Atrophy. Available here: https://www.nhs.uk/conditions/
spinal-muscular-atrophy-sma/. (Accessed April 2024)

8.	 Public Health England (Office for Health Improvement and Disparities). Spinal Muscular 
Atrophy Type 1: NCARDRS data briefing. September 2019. Available here: https://www.
gov.uk/government/publications/spinal-muscular-atrophy-type-1-ncardrs-data-briefing/
spinal-muscular-atrophy-type-1-ncardrs-data-briefing#:~:text=Using%20HES%20
%2C%20ONS%20mortality%20data,aligns%20with%20other%20published%20
figures. (Accessed April 2024)

9.	 University of Oxford. First UK pilot study of newborn screening for spinal muscular 
atrophy launched in Oxford. March 2022. Available here: https://www.ox.ac.uk/
news/2022-03-11-first-uk-pilot-study-newborn-screening-spinal-muscular-atrophy-
launched-oxford. (Accessed April 2024)

10.	 UK SMA Newborn Screening Alliance. Why we are launching a monthly barometer -  
to demonstrate the human cost of delaying newborn screening. Available here: https://
smanewbornscreening.org.uk/news/why-we-are-launching-a-monthly-barometer-to-
demonstrate-the-human-cost-of-delaying-newborn-screening/. (Accessed April 2024)

11.	 SMA UK. What two recent surveys told us about how SMA impacts patients’ and 
caregivers’ lives. March 2019. Available here: https://smauk.org.uk/wp-content/
uploads/2023/04/Wickenstones-report-Summary-of-Results-of-how-SMA-
impacts-2019.pdf. (Accessed April 2024)

12.	 Peña-Longobardo LM, Aranda-Reneo I, Oliva-Moreno J, Litzkendorf S, Durand-Zaleski 
I, Tizzano E, López-Bastida J. The Economic Impact and Health-Related Quality of 
Life of Spinal Muscular Atrophy. An Analysis across Europe. Int J Environ Res Public 
Health. 2020 Aug 5;17(16):5640. doi: 10.3390/ijerph17165640. PMID: 32764338; PMCID: 
PMC7459726. (Accessed April 2024)

13.	 SMA Newborn Screening Alliance. Status Map. Available here: https://www.sma-
screening-alliance.org/map. (Accessed April 2024)

Recommendations and calls to action for the UK NSC and UK government

The UK NSC should announce details of its in-
service evaluation (ISE) of newborn screening for 
SMA. To avoid the deepening of inequalities in 
access to newborn screening witnessed across  
the UK the ISE should cover all four UK-nations  
or be implemented at a pace that would enable 
any inequities in screening to be short-lived.

The UK Government must ensure sufficient 
funding is available – to enable effective,  
urgent and UK-wide implementation and  
delivery of newborn screening for SMA –  
both in the ISE phase and following an anticipated 
future positive full screening recommendation.

The UK NSC should set out opportunities for 
collaboration with the SMA and rare disease 
community on the practical implementation of 
newborn screening – both in the ISE phase and 
following a future positive recommendation –  
to ensure system readiness for the adoption  
and equitable implementation of screening  
across all four nations.

Ministers responsible for newborn screening 
across all four nations of the UK and the UK 
National Screening Committee should work 
with patients, families, clinicians and the patient 
group community to agree on clear and regular 
milestones for its review of newborn screening  
for SMA, to ensure its timely introduction.

Map showing the European countries that  
have nationally recommended and implemented 
newborn screening programmes for SMA, and 
where pilot programmes have covered 100%  
of the population.
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