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What is SMA? 

If you are new to SMA you may first of all want to read our short leaflet ‘What is SMA’ 
which you can view and download from our website:  
 
                                                      www.smasupportuk.org.uk/our-leaflets   
 

What causes SMA Types 1, 2 and 3? 

Usually, electrical signals from our brain are sent down our spinal cord along our nerve 
cells and through to our muscles. This makes it possible for us 
to consciously contract our muscles and to make them move. 

SMA affects a particular set of nerve cells called the 
lower motor neurons which run from the spinal cord out to our 
muscles. The lower motor neurons carry messages that make it 
possible for us to move the muscles we use to crawl and walk, 
to move our arms, hands, head and neck, and to breathe and 
swallow. 

For our lower motor neurons to be healthy we need to produce an 
important protein called the Survival Motor Neuron (SMN) protein. Our ability to do this 
is mainly controlled by a gene called Survival Motor Neuron 1 (SMN1). 

We all have two copies of this SMN1 gene, one from each parent. People who have 
inherited two faulty copies of the SMN1 gene have SMA. 

Having two faulty SMN1 genes means that a child is only able to 
produce very low amounts of the SMN protein. This causes their 
lower motor neurons in their spinal cord to deteriorate. Messages 
from their spinal cord do not efficiently get through to their muscles 
which makes movement difficult. Their muscles waste due to lack of 
use and this is known as muscular atrophy. 

 

The aim of nusinersen 

Improved understanding of the causes of SMA has led to 
the development of potential treatments with the aim of 
increasing the production of SMN protein in the nerve 
cells. The drug nusinersen (developed by Ionis 

pharmaceutical company and marketed in the USA as ‘Spinraza’ by Biogen 
pharmaceutical company) is one of these treatments. 
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Nusinersen clinical trials and progress towards making it available to 
children with SMA in the UK   
 
By the autumn of 2016, the clinical trials of nusinersen were incomplete but showed 
sufficient evidence for its being safe and well tolerated, and provided encouraging 
evidence for its clinical effectiveness in children with infant onset SMA. As a result, 
Biogen started to work towards offering what is called an Expanded Access Programme 
(EAP) to the drug for eligible children with SMA Type 1.  
 

Additionally, Biogen started to apply for licensing of the 
treatment. On 23rd December 2016 a licence was granted in 
the USA enabling Spinraza to be marketed there for treatment 
of SMA Types 1, 2 and 3. Licensing is currently being 
considered in Europe. If the European result is positive, UK 

licensing can then be investigated. The National Institute for Health and Care 
Excellence (NICE) is the body that conducts any such investigation in England. Scotland, 
Wales and Northern Ireland have separate processes, but often follow decisions made 
by NICE. 

 
What is SMA Support UK doing to help families who want their children to 
have the opportunity to access nusinersen? 

 
The road from initial exploration of a possible treatment in the 
laboratory through clinical trials to finally being licensed and 
available is long and complicated. This can be immensely 
frustrating and distressing for families who read accounts of a 
treatment’s potential. 
 
SMA Support UK has been liaising with the clinical trial centres, 
obtaining accurate technical information from Biogen and has 
already been in contact with NICE so that we can keep families correctly informed about 
developments via our website. Our Scientific Research Correspondent, who is himself 
a research scientist, reports on any clinical trial news. We also post accurate progress 
reports on access to the EAP and potential licensing in Europe and the UK.  
 
We have set up a dedicated section on our website for all this information: 
 
www.smasupportuk.org.uk/drug-treatments-that-have-been-successful-in-clinical-
trials 
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We notify families of any updates via our monthly e-newsletter 
and social media. Anyone can sign up to these – just go to our 
home page: www.smasupportuk.org.uk  
 

Every day our information and support coordinators and our outreach workers listen 
to questions from families and talk through their concerns. Using the accurate 
information we have, we answer their questions and, if we don’t know the answer, we 
set out to find it from the appropriate source. 

Importantly, we are advocating for nusinersen to be made 
available in the UK as quickly as possible for children with 
SMA Types 1, 2 or 3. NICE and organisations in other parts 
of the UK will only be able to begin reviewing nusinersen for 
use on the NHS if the European Medicines Agency (EMA) 
grants the drug a licence. We have joined with two other 
charities (Muscular Dystrophy UK and the SMA Trust) to set 
up a letter writing campaign encouraging families to ask 
their MPs to contact the head of the EMA. We have already 
submitted information to NICE and, if they do investigate 
potential licensing in the UK we will ensure that families voices and views are heard. 

This work is hugely important to us and we are giving it high priority as well as continuing 
to offer emotional support, practical advice and guidance to children and young people 
and their families and to adults affected by any form of SMA anywhere in the UK.  

Please help us continue keeping families informed and working to make nusinersen 
available in the UK: 

You can donate online through our website: www.smasupportuk.org.uk/donate 

Or send a cheque made payable to SMA Support UK at: 

Spinal Muscular Atrophy Support UK  
40 Cygnet Court  
Timothy’s Bridge Road  
Stratford-upon-Avon 
CV37 9NW 

If you have questions about SMA, nusinersen and/or want support, please: 

Phone: 01789 267 520. Mon – Thurs (9.00 am—3.30 pm), Friday (9.00 am—1.00 pm) 
and closed on public holidays. 
Email: supportservices@smasupportuk.org.uk      
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