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Inspirations is The Jennifer Trust’s magazine. We are always interested in your 
comments and welcome potential contributions for future editions. We reserve 
the right to edit material prior to publication. The views expressed in this 
magazine are not necessarily those of The Jennifer Trust.
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DIARY DATES  

NAIDEX South - ExCeL, London  
Wednesday 17th - Thursday 18th October  
Over 150 exhibitors under one roof demonstrate their 
products and services for independent living 
See www.naidexsouth.com/Naidex10/Website/Default.
aspx?refer=1 for more information or phone  0844 
5888076

Kidz up North - Reebok Stadium, Bolton
Thursday 29th November
Exhibition dedicated to children with disabilities and special 
needs, their families and the professionals who work with 
them.  Free entry.
www.disabledliving.co.uk/Kidz/North for more information 
or phone 0161 6078200

Gowrings Mobility Roadshows
Thursday 20th - Saturday 22nd September 
at Fleet Air Arm Museum, Yeovil
Thursday 4th - Saturday 6th October 
at National Space Centre, Leicestershire
Thursday 1st  - Saturday 3rd November 
at RAF Museum, London
Fun days out for people with disabilities, their families and 
friends.  Free entry for disabled visitors and their carers.
See www.gowringsmobility.co.uk/events/ for more 
information or phone 0845 6088020

DNEX - Disability North Exhibition  - Newcastle 
Racecourse, Gosforth, Newcastle upon Tyne
Wednesday 19th - Thursday 20th September 2012 
Disability North is holding the North’s largest Independent 
Living Exhibition DNEX at Newcastle Racecourse. This 
free exhibition provides information, advice and equipment 
for disabled people, children through to adults, older 
adults, carers and health / social care professionals on a 
range of disability related issues.
See  www.disabilitynorth.org.uk  for more information or 
phone 0191 2840480
Muscular Dystrophy Campaign Scottish 
Conference - Glasgow 
Saturday 6th October 
People with muscular dystrophy and related 
conditions, their families and friends are welcome. The 
conference provides the opportunity to meet others 
and the programme includes: latest research and new 
developments; how MDC are fighting for better services; 
campaign successes and what these mean. 
See www.muscular-dystrophy.org/how_we_help_you/
care_events for more information or phone 0800 
6526352

Muscular Dystrophy Campaign National 
Conference - Nottingham
Saturday 13th October
People with muscular dystrophy and related conditions, 
their families and friends are welcome. This National 
Conference will feature a mix of exciting speakers, 
advice stands, presentations and workshops.  The 
conference provides the opportunity to meet others 
and the programme includes: latest research and new 
developments;  how MDC are fighting for better services; 
campaign successes and what these mean. 
See www.muscular-dystrophy.org/how_we_help_you/
care_events  for more information or phone 0800 
6526352

Jennifer Trust Challenge Events – 2012
See page 14 for a list of our remaining challenge events 
of 2012 and keep an eye on our website for 2013 dates! 
www.jtsma.org.uk/events 
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Looking to the future
Many of you attending our recent conference 
may recall that we briefly touched upon 
the on-going work regarding a potential 
rebranding for The Jennifer Trust, and we 
promised to keep you informed of progress. 
The Jennifer Trust is now over 25 years 
old and we all recognise that the way we 
communicate has changed immeasurably 
over this time. Whilst The Jennifer Trust has 
managed to keep pace with the changing 
communication landscape, the way charities 
present themselves has also changed. In that 
light the Trustees and the Senior Management 
Team have recently been examining how 
we ensure that we remain on the front foot 
in how we best communicate what we do. 
We have therefore put together a project 
team to examine how we can best present 
the organisation both internally and externally 
to ensure that the Trust continues to meet 
the needs of its members and those families 
affected by SMA. The project team, consists of 
a small group of Trustees and a representative 
of the Senior Management Team, and is likely 
to also include an external consultant. This 
team will review the current Jennifer Trust 
brand and its name and how we can best 
communicate with the SMA community.  
However in so doing the project team will 
remain fully cognisant of the precious legacy 
that both Anita and Jennifer Macaulay have 
left us. Subject to the outcomes of the project 
team’s work, the intention will be to launch 
the new branding in January 2014. 
We will keep you informed of progress 
through Inspirations and our e-news bulletins. 
Any name change will only be made with 
the approval of our members.* If you have 
any thoughts on the branding or the name 
change, or both, please do not hesitate to get 
in touch.
 *Voting Members are those of you who 
have completed membership forms and 
received communication and voting papers 
for the AGM. Anyone wanting to be a 
voting member can contact the office for a 
membership form and further information.
Jonathon Griffith 
Chair of Trustee 
Our trustee board lead by Jonathon consists 
of:
Steve Cocker - Vice Chair 
Neil Ashby - Treasurer
David Mateer, Joseph Irwin, Hilary Rattue, 
Magda Sereda & Richard Waltier.  
Trustees can be contacted by email: 
trustees@jtsma.org.uk 

Welcome...
The year so far has been busy for us; 
we have launched the Route Map for 
SMA Type 1 and are now working on 
achieving the Information Standard 
accreditation for our health and 
social care publications.  This is a 
time-intensive process which will give 
greater credibility to the information 
we produce.

Our AGM and Conference was a successful day; the decision to focus on 
research proved popular and provoked some interesting talks and debates. 
You can read about these further in this issue.
As a result of our work with families affected by Spinal Muscular Atrophy 
with Respiratory Distress,  Maggie McHale, our Outreach Co-ordinator, 
was invited to attend the European Neuromuscular Centre conference in 
Naarden in the Netherlands in May. A report on this meeting is included in 
this edition.
The fundraising team have worked hard and been involved in a number of 
exciting events and activities. The weather, needless to say, has caused a 
few issues with some events being postponed or cancelled, but we are very 
grateful to all the brave souls who took part and successfully completed their 
challenges.
You will find, as has become traditional with this edition, our Christmas card 
brochure and several books of raffle tickets for our annual draw with the 
opportunity to win £1000 in cash just in time to help with the extra spending 
at Christmas! Please support us if you can, with both of these. Fundraising in 
the current economic uncertainties is a challenge and we really do need your 
support.
On a more personal note, this will be my last letter for Inspirations. After 21 
years of working for The Jennifer Trust (plus a few extra as a volunteer) I will 
be leaving at the end of the year. It has been a tough decision and not one I 
have made lightly, but it is time for me to move on.
I have some wonderful memories, have met some inspirational people and 
made many friends. It has been a real privilege to work for such a wonderful 
organisation. I have given talks in all sorts of venues, from run down scout 
huts to the marble stair case of a stately home. I have been to too many 
funerals, helped out at countless fetes and events, sold many books of raffle 
tickets and Christmas cards, skydived and abseiled. 
I have also represented The Jennifer Trust at all sorts of events, large and 
small, but for me the best memory will always be sitting in the Royal Box of 
the Albert Hall in London as guests of the Keep Fit Association with Anita, four 
days before her sudden death in May 2006. 
I am sure that if she is looking down on us she will approve of how the 
trustees and staff have continued with the work she started back in 1985 and 
I am sure Jennifer Trust will continue to be there for families for as long as it is 
needed in the future.
P.S. For those of you who knew Anita and her adopted son Stuart, of whom 
she was so proud, I am pleased to tell you that he is two years through a 
classics degree at Oxford and doing very well and  about to celebrate his 21st 
Birthday. 
I will be attending one or possibly two Christmas parties, so hope to see 
some of you before I leave.
My best wishes to you all
Heather Brown - General Manager
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Our one day conference, held at the Hilton Hotel, 
Warwick, brought together families affected by SMA, 
healthcare professionals and researchers from across 
the UK to discuss the latest developments in SMA 
research and some of the challenges and ethical 
dilemmas faced by the SMA community as clinical trials 
progress. 

Welcome and introduction

Professor Talbot set the scene for the day by outlining 
some of the hurdles that need to be overcome before 
therapies will be available for SMA and some of the 
many questions that remain unanswered such as  “Why 
do nerves cells degenerate in SMA?”, “Why are they 
vulnerable?”

Joseph Irwin, a consultant on regulatory matters, 
introduced some of the ethical dilemmas faced by 
families and individuals affected by SMA, clinicians, 
researchers and regulatory bodies. These include 
“What are reasonable safety checks?”, “How will the 
cost of trials be met?”

Workshops - Delegates had the opportunity to attend 
two of  the four following workshops:

New insights into SMA from preclinical 
research -Professor Kevin Talbot & James  
Sleigh

Kevin Talbot  is Professor of Motor 
Neuron Biology at Oxford University 
and a Consultant Neurologist at the 
John Radcliffe Hospital, Oxford. He 
runs research programs aimed at 
understanding why motor neurons are 
vulnerable to degeneration and how to 

turn basic science discoveries into new treatments for 
diseases like SMA.  

James Sleigh is a PhD student working 
on SMA at the University of Oxford. 
In particular, he is trying to work out 
what causes the motor nerves to die 
in the disease. He is also research 
correspondent at The Jennifer Trust, 
maintaining the research section of 

the trust’s website and providing regular updates and 
information on new developments in the SMA research 
field.

Kevin and James led an open discussion on what 
important things have been learnt about SMA from 
studies in the laboratory, highlighting some key 
questions that basic research has begun to answer. For 
instance, does SMA just affect the nervous system, or 
other parts of the body? Is there a critical time window 
in which a therapy for SMA must be delivered?

A handout to accompany this workshop is available on 

our website www.jtsma.org.uk/conference_2012.html 

Latest updates on therapy development – 
Professor Francesco Muntoni and Professor 
Mimoun Azzouz

Professor Francesco Muntoni is a 
clinical paediatric neurologist with 
an interest in molecular aspects 
of neuromuscular disorders. He 
is the director of the Dubowitz 
Neuromuscular Centre, located at 
Great Ormond Street Hospital in 
London, with expertise in clinical, 

pathological and genetic aspects related to childhood 
neuromuscular conditions. His research focus is on 
genetic characterisation of neuromuscular conditions 
(he has been involved in the identification of more 
than 20 disease genes); and on harnessing information 
derived from understanding pathophysiology of 
neuromuscular disorders for potential therapeutic 
application.

He has established a multidisciplinary consortium- the 
UK MDEX Consortium- that has been effectively 
involved in developing antisense oligonucleotides as 
a genetic therapy for Duchenne Muscular Dystrophy, 
work which led to the successful completion of 2 
clinical trials. He is also involved in the development of 
similar technology as a therapeutic approach for spinal 
muscular atrophy.

Professor Mimoun Azzouz is current 
Chair of Translational Neuroscience 
at SITraN, Sheffield University. 
He has a longstanding interest in 
developing gene therapy approaches 
for neurodegenerative diseases. 
His team utilises viral-based gene 

transfer systems, both for research and gene therapy 
applications. His research focuses on developing new 
therapeutic strategies for motor neuron diseases. 

This workshop explored the landscape of various 
experimental therapies being developed for SMA. 
Several of these approaches are being perfected in 
animal models of SMA or even just in cellular models; 
others are at the early phases of testing in humans.

Reproductive dilemmas and SMA: screening, 
ethics and diverse perspectives 

Dr Felicity Boardman is a research 
fellow currently employed by Warwick 
Medical School. Felicity specialises in 
research combining quantitative and 
qualitative methods (mixed methods 
research) in the health sciences. She 
completed an undergraduate degree in 
Sociology before being awarded a four 
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Saturday  7th  July  2012    
  
Our  one  day  conference,  held  at  the  Hilton  Hotel,  Warwick,  brought  together  families  
affected  by  SMA,  healthcare  professionals  and  researchers  from  across  the  UK  to  discuss  the  
latest  developments  in  SMA  research  and  some  of  the  challenges  and  ethical  dilemmas  
faced  by  the  SMA  community  as  clinical  trials  progress.    
  
Welcome  and  introduction  

Professor  Talbot  set  the  scene  for  the  day  by  outlining  some  of  the  hurdles  that  need  to  be  
overcome  before  therapies  will  be  available  for  SMA  and  some  of  the  many  questions  that  
remain  unanswered  such  as    “Why  do  nerves  cells  degenerate  in  SMA?”,  “Why  are  they  
vulnerable?”  

Joseph  Irwin,  a  consultant  on  regulatory  matters, introduced  some  of  the  ethical  dilemmas  
faced  by  families  and  individuals  affected  by  SMA,  clinicians,  researchers  and  regulatory  
bodies.  These  include  “What  are  reasonable  safety  checks?”,  “How  will  the  cost  of  trials  be  
met?” 

Workshops  -‐  Delegates  had  the  opportunity  to  attend  two  of    the  four  following  workshops:  

New  insights  into  SMA  from  preclinical  research  -‐Professor  Kevin  Talbot  &  James    Sleigh  

Kevin  Talbot    is  Professor  of  Motor  Neuron  Biology  at  Oxford  University  and  a  
Consultant  Neurologist  at  the  John  Radcliffe  Hospital,  Oxford.  He  runs  
research  programs  aimed  at  understanding  why  motor  neurons  are  
vulnerable  to  degeneration  and  how  to  turn  basic  science  discoveries  into  
new  treatments  for  diseases  like  SMA.      

James  Sleigh  is  a  PhD  student  working  on  SMA  at  the  University  of  Oxford.  In  
particular,  he  is  trying  to  work  out  what  causes  the  motor  nerves  to  die  in  the  
disease.  He  is  also  research  correspondent  at  the  Jennifer  Trust,  maintaining  
the  research  section  of  the  trust’s  website  and  providing  regular  updates  and  
information  on  new  developments  in  the  SMA  research  field.  

  

Kevin  and  James  led  an  open  discussion  on  what  important  things  have  been  learnt  about  
SMA  from  studies  in  the  laboratory,  highlighting  some  key  questions  that  basic  research  has  
begun  to  answer.  For  instance,  does  SMA  just  affect  the  nervous  system,  or  other  parts  of  
the  body?  Is  there  a  critical  time  window  in  which  a  therapy  for  SMA  must  be  delivered?  

A  handout  to  accompany  this  workshop  is  available  on  our  website  
www.jtsma.org.uk/conference_2012.html    
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Latest  updates  on  therapy  development  –  Professor  Francesco  Muntoni  and  Professor  
Mimoun  Azzouz  

Professor  Francesco  Muntoni  is  a  clinical  paediatric  neurologist  with  an  
interest  in  molecular  aspects  of  neuromuscular  disorders.  He  is  the  director  
of  the  Dubowitz  Neuromuscular  Centre,  located  at  Great  Ormond  Street  
Hospital  in  London,  with  expertise  in  clinical,  pathological  and  genetic  
aspects  related  to  childhood  neuromuscular  conditions.  His  research  focus  
is  on  genetic  characterisation  of  neuromuscular  conditions  (he  has  been  
involved  in  the  identification  of  more  than  20  disease  genes);  and  on  harnessing  information  
derived  from  understanding  pathophysiology  of  neuromuscular  disorders  for  potential  
therapeutic  application.  

He  has  established  a  multidisciplinary  consortium-‐  the  UK  MDEX  Consortium-‐  that  has  been  
effectively  involved  in  developing  antisense  oligonucleotides  as  a  genetic  therapy  for  
Duchenne  Muscular  Dystrophy,  work  which  led  to  the  successful  completion  of  2  clinical  
trials.  He  is  also  involved  in  the  development  of  similar  technology  as  a  therapeutic  
approach  for  spinal  muscular  atrophy.  

Professor  Mimoun  Azzouz  is  current  Chair  of  Translational  Neuroscience  at  
SITraN,  Sheffield  University.  He  has  a  longstanding  interest  in  developing  
gene  therapy  approaches  for  neurodegenerative  diseases.  His  team  utilises  
viral-‐based  gene  transfer  systems,  both  for  research  and  gene  therapy  
applications.  His  research  focuses  on  developing  new  therapeutic  strategies  
for  motor  neuron  diseases.    

This  workshop  explored  the  landscape  of  various  experimental  therapies  being  developed  
for  SMA.  Several  of  these  approaches  are  being  perfected  in  animal  models  of  SMA  or  even  
just  in  cellular  models;  others  are  at  the  early  phases  of  testing  in  humans.  

  

Reproductive  dilemmas  and  SMA:  screening,  ethics  and  diverse  perspectives    

Dr  Felicity  Boardman  is  a  research  fellow  currently  employed  by  Warwick  
Medical  School.  Felicity  specialises  in  research  combining  quantitative  and  
qualitative  methods  (mixed  methods  research)  in  the  health  sciences.  She  
completed  an  undergraduate  degree  in  Sociology  before  being  awarded  a  four  
year  scholarship  by  the  Economic  and  Social  Research  Council  to  progress  in  a  
career  in  research.  She  used  this  scholarship  to  undertake  a  masters  degree  in  
health  and  social  science  research  methods  before  moving  on  to  do  a  PhD  exploring  the  
processes  and  influences  around  prenatal  testing  decisions  for  families  living  with  Spinal  
Muscular  Atrophy.  Felicity  has  a  long-‐standing  research  interest  in  disability,  prenatal  testing  
and  Spinal  Muscular  Atrophy,  having  a  disability  herself  and  having  grown  up  with  a  close  
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of  the  Dubowitz  Neuromuscular  Centre,  located  at  Great  Ormond  Street  
Hospital  in  London,  with  expertise  in  clinical,  pathological  and  genetic  
aspects  related  to  childhood  neuromuscular  conditions.  His  research  focus  
is  on  genetic  characterisation  of  neuromuscular  conditions  (he  has  been  
involved  in  the  identification  of  more  than  20  disease  genes);  and  on  harnessing  information  
derived  from  understanding  pathophysiology  of  neuromuscular  disorders  for  potential  
therapeutic  application.  

He  has  established  a  multidisciplinary  consortium-‐  the  UK  MDEX  Consortium-‐  that  has  been  
effectively  involved  in  developing  antisense  oligonucleotides  as  a  genetic  therapy  for  
Duchenne  Muscular  Dystrophy,  work  which  led  to  the  successful  completion  of  2  clinical  
trials.  He  is  also  involved  in  the  development  of  similar  technology  as  a  therapeutic  
approach  for  spinal  muscular  atrophy.  

Professor  Mimoun  Azzouz  is  current  Chair  of  Translational  Neuroscience  at  
SITraN,  Sheffield  University.  He  has  a  longstanding  interest  in  developing  
gene  therapy  approaches  for  neurodegenerative  diseases.  His  team  utilises  
viral-‐based  gene  transfer  systems,  both  for  research  and  gene  therapy  
applications.  His  research  focuses  on  developing  new  therapeutic  strategies  
for  motor  neuron  diseases.    

This  workshop  explored  the  landscape  of  various  experimental  therapies  being  developed  
for  SMA.  Several  of  these  approaches  are  being  perfected  in  animal  models  of  SMA  or  even  
just  in  cellular  models;  others  are  at  the  early  phases  of  testing  in  humans.  

  

Reproductive  dilemmas  and  SMA:  screening,  ethics  and  diverse  perspectives    

Dr  Felicity  Boardman  is  a  research  fellow  currently  employed  by  Warwick  
Medical  School.  Felicity  specialises  in  research  combining  quantitative  and  
qualitative  methods  (mixed  methods  research)  in  the  health  sciences.  She  
completed  an  undergraduate  degree  in  Sociology  before  being  awarded  a  four  
year  scholarship  by  the  Economic  and  Social  Research  Council  to  progress  in  a  
career  in  research.  She  used  this  scholarship  to  undertake  a  masters  degree  in  
health  and  social  science  research  methods  before  moving  on  to  do  a  PhD  exploring  the  
processes  and  influences  around  prenatal  testing  decisions  for  families  living  with  Spinal  
Muscular  Atrophy.  Felicity  has  a  long-‐standing  research  interest  in  disability,  prenatal  testing  
and  Spinal  Muscular  Atrophy,  having  a  disability  herself  and  having  grown  up  with  a  close  

Jennifer  Trust  Conference    
“Towards  Clinical  Trials  –  Empowering  Families”    

Saturday  7th  July  2012    
  
Our  one  day  conference,  held  at  the  Hilton  Hotel,  Warwick,  brought  together  families  
affected  by  SMA,  healthcare  professionals  and  researchers  from  across  the  UK  to  discuss  the  
latest  developments  in  SMA  research  and  some  of  the  challenges  and  ethical  dilemmas  
faced  by  the  SMA  community  as  clinical  trials  progress.    
  
Welcome  and  introduction  

Professor  Talbot  set  the  scene  for  the  day  by  outlining  some  of  the  hurdles  that  need  to  be  
overcome  before  therapies  will  be  available  for  SMA  and  some  of  the  many  questions  that  
remain  unanswered  such  as    “Why  do  nerves  cells  degenerate  in  SMA?”,  “Why  are  they  
vulnerable?”  

Joseph  Irwin,  a  consultant  on  regulatory  matters, introduced  some  of  the  ethical  dilemmas  
faced  by  families  and  individuals  affected  by  SMA,  clinicians,  researchers  and  regulatory  
bodies.  These  include  “What  are  reasonable  safety  checks?”,  “How  will  the  cost  of  trials  be  
met?” 

Workshops  -‐  Delegates  had  the  opportunity  to  attend  two  of    the  four  following  workshops:  

New  insights  into  SMA  from  preclinical  research  -‐Professor  Kevin  Talbot  &  James    Sleigh  

Kevin  Talbot    is  Professor  of  Motor  Neuron  Biology  at  Oxford  University  and  a  
Consultant  Neurologist  at  the  John  Radcliffe  Hospital,  Oxford.  He  runs  
research  programs  aimed  at  understanding  why  motor  neurons  are  
vulnerable  to  degeneration  and  how  to  turn  basic  science  discoveries  into  
new  treatments  for  diseases  like  SMA.      

James  Sleigh  is  a  PhD  student  working  on  SMA  at  the  University  of  Oxford.  In  
particular,  he  is  trying  to  work  out  what  causes  the  motor  nerves  to  die  in  the  
disease.  He  is  also  research  correspondent  at  the  Jennifer  Trust,  maintaining  
the  research  section  of  the  trust’s  website  and  providing  regular  updates  and  
information  on  new  developments  in  the  SMA  research  field.  

  

Kevin  and  James  led  an  open  discussion  on  what  important  things  have  been  learnt  about  
SMA  from  studies  in  the  laboratory,  highlighting  some  key  questions  that  basic  research  has  
begun  to  answer.  For  instance,  does  SMA  just  affect  the  nervous  system,  or  other  parts  of  
the  body?  Is  there  a  critical  time  window  in  which  a  therapy  for  SMA  must  be  delivered?  

A  handout  to  accompany  this  workshop  is  available  on  our  website  
www.jtsma.org.uk/conference_2012.html    
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Support Services

We can send you Inspirations by emai! If you would like to go green and help us cut costs, please send your email address to office@jtsma.org.uk and receive an electronic copy.

If you didn’t come 
to conference...…
why was this?
We’re collating some very 
valuable feedback from those 
who attended our conference, 

but we’re also very keen to hear from anyone 
who didn’t attend conference this year, as this will 
help us plan for any future events.

Please do let us know.  

You can email any comments directly to us at 
office@jtsma.org.uk or via Survey Monkey: 
copy the link http://www.surveymonkey.com/s/
T6DVMDL into your browser to complete the 
short questionnaire.

year scholarship by the Economic and Social Research 
Council to progress in a career in research. She used 
this scholarship to undertake a masters degree in health 
and social science research methods before moving 
on to do a PhD exploring the processes and influences 
around prenatal testing decisions for families living with 
Spinal Muscular Atrophy. Felicity has a long-standing 
research interest in disability, prenatal testing and Spinal 
Muscular Atrophy, having a disability herself and having 
grown up with a close friend with Spinal Muscular 
Atrophy. She has recently been awarded a research 
scholarship by the Economic and Social Research 
Council to do further research in this area, this time to 
focus on family attitudes to the possible introduction of 
screening of the general population for SMA and what 
this might mean for families. 

This workshop focused on the findings of Dr 
Boardman’s PhD research study which involved 
qualitative interviews with 61 people all with SMA in 
their family, or with SMA themselves. The interviews 
explored the participants’ experiences of SMA in their 
family as well as their attitudes towards, and decisions 
around, prenatal/carrier testing and PGD for all of the 
types of SMA. The workshop focused on some of the 
social and ethical dilemmas faced by families making 
these decisions, and how they negotiate them. Fictional 
(rather than actual) data and stories were used in the 
workshop to illustrate the various perspectives that 
families had. The workshop  highlighted how the issues 
raised by this research relate to more recent debates 
around the introduction of population level screening 
for recessive conditions such as SMA, and described 
a proposed research study to further explore issues 
around screening. Participants had the opportunity to 
discuss the issues presented by Felicity’s research.

A handout to accompany this workshop is available on 
our website www.jtsma.org.uk/conference_2012.html 

If you would like to participate in further research about 
the social implications of genetic screening, please email 
felicity.boardman@warwick.ac.uk  to register your 
interest.

Getting the background right for trials: care, 
outcome measures and registries - Dr Anna 
Mayhew and Rachel Thompson 

Dr Anna Mayhew is a consultant 
research physiotherapist with 
the Newcastle Muscle Team. 
She has a special interest in SMA 
and was project coordinator for 
SMARTNET (national database 
of outcome measures in SMA) 
2006 – 2009, a post funded by 

The Jennifer Trust. She is involved in functional rating 
scale development for use in clinical trials for various 
neuromuscular disorders as well as working clinically.

Rachel Thompson is responsible for the UK 
SMA patient registry and SMA clinical research 
communications for the Jennifer Trust. Based in 
the Muscle Team at Newcastle University, Rachel 

works closely with the clinical specialists as well as 
the laboratory research team and is involved in a 
number of international projects aiming to improve 
neuromuscular research and care, including the TREAT-
NMD network. 

Starting with the question “When 
clinical trials start to happen, how 
do you find the patients to take 
part?”, Rachel  explained how 
patient registries, such as the UK 
registry for SMA, work. Anna 
then explored the challenges of 

obtaining “outcome measures” that will show whether 
a treatment being tested is having any effect. Further 
questions were discussed including: What different 
types of data are collected and how? What is happening 
regarding outcomes nationally and internationally? What 
do drug regulatory authorities require in order to agree 
that a drug can be marketed? What are the practical 
implications for families and subjects participating in 
clinical trials?  

Read a full account of Rachel and Anna’s workshop on 
page 16 of this magazine, or on our website www.
jtsma.org.uk/conference_2012.html 

Final Session

The conference concluded with the panel of speakers 
fielding a wide range of questions from delegates. 

The day was an important step towards identifying 
the issues and encouraging dialogue between all 
stakeholders as more SMA research moves towards 
clinical trials. 

friend  with  Spinal  Muscular  Atrophy.  She  has  recently  been  awarded  a  research  scholarship  
by  the  Economic  and  Social  Research  Council  to  do  further  research  in  this  area,  this  time  to  
focus  on  family  attitudes  to  the  possible  introduction  of  screening  of  the  general  population  
for  SMA  and  what  this  might  mean  for  families.    

This  workshop  focused  on  the  findings  of  Dr  Boardman’s  PhD  research  study  which  involved  
qualitative  interviews  with  61  people  all  with  SMA  in  their  family,  or  with  SMA  themselves.  
The  interviews  explored  the  participants’  experiences  of  SMA  in  their  family  as  well  as  their  
attitudes  towards,  and  decisions  around,  prenatal/carrier  testing  and  PGD  for  all  of  the  
types  of  SMA.  The  workshop  focused  on  some  of  the  social  and  ethical  dilemmas  faced  by  
families  making  these  decisions,  and  how  they  negotiate  them.  Fictional  (rather  than  actual)  
data  and  stories  were  used  in  the  workshop  to  illustrate  the  various  perspectives  that  
families  had.  The  workshop    highlighted  how  the  issues  raised  by  this  research  relate  to  
more  recent  debates  around  the  introduction  of  population  level  screening  for  recessive  
conditions  such  as  SMA,  and  described  a  proposed  research  study  to  further  explore  issues  
around  screening.  Participants  had  the  opportunity  to  discuss  the  issues  presented  by  
Felicity’s  research.  

A  handout  to  accompany  this  workshop  is  available  on  our  website  
www.jtsma.org.uk/conference_2012.html    

If  you  would  like  to  participate  in  further  research  about  the  social  implications  of  genetic  
screening,  please  email  felicity.boardman@warwick.ac.uk    to  register  your  interest.  

  

Getting  the  background  right  for  trials:  care,  outcome  measures  and  registries  -‐  Dr  Anna  
Mayhew  and  Rachel  Thompson    

Dr  Anna  Mayhew  is  a  consultant  research  physiotherapist  with  the  
Newcastle  Muscle  Team.  She  has  a  special  interest  in  SMA  and  was  project  
coordinator  for  SMARTNET  (national  database  of  outcome  measures  in  
SMA)  2006  –  2009,  a  post  funded  by  the  Jennifer  Trust.  She  is  involved  in  
functional  rating  scale  development  for  use  in  clinical  trials  for  various  
neuromuscular  disorders  as  well  as  working  clinically.  

Rachel  Thompson  is  responsible  for  the  UK  SMA  patient  registry  and  SMA  
clinical  research  communications  for  the  Jennifer  Trust.  Based  in  the  
Muscle  Team  at  Newcastle  University,  Rachel  works  closely  with  the  
clinical  specialists  as  well  as  the  laboratory  research  team  and  is  involved  in  
a  number  of  international  projects  aiming  to  improve  neuromuscular  
research  and  care,  including  the  TREAT-‐NMD  network.    

friend  with  Spinal  Muscular  Atrophy.  She  has  recently  been  awarded  a  research  scholarship  
by  the  Economic  and  Social  Research  Council  to  do  further  research  in  this  area,  this  time  to  
focus  on  family  attitudes  to  the  possible  introduction  of  screening  of  the  general  population  
for  SMA  and  what  this  might  mean  for  families.    

This  workshop  focused  on  the  findings  of  Dr  Boardman’s  PhD  research  study  which  involved  
qualitative  interviews  with  61  people  all  with  SMA  in  their  family,  or  with  SMA  themselves.  
The  interviews  explored  the  participants’  experiences  of  SMA  in  their  family  as  well  as  their  
attitudes  towards,  and  decisions  around,  prenatal/carrier  testing  and  PGD  for  all  of  the  
types  of  SMA.  The  workshop  focused  on  some  of  the  social  and  ethical  dilemmas  faced  by  
families  making  these  decisions,  and  how  they  negotiate  them.  Fictional  (rather  than  actual)  
data  and  stories  were  used  in  the  workshop  to  illustrate  the  various  perspectives  that  
families  had.  The  workshop    highlighted  how  the  issues  raised  by  this  research  relate  to  
more  recent  debates  around  the  introduction  of  population  level  screening  for  recessive  
conditions  such  as  SMA,  and  described  a  proposed  research  study  to  further  explore  issues  
around  screening.  Participants  had  the  opportunity  to  discuss  the  issues  presented  by  
Felicity’s  research.  

A  handout  to  accompany  this  workshop  is  available  on  our  website  
www.jtsma.org.uk/conference_2012.html    

If  you  would  like  to  participate  in  further  research  about  the  social  implications  of  genetic  
screening,  please  email  felicity.boardman@warwick.ac.uk    to  register  your  interest.  

  

Getting  the  background  right  for  trials:  care,  outcome  measures  and  registries  -‐  Dr  Anna  
Mayhew  and  Rachel  Thompson    

Dr  Anna  Mayhew  is  a  consultant  research  physiotherapist  with  the  
Newcastle  Muscle  Team.  She  has  a  special  interest  in  SMA  and  was  project  
coordinator  for  SMARTNET  (national  database  of  outcome  measures  in  
SMA)  2006  –  2009,  a  post  funded  by  the  Jennifer  Trust.  She  is  involved  in  
functional  rating  scale  development  for  use  in  clinical  trials  for  various  
neuromuscular  disorders  as  well  as  working  clinically.  

Rachel  Thompson  is  responsible  for  the  UK  SMA  patient  registry  and  SMA  
clinical  research  communications  for  the  Jennifer  Trust.  Based  in  the  
Muscle  Team  at  Newcastle  University,  Rachel  works  closely  with  the  
clinical  specialists  as  well  as  the  laboratory  research  team  and  is  involved  in  
a  number  of  international  projects  aiming  to  improve  neuromuscular  
research  and  care,  including  the  TREAT-‐NMD  network.    

Starting  with  the  question  “When  clinical  trials  start  to  happen,  how  do  you  find  the  patients  
to  take  part?”,  Rachel    explained  how  patient  registries,  such  as  the  UK  registry  for  SMA,  
work.  Anna  then  explored  the  challenges  of  obtaining  “outcome  measures”  that  will  show  
whether  a  treatment  being  tested  is  having  any  effect.  Further  questions  were  discussed  
including:  What  different  types  of  data  are  collected  and  how?  What  is  happening  regarding  
outcomes  nationally  and  internationally?  What  do  drug  regulatory  authorities  require  in  
order  to  agree  that  a  drug  can  be  marketed?  What  are  the  practical  implications  for  families  
and  subjects  participating  in  clinical  trials?      

Read  a  full  account  of  Rachel  and  Anna’s  workshop  on  page  16  of  this  magazine,  or  on  our  
website  www.jtsma.org.uk/conference_2012.html    

    

Final  Session  

The  conference  concluded  with  the  panel  of  speakers  fielding  a  wide  range  of  questions  
from  delegates.    

The  day  was  an  important  step  towards  identifying  the  issues  and  encouraging  dialogue  
between  all  stakeholders  as  more  SMA  research  moves  towards  clinical  trials.    

  

  

  

  

  

  

    If you didn’t come to conference………why was this? 

We’re collating some very valuable feedback from those who 
attended our conference, but we’re also very keen to hear from 
anyone who didn’t attend conference this year, as this will help 
us plan for any future events.  Please do let us know.   

You can Email any comments directly to us at 
office@jtsma.org.uk or via Survey Monkey: copy the link 
http://www.surveymonkey.com/s/T6DVMDL  

into your browser to complete the short questionnaire. 

Replies please by 28th September 2012 

 



The European Neuromuscular Centre (ENMC) 
holds an annual conference that brings 
together researchers and clinicians working on 
neuromuscular conditions to share expertise 
and forge links for future developments.  This 
year the conference was dedicated to Spinal 
Muscular Atrophy with Respiratory Distress 
(SMARD).

There were 20 participants at this year’s ENMC 
conference.  They were from Holland, Germany, 
Israel, Italy, the US and the UK.  They were a mix 
of researchers, clinicians and 2 representatives from 
patient/parent led organisations; Jochem from Holland, 
dad of Abel aged 5 and Maggie McHale, our Outreach 
Co-ordinator, from The Jennifer Trust.

There were 19 presentations covering research and 
clinical issues, as well as open discussions about current 
work and the way forward.

The researchers have identified mutations in the 
IGHMBP2 gene (11q13) as responsible for one third 
of cases of SMARD so are still working on finding the 
cause for the other two thirds of cases.  Although the 
research is not as far advanced as for Survival Motor 
Neuron (SMN) related SMA there is a lot happening; 
this is a cause for hope.  These are the major questions 
that researchers are trying to answer:

• What is the cellular function of IGHMBP2?

• How is that function changed in SMARD?

• What are the cellular consequences of IGHMBP2 
malfunction?

• The IGHMBP2 gene is expressed throughout the 
body so why are only motor neurons affected?

The international picture is very similar to our 
experience in the UK. The condition is very rare and 
it manifests in a wide range from very severe to less 
severe.  Very few studies of the possible progression 
of SMARD have been carried out, but one of the 
presentations at the conference was of the results of a 

European Neuromuscular Centre:
Conference studies Spinal Muscular Atrophy with Respiratory Distress (SMARD)

Naarden, Netherlands, 11-13 May 2012

study carried out in Germany (see reference1 below).  

When Jochem, the father, gave his presentation, he 
was joined by his 5 year old son, Abel, for half an 
hour, with his mum and some close family and friends. 
Abel uses a wheelchair and is fully dependent on a 
ventilator, which requires a tracheotomy. The family 
have formed a small charity to support Abel and 
others affected by SMARD in the Netherlands and 
internationally. They were accompanied by a Dutch TV 
crew making a programme about Abel’s life.  Jochem 
also showed a video of Abel at home in his room and 
having a bath.  Some of the researchers present had 
never met anyone actually affected by SMARD so it 
was particularly useful for them.  Maggie was able to 
compare the experience of this family with that of 
families in the UK.  They face many of the same issues.  
Jochem and his wife care for Abel at home full time.  
They have  struggled to get the health and social care 
support they need; such as nursing and personal care 
assistance; equipment to meet Abel’s medical and daily 
living requirements; appropriate adaptations to their 
home to accommodate Abel’s needs. These issues and 
problems are all very familiar to our families.

The conference was very positive and productive.  
One outcome was a decision to set up an International 
Patient Registry.  Dr Katya Von Au and Dr Maria 
Eckart from Berlin, Germany and Dr Stephanie Robb 
from Great Ormond Street Hospital, London have 
established a working party to set this up.  We will keep 
you fully informed about progress and how to sign 
up to the Registry when it is established.  We are also 
collaborating with our colleagues from the conference 
on producing a new factsheet and information on 
SMARD for our website.

The conference was a great opportunity to meet and 
establish links with everyone currently working on 
SMARD internationally.  There was a commitment to 
continue to work together in several ways in research 
and in the clinical field. The Jennifer Trust will be part of 
this network as patient /parent representatives.

References:

1 The Natural Course of Infantile Spinal Muscular 
Atrophy With Respiratory Distress Type 1 (SMARD1)

Maria Eckart, Ulf-Peter Guenther, Jan Idkowiak, 
Raymonda Varon, Benjamin Grolle, Patrizia Boffi, Lionel 
Van Maldergem, Christoph Hübner, Markus Schuelke 
and Katja von Au

Paediatrics 2012; 129;e148; originally published online 
December 12 2011; DOI: 10.1542/peds.2011-0544

The online version of this article is located. (subscription 
required for full article) at: http://pediatrics.
aappublications.org/content/early/2011/12/07/
peds.2011-0544.full.pdf
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Attendees at SMARD conference, including Maggie McHale, 
Outreach Co-ordinator for JTSMA
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The Jennifer Trust is part of SMA Europe, which 
brings together SMA organisations from across 
Europe to improve international collaboration 
for SMA research and care. In July 2012 SMA 
Europe organised an expert workshop in Rome 
that brought together scientists, clinicians, 
physiotherapists, pharmaceutical companies, 
patients and patient organisations to review 
the current state of SMA clinical research and 
propose practical initiatives to overcome the 
bottlenecks in clinical trials for SMA. Rachel 
Thompson, The Jennifer Trust’s patient registry 
curator, attended the workshop on behalf of 
The Jennifer Trust, and has written this short 
summary together with Professor Brunhilde 
Wirth, a geneticist and SMA specialist from 
Cologne in Germany, and Professor Eugenio 
Mercuri, a paediatric neurologist and SMA 
specialist from Rome in Italy.

At this expert workshop, 
31 participants from 
Europe and the US 
presented and discussed 
past, ongoing and 
future clinical trials and key challenges facing 
the implementation of clinical trials for SMA, 
with particular attention to the specifics of each 
SMA population subtype and the population 
age. Based on experience in preclinical trials in 
animal models which show a more substantial 
effect when treatment is started early, there 
was extensive discussion over the question of 
starting human trials in very young infants and 
even in the “presymptomatic” stage. However, 
the many challenges to this approach were 
also highlighted, including the lack of data on 
whether the experience in animal models is in 
fact transferrable to the human situation, the 
many ethical questions surrounding trials in 
infants, the difficulty predicting the future severity 
of the condition from genetic data alone, 
and the difficulty recruiting “presymptomatic” 
patients in the absence of neonatal screening. 
Although in both Europe and the US, patient 
registries are being utilised for recruitment of 
older patients for research studies (such as the 
Trophos trial in Europe), individuals with Type 
1 SMA are underrepresented in all current 
registries (making up an average of 25% of 
the registered SMA population despite an 

SMA Europe workshop: Mapping out opportunities 
and challenges for SMA clinical trials

expected incidence of around 60% of cases). 
In the US a neonatal screening pilot program is 
being initiated in two states with the possibility 
to include infants identified in this manner in 
natural history studies and clinical trials. It was 
concluded that a similar pilot neonatal screening 
initiative should be explored for Europe and that 
patient organisations may play an important role 
in moving this forward, as it will face significant 
hurdles to implement and regulations differ from 
country to country.

A further area where it was felt that the SMA 
Europe could play an important role is in 
discussions with regulatory authorities, building 
on the positive experience of previous initiatives 
where consensus opinion meetings involving 
patient groups, researchers, industry and clinical 
experts have been welcomed by the EMA and 

the FDA. These include 
collaborative efforts 
led by the International 
Coordinating Committee 
(ICC) for SMA and 
meetings organised 

under the auspices of TREAT-NMD on SMA 
outcome measures (2007) and antisense 
approaches in DMD (2009) - which may also 
be of interest in SMA in future. With the recent 
developments in the field, it was concluded that 
it is timely to approach the regulators again, and 
not only the patient groups and academics but 
also the industry participants present during this 
workshop saw the benefits of a united approach 
to discuss key questions.

Most importantly, the participants agreed to 
work out a protocol for outcome measures 
for each SMA type. There was also agreement 
on possible inclusion criteria and outcome 
measures to be used in possible clinical trials 
in each SMA type. The participants recognized 
the need to meet on a regular basis in order to 
investigate the progress made in the field and 
how this progress can be efficiently turned into 
clinical trials.

A complete meeting report will soon be 
available via the SMA Europe website: 
www.sma-europe.eu.

Article by Brunhilde Wirth, Eugenio 
Mercuri and Rachel Thompson 



Could you write an article or suggest an idea for a future issue 
of Inspirations?

Each issue contains a mixture of articles 
covering research, current management 
of SMA, news, events and updates, 
developments within Jennifer Trust 
services, fundraising events and more.  We 
welcome contributions from individuals and 
families, so if you have ideas for an article 
we are very keen to hear from you. 

Could you support others by telling your story?

Many families tell us that reading the 
stories of others affected by SMA 
can be helpful.   If you wish to share 
your personal story with others, we 
would be delighted to publish it on 
our website and / or include it in our 
information packs.

Could you send us your photos 
to include on our website or in 
our publications?

We’re always looking for 
photographs to add colour and 
interest to information on our 
website and publications.  If you have photos you’d be happy 
for us to use in this way, then please do send them in! 

If you can help in any of these ways, please get in touch!  Tel:  
01789 267520 or email: supportservices@jtsma.org.uk

We need your ideas and feedback - 
please can you help us?

Could you take part in a 
questionnaire to help us find out 
what information is needed?  

If you have SMA Type 2, or if you are the parent, grandparent 
or sibling of someone who has SMA Type 2, please answer 
our current questionnaire – visit our website, copy the link 
below into your internet browser or contact us to ask for a 
paper copy. www.surveymonkey.com/s/VHFFNPF  

In the Autumn we’ll be asking for your input to our Route 
Maps: for SMA Type 2, SMA Type 3 and SMARD.  Check our 
website regularly or let us know that you want to help so we 
can send you the questionnaire(s) when they are ready.

Could you join our panel of Target Audience Reviewers to 
help us ensure our information is clear, 
understandable and jargon-free?  

The commitment is flexible - you 
would usually only be asked to review 
one or two information sheets per 
year and provide feedback, based on 
specific questions.  We’re hoping to 

sign up reviewers with a diverse range of experiences - you 
don’t have to know about SMA and you don’t need to have 
done anything like this before. 

We aim to provide excellent 
information and, as Heather 
mentioned in her welcome, we 
are currently working towards 
the Information Standard.  This is 
a Department of Health initiative 

for health and social care information.

To achieve this standard, an organisation has to 
demonstrate that the information it produces is: 
clear, accurate, impartial, balanced, evidence-based, 
accessible and up-to-date. 

Achieving the Information Standard shows that an 
organisation is committed to providing high quality 
information and that it has a sound process for 
producing, reviewing and updating its information. 
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Spotlight on Information
Our Support Services team offer free 
information, emotional support, practical 
advice and guidance to anyone living with, 
affected by, or working with, SMA.

You can find out more about the services we offer, 
including our Outreach Service, by calling our team 
on 01789 267520 or by visiting our website: www.
jtsma.org.uk/how_we_can_support_you.html

One of our key support services is to provide 
information about SMA. This is currently available in the 
form of information sheets, which can be requested 
from the office or downloaded from our website.  In 
addition, we recently launched our Route Map for 
Spinal Muscular Atrophy Type 1, a summary overview 
of support services and resources available in the UK to 
families and individuals affected by SMA.

Is  the  
information  
needed?  

• How  many  requests  or  questions  have  we  had  about  this  topic?  
• How  many  website  hits?  
• How  have  people  responded  to  any  questionnaires?  

A  writer  drafts  
the  information  

• Writers  are  chosen  from  our  panel  of  writers,  who  have  a  wide  range  of  SMA  experience    
• Writers  are  all  committed  to  the  Information  Standard  

The  first  draft  is  
reviewed  by  

experts  in  SMA  

• Reviewers  are  chosen  from  our  panel  of  Expert  Reviewers  who  have  expertise  in  SMA    
• Expert  Reviewers  are  all  committed  to  the  Information  Standard  
• Expert  Reviewers  check  the  information    e.g.  Is  it  accurate?  Is  it  balanced?  Does  it  reflect  

latest  research  /  opinion?    
• The  writer  works  any  changes  needed  into  a  second  draft  

The  second  draft  
is    reviewed  by  
Target  Audience  

Reviewers  

• Reviewers  are  chosen  from  our  panel  of  Target  Audience  Reviewers,  who  have  a  wide  
range  of  backgrounds  and  experience  

• Audience  Reviewers  are  all  committed  to  the  Information  Standard  
• Audience  Reviewers  check  the  information  e.g.  does  it  make  sense?  can  I  understand  it?  is  

it  free  from  jargon?  

The  information  
is  published  

  

• Writers  incorporate  final  changes  from  the  audience  and  expert  reviewers  
• The  information  is  proof-‐read    
• The  date  of  publication  is  added  to  the  sheet,  along  with  the  date  for  next  review  
• Any  errors  or  new  material  which  come  to  light  before  the  next  review  is  due,  initiate  a  

correction  or  a  full  review,  as  appropriate  
  



contact with others affected by SMA, through 
social networking sites, open forums or others’ 
personal websites.  Our Peer Support Network 
aims to complement these options by offering 
more private, confidential and non-judgmental 
support from volunteers, who themselves have 
access to on-going support.  Most of this support 
is by telephone, email and /or text. It can be 
directly with a volunteer, or through Support 
Services, as you prefer.

If you’d like to 
request Peer 
Support or ask 
about others’ 
experiences……

Peer Support is 
currently available 

for adults, parents and grandparents affected by all 
types of SMA and SMARD.  You may be recently 
diagnosed or many years on from diagnosis.  
You may have questions about a particular issue 
(for example daily comfort, preparing for spinal 
surgery, coming to terms with diagnosis, coping 
with bereavement, sibling well-being, housing 
adaptations, adjustments at work) or you may be 
looking for more general support.  To request 
peer support, or to find out more (without 
obligation) Email supportservices@jtsma.org.
uk or phone 01789 267520. 

Could you consider becoming a Peer Support 
Volunteer?

We’re currently recruiting adults, parents and 
grandparents affected by all types of SMA and 
SMARD to join our network of Peer Support 
volunteers.  For an informal talk to find out more 
about the role and the commitment, please 
contact Jackie Doubtfire, our Peer Support Co-
ordinator:  email volunteers@jtsma.org.uk or 
telephone 01789 267520.
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We’re excited to launch our new Peer Support 
Network, which replaces our Contact Volunteer 
Network as one of our key support services.  

What is Peer Support and Why is it Needed?

A commonly agreed definition is that peer 
support occurs when people provide knowledge, 
experience, emotional, social or practical help to 
each other.  A peer is “in the same boat” and can 
relate to others who are now in a similar situation. 

The aim of our Peer Support Network is to 
empower people to make their own choices.  
At all stages in their lives, children and adults 
affected by SMA and those who care for them 
are faced with choices concerning daily living and 
management of their condition.  Many people 
affected by SMA tell us how helpful they find it 
to hear how others with a similar diagnosis have 
dealt with issues and coped with decisions – 
both practical and emotional.  Because they are 
personally affected by SMA, and are two years or 
more post-diagnosis or bereavement, our Peer 
Support Volunteers have a wealth of experiences 
and coping strategies.  By providing empathy, a 
listening ear and sharing their experiences, Peer 
Support Volunteers can help others to explore 
issues and options.

The Jennifer Trust promotes occasions to meet, 
for anyone wishing to contact others affected by 
SMA, e.g. social events, Christmas parties and 
conferences.  For those who wish to use them, 
there are also many opportunities for online 

Brief Round-up of more news
Families of SMA Conference 2012  

The 16th annual Families of SMA conference was held in Bloomington, MN, USA from 21st-23rd June. Over 1,200 families and 
researchers attended the meeting, which was deemed a tremendous success. A number of articles about the conference have been 
posted on the Families of SMA website and can be found via links on our website at www.jtsma.org.uk/latest_research_news.
html

JTSMA meets with Neuromuscular Specialists 
With NHS reforms, neuromuscular services will come under the remit of new Specialist Commissioners, based within redefined 
geographical regions throughout the UK.  Outreach Co-ordinator, Maggie McHale, represented JTSMA at a recent meeting of the 
South Central region.  For the full report, see our website www.jtsma.org.uk/consultations.html

Support  Services  -‐Spotlight  on  Peer  Support  Network  

The  Jennifer  Trust  Peer  Support  Network  
We’re  excited  to  launch  our  new  Peer  Support  Network,  which  replaces  our  Contact  
Volunteer  Network  as  one  of  our  key  support  services.      

What  is  Peer  Support  and  Why  is  it  Needed?  
A  commonly  agreed  definition  is  that  peer  support  occurs  when  
people  provide  knowledge,  experience,  emotional,  social  or  
practical  help  to  each  other.    A  peer  is  “in  the  same  boat”  and  
can  relate  to  others  who  are  now  in  a  similar  situation.    

The  aim  of  our  Peer  Support  Network  is  to  empower  people  to  make  their  own  choices.    At  
all  stages  in  their  lives,  children  and  adults  affected  by  SMA  and  those  who  care  for  them  
are  faced  with  choices  concerning  daily  living  and  management  of  their  condition.    Many  
people  affected  by  SMA  tell  us  how  helpful  they  find  it  to  hear  how  others  with  a  similar  
diagnosis  have  dealt  with  issues  and  coped  with  decisions  –  both  practical  and  emotional.    
Because  they  are  personally  affected  by  SMA,  and  are  two  years  or  more  post-‐diagnosis  or  
bereavement,  our  Peer  Support  Volunteers  have  a  wealth  of  experiences  and  coping  
strategies.    By  providing  empathy,  a  listening  ear  and  sharing  their  experiences,  Peer  
Support  Volunteers  can  help  others  to  explore  issues  and  options.  

The  Jennifer  Trust  promotes  occasions  to  meet,  for  anyone  wishing  to  contact  others  
affected  by  SMA,  e.g.  social  events,  Christmas  parties  and  conferences.    For  those  who  wish  
to  use  them,  there  are  also  many  opportunities  for  online  contact  with  others  affected  by  
SMA,  through  social  networking  sites,  open  forums  or  others’  personal  websites.    Our  Peer  
Support  Network  aims  to  complement  these  options  by  offering  more  private,  confidential  
and  non-‐judgmental  support  from  volunteers,  who  themselves  have  access  to  on-‐going  
support.    Most  of  this  support  is  by  telephone,  Email  and  /or  text.  It  can  be  directly  with  a  
volunteer,  or  through  Support  Services,  as  you  prefer.  

If  you’d  like  to  request  Peer  Support  or  ask  about  others’  experiences……  

Peer  Support  is  currently  available  for  adults,  parents  and  
grandparents  affected  by  all  types  of  SMA  and  SMARD.    You  
may  be  recently  diagnosed  or  many  years  on  from  diagnosis.    
You  may  have  questions  about  a  particular  issue  (for  
example  daily  comfort,  preparing  for  spinal  surgery,  coming  
to  terms  with  diagnosis,  coping  with  bereavement,  sibling  

well-‐being,  housing  adaptations,  adjustments  at  work)  or  you  may  be  looking  for  more  
general  support.    To  request  peer  support,  or  to  find  out  more  (without  obligation)  Email  
supportservices@jtsma.org.uk  or  phone  01789  267520.    

Could  you  consider  becoming  a  Peer  Support  Volunteer?  
We’re  currently  recruiting  adults,  parents  and  grandparents  affected  by  all  types  of  SMA  and  
SMARD  to  join  our  network  of  Peer  Support  volunteers.    For  an  informal  talk  to  find  out  
more  about  the  role  and  the  commitment,  please  contact  Jackie  Doubtfire,  our  Peer  Support  
Co-‐ordinator:    Email  volunteers@jtsma.org.uk  or  telephone  01789  267520  
  

Support  Services  -‐Spotlight  on  Peer  Support  Network  

The  Jennifer  Trust  Peer  Support  Network  
We’re  excited  to  launch  our  new  Peer  Support  Network,  which  replaces  our  Contact  
Volunteer  Network  as  one  of  our  key  support  services.      

What  is  Peer  Support  and  Why  is  it  Needed?  
A  commonly  agreed  definition  is  that  peer  support  occurs  when  
people  provide  knowledge,  experience,  emotional,  social  or  
practical  help  to  each  other.    A  peer  is  “in  the  same  boat”  and  
can  relate  to  others  who  are  now  in  a  similar  situation.    

The  aim  of  our  Peer  Support  Network  is  to  empower  people  to  make  their  own  choices.    At  
all  stages  in  their  lives,  children  and  adults  affected  by  SMA  and  those  who  care  for  them  
are  faced  with  choices  concerning  daily  living  and  management  of  their  condition.    Many  
people  affected  by  SMA  tell  us  how  helpful  they  find  it  to  hear  how  others  with  a  similar  
diagnosis  have  dealt  with  issues  and  coped  with  decisions  –  both  practical  and  emotional.    
Because  they  are  personally  affected  by  SMA,  and  are  two  years  or  more  post-‐diagnosis  or  
bereavement,  our  Peer  Support  Volunteers  have  a  wealth  of  experiences  and  coping  
strategies.    By  providing  empathy,  a  listening  ear  and  sharing  their  experiences,  Peer  
Support  Volunteers  can  help  others  to  explore  issues  and  options.  

The  Jennifer  Trust  promotes  occasions  to  meet,  for  anyone  wishing  to  contact  others  
affected  by  SMA,  e.g.  social  events,  Christmas  parties  and  conferences.    For  those  who  wish  
to  use  them,  there  are  also  many  opportunities  for  online  contact  with  others  affected  by  
SMA,  through  social  networking  sites,  open  forums  or  others’  personal  websites.    Our  Peer  
Support  Network  aims  to  complement  these  options  by  offering  more  private,  confidential  
and  non-‐judgmental  support  from  volunteers,  who  themselves  have  access  to  on-‐going  
support.    Most  of  this  support  is  by  telephone,  Email  and  /or  text.  It  can  be  directly  with  a  
volunteer,  or  through  Support  Services,  as  you  prefer.  

If  you’d  like  to  request  Peer  Support  or  ask  about  others’  experiences……  

Peer  Support  is  currently  available  for  adults,  parents  and  
grandparents  affected  by  all  types  of  SMA  and  SMARD.    You  
may  be  recently  diagnosed  or  many  years  on  from  diagnosis.    
You  may  have  questions  about  a  particular  issue  (for  
example  daily  comfort,  preparing  for  spinal  surgery,  coming  
to  terms  with  diagnosis,  coping  with  bereavement,  sibling  

well-‐being,  housing  adaptations,  adjustments  at  work)  or  you  may  be  looking  for  more  
general  support.    To  request  peer  support,  or  to  find  out  more  (without  obligation)  Email  
supportservices@jtsma.org.uk  or  phone  01789  267520.    

Could  you  consider  becoming  a  Peer  Support  Volunteer?  
We’re  currently  recruiting  adults,  parents  and  grandparents  affected  by  all  types  of  SMA  and  
SMARD  to  join  our  network  of  Peer  Support  volunteers.    For  an  informal  talk  to  find  out  
more  about  the  role  and  the  commitment,  please  contact  Jackie  Doubtfire,  our  Peer  Support  
Co-‐ordinator:    Email  volunteers@jtsma.org.uk  or  telephone  01789  267520  
  

Spotlight on Peer Support
The Jennifer Trust Peer Support Network
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Why not consider volunteering for The 
Jennifer Trust?  Your time, commitment and 
support are vital to the work of The Jennifer Trust 
and enormously valued. Becoming a volunteer can 
be personally rewarding and can provide you with 
many benefits including:

• the chance to have fun doing something you’ve 
never tried before

• increased confidence

• a sense of satisfaction and achievement

• the opportunity to make new friends 
and contacts with diverse backgrounds and 
experiences

• increased job and career prospects and new 
skills -  over 70 per cent of employers would hire 
a candidate with volunteering experience over 
someone who has never volunteered

A description of our volunteering roles is available 
overleaf. If you would like to discuss this further 
please contact: Kate Barnbrook on 01789 290209 
or email kate.barnbrook@jtsma.org.uk for general 
volunteering or Jackie Doubtfire on 01789 
267520 or email jackie.doubtfire@jtsma.org.uk 
for Peer Support Volunteers.

A brief summary of the different roles

Ambassadors  – with their passion and enthusiasm 
for increasing understanding and awareness of 
SMA, our Ambassadors represent and promote 

Christmas Parties 2012
East- Harlow – Manor of Groves
Sunday 2nd December

Midlands – Hinckley Island Hotel 
Sunday 2nd December

South – Bournemouth - Miramar Hotel 
Saturday 8th December

North – Darlington -  Redworth Hall 
Sunday 2nd December

Volunteering for The Jennifer Trust
The Jennifer Trust at fundraising and information 
events, by giving talks, collecting cheques, staffing 
information stands at exhibitions etc. 

Community and Corporate Links Volunteers – with 
their passion for communicating the JT message, 
our Community and Corporate Links Volunteers 
approach local companies and organisations, raising 
awareness of SMA and The Jennifer Trust and 
encouraging fundraising activities.

Friends of JTSMA - with their friendliness and 
enthusiasm, our Friends of JTSMA are the welcoming 
face of The Jennifer Trust and help out at a choice of 
fundraising and support events. Meeting and greeting 
JT runners at the start of marathons, handing out 
water to thirsty bike riders, comforting nervous 
abseilers as they prepare to launch themselves from 
the top of a building, are some of the tasks our 
Friends undertake. Helping out at coffee mornings, 
Christmas stalls, JT support events or the conference 
are equally valued tasks.  
 
Social Activities Volunteers – with their enthusiasm 
for getting people together, our Social Activities 
Volunteers organise and support a whole range of JT 
social events across the UK, from picnics in the park 
and theatre trips to our popular Christmas parties.

Scotland – Glasgow – Beardmore Hotel 
Sunday 2nd December

Northern Ireland - Belfast – Raddison Blu Hotel 
Sunday 2nd December

Please contact Kate Barnbrook on 01789 
290269 or email kate.barnbrook@jtsma.org.uk 
for further information.



donations are still coming in. The team spent their 
time cruising through Europe, donning Jennifer 
Trust logos and raising awareness, and had an 
amazing time doing so!

This group of car enthusiasts are already organising 
Rogue Run 2013 and hope to make it bigger and 
better. Visit their website to keep up to date with 
plans and support the teams www.roguerun.
co.uk/ 

“A unique holiday that every petrol head should try 
and a chance to raise money for charity at the same 
time. A drive like no other…once a year one has a 
right to go crazy…”

Great USA Road Trip
As you read this issue of ‘Inspirations’, Mark Newell and Claire Peebles are 
undertaking the trip of a lifetime across eight US states, covering over 4000 miles 
in 25 days. We would like to thank Mark & Claire for using their fantastic trip as an 
opportunity to raise money and awareness for us, in memory of Mark’s niece Tiana.
Visit their website to follow their route and blogs and to show your support; http://
greatusaroadtrip.com/ 
FOLLOW THEM ON TWITTER: @USAROADTRIP2012
Mark and Claire would like to raise £10,000 forThe Jennifer Trust, please help to 
reach their target by visiting their fundraising page; 
www.jtsma.org.uk/greatusaroadtrip
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An adventurous streak has taken over our 
supporters this year with huge road trips being 
organised,  not only to raise funds, but a huge 
amount of awareness too!

Rogue Run 2012

We are extremely grateful to the rogue runners 
for choosing to support The Jennifer Trust on their 
exciting European trip which took place over 4 
days in June.

The event has raised nearly £1400 so far and 

Community Events – Road Trips

WANTED: Arty Elves
Have you seen our 2012 Christmas card collection? What do you think?
We always struggle to choose cards that everyone will like, so next year we have decided to open up the decision making to our young 
supporters and launch a children’s Christmas art competition, to design a new Christmas card for our 2013 collection!
What does it involve?
All you need to do is draw a picture! The theme is Christmas, so be as creative as you like, perhaps draw a picture of your favourite part of 
Christmas or your favourite Christmas character?
There are two Categories: Under 7’s and ages 8 to 14
The winner of each category will have their design printed and added to our cards for next year!
The deadline is 18th January 2013 (so that you have plenty of time to get your ideas on paper over the Christmas period) and the winners 
will be announced on our website on 25th January 2013.
So, what are you waiting for? Visit our website for further details or contact the office, fundraising@jtsma.org.uk and what about getting 
your class at school involved too, to help us raise some awareness.
Please send all entries to our office by 18th January 2013; The Jennifer Trust for Spinal Muscular Atrophy, 40 Cygnet Court, Timothy’s 
Bridge Road, Stratford-upon-Avon, Warwickshire, CV37 9NW.
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There are so many people to thank for the 
generous support that we have received over 
the last nine months, we would need a whole 
other magazine to fit them all in! Here are just 
a few:

• A huge thank you to Donna Leggett, Craig 
Culyer and their family and supporters for donating 
an astounding £5483 from various events including a 
balloon release, scooter race and coast to coast cycle in 
memory of Jayden.

• Telford Infant School, thank you very much for 
choosing us as your charity of the year and raising over 
£800 so far. It has been a pleasure working with you 
this year.

• Beaufort Community School have raised £950,  
for this continued support we are extremely grateful.

• We must mention G15, a group of young people 
from 15 Gloucestershire schools who are a real credit 
to the schools and colleges that they attend. We have 
really enjoyed working with this fantastic group and 
thank them for their support so far.

• Thank you to the Burdis family (featured in the last 
Inspirations issue) and their fantastic family and friends 
who have raised £15,000 in memory of Ethan over 
the last 12 months!

• Thank you to the 75 
Engineer Regiment for 
choosing us as one of the 
charities to benefit from their 
annual Proms in the Park in 
Warrington last month. We 
had a great time!

• Ethan Kennedy, who has 
been an absolute star raising 
£1700 from a sponsored silence 
for an entire day! The money 
was raised in memory of Mark 
McPhee.

• Louise Williams and her 
class at St Margaret’s school 

for Girls in Aberdeen, who raised £190 from various 
fundraising and Louise’s participation in the Balmoral 
10k after being inspired by @estellastar’s Twitter 
appeals.

• To Finlay and Libby Petersen, whose annual Golf 
Day in Cumbernauld raised £1844! We also received 
£250 from the Grand Lodge of Scotland, thanks to 
their on-going support.

• Laura Pike and Jason Turk continued the success 
of their annual ball in memory of Isabel, raising nearly 
£7000, and then a golf day raising £930!!! We really are 
extremely grateful for your support and dedication.

• Another ball was 
held in March, this 
time with a wedding 
theme! Organised in 
memory of Lucas 
Hannigan by his 
mum Jenny and 

their family and friends, this unique and frankly brilliant 
event raised £4293!

• Tom Fenton took part in 
the unenviable Fred Whitton 
Challenge and raised nearly 
£3800 – thank you so much for 
your hard work for George.

• Susan & Brian George’s 
embroidered cards & crushed 
cans which raised the fantastic 
total of £405 for Alison’s angel 
fund.

• Jubilee fever hit our 
supporters and raised nearly 
£500! Thank you to the 
Thewlis Family, Emma 
Sivyer & Matt Larner, 
Keith Moralee, Donna 
Bevan and everyone that 
attended their events.

• Donna Bevan has been 
extremely busy with various events and awareness-
raising, in memory of Nicole, and really deserves a big 
thank you.

• A Pigeon Sale at 
Deerness Valley 
Foundation raised 
£4410 in aid of 
Charlie Reed. Thank 
you to all involved!

• A big thank you 
to Olivia Neil who 

organised a hoola-hooping event at Newlands Spring 
School and raised £1022.56 – this is a great idea for an 
event!

• Sarah Clarke raised £321 from her very successful 
coffee morning.

• Steve Cocker undertook the gruelling Wicklow 
200, for Fergus - Congratulations and thank you.

• Thank you to the Rotary Clubs of Alcester, 
Wokingham & Royal Wootton Bassett for 
welcoming us into their club meetings and for their kind 
donations.

• We very much appreciate the support of Magda 
Sereda and friends, for donating £505 made at their 
annual fundraising day.

• Jill & Jeffrey Heslop donated £563.82, in memory 
of Leigh Heslop.

• Stacey Ross at Clydebank college raised £150.

• Thank you to the Rogue 
Run Team for their 
European road trip to raise 
awareness and funds for 
us. We are already looking 
forward to Rogue Run 2013!

• Many thanks to Bolton Sports Federation 
Ladies hockey team who raised a fantastic £700 for 
Tommy’s Angel Fund.



Other events

Thank you very much to the following 
people for raising a fantastic £3,383.00 
from their skydives: Stacey Page and 
Rebecca Law “Daisy’s Angels”, 
Sarah Axford, Danielle Wallace, Vicki 
Smith and Sarah Bird.

Many thanks also go to our Adidas 
Silverstone Half Marathon runners! 
Well done to Amy Hornsey, Martin 
Protheroe, Zoe Protheroe and Alan 
Yan.

To the Brighton 
Marathon 
team - Marc 
Beardmore, 
Ruth Bryant, 
Robert 
Castell, 
Colin Finch, Jason Harrison, Natalie 
Heather, Rachel Heather and 
Stewart Towell – Thank you and 
congratulations, you’ve raised a brilliant 
£4,600.00! 

To Helen Forte, Trudy Chudleigh, 
Nicola Boyton, Mark Bowering, and 
Hazel Woodland  - thank you very much 
for raising an incredible £10,594 from 
running in the London Marathon!

We are incredibly grateful to everybody 
who took part in our Middlesbrough 
Transporter Bridge Abseil, a fantastic 
£2669.99 has been raised!

We’d like to say a great big thank you to 
the hundreds of people who took part in 
our Birmingham to Oxford Bike Ride, 
which received pledges of over £22,000.00 
– an incredible amount!

A big thank you to Damien Rylett for 
£1,500 for completing the London to Paris 
Cycle – well done!

To Martin Cake and 
Marta Safin – thank 
you for taking part in the 
London 10K Road Race 
to raise £670.00 for The 
Jennifer Trust! 

To everyone who has 
taken part in our Big 
Fun Run Series so far, 

a total of £600.00 has been raised – thank 
you very much!

Thank you very much to everybody who 
took part in our recent Earls Court 
Abseil in London! 

If you are inspired by any of the 
fundraising ideas listed here, please 
get in touch with the fundraising 
team; we would love to help. 
fundraising@jtsma.org.uk
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The Jennifer Trust 
2012 Christmas 
Raffle
Following another successful year 
and a great deal of support for our 
raffle in 2011, we are delighted to 
offer more great prizes for 2012.
Please help us to continue to raise 
funds through the raffle by buying or 
selling the tickets enclosed and to be 
in with a chance of winning the top 
prize of £1000 and more!
1st Prize: £1000 • 2nd Prize: 
iPad 3 ‘The New iPad’ • 3rd 
Prize: Midland Hotel Vouchers
Plus lots of other prizes!
The raffle will be drawn on Friday 
14th December and all tickets 
received before that date will be 
entered into the draw. Tickets are 
£5 per book or £1 per ticket and can 
also be bought via our online shop; 
www.jtsma.org.uk/shop 
We have surplus raffle tickets in 
stock, so if you require more, please 
give the fundraising department a call 
on 01789 267520 and we will post 
these to you. If you prefer not to buy 
or sell tickets, this is no problem, but 
we would be grateful if you could 
post them back to us to be re-used. 
Online Christmas Tree Appeal 
2012 - In 2011 we launched our 
first Jennifer Trust Christmas Tree. 
Join us in celebrating Christmas 
2012, by hanging a bauble and 
donating to our appeal 
www.jtsma.org.uk 
The tree will be available from 
October.

• Also to the Reed family for their brilliant 
fundraising efforts totalling £1500!

• Wyke Primary’s cake sale that raised 
£168.85.

• Stockport Baptist church for raising 
£173 from their Christmas day collection.

• Well done and congratulations to Simon 
Burgess for his coast to coast cycle - 
Morecombe to Bridlington, raising over 
£500.

• Mr & Mrs De G. Griffith for 
requesting 70th birthday donations totalling 
£510.

• Optima Legal had a dress down day 
which collected £150.

• Many thanks to Darren & Adam 
Brown and family who have done a great 
deal in memory of Alfie, including two bike 
rides from Manchester to Liverpool and the 
Great Manchester cycle.

• Thank you to Peter Benstead and 
team who cycled from London to Brighton.

• Martin Taberner and team raised 
£1592 when they cycled from Knowsley 
to Southport in June! Thank you and 
congratulations. 

• Rebecca Tracey & 
Team – Hastings half 
marathon. 

• Sarah Ann Dillon on 
behalf of the Job Centre 
who raised £30.50 in a 
collection in memory of 
Gerard.

• Phil Allen for participating in the 
Reading half marathon, who raised £730 in 
memory of Nicole.

• Polehampton School, thank you for 
your brilliant fundraising ideas and donating 
£154!

• Cogenhoe Cricket Club – many 
thanks for your continued support.

• Thank you to students at Didcot Girls’ 
School who held an awareness raising day 
and sold merchandise to the total of £56.

• Rosetti House at Bournemouth 
School for Girls raised a brilliant £500 
from a year of fundraising – thank you so 
much!

• Thank you also to all involved with the 
Harmony Hill Primary School events 
which collected £700!

• Also to Emma Freeman and team for 
their Summer fete table top stall.

• And thank you to Yeovil College who 
held a raffle in aid of us. Thanks also goes 
to Helen Spear for going in to talk to the 
college about SMA and our work.



After the 
skydive was 
rearranged due 
to bad weather, 
the Angels finally 
completed their 
challenge on 
the 23rd of July 
in Kent.  The weather held out and they were 
able to dive from at least 10,000 feet in the air 
(pictured).  Stacey said “It was amazing! One 
of the best things I have done in my life!” 
Having already raised £1700.00, Daisy’s Angels 
don’t intend to 
stop now! With 
plans to raise 
more money 
in the future, 
we’d like to 
wish them the 
best of luck, 
and say a huge thank you for all of their support 
so far. 

Well done Stacey and Rebecca, Daisy must be 
very proud. To find out more about Daisy’s 
Angels, find them on Facebook: ‘Daisy’s 
Angels’.
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Stacey Page and Rebecca 
Law began their journey 
as “Daisy’s Angels” in 
March 2012 with a 
nervous phone call to 
The Jennifer Trust to 
say they think they’d 
like to do a skydive! 
The motivation behind 
their bravery was Daisy 
(pictured), who was 
diagnosed with Type 

1 and Type 2 SMA in 2011, aged 10 months. 
Stacey and Rebecca decided to do the skydive 
this summer, as a surprise for Daisy’s parents. 

Since her diagnosis, Daisy’s time has been divided 
between The William Harvey Hospital and The 
Brompton in London. Her parents have been 
by her side throughout, and Daisy’s Angels have 
been an incredible support, working hard to raise 
money for the charity. 

Incredible fundraisers, Stacey and Rebecca have 
spoken on their local radio station about Daisy, 
SMA, The Jennifer Trust, and how people can 
help support this cause. They had t-shirts made, 
distributed collection tins, sent out information to 
newspapers, and even met Vic Reeves (pictured)! 

Daisy’s Angels take to the sky and raise over £1700!

The events season is starting to quieten down, but we’ve still 
got lots of opportunities for you to get involved and fundraise 
for The Jennifer Trust!
Big Fun Run Series – From July to November 
Take part in this series of fun 5k runs happening across the UK. With locations including London, Manchester, Birmingham, Edinburgh and 
Dublin, you’re sure to find one close to you! Each race has up to 1000 people taking part, and is staged in a scenic park, making them 
great fun for everyone! Registration Fee: £9.99 for adults, £7.99 for under 18s / over 65s.

Bell Tower Abseil, The Trafford Centre – 30th September 2012
We are joining this abseiling mega day, down the Bell Tower at the Trafford Centre in Manchester! This abseil 
is our biggest one, and stands at a massive 200ft! It offers you the opportunity to enjoy a commanding view of 
Manchester, the Peak District and Cheshire! No experience is necessary as full training will be provided on the 
day.
Kia Oval Zip Slide – 6th October 2012
If you fancy doing something a bit different, we would like to invite you to take part 
in an exhilarating 500ft Zip Slide at London’s international cricket ground, Kia Oval. 
Again, no experience is necessary! Head to the following website to sign up and raise 
money for The Jennifer Trust! www.zipslidesuk.co.uk/events/the-kia-oval/17

Santa Run – 9th December 2012
We have places in this year’s doitforcharity.com Santa Run! Held at Greenwich Park in London, you can 
choose to do either a 5k or a 10k run dressed as Father Christmas himself! This promises to be a fun day, so 
make sure you sign up soon at www.doitforcharity.com 
For more details or to register for any of our events, please contact Abby (Fundraising Events Coordinator) at 
abby.wilson@jtsma.org.uk or on 01789 267520.
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Make us your Company’s Charity of the Year
At The Jennifer Trust we have many years of experience developing mutually beneficial Charity of 
the Year partnerships, with companies.
A Charity of the Year partnership is an excellent way for the company you work for to meet 
its Corporate Social Responsibility objectives and for it to promote its sense of community 
responsibility to its clients, regardless of its size. 
Nominating The Jennifer Trust as your Charity of the Year partner can enable your company to:
• Improve its reputation by being associated with the UK’s leading SMA charity
• Generate excellent PR opportunities
• Motivate staff and provide excellent team-building opportunities
We’re very keen to build on previous success and form mutually beneficial relationships - If you 
know anybody who you think may be able to support us, or if you work for a company who run 
a Charity of the Year scheme, then we’d love to hear from you.   

Thank you to our Corporate Supporters
A massive thank you to Pfizer for their £25K donation to our work.
Many thanks to all of our other corporates that have made vitally 
important contributions so far this year:
WPP £500 • HM Plants Limited £128 • Next £500 • Leeds 
Building Society £1,000
Formica £50 • Diploma PLC donated £1,000 • Ernst & Young £500
Paragon Finance Plc £250 • Coutts & Co £500 • Rothschild £250
Movianto £500 • Smiths Group PLC £1,000
The Albatross group, £1,750 in memory of Claire Foster.
Darrose £1,000 on behalf of Symon Branch who completed our Birmingham to Oxford Bike Ride.

WE NEED YOUR SCHOOL’S HELP!!
We believe that younger generations are key in the future of The Jennifer Trust and continuing the work that 
we do. They have an abundance of motivation, enthusiasm and empathy which helps us enormously in raising 
awareness and getting people to listen! We would like to ask you to encourage your schools to choose us as their 
charity of the year or organise a fundraiser for us, and we will help with ideas for events and provide merchandise 
and support. 

We are small, but mighty and really need your help in making our voice bigger!

Please contact Community Fundraiser, Natalie Port for further details or to chat about potential fundraising 
opportunities: natalie.port@jtsma.org.uk or call 01789 26750.

Guess2Give is an easy and fun way to raise money for The Jennifer Trust but 
here’s the twist, everyone who makes a guess, could WIN a cash prize.
Run, cycle, swim, trek or wedding speech? Whatever your event or occasion, 
set up a free Guess2Give sweepstake to challenge your friends and raise 
money for charity.

Here’s how it works:
• Set up a Guess2Give sweepstake for your event or occasion.
• Your friends pay £3 to guess the result.
• 50p from each guess goes to the prize fund & up to £2.50 (inc. Gift Aid) goes to charity.
• Whoever guesses closest to the result, WINS.
www.guess2give.com 
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Article by Rachel Thompson and Anna Mayhew 
summarising their Jennifer Trust conference 
workshop.

When clinical trials start to take place 
in a condition where there haven’t been 
many trials before, a lot of new questions 
are raised – in particular, how do you find 
the patients to take part, and how do you 
measure whether the treatment they are 
given is actually having an effect? 

Clinical trials are the controlled tests that 
investigators perform to establish whether or 
not a potential new treatment for a medical 
condition really works when it is given to people 
with that condition. Trials are usually not open to 
every individual with a 
particular condition but 
only a small group or 
subset, often people 
who share certain 
similarities (e.g. their age 
or the severity of their 
disease). This makes 
it easier to compare 
results between different 
participants. Later 
on, if the trial shows 
the treatment to be 
effective, the product would hopefully then be 
marketed and available to all suitable patients and 
not just the small group in the trial. It is important 
to remember that trials can also potentially show 
that a treatment doesn’t work – so being in a 
trial is not a guarantee of receiving an effective 
treatment but is more like being part of an 
experiment. Before being invited to participate in 
a trial, patients are always given the opportunity to 
discuss in detail with the trial doctor what the trial 
involves and whether it is really the best thing for 
them at that time.

Patient registries (or “where are you all?”)

Because SMA is a rare disease, it can be very 
difficult to find enough people with the condition 
to run a clinical trial. When a trial is being planned, 
it is very important that patients suitable for that 
trial can be found and contacted quickly. The best 
way of ensuring this can happen is to make sure 
that patients’ details are all collected together in a 
single database or “registry” that contains all the 
information that researchers will need, including 
each patient’s particular genetic defect and other 
key information about their disease. Patient 

registries that contain the basic data needed to 
recruit patients have helped locate people suitable 
to take part in trials and provide registered patients 
with feedback about what’s going on in research 
for SMA. The UK registry for SMA is also part of 
a much larger international registry established by 
the TREAT-NMD network, and comparing data 
from registries in different countries can provide 
valuable information about the care, people with 
SMA receive across the world. 

In the UK, the SMA patient registry was launched 
in 2008 with the help of The Jennifer Trust and 
currently has around 350 individuals registered 
in it. Of those, approximately 15% have SMA 
Type I, 40% have SMA Type II, and 45% have 
SMA Type III. The registry has been used for 

recruitment of patients 
into the current Trophos 
trial and for providing 
statistical data about patient 
numbers. An international 
scientific publication is 
planned for the end of 
2012, combining data 
from the UK registry with 
data from other registries 
across the world, and 
this should provide some 

useful comparisons between countries regarding 
patient numbers and variations in care practices 
on ventilation, gastric feeding, scoliosis surgery 
etc. that will be of interest not only to people with 
SMA and their families but also to researchers, 
clinicians and pharmaceutical companies planning 
trials. We’re very keen to have as many people 
as possible from the UK contributing data to this 
survey, so we invite all interested readers to sign 
up if they haven’t already. To register, visit 
www.treat-nmd.org.uk/registry. 

Because the registry was established with the idea 
of clinical trials in mind, it is unfortunately unable 
to accept registrations from families who have 
already been bereaved. If you are a bereaved 
family, who would like to know about ways you 
can stay involved with the SMA community, please 
contact The Jennifer Trust directly. 

Outcome measures (or “it’s all about the 
numbers”)

People with SMA, especially those who are 
seen at a specialist centre for follow-up, are 
often familiar with the standard tests that are 
done to check their health and any changes in 

Getting the background right for trials in SMA: the 
need for patient registries and outcome measures  
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US President Barack 
Obama has signed 
into law a new Act 
that will aid the 
development of 
potential therapies 
for orphan diseases 
such as SMA. The 
Food and Drug 
Administration Safety 

and Innovation Act (FDASIA) will allow the Secretary 
of Health and Human Services (HHS) and the Director 
of the Food and Drug Administration (FDA) to expedite 
the drug approval process for rare disorders. 

The FDA is the governing body for the regulation and approval of 
drugs in the US. The European Medicines Agency plays a similar 
role in the EU.

If a potential drug shows promise for the treatment of a serious 
or life-threatening condition with no currently available treatment, 
then the Secretary of HHS can designate the drug a “fast-track 
product” and expedite its development and review. Furthermore, 
if a compound shows an improved early clinical effect over 
currently available treatment, then the bill will allow a similar 
acceleration of the “breakthrough therapy.”

their condition. When it comes to clinical trials, 
some of these same tests can be done, but it can 
often be a real challenge to measure the right 
things to be sure whether or not a treatment 
is working. Outcome measures are the tests 
that investigators perform to decide whether 
a treatment being tested is having any effect. 
These can come in many different forms – from 
“functional” tests like assessing whether a person 
is able to perform certain movements or how 
far they can walk in a given time, to looking at 
biological changes in blood samples or biopsies 
or testing nerve conduction. But although looking 
for biological changes can make it quite easy to 
quantify the results (calculating the amount of a 
particular protein, for example), these do not 
always correlate with an improvement in the 
patient’s state of health, so when assessing the 
effect of a treatment it is always necessary to look 
for meaningful changes in what the patient can 
achieve. And quantifying these changes can be 
quite difficult. 

Clinicians and research physiotherapists like 
Anna have developed different “functional scales” 
involving a range of different tests which can be 
given a score that is then totalled up at the end 
to give an overall figure. Assessing these scales 
has shown that they have a lot of strengths in 
terms of giving a good overview of a patient’s 

condition, but they also have weaknesses. Some 
scales measure the same thing in several different 
ways, which may be helpful for the doctor to 
know at a regular clinical appointment but in a trial 
situation risks falsely inflating the score if a patient 
can manage that particular movement, and falsely 
decreasing it if the patient loses the ability. A loss 
of ability in one area may also hide an increased 
ability in another area if it is only the total score 
that is monitored. The scales are also often not 
“linear”, which means that it’s not really possible 
to say that an increase of one point in one task 
(e.g. “can you lift your head up when lying flat 
on your back”) is really equivalent to an increase 
of one point in another task (e.g. “can you take 
more than four steps on your own”). Being able 
to assess the whole range of function in SMA in 
a way that is linear and can pick up even small 
changes consistently is an active area of research in 
order to make trials more reliable.

Useful links

www.jtsma.org.uk/patient_registry.html - 
information about the UK SMA registry.

www.nhs.uk/Conditions/Clinical-trials/
Pages/Introduction.aspx - NHS introduction 
to clinical trials.

www.treat-nmd.eu/sma-current-trials - a list 
of SMA trials currently running across the world.

President Obama signs legislation that will accelerate the 
approval of drugs for rare diseases

Given that potential therapies for SMA are currently being 
tested in clinical trials, this bill is likely to directly affect SMA drug 
development.

Though the EU has an independent registration system for 
medicines, the high level of Presidential support for orphan 
drugs will assist in the preparation of future applications for SMA 
treatments. The EU already recognises that SMA is a rare disease 
and has supported patient organisation, clinical experts, and 
researchers in meetings held to discuss the issues in registering 
treatments for SMA. This continues to keep these treatments 
as a high priority and we have seen in recent announcements 
that large pharmaceutical companies have taken more interest 
in treatments for SMA patients (see www.jtsma.org.uk/Roche_
PTC_Deal and www.jtsma.org.uk/Biogen_ISIS_Deal)

Further Information

HHS press release 
www.hhs.gov/news/press/2012pres/07/20120709b.htmlArticle 
about the FDASIA on the Families of SMA website www.fsma.
org/LatestNews/index.cfm?ID=7091&TYPE=1150 

Additional article on the new legislation

www.prnewswire.com/news-releases/obama-signs-fda-user-fee-
legislation-bringing-hope-to-rare-disease-patients-161934585
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For our next Q & 
A instalment, we 
have a special guest 
from the U.S., Greg 
Cox, who works 
on Spinal Muscular 
Atrophy with 
Respiratory Distress 
(SMARD) at the 
Jackson Laboratory 
in Bar Harbor, 
Maine.

What is SMARD? 
SMARD stands for Spinal Muscular Atrophy with 
Respiratory Distress. It is a rare genetic variant of Spinal 
Muscular Atrophy (SMA) that is caused by mutations in 
a completely different gene (IGHMBP2 versus SMN1). 
This disease is apparent in young children before one 
year of age and progresses quite rapidly such that most 
children become paralysed and require respiratory 
and feeding support before the age of two. Like SMA, 
this is a recessive genetic disorder; this means that a 
child must inherit two independent mutations in the 
IGHMBP2 gene, one from each parent, to develop 
this disease. Also like SMA, the motor dysfunction is 
caused by the degeneration of motor neurons in the 
spinal cord. As the motor neurons die, the children 
lose innervation to their muscles and they become 
progressively weaker.

How did you come to work on SMARD?
We initially discovered that the Ighmbp2 gene was 
important for motor neuron health and maintenance 
from a spontaneous mouse mutation that I was studying 
in the lab. The mutation was named Neuromuscular 
Degeneration (nmd) based on the early onset and 
progressive paralysis the mice developed. I work 
at The Jackson Laboratory in the U.S., and one of 
the most amazing things about working here is the 
unique opportunity we have to discover new genetic 
mutations. Part of the mission of JAX (and the one it is 
most commonly known for) is to produce genetically 
defined research mice for investigators all over the 
globe. JAX ships over 3 million mice per year for 
biomedical research, and our animal caretakers are 
trained to look for ‘deviants’ that pop-up from time to 
time in their mouse colonies. Although spontaneous 
mutations are rare, if you produce over three million 
of anything - rare things show up. In fact, they occur 
frequently enough that every two weeks we have what 
is called the Deviant Search. The researchers gather to 
observe the deviant mice that have been collected from 
the production rooms over the previous two weeks 
and we attempt to determine if they might be caused 
by a heritable mutation that could be relevant to our 
particular area of research. It was through this process 
that the mutant nmd mice were first discovered. My 
role in this story began when I was able to genetically 
map and clone the gene and causative nmd mutation 
in 1998. Only later were human SMARD patients, with 

IGHMBP2 mutations, discovered by Katja Grohmann 
in Cristoph Hübner’s lab in 2001.  Thus, the mouse 
mutation directly aided in the eventual discovery of the 
human SMARD disease gene.

What SMARD research are you currently 
doing?
We are actively trying to determine the mechanisms 
causing motor neurons to degenerate in our mutant 
nmd mice, and by extension, the motor neurons of 
SMARD patients. If we can define the cellular and 
biochemical defects that lead to cell death, we hope to 
target those processes for a therapy. 

One of the approaches we are taking arose from a 
serendipitous discovery I made while originally trying 
to map and clone the mouse nmd mutation. We 
typically work with completely inbred strains of mice 
in our research at JAX. All of the mice from an inbred 
strain are genetically identical to one another and this 
allows us to faithfully reproduce our research within 
our own labs and in labs across the world, as we know 
each group is working on exactly the same genetic 
model. However, you can’t map gene mutations 
within an inbred strain of mice as the maternal and 
paternal chromosomes can’t be distinguished from 
one another in the offspring. To get around this, we 
set up genetic crosses between different inbred strains 
to allow us to follow each of the chromosomes and 
find where the mutation is located. The nmd mutation 
was originally maintained on the C57BL/6J (B6) inbred 
strain background and these mice always present with 
the same early age of onset (2-3 weeks of age) and 
rapid disease progression. However, when I crossed 
the B6 mice with the nmd mutation to mice from the 
wild-derived CAST inbred strain, I found that not all of 
the offspring carrying the nmd mutation had the same 
disease severity. Some of the nmd mice had the same 
early onset of symptoms we expected while others had 
very mild motor symptoms that allowed the mice to 
run around the cage seemingly unaffected. I collected 
DNA from all of the severely and mildly affected 
nmd mice and found that a single location on mouse 
Chromosome 13 from the CAST strain background 
could suppress the nmd disease severity. We are 
attempting to identify the gene that is responsible for 
this genetic suppression, as we believe it may provide 
clues as to how we could similarly modify the severity 
of the SMARD disease in patients. 

A second approach we are taking is to try and 
reproduce the nmd motor neuron disease in a tissue-
culture dish. Motor neurons are very difficult to study 
in mice and humans because they are located in an 
inaccessible location in the spinal cord and cannot be 
removed or examined in a living person or animal 
model. To get around this problem, we have developed 
embryonic stem cells from our nmd mice that we 
can differentiate into motor neurons in a dish. These 
isolated motor neurons will allow us to understand 
the disease process within the relevant cell type and 
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hopefully give us a means for drug testing that can be 
scaled to identify effective pharmacological therapy 
strategies. We will next extend our mouse cell work to 
humans by deriving induced pluripotent stem (iPS) cells 
from patient skin biopsies to do the same thing with 
human motor neurons. If we can generate a ‘disease 
in a dish’ model system from either the nmd mouse 
or SMARD patient cells it will dramatically increase our 
ability to screen for potential therapies that can then be 
moved to clinical trials.

When and why did you first decide you wanted 
to be a scientist?
My love of science began as a child while watching all 
of the medical and science programs on television that 
described the latest discoveries and theories in a visual 
and exciting format. Programs such as Carl Sagan’s 
“Cosmos” or the PBS series “Nova” which often 
contained science programs that originally aired on the 
BBC, fired my imagination and made me want to learn 
more on my own. So I suppose there are redeeming 
qualities to television programming after all.

What would you be if you weren’t a scientist?
I have a great passion for automobiles and working on 
all things mechanical, so I would have probably been an 
auto mechanic if I hadn’t gone into science. I love doing 
maintenance work and repairs on my cars and truck, 
and I am currently rebuilding my 1964 Ford Mustang 
that I originally bought as a teenager.

If you are not in the lab you are...
At home with my wife and three children doing work 
around the house or just relaxing.

Describe yourself in three words.
Curious, optimistic, and handy.

What has been the most important moment of 
your career so far?
As a graduate student I had published on the transgenic 
rescue of disease symptoms in a mouse model of 
Duchenne muscular dystrophy. This work provided the 
proof of principle for current gene therapy strategies in 
this disease and allowed me an invitation to be on the 
Jerry Lewis Muscular Dystrophy Telethon in Las Vegas, 
Nevada. I had never been on television before and it 
was an exciting and nerve-wracking experience for a 
student.

What is your most memorable finding relating 
to SMARD?
The initial identification of the Ighmbp2 mutation was 
incredibly exciting, but the realization that the gene 
identity didn’t lead to an obvious disease mechanism 
was just as sobering.

What is your favourite conference location?
New Orleans, Louisiana. I love the city, the food and 
the jazz music...it doesn’t get much better than that.

What is the best scientific advice you ever 
received?
It was actually in the form of a quote from William 
Bateson around the turn of the last century, “Treasure 

Glossary
Mutation
A permanent change in the DNA sequence of a gene that can be inherited by subsequent generations. 
Dependent upon where a mutation occurs within a gene, it can have no effect on the protein produced, or 
can disturb the protein’s function causing a genetic disorder such as SMA.

Survival Motor Neuron (SMN) Protein
Produced from both the SMN1 and SMN2 genes, the SMN protein is required for the survival of lower 
motor neurons. Complete absence of SMN is deadly to all different types of cell, but at low levels, the 
lower motor neurons appear to be the most severely affected cell type.

Motor Function/Performance
The ability to coordinate and carry out successful movement.

Motor Neuron
The nerve cells that connect the brain and spinal cord to skeletal muscles allowing conscious movement. 
They act as a message delivery system: electrical signals originating in the brain are fired down the spinal 
cord along ‘upper motor neurons’ and on to skeletal muscles via the ‘lower motor neurons’. Lower motor 
neurons are the main cell type affected by SMA.

Heredity
The passing of traits through the inheritance of genes from one generation to the next.

Chromosome
Found within the nucleus of the cell, chromosomes are thread-like structures of DNA that are tightly coiled 
up around proteins and contain many different genes. Humans have 46 chromosomes per cell - 23 from 
each parent - except for the sperm and egg cells which possess just the 23. The number of chromosomes 
can differ between species, for instance, chimpanzees possess 48, dogs 78, and the platypus 52.

Embryonic Stem Cell
A cell that is derived from a blastocyst (an early stage embryo) and that can be differentiated into a large 
number of different cell types.

Induced Pluripotent Stem Cell (iPSC)
A cell (e.g. skin cell) that has been altered or “reprogrammed” by the expression of specific genes to 
become able to potentially differentiate into a number of different cell types, for instance a motor neuron.

 Transgene
 A gene or genetic material transferred from one species to another. This can occur naturally or through 
genetic engineering.

your exceptions”. This is a guiding principle in science 
that instructs us to focus on the things that don’t fit our 
expectations, as that is where the real discoveries will 
lie. In genetics, the exceptions are the mutations that 
can provide true insight into the workings of biological 
systems.

If you could start your career all over again, 
are there things you would do differently?
I would probably like to pursue a medical degree 
in addition to my PhD in Human Genetics. Being a 
pediatric geneticist would allow me to work directly 
with the patients that I am trying to model in my mouse 
genetic studies.

In your opinion, what makes a good scientist?
Tenacity and an optimistic disposition to recover from 
the inevitable setbacks and disappointments that come 
from primary research endeavors. We are constantly 
probing the unknown and are wrong more often than 
right as we test our various hypotheses. 

Where do you see the SMARD research field in 
the next 10 years?
The discovery of the gene has allowed for a definitive 
diagnosis to be achieved. However, the move to 
therapeutic intervention is more daunting. I expect that 
the function of the IGHMBP2 protein will be known in 
the next 10 years and we will have access to several 
potential cell or drug-based therapies to try and stop 
the progression of symptoms. The bigger challenge will 
be to reverse the disease process once motor function 
is lost. I hope that cell-replacement therapies will be 
available to replace the motor neurons lost to the 
disease, as that would constitute a true ‘cure’.
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rt The Jennifer Trust is a UK charity 
established in 1985 to inform, support 
and empower families and individuals 
affected by all forms of Spinal Muscular 
Atrophy (SMA). We also fund and 
support the research community 
addressing the causes, treatment and 
management of SMA.

Services & Contacts: 
The Jennifer Trust offers a range of support 
services;

Outreach Service: 
Our Outreach Workers are available to visit 
any newly diagnosed family or individual 
affected by SMA and offer support, advice 
and information.  If you have been newly 
bereaved you may also request a visit. 
Contact Support Services on 01789 267520 
or email supportservices@jtsma.org.uk

Peer Support: 
Our team of Peer Support Volunteers is 
available to support others across the UK, by 
phone and email. Each of our Peer Support 
Volunteers is affected by SMA in some way, 
be it themselves or a family member. To 
request contact with a Peer Support Volunteer 
or to find out more about this service, with 
no obligation, please phone 01789 267520 
or email supportservices@jtsma.org.uk 

Information: 
The Jennifer Trust publishes a wide range of 
information on many aspects of SMA. We can 
also signpost you to other sources of advice 
and support.

Contact Support Services on 01789 267520 
or supportservices@jtsma.org.uk

Fundraising: 
Everything we do is dependent on voluntary 
donations. If you would like to support The 
Jennifer Trust by fundraising on our behalf in 
any way, we would be delighted to help you 
make your event a success

For information on fundraising for us or to 
take part in one of our challenge events 
please contact our fundraising team on 01789 
267520 or email fundraising@jtsma.org.
uk 

For more information on setting up a 
tribute fund please also contact the 
fundraising department.

The Jennifer Trust for Spinal Muscular Atrophy 
40 Cygnet Court 
Timothys Bridge Road 
Stratford Upon Avon 
Warwickshire 
CV37 9NW
www.jtsma.org.uk

Help for today hope for tomorrow

We are very proud to have published these 
fantastic books and look forward to more in 
the future;

Tilly Smiles – The Story So Far: This book was 
written by Tilly Griffiths to inspire all children and 
families affected by SMA.
Smasheroo: An uplifting story that highlights that 
everyone is different and special in their own way, 
written by Hania Myers.

To purchase our books, please visit our 
online shop: www.jtsma.org.uk/shop

!Registered Charity No. 1106815 Company Ltd by guarantee no 5137534. Registered in England Wales

Follow us on Facebook and Twitter
The Jennifer Trust for Spinal Muscular Atrophy; @JenniferTrust


