
INSPIRATIONS AUTUMN 2013

49029 JENNTRUST_INSPIR 20PP  10/09/2013  09:41  Page 1



Suzanne learns to drive
Suzanne gets to grips with her new car and 
tells of her experience learning to drive

A day to remember
Simon and Louise Clarke reminisce about a 
special day at Hampton Court Palace with their
daughter Grace

Taking a cruise
The Smyth family share their experience of 
their holiday abroad on a cruise

Adapting to change
Gary gives an account of his experience of 
living with SMA

Consumer Guides
RICA conducts consumer research and provides
information for older and disabled people

Arty Elves
Tori Elliot on her latest publication and her career as
a children’s book illustrator

Christmas 2013
Details of our 2013 Christmas Parties, fundraising
initiatives and volunteering opportunities

Thanks to…
An overview of the fantastic support we have
received over the past couple of months

Families of SMA Research Conference
Our research correspondent, Dr James Sleigh, gives
his report

SMA Scientist Q & A
An interview with Lucia Tabares from the University
of Seville, Spain, who is working on how levels of
SMN protein affect the neuromuscular junction

Please write to:
Inspirations, 
The Jennifer Trust for SMA, 
40 Cygnet Court, 
Timothy’s Bridge Road,
Stratford-upon-Avon, 
CV37 9NW 
or email office@jtsma.org.uk

04

05

06

07

08

09

11

13

15

19

In this issue

02

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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MDC All Ireland Research 
and Information Sharing Day
City North Hotel, County Meath
Saturday 21st September 2013

Muscular Dystrophy Campaign are
hosting a great opportunity for
families and individuals affected by
muscular dystrophy and related
neuromuscular conditions from
both Northern Ireland and the
Republic of Ireland to share
information and create peer-to-
peer networks across the region.

For more information and to book
your place, please contact Lauren
Bishop, Supporter Development
Manager for Northern Ireland on
07801 047977 or email
l.bishop@muscular-dystrophy.org

DNEX - Disability North Exhibition
Newcastle Racecourse
Newcastle upon Tyne
Wed 25th - Thurs 26th Sept 2013 

The North’s largest independent
living exhibition, providing
information, advice and equipment
for disabled people, children,
adults, carers and health/social
care professionals on a range of
disability related issues.

See www.disabilitynorth.org.uk 
for more information, 
tel: 01912 840480 or email
events@disabilitynorth.org.uk 

MDC Scottish Conference
Beardmore Conference Centre,
Glasgow
Saturday 5th October 2013

Muscular Dystrophy Campaign’s
Scottish Conference will feature 
a mix of speakers, advice stands,
presentations and workshops 
for people with muscular
dystrophy and related
neuromuscular conditions, 
their families and friends.  

For more information contact 
lynni@muscular-dystrophy.org 
or tel: 01132 301313

Kidz South
Rivermead Leisure Centre, Reading
Thursday 12th June 2014

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/South
for more information 

Kidz Scotland
Royal Highland Exhibition Centre,
Edinburgh
Thursday 11th September 2014

New venue for the popular Kidz
exhibition presented by Disabled Living.
Free entry and accessible parking. 

For more information, see
www.disabledliving.co.uk/kidz/scot
land or tel: 01616 078200

FUNDRAISING EVENTS
Fright Hike 2013:
New for this year, we are working
with Global Adventure Challenges
to promote this unique event for
Halloween. 30km treks through
woodland, with some spooky
surprises along the way! Sound
exciting? Give us a call or visit the
website to find out more
www.jtsma.org.uk/event202.html 

Fright Hike Epping Forest:
26th October 2013

Fright Hike Sherwood Forest:
2nd November 2013     

Santa Run:
Sunday 8th December 2013
A light jog around Victoria Park,
London, with a festive atmosphere,
and a free Santa suit.

What more could you ask for to
get into the festive spirit and help
raise funds for The Jennifer Trust.

www.jtsma.org.uk/event165.html 

If you are interested in any 
of the above events please
contact the Fundraising Team 
on 01789 267520 or 
email fundraising@jtsma.org.uk 

Diary Dates  2013 / 2014

Muscular Dystrophy 
Campaign Conference
East Midlands Conference Centre,
Nottingham
Saturday 12th October 2013

MDC’s National Conference will
feature a mix of speakers, advice
stands, presentations and
workshops for people with muscular
dystrophy and other neuromuscular
conditions, their families and friends.  

For more information contact 
lynni@muscular-dystrophy.org 
or tel: 01132 301313

Kidz up North
Event City, Manchester 
Thursday 21st November 2013

Exhibition dedicated to children
with disabilities and special needs,
their families, and the professionals
who work with them.  Free entry.

For more information, see 
www.disabledliving.co.uk/Kidz/North
Tel: 01616 078200

Jennifer Trust Christmas Parties
December 2013
Keep an eye on our website 
for further details soon!

NAIDEX
NEC, Birmingham  
Tue 29th April - Thurs 1st May 2014

Naidex is the UK's largest disability,
rehabilitation and homecare event
with over 300 exhibitors featuring
the latest products and services to
aid independent living. Free entry.
See www.naidex.co.uk/national for
more information 

Families of SMA Conference
Gayford National Resort &
Convention Center, Washington DC 
Thurs 12th June - Sun 15th June 2014

The largest conference in the world
for individuals and families affected
by SMA, and health/social care
professionals. Conference for SMA
researchers runs in parallel with the
family conference. For full details of
the conference programme, venue
and booking details visit
www.fsma.org/FSMACommunity/
Conference/
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In December 2012  I got my first ‘drive-from-
wheelchair’ vehicle, through the Motability Scheme.  
I received a silver Volkswagen Caddy which has since
been given the name ‘Gavin’!  The process was far from
being quick or easy, but with the prospect of gaining so
much more independence it was all worthwhile.  
An opportunity at a Jennifer Trust Conference had
allowed me to see just how many different controls and
gadgets were available to suit everyone.  Talking to
others with SMA who drove adapted vehicles also gave
me the confidence to deal with negativity from those
who were ignorant about the vast possibilities of how
the car could be tailored to all my needs.  But in true
SMA attitude, comments like, “surely you wouldn't be
strong enough?” were very quickly shot down in flames! 

The initial assessment was carried out by Disability
Action, who looked at my overall ability to drive so
that I could apply for my provisional licence.  The next
stage was to meet with Dave, the assessor from
Motability.  The financial assessment was done on my
income, so there was no down-payment needed.  At
this stage we looked at my physical strength to find
out what controls would be best and which car would
be most suitable, in terms of size and adaptability.  

With a number of hold ups, including missing paper work
and a change of my wheelchair, the adaptation process
was stalled.  My wheelchair was due to be changed at
the same time, so the work couldn’t go any further until 
I had my new wheelchair.  I would recommend to anyone
who is considering starting the process to check out
what chairs are suitable for driving first!  From the start
of the process to driving solo took me three years.   

The final stages of the adaptations were definitely the
most exciting parts of the process; seeing Gavin, week
by week, developing and changing.  They fine-tuned
my driving-height position and the sensitivity of the
joy stick controllers to suit my strength and needs.
Everything in the car was designed and set up so I
didn’t need any help:  from an easy-to-press key fob
that operated the door and ramp, to the system that
clamped my wheelchair into place.  I even had
cameras and monitors installed to help me see around.

Now that Gavin and I were ready to take the roads by
storm, Motability organized and funded up to 50
hours of driving lessons with Andy!  Having Andy as
my driving instructor meant I struck gold as he also is
a driving assessor with Disability Action.  So the
‘spaceship-like’ controls and set up didn’t put him off
at all.  I took a weekly driving lesson during the
winter months and got lots of practice driving back
and forth from university at weekends with my mum.
No snow blizzard, hurricane winds or rain stopped
Gavin and I from learning! 

After 5 months of learning, Gavin and I passed our
driving test with ease.  It was the perfect way to start
the summer holidays and it certainly wasn’t long before
my friends and I started planning some road trip
adventures.  And a huge ‘Congratulations’ is also
needed for my mum, who managed to remain subdued
with the impatient ‘white van drivers’ of Belfast while I
was learning! The process of moving from one set of
wheels to a bigger set of wheels may be a rocky road,
but with SMA strength and determination you will soon
drive past any obstacles put in your way!  

Suzanne learns to drive
Suzanne Glover is a University student and has SMA Type 2. Here she is in control
of her new car with brother Andrew in the passenger seat. 
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Getting Out and About Support Services

For this issue of Inspirations, the Support Services Team asked people affected by
different forms of SMA to talk about their experiences of getting out and about
and to pass on their suggestions and ideas. 

www.jtsma.org.uk
www.facebook.co.uk/jennifertrust
@JenniferTrust
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green and help us cut costs, please send your email address 

to office@jtsma.org.uk and receive an electronic copy.
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Sometimes it seems like a lifetime ago and at other
times it seems like yesterday.  We have pictures of
her sailing across our computer screen and amongst
these are several of a day we were lucky enough to
enjoy at Hampton Court Palace in Surrey, about a
month before she died.

Our outing had been pre-arranged between
Shooting Star Children’s Hospice and the Palace.
The staff had very kindly given us a room to use
throughout the day, which was extremely close to
the parking space we had been allocated right by a
side door.  We weren’t travelling light as many of you
will know.  We had oxygen, a suctioning kit, feeding
syringes and “special” milk along with all the usual
baby paraphernalia.  We even took Granny along!  

In reality, Grace and I didn’t see quite as much of the
Palace as we had hoped to.  The journey (only 30
minutes from home) and the cobbles which cover
the courtyards and outbuilding took their toll and for
Grace there was more time spent in our room resting
and being administered to, than admiring King Henry
VIII’s home.  But we did get to see the medieval
kitchens and the staff eating the feast with the
utensils and crockery that were available in the 16th
century.  These meals (eat your heart out Waitrose!)
had been prepared in front of the visitors and it is no

wonder Henry VIII was a little on the plump side.  
We enjoyed a more modest picnic overlooking the
gardens, then toured the extended grounds and 
saw the famous 250 year old vine.  

It is an amazing place and somewhere we tend to
head back to at least once a year, usually in winter
when it is quiet and we can enjoy the majesty of the
site on the River Thames, have a long walk and enjoy
reminiscing about our day seven years ago when we
had our precious angel with us, even though we
knew then that our days were severely numbered.  

A day to remember
Simon and Louise Clarke spent a day at Hampton Court Palace with Grace 
who died of SMA Type 1 on 1st May 2006 at 11 months old.
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Initially we chose to go on a P&O cruise because it
sailed from Southampton, which was a way of having
a holiday abroad without having to fly. This meant
that we didn’t have to worry about Marni’s chest
being able to cope with the flight, all the equipment
we needed to take and the added stress of it being
broken in transit. (These were our concerns as
parents rather than Marni’s as she got the go ahead
to fly by the specialists).

On the morning of the cruise we loaded up the car;
the girls’ cases were huge! We also took a cough
assist, bi-pap, portable hoist and shower chair. 
We had tagged each item with a luggage label which
we had received with our cabin details. We pulled up
at the dock and unloaded our baggage which was
then delivered to our rooms. Our car was then driven
away and parked as we had booked car parking 
(an added cost). All we had to do was board, which
was very efficient as there was a special registration
desk for disabled people. We then posed for our first
picture and went off to explore the ship - such a
relief and all totally stress free!  

The ship was very accessible as there were lifts
everywhere to all the decks. This gave Marni freedom
to go anywhere she wanted. The adapted cabin was
very spacious with a wider door, plenty of room to
get the wheelchair/hoist around and a wet room.

On the ship there were numerous swimming pools
with jacuzzis. The food and entertainment were
amazing - there were 2 theatres, a cinema, casino,
nightclub, numerous bars and a kids’ club! You could
literally eat 24/7 - including free room service - which
I was totally unaware of until Evie informed us on the
way home that she had been ordering double hot
chocolate, baguettes and crisps each night!

When we booked our first cruise we were very naive
and found that some of the ports were ‘by tender’.
This means that the boat drops anchor out at sea
and passengers access the port via a small boat. 
This was totally impossible for Marni, even with a
push wheelchair. On our next cruise we checked out
the ports beforehand. In some ports we had to return
to the ship earlier than other passengers because of
the tides, as this affects the steepness of the ramp.  

Once at the ports we boarded the buses that drove
into the main town. Most of the time the buses were
accessible, but if not they provided wheelchair-
friendly minibuses. Sometimes this was not possible,
but this did not generally cause a problem as the
town was within walking distance of the port.  Marni’s
favourite port so far has been Gran Canaria because
the beach has a big decked platform for wheelchair
users, and they have beach wheelchairs to hire so
that you can go on the sand/in the sea. They offer
tours further inland to particular points of interest.
Though this is an additional cost, when we were there
we were able to use some of our onboard spending
money to pay for Evie and our family guest to go.

We had to get Marni’s insurance separately from the
rest of the family. We went with Fish Insurance as they
specialize in insurance for people with disabilities. 
It was slightly higher in price but not unaffordable.

We had a fantastic time and would recommend it to
anyone. We have sailed with P&O twice and we have
just booked another cruise this summer, our third
cruise in three years which says it all!

Our tips for anyone considering booking a cruise are:

• Check out the ports before you book to make 
sure they are accessible, some can be ‘by tender’, 
which means they are not wheelchair accessible.

• Book early in order to secure a wheelchair 
accessible cabin. You can’t get a wheelchair 
through the door of a regular cabin.

• Negotiate some on board spending - the ship is 
cash free and works on a card system which you 
use to buy drinks or shop purchases. Discuss any 
planned excursions with a cruise advisor to make 
sure that it is wheelchair accessible and that they 
can book wheelchair friendly transport.

• And finally relax and enjoy your holiday!

Taking a cruise
Julie Smyth describes their family trips with husband Ian and daughters 
Evie and Marni who has SMA Type 2.

Getting Out and About
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It was a shock when I was diagnosed as I’d always been
strong and healthy - and I kept myself fit.  I was in the
Royal Marine Commandos for several years and I was
awarded a campaign medal for my year in Yemen &
Aden.  I’ve since worked as a driving instructor and have
only recently retired.  I’ve never been one to sit and do
nothing, so I did find it difficult when I first packed up
work - but I managed to work up until 3 years before my
retirement age.  Now my grandchildren keep me busy!  

I first started to experience difficulties with my mobility
when I was washing cars. I’d be crouching down and
then I’d notice that I couldn’t stand.  I needed to push
on the wheels to get myself back up.  When I sat down,
I started to find that it was difficult to stand up. I’d often
lose my balance and if I fell I couldn’t get up.  Over the
years I’ve had lots of falls - some of them serious.  I’ve
had 2 broken knees and I’ve a metal plate in my ankle.

I found it very hard to come to terms with losing my
mobility.  Even when I knew things were getting worse,
I didn’t want to use any mobility aids.  When I was
given my first manual wheelchair, I wouldn’t use it and
put it in the shed for 2 years!  I thought that if I started
using the wheelchair, that would be the end of my
walking.  But it was my wife who had to pick me up
(not easy when I’m over 6 feet tall) and cope with the
consequences of my falls, so finally I did start using the
wheelchair when we went out and about to town etc.  
I could use my arms to move myself, and carried on

using the manual chair while I could still get out of it
myself.  It was after I’d broken my ankle (and was in
hospital) that staff suggested I needed an electric
wheelchair.  This was provided by the NHS and it
stands me up, so that I can get out of it more easily.
I’ve had this powerchair for 6 years now.  Around the
house I still use a walking stick - I do have a walking
frame, but I find I hurt myself even more if I do fall when
I’m using this!  

I still drive - and I’ve had a vehicle through the Motability
scheme for many years.  The vehicle’s big enough to
carry my electric wheelchair, which I hoist into the back
using an electric hoist.  I need a high seat in the car so
that I can get in and out easily and I have a footplate
which means I don’t have to lift my feet to operate the
pedals.  When I change my vehicle next time I’ll be
thinking about an automatic, with hand controls.    

When we go on holiday to Norfolk, we stay in a
caravan, which is adapted with ramps and a walk-in
shower. We’ve also been to Spain a couple of times
with my electric wheelchair and that’s worked out fine.
We’ve always found Monarch airlines to be very good
and I always pay a bit extra for a seat with extra leg
room.  I sit on my ‘Mangar’ cushion (deflated) during
the flight - and then inflate it to help me stand when we
arrive.  We’ve always been very impressed by the staff
at the airports in Spain, who can’t do enough to help.  

Adapting to change
Gary was diagnosed with SMA when he was 30 years old.
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RICA has been around for 50 years, and has been
providing information for disabled people for very
nearly as long. We changed our name back from
Ricability earlier this year, to coincide with the launch
of our new website www.rica.org.uk. We are a national
research charity dedicated to providing independent
information of value to disabled and older consumers. 

We research and publish consumer reports based on
rigorous research and providing practical
information. As the Research Institute for Consumer
Affairs, we also work with manufacturers, service
providers, regulators and policy makers to improve
products and services. Our aim is to increase their
awareness of the needs of disabled and older
consumers through specialist research.

RICA publishes free, practical, unbiased guides for
disabled people. You can read them on the website or
phone RICA for printed copies. Some of our latest
guides include two, relevant to this issue of Inspirations: 

Family cars: a guide for families 
of disabled children (2013)

In this new guide, we:

• identify the issues affecting 
disabled children and their 
families when choosing a car

• look at the relevant features 
on cars that can be useful

• look at specialist equipment and 
accessories available

• list charities and trusts that exist to help 
fund equipment for disabled children 

‘I found the guide easy-to-read, objective, comprehensive
and very informative.  When choosing a new vehicle, it's
important to get it right and faced with so many options
it can get confusing and overwhelming.  The Rica guide
really helped us to pinpoint what was important to us as
a family and to make the correct choice.  Some of the
information in the guide can't be found anywhere else, so
it really is an important read and highly recommended’ 

Jane Barker, Parent and CEO, 
Building for the Future, Wokingham

The information in the guide comes from parents and
other experts and includes getting in and out, supporting
posture and transporting equipment. RICA also has
guides to Choosing a car, Getting a wheelchair into a
car, Getting in and out of a car, adapted Car controls
for disabled drivers and Wheelchair accessible vehicles.

Public transport: a guide for older 
and disabled people (2013)

In this new guide, we:

• look at changes to public transport 
since the 2005 DDA and the 
2010 Equality Act

• discuss the difficulties faced by 
disabled travellers, and the things that 
make travel easier

• look closely at travel by Taxi, Bus, Coach, 
Tram, Train, Boats and Planes 

• give information about planning and 
booking journeys

As well as guides on mobility, RICA has 
information on home and technology products 
like Bathing equipment, Digital radios and TVs, 
Energy-saving light bulbs and many more.

Check out the website www.rica.org.uk too for
searchable databases. Use our online search tool to
find just the right car, scooter or wheelchair. RICA
has information on over 1,000 cars and over 400
scooters and wheelchairs.

What can you do for Rica?
Rica is carrying out usability testing and evaluating
services for disabled people all the time. This
research is designed to ensure that disabled people
are served well by the businesses they rely on.

This work involves using two unique panels of disabled
people RICA has recruited specifically to help them in
their research. One is based around Milton Keynes and
helps with testing the usability of products and
equipment. The other is nationwide and helps with
surveys and mystery shopping investigations.

RICA is recruiting adults for both these panels. If
you’re interested, want free copies of RICA reports or
to find out more about our research, please contact:

RICA
Unit G03
The Wenlock Tel: 020 7427 2460
50-52 Wharf Road Textphone: 020 7427 2468
London Email: mail@rica.org.uk
N1 7EU www.rica.org.uk

RICA conducts consumer research and provides information for older 
and disabled people. Co-director Jasper Holmes talks about their work and 
two of their publications.

Consumer Guides

Getting Out and About
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Arty Elves Fundraising

My name is Tori, I’m fiercely independent and I was
diagnosed with SMA type 2 at 18 months old. I’m
now living my life, exactly as I choose to. Having a
neuromuscular condition doesn’t control my life, 
I’ve just found different ways of climbing over those
hurdles. I’m a children’s book illustrator with my
second book published in September 2013. 

Independence has always been a key factor in my
transit into adulthood, and so I decided to move
away from home in Devon, to study at University
College Falmouth in Cornwall, from 2007 – 2010. 
As a young disabled student, moving away to live
independently was a very daunting experience, 
but with the help from my Personal Assistants who
provide my personal care and ensure my safety, 
I was able to start my journey toward an
independent life but remain safe in my surroundings.

I was always very creative as a child, my family
encouraged me to explore different mediums from a
young age. Messy play with my parents, and more
traditional painting with my grandparents, not only
did I enjoy it, but it was something I could physically
achieve independently. As I learnt more about the
industry through my foundation degree, I realised
that Illustration incorporated everything that I loved
about being creative; the harmony between text and
image, freedom to explore materials and being able
to work with so many different people.

I studied Illustration BA (Hons) at Falmouth for three
very happy years, working hard and enjoying the
Cornish sunshine where possible in my drive-from-
wheelchair adapted Motability vehicle. My work grew
and developed throughout the course along with my
determination and desperation for continuing an
independent lifestyle. I visited New York in my final
year of study, to meet with editors and designers at
Disney Hyperion, Harper Collins and the Nickelodeon
studios to display and critique my portfolio of
Illustration, where I had decided to work mainly in
illustrated children’s picture books. The trip was an
absolutely overwhelming experience and my
ambition grew ten-fold because of it, I knew that I
had found my passion in life.

We are re-launching Arty Elves over Christmas 2013 with the help of Illustrator 
Tori Elliott. Tori is offering a copy of her bestselling book as a prize for the winner 
of this year’s Arty Elves competition and here is her story…
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Living away from home for three month semesters
with 24 hour live-in care during my three year degree
built my confidence in learning how to look after
myself and how to run my care package
independently, from booking care agencies to
managing my finances and dealing with my council
workers and organisations alike. In my final year I felt
completely able to organise and maintain my care
package independently as I knew what I needed 
and when I needed it, and since leaving University I
have continued to live an independent lifestyle with
24 hour live-in care 7 days a week, meaning that I
can go anywhere, anytime, with the correct level of
care accompanied by my Personal Assistant.

More exciting things began to develop in my final year
of University, when I submitted my illustration work on a
whim to an Author for an illustrated children’s picture
book. I was delighted to be chosen and work with
award winning singer/songwriter Lou Rhodes to
produce a series of books, my illustrations
accompanying her poems! We had to take a year out
initially after designing the book as she had tour dates
booked all over Europe and I moved back to my
parents house, but only for a few months before finding
my own bungalow to be adapted to suit my needs, and
move in with my long-term boyfriend in late 2011, again
with a live-in Personal Assistant for my personal care.

My first book entitled “The Phlunk” written by Lou
Rhodes, illustrated by myself and published by Strata
Books is out now. The initial hardback edition is
almost sold out nationwide and the paperback
edition was released at the beginning of April 2013,
with the second book in the story “The Phlunk’s
Worldwide Symphony” to be released 2014,
published in paperback by Strata Books. 

I have been busy working on these books since
graduating with my 2:1 from University, but have also
been weaving my creative web all over South Devon,
with various exhibitions of artworks and producing
artworks for the Gingko project to help underprivileged
children get involved in art with mural works at Torre
Abbey. I am continually pushing myself to live an
independent lifestyle, and helping others to follow in
my wheel tracks by giving motivational talks to families
of children with neuromuscular conditions similar to my
own, and at residential weekends discussing the
transition of living away from home independently to
teenagers with a variety of mobility issues.

My life is amazing. I have such great support from my
parents, being both my heroes and my best friends. I
live in my fully adapted bungalow with my boyfriend,
our animals and our lovely sunny garden, and have
my Personal Assistant on hand when I need help with
anything. As I’m sure you can all appreciate, we’re 2
years down the line and still, things aren’t all perfect
with the house but we’re getting there, fighting our
way through an endless jungle of council workers,
building regulations and benefit systems. At the age
of 25 I already feel that I have achieved so much with
my limited mobility and will continue to do as much
as I can for myself and for others.

For now, I hope to
continue with more
stories with the
Phlunk’s adventures. I
also have my heart
set on writing and
illustrating my own
children’s picture
book about a
wheelchair bound
character. My story
will be focusing
much more on
adventure,
excitement and
‘forgetting they are disabled’, rather than the
frequenting morals of ‘everyone is equal, I can’t do _
but I can do _ instead’. It’s going to be a challenge,
but that has never stopped me before! You can keep
up to date with my progress via my website
mentioned below, with a link through to my blog.

www.torielliott.co.uk
www.torielliottillustration.blogspot.co.uk
@toridraws 
www.stratabooks.co.uk
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Arty Elves
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Arty Elves 2014
Here are the competition rules;

There are 2 categories: Under 7
years old and 8-14 years old

The task is to draw a friend for
The Phlunk (seen here in the
picture). "He looks a little bit like
a cat, with much much longer
ears, you see he has to be like
that for the millions of sounds
he hears", the Phlunk needs a
friend to join him on his spoon-
shaped planet, can you draw
someone for him to play with?

Please use the insert with a border for your picture.

Entries must be submitted to 
The Jennifer Trust office by January 10th 2014

Send to: The Jennifer Trust, 40 Cygnet Court,
Stratford-upon-Avon, Warwickshire, CV37 9NW

Christmas Cards
Our 2013 collection is 
now in stock and we 
have enclosed a brochure
so that you can get your
orders in! We look forward
to hearing from you.

Our Virtual Christmas 
Tree Appeal
Our beautiful Christmas Tree will be available 
online to decorate once again. Please help us to raise
funds to continue our vital support for individuals,
families and the research community by hanging a
bauble on the tree with a message of good will,
celebration or remembrance.

Christmas at 
The Jennifer Trust 2013
We are extremely grateful for the support that we
have received with our Christmas fundraising
initiatives and would like to follow and grow in their
success this year. As well as the fantastic Arty Elves
drawing competition we also have:

The Jennifer Trust Christmas Raffle: Enclosed you
will find a few books of raffle tickets to buy yourself
or sell to friends and family. We have plenty more
where they came from too, so if you run out, just give
us a call (01789 267520) and we will send more!
There are some great prizes, so please help us raise
money, with a chance of winning £1,000!

1st Prize: £1,000

2nd Prize: Xbox One

3rd Prize: Hotel stay for two

Draw date: Friday 13th December – please return
completed ticket stubs to the office by this date.

www.jtsma.org.uk
www.facebook.co.uk/jennifertrust

@JenniferTrust

We can send you Inspirations by email. 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.
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Volunteering
Volunteering for The Jennifer Trust helps to:

Increase awareness – spreading the word about SMA
and the support that The Jennifer Trust can provide.

Enhance our small team – an extension of the
fundraising office and bringing fundraising
opportunities to raise valuable funds.

Encourage and Motivate – future supporters;
fundraisers, event participants and potential donors,
as well as service users.

Join our volunteer network and meet new friends,
build confidence, use your community networks, 
be part of something rewarding and raise funds!

We are recruiting ‘Friends of JT’. To find out more
contact Natalie on 01789 267520 or email
volunteers@jtsma.org.uk

Thank you, we hope to hear from you soon!

Christmas Parties
We hope that those of you that were
able to join us for our Summer ‘Big
Lunches’ had a fantastic time catching

up with others and meeting new people
also involved with The Jennifer Trust.

Our annual festive social events for individuals and
families affected by SMA are in motion; see details below.

Please note that to save costs, we are trying to 
email details to as many people as possible. 
If we have an email address for you, we will be opting
to send dates and further details by email, so please
keep an eye on your inbox and also on our website.

Please get in touch if you have 
any questions or queries, natalie.port@jtsma.org.uk

Scotland
Beardmore Hotel, Glasgow
Sunday 1st December 2013

North
Blackwell Grange, Darlington
Saturday 7th December 2013

South
Miramar Hotel, Bournemouth
Saturday 7th December 2013

East
Downhall Country 
House Hotel, Hertfordshire
Sunday 8th December 2013

Midlands
Hadley Park House Hotel, 
Telford, Shropshire
Sunday 1st December 2013

Belfast
To be confirmed

Regular donations 
Help us plan for the future by giving us a long 
term income that we can use to secure the funding
of our projects as well as day to day support. 
An effective way of supporting the future of 
The Jennifer Trust is to set up a monthly direct debit
from as little as £5 per month.

What your money buys:

£5 a month 
• Helps to fund a sensory toy pack for a 

newly diagnosed Type 1 baby

• Funds one of our inspirational books to 
be sent to families affected by SMA

£10 per month
• Funds the first phone call between a 

newly diagnosed family and our support team

£20 per month
• Helps to fund a fast response grant for 

equipment needed by a family affected with SMA

To start giving monthly you can visit 
our website and download a form;
www.jtsma.org.uk/res/committedgivingform1 
or contact our fundraising team to receive a form 
by post, fundraising@jtsma.org.uk 

12

Fundraising

WE NEED YOU!

www.jtsma.org.uk
www.facebook.co.uk/jennifertrust
@JenniferTrust
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to office@jtsma.org.uk and receive an electronic copy.
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Thank You!  

Thank you to Rosie Dunkley who
took the brave plunge, skydiving
in February and raising almost
£1,000!

Diane Daley’s sponsorship for her skydive has come
to a grand total of £2,170.59, all in her son’s memory.
Well done Diane!

Will Cleary took to the pool and organised his own
event; sponsored spins, raising a fantastic £200.

A big thank you to Rabinder Jhinger and team; Ackie,
Sukhvinder and Lovejinder, who inspired by Lyla
successfully completed the Shakespeare Half Marathon
and raised an incredible £4,093 between them.

On 6th May, The Sporting Bears
joined Stratford-upon-Avon’s
Festival of Motoring, offering rides
in their beautiful classic cars and
raised £1,000!

Thank you Grace Robinson for
completing the Thame 10k inspired by Eddie, raising
a fantastic total of £1,305!

Flexitallic took part in the Knaresborough Bed Race
this June, dressed as leprechauns collecting £345.

Natalie Walford, inspired by her two nephews, swam
the Great North Swim in Windermere raising £240.

A huge thank you to Tom Bohn,
Oli Bohn and Edd Parsons for
successfully completing Finley’s
Fund Ride; the John O’Groats to
Land’s End cycle. With their sheer
determination they gained many
supporters along their way, and
thanks to a very entertaining blog
detailing a few mishaps we were
kept up-to-
date on their

982 mile trip southwards. Cycling
the length of the country raising
awareness, they acquired an
incredible £3,835!

Sincere thanks to Sally Mitchell and John Presley for
their support with Finley’s Fund Ride.

Thank you Siobhan Whitfield and Thurmaston
Slimming World who participated in a sponsored
slim raising £685 in memory of Mollie. 

Tim Byard, not satisfied with any old event decided
to ski down an Austrian slope wearing only ladies
pants! Definitely a way to get attention, raising both
awareness and £250, motivated by Finley Pickering.

The Duart Drive Destroyers, in awe at the dedication
of the Finley’s Fund Ride team, took on the 5 x 50
challenge, donating all £395 of their sponsorship to
The Jennifer Trust.

A big thank you to the Three Peaks
for Rosita Mitchell team; Alex,
Gareth and Matt who successfully
completed this fierce challenge,
climbing Ben Nevis, Scafell Pike
and Snowdon in 24 hours battling winds and
rain but altogether raising a brilliant £4,140.

The annual Palacerigg Golf Day continued its huge
success on the 16th June raising an incredible £2,275!
Thank you ever so much Finlay and Libby Petersen
and all the members who participated on the day.

Angelina and Nick Wilding, thank
you for recruiting friends and family,
Paul, Mario, Pepe, Ben and Neill, to
participate in a range of events; the
Silverstone, London and Milton
Keynes Marathons, British 10k,
Northants Ultra, Jubilee River Swim and the
Utterly Buttermere Swim, over the last couple of
months altogether raising an incredible £5,367.16 to be
added to Alessia's Angel Fund. Nick and team your
dedication is tremendous!

Rose Villa Nursing Home in Hull kindly donated £159.26.

We are extremely grateful to 
Sir Tony Baldry for hosting a
Garden Party for The Jennifer Trust,
a great opportunity for us to raise
awareness in the local community.
It was a fantastic day, full of
sunshine and with the fantastic
help of both Jackie and Colin Ilott. 

Even with our limited places,
London Marathon was a great
success thanks to our keen runners;
Charlotte Withers, her sponsorship nearly reaching
£1,000 and Carl Jenkins running in memory of Isabel
Turk raising almost £500.

Well done Ben Charity for completing the 152 mile
cycle in one day and raising £603.60 in memory of
Daniel Forrest.

A big thank you to Will White,
Elizabeth Haydon, John Myers and
Nick Oliver who took on our
overseas challenge to trek 19,343ft to
reach Mount Kilimanjaro. Altogether
they raised a fantastic £5,699.65!

We are extremely grateful to all of our fundraisers for their commitment and support
which is essential not only generating invaluable funds but also raising the profile of
The Jennifer Trust, the work that we do, and that much needed awareness of SMA. 
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Blackburn Ladies Circle kindly donated £150 in
memory of Ben Chambers.

To Mathew and Lucy Martin who took part in this
year’s Leeds 10k Run for All collecting £351.44 in
memory of their brother Daniel.

A big thank you to Keith Moralee for organising his
annual fundraisers over the last couple of months
including a go karting race, darts trophy and pig
racing, altogether raising £750!

A big thank you
to Garry Ives for
completing the
Land’s End to
John O’Groats
cycle so far raising
just over £1,000 with donations
still rolling in!

Brighton and Hove City Council awarded us with a
generous donation from the Tony Magdi Memorial
Fund of £1,624.87.

Daisy White ran her first mini mile in the Brighton
Marathon raising £53.

Thank you to all of those who participated in the
Rogue Run this year.

To Didcot Girls’ School who collected £650 for their
non-uniform day.

Ellie Killick has raised a fantastic £565 for her
sponsored silence.

A huge thank you to Team Teddy
consisting of Neil Ashby, Nicky Ashby,
Stephen Cash and Chris Drohan who
took on the Nightrider London
challenge raising an incredible
£5,468.24 in memory of Teddy.

Laura Pike for organising partner
and friends in their fundraising
endeavours in memory of Isabel
Turk. Jason Turk and Jess Owen
completed the 100km Nightrider
challenge raising £1,112.05, Trudy
Chudleigh took part in the Brighton Marathon and
raised over £300, and Jayson Searles participated in
the Roth Triathlon enduring 3.8km swim, 180km cycle
followed by a 42km marathon with donations still
rolling in. Thank you all!

In lieu of receiving gifts on leaving her job, 
Kasia Sereda chose The Jennifer Trust to benefit
from their kind donations totalling £235.

To Rose Felstead who ran the Bath Half Marathon
collecting £695.

Badenoch and Clark raised £294.18 from their office
dress down day.

A big thank you to Anna Brooks who has been
distributing collection tins, her brother Nick who has
collected £771.60 for his 12 hour tennis marathon and
Jessica Plant who ran the St Albans Half Marathon. 

Chloe Timms was presented with
a very generous donation of
£2,000 from Emmett Scanlan;
Hollyoak’s bad boy Brendan. 

To our Brighton Marathon
runners, what a great success! Lee Geer
raised £195, £572.42 raised by Graham Chalmers,
Catriona Wilson collected £1,489.80 and Sid
Reynolds raised an incredible £4,067.22 with the
help of the Microsoft Employee Matched Giving
Scheme.

To Zoe and Danny Wakeling who have collected
£783 between them; Zoe ran in the London Marathon
and Danny took part in the Eton Dorney Challenge.

Paula Flatman, thank you for 
your fundraising endeavours
organising a charity ball
contributing £1,000, and
collecting £94.09 from work at
CSA who have nominated The

Jennifer Trust for charity of the year!

Thank you Leanne Curry and family for all your
fundraising efforts over the past couple of months.
With the help of Justine and Josh’s sponsorship from
the Ipswich Big Fun Run you have raised a further
£1,313.91 in memory of Millie Ann Rose.

To Stephen Higginbottom who has raised £475 for
enduring the Xrunner eXtreme obstacle course race.

Thank you to Alan and Rebecca Forrest
for organising your annual charity ball
raising a fantastic £1,211.48.

Blidworth and Ravenshead Inner Wheel
have contributed a very generous
£1,100 from their fundraising efforts.

To Dermot Brady who completed his
very own Brady Wiggins 100 mile challenge in
memory of Blake and Quinn Emery collecting
£476.25 in sponsorship.

A huge thank you to all the participants of the British
10k London; Emily Conner, Rachael Gallagher have
raised £225 and Nicola Plant £240. Belinda Emery,
Alison and Alibel Nakibinge, Asher Wyborn and
Fiona altogether raised an incredible £4,540 in
memory of Blake and Quinn and Mark Duffield raised
a fantastic £710.

14

Thank You!  

Thank you to all of our corporate donors for you generous support and fundraising efforts throughout the 
6 months – Amlin Plc, Bedfordshire Pilgrims Housing Association, Diploma Plc, Go Ahead Group, IMI Plc,
Intergage, NEXT Retail Ltd, Willmott Dixon Holdings, plus many more!
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Research

The Jennifer Trust at the Families of SMA Conference 2013
James Sleigh, our Research Correspondent, reports from this year’s annual
conference which was held in The Disneyland Hotel, Anaheim, California, 
USA from 13th-15th of June. More than 1,300 families and researchers from all over
the world were in attendance.

As usual, two parallel streams of talks and activities
were provided, one for families and one for researchers,
with ‘Meet and Greet’ sessions organised throughout.

I’ve summarised below a selection of the talks and
workshops given at the researcher’s meeting,

including a presentation covering my own research.
For further news from the conference and more
detail and information links about any of these talks
go to:

http://www.jtsma.org.uk/article1188.html

www.jtsma.org.uk
www.facebook.co.uk/jennifertrust

@JenniferTrust

We can send you Inspirations by email. 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.

The onset of SMA is often reported as being rather
sudden, occurring over a period of days to weeks,
especially in more severe forms of the disease. 
This rapid decline in motor function is then
frequently followed by a phase in which disease
progression is relatively slow – this is often called 
the “plateau phase” (Figure 1).

In order to determine how SMA type III progresses over
time, a group of clinicians and scientists throughout
Europe (Belgium, Germany, Italy, the Netherlands,
Spain, and the UK) performed a longitudinal study over
12 months looking at the ability of ambulant SMA type
III patients to perform the six minute walk test. 

The six minute walk test has previously been shown
to be suitable for assessing mobility in type III SMA
patients, by determining how far an individual is able
to walk on a hard, flat surface within six minutes. 
The goal is for the individual to walk as far as they
can within the allotted time.

Eugenio Mercuri presented work from the long-term
study. 38 ambulant children and adults with SMA type III
performed the test at the start of the study and then again
12 months later, in order to determine whether there was
improvement, decline, or stability in their scores over time.

At the start of the study, the distance achieved in the six
minutes ranged from 75 to 510 metres (average of
294.9 metres). After 12 months, the distance covered
was between 50 and 611 metres (average 293.4 metres).

Some patients managed to walk further at 12 months,
some walked less far, and some showed no change.
Overall it was found that there was very little difference
between the scores at the start and end of the study -
there was an average decrease of 1.5 metres.

The researchers were able to show that age and the
initial test score had little effect on the distance
walked at 12 months. However, younger patients
reaching puberty had a relatively higher chance of
walking less far by 30 metres or more at the 12
month time-point compared to older patients.

This study suggests that on average ambulant patients
with SMA type III are relatively stable over a 12 month
period. This fits in with the hypothesis previously
reported on for the Jennifer Trust that there appears to
be a critical window during the early stages of life in
which the requirement for SMN protein is greatest.

Disease stability in SMA type III
Eugenio Mercuri (Catholic University, Rome, Italy)

Figure 1. Motor function in unaffected and SMA type I
children. During the first six months of life, children with 
SMA Type 1 often experience a rapid loss in motor ability. This
is then frequently followed by a period of relative stability,
which has been referred to as a plateau phase, because there
is relatively little change in motor ability. Figure adapted from
Swoboda et al. (2012) J Child Neurol 22: 957-66.
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Figure 2. Induced pluripotent stem cells. Cells called fibroblasts found in the skin can be biopsied and then reprogrammed
to an immature, undifferentiated state by the addition of a small number of genetic factors. Reprogrammed cells are known
as induced pluripotent stem cells (iPSCs), and they have the ability to renew themselves and differentiate into almost any
cell type found in the human body, for example lower motor neurons.

Research

www.jtsma.org.uk
www.facebook.co.uk/jennifertrust
@JenniferTrust

We can send you Inspirations by email. 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.

Mice are the standard animal model for
studying human diseases and
assessing the efficacy of a potential
therapy. Unfortunately, about 9 out of
10 drugs that have proven effective
and safe in mice fail in subsequent
expensive and time-consuming
human clinical trials.

The use of human disease models would be an invaluable
addition for reforming the drug discovery and
development process, because drugs that have been
identified in such models are more likely to work in human
patients. Verifying the efficacy of potential drugs in
human cells before clinical trials could significantly reduce
drug development costs and speed up the process.

Human induced pluripotent stem cell (iPSC)
technology may make this idea a reality.

So what are iPSCs?
Almost every cell of the body contains the same genetic
information, yet there are clear differences between cell
types, for example heart muscle cells and the light-
detecting cells of the eye. This is due to each cell
producing and responding to distinct, but overlapping
sets of signals that drive individual development and
growth from a non-specialised state. It was originally
believed that once a cell had matured into a particular
type, there was no turning back the clock. However, it was
recently discovered that skin cells can be reprogrammed
to an immature state, i.e. into iPSCs, with the ability to 
re-develop into almost any cell type (Figure 2). 

Importantly for studying disease, the exact genetic
makeup of the skin cell donor is captured in the
generated cell. This means that disease-causing
changes in the DNA known as mutations are
retained, allowing the study of disease processes and
testing of therapies in the cell type of choice.

Maureen Sherry-Lynes presented research that uses
iPSC technology to produce the main cell type
affected by SMA - the lower motor neurons. A
particular set of molecules and proteins is added to
the reprogrammed iPSCs to promote their
differentiation into the specific neuronal cells.

Lower motor neurons were made from patients with
SMA types I, II, and III, and grown in culture. SMA is
caused by low levels of the survival motor neuron
(SMN) protein. Importantly, the neurons generated
from the SMA patients mimicked this critical feature
of the disease, i.e. they had significantly reduced
SMN levels compared to healthy control cells.

A machine-based system was developed that is able to
automatically determine the amount of SMN protein
found within these cells. The system was set up so that
it could do this in many cells in a short space of time,
allowing large-scale experiments to be conducted.

Using this set up, the researchers were able to test a
diverse library of drugs for their ability to increase
the amount of SMN protein produced by the SMA
patient-derived motor neurons. The library included a
number of compounds that have already been
approved for human use, which could speed their
translation to clinical trials if they prove to be useful.

A number of different compounds were identified that
boost the levels of SMN protein produced by the
patient motor neurons, resulting in improved survival
of the cells. How these drugs work can now be
determined using the iPSC motor neurons, while their
efficacy in SMA mouse models can also be tested.

It is hoped that this work will lead to the development
of potential future therapies for SMA, while
simultaneously identifying new genes and pathways
important for the production of SMN.

Using stem cells to identify new drugs with potential to treat SMA
Maureen Sherry-Lynes (Harvard University, Cambridge, USA), laboratory of Lee Rubin
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On average, the severity of SMA depends on the
amount of available SMN protein. The SMN2 gene is
able to produce a small amount of functional SMN
(Figure 3.). SMN2 is therefore able to modify the
severity of SMA, because the more copies that you
have, the more SMN protein that you are able to
produce.  For this reason, SMN2 has been called a
genetic modifier of SMA; the presence or absence of
SMN2 affects, or modifies, the severity of disease.

SMN2 is not the only gene that has been identified as
being able to affect SMA development and
progression. I have previously reported on a gene
called Plastin 3, the levels of which have been shown
to modify the severity of SMA in females. A third
gene, denoted MOD2, has also been highlighted,
which was reported in last year’s Families of SMA
conference report.

Plastin 3 and MOD2 were both identified by
Brunhilde Wirth and colleagues by comparing gene
levels in SMA-discordant siblings. SMA-discordant
siblings are siblings that possess comparable levels
of the SMN protein (through having the same SMN1
mutations, and the same SMN2 copy number), yet
display different degrees of SMA progression and
severity. By looking at the levels of all the genes in
the genome, and how these levels differ between the
siblings, it is possible to identify what may be
causing the discordance.

Umrao Monani presented research that is attempting in
a similar way to identify genetic modifiers in SMA mice.

Mouse models of disease are
inbred such that they have
essentially identical genetic
backgrounds. That means that
when researchers are studying
the effects of a mutation in a
single gene, they can be sure that what
they are observing is caused by the expected
mutation and not an aberration in a different gene.

In the scientific community a number of different
genetic backgrounds have been produced and
maintained. This means that the effects of a mutation,
for example in the mouse SMN gene, can be assessed
on number of different genetic backgrounds.

Interestingly, SMA model mice show differing
severities depending on which background the
mutations are found. For instance, SMA mice can live
for two weeks on one background, but die before
birth on a different background. This is similar to the
phenomenon of SMA-discordance between siblings,
in that subtle differences in the levels of non-SMN
protein producing genes can affect the severity of
the disease.

The Monani group is attempting to uncover the
genetic cause of discrepancies in disease severity
between the different backgrounds. Genes identified
by this study are likely to play a similar role in
humans, and may therefore provide additional
targets for future potential therapies for SMA.

Identifying genetic modifiers in SMA mice
Umrao Monani (Columbia University, New York, USA)

Figure 3. Two different genes make the SMN protein. The majority of the population possesses two genes that produce
SMN protein: SMN1 and SMN2. SMN1 produces full-length, functional SMN protein, whereas SMN2 mainly produces a shorter,
non-functional form of the protein. In SMA patients, SMN1 is either missing or mutated, leading to a large decrease in the
available SMN protein.
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Research

Understanding how a disease progresses and how it
affects each individual patient can provide important
information that could guide the design and
development of future clinical trials and therapies.
This information, known as the natural history of a
patient, is generated from visits to a clinician, but
also directly from the personal experience and
knowledge of patients and their families.

Adele D’Amico presented the statistical results from a
questionnaire administered in Italy, for parents of
children with SMA type I. It included 38 questions
covering a range of issues and was designed to gather
information about the natural history of SMA type I. The
workshop did not cover the ‘quality of life’ information. 

The couples were asked about their reproductive
histories, the outcome of their pregnancies, the age of
their child at SMA diagnosis, the age of respiratory
and swallowing problem onset, the timing and choice
of mechanical ventilation, body weights over time,
and the survival of their child. 59 families with
children born after 2001 completed the questionnaire.

The average age at SMA type I diagnosis was reported
as approximately 3 months, with no difference
between the sexes. One in three patients were able to
raise their head unaided, and this ability was linked to a
slightly older age at diagnosis (4.7 months compared
to 2.5 months for children unable to lift their head).

Body weight data with at least two recordings
(including birth weight) were available for 39
children. Birth weight was in the normal range for
both males and females. However, in the first few

weeks after birth, a progressive loss in weight was
reported. This occurred before any clinical signs, and
was more severe in males than in females.

Half of the families in the Italian study chose no pro-
active respiratory intervention at all, less than one in
ten chose a tracheostomy, and the remaining families
chose for non-invasive ventilation such as the use of
a breathing mask. The survey found that ventilation
support was used at an average age of 7.9 months,
with no differences between the sexes.

Swallowing difficulties manifested at an average age
of 5.3 months across both sexes, but at 3.8 months in
males and 6.5 months in females.

The average survival time without ventilation support
was 5 months for males and 7.6 months for females.
This was extended to about 12 months for both sexes
when non-invasive ventilation was provided.

Overall, the survey suggests that males may be 
more severely affected by SMA type I than females,
with earlier development of symptoms and more
pronounced weight loss, although it was pointed 
out that this should be confirmed in a larger sample
of patients.

It is hoped that the data generated from this 
survey will help to identify the most suitable
measures of success for future clinical trials for 
SMA. For instance, body weight increase could be
used to measure the effectiveness of a potential
treatment; however, differences between the sexes
will need to be accounted for.

Using SMA patient natural histories to help improve clinical trials
Adele D’Amico (Children's Hospital Bambino Gesù, Rome, Italy)
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When and why did you first
decide you wanted to be a
scientist/clinician?
It just came naturally. I have
always been curious about how
things work, and Science allows
you to search for answers to
some of the most interesting
questions. So when I had the

chance, I decided to study Medicine and joined the
Physiology Department as an undergraduate.

How did you come to work on SMA?
During a sabbatical year in the USA, I started working
on an adult-onset motor neuron disease similar to
SMA, called amyotrophic lateral sclerosis (ALS) or
motor neurone disease (MND). Soon I became
interested in applying my knowledge to SMA research
in order to study how low levels of the SMN protein
affect neurotransmission at the neuromuscular
junction (NMJ). Neurotransmission is the name given
to nerve signal transduction, and it is the process that
allows nerve cells to communicate with other nerve
cells or cell types. Electrical signals are passed down
the lower motor neurons until they reach their target
muscle fibres. Here, at this specialised junction
between the nerve and muscle, known as the NMJ,
the electrical signal is converted to a chemical signal,
which is then able to cause muscle contraction.

What would you be if you weren’t 
a scientist/clinician?
I would have liked to have a talent for music.

If you are not in the lab or seeing patients you are...
I like horses, so I go riding once a week. I also like reading,
gardening, and cooking for my family and friends.

Describe yourself in three words.
Tenacious, calm, loyal.

What has been the most important moment of your
career so far?
The present - I usually don’t look back much. 
As a scientist, every day has its excitement.  

What is your most memorable finding relating 
to SMA?
Our results show that reduced SMN protein levels in
SMA model mice result in a number of changes at the
NMJ affecting both its structure and function. The ends
of the lower motor neurons that connect with the
muscle fibres show reduced amounts of
neurotransmitter, fewer sites for the release of
neurotransmitter into the neuromuscular synapse, fewer
mitochondria for energy production, and poor overall
structure, amongst other things. These structural flaws
result in functional defects impairing the ability of this
specialised synapse to release neurotransmitter, and
therefore cause muscle contraction. Together with
colleagues, we found that the SMN protein is very
important for the development and maintenance of the
NMJ at early postnatal ages. However, how these
changes are related to the degeneration of the lower
motor neurons remains to be determined.

What is your favourite conference location?
Seville is a fantastic place for a meeting in the spring. 

What is the best scientific advice you ever received?
Basic research is the foundation for knowledge, and
applied research should be based in solid knowledge.
I also like: there are many interesting things but few
are important.

If you could start your career all over again, 
are there things you would do differently?
Uh… not really important ones.

In your opinion, what makes a good scientist?
Honesty, dedication, and a good mind.

Where do you see the SMA research field in the
next 10 years?
The link between low levels of the SMN protein and the
very specific lower motor neuron degeneration will be
much better understood. I also think that SMA will be
diagnosed much earlier, allowing new drugs and gene
therapies (such as antisense oligonucleotides that
increase SMN protein production from the backup SMN2
gene) to be successfully developed and trialled that will
at the very least reduce the severity of the disease.

We now interview Lucia Tabares from the University of Seville, Spain, who is
working on how levels of SMN protein affect the neuromuscular junction.

If you would like to find out more about Lucia and her work, please visit http://ltabareslab.com/lucia/

Lucia Tabares Q & A

www.jtsma.org.uk
www.facebook.co.uk/jennifertrust

@JenniferTrust

We can send you Inspirations by email. 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.
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Contact and Support

The Jennifer Trust for Spinal Muscular Atrophy
40 Cygnet Court, Timothy’s Bridge Rd, Stratford upon Avon, Warwickshire, CV37 9NW
Phone 01789 267520   supportservices@jtsma.org.uk   www.jtsma.org.uk20

Gift Aid means that for every pound you donate, we
receive an extra 25p from the Inland Revenue, helping
your gift go even further. To be eligible you must be a
UK tax payer. Please tick below to confirm this.

o I agree that all donations I make in the future are eligible for Gift Aid

Please return to:
The Jennifer Trust for SMA, FREEPOST, 
RSKR-XECJ-TSLB, Stratford-upon-Avon, CV37 0BR

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 out
online shop: www.jtsma.org.uk/shop

I would like to support the work of The Jennifer Trust
Name:

Address:

Tel:

Email:

I have enclosed a cheque made payable 
to ‘The JenniferTrust’ o

Amount enclosed: 

or Please debit my account o

Mastercard / VISA / SWITCH / DELTA / JCB / SOLO

(please delete as appropriate)

Unfortunately we are unable to accept 

American Express, Electron or Diners cards.

Card number:

Start date:

Expiry date:

Issue number: (Switch cards)

Last 3 digits on the reverse of your card:

Name on card:

Amount to be debited:

Signature:

Date:

If you would prefer to make a donation over the phone,

please call the fundraising department on 01789 267520

www.jtsma.org.uk    www.facebook.co.uk/jennifertrust    @JenniferTrust

More About the Jennifer Trust…
Information and Support
Our small experienced and qualified support 
services team offers emotional support, practical
advice and guidance.

Outreach Services – our Outreach Workers visit
families and offer personalised support and
information on all aspects of living with SMA.

Peer Support Network – our nationwide network of
volunteers all have direct experience of living with
SMA and are available to support others.

Information – we publish a wide range of information
on many aspects of SMA. We can also signpost to
other sources of advice.

Route Map – this comprehensive online resource for
individuals, families and the professionals supporting
them, plays a key role in personalised planning for
people living with SMA.

Multi-sensory toy packs – provide play opportunities
for families with babies newly diagnosed with SMA
Type 1 and are sent out immediately as a request
comes through.

Social Activities – we organise Summer and
Christmas events throughout the UK giving families
and individuals an opportunity to meet informally
and enjoy time with each other.

Research
We draw on our unique position of being connected
with both families and researchers, and work
collaboratively with other organisations that are
furthering research into SMA.

UK SMA Patient Registry – our funding ensures
researchers, medical practitioners, pharmaceutical
companies and families can work together,
particularly where there are clinical drug trials.

Research updates and news – our Research
Correspondent keeps families and the wider 
SMA community up-to-date with latest news 
and developments.

Research Projects – we support the research
community in its widest sense, responding to new
initiatives and opportunities in what is a rapidly
changing environment.

For more information see our
contact details.
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