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Parliamentary recePtion

Lord Walton of Detchant delivering his speech to 
gathered MDC guest. 
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imPortant anouncment

In May a number of us with MD were invited to attend a parliamentary 
reception. The aim of the reception was to hand over a new report 
to MPs and Peers. The report, “Invest to Save; Improving Services 
and Reducing Cost” was compiled by the MDC.

The report reveals that the 
NHS wastes £31 million each 
year on unplanned emergency 
admissions to hospital. 
Admissions that could be avoided 
if people with muscle disease 
had proper access to specialist 
care and equipment.  There were 
over 100 campaigners, clinicians, 
NHS commissioners and over 
40 MPs and Peers from across 
the parties at the reception. The 
feedback from the MPs seemed 
very positive. Hopefully the report 
will find its way to all Strategic 
Health Authorities, Specialised 
Commissioning Groups and 
PCTs.We all had a really lovely 
day and felt it was very successful. 

Aside from the reception it was 
a good chance for a few of us to 
meet up, some for the first time 

and have a day or two in London. 
The weather was glorious so we 
took the opportunity of hoping 
onto the ‘Red Rover’, a boat that 
took us up and down the Thames. 
It was wheelchair accessible and 
you could get off and on as often 
as you liked. However we chose 
to stay on board and make use of 
the bar and enjoy the view.

We stayed at the Holiday Inn 
Mayfair which was really good 
value for money. It has parking, 
plus you can get a free carers 
room if needed. The staff were 
all very helpful and the food was 
very good. Unfortunately two 
day in London just wasn’t long 
enough. I can’t wait to go back.

by Tracey Anne Pilato 



Two years of planning and saving with my daughter Shona and her family and off we set for Fort Lauderdale in 
Florida from Birmingham airport.  Can’t say I recommend the travel across the Atlantic as we went of a fly cruise 
which meant that it was not a direct flight but had a 4.5 hour layover in Newark, New Jersey, although we did get a 
fabulous view of Manhattan.  After travelling for about 23.5 hours we arrived at the hotel in Fort Lauderdale for the 
overnight stop.  When Andy and I opened the curtains the next morning we found that we overlooked the harbour 
and there she was. 

OASIS OF THE SEAS

Boarding the ship was efficiency 
personified and only took about 20 
minutes from start to finish and our first 
stop on board was Central Park for a 
coffee and snack.  To say that this part 
of the ship is surreal is putting it mildly.  
A park open to the sky in the middle a 
ship – not to be missed (or perhaps only 
when it rained although they did supply 
umbrellas). 

Just arrived and refreshments available 
in Central Park.

We then found our staterooms. I should 
point out at this time that we were at 
the other end of ship to Shona but with 
mobile telephones were able to stay in 
touch!

The stateroom we had was fully adapted 
with a wet room and plenty of room 
for two wheelchairs (one manual and 
one electric).  We overlooked an area 
called the Boardwalk and had our own 
balcony – see Andy relaxing on it to the 
left.  Below is the view we had across 
the open space.

The luggage was eventually delivered 
to our stateroom just in time for dinner, 
so after showers and change of clothes 
we went down to meet up with Shona 
and family and enjoy our dinner.

The next day we docked in Nassau and 
Shona, Richard and Frazer went off to 
swim with sting rays while Andy and I 
went into the port to have a wander 
round.  We were only here for half a day 
but were able to see the main street. 

Again everybody met up for dinner and 
this became the norm for the rest of the 
holiday.  It meant that nobody spent the 
day looking for anybody else!

Our next port of call was St. Thomas 
and again we explored the port while 
the rest went off swimming.

The Bay at St. Thomas

St Martin and another day in port for us 
but the rest sent up the nearest small 
mountain to walk down it through the 
forest.  They all said how much of a 
delight this had been with plenty of 
things to see and experience.    Pictured 
left is some entertainment at St. Martin.

At the end of the first week there was 
a medical emergency on board which, 
initially, cause the ship to divert to a 
nearby island.  However after sailing 

two hours towards it the local coast 
guard said they had done a health and 
safety assessment and it would be 
safer for us to make for Fort Lauderdale 
at full speed.  Thank goodness for our 
own sea rescue services!  Off we set at 
full speed and got into Fort Lauderdale 
about six hours early which was, 
actually, quite good because it meant 
that instead of being the early hours 
of the morning it was about 11.30 pm 
when we arrived and we were able to 
see the approach into the harbour.

The second week we had been due to 
go to Haiti, Costa Mayo and Cozumel 
but the itinerary was changed because 
of hurricane Tomas which was due to 
reach Haiti at the same time as us.  We 
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Update on FSH Research Funded by 
the MDC

The MDC is currently funding research 
work on FSH at King’s College London 
and at Nottingham University. In both 
cases, a PhD research project is being 

funded.At Nottingham 
University the PhD 

student is Andreas 
Leidenroth and 
he is supervised 
by Professor 
Jane Hewitt. In 
1994 Professor 
Hewitt found 

the first clues that the unusual DNA 
defect associated with FSH contains 
the “recipe” for making an abnormal 
protein, a quite unexpected finding.  
The current 4 year research project 
started in 2009 and the subject is: 
“Understanding the molecular causes 
of facioscapulohumeral muscular 
dystrophy”.

Both parts of Andreas’ research project 
address the important point that before 
we can develop effective therapies 
for FSH we have to understand the 
underlying genetic problem. For  
example, before we start to interfere 

with DUX4, the “bad” protein made in 
muscle cells in FSH, we need to learn 
as much about it as we can. 

In one part of his project, Andreas is 
trying to find out why we all have the  
gene (part of our DNA) that makes 
DUX4. In healthy people this gene is  
normally switched off, but in 
most people with FSH there is 
a DNA abnormality where the  
gene is situated, which switches it on. 
The fact that the DUX4 gene itself has 
not decayed away during our evolution 
suggests that it must serve some normal 

What is the Lay Panel and what does it do?
As explained in the latest Campaign newsletter, the “Lay Panel” is made up of people whose families are affected by 
muscle disease. The purpose of the panel is to give affected families a voice in the process of deciding which research 
receives grants from the Muscular Dystrophy Campaign (MDC).  

Each year researchers into muscle diseases apply to the MDC for funding for new research projects. There are always 
many times more applications than our charity can afford to support.  The final decision on which research projects 
receive a grant is based on the recommendations of the Medical Research Committee which has 12 members, 10 of 
whom are expert scientists or clinicians.  The other two members are from the Lay Panel, and they have equal voting 
rights to the experts in recommending the allocation of grants.  

How it works is like this.  A researcher seeking an MDC grant submits two applications: a technical one for the experts 
plus an application for the Lay Panel. In the “lay” application the research has to be described and justified in clear, 
non-technical terms.  The Lay Panel has developed its own guidelines for assessing the applications, with emphasis 
being placed on the importance of the research to people with muscle disease.  This does not mean that the research 
has to produce immediate benefits, but that it clearly leads towards a treatment or some other benefit for people 
affected by muscle disease.  

The “lay” applications are reviewed and discussed by the Lay Panel and for each application the panel agrees a 
short statement of their opinion and a score between 1 and 6.  This evaluation is passed to the Medical Research 
Committee and will form the basis of the voting of the two “lay” representatives, subject to any changes they consider 
appropriate after hearing the arguments put forward by the experts.

What it is like being on the Lay Panel?
My son has FSH and I joined the lay panel last year.  Since then the panel has dealt with two of the annual rounds of 
applications for research grants.  I feel that being on the Lay Panel is a great privilege and gives me a real opportunity 
to influence which research is funded by the MDC.  

It is an incredibly complex area of research, so only the professionals on the Medical Research Committee can judge 
the expertise of the applicants and how well set up they are to undertake the work being proposed.  Also, we have to 
accept that for some diseases effective treatment is still a long way off.  However, on the Lay Panel we do our best to 
ensure that funding goes to the right researchers, who are looking in the right directions, so that step by step they can 
take us towards treatments which would otherwise just remain a forlorn hope.

fSH-mD reSearcH newS
from the Muscular Dystrophy Campaign Lay Panel

Continued on page 4...
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function.  Related genes occur in many 
mammals, such as other primates, 
mice, cows, dogs and even elephants. 
Andreas is looking at some of these to 
better understand the function of this 
kind of gene.

The other part of Andreas’ project 
concerns the question of why some 
people with FSH do not have the typical 
abnormality where the DUX4 gene lies. 
It is suspected that these patients must 
have an abnormality somewhere else 
in their DNA, which triggers the DUX4 
gene via the kind of chain reaction which 
happens in cells. Andreas will study the 
DNA of several of these patients to try 
and explain this.

At King’s College the PhD student is 
Louise Moyle and she is supervised 
by Dr Peter Zammit whose group 
specialises in studying adult stem cells 
(known as satellite cells) in muscles. The 
4 year research project is funded by the 
MDC in partnership with King’s College 

and started in 2010.  The subject is 
“Investigating the role of muscle stem 
cells in facioscapulohumeral muscular 
dystrophy”.  We met Louise recently 
at the laboratory and her research is 
described in the next section.  

Visit to FSH Research Team at King’s 
College, London

Recently, Stuart Watt and myself from 
the Lay Panel accompanied the MDC 
Research Team on a visit to King’s 
College to meet Dr. Peter Zammit 
and his team who are carrying out 
research on FSH.   The enthusiasm and 
commitment of the team shone out from 
their slide presentations and from the 
explanations given during our tour of 
the laboratory. It really was an uplifting 
experience.

Dr Zammit gave us an introduction to 
how muscle grows and maintains itself, 
including the role of the muscle stem 
cells (satellite cells). The satellite cells 
lie dormant within the muscle and then 
“switch on”, multiply, and turn into new 

muscle cells as necessary for growth or 
repairs.  

He then outlined current knowledge 
of the DNA abnormality which is the 
underlying cause of most cases of FSH.  
It is now thought that the DNA defect 
results in a toxin being produced in a 
proportion of the muscle cells, which 
is likely to kill them.  The defect also 
interferes with the ability of the satellite 
cells to repair the muscle.  However, in 
both cases the chain of events inside the 
cells is far from being fully understood.  
Better understanding is essential for 
devising effective treatments. This is 
the area of research of Dr. Zammit’s 
group.

Louise Moyle outlined the research she 
is doing for her PhD, part funded by the 
MDC. She is investigating how the DNA 
abnormality affects the functioning of 
the satellite cells.  She explained that 
the cells in our bodies are extremely 
complex and have to be highly regulated 
in order to function well. This involves 
the production of various proteins, the 

...continued from page 3

Louise enthusiastically telling us about the satellite cells grown in the laboratory, some of which were under the microscope. 
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main constituent of cells. The proteins 
are manufactured under the control of 
instructions encoded in the DNA.  

Some kinds of protein can influence 
what instructions the DNA gives for 
making other proteins. As a result, 
there are many chains of events taking 
place all the time, which are known 
as “pathways”. This is how the cell 
normally maintains a healthy balance 
under all conditions. However, in FSH 
the DNA defect produces an abnormal 
protein called DUX4 which alters the 
instructions given by the DNA for 
making other proteins, and so disrupts 
the activities in the satellite cells and 
muscle fibres.

Louise is trying to find out what changes 
to the normal “pathways” are caused by 
DUX4 protein in satellite cells. Of course, 
the main aim is to identify changes to 
the “pathways” that lead to muscle 
weakness and poor muscle repair. 
She uses very advanced techniques, 
including the use of luminous antibodies 
to find and mark the different proteins.  
Changes in luminosity show which 
proteins are increased and which are 
reduced when DUX4 protein is added to 
a satellite cell.  In this way it is possible 
to identify which “pathways” are opened 
or closed by the DUX 4 protein.

Dr Janet Davies, another member of 
Dr Zammit’s group, is investigating the 
mechanism by which DUX4 protein 
causes muscle cells to die. She 
explained that cells are programmed 
to die in certain situations, e.g. to 
prevent cancer. In FSH the DUX4 
protein is known to kill muscle cells 
by triggering this process. The aim of 
Janet’s research is to find out where 
DUX4 protein intervenes in the normally 
tightly regulated “pathway” that leads 
to “programmed cell death”, as that 
knowledge would be a starting point for 
dealing with it. 

The final slide presentation was by Dr 
Alexandra Tassin from Mons University 
in Belgium.  She is from Professor 
Alexandra Belayew’s research group. 
They were the first to detect the “rogue” 
protein DUX4 and show that it results 
from the unusual DNA defect of FSH.  It 
took them several years of difficult work 
to find the DUX4 protein, even though 
its existence was already suspected 
after the “recipe” for it had been found 
inside the abnormal part of the DNA.

We were amazed at what we learned 
from Dr Tassin. Recent research has 
shown how FSH muscle cells can be 
prevented from making DUX4 protein 
by adding a small piece of DNA. This is 

similar to the “molecular patch” currently 
being used in clinical trials for Duchenne 
MD.  So far the experiments have been 
limited to muscle cells grown in the 
laboratory. Alexandra is now spending 
a few months at King’s College in a 
collaborative effort to develop a mouse 
model to test a potential therapy.  Watch 
this space! 

The researchers showed us around 
their laboratory. We had plenty of time 
to look in the microscopes and ask 
questions. The cells are normally kept 
in a dormant state, but are allowed to 
multiply or turn into muscle cells when 
required, so a supply is always available 
for the various experiments. For me, 
a memorable sight was a roundish 
satellite cell just starting to turn itself 
into a long fibrous muscle cell. 

The visit to King’s College gave us an 
inkling of the complexity of the problem 
being tackled, and also the high level 
of technology and expertise being 
applied. Peter Zammit and his team are 
very impressive in their commitment 
and professionalism and they certainly 
seem to be getting to grips with FSH. 
The work seems to be in very good 
hands.  

by TBC

Janet and Alexandra with Julia Ambler of the MDC, looking on while research assistant Jaclyn Lee explains the detailed structure of a 
muscle fibre, which we had just been looking at down another microscope.    
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The period from mid February to mid 
March was when it changed from a 
building site to a house as plastering, 
heating, decorating, bathroom, second 
fix electrics, kitchen, carpets and 
internal doors all went in one after 
another.  While it was timetabled to go 
like clockwork, and did, it meant that if 
there were any problems it was very 
hard to make changes.  For example, 
we had chosen the same colour for 
all the internal walls which we thought 
was cream/ivory but in fact once it was 
on the walls were yellow!  If we’d been 
going at a slower pace we may have re-
painted the walls, though now we’ve got 
used to them.  Similarly, just after the 
carpets had been laid we realised that 
the plastering on one wall had crazed 
so we had to call the plasterer back in 
to re-do that wall, and cover the new 

carpet very carefully while he did it – 
thankfully the carpet was undamaged 
by the work.

We put curtain rails in the two front 
rooms before we moved in, but it took 
another three months to decide where 
to put coat hooks, a bathroom shelf, a 
kitchen towel rail, put up the rest of the 
curtain rails and sort out the kitchen 
splashback.  Some of that was due to 
taking a while to choose the items we 
wanted, and also living in the house for 
a while before deciding the best place 
to hang coats, towels, etc.  Some of that 
was easier because it was summer but 
one disadvantage is that we’ve forgotten 
how to turn on the central heating – I 
had a lesson from the plumber just after 
we moved in but only used it for a few 
days before the weather warmed up, so 

I’ll have to call him in again soon.

Moving from a larger to a smaller house 
meant we had to get rid of a lot of stuff.  
If we’d been smarter I could have done 
this before we moved but in fact we 
brought everything and then started 
sorting it out.  I got rid of loads of stuff 
through www.freecycle.org  where you 
post the item you’re offering and people 
come and collect it.  It did cross my mind 
that neighbours might think I was a drug 
dealer with all these strange people 
coming to the house, but it’s a very easy 
way of recycling things without having 
to carry them to a charity shop, and 
reducing the amount of things sent to 
landfill.

We still haven’t finished the outside.  
The plan is to do the garden this winter, 
which means replacing at least one 
fence so that we can put handrails and 
steps to enable me to get beyond the 
back patio.  That’s a bit of a mess with 
uneven paving so I’ll be very pleased 
when going outside is a relaxing 
experience rather than scrutinising the 
ground for trip hazards.  We need to get 
the front re-paved as well, because it’s 
also quite uneven, and will use a paving 
company we used in our previous 
house. There are various manhole 
covers, a bit of a slope and needs level 
access to the front door so  needs some 
thought. From the street the house still 

Home imProVementS
Last winter we renovated a run-down bungalow, to make life easier as I get less mobile, and so that we could 
move in a planned way rather than having to move when I could no longer climb the stairs in our old house to 
get to the bathroom.

Despite all sorts of difficulties such as the coldest winter for years, and me having emergency surgery for eye 
problems in February, we moved in on 2nd April, so have been living here for almost six months.
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looks pretty tatty but we know we’ll get 
there eventually.

Was it worth it?   Yes – it’s a nice house, 
arranged the way we like it, and it’s 
already easier for me living all on one 
level with an easy access shower in a 
wet room.  When we go to other people’s 
houses the doors seem very narrow and 
the toilets very low, but I do sometimes 
take the stairs at work rather than the 
lift just to stay in practice.  It’s also nice 
to have a dishwasher, particularly as 
my left arms gets weaker I’m finding it 
harder to wash up properly.

How much did it cost?  More than 
we budgeted for!  Some of that was 

because we made decisions to spend 
money on certain things, such as some 
very nice internal doors, which we 
really liked.  And it’s hard to differentiate 
between the disabled adaptations and 
general renovations – it would have 
been very difficult to widen the door 
frames as a stand alone job whereas it 
was relatively easy whilst the other work 
was going on.  There were also costs 
that come with any move – we had to 
buy some new curtains and blinds as 
our old curtains were the wrong shape 
for the new windows.

What to be aware of?  Even though 
we used trades people that we were 
confident with it was important to have 

a presence on site.  Partly to make sure 
that things were done to a standard we 
were happy with, and partly so that we 
could answer questions as they arose 
– otherwise there’s a risk that someone 
will be done in a way you didn’t want, 
such as putting something in the wrong 
place.  Obviously it can be difficult for 
someone with mobility problems to be 
on a building site but even just coming 
round each day would help.

And finally…beware paint charts – a 
small square on the chart isn’t always 
what it seems!

by TBC

Home imProVementS

The FSH-MD Support Group U.k was 
very pleased to be invited along to 
Muscular Dystrophy Irelands first 
FSH-MD Information day held in 
Dublin. Two committee members 
attended on the groups behalf. They 
presented talks on the FSH-MD 
Support Group U.K and Scapular 
Fixation. 

Other speakers on the day  
included Jacqueline Turner, a Genetic 
Counsellor from the National Centre for 
Medical Genetics in Dublin, who gave 
a very interesting talk on the genetics 
of FSHD and Mark Pickering from the 
UCD Conway Institute of Biomolecular 
and Biomedical Research who gave a 
talk on the latest research into FSHD. It 
all sounded very encouraging.

The meeting was held in their new 
office, which has a meeting room, 
information library and offices 
downstairs plus an accessible  
self-contained apartment upstairs. 
The apartment has 4 large bedrooms, 
two with en-suite roll-in shower 

rooms, hoists and Hi-Lo electric beds. 
Described as “Home from Home” this 
self-catering apartment is available to 
people with MD who are visiting Dublin 
for hospital appointments, business or 
just fancy a break away.

After the meeting visitors were able to 
view the apartment and chat amongst 
themselves. Everyone felt that the day 
had been a very positive experience 
and looked forward to future events.

http://www.mdi.ie/  

muScular DyStroPHy irelanD



also thought that the outbreak of cholera 
might have had something to do with it 
as well.  Instead we went to Cozumel, 
Costa Mayo and back to Nassau.  We 
didn’t mind this because this time we 
were going to get a full day in Nassau 
which gave us more time to sightsee.  

Cozumel was quite a nice place but 
Costa Mayo had been devastated by 
a hurricane three years ago and all 
the trees etc had been ripped up.  The 
inhabitants had rebuilt the port and 
some of the main town but the rest of 
the island was still suffering.

During sail days, between ports there 
were plenty of things to do on board the 
Oasis.  It was most surreal sitting on a 
carrousel in the middle of a ship in the 
middle of the sea!  There was a zip line 
across the gap in the middle of the ship 
(deck 15) which Frazer had a go on and 
there were also two rock climbing wall 
which, again, Frazer used.  There was 
a crazy golf course and four swimming 

pools, whirl pools – two of which hung 
over the side of the ship, a gym and 
health spa.  

For the second week of our holiday we 
had some more relatives join us and this 
was their first cruise (as it was Shona’s).  

All said that they will be doing one again 
but we felt that we had to point out that 
the Oasis was one of a kind although 

other ships had their own personalities 
and were worth going on as well.

We left Fort Lauderdale ready for 
another long journey back, but extremely 
glad that we had made the effort.  Andy 
and I were looking forward to our next 
cruise five weeks later to the Canaries!

by Andy TBC

fSH-mD reSearcH newS
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