
Welcome to the eighth GNE Myopathy Disease Monitoring Programme (GNEM-DMP) newsletter and thank 
you for your continued support and participation in the GNEM-DMP.  Our newsletter is intended to provide 

you with regular updates on the GNEM-DMP and provide you with scientific updates related to GNE 
myopathy.  We welcome your feedback and suggestions on this newsletter.
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To join the GNE Patient Registry please visit: www.gnem-dmp.com 
For more information on the GNEM-DMP contact: GNEM@treat-nmd.eu 

For more information about Ultragenyx Pharmaceutical Inc. please visit: www.ultragenyx.com/patients/gnem 
For more information about TREAT-NMD please visit: www.treat-nmd.eu 
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“It was so great seeing 
everyone chilling out 
and having a great time. 
It was an amazing break 
after the heavy load we 
carry throughout our 
lifetimes in fighting 
devastating disease in 
our families. ”

Patient Day, 22 April 2017

Keeping Your Details up 
to Date in the Registry

The registry is only as useful as the 
information it contains so it is important 
that you keep your details up to date. You 
will be reminded by email to complete a 
further set of questions 6 months after 
completing the initial questionnaires and 
then again after 12 months. However, if 
anything does change before then, e.g. your 
contact details, then remember to update 
them in the registry too.

While updating your details remember to check 
if you have:
Completed all the questionnaires; the more 
information we have the more useful the 
registry can be. The details you provide may help 
to inform future research and improve standards 
of care.

Uploaded your Genetic Report and Muscle 
Biopsy; if you are able to do so. 
Your personal information (name, DOB, country 
of residence) is kept securely and never disclosed 
to any third parties (including Ultragenyx), family 
members or commercial companies.

Update your details by logging in to your 
registry account:  www.gnem-dmp.com

Below you will find a list of patient 
organisations and support groups that cover 
GNE myopathy and Muscular Dystrophy 
internationally.

Neuromuscular Disease Foundation – (USA) 
www.curehibm.org

Associazione Gli Equilibristi HIBM – (Italy) 
www.gliequilibristi-hibm.org

Muscular Dystrophy UK – (UK) 
www.musculardystrophyuk.org

Distal Muscular Dystrophy Patients Association - 
(Japan)      www.enigata.com

Advancement of Research for Myopathies 
www.hibm.org

Patient Organisations

GNE Myopathy International 
www.gne-myopathy.org

Earth Day-themed fun and energy filled the air as people gathered to honor 
and celebrate those affected by rare diseases during the annual Patient Day 
held on April 22, 2017 at Ultragenyx headquarters in Novato, California.

Guests enjoyed games, crafts, art exhibits, food and music. Patient Day is an 
opportunity for members of the rare disease community to meet, connect 
and share stories with each other and with employees. Featured speakers 
included Dr. Emil Kakkis, CEO of Ultragenyx, Majid & Lynn Jafar from the 
Loulou Foundation and Lisa and Max Schill from the RASopathies Network.

Tara Voogel (who runs her own blog (www.taratalksgnemyopathy.blogspot.co.uk), 
where she discusses the challenges and insights faced in living with GNE 
myopathy) was in attendance at this event, and gave the following review 
of the day’s events.

“The event sponsors thought very carefully about patient needs for the 
attendees.  This year a “Quiet Room” was added to the venue. In this quiet 
space a group of GNE myopathy patients, their parents, and their 
caregivers gathered after we shared in the festivities of the day.  The “Quiet 
Room” offered us a space to exchange and share practical tips and quality 
information on how best to cope with the many ever-present challenges 
that we uniquely face with GNE myopathy”.

Tara went on to say that, “When a group of GNE myopathy patients get 
together, there seems to be an unspoken understanding and innate 
knowledge of where, when, and how each patient would need assistance.  
Although, some patients were, in fact, meeting for the first time, it was as if 
a group of old-time friends meeting for an auspicious occasion.  GNE 
myopathy - this rare disease - is the common denominator that enables all 
these patients to join in a bond of lasting friendship”.

To find out how to register or be involved in other patient advocacy events 
organised by Ultragenyx, visit the event page: www.ultrarareadvocacy.com 

Photograph of invited guests from the GNE community in attendance

The Sephardic Health Organization for Referral & Education
www.shoreforlife.org

Federación Española de Enfermedades Neuromusculares 
www.asem-esp.org



Exercise and GNE  Myopathy
In this article Dionne Moat, who is a Neuromuscular Research Physiotherapist shares information on a wide range of 
topics related to exercise and more specifically, exercise in relation to people living with GNE myopathy.

What is exercise?
Exercise is defined as "Activity requiring physical effort, carried out 
to sustain or improve health and fitness."(Oxford dictionary)

Benefits of exercise

But I have GNE myopathy………..
There is an ocean of evidence supporting exercise and its benefit 
on the healthy population but there is still a lack of robust 
evidence into the effects and benefits of exercise for people with 
neuromuscular disease. However, what has been identified is that 
for most, there has not been any negative effects and from that 
one can look at the benefits found in the healthy population and 
translate that to the potential effects for people with 
neuromuscular disease.

People with neuromuscular conditions have been shown to be less 
active than those without. This inactivity, in itself can be 
detrimental to health as it can cause weight gain, further loss of 
muscle bulk or disuse atrophy of healthy muscle, can reduce 
stamina and increase tiredness and can lead to joint and muscle 
pain and ultimately poorer functional ability, more difficulty 
walking and a poorer quality of life.

Whilst it is true that there are some neuromuscular conditions that 
exercising could cause further problems and worsening of 
symptoms, due to the nature of the muscle disease, GNE 
myopathy is not one of these conditions and when done sensibly, 
exercise is safe, advisable and hopefully enjoyable!

We all know that ‘exercise is good for us’.  The UK government 
recommends we undertake 150 minutes of moderate aerobic 
activity (This roughly equates to 30 mins of exercise, 5 days per 
week), or 75 minutes of vigorous activity and strength training 
twice week. (www.nhs.uk/Livewell/fitness/Pages/physical-activity-
guidelines-for-adults.aspx).  However, they are only guidelines and 
it is important to remember that any activity is better than none 
and what is suitable for one person may be very different to the 
next.

"You have probably at some point during your GNE journey been asked the dreaded question by your physiotherapist or other health care 
professional ‘ do you do any exercise’. The question that might make you feel uncomfortable about answering, the one where you think ’should 
I tell them the truth’ and ‘urgghhh I hate exercise’ or ‘I cant exercise’. There is a good reason that us physiotherapists like to talk about exercise 
and love it or hate it, the positives outweigh the negatives and I hope this article will set the record straight about exercise – the good, the bad 
and the necessary!"  

How much exercise is recommended?

Reduces risk of diseases
Reduces fatigue
Weight control

Improves sleep
Improves mental well being and mood

Improves heart & 
lung function

Maintains or improves 
range of movement at joints

Can help keep  muscle 
strong

Can prevent or reduce 
de-conditioning

Can reduce pain

Can improve and maintain 
function i.e. walking

Benefits for people with muscle wasting conditions

Muscles that are weakened due to your condition can not be 
strengthened through exercise. However, as identified, people with this 
condition are often less active and this can cause de-conditioning or 
disuse atrophy. This is where healthy muscle becomes weak through not 
being used and reduced fitness rather than due to disease. Exercise can 
reverse this and is just one of the overall benefits.

What type of exercise should I do?
There are many different types, levels and intensities of exercise. For 
many people when exercise is mentioned they automatically have a 
picture in their head of lifting heavy weights in the gym or going for a 
10 mile run. This is not the case! Exercise can be adapted depending 
on the persons ability and remember SOME ACTIVITY IS BETTER THAN 
NONE!
Aerobic exercise is an activity that raises your pulse and breathing 
rate. These exercises are good for improving your general fitness i.e. 
your heart and lungs and can assist in weight management. Examples 
of aerobic exercise include swimming, running and cycling.  People 
with   GNE   myopathy   often   have   weakness  in their legs and arms, 
which can make this type   ACTIVITY                                                    ALTERNATIVES

of exercise   difficult 
however there are many 
alternatives that can still 
provide the same 
benefits such as walking, 
doing the housework or 
gardening – basically 
anything that makes you 
breathe  a   little  harder.

As you know, unfortunately we don't know of a cure for GNE 
myopathy and exercise can't keep the disease under control. HOWEVER 
you do have control over keeping yourself fit, healthy and as active as 
possible which can help keep you as mentally and physically healthy 
as possible allowing you to maintain function and quality of life. 
Finding the motivation to begin an exercise programme and making 
it part of your routine can be the most difficult part. Finding 
something that you enjoy or that you can do with friends or in a group 
can help you keep it up. A good place to start is by reading this 
document by MDUK (www.musculardystrophyuk.org/app/
uploads/2015/05/Exercise-advice-for-adults.pdf) as this gives a lot 
of useful and reassuring information and you can also speak to 
your GP or physiotherapist about what type and level of exercise 
is appropriate for you but remember – some activity is better than 
none!! 

RUNNING

SWIMMING

ROAD CYCLING

GARDENING, HOUSE CLEANING, WALKING

     WATER AEROBICS, AQUA FIT

EXERCISE BIKE     EXERCISE PEDALS

Strengthening exercise focuses on exercising muscles often 
against resistance such as using weights. It is not advised to lift heavy 
weights and for some people, doing any weights may not be advised. 
There are however alternative ways of strengthening muscles and 
most exercises can be adapted to make them suitable. A rough guide 
is that you should be able to perform 8 repetitions of the exercise. For 
example if you are only about to perform 4 repetitions before your 
muscles get too tired, then you should reduce the weight. For some 
people,   if  they   have   significant   weakness,  lifting   weights   of any 
kind may not be advised ACTIVITY                                                         ALTERNATIVES

but alternative exercises 
such as pilates or 
stretches might be 
appropriate. GYM WORKOUT FLOOR EXERCISES, YOGA, PILATES



Muscle Biopsies
What is it and why do people with GNE 

myopathy often have to undergo them in 
order to help with their diagnosis

A muscle biopsy is sometimes performed on an individual who is experiencing problems with muscles in 
their  body (muscle pain/weakness).  It is as a way for doctors who are responsible for your health care to 
evaluate underlying causes of muscle disease and initiate a treatment plan. can also help make a 
diagnosis and initiate a treatment plan.  Muscular Dystrophy UK (MD UK) recently published an article 
that covers many topics in relation to muscle biopsies and specifically those carried out on people with 
neuromuscular diseases.  Below we will look at key aspects from their article in relation to GNE myopathy 
(which can be viewed in full at:  www.musculardystrophyuk.org/app/uploads/2015/02/Muscle-
Biopsies-2017.pdf
What is a muscle biopsy?
A muscle biopsy is a procedure in which a small sample of muscle – 
usually about the size of an orange pip – is taken and examined 
under a microscope. It is considered to be a ’minor’ procedure, 
and   is   usually   done   in   outpatients  under  local anesthetic or 
as a day case under local or general anesthetic. A doctor usually 
requests a muscle biopsy to help with diagnosis after a physical 
examination, blood tests, and possibly an electromyography 
(EMG). 

Some people may undergo an MRI scan before they have a muscle 
biopsy. An MRI is an imaging test in which computer-generated  
radio waves and a powerful magnetic field to produce detailed 
images of body structures  and can detect degenerative muscle 
disorders.
What does it involve?
A muscle biopsy can be taken from any of a number of different 
muscles – most commonly your thigh, upper arm, shoulder or calf 
muscles (thigh muscle in the case of people with GNE myopathy). 
Your doctor will take the sample from muscle that is affected by 
your suspected condition, but is not severely wasted. The muscle 
will re-grow in time. A muscle biopsy does not increase any muscle 
weakness.  During the biopsy, there is usually little or no 
discomfort. You may feel some pressure or tugging.

1.Needle biopsy
A needle biopsy involves inserting a needle, about 5mm in 
diameter, into your muscle. When the needle is removed, it has 
inside it a small sample of muscle that is taken for analysis.

The needle biopsy scar is very 
small, and is closed with sterile 
strips and a plaster. You won’t 
need stitches.  A needle biopsy 
is a specialised procedure and is 
only performed in outpatients 
or as a day case at a few centres 
in the UK.

2.Open biopsy
An open biopsy involves making a cut in your skin to remove a 
muscle sample. The cut is usually just a few centimeters long. Once 
the sample is taken, the cut is closed with stitches. The scar from 
an open biopsy is bigger than from a needle biopsy, because a 
bigger muscle sample has been removed. A bigger sample is 
sometimes necessary and makes it less likely you will need a 
second biopsy.

Both types of biopsy have advantages and disadvantages. 
Different hospitals often prefer to use different methods.

There are two different types of muscle biopsy.

What are pathologists looking for?
Pathologists are doctors who diagnose disease by examining cells 
and tissue samples. They will analyse the tissue obtained by a 
muscle biopsy.  Muscle affected by a muscle-wasting condition looks 
different from normal muscle (Figure 2). Healthy muscle has a 
characteristic appearance, and is made up of closely-packed fibres, 
which are more or less evenly sized.  Affected muscle differentiates 
in its presentation depending upon the actual disease affecting it. 

Fig1:  Example of Needle Muscle Biopsy

Fig 2:  Some Characteristics of Affected and Unaffected Muscle Biopsies

Muscle biopsies do not always provide enough information to allow a 
doctor to  give a definitive diagnosis of the condition that is being 
presented to them, as no specific characteristic indicative of a 
particular disease may be present in a biopsy.  However, the biopsy 
when analysed alongside the clinical symptoms of the patient, will 
allow for the creation of a personalised care plan to assist the patient 
in aspects of their day to day life.  In order to obtain a definitive 
diagnosis a person may need to undertake genetic testing, where a 
health care professional will look at DNA, via a simple blood test, to 
find changes in genes that can cause disease.

If you would like further information about muscle biopsies or genetic 
testing, you should speak to your doctor in order to discuss your 
individual circumstances.  To view a list of laboratories that perform 
genetic testing in your coun try, please look at the following websites 
for further information:

Control (Unaffected) Muscle

•Cell fibers similar size (A)
•Cell fibers similar colour
•Cell nuclei located at the
border of each cell fiber
•No inflammation of cells

•Cell fiber structure is not as
homogeneous as control muscle
•Variation in cell size (C)
•More fatty tissue present
(replaced muscle) (D)

GNE (Affected) Muscle

(Rimmed Vacuole)

Orphanet:(www.orpha.net/consor/cgi-bin/ClinicalLabs.php?lng=EN)
GNE Myopathy International: (www.gne-myopathy.org/Diagnostic_Centres.html)
The Genetic Alliance UK: (www.geneticalliance.org.uk/services.htm)

Biopsy Needle

Deltoid Muscle

Humerus



Living With Neuromuscular Diseases and Operating a Personal Computer
(Ways to Overcome Challenges) 

Some participants in the GNEM-DMP registry have contacted the curation team over recent months to inform us of the 
difficulties they have in operating a desktop PC or laptop for extended periods, because of the effect GNE myopathy is 
having on their body. People with GNE myopathy may begin to suffer deterioration of muscles in their lower arms/ 
wrists/hands as the disease progresses over time. Not all people diagnosed with GNE myopathy will suffer muscle 
wastage to the extent that they will be unable to manually operate a PC/laptop as they have done so previously. However 
some people (including some registry participants), may need to adapt the way that they approach using a PC/ laptop as 
traditional methods may become uncomfortable/not possible over time.

Some participants have told us that over time, when using a 
traditional standard keyboard (with keys) and/or a computer 
pointing device (mouse), disease progression has caused them to 
become increasingly frustrated and has demanded an increase in 
physical effort, particularly when entering longer texts. One 
participant explained how their typing is at present restricted to 
one finger (per hand) and their use of a keyboard is slowed down 
considerably by them having to reposition their hands between 
two keystrokes. This patient also explained that it has become 
increasingly difficult for them to select the desired key and they 
are sometimes striking undesired keys (or two adjacent keys at 
once) often, or in fact are having difficulty with the force used to 
select keys resulting in letters appearing multiple times in error. 

The curation team thought that it might be useful if we looked in 
to some current IT adaptations that are available for use, some of 
which you may already be aware of and others that you may not 
be. We will look specifically at IT adaptations that we feel will be 
of benefit to a wide range of people who suffer from a 
neuromuscular disease such as GNE myopathy. 

Onscreen Keyboard
Windows and Apple computers come with a range of ‘Ease of Access’ 
tools that enable users to alter the way the keyboard and mouse operate 
on their system. 

One such function is an 
‘on-screen keyboard’ 
function. An on-screen 
keyboard looks just like 
a picture of a keyboard 

on the  screen.  Letters can be selected from  the  keyboard using  the 
mouse, meaning that a person can type text onscreen without having to 
use a keyboard at all. This tool is useful for anybody who struggles to 
type using a traditional keyboard, but who is still able to use a mouse to 
operate a computer. Further information about the onscreen keyboard 
can be found on the NHS website (links below): 

www.nhs.uk/accessibilityhelp/Using-Windows-on-screen-keyboard-in-Windows-7.html 
www.nhs.uk/accessibilityhelp/Using-Mac-OSX-on-screen-keyboard.html 

Track Ball Mouse
A trackball mouse is a pointing device consisting of a ball held by a socket 
- like an upside-down mouse with an exposed protruding ball.  The user 

Apps for Mobile Devices
There are certain Apps available to download that are able to turn your 
smartphone/tablet into a universal  remote control,  allowing you  to  use 
your device as a keyboard or mouse to operate a desktop computer or 
laptop. Some participants may find that they are able to successfully 
operate a touchscreen keypad or use their finger/pointer to scroll on a 

mobile device with more 
ease, than a standard 
keyboard or mouse. One 
such App that is available is 
produced by a company 
called Unified Remote 
www.unifiedremote.com 
and is available for Android, 
iPhone, and Windows Phone 
devices. 

Speech Recognition
If you are a slow typist, or have difficulty or discomfort when using a 
keyboard, speech recognition software allows you to talk to your computer 
wearing a headset, so that what you say into the microphone is typed on 
your screen. There are a number of companies who have developed 
software for digital dictation, however there are free versions of this 
software available to anybody with a Windows or Apple computer, so 
before you spend money on any advanced software, why not try the free 
version out and get a feel for it. Further information can be found on the 
NHS website: www.nhs.uk/accessibilityhelp/Keyboard-talking.html 

rolls the ball with the thumb, fingers, or the palm of the hand to move a 
pointer.   The track ball mouse is Ideal for someone who is experiencing 

finger   problems   because   of 

Camera Mouse is a free program that 
allows the computer user to control the 
mouse pointer by moving their head. The 
‘clicking’ can be done by making the 
mouse pointer dwell over a spot on the 
screen which will then click, just like any 
normal mouse would. The main audience 
for this program are people who do not 
have reliable control of their hand, but 
who can move their head. You need to 
have a built-in webcam or standard USB 
webcam on or near the monitor of your 
computer in order to use this software. 
The program was developed at Boston 
College. 
www.cameramouse.org/about.html A screenshot showing the Camera 

Mouse software 

A range of  types of ball track computer mice 

scrolling on a conventional 
scroll wheel. Another benefit 
of this style of mouse is that 
they are not limited to using 
the device on a flat desk 
surface which makes it ideal 
for anybody who would prefer 
to hold the mouse against their 
leg for example. 

If you have any questions about any of the software or devices mentioned 
in this article, please do not hesitate to contact the curation team 
(GNEM@treat-nmd.eu) for further information. Also, if you have any 
concerns about  adaptive devices or  issues  relating  to  your  ambulatory 
abilities, please speak with your health care provider for further in 
formation on the support available to you in your location. The software 
and devices described in this article are not endorsed by the curation 
team, the article is for information purposes only. 

Camera Mouse
A screenshot of the on-screen keyboard on Windows

http://www.nhs.uk/accessibilityhelp/Using-Windows-on-screen-keyboard-in-Windows-7.html
http://www.nhs.uk/accessibilityhelp/Using-Mac-OSX-on-screen-keyboard.html
http://www.unifiedremote.com/
http://www.nhs.uk/accessibilityhelp/Keyboard-talking.html
http://www.cameramouse.org/about.html


Vitor Pinto – My Journey So Far
Vitor is 39 years old and lives in the city of Porto, which is the 
second largest city in Portugal.  He was diagnosed with GNE 
myopathy in 2012 and has been an active participant in the 
GNEM-DMP registry since 2014.  Below Vitor talks about living 
with the condition and shares some stories about himself – 
please note that Vitor’s experiences are his own and not 
representative of all study participants.
As with all people diagnosed with GNE myopathy, before my symptoms began to 
appear I led a normal life.  I played soccer, I ran – things that most teenagers do.  At 
around 15 years of age I began to move away from playing so much sport and 
instead dedicated my spare time to music, in particular I began to learn how to play 
the drums.  

I recall that I was around 22 years of age, when one day I met with my friends to play a game of soccer that I first noticed a change in 
my body...it was the first time that I felt a little strange.   When the ball was passed to me I would lose my balance, I could not work 
out what was happening to me.  At first, I thought that maybe this was happening because I no longer played as much sport as I had 
in the past and I was just a bit out of practice.
After this event, I decided to join a local gym and start exercising on a more regular basis.  However, I quickly noticed that I did not 
progress in the way I thought I would.  My muscles stayed in the same condition as before I began gym work and I noticed that as my 
friends bodies were changing because of the increased exercise, my muscles stayed the same.  It was at this point that I also noticed 
that when I ran, I had to put in a lot more effort than I had previously had to in order to cover the distance.

For a number of years I visited several different doctors & specialists, who all gave me a 
different diagnosis from one another.  I did not know what to do at this stage and 
continued with my life – this was until 2004 when aged 26, I felt that I was deteriorating 
at a greater pace and felt a distinct lack of strength in my feet.  At this point, I decided to 
go to the Hospital de São João in my home city of Porto.  However, it wasn't until 2012 
that I was finally diagnosed with GNE myopathy.  I remember when I was told about the 
disease - and that there was no cure available at present, I did worry about it.

I remember the first time that I wore specialist footwear in order to assist with my foot 
drop – it was the worst thing that could happen to me at this stage of my life.  It seemed 
that I was restricting my movements when walking. I was also left unable to wear any of 
the footwear that I owned, which was very frustrating.  This was until I discovered Foot-
Up’s (a lightweight ankle-foot orthosis that offers dynamic support for drop foot) and 
the issues I had experienced with footwear disappeared – I felt much more liberated at 
this point.

I decided to try and investigate more about GNE myopathy by searching for information on the internet, but I found that what was 
available for me to read was very vague and did not necessarily help.  I was left unable to learn as much about the disease as I wanted 
to.  That was until I met somebody through Facebook, who also had been diagnosed with GNE myopathy and she introduced me to a 
closed Facebook group.  Through being part of this group, I was able to find all of the information I needed, including information 
about the clinical studies that were taking place as part of the work being carried out by Ultragenyx Pharmaceutical Inc. in to the 
treatment of GNE myopathy.  Although I have the benefit of living in a relatively quiet country with a good climate, Portugal is 
unfortunately not as economically strong as other European countries.  At present, I do not work because of my condition, but 
because of the infrastructure within Portugal, I do not receive enough financial support from the state, as I require.

During my fight with this disease, I have been fortunate enough to be surrounded by a 
large group of people who are able to support me.  My wife, along with my family and 
friends are the people who give me strength and allow me to continue to live with a smile 
on my face.   Music has also been a great escape for me.  I am a vocalist in one band and I 
play drums in another.  I will continue to play the drums until I have no more strength left!  
My day to day routine involves taking my daughter to school in the morning, walking my 
dog in the park and I sometimes go to a CrossFit class to do some exercises and also 
rehearse with my band on a regular basis. I still manage to do many of the day to day 
activities around the home with some level normality.  In short, I lead a normal life with 
but with some limitations.

Singing Vocals in the one of the bands I am a member of

My First Symptoms

Seeking a Diagnosis

Communicating with the GNE Community

Carrying on with Life as Normal

Doing some stretches before a working out in the gym

Playing the drums - an instrument I play as part of  a band
Thank you for taking the time to read my story, Vitor
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