
Welcome to the ninth 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.

==

GNEM-DMP Newsletter

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 

In this 9th Edition of the GNEM-DMP Newsletter:

Findings of the UX001-CL301 Clinical trial

•

•

•

•

Highlights of the 2017 Neuromuscular Disease Foundation  Symposium 
on GNE myopathy 

Italian GNEM patient meeting hosted by National Associazione Gli 
Equilibristi

GNE myopathy through the eyes of caregivers



Dear GNE Myopathy Patient Community, 

We announced very disappointing news from our Phase 3 study of UX001 (Ace-ER) which failed to demonstrate 

efficacy in treatment of GNE myopathy. We did not confirm the benefit in maintaining the arm strength of 

subjects treated with Ace-ER as we had expected from our Phase 2 study. If there was any effect, it was small and 

the other endpoints did not provide any supporting evidence for efficacy. Safety was acceptable as previously 

observed. We can tell that the patients were taking the drug by their serum sialic acid levels. I believe the 

Ultragenyx clinical team designed and conducted a high-quality study but the treatment effect was unfortunately, 

not confirmed. 

We have been looking at why it did not work and there is no perfect answer. It is clear that the patients included 

in this study were stronger at baseline but this is what we planned by our inclusion criteria to include people with 

more muscle to lose, based on our Phase 2 data. These Phase 3 patients did not decline quite as fast as expected 

but they did still decline in arm strength and Ace-ER had no significant effect. There may be other smaller 

differences between the studies, but those differences alone cannot fully account for the lack of efficacy in 

stabilizing the patients. The phase 2 study was small and the Phase 3 study much larger, so it is a better dataset 

to make conclusions. Without a pathway forward for the product to approval and no positive results, we had to 

terminate the program and focus on other things at the company. 

For patients in our studies or on compassionate use, we are most heartbroken that we cannot offer even a 

modest therapy for them and that their future now depends on other research work that is ongoing. We will 

manage this transition graciously to avoid a precipitous stop. We know this is a shocking moment for patients on 

our studies and for those who feel the drug is helping them. For patients not already on Ace-ER, we cannot initiate 

new therapy. Whether on Ace-ER or not, the GNE myopathy patient community needs to not lose faith in research 

but participate in other clinical studies to help get an effective treatment approved. Patients will likely have to be 

off Ace-ER to participate in other clinical studies. 

While we were unable to get Ace-ER to approval, we did contribute to the field and this is very important in the 

development of any therapy. GNE myopathy is a more widely known disease now among people other than 

doctors and patients. It is being diagnosed more often with the diagnosis program we supported. We established 

and made available new methods and endpoints for measuring muscle strength and GNE myopathy patient 

function as well as gained acceptance for those endpoints from a regulatory standpoint. FDA and EMA know the 

disease now and a regulatory pathway now exists. Our DMP natural history study data are very valuable and as 

planned, all of our data will be available for others doing research on the disease through our relationship with 

TREAT-NMD. Finally, we will continue our research work to develop a better replacement therapy in our sialic 

acid prodrug program. If we can demonstrate it has substantial efficacy in animal models then perhaps we can 

come back to the clinic at some point in the future. We don’t know when that will be but the work is ongoing. In 

the meantime, we are hoping to see patients participate in other clinical programs and fight this disease 

everywhere, every day, and all the time, until a solution is found. 

Thank you for all you do. 

Emil 

To read the Ultragenyx official press release (Aug. 22, 2017) please click here 

Findings of the UX001-

CL301 Clinical Trial

http://ir.ultragenyx.com/releasedetail.cfm?releaseid=1037951

MRCC-UX001-00060



Neuromuscular Disease Foundation 
Symposium 2017 – Highlights

The 4th Annual Symposium on GNE Myopathy (HIBM), was a two-day event that took place on August 24th-25th at The University of 
California, Los Angeles, USA.

The meeting included presentations, panel discussions, and individualized breakout 
groups for patients; caregivers; and scientists, physicians, and industry professionals in 
attendance.  Presentations were given by a wide range of key opinion leaders on 
numerous topics of interest to the GNE myopathy community (details below).  NDF was 
able to live stream the event online via Facebook and many of the presentations have 
now been made available on the organisation's public Facebook page where anybody 
can view them:   www.facebook.com/NDF.HIBM 

Dr. Nishino, National Institute of Neuroscience, Tokyo, Japan - GNE myopathy genetics and potential therapeutic strategies 
Dr. Lochmüller, Newcastle upon Tyne, UK - Natural History-Disease Monitoring Program- DMP
Dr. Stella Rosenbaum, Hadassah Medical Center, Jerusalem, Israel - GNE mouse model and GNE enzyme biochemistry 
Dr. Marjan Huizing, National Institutes of Health (NIH) - Update on NIH Phase 2 study of ManNAc in GNE Myopathy 
Dr. Madhuri Hedge, Perkin Elmer, Atlanta, Georgia - Testing for GNE Myopathy - new trends in genetic testing 
Dr. Siavash Kurdistani, UCLA, Dr Hossein Khademian, Iran - Genetic architecture of hIBM in Iranian Jewish population
Dr. Zohar Argov, Dr. Laura Rufibach, Dr. Perry Shieh, Dr. Hank Mansbach, Dr Marjan Huizing, Dr Tahseen Mozaffar  held an interactive 
discussion to discuss GNE myopathy research.
Dr. Jerry Mendell, Nationwide Children's Hospital, Columbus, Ohio - Gene Therapy

If you have any questions in relation to this event or would like to get in touch with the organisation itself, please 
visit their website (www.curehibm.org/contact-us.html) in order to contact them.

•
•
•

•
•

•
•

Photograph of the panel during the Friday presentations

Gli Equilibristi HIBM
First National Meeting for GNE myopathy patients – 
Inform, Know and Share

Saturday Sept 16th in Catania, Sicily, Italy

“Gli Equilibristi HIBM” is a non-profit association, registered in the ONLUS Association register (D. Lgs. n. 460, 4.12.1997), and its main aim is to 
spread information about GNE myopathy, a rare muscular disease for which still there is no treatment or cure available. The Association was 
founded in April, 20th 2012 and its mission is raising funds to promote and support medical and scientific research, aimed at the study of this 
disease; to create a network between those affected by GNE myopathy, granting them constant, immediate updates about the disease; to 
become a means of communication that allows meetings of mutual support and functional debate.

Valeria Pace, legal representative for the “Gli Equilibristi HIBM” Patient Association, with legal headquarters in San Giovanni La Punta, via 
Sottotenente Scalia 19, 95037 Catania organises the following event: “First National Meeting for GNE myopathy patients – Inform, Know and 
Share”, which will be held in Catania at the Nettuno Hotel, in September, 16th 2017.

The meeting will take place over one day, passing through scientific and specialist speeches and moments of live testimonies. Concerning the 
first half, characterized by scientific meetings and debates, doctors will give information about the actual knowledge achieved about GNE 
myopathy, on studies and experimentations currently underway, and will answer all the questions made by patients, to clarify the state-of-art 
and solve doubts, erasing at the same time some fears and incorrect or unfounded convictions.

During the debate’s second half the patients, supported by the intervention of a moderator that will also facilitate the debate, would (if 
wanting to) share their story and experience with those participating, with the aim to create a discussion heralding awareness and hope. I 
believe it is very important for making patients feel responsible and are protagonists of their own life, that are able to spread awareness about 
their conditions and that are not just spectators. Creating a connection with other patients and with society in its entirety, through everything 
and despite everything. 

In addition, Dr Behin from Paris, France, will also be participating in the symposium and will provide a clinical update on GNEM in Italian 
language!

For further information about this event please visit the organisation's website (www.gliequilibristi-hibm.org/)  

Parallel interactive sessions took place on day 2 of the symposium. Whilst patients and carers took part in workshops covering topics such as 
exercise, nutrition, meditation and healthcare utilisation tools - scientists, clinicians and NDF board members had a fruitful discussion on the 
future direction of therapeutic research, and how to achieve better data sharing between different GNE myopathy research groups. There 
was full agreement that different therapeutic avenues, basic and translational research need to be pursued through collaborative work of all 
stakeholders. This includes the continued efforts of the registry to support upcoming clinical trials for recruitment and other “trial readiness 
activities”.

•



In my early thirties the challenges I faced were very similar to others of a similar age trying to juggle 

life whilst raising my four little children. 

My husband and I work very hard. Shai is in the army and I work for the police. We love life very 
much. Then came the diagnosis—Shai has Muscular Dystrophy, GNE Myopathy. 

We initially suspected Huntington’s Disease as there is a history of it in Shai's family. Nonetheless, 
we were praying the pain Shai was experiencing was because of a back or knee injury.  The 
diagnosis does not make sense to us. Shai is some kind of superman; he is the first person people 
call for help, the first to offer help, a military man who has taken part in operations and wars. It does 
not make sense at all.  

When the bitter news was broken to us, the Doctor explained there was no treatment. The Doctor 
talked and we stopped listening. I allowed myself some time to cry and understand the reality. I 
have still not been able to accept the news. And Shai? He did not talk on the drive back home and I 
could not find the words to strengthen or aid my beloved husband. 

Suddenly, in the middle of life, when it just seemed like everything was going well, our world came 
tumbling down. I understood my future as I had once pictured it was going to change and I was 
filled with questions. How will I explain the situation to our children? Who is going to teach our two 
year old to swim? What is the right thing for us to do? Should we go for treatment? Is Shai going to 
change? Is our happiness going to disappear? 

For two years, this is how we have dealt with this ’monster’ (as Shai now refers to it). Deep inside I 
am broken and angry, screaming to God why him?  My soldier, my strong handsome man.  I am try-
ing my best to remain strong for Shai and my children after all it is not me who is sick and dealing 
with changes.   

I am angry but silent because I am not sick. Thanks for reading - Avishag.

A GNE Diagnosis - 
From the perspective
of a loved one 

Avishags partner Shai, was 
diagnosed with GNE myopathy 
two years ago. They live in 
Jerusalem, Isreal. This article 
follows Avishag's account of 
what it was like to hear her part-
ner has GNE myopathy. We 
wish Avishag and Shai all the 
best and hope for positive 
changes in the treatment 
for GNE myopathy. 

Photographs of Avishag Shai and their family.

Avishags experiences are her own and not  
representative of all people with GNE 
Myopathy. 



Patient story - Caregiver's perspective

When my friend Tara, asked me to write a short 
piece on my experience of being her caregiver, I 
questioned whether her daughter or husband may be 
better placed to do this given they are with her daily. 
However, I have known Tara since the disease first 
revealed itself 24 years ago, even before it had a name. I 
have spent long periods of time with Tara on what we 
call our “excellent road trip adventures” driving to 
Southern California for clinical drug trials and GNE 
Myopathy (GNEM)events.
My work schedule, as a home health physical therapist is 
flexible, so I’m blessed with the ability to drive and 
manage equipment, supplies, and logistics; this is the 
form that my caregiving has taken. I accompany Tara on 
these clinical appointments or events three to four 
times a year. When I cannot drive her, Tara makes the 
exhausting 11 hour journey by public transport. 

Participating in a clinical study requires a huge 
commitment of time, as well as physical, mental, and 
emotional energy, with no guarantee of a favorable 
outcome. However, this is the sacrifice Tara is willing to 
make in order to help doctors and scientists understand 
the disease and find a viable treatment so that future 
generations can be spared of the challenges. 

Realizations:

As Tara’s driver, friend, and caregiver on our road trips, I 
have come to some startling realizations:

First, I appreciate that in our relationship, and especially 
on these trips, Tara is also a caregiver to me. She is my 
emotional caregiver and morale booster. She is grateful 
and positive, which envelopes me. She always does as 
much for herself as she can in order to ease my job. She 
watches out for me and my wellbeing; making sure I 
drink enough water and eat properly. She helps me 
remember tasks and organize the unique logistics of 
traveling with a wheelchair-user. We joke that “I am the 
body and she is the brain, so between the two of us we 
make one whole person”. 

Another realization is the lack of American with 
Disabilities Act (ADA) compliance that we encounter. 
Even though technically a facility or building is in 
compliance, quite often functionally it is not. Doors can 
be so heavy and hard to push that even I struggle with 
them. A handicapped person traveling alone would have 
to sit and wait for help, which is demeaning, not to 
mention inconvenient. The corners of sidewalks may be 
ramped, but still have large bumpy edges that make it 
difficult or impossible to push a wheelchair over, even 
with the help of an able-bodied caregiver. We have seen 
unreachable paper towels and toilet paper in public 
“handicapped accessible” restrooms, faucets that require 
extra grip strength, beds in accessible hotel rooms that 
are too high, limited aisle way space in stores etc. Now, 
instead of getting defensive I have decided to take 
pictures of the inadequate conditions and contact the 
right people about them.

We’d like to thank the feedback we have received from patient organisation groups,
specifically Mona Patel and  Tara Voogel. Because of this feedback we’d like to share with 
you an article written by Lonni Trykowski. Lonni has been a caregiver to Tara Voogel for 
more than 20 years.  Below she writes about what this means to her in terms of not just 
the practicalities of being a carer but also the emotional journey it has taken them on.

Before every seven hour trip to Los Angeles, I experience 
a great deal of anxiety because I know that I am 
responsible for our safety. Many things are not in my 
control, such as traffic, weather, road hazards etc. 
Nevertheless, I know that I can depend on Tara’s mental 
agility and attention to help me remember procedural 
details. (Once I was in too much of a hurry and forgot to 
close the van’s sliding door before starting off. It was 
good to have a calm reminder!). She is another pair of 
eyes to watch for potential traffic hazards - She is also 
our navigator. Tara does all of this with good humor and 
patience. Of course, I enjoy her company and we have a 
lot to talk about on these escapades. We also have the 
van filled with all our favorite religious icons for 
protection and safety. We ask a blessing before every 
trip and we give thanks for every safe arrival back on our 
home turf.

In the course of traveling with Tara, I have met other 
patients of various ages, and in various stages of the 
disease. It's stunning to me how open and vulnerable 
they are in sharing their innermost fears and intimate 
struggles with each other and with me, an outsider. 



I am amazed by their courage and humor, and their 
quest to find ways to improve their function in spite 
of the disease. Sometimes I can give them 
suggestions based on my experience as a physical 
therapist. Sometimes what they need is something 
as simple as a door opened, a plate of food carried 
to the table, or hair pulled back into a ponytail and 
I'm happy to help out. 

Other times, I feel guilty for being too self-indulgent, 
like being too slow getting ready in the morning 
when I should be helping Tara get ready. I am not 
always as attentive as I should be and I think I could 
be in a state of gratitude more of the time. When I 
see the spouses who live with the GNEM patients, 
who are so devoted and attentive on a constant 
daily basis, I am humbled, and awed by their 
integrity and persistence in the face of great 
difficulty. I think of how different it is for me being 
only an intermittent caregiver. I don’t know if I could 
do this constantly, with a kind and patient, 
charitable attitude. 

What I have learned about myself:

I have learned a lot about myself - my strengths and 
my weaknesses, from traveling with Tara as her 
driver, helper and friend. One thing I have learned, 
and know for sure with Tara, caregiving is a two-way 
street.

A recent photograph of Loni (left) and Tara (right).

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

GNE Myopathy International 
www.gne-myopathy.org

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

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

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

Thank you for reading my story

Lonni Trykowski
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