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IPA’s Community Advisory Board (CAB) 
As you all know the IPA has established a Community Advisory Board (CAB) for Pompe disease. The IPA’s CAB consists of more 
than 20 individuals from the patient community. They include patients, family members of patients, and patient organization 
leaders, and they are from different countries and continents around the world, representing the range of varieties of Pompe 
disease, from infantile to late onset Pompe disease.  

The mission of the IPA’s CAB is to provide its experience and 
knowledge to accelerate access to effective treatments for        
Pompe Disease.  

The inaugural meeting of the IPA’s CAB was held in                
San Antonio, Texas, in October 2019, and included five           
companies actively involved in Pompe treatment                
development. A second CAB meeting was scheduled in April 
2020 in Amsterdam, but due to the current Covid            
emergency, in  order to protect the safety of CAB Members, 
all face-to-face meetings have been postponed for the     
foreseeable future. However, the idea of the CAB is that it is 
also available upon request by individual industry whenever 
they would like  specific feedback on their trial.  
Two companies have in the past months expressed their 
interest in meeting with our CAB, and to safeguard             
everyone’s safety in the midst of the pandemic, the best option was to hold both meetings as online webinar-type meetings. 
The two virtual meetings were held in the months of July and September 2020, and each member of the CAB that was present 
was able to offer their perspective on each topic. Both meetings were extremely productive and set a high standard for future 
online CAB meetings. 

If you no longer wish to receive this Update, please let us know by email to info@worldpompe.org 

Invitation to IPA’s Virtual/Online Annual General Meeting (AGM) - December 12th 2020 

 

First IPA Community Advisory Board (CAB) meeting in           
San Antonio (Texas) on October 28th, 2019. 

Midnight in Texas (USA), Mexico City (Mexico) 
1 AM in Canada (Toronto, Québec) 
6 AM in the UK 
7 AM in the Netherlands, Germany, Poland etc. 
8 AM in South Africa, Israel 
9 AM in Moscow (Russia) 
11.30 AM in India (New Delhi, Bangelore) 
2 PM in Taiwan (Taipei), P.R. of China (Beijing, Shanghai), Malaysia (Kuala Lumpur) 
3 PM in Japan (Tokyo) 
5 PM in Australia (Sydney, Melbourne) 
7 PM in New Zealand (Auckland) 
 
Via Doodle you can check what time the AGM is in your city or country.                                                   
This allows every Patient Group Leader and Representative to participate.  

TIMES of the Virtual/Online AGM at December 12th around the World 

Please register via Doodle to show your participation via this link: 

https://doodle.com/poll/u4rs94xkq6xhzgwr?utm_source=poll&utm_medium=link 

IPA AGM 2019 Minutes and IPA Annual Report 2020 

To provide clear insight on what kind of activities the IPA is involved in and what contacts the IPA has, we have attached the 
IPA AGM 2019 minutes and the IPA Annual Report 2020 to this IPA Update. We hope this invites you to become interested in 
our work and we hope you would like to become active for the IPA as well.  

Hereby the board of the International Pompe Association (IPA) would like to invite Patient Group Leaders and Representatives 
to the IPA’s Virtual/Online Annual General Meeting (AGM) at December 12th 2020. 
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IPA AGM October 25th 2019 in San Antonio   
 
Present:  
 
Executive Board: 
Tiffany House  chair 
Allan Muir  vice chair 
Wilma Treur  secretary 
Helmut Erny  treasurer 
Thomas Schaller          member   
Paula Waddell member 
Fabio DiPietro member  
  
Advisor to the board:  
Ria Broekgaarden 
 
Others present 
Canada: Brad Crittenden 
Italy: Elisabetta Conti,    
Australia: Madeline Callicoat 
Australia: Raymond Saich via Zoom 
Switzerland; Casper Kemp 
 
 
 
1. Welcome Statement and Introductions (Chair) 
Tiffany House opens the meeting and those present introduce themselves and their country.  
 
2. Minutes of the AGM Webinar December 1st 2018 
There are no comments and the minutes are approved.  
 
3. Chair’s report  
 
IPA Chair Report by Tiffany House 2018/2019 The full report is available at the meeting and can be 
forwarded to members upon request. 

 
- The International Pompe community has enjoyed another year of interesting developments and 

the excitement grows as the next generation of biological medicines enter the pivotal phase of 
their development. At the same time, gene and stem-cell therapies are entering the clinic and the 
workload of the IPA to monitor, liaise and develop relationships with all the players is becoming 
considerable; but also, highly fascinating. 

- 2019 marks the Twentieth Anniversary of the Founding of the IPA. In 1999, when representatives 
from several countries met with the shared goal of working together, on an international level, it 
was a novel idea. We had the support of the medical and scientific community, and the common 
goal of advocating for all Pompe patients. And we had a shared believe that we would be more 
effective advocates by speaking with united voice. 

- Twenty years later, those initial beliefs and common goals have brought us to where we are today. 
Not only is the Pompe Community stronger than ever, but other disease groups have taken the 
lessons learned by the IPA and formed their own international umbrella organizations.  Over the 
last twenty years, the patient has always been at the forefront of IPA initiatives, and at the core of 
our interactions with all other stakeholders. We have seen great things transpire, and are very 
eager to continue working for all Pompe patients for another twenty years!  

- Next Generation Enzyme Replacement Therapies 
There are currently three next-generation ERTs in clinical studies, but several more are being 
proposed using lower cost platforms. 
. 

 
- Other campaigns include newborn screening.  



 
International Pompe Association 

 

 2

 
4. Election of board members  

 
- Mr. Erny, board member and treasurer steps down as board member and treasurer. The board 

has elected from their midst (according to the Statutes) Wilma Treur as treasurer and Paula 
Waddell as secretary 
After leaving his board position Helmut Erny will become advisor to the board.  

- Raymond Saich, from the Australian patient organization (APA) has made himself available as 
board member. He has functioned as an advisory board member for the past year. The board now 
proposes him to become an official board members. 
The AGM agrees by a show of hands with this nomination.  
 

There is a show of appreciation for all Helmut has done as board member. He has been involved with 
the IPA from its start.  

 
5. By Laws/membership rules 
The Statutes ad by laws need an update to clarify more independence from Industry and about 
membership. A proposal has been send and the Chair asks if there are any comments. 
There are no comments and with a show of hands the proposal is accepted.  
 
There can now be more than one full member in a country they have to agree on a vote otherwise 
their vote cancels out.   
As far as independence from industry. The example is given by Australia about lectures given in other 
countries: The money for tickets is transferred to the APA and then to the person presenting. This 
gives a clear view of impartiality. Especially as IPA is getting an unrestricted grant. EMA looks at 
individual patients specifically when getting patients input, we need to be careful moving forward.  
 

 
 

6. Finances (Helmut Erny) 
6.1. Presentation of accounts 2018/19 (Helmut Erny) 
6.2. Budget outline 2019/2020 (Helmut Erny and Wilma Treur) 

 
Approval of accounts and budget (discharge of the board by the AGM) 
 
Presentation of accounts   
The Financial Status 2016/2017 and the Result for the Financial Year 2016 were provided as 
handouts before the meeting. 
 
The financial overviews are being presented on slides, for all members present to see. The financial 
overview is available at the meeting and can be send upon request. Requests can be send to the new 
Treasurer Wilma Treur.    
 
IPA´s financial situation is actually stable at the moment but IPA we do depend on grants but the 
accountant now adds the volunteer contributions from the board as an income.  
 
Approval accountants and budget. 
Earnings left from to 2018/2019 will be carried forward to 2019/2020. The AGM are in agreement with 
a show of hands 
In accordance with the auditor’s report, the AGM discharges the treasurer and the Executive board for 
the financial management in the financial year 2018/19.  
 
The AGM agrees with the proposed budget 2019/2020 
 
 
7.  Research and development monitoring: Amicus, Genzyme, Biomarin. 
 
Amicus Therapeutics is now well underway with their Propel study of AT-GAA (Enzyme plus 
chaperone); subjects must be 18+ and they expect to recruit 100 patients across 58 international study 
locations. The U.S. FDA designed AT-GAA as a “breakthrough therapy” in February, a recognition that 
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should help to speed its development. An open-label paediatric study is also recruiting at three US 
centres; 14 children between the ages of 12 and 17 are currently being enrolled. 
 
Greenovation is developing a Moss-based platform that should be highly scalable and could produce 
recombinant enzyme very cheaply. They have not released information about their progress for some 
time and are still at the pre-clinical stage of research. 
 
Pharming Group NV continues to develop a transgenic ERT for Pompe, although their latest investor 
presentation shows it still to be in the pre-clinical phase.  
 
Sanofi-Genzyme 
Sanofi-Genzyme are recruiting 102 subjects into their pivotal study of NeoGAA across 71 study 
locations. COMET is the study for late onset Pompe disease and mini-COMET is the paediatric study. 
Preliminary results from COMET are expected in the first half of 2020. 
 
Valerion Therapeutics.VAL-1221 is a Novel ERT that targets the Cytoplasm to clear glycogen there 
and in the lysosome. Their phase 2 study completed successfully, and we are awaiting news of their 
pivotal study. 
 
Cell and Gene Therapies (Regenerative medicine) 
Regenerative medicine across rare disease has continued to gather pace. Below we have listed a 
number of different approaches that may each provide a solution for Pompe. 
 
Abeona Therapeutics 
Abeona presented a Poster at WORLD2019 entitled:“A Novel AAV Capsid with Improved CNS 
Tropism for Treating Pompe Disease by Intravenous Administration.” It briefly discusses their AAV 
Capsid ABO-102 that may treat certain mutations in Pompe and Fabry.  
 
AskBio/Actus Therapeutics are sponsoring a study with Duke University, the first patient was dosed 
with ACTUS-101 in January 2019 with an AAV2/8 gene therapy. 
 
Amicus Therapeutics. In July 2019, Amicus Therapeutics announced that it has entered into a 
manufacturing agreement with Paragon Bioservices to drive the development of technologies, 
including gene therapy, now in preclinical testing for the treatment of Pompe disease. 
 
Audentes Therapeutics recently redeveloped their Gene Therapy AAV-8 vector after a safety issue 
with the previous choice to target the liver, muscle and nervous system. The company is on track to 
submit their IND (Investigational New Drug) application, after which they will be able to commence 
clinical studies. 
 
AvroBio AVR-RD-03, the Lentiviral gene therapy platform used by AvroBio modifies the patient’s own 
stem cells taken from the bone marrow.  
 
Erasmus MC – Pim Pijnappel, Associate Professor Molecular Stem Cell Biology Research continues 
at the Erasmus MC to study several regenerative therapies for Pompe, including lentiviral stem cell 
therapies and RNA Oligonucleotides as well as lentiviral gene therapy. 
 
LogicBio Therapeutics LogicBio’s GeneRide technology is a program to watch as a second-
generation gene therapy. They claim that their technology will be suitable for infants and will not 
require re-dosing. They are looking across the range of LSDs and GSDs, but say that applying their 
technology to Pompe disease is more challenging. 
 
Regeneron Allan Muir met with a Regeneron scientist at WORLD 2019 where it was clear that their 
platform is more likely to provide a second-generation gene therapy for Pompe. So, there is very little 
to report at this time. 
 
Sarepta Therapeutics / Lacerta Therapeutics 
Sarepta has an agreement with Lacerta Therapeutics to develop AAV-9 gene therapy for Pompe 
disease. Whilst Pompe is at the top of Lacerta’s list of candidates on their website, it is still indicated 
as being at the “discovery” stage of development. 
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Spark Therapeutics is developing SPK-3006, an investigational gene therapy for treatment of Pompe 
disease. Their phase I/II clinical study is expected to open in December 2019 and it has now appeared 
on ClinicalTrials.gov. The study will invite 20 participants over the age of 18 who have been receiving 
ERT for at least 2 years. 
 
IPA talks with all industries and presents a patients perspective.  
EPOC (European Pompe Consortium) 
EPOC is a consortium of European physicians and researchers who work to share information and 
produce guidelines and consensus papers for the diagnosis, management and treatment of people 
living with Pompe disease. 
 
The group met in Munich, Germany on 15-16 March where Allan Muir and Thomas Schaller were 
invited to represent the IPA. They gave a presentation of the history, work and concerns of the 
international Pompe Community covering: 
 

 Flexible dosing 
 Pompe Registry 
 Newborn screening 
 Home Therapy  

 
 

8.   Community Advisory Board (CAB) 
The IPA has established its own Community Advisory Board (CAB) for Pompe disease. The 
substantial difference with the patient advisory boards that have been seen so far, is that this will be a 
patient-driven endeavour, rather than company-driven, and it will be organized and owned by the 
Pompe patient community. A CAB is a group established and operated by patient advocates to 
facilitate discussions, in a neutral setting, on the latest developments and challenges related to 
medical research and procedures with the company or body conducting the research. A CAB is a 
group of patients or advocates who offer their expertise to sponsors of clinical research, on overall 
program development, single clinical trials, and other aspects beyond the research program. A CAB 
helps also ensure that clinical studies are designed to consider the real needs of patients, resulting in 
higher quality research.  
 
The first IPA CAB meeting is to be held on October 28, 2019 in San Antonio, Texas, and will be in the 
form of a multi-company round-table. The IPA CAB is composed of 19 members, and 15 of them will 
participate in the first meeting. The meeting will be moderated by a neutral and qualified third-party 
moderator.  Invitation letters were sent by the IPA to sponsors, and 5 sponsors accepted the invitation. 
The 5 sponsors of the first IPA CAB are: Amicus Therapeutics, AskBio, Audentes Therapeutics, Sanofi 
Genzyme, and Spark Therapeutics. Each sponsor will send up to two representatives to the meeting 
to participate as observers. A professional note-taker will also be present, in order to provide sponsors 
with an Executive Summary of the meeting with the key take-aways. The IPA CAB meeting will be 
divided in four sessions with focus on: the diagnostic journey, daily living with Pompe, unmet needs 
within the Pompe community, and desires for future therapies. 
 
Over the past year, the IPA Board has been organizing all logistics related to the meeting, including, 
but not limited to, all travel for the CAB members and moderator; all meeting room requirements; 
contracting with independent third parties to provide moderating and note-taking services; training of, 
and communicating with, CAB members; working with all sponsors to answer their questions and 
prepare the meeting agenda. 
 
The CAB is an important step forward and important for our position in the future development of 
drugs.  
 
9. Community outreach 

a. Website/Facebook page 
b. Pompe Connections: the IPA board’s goal is to develop a new connection on Gene 

therapy.  
c. Communication with members 
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Pompe Connections 
It is the intention of IPA to develop more Pompe Connections to cover Common Health Concerns; 
for these, we will be engaging with medical writers and healthcare professionals. 

 
IPA are looking at ways to provide clear information about the different gene and stem cell 
therapies that are emerging, their benefits and risks to patients. In 2020 we hope to create a new 
brochure, based on available information and working with our scientific advisors. Suggestions for 
specific topics are welcome. 
 

Website/facebook www.facebook.com/International-Pompe-Association-IPA-119237914814204/) and 
International Pompe Day: www.facebook.com/InternationalPompeDay 
 

For IPA Members only, a secret (closed and publicly not visible) Facebook group is used for 
communication between the member organisations 
(https://www.facebook.com/groups/850602065054870/). If you want to join as a representative of your 
national patient organisation please contact the IPA Board. 

Community newsletter/ input from members: is send out quarterly by Maryze Schoneveld van der 
Linde. 
IPA has tried to incorporate the comments of last years AGM and the chair asks if it works better. 
- We need more information about IPA’s work. The chairs report show a lot of work this should be 

communicated more and put on the website 
- The website could be updated and be more current with the information as put in the chairs report.  
- Information can also be put on the blog. 
- A yearly activity calendar of what is happening in the world on the website  

 
IPA will take this on board please share your events so we can share it in our social media.   

. 
10. International Pompe Day:  

a. Overview of 2019 activities  
b. Evaluation and suggestions for 2020 

April15 2019 was our 6th Annual International Pompe Day. The IPA believes that raising awareness 
about Pompe Disease is key, and for 2019 the theme that was selected was “Moving on with Pompe.” 
This was meant to be an encouraging and positive theme to show how it is possible to continue living 
a fulfilling life after diagnosis and despite the challenges of living with Pompe disease. The IPA asked 
our global Pompe community to share their own stories on how everyone was Moving on with Pompe 
in the hope of inspiring others. In order to collect these stories, the IPA created a dedicated blog that 
individuals could post to. All stories from our international community have been collected and are 
available in a dedicated blog that the IPA specifically created: https://ipd2019.blogspot.com. 

 
The blog features 37 inspiring and amazing stories from: USA, Germany, Netherlands, Singapore, 
Australia, Japan, Italy, France, United Kingdom, New Zealand, Norway, and China.  The stories have 
been, and will continue to be, shared on the IPA Facebook pages with the hashtag 
#MovingOnWithPompe. 

 
The IPA Board expresses its gratitude to the international Pompe community that contributed by 
submitting their personal stories and encourages everyone to read and share them in order to inspire 
others. 
In 2019 we collected stories and incorporated them in a blog. This was a great success. Patients all 
over really enjoyed it in Australia it was specially mentioned. There is life after Wheelchair 
 
Suggestions for 2020:  

 Spend a day in wheelchair borrow a wheelchair.  
 Breathing problems 
 Blog to look at the future for people. What is your hope for the future? 

 
 Think bigger perhaps hire someone with a communication background to develop information 

that will reach outside the patient community.  
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We need to define our goal. Do we want a theme for inside the community or do we also want to reach 
outside the community to create awareness. Put it out on social media/Facebook 
 

 We need to open doors outside the Pompe Community: A Video/cartoon/Song and share on 
Facebook. Then hopefully a video can go viral! 

 
These are great suggestions that the board will take on board. Please encourage patients and 
organizations to contact us. 
Any input for the 2020 International Pompe day is welcome.  
 
 
8. Date and place of the next AGM. 
The AGM 2020 will be held as a separate conference place to be determined.  The IPA members 
agree with postponing the 2020 annual meeting until the fall. 

 
 
The meeting is closed 
 
 
 
 
Signed:  
 
Tiffany House      Wilma Treur 
Chair       Secretary  



 
 

International Pompe Association 
IPA secretariat 
c/o VSN, Luitenant Generaal van Heutszlaan 6 
3743 JN Baarn 
The Netherlands 
 
+31 (35) 6029612 
www.WorldPompe.org 

 
 

 
Annual Report 2020 

Introduction 
The International Pompe community has experienced an unexpected year. 2020 started with the highs of several 
companies gearing up to initiate Phase 1/2 trials, as well as other companies close to completing their pivotal trials. 
However, things hit a major road block in March 2020 due to the world-wide Covid-19 pandemic. As we are nearing the 
end of 2020 things are beginning to normalize and companies are continuing their work. It is not a year any of us 
expected, but the Pompe Community rallied together and we saw several important developments. The IPA continues to 
monitor, liaise and develop relationships with all the players. It is an inspiring time to be a part of the Pompe Community.  

Chairman’s statement 2020  
2020 has been an interesting and complicated year for the entire world. For the Pompe Community, 2020 started with the 
highs that followed the AMDA/IPA International Pompe Patient and Scientific Conference in October 2019. At that 
Conference over 200 members of the Pompe Community came together in San Antonio, Texas, USA to discuss the latest 
in Pompe treatment and disease management. There was an intense focus on future therapeutic options, and all left with a 
sense of hope and enthusiasm.  
 
The beginning of 2020 continued that feeling with a strong presence at the WORLD Symposium by several IPA members 
in February 2020. IPA Vice-Chair Allan Muir attended this Conference and prepared a thoughtful report for the Pompe 
Community. This report can be found on the IPA website. 
 
Unfortunately, it was just a few short weeks later that Covid-19 was declared a pandemic and the world shifted focus to 
the current situation. During that time, the IPA Board had numerous conversations with companies involved in clinical 
trials for Pompe to work on best practices and options to protect the patient population as many in the Pompe community 
are considered high-risk due to reduced pulmonary function (amongst other reasons). We also worked to support our 
contacts in several countries to ensure there was no interruption in treatment for those on commercial therapy. In addition, 
with the co-operation of industry, we supported our contacts in countries such as Australia and Italy to find avenues to 
access home infusions to avoid unnecessary exposure to the virus in a hospital setting. This was particularly urgent at the 
peak of the virus swing in March-May, and now again as some countries are seeing a resurgence. 
 
Now that we are towards the end of 2020, it is time to shift our focus once again to the future. While there are concerns 
about new spikes in the virus in several countries, there is also an increased understanding of how to treat it and also 
constant recommendations from organizations such as the World Health Organization (WHO) on precautions to take.  
 
For the Pompe Community, trials have resumed where they had previously been paused, and other trials have concluded. 
In fact, Sanofi submitted its Marketing Authorization Application to the European Medical Authority (EMA) in early 
October 2020. The EMA subsequently accepted this application. This is the first step towards a potential second-
generation therapy becoming commercially available. 
 
2019 was the 20th Anniversary of the founding of the IPA. It was a good year. Unfortunately, 2020 saw the world facing 
unexpected health challenges, that had an even more profound effect on rare disease communities like ours. However, we 
believe that we are coming through this challenge stronger than ever because we continue to work together, and to support 
each other whenever we have new obstacles to overcome. Together We Are Strong! 
 
In the rest of this report you will read about the activities that have occurred over the last year.  



 
 

2020 International Pompe Day  
April 15, 2020 was our 7th Annual International Pompe Day. Despite the challenges we have faced, it is an exciting time 
for the Pompe Community worldwide with new studies and treatments on the horizon, and Hope is what drives the patient 
community, and what inspires the medical/scientific community, and industry to keep working. 
 
Therefore, the theme for this year’s International Pompe Day was “Hope for the Future.” We encouraged our members 
and the global Pompe Community to submit posts to our blog to share their personal Hopes. What do we, as patients hope 
for? What do our families hope for? What do our doctors hope for? What do the scientists working on Pompe hope for? 
What does industry hope for? The blog features 21 inspiring and amazing stories from: USA, Malaysia, Australia, Japan, 
Italy, France, United Kingdom, and New Zealand.  The stories have been, and will continue to be, shared at: 
https://ipompeday.blogspot.com/2020/  
 
The IPA Board expresses its gratitude to the international Pompe community that contributed by submitting their personal 
stories and encourages everyone to read and share them in order to inspire others. 

Patient Affiliates 
We currently have 59 contacts with patient organisations and individuals, representing almost 57 countries around the 
World.  

Community Advisory Board 
The IPA has established its own Community Advisory Board (CAB) for Pompe disease. The substantial difference with 
the patient advisory boards that have been seen so far, is that this will be a patient-driven endeavour, rather than company-
driven, and it will be organised and owned by the Pompe patient community. A CAB is a group established and operated 
by patient advocates to facilitate discussions, in a neutral setting, on the latest developments and challenges related to 
medical research and procedures with the company or body conducting the research. A CAB is a group of patients or 
advocates who offer their expertise to sponsors of clinical research, on overall program development, single clinical trials, 
and other aspects beyond the research program. A CAB helps also ensure that clinical studies are designed to consider the 
real needs of patients, resulting in higher quality research.  
 
The first IPA CAB meeting was held on October 28, 2019 in San Antonio, Texas, and was in the form of a multi-company 
round-table. The IPA CAB is composed of 19 members, and 15 of them will participate in the first meeting. The meeting 
was moderated by a neutral and qualified third-party moderator.  Invitation letters were sent by the IPA to sponsors, and 5 
sponsors accepted the invitation. The 5 sponsors of the first IPA CAB are: Amicus Therapeutics, AskBio, Audentes 
Therapeutics, Sanofi Genzyme, and Spark Therapeutics. Each sponsor had the opportunity to send up to two 
representatives to the meeting to participate as observers. A professional note-taker was also be present, in order to 
provide sponsors with an Executive Summary of the meeting with the key take-aways. The IPA CAB meeting divided in 
four sessions with focus on: the diagnostic journey, daily living with Pompe, unmet needs within the Pompe community, 
and desires for future therapies. A report on this first meeting can be found on the IPA website (www.worldpompe.org). 
 
The intent of the IPA Board was to follow this initial CAB meeting with a face-to-face meeting Amsterdam in third 
quarter 2020, with ½ day sessions for companies or other parties interested in participating as a Sponsor. Planning began 
in 2019, but by April 2020 it was clear that for the safety of the CAB Members it would be best to postpone the next face-
to-face meeting for the foreseeable future. Instead, the IPA Board reached out to our contacts to inform them of this 
change and to offer an alternative—the opportunity to have a virtual one-on-one CAB meeting. We have already hosted 
several of these virtual meetings, and look forward to working with all parties in the future to continue this valuable 
program. 

Research and Drug Development 
The Pompe CAB will certainly have its work cut out for it if all of the proposed therapies under development engage with 
it. At the last estimate there are at least 10 new therapies under development for Pompe disease, with rumours of several 
more to come.  
 



 
 
The IPA always approaches all companies or investigators active in the Pompe field to discuss their drug development 
programme; many are very willing to meet with us, either by teleconference, or face-to-face when we come together for 
an international meeting. 
 
Below is a list of Pompe programmes we are currently aware of; visit www.clinicaltrials.gov for further details of clinical 
studies currently underway. 

 
Next Generation Enzyme Replacement Therapies 
There are currently two next-generation ERTs in clinical studies, and two more are being proposed using lower 
cost platforms. 
 
Amicus Therapeutics 
During the fourth quarter of 2019, Amicus completed and exceeded patient enrolment in the global Phase 3 PROPEL 
clinical study for Pompe disease. A total of 59 clinical sites have enrolled 123 patients globally. Amicus plans to apply for 
and initiate a rolling submission of the BLA for AT-GAA in late-onset Pompe disease and to complete final submission in 
the first half of 2021. A rolling submission allows the Company to submit portions of the regulatory application to the 
U.S. Food and Drug Administration (FDA) as they are completed, rather than waiting until every section of the BLA is 
complete to submit the entire application for review.  
 
Greenovation/Eleva  
Greenovation is developing a Moss-based platform that should be highly scalable and could potentially produce 
recombinant enzyme very cheaply. In May 2020 Greenovation became Eleva. The latest information available shows that 
they are still at the pre-clinical stage of research. 
 
Pharming Group NV 
Pharming continues to develop a transgenic ERT for Pompe. As of October 2020,  it is still in the pre-clinical stage of 
research.  
 
Sanofi-Genzyme 
Results from the COMET trial were released in June 2020 and showed non-inferiority to Myozyme/Lumizyme. The U.S. 
Food and Drug Administration (FDA) has granted Breakthrough Therapy and Fast Track designations to avalglucosidase 
alfa for the treatment of patients with Pompe disease. In addition, the European Medical Authority accepted Sanofi’s 
Marketing Authorization Application in early October 2020. In addition to the COMET trial, the avalglucosidase alfa 
clinical development program includes the ongoing Phase 2 NEO-EXT trial investigating the long-term safety, 
tolerability, pharmacokinetics, pharmacodynamics, and exploratory efficacy of avalglucosidase alfa in patients with 
LOPD for a duration of up to approximately 8 years in participants from the Phase 1 / 2 NEO1 trial. Also, the ongoing 
Phase 2 mini-COMET trial is investigating the safety and efficacy of treatment with avalglucosidase alfa in patients who 
have infantile-onset Pompe disease (IOPD) and were previously treated with alglucosidase alfa. 
 
Valerion Therapuetics 
VAL-1221 is a Novel ERT that targets the Cytoplasm to clear glycogen there and in the lysosome. Unfortunately, the 
program was halted in early 2020. 
 

Cell and Gene Therapies (Regenerative medicine) 
Regenerative medicine across rare disease has continued to gain interest. Below we have listed a number of different 
approaches that may each provide a solution for Pompe. 
 
AskBio/Actus Therapeutics  
AskBio is currently enrolling patients with Late-Onset Pompe Disease (LOPD) to assess multiple doses of its gene therapy 
ACT-101. 
 
Amicus Therapeutics.  



 
 
Amicus is working with the Gene Therapy Program in the Perelman School of Medicine at the University of Pennsylvania 
(Penn) to pursue research and development of novel gene therapies for Pompe disease. 
 
Audentes Therapeutics 
As of July 2020, Audentes is now enrolling patients in FORTIS, an open-label, ascending dose, multi-centre Phase 1/2 
clinical trial to evaluate its investigational gene therapy product candidate in participants who are 18 years of age or older, 
ambulatory or non-ambulatory, with late-onset Pompe disease (LOPD). 
 
AvroBio 
AVR-RD-03, the Lentiviral gene therapy platform used by AvroBio modifies the patient’s own stem cells taken from the 
bone marrow. This program is still in pre-clinical research. 
 
Erasmus MC – Pim Pijnappel, Associate Professor Molecular Stem Cell Biology 
Research continues at the Erasmus MC to study several regenerative therapies for Pompe, including lentiviral stem cell 
therapies and RNA Oligonucleotides as well as lentiviral gene therapy. 
 
LogicBio Therapeutics 
LogicBio’s GeneRide technology is a program to watch as a second-generation gene therapy. They claim that their 
technology will be suitable for infants and will not require re-dosing. They are looking across the range of LSDs and 
GSDs, but say that applying their technology to Pompe disease is more challenging. 
 
Sarepta Therapeutics / Lacerta Therapeutics 
Sarepta has an agreement with Lacerta Therapeutics to develop AAV-9 gene therapy for Pompe disease. Whilst Pompe is 
at the top of Lacerta’s list of candidates on their website, it is still indicated as being at the “discovery” stage of 
development. 
 
Spark Therapeutics 
Spark Therapeutics is developing SPK-3006, an investigational gene therapy for treatment of Pompe disease, and has 
begun recruiting Late-onset Pompe patient (after an initial pause due to the Covid-19 pandemic) for their RESOLUTE 
clinical trial.  The purpose of the RESOLUTE clinical trial is to study the effects of gene therapy SPK-3006 
(investigational study drug). 

Campaigns  
The IPA board continues to have concerns over the inflexibility of ERT dosing for Pompe Disease. This extends beyond 
the current commercially-available treatment to future treatment options as well. Several treating physicians are interested 
in exploring higher doses but cannot because of the prohibitive cost of additional drug. The IPA continues to raise this 
topic with clinicians and drug companies to explore ways forward.  
 
The large number of potential future therapies raises additional concerns because each new drug that is approved will 
likely come with a commitment to track its clinical and patient-reported outcomes. That could mean a separate registry for 
each drug unless an independent registry can be developed to hold all the data. IPA are in discussion about the potential to 
develop a patient-owned registry of medical data, potentially to be connected with the Erasmus/IPA patient-reported 
questionnaire. This will continue to be an on-going exploration over the next year. 

EPOC (European Pompe Consortium) 
EPOC is a consortium of European physicians and researchers who work to share information and produce guidelines and 
consensus papers for the diagnosis, management and treatment of people living with Pompe disease. 
 
The group met in Hamburg, Germany on February 28-29 where Allan Muir and Thomas Schaller were invited to 
represent the IPA. Thomas Schaller gave a presentation of the history, work and concerns of the international Pompe 
Community covering: 
 

 Flexible dosing 
 International Pompe Registry 



 
 

 Newborn screening 
 IPA’s CAB Program 
 Mental Health of Patients and Caregivers 

 
Unfortunately, due to an outbreak on the campus where the meeting was, the meeting was abbreviated and had fewer 
participants than planned. Despite this, the reports were clear that it was a good meeting with a consensus that the IPA and 
the patient community must be included in future plans. 

Communications 
Maryze Schoneveld van der Linde prepares the IPA newsletters and also acts as a point of contact for international 
inquiries. Maryze is a great source of comfort to people who don’t have the support they need in their own countries. In 
the past year she has helped Pompe families in 7 countries: Kenya, Tunisia, Morocco, Egypt, India, Ukraine and the 
Netherlands. 
 
All relevant news and announcements (e. g. International Pompe Day talent contest) are published on IPA’s website 
www.worldpompe.org. Suggestions for articles are welcome and will be published if they are relevant to the global Pompe 
community (not of national relevance only). Please send your contribution to the Webmaster: 
webmaster@worldpompe.org 

On Facebook, there are two IPA pages:  

IPA: www.facebook.com/International-Pompe-Association-IPA-119237914814204/) and International Pompe Day: 
www.facebook.com/InternationalPompeDay 
 

For IPA Members only, a confidential (closed and publicly not visible) Facebook group is used for communication 
between the member organisations (https://www.facebook.com/groups/850602065054870/). If you want to join as a 
representative of your national patient organisation please contact the IPA Board. 

 
Newsletters and updates are sent out approximately every three months, and on an as-needed basis. Suggestions for new 
topics to be covered are always welcome.  

Pompe Connections 
The IPA, with the help of its Board and Advisors, has been working on developing a Pompe Connections devoted to Gene 
Therapy. With multiple companies currently pursuing gene therapy treatments for Pompe, and based on feedback from the 
community, we felt this should be our next project. We anticipate finalizing this draft in 2020, and hope to translate it into 
multiple languages. 
 
We would ask our Members, and the broader Pompe Community of patients, family members, and the medical 
community, to contact us at info@worldpompe.org if there are additional topics that you would like to see covered. In 
addition, please contact us if you would be willing to help with translations of current and future Brochures. 

Meetings 
Due to the COVID-19 pandemic, many Conferences were cancelled, postponed, or moved to a virtual setting. Below 
please find short summaries of some of the Conferences that took place during 2020. 
 
WORLD Symposium  
Allan Muir attended the WORLD Symposium in February 2020. Many presentations and posters highlight the current 
level of research activity for Pompe disease. The event is a great opportunity to meet researchers and industry 
representatives and to network with other global and national patient organisations in the LSD world. 
 
MDA’s Patient Focused Drug Development Meeting (PFDD) 
Tiffany House, IPA Chair, participated in the MDA’s Patient Focused Drug Development Meeting as a panel member. 
This meeting, which was originally scheduled to be in-person in March 2020, was held as a virtual meeting on July 13, 
2020. It was a full day meeting where patients and their family members had the opportunity to share with the US Food 



 
 
and Drug Administration, Industry, and the medical/scientific community their experiences with living with Pompe, as 
well as their thoughts on current and future treatments. For more information on the meeting please visit: 
https://cqrcengage.com/mda/pfddmeeting2020?0 
 
IPA AGM 2020 
The IPA’s Annual General Meeting in 2020 will take place virtually in late November, early December 2020.  

Looking ahead 
For 2020 IPA welcomes ideas from the Pompe community for projects to raise global awareness (particularly 
International Pompe Day), improve our support and engagement with national groups, and develop our relationships with 
the growing number of research and industry networks. We are a very close community and there is little doubt that 
Together we are Strong! 
 
Thank you, 
 

IPA Board  
October 20 
  
 
 


