
 

Briefing for the Public Petitions Committee 

Petition Number: PE1399 

Main Petitioner: Allan Muir, on behalf of the Association for Glycogen 

Storage Diseases (UK) Ltd. 

Subject: Equitable access to therapy for Pompe disease. 

Calls on the Parliament to urge the Scottish Government to instruct the Chief 
Medical Officer (CMO) to revise the criteria to access IPTRs for Orphan 
diseases as these criteria are detrimental to patients suffering from Pompe 
disease. 

Introduction: Pompe disease 

Pompe disease (also known as glycogen storage disease type II or acid 
maltase deficiency disease) is an inherited neuromuscular disease caused by 
a genetic mutation which results in patients being deficient in an enzyme ( 
acid α-glucosidase) needed to metabolise glycogen. This leads to a build up 
of glycogen in muscle cells causing progressive muscle weakness. It affects 
approximately 1 in 146,000 people. Pompe disease may manifest at any 
stage of life. In young infants, where symptoms appear within the first few 
months of life, the heart and liver are particularly affected and, if it remains 
untreated, death usually occurs due to heart failure at an early age. For later 
onset Pompe disease in children the skeletal muscles are often affected, 
impairing mobility, and in adults it is the respiratory muscles which are most 
affected, leading to respiratory failure if untreated. 
 

Treatments for Pompe disease 

Treatment of Pompe disease is by enzyme replacement therapy (ERT) using 
a drug called alglucosidase alfa, or Myozyme®. This alleviates symptoms but 
does not cure the disease. In patients with infantile-onset Pompe disease 
Myozyme® has been seen to significantly improve life expectancy but its 
effects have not yet been proven for those with late-onset Pompe disease. 
Prior to the availability of Myozyme® treatment consisted of palliative care 
and support. The Scottish Medicines Consortium (SMC) assessed Myozyme® 
and its outcome was that it “is not recommended for use within NHS Scotland 

for the treatment of Pompe disease (acid -glucosidase deficiency)”. 

http://www.scottish.parliament.uk/business/petitions/docs/PE1399.htm
http://www.scottishmedicines.org.uk/files/alglucosidase_alfa_50mg_powder_Myozyme__352-07_.pdf
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Access to treatments on the NHS 

This petition, PE1399, is particularly concerned with process of submitting and 
assessing individual patient treatment requests. This process is discussed in 
the petition briefing for petition PE1398.  

 
 

Vinca Russell 
Senior Research Specialist – Health and Community Care 
15 September 2011 

SPICe research specialists are not able to discuss the content of petition briefings 
with petitioners or other members of the public. However if you have any comments 
on any petition briefing you can email us at spice@scottish.parliament.uk 

Every effort is made to ensure that the information contained in petition briefings is 
correct at the time of publication. Readers should be aware however that these 
briefings are not necessarily updated or otherwise amended to reflect subsequent 
changes. 

 

http://www.scottish.parliament.uk/business/research/petitionBriefings/pb-11/PB11-1398.pdf
mailto:spice@scottish.parliament.uk

