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Â  Patient Meeting and AGM Oct ober  2009 
 
Thank you to all who attended the National Fabry Patient Meeting in October which was held at the Amora Hotel in 
Richmond Melbourne.  What a wonderful opportunity for everyone to come together! 

We were very fortunate to enjoy presentations from  Professor Jack Goldblatt of WA, Director of the Genetic Services 
& Cancer Program of WA and member of the Fabry Disease Advisory Group of LSDP (pictured top right); Andrew 
Komjathy, Vice President and General Manager of North American and Asia Pacific Regions for Shire Human Genetic 
Therapies (picture centre right); and Michelle Barrington, HGT Manager Australia & New Zealand (pictured bottom 
right).Thank you to each of you for sharing a wealth of information with our group. 

To cover all the details of each presentation is beyond the scope of this newsletter so we have chosen to include some 
highlights of Jackôs presentation.  If members wish to obtain a full copy of any of the slide presentations please email 
Megan Fookes and we can email you a copy. 

This first slide (below) shows a model of Fabry Disease progression. 
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Slide 2 (right) looks at Fabry in 
females and males there are 
differences in age of onset of 
symptoms (4 years) and 
differences in age at diagnosis (11 
years). 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

 
Jack outlined the range of issues 
and problems with rare disease 
clinical trials:   
 

¶ Difficulty in finding 

patients 

¶ Travel for patients ï some 

are too sick to travel and 

be on a trial. 

¶ Variability in severity / 

progression 

¶ Late diagnosis 

¶ Surrogate markers 

¶ Response to treatment ï 

permanent damage such 

as renal scarring cannot 

be reversed. 

 
 
 
 
 
 
 

 
Jack also explained Clinical Trials and the steps involved in 
taking a drug to Clinical Use.  In Australia ERT goes through 
various channels before it is finally given approval for funding 
via the Life Saving Drugs Program (LSDP). 
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There is a National Fabry Advisory Committee that assess and 
co-ordinate in each state ERT program for Fabry patients in 
Australia. 
 
The Australian Fabry ERT Guidelines are based on: 

¶ Severity of symptoms 

¶ Organ involvement 

¶ Reversibility 

¶ Age 

¶ Special investigations 

The Therapeutic Goals include: 

¶ Stabilise / reverse storage 

¶ Normalise quality of life 

¶ Prevent irreversibility 

 
 
Therapeutic Dilemmas include: 

¶ Dosage regimen 

¶ Optimal age to commence (if you start to early the patientôs 

body can make antibodies that in term effect the efficacy of 

treatment for the patient) 

¶ Optimal monitoring 

¶ Site-specific complications 

¶ Drug costs 

¶ Centralised ERT Program is ideal and important to help elevate 

these issues 

Chaperone Therapies : 

¶ Stabilise and facilitate the proper folding of the mutant enzyme 

to the lysosome 

 
 
Thanks again Prof Jack Goldblatt for your informative presentation. 
 
FSGA would also like to extend their thanks to the team from the Life Saving Drugs Program (LSDP) , Zoe 
Holdenson, Victoria Hennig and Belinda Sauer, who accepted our invitation to attend the meeting.  This is the first time 
this government body has attended an FSGA event so it was significant that they could hear first hand the concerns 
and experiences of people with Fabry.   
 
Zoe also made a point of encouraging people with Fabry who have any concerns about access to Enzyme 
Replacement Therapy, to contact them directly.  If you disagree with decisions made regarding your health care and 
ERT we suggest you contact LSDP and enquire about the appeal process.   

Life Saving Drugs Program | Special Access Pharmaceuticals | Pharmaceutical Benefits Division  
02 6289 8003  |  02 6289 3175 |   lsdp@health.gov.au


