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What a wonderful success was the first conference to be organised and run by the Fabry’s Support 
Group in Australia.   
Members and speakers from across Australia and even New Zealand met in Brisbane for a 
weekend of informative presentations and some all important socialising.   

 

 
 

 
All of the presentations included an enormous amount of information which unfortunately cannot be 
replicated here.  Although we have only included a few slides from each presentation here in the 
newsletter, the speakers have kindly given permission to distribute a copy of their presentations to 
members of the Fabry’s Support Group upon request.   Also included is a small selection of the 
many photos taken over the weekend however you can contact us if you would like a copy of some 
of the other photos taken. 

 
The conference began with Emily Gill presenting an interesting look at topic of diet and Fabry’s 
disease.  Emily is an Accredited Practising Dietician with the Royal Brisbane and Women’s 
Hospital.  Although the information specifically on diet and Fabry’s disease is lacking, Emily 
covered a number of relevant topics including diet considerations for Gastro-intestinal symptoms, 
renal disease and cardiovascular disease.  Some snippets of Emily’s presentation are included 
below. 
 

What will be presentedWhat will be presented

ÂÂ A summary of a thorough review of A summary of a thorough review of 
the scientific literature relating to the scientific literature relating to 
diet and Fabrydiet and Fabry ôôs disease.s disease.

ÂÂ Please note that the body of Please note that the body of 
evidence on this topic is evidence on this topic is veryvery small!small!

ÂÂ Standard recommendations for Standard recommendations for 
reducing risk of renal and reducing risk of renal and 
cardiovascular disease with dietary cardiovascular disease with dietary 
modificationmodification

 



   

 
 

 
 
 

What we foundWhat we found

ÂÂ Evidence based material is lackingEvidence based material is lacking

ÂÂ Limited info found is either case series or Limited info found is either case series or 
very small case control studies (very small case control studies ( ieie
relatively poor quality)relatively poor quality)

ÂÂ Almost no mentions of diet and FabryAlmost no mentions of diet and Fabry ôôss

ÂÂ Most mentions are on peripheral topics Most mentions are on peripheral topics 
(eg. studies on drugs that affect the GI (eg. studies on drugs that affect the GI 
tract) tract) 

ÂÂ The limited mentions are based on expert The limited mentions are based on expert 
opinion, and the rest comes from websites opinion, and the rest comes from websites 
with limited scientific credibilitywith limited scientific credibility

Where to for more info?Where to for more info?

ÂÂ Accredited Practising Accredited Practising DietitiansDietitians are are 
the nutrition expertsthe nutrition experts

ÂÂ They may not have all heard of They may not have all heard of 
FabryFabry ôôsséé

ÂÂéébut they can provide specific but they can provide specific 
tailored information regarding tailored information regarding 
dietary modification aimed at dietary modification aimed at 
symptom management and disease symptom management and disease 
risk reduction.risk reduction.

 
 
We were joined on Saturday afternoon by Prof David Sillence from the Department of Medical 
Genetics, Westmead Hospital, and Sydney.  Prof Sillence presented a very informative 
presentation ‘Fabry’s Disease Monitoring and Management 2007’.  Topics covered included 
symptoms, disease progression and treatment including preventative strategies.    

 
 
 
 

Management of Fabry Disease
Preventive

•Use medicines which prevent kidney 
damage

•Control high blood pressure

•Monitor heart involvement

•Prevent transient ischaemic attacks 
(TIA)

•Prevent or treat diabetes mellitus

 
 
 
 
 



   

 
 

Fabry Disease in Australia

•Centralized National Fabry Advisory 

Committee (Chair Dr. Janice Fletcher)

•Two Enzyme Therapies, Algisidase Alpha  

(Replagal) and Algisidase Beta (Fabrazyme)

•Infusions given fortnightly

•Coordinated by one centre in each state

•Assessments for national committee 12th

monthly

•All data entered in Fabry registry.

Phase IV Lessons Learned

•Fabrazyme significantly delays progression 

in major organ events in advanced disease 

–61% Risk Reduction (p=0.034) PP

•Patients treated early in disease appear to 

derive most benefit

•Proteinuria is a strong predictor of future 

events

•Proteinuria should be a target of therapy with 

ACEi and ARBs

•Fabrazyme is well tolerated and safe

 
 

Phase IV Clinical Trial Conclusions
•Confirmed that Fabrazyme® (1mg/kg q 2 W) slowed 

the rate of progression of Fabry disease in advanced 
renal patients

•Fabrazyme substantially reduced the risk of all events 
(renal, cardiac, and cerebrovascular) compared to 
placebo, and for renal, cardiac, and cerebrovascular 
events individually

•Baseline proteinuria strongly predicted outcome

–For all events and for renal events alone

•After correction for baseline proteinuria imbalance, a 
61% risk reduction for events was seen in patients 
treated with Fabrazyme (p = 0.034)

•Most pronounced benefit was when therapy was 
started early, underscoring the importance of early 
diagnosis and prompt initiation of therapy

 
 
 
 
Genzyme representatives Lyn Fidler (below left with Lea) and Ros Bates (below right) also offered 
their time to present an overview of the company and also to examine lobbying issues for 
continued funding for Enzyme Replacement Therapy (ERT).   

 
 

 



   

 
 

After a day of information overload it was lovely to relax and enjoy dinner with the company of the 
support group members, Prof Sillence, Prof Goldblatt, Lyn Fidler and Ros Bates.  Thank you gifts 
were presented to our guest speakers and some lucky door prizes drawn (…and I must say the 
organic wine was yummy but the wine chocolate wasn’t too flash…and I am safe saying that as I 
bought it and won it!) 
 

 

 
 
We all returned on Sunday morning for another interesting session.  Prof Jack Goldblatt, the Director 
Genetic Services of WA spoke on the topic of ‘Women and Children with Fabry’s Disease’.  Some of the 
key points are covered in the slides below. 
   

 
 
 
 
 
 
 



   

 
 

 
 
 
 

 

Australian Fabry ERT Guidelines

•Based on:- severity of symptoms

- organ involvement

- special investigations

-reversibility

- age

ERT Guidelines

(Genetics in Medicine 2006)

Monitor

and

Institute if significant symptoms or 

evidence of progression of organ 

involvement

Females (all ages)

At time of development of 

significant symptoms

or

If asymptomatic, consider at 10 -

13 yrs

Paediatric Males

At time of diagnosisAdult Males (> 16 yr)

ERT RecommendationFabry Population

 
 



   

 
 

Guidelines for Monitoring Paediatric

Patients

•Every six month medical visit

–Pain, QOL, GI symptoms

•Yearly laboratory assessments

–estimated GFR, proteinuria

•Follow up and referral for identified organ abnormalities

•Echo every 2-3 years until age 30-35

•ERT and concomitant medications

Paediatric Females

•Lack of markers to predict disease severity

•Monitoring guidelines same as for males

•Treatment based on demonstrated disease burden and 

progression

 
 

Treatment in 2007

•Enzyme replacement therapy-fabrazyme/replagal

•Concomitant therapies

–Pain management

–Hypertension control

–ACE-inhibitors

–TIA/Stroke prophylaxis
•Therapies under investigation

–Chemical chaperones

–Substrate reduction

 
 
 
 

And then with the official business nearly over what better way to have a break …to 
celebrate the 60th birthday of an important member Lari…the photos say it all! 



   

 
 

 

 
 
Back to business…the Annual General Meeting.  Mardi began the AGM with an 
interesting presentation looking at the history of the Fabry’s Support Group and how 
the focus of the group has changed over 14 years. 

 

 
 

The official business of the AGM was then conducted including appointments for the 
2008 committee.  It was with sincere thanks that we farewelled our most recent 
president Lea Chant who has been on the committee member for many years and 
president for the last 2 years.  Many thanks to Lea for all your work and support! 

 
 

 

 
 

 

 

 

 
 

 

 

 

 
 

 

 

 
 



   

 
 
 

 
 
Your new committee for the year includes: (group photo left to right)  
 
Public Officer Margaret Davie, Ordinary Members Allan Camilleri and Marie Sansotta- 
Allen, Secretary Mardi Versteegen, Treasurer Ross Clark, President Megan Fookes 
and Vice President Rachael Collins. 
 
And finally, we would like to acknowledge and express our thanks for the generous 
funds provided by Genzyme to assist in the cost of the conference. Without 
Genzyme’s assistance the 2 day conference, dinner and assistance with 
accommodation costs for members, would not have been possible.  Thank you! 
 


