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Therapy of Fabry disease

1) Specific Therapy

2) Support Therapy 



Therapy of Fabry disease



Specific Therapy of Fabry disease
1) For all

Enzyme Replacement Therapy (ERT): Agalsidase alfa 

Agalsidase beta

Second generation ERT: Pegunigalsidase alfa (PRX-102)

Substrate Reduction Therapy (SRT): Lucerastat, Venglustat

Gene therapy

2) For some

Chaperones: Migalatat



Specific Therapy of Fabry disease





ERT: Characteristics of Drugs (2001)

Shiffmann et al, Kidney Inter 2017



ERT: Dose



El Dib et al,  2016



When should therapy be 
started?



Fabry Disease guidelines – Eng et al. Genet Med 2006

Recommendation and guidelines for diagnosis and treatment of Fabry nephropaty in 

adults – Ortiz et al. Nature Clin Pract Nephrol 2008

Standard Operating procedure - Great Britain 2012

AWMF Guidline, Germany 2013

European Renal Best Practise Guideline on Fabry Nephropathy - Terryn et al. NDT 2013

La nefropatia in corso di malattia di Anderson-Fabry: nuove raccomandazioni sulla 

diagnosi, il follow-up e la terapia - Mignani et al. 2015

Canadian Fabry Disease Treatment Guidelines - 2016



Eng et al, Genet Med 2006













Mignani et al, G Ital Nefrol 2015



Terryn, Nephrol Dial Transplant. 2013



Ortiz, Nephrol Dial Transplant. 2009

Age at first renal replacement therapy



Criteria to stop or not start ERT





Limits
No scientific evidence as to the optimal age of ERT initiation. 

No uniform guidelines, and conditions and age to start ERT differ in various 

countries. 

Development of signs or symptoms related to FD is an indication to start ERT.

The benefits of early treatment, before irreversible tissue injury occurs, 

should be balanced against the burden of biweekly infusions in very young 

individuals.

Lack of agreement on cessation criteria.



Determine when to start treatment in asymptomatic or pauci-

symptomatic patients, females, with non-classic disease 

Obtain expanded information on the natural history of FD in classic 

female patients and non-classic FD patients, and the effects of ERT in 

these groups 

Establish criteria and biomarkers for dose individualization

Knowledge gaps and research 
recommendations 



Mignani et al, G Ital Nefrol 2015



Dominique P Germain et al. J Med Genet 2015;52:353



Mignani et al, Clin Kid Journal 2016



Mignani et al, Clin Kid Journal 2016



Therapeutic regimens 

Establish criteria and biomarkers for dose individualization

Evaluate combination therapy: substrate synthesis reduction 

combined with ERT or with a pharmacological chaperone

Knowledge gaps and research 
recommendations 



Mignani et al, G Ital Nefrol 2015



Therapy of Fabry disease



Support Therapy of Fabry disease

Cardiac and cerebrovascular disease (Ace-i, Anrticoagulation, 

antiplatelet agents, etc)

Pulmonary disease

Neuropathic pain (chronic pain and pain crisis)

Renal disease



Support Therapy of Fabry disease



Neuropathic pain 



Adjuncitive therapy for chronic pain 



Adjuncitive therapy for pain crisis 



Support Therapy of Fabry disease





• Guidelines are very useful in summarizing current knowledge 

on Fabry disease therapy

• There are differences in recommendations of therapy initiation

• Study comparing both ERT formulations are still underpowered

• There are a variety of research questions on Fabry disease

Take Home Messages



Thanks for your 
attention


