
Rethinking Fabry disease
Facing challenges in diagnosis and renal disease control

Fabry is a rare, chronic, progressive disease with multisystemic involvement1-4 that can lead to 
signiʭcant renal decline and terminal renal failure.3 ;atients can receive clinical beneʭt from 
current therapies, but disease progression commonly continues to impact the day-to-day quality 
of life of Fabry patientsɨeven with standard-of-care management.5  

4tɪs critical to taVe a holistic view of the impact of Fabry diseaseɨconsidering not only the 
nephrological implications, but also the daily issues and long-term challenges that individual 
patients may face.

Revealing unmet needs in Fabry disease

The standard of care in Fabry disease hasnɪt changed for nearly �� years.!-�� Current therapies can 
provide clinical beneʭt, but signiʭcant diagnostic and management challenges remain.5,6,8-13

-ecause of the spectrum of potential manifestations of Fabry disease, patients and physicians 
continue to encounter unmet needs:
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Regardless of current management, Fabry disease may eventually progress 
to severe clinical manifestations—including terminal renal failure.1,9



The progressive dangers of renal involvement in Fabry
Patients with Fabry disease may exhibit diverse forms of renal histopathology. Fabry affects all cell types 
within the kidney, even if patients have minimal proteinuria and a normal estimated glomerular filtration 
rate (eGFR).14 Nephrologists will often be able to recognize early and relevant signs of renal disease, 
thereby helping to ensure early diagnosis and appropriate management, with an optimal clinical outcome 
for the patient.3,11,15

Proteinuria—a telltale sign of renal decline in Fabry 

Proteinuria is typically the earliest sign of renal involvement in Fabry disease, found in 10% of pediatric 
patients—and occurring as young as 2 years of age. By age 35, proteinuria is present in approximately 50% 
of patients, reinforcing that early intervention is critical in slowing the progression of disease in Fabry.11

eGFR decline and progression to renal failure 

Another clinical manifestation of Fabry is decreasing eGFR, progressing to kidney failure over time. This 
often necessitates clinical intervention by the third or fourth decade of a patient’s life. In one trial that 
assessed the decrease in eGFR, patients who were treated with ERT and whose severity of disease required 
clinical intervention initiated renal replacement therapy between 33 and 47 years of age.3

Symptomatic renal complications typically emerge early, in young adulthood. These include chronic kidney 
disease progression to kidney failure. In fact, according to a review article, in patients who were not 
treated with ERT, the mean age at which patients generally reach kidney failure from Fabry disease is 
40 years.15

Mean age of kidney failure15
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Proteinuria progression in Fabry disease11

Proteinuria may 
be present 

throughout the 
course of disease11



The hidden impact of Fabry disease—renal involvement 
and beyond
Even with current, standard-of-care management, patients may still ecperience a variety of day-to-day 
symptoms of their disease, particularly pain of diʬering forms and severity. ;atients may even adUust their 
lives around such symptoms as their disease, including its renal complications, continues to progress.5

An expert look at existing needs in  
Fabry disease 

Hear from leading nephrologist /r. Eric 
Ballace and a panel of healthcare ecperts as 
they discuss how far weɪve come in treating 
Fabry diseaseɨand whatɪs left to be done

Neurological issues3,16

Infusion reactions17

Continued daily symptoms5

Neutralizing antibodies17

Renal function decline1-3

Available therapies can help to 
improve renal function decline 

in Fabry. However, standard-of-
care therapy still has limitations 

— studies suggest that even 
with enzyme replacement 

therapies (ERTs), disease may 
still continue to progress. 

People being treated for Fabry disease
may experience a range of issues, including:
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Staying vigilant about the renal warning signs of Fabry 
disease
Early diagnosis is key

;atients with Fabry often have long delays in their diagnosis and conse\uent initiation of treatmentɨ
sometimes �� years or more. -y the third or fourth decade of life, many patients may already echibit 
proteinuria or even reach terminal renal failure.3,11,15

Early intervention to maximize clinical benefit15

Even with standard-of-care management, Fabry disease may eventually progress to severe clinical 
manifestations.1,9 The best way to prevent or slow this progression is by initiating treatment as early as 
possible.15

Awareness and action can create better possibilities for people with Fabry disease.

6eeping these strategies top-of-mind in your practice will optimize care for your patients.

GET INVOLVED

By rethinking our plan today, we may be able to change outcomes tomorrow.

Ongoing and proactive disease management, 
including elevating the importance of patient-
reported outcomes and exploring additional data

Recognition of limitations of current therapies, 
from \uality of life to disease progression

Shortening the time to diagnosis

An eye on the horizon for other strategies




