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Fabry Disease and 
Your Kidney Health

*This guide includes an optional activity you can use to track your estimated glomerular 
filtration rate (eGFR) results over time. If you have them handy, you can use your prior 
lab results to complete this exercise.

In this guide you will learn about:

Fabry Disease and Your Kidney Health
•	 How your kidneys work—and how Fabry 

Disease can affect kidney function over time

You and Your Kidney Health
•	 How your kidney function might decline 

over time if you are not on appropriate 
treatment for Fabry Disease* 

Patient Perspectives
•	 What other individuals with Fabry Disease 

have to say about kidney health

Managing Your Kidney Health
•	 What clinical guidelines say about kidney 

health and managing Fabry Disease 
•	 Resources where you can learn more about 

Fabry Disease

Sanofi does not provide medical advice, diagnosis, or treatment. The health information 
contained herein is provided for general educational purposes only. Your healthcare 
professional is the best source of information regarding your health. Please consult 
your healthcare professional if you have any questions about your health or treatment. 
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Your Kidneys are Vital Organs

The kidneys’ ability to filter out waste products through each 
glomerulus is estimated by the eGFR, which is used to determine 
how well the kidneys are working2,5

Kidneys

Kidney1,2

Unfiltered 
blood enters

Filtered 
blood exits

Urine  
comes out

Fabry Disease Can Damage the Kidneys 
•	 Fabry Disease is caused by a variant in the GLA gene. The GLA gene normally produces an 

enzyme that breaks down a fatty substance naturally produced by cells, called GL-36,7

•	 In patients with Fabry Disease, the GLA gene variant prevents normal enzyme production, causing 
GL-3 buildup in cells throughout the body. This includes the cells that make up the kidneys6

•	 Over time, buildup of GL-3 can progressively reduce the function of organs such as the kidneys, 
brain, and heart6

Nephron2

Typically, people are born with two  
kidneys that work together to:1,2

•	  Maintain normal water and mineral levels
•	  Regulate blood pressure
•	  Remove waste products and toxins from the body

How do they do this? 
•	 Inside each kidney are about a million structures 

called nephrons. Inside each nephron is a 
structure called the glomerulus, which filters  
the blood2

•	 If the kidneys aren’t working well, protein can leak 
through these kidney filters and end up in the 
urine instead of staying in the blood (think of a 
pasta strainer with holes so big that the noodles 
drain out with the water). Protein in the urine may 
be a sign that the kidneys are injured and are not 
filtering blood properly3,4

Glomerulus2,3

Filtered 
fluid (to 
become 
urine) 

Protein 
leakage
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eGFR is Used to Monitor Your Kidney Function

•	 eGFR is calculated based on the levels of a substance called creatinine that is normally filtered 
out by the kidneys. eGFR levels vary based on your age, biological sex, and body size5,8

•	 eGFR is expressed as a number followed by “mL/min/1.73m2”. It is obtained with a basic blood 
test and may change over time4,5,9,10

•	 Higher eGFR numbers show that the kidneys are working well. Lower, or declining, eGFR 
numbers may indicate kidney disease11

•	 Creatinine may be measured anywhere from once per month to once per year, based on your 
risk of worsening kidney disease.4,12 Talk to your healthcare provider to find out how often you 
should have your creatinine measured and eGFR calculated 

What can you expect at different stages of chronic kidney disease (CKD)?4,11,13

Stage eGFR Potential Signs and Symptoms

1 >90 Patients 
may not 

have 
symptoms

Foamy urine, urinating at night, edema (swelling in the face  
and body), anxiety, anemia2 60-89

3a 45-59 Edema in the legs, difficulty breathing, high blood pressure, 
constipation, slowed growth in children, anemia3b 30-44

Patients 
likely have 
symptoms

4 15-29

• Worsening edema
• Itching
• Fatigue
• Difficulty thinking, remembering,  

and concentrating

• Changes in taste and smell
• Reduced appetite
• Nausea/vomiting
• Daytime sleepiness
• More significant anemia

5 <15

End-stage kidney/renal disease (ESKD/ESRD)*

• Worsening heart failure
• Hiccups that won’t go away
• Bleeding
• Dry skin
• Lack of menstruation 

• Sexual problems
• Bone changes
• Spontaneous bone breaks
• Weight changes
• Muscle wasting
• More significant anemia

Advanced kidney disease requires dialysis or kidney transplant

Fabry Disease can cause organ damage throughout the body, and kidney disease is common in 
patients. However, not everyone with Fabry Disease will develop kidney disease.12,14 See last page 
for additional information.

Fabry Disease can eventually cause kidney failure if not managed appropriately.  
Kidney failure due to Fabry Disease may be irreversible, so it’s important for patients  
with Fabry Disease to maintain and monitor their kidney health6,12

*Patients at any stage of kidney disease may also have symptoms of earlier stages.11
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Chart Your Own Kidney Function Over Time by 
Following the Steps Below

*Average eGFR is about 110 mL/min/1.73m2 in healthy young adults, and it typically begins to decline beginning at age 35 in the general population.9
†The graph above is based on studies that evaluated kidney function in patients ages 35-75 in the general population and patients ages 17-65 

with Fabry Disease.9,16,17 The gray lines for ages 66-80 have been extrapolated for the purpose of expanding the graph. 
‡You may not have kidney disease today, but you may want to understand what can happen in the future with your Fabry Disease.

	 Compare 
	 your latest  
	 eGFR dot to 
the colored bars 
on the right, which 
correspond to the 
different stages 
previously explained4

4	 Find your eGFR on  
	 the left side of the  
	 graph and your age 
at the time of your test 
result on the bottom of the 
graph. Place a dot where the 
two values meet. For this 
example, age is 40 and eGFR 
is 80, which are bolded below

1 	 Repeat  
	 Step 1  
	 for all 
eGFR results 
and connect 
the dots in 
age order

2 	 Compare your  
	 dot or line to  
	 the green line. If 
your dot or line closely 
follows the green line, 
your kidneys are declining 
at the same rate as the 
general population9

3

	 Note which  
	 thick white  
	 or gray line 
your latest eGFR 
dot falls on

5 	 Draw a line following the path of the white or gray line. This line represents  
	 the decline in kidney function you might have if your Fabry Disease was  
	 left untreated.15 Note how much faster that line drops compared to the 
green line. The steeper decline indicates a faster drop in kidney function over 
time. A goal of Fabry Disease treatment is to make that decline less steep6

6

Tracking Results Understanding the 
Impact for CKD

Understanding the Importance of Treatment
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How Well Are Your Kidneys Working Today? 
How Well Might They Be Working Tomorrow?

eGFR naturally declines as you age; however, patients with Fabry Disease can have a much faster drop 
in kidney function. This decline may be even faster when you are not getting the right treatment.9 Use 
this chart to see how your kidney function is changing over time — and how it might decline if you do not 
manage your Fabry Disease appropriately. 

Follow the instructions on the previous page to graph your own kidney function over time, then ask 
yourself the following questions. It’s easier than you think and may provide you with a sense of what 
your kidney function might look like without appropriate treatment. 

Let’s consider what your eGFR graph might mean for you
1.	 How does your rate of eGFR decline compare to the general population (green line)?
2.	 What stage of kidney disease do your eGFR values currently indicate? 

•	 As your kidney function declines over time, what might each of these stages mean for you? 
•	 How might kidney disease impact your life?

3.	 What action can you take today to help protect your kidney health in the future? 
4.	 Do you have questions about your kidney function? Contact your healthcare provider.  

You can also receive additional background education by visiting CareConnectPSS.com  
to talk to a Patient Education Liaison (PEL)
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normal eGFR 

decline with age9

Dotted lines show eGFR 
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kidney disease4

Gray and white slanted lines 
represent possible eGFR decline 

in untreated Fabry Disease15

Use the line above to title your graph based on what your results mean to you.



6

Visit DiscoverFabry.com to learn more about 
Fabry Disease and connect with PELs and 
patient groups that can provide support.

Kidney Function Is an Important Consideration 
for Managing Your Fabry Disease

“It is so easy to not worry about test results, but some are too important to ignore. Following your 
eGFR numbers is vital to understanding kidney disease progression, which plays a role in overall 
Fabry disease impact.” – Jack Johnson, Living with Fabry Disease

“Ask questions. Your doctor and nurse are aware of how everything can change with kidney 
disease... But ultimately, you have to go home with it. This is your thing. Don’t just look at numbers 
like eGFR and assume they’re OK... It’s important to know yourself, how to read the results, what 
they mean, and what will make the levels change.” – Christian Garza, Living with Fabry Disease*

*This patient was compensated for their time providing this quote. 
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Glossary
Creatinine – a substance that is 
normally filtered by the kidneys8

Estimated glomerular filtration 
rate (eGFR) – calculated 
number that approximately 
measures the ability of the 
kidneys to filter out waste 
products based on a patient’s 
biological sex, age, body size, 
and blood creatinine levels5

Glomerulus – main structure 
inside the nephron that is 
responsible for filtering out 
waste products2

Nephron – structure inside 
kidneys that is responsible for 
filtering the blood5
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If you experience any of the above symptoms or have a personal or family history of organ damage, 
talk to your healthcare provider to ensure that your Fabry Disease is being treated appropriately.

International guidelines recommend treatment with enzyme replacement therapy (ERT) for all patients 
with Fabry Disease who have signs and symptoms of organ damage, or laboratory evidence of organ 
damage. Below, see potential signs and symptoms of damage to some organs, among many, that can 
be affected by Fabry Disease.11,12

Heart Enlarged heart, 
irregular heartbeat, 
heart failure, very  
slow heartbeat, 
difficulty exercising

Brain Stroke,  
mini-stroke, 
blood clot

Kidneys Protein in the 
urine, urinating at 
night, foamy urine, 
leg swelling, and 
shortness of breath




