
Q: What is Fabry disease? 
A:  Fabry disease is an inherited condition.1 It can affect different people in different ways, but it 

all starts with one thing: an enzyme.1

How the lack of one enzyme can lead to many issues

We all have enzymes 
 inside our bodies to  help 

our cells work.2

Normally, alpha-Gal A 
breaks down a type of fat 
that provides energy to 
the body.4,5 But without 

alpha-Gal A doing its job, 
this fat can build up and 
damage cells throughout 

the body.1,3-5 

When someone has Fabry 
disease, their body can’t 
produce enough working 

copies of an enzyme 
called alpha-Gal A.1,3-5

Damaged cells lead to the 
signs and symptoms of 

Fabry disease.1,3-5 

Q: Does Fabry disease run in families? 
A:  Yes. Fabry is a genetic disease that is passed from parent to child. So when someone is diagnosed 

with Fabry disease, it’s important for relatives who are blood-related to get tested.6  

Q: What does Fabry disease look like at diagnosis—and how can it change?
A:  Fabry disease can affect different people in different ways. For some, it may start with kidney 

issues. For others, changes in their heart rhythm will be the first indication of Fabry disease.6 
But, it’s always a progressive disease. Fabry disease will not go away on its own, and you will 
likely experience more symptoms over time.6

Q: Can treatment help a progressive disease?
A: Yes. While there is no cure for Fabry disease, starting treatment early may slow it down.7

Q: Can Fabry disease affect women? 
A:  Yes. Fabry disease can also significantly affect women, with some women experiencing disease 

severity that’s very similar to its impact on men.8
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Q: Can both men and women pass Fabry disease on to their children?
A:  Yes. Fabry disease is passed down by both men and women on the X chromosome.9 Women with 

Fabry disease will have a 50% chance of passing the gene to their child regardless of its gender. 
Men cannot pass the gene on to their sons, but they pass Fabry disease to all of their daughters.10 
Work with a genetic counselor to learn about how Fabry disease can be passed on.6 

Q: Why is genetic screening for Fabry disease so important? 
A:  Identifying people with Fabry disease can help more people get ahead of the progression of the 

disease.6,11 A study found that once a person is diagnosed with Fabry disease, genetic testing can 
identify 5 or more family members who also have it.6 

Q: Who can be a part of your care team to help you manage your Fabry disease? 
A: Many different types of doctors may contribute to your care. 

 •  Primary care doctor: Monitors your overall health. If you aren’t sure which specialist to talk to, 
your primary care doctor will be able to help1

 •  Geneticist: Tests whether you or your family members have inherited the disease.6 They can 
help counsel you and your family on how to manage this information

 •  Neurologist: Keeps track of your pain, sweating, and other symptoms related to your nervous 
system6

 •  Nephrologist: Sees how well your kidneys are working and measures levels of protein and 
vitamins in your urine and blood6

 • Cardiologist: Monitors your blood pressure and any irregularities in your heart6

 • Gastroenterologist: Checks for possible damage to your gastrointestinal (GI) system6

 •  Other specialists: Depending on your signs and symptoms and overall health,6 additional 
healthcare professionals may be included on your care team

©Chiesi USA, Inc. 2021. All rights reserved.   
Rethink Fabry™ is a trademark of CHIESI FARMACEUTICI S.p.A.   
PP-EF-0117 V1.0

References: 1. Desnick RJ, Brady R, Barranger J, et al. Fabry disease, an under-recognized multisystemic disorder: expert recommendations 
for diagnosis, management, and enzyme replacement therapy. Ann Intern Med. 2003;138(4):338-346. doi:10.7326/0003-4819-138-4-200302180-
00012.2. Medical News Today. Enzymes: How they work and what they do. Accessed July 20, 2020. https://www.medicalnewstoday.com/
articles/319704/. 3. Lenders M, Brand E. Effects of enzyme replacement therapy and antidrug antibodies in patients with Fabry disease. 
J Am Soc Nephrol. 2018;29(9):2265-2278. doi:10.1681/ASN.2018030329. 4. National Organization for Rare Disorders (NORD). Rare disease 
database: Fabry disease. Accessed July 20, 2020. https://rarediseases.org/rare-diseases/fabry-disease/. 5. National Institute of Neurological 
Disorders and Stroke (NINDS). Lipid storage diseases fact sheet. Accessed August 7, 2020. https://www.ninds.nih.gov/Disorders/Patient-
Caregiver-Education/Fact-Sheets/Lipid-Storage-Fact-Sheet. 6. Ortiz A, Germain DP, Desnick RJ, et al. Fabry disease revisited: management 
and treatment recommendations for adult patients. Mol Genet Metab. 2018;123(4):416-427. doi:10.1016/j.ymgme.2018.02.014. 7. Brady M, 
Montgomery E, Brennan P, Mohindra R, Sayer JA. Diagnosing Fabry disease—delays and difficulties within discordant siblings. QJM. 
2015;108(7):585-590. doi:10.1093/qjmed/hct024. 8. Germain DP. Fabry disease. Orphanet J Rare Dis. 2010;5:30. doi:10.1186/1750-1172-5-30.  
9. Eng CM, Germain DP, Banikazemi M, et al. Fabry disease: guidelines for the evaluation and management of multi-organ system 
involvement. Genet Med. 2006;8(9):539-548. doi:10.1097/01.gim.0000237866.70357.c6. 10. Mehta A, Hughes DA. Fabry disease. 2002 Aug 5 
[Updated 2017 Jan 5]. In: Adam MP, Ardinger HH, Pagon RA, et al, eds. GeneReviews®. University of Washington, Seattle; 1993-2020. Accessed 
August 12, 2020. https://www.ncbi.nlm.nih.gov/books/NBK1292/. 11. Brennan P, Parkes O. Case-finding in Fabry disease: experience from the 
North of England. J Inherit Metab Dis. 2014;37(1):103-107. doi:10.1007/s10545-013-9629-8.


