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What is hATTR Amyloidosis?

Often takes more than 

4 years
from symptom onset
to a diagnosis

Patients often have to see

5+ doctors
across different specialties
before receiving an 
accurate diagnosis

Hereditary ATTR amyloidosis (hATTR) is a rare, progressive, genetic disease 
caused by the build-up of abnormal material called transthyretin (TTR) amyloid 
within tissues and between cells. In hATTR, a gene change or mutation 
changes the structure of the TTR amyloid protein, causing it to misfold, 
clump together and accumulate throughout the body.1 

hATTR is a genetically inherited disease that is passed down through family 

members. The condition is autosomal dominant, meaning an individual needs to inherit 
one mutated gene to develop the condition.2 In other words, if one parent has 

hATTR, there is a 50% chance their child will inherit the mutation.

TTR amyloid fibrils form 

when the structure of a 

normally dissolvable TTR 

protein misfolds.1

The misfolded proteins

are sticky and clump 
together in tissues and 

between the body’s cells to 

form amyloid deposits.3

Amyloid deposits cause illness by 

damaging the structure and the function of 

the organs where they are found. They can 

affect almost any part of the body 

including the nerves, heart and GI tract.3

Approximately

50,000 
people worldwide
have hATTR4
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Orthostatic Hypotension1

Renal Failure1

Peripheral Sensory-motor Neuropathy7

Bilateral Carpal Tunnel Syndrome6

Chronic GI Distress1

Ocular

Spinal Stenosis

Autonomic Neuropathy8

Rx

Patients often present with a cluster of one, two, 

three or more red-flag symptoms, including:

(Dizziness upon standing)

Initial symptoms of hATTR typically appear between the mid-20s to the mid-60s, involve multiple 

tissues and organs and are often seemingly unrelated. Because symptoms aren't always specific and 

may be confused with more common conditions, hATTR can be hard to diagnose.5 

If you are suffering from tingling or 
numbness in your hands and feet a 
biopsy will most likely be 
necessary. After a biopsy confirms 
amyloid deposits, you should discuss 
genetic testing for hATTR with 
your doctor.

New PYP diagnostic testing 
allows for a non-invasive diagnosis 
process when the disease has affected 
the heart. PYP testing involves a scan 
and accompanying blood work.9

Managing the symptoms of hATTR 
is an ongoing process due to the 
progressive nature of the 
disease. While there are currently no 
approved treatments specifically for 
hATTR in the U.S., your doctor may 
prescribe medicines to treat the 
symptoms and the condition’s impact 
on your daily life.10

1. Gertz MA. Am J Manag Care. 2017;23(7 suppl):S107-S112; 2. Coelho T, Maurer M, and Suhr O. CMRO. 2013; 29:63-76; 3. Ando Y et al. Orphanet Journal of Rare Diseases 2013, 8:31; 4. Hawkins P et al. Ann Med. 2015;47:625-638; 5. Amyloidosis Foundation. Understanding 
the patient voice in hereditary transthyretin-mediated amyloidosis (ATTR amyloidosis); 6. Nakagawa M et al. Amyloid 2016; 23(1): 58-63; 7. Adams D, Coelho T, Obici L, et al. Rapid progression of familial amyloidotic polyneuropathy: a multinational natural history study. 
Neurology. 2015;85(8):675-682; 8. Coelho T, et al. A physician’s guide to transthyretin amyloidosis. Research Gate Amyloidosis; Foundation, 2008. https://www.researchgate.net/publication/265490881_A_Physician’s_Guide_to_Transthyretin_Amyloidosis; 9. Hereditary 
Amyloidosis: Diagnosis. Amyloidosis Foundation, 2018. http://amyloidosis.org/facts/familial/#diagnosis; 10. Hereditary Amyloidosis: Treatment. Amyloidosis Foundation, 2018. http://amyloidosis.org/facts/familial/#treatment
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□ Ocular1,2 
Symptoms related to the eyes, often causing visual changes
□ Dark floaters
□ Glaucoma

□ Cardiac1,2,6-8 
Symptoms related to the heart, blood vessels and circulation
□ Irregular heart beat
□ Increasing fatigue
□ Shortness of breath

□ Nephropathy1,2,9

Damage to kidneys 
□ Protein in urine

□ Spinal Stenosis3-5

Pain, tingling or numbness along the spine caused by pressure of the nerves 
in the spine due to narrowing of spinal cavity

□ Bilateral Carpal Tunnel Syndrome1,3,6,10

Numbness and tingling in the hands and arms caused by a pinched nerve in 
the wrists

□ Peripheral sensory-motor neuropathy9,11,12

Weakness, numbness and pain from nerve damage
□ Nerve damaging beginning in feet and legs that can progress to the hands and to the  
      central part of the body

□ Gastrointestinal1,2

GI tract and stomach issues 
□ Nausea and vomiting
□ Loss of appetite

□ Autonomic Neuropathy1,2,9 
Damage to the nerves that manage everyday body functions
□ Sexual dysfunction
□ Sweating abnormalities

□ Abnormal blood vessels in eye
□ Eyelid swelling and inflammation

□ Leg swelling (peripheral edema)
□ Thickening of ventricular walls
□ Aortic stenosis

□ Renal failure

□ Alternating episodes of severe diarrhea and constipation
□ Unintentional weight loss

□ Dizziness from low blood pressure 
□ Recurrent urinary tract infections (due to urinary retention)

hATTR amyloidosis is a rare, progressive, genetic disease caused by a mutation that leads 
to an accumulation of amyloid deposits throughout the body. Amyloid deposits can cause 
illness by damaging the structure and the function of the organs where they are found and 
they can affect almost any part of the body including the nerves, heart and GI tract. 

Since hATTR amyloidosis can manifest itself in many ways and with seemingly unrelated 
symptoms overlap with more common disorders, it can be difficult for doctors and patients to 
identify. Patients often present with a cluster of one, two, three or more red-flag symptoms.

Download and print this checklist and share with your doctor to help identify any symptoms 
of hATTR amyloidosis you may be experiencing.

1. Gertz MA. Am J Manag Care. 2017;23(7 suppl):S107-S112; 2. Coelho T, et al. A physician’s guide to transthyretin amyloidosis. Research Gate Amyloidosis; Foundation, 2008. 
https://www.researchgate.net/publication/265490881_A_Physician’s_Guide_to _Transthyretin_Amyloidosis; 3. Nakagawa M et al. Amyloid 2016; 23(1): 58-63; 4. Cortese A et al. 
Journal of Neurology, Neurosurgery, and Psychiatry 2017; 88(5): 457-8; 5.Yanagisawa A et al. Modern Pathology 2015; 28(2): 201-7; 6. Donnelly JP, Hanna M. Cleve Clin J Med. 
2017;84(12 suppl 3):12-26; 7. Ikram A, et al. J Card Fail. 2017;23(8):S11-S12(P021); 8. Galat A, et al. Eur Heart J. 2016;37(47):3525-31; 9. Adams D, Coelho T, Obici L, et al. Rapid 
progression of familial amyloidotic polyneuropathy: a multinational natural history study. Neurology. 2015;85(8):675-682; 10. Lousada I et al. Orphanet Journal of Rare Diseases 2017; 
12(Suppl 1): 165 (P7); 11. Ando Y et al. Orphanet Journal of Rare Diseases 2013, 8:31; 2; 12. Conceição et al. Journal of the Peripheral Nervous System. 2016; 21:5-9

hATTR Amyloidosis Symptom Checklist
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What to Expect on Your 
 hATTR Amyloidosis Journey

www.hATTRChangeTheCourse.com      @ChangehATTR 

STEP
SEVEN

STEP
NINE

STEP

TWO

Family History
Given the hereditary nature of hATTR amyloidosis (hATTR)1, 
you may have first become aware of hATTR through your 
family history. Watching a family member go through their 
hATTR amyloidosis journey may have shaped the way you 
perceive hATTR symptoms and treatment options.

Symptom Development
Even with a family history of hATTR, often 
times people mistake symptoms as part of 
the normal aging process and not signs of 
a more serious health problem. You may 
find yourself going through temporary 
periods of good health, but the source of 
your health issues remains unaddressed or 
continue over time. 

Patients often present with a cluster 
of one, two, three or more red-flag 
symptoms such as:

• Tingling/numbness in feet or hands2

• Chronic GI distress3

• Bilateral carpal tunnel4

• Heart failure5

Unanswered Questions
Diagnosis is challenging and usually 
requires seeing several physicians.  
Those who are not aware of a family 
history may feel frustrated after 
undergoing a variety of tests and still 
await a clear diagnosis of why they 
have certain symptoms.

Diagnosis
If you are suffering from tingling or numbness in your hands and feet, a biopsy may be 
considered by your healthcare team. If a biopsy confirms amyloid deposits, you should 
discuss genetic testing for hATTR with your doctor.

You also should discuss with your doctor a PYP diagnostic test, a noninvasive test used 
when the disease has affected the heart. PYP testing involves a scan and accompanying 
blood work.6 

Getting diagnosed early on allows you to have a leg up on managing your hATTR and 
gives you time to start having the necessary conversations with your doctor and family.

Seeking More Information
Receiving a hATTR diagnosis can be frightening, 
overwhelming and hard to understand. To help you 
navigate the early days after diagnosis, there are 
resources to empower you to make informed 
decisions about your care.7

Managing Symptoms
Managing the symptoms of hATTR 
is an ongoing process due to the 
progressive nature of the disease. 
Your doctor may prescribe medicines 
to treat the symptoms and the 
condition’s impact on your daily life. 
However, sometimes you may have to 
wait for symptoms to become more 
severe before treatments can start.

Treating the Condition
There are currently no approved treatments 
specifically for hATTR in the U.S. As TTR proteins 
are made in the liver, sometimes a liver transplant 
may be appropriate to reduce the amount of TTR 
in the body. It’s important to also talk to your 
doctor about potential treatments on the horizon 
or clinical trials for hATTR.Daily Life with hATTR

Despite medicines that can help manage 
hATTR symptoms,8 your daily life might 
be severely impacted as your symptoms 
progress. You might be faced with difficult 
decisions in your personal and professional 
life. However, it is vital to stay positive and 
optimistic for your future. There are support 
and advocacy groups that can provide a 
sense of community and connect you to 
others who are sharing the same 
experiences living with hATTR.

Taking Back Control
Becoming an advocate for what you think 
are the right decisions in regards to treatment 
and management of hATTR is crucial.7 Take the 
time to learn as much as possible about the disease 
in order to educate yourself and discuss with your 
doctors.7 Just remember, you aren’t alone on your 
hATTR journey. Building a community of support 
can help you and your family every step of the way.

Making a Choice
Having a family member with hATTR 
means that it is possible you might have a 
genetic mutation for hATTR as well.1 
Knowing this, there are two courses of 
action to discuss with your healthcare team: 

1. Get tested immediately or 
2. Choose to wait

STEP
FOUR

STEP
EIGHT

STEP

FIVE

STEP
THREE

1. Hereditary Amyloidosis: ATTR Amyloidosis. Amyloidosis Foundation, 2018. http://amyloidosis.org/facts/familial/#attr-amyloidosis; 2. Adams D, Coelho T, Obici L, et al. Rapid progression of familial 
amyloidotic polyneuropathy: a multinational natural history study. Neurology. 2015;85(8):675-682; 3.Gertz MA. Am J Manag Care. 2017;23(7 suppl):S107-S112; 4. Nakagawa M et al. Amyloid 2016; 23(1): 
58-63; 5. Coelho T, et al. A physician’s guide to transthyretin amyloidosis. Research Gate Amyloidosis; Foundation, 2008. 
https://www.researchgate.net/publication/265490881_A_Physician’s_Guide_to_Transthyretin_Amyloidosis; 6. Hereditary Amyloidosis: Diagnosis. Amyloidosis Foundation, 2018. 
http://amyloidosis.org/facts/familial/#diagnosis; 7. Information For the Newly Diagnosed: Your First Steps After Receiving an Amyloidosis Diagnosis. Amyloidosis Research Consortium, 2018. 
http://www.arci.org/newly-diagnosed; 8. Hereditary Amyloidosis: Treatment. Amyloidosis Foundation, 2018. http://amyloidosis.org/facts/familial/#treatment

PATIENTS WITHOUT A
KNOWN FAMILY HISTORY

STEP

ONE

Rx

STEP

SIX
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•  If you know you have a family history of hATTR 
amyloidosis, make sure to compile your healthcare 
records to help aid conversation with your doctor. Giving 
your doctor a comprehensive explanation of your family 
symptoms and how it has impacted your relatives can help 
with diagnosis. 

-  TIP: Try to think back if deceased family members 
were affected by one of the symptoms of hATTR 
amyloidosis, as they may have unknowingly been 
affected by the disease.

•  Be prepared to provide your doctor with an 
overview of all of your symptoms. It is important to keep 
in mind that symptoms often seem unrelated, so be sure to 
consult the hATTR amyloidosis symptom checklist to 
learn more about the way the disease can manifest. The 
more educated you are on the disease, the better you can 
speak to your symptoms.1 

•  Come prepared with any medical records or tests 
performed previously. The more information your doctor 
has the easier it will be to decide a course of action.1

•  If you do not have a known family history of the 
disease, but you have noticed a combination of the 
symptoms of the disease, talk to your doctor about genetic 
testing and ways to manage your current symptoms.2

-  A genetic test will show if you carry the mutation that 
causes hATTR amyloidosis. 

•  Educate yourself on hATTR amyloidosis. It is important to have an 
in-depth understanding of the disease so you can make informed decisions 
and be aware of the presence of new symptoms. 

•  Seek a second opinion. It is normal to ask for a second opinion when 
discussing treatment plans, use ARC’s My Amyloidosis Pathfinder tool to 
help find a specialist that is right for you.3

•  After learning about the different treatment plans and options for 
managing symptoms, talk with your doctor about what treatment plan works 
the best for you, keeping in mind your lifestyle and how the symptoms have 
impacted your day-to-day life so far.4

•  When discussing next steps after receiving your diagnosis, keep these 
questions in mind:

-  How will hATTR amyloidosis and the treatment options affect my 
day-to-day life? 

-  What changes should I expect in my professional life? 
-  Will I be able to maintain my normal social life?
-  To whom should I disclose my disease?
-  How do I talk to family and friends about my diagnosis?

•  As you begin to navigate ways to cope with your disease, continue 
to keep an open dialogue with your health care team. Update your doctor 
on new or worsening symptoms and if treatment has helped you manage 
your symptoms. 

•  As you learn more about hATTR amyloidosis and you become aware 
of new developments in research, share your findings with your doctor. 
There is a growing body of information about hATTR amyloidosis, and 
doctors and patients alike are constantly learning more about the disease. 
Discussing new research with your doctor can help to inform your treatment 
plan and improve management of your symptoms. 

Talking with your Doctor about hATTR Amyloidosis

Are you experiencing
symptoms and suspect hATTR?

Are you diagnosed
with hATTR?

1.  Amyloidosis Research Consortium. Newly Diagnosed. “Educate Yourself.” http://www.arci.org/newly-diagnosed/;  2. National Institutes of Health, Department of Health and Human Services. Genetics Home Reference. 
“Transthyretin amyloidosis.” https://ghr.nlm.gov/condition/transthyretin-amyloidosis;  3. My Amyloidosis Pathfinder. “Treatment Centers and Clinical Trials.” https://www.myamyloidosispathfinder.org/;  4. Amyloidosis 
Research Consortium. Newly Diagnosed. “Second Opinion.” http://www.arci.org/newly-diagnosed/ 

www.hATTRChangeTheCourse.com      @ChangehATTR 

https://www.hattrchangethecourse.com/sy
mptoms-diagnosis-hattr-amyloidosis/

https://www.hattrchangethecourse.com/sy
mptoms-diagnosis-hattr-amyloidosis/

http://www.hattrchangethecourse.com
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Tips for Managing Your Professional Life 
with hATTR Amyloidosis 

Know the Facts 

When you’re preparing to share your diagnosis with others, it is often helpful to 
take the time to do some research and learn as much as you can about hATTR 
amyloidosis.1 Not only will this help you get a better grasp and understanding of 
the disease, but you’ll feel better prepared going into your conversations and be 
able to answer any questions that may be asked with confidence. Talk to your 
healthcare professional and utilize patient advocacy groups.1 It may even be to 
your advantage to have a list of resources ready to give to your employer that will 
provide them with any extra information they may need.

Define Your Path 

Once you have a solid understanding of your disease and what this could mean for 
your future professional life you may want to take some time and plan out exactly how 
you are going to describe your disease to your employers. Keeping it simple is key.2 

In addition, it might be helpful to make a list of people who need to know about 
your hATTR amyloidosis diagnosis. It is your choice who you decide to share this 
news with and how much information you choose to share.2

Talk When You Are Ready 

It’s a good idea to set aside some private time to discuss your hATTR amyloidosis 
diagnosis. Perhaps you will want to discuss your diagnosis with your human 
resource professional first and then proceed from there to speak with your boss, 
colleagues and clients. Allow time for the news to sink in and for your employer to 
process this news.

Set Expectations 

Now that you have been diagnosed with hATTR amyloidosis, certain aspects of 
your life may start to change. It’s important to have an open discussion about 
how your diagnosis may affect your ability to work. However, just because you’ve 
been diagnosed doesn’t mean that you have make major professional sacrifices – 
adjustments could be made to your workload or perhaps working from home could 
be a good option. Set realistic goals for yourself and be sure that the conversation 
with your employer is ongoing and is continuously updated based on how you’re 
feeling and how the disease is affecting you.3

Deal With Stress 

Dealing with your hATTR amyloidosis along with stress from work may be a lot 
to handle. It’s important to be honest with yourself about what you’re feeling and 
take time to care for yourself. It may be helpful to join a support group where you 
will be able to connect with others going through the same thing as you and build 
a hATTR amyloidosis community that you can lean on.1 Always remember that 
you don’t have to go through this alone. 

www.hATTRChangeTheCourse.com      @ChangehATTR 

1. Information For the Newly Diagnosed: Your First Steps After Receiving an Amyloidosis Diagnosis. Amyloidosis Research Consortium, 2018. http://www.arci.org/newly-diagnosed/ 2. Friedlander, Joan. 
What to Tell People About Your Rare Disease, Or Not. RARE Daily by Global Genes, 2018. https://globalgenes.org/raredaily/what-to-tell-people-about-your-rare-disease-or-not/ 3. The Stigma of Rare 
Disease: How Do You Tell People About Your Condition? RARE Daily by Global Genes, 2018 https://globalgenes.org/raredaily/the-stigma-of-rare-disease-how-do-you-tell-people-about-your-condition/ 
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After being diagnosed with hATTR amyloidosis, it is normal to experience a wide range of 
emotions and to have uncertainty about what the diagnosis means for your day-to-day life. 
It is important to remember that these are normal feelings and a diagnosis does not have to 
warrant a complete lifestyle change.1 While everyone’s hATTR amyloidosis journey is different, 
it is important to live the life you want to live with hATTR amyloidosis.  
How can you Change the Course? 

Telling your Family  
Talking to your family about your diagnosis is an important first step in your hATTR amyloidosis 
journey. Be prepared to explain what hATTR amyloidosis is, your specific symptoms and possible 
treatment options. Additionally, it is important for family members to understand the hereditary 
nature of the disease and how they might also have the mutation.2 Planning ahead with family 

members can help to guide your hATTR amyloidosis journey moving forward.

Talking to Your Friends 
Talking with your friends about your hATTR amyloidosis diagnosis helps to create a support network 
within your social life. Remember when talking to your friends, prepare yourself for questions about 
hATTR amyloidosis, your treatment plan and experience thus far by knowing the facts. Also, consider 
bringing a family member along who can provide support while having this initial conversation with 
your friends. While these conversations can be difficult, know it is something to discuss only when you 
feel ready.

Staying Active 
A hATTR amyloidosis diagnosis does not need to be the end of all physical activities, many exercises 
and stretching techniques, such as wall sits, hamstring stretches and balance exercises can actually 
help manage the side effects of hATTR amyloidosis symptoms.3 It is important to talk to your doctor 
about any possible physical limitations of the disease, but still find time for the activities you enjoy. 
Exercise can be a great way to interact with others and can still be part of your social life. 

Staying Connected  
Staying connected with your friends and community is important in maintaining your social life and 
relationships. While adjusting to life with hATTR amyloidosis, keep in mind what you enjoy doing and 
make it a priority to not lose sight of your connections and what makes you happy.

Connecting with Others with hATTR Amyloidosis  
Joining a support group can be a great way to meet new friends and talk with others who are going 
through a similar journey. Support groups can help keep you up to date on new treatments and 
connect you to the right health care providers, ensuring you have access to quality care. They can 
also provide guidance when it comes to finding resources and learning about different ways people 
cope with hATTR amyloidosis.4 Learn more about supports groups available here: [link to Support 

Group page on site]

Meeting New People  
After your diagnosis, keep yourself open to meeting new people and forming new relationships. It is 
up to you to decide who needs to know about your disease, and that list of people can change with 
time.5 There is no need to tell strangers upon meeting them, only if it something you wish to share.   

Finding Balance 
Find balance in everything you do. Keep your treatment plan and health care as a top priority, but 
don’t let it consume your entire life. Find time to enjoy yourself, spend time with friends and family 
and stay connected to your life prior to diagnosis.5

1. Amyloidosis Foundation. Understanding the patient voice in hereditary transthyretin-mediated amyloidosis (ATTR amyloidosis). 2. National Institutes of Health, Department of Health and Human 
Services. Genetics Home Reference. “Transthyretin amyloidosis.” https://ghr.nlm.gov/condition/transthyretin-amyloidosis. 3. The Ohio State University Wexner Medical Center. Exercises for Peripheral 
Neuropathy. http://www.amyloidosis.org/wp-content/uploads/2017/08/ExercisesPeripheralNeuropathy.pdf 4. Amyloidosis Research Consortium. Newly Diagnosed. “Finding Support.” http://www.arci.
org/newly-diagnosed/  5.  Friedlander, Joan. What to Tell People About Your Rare Disease, Or Not. RARE Daily by Global Genes, 2018. https://globalgenes.org/raredaily/what-to-tell-people-about-your-
rare-disease-or-not/

Tips for Living Your Best Life  
with hATTR Amyloidosis

www.hATTRChangeTheCourse.com      @ChangehATTR 




