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Hi, I’m Eleanor! 

HCU HERO: 
ELEANOR FROM THE UK

In school I had difficulty focusing and completing tasks. I think maybe part of
this was just that I didn’t feel well nor did I have the energy to sustain focus. 

As a young child and before my
diagnosis, I definitely experienced
symptoms but didn’t have an answer
as to why. I didn’t speak much until I
was about 3 years old and it was also 
to deteriorate drastically. I was always very tired, my urine smelled strange,
and I was sick a lot. I didn’t hit my milestones like my sister did, so it was
worrisome for everyone. 
 

     around this time that my vision began

I also had a really hard time seeing the board,
which made things difficult for me as well. I
got glasses around 8 years old and since then
my vision has improved and thankfully, I haven’t
really had any further issues with my vision.  

I’m 23 years old and live in the UK. It
wasn’t until I was 10 years old that I
was diagnosed with classical HCU.
  

For over 8 years, I was misdiagnosed.  It was
incredibly frustrating because while I knew
something was wrong, doctors kept fobbing
me and my mum off and would often compare
me and my sister. 



Finally, one of my doctors ran a blood test, and shortly after, we got a
phone call saying that we needed to come in. They took me and my mum
into a room and delivered the news that I had homocystinuria. They also ran
a blood test on my sister, and her test was negative. It was just me. 

Receiving my diagnosis
was in some ways a
relief that I wasn’t going
crazy, and a relief to my
mum because she had
known all along that
something wasn’t right.
At least now we had an
answer.

As I listened to the doctor deliver the news of my diagnosis, it all went over
my head. I just remember feeling like a failure, and I was angry and upset. 
But, receiving my diagnosis was in some ways a relief that I wasn’t going
crazy, and a relief to my mum because she had known all along that
something wasn’t right.  At least now we had an answer.

The only thing I really remember the
doctor saying was that I couldn’t eat a
lot of protein anymore. I thought “What
in the world is going on? I used to eat
protein and now I can’t?” When you’re 10
years old, you don’t fully realize what’s
going on. I didn’t understand this new
diagnosis and I also couldn’t understand
why there were now certain things I
couldn’t eat.  



It was very hard having a new diet because I couldn’t eat so many things
that I enjoyed which made me sad and angry. I used to eat a lot of chicken
and all of a sudden, no more. As I’ve grown up I’ve gotten used to it and
now my diet is really healthy. Some of my favorite low-protein meals are
pesto pasta with veggies and low-protein cheese toast.  My current
treatment consists of a low-protein diet, medical formula, Cystadane, folic
acid, and Vitamin D3. 

I wish I had been diagnosed earlier because I
wouldn’t have had such trouble adjusting to a
low-protein diet. My late diagnosis also resulted
in a learning disability and other special needs
that make my life hard. I have had support in
school for education, physio, occupational
therapy, speech therapy, and play therapy. I am
doing really well now and with support, I have a
job working in textiles. I live at home and have
support with all the things I need to do. I enjoy
meeting friends and having a good social life,
which also includes meeting with people from
disability groups. In my free time, I love
couponing and weaving. 

I hope that one day we will have
some sort of treatment that would
allow me to eat a more normal diet. I
also have plans to raise money for
HCU charity.  Finally, I hope to one
day live in my own home like my sister
and maybe get married and have a
family, but we’ll see what the future
holds!  

To read Eleanor’s story on our website, visit 
https://hcunetworkamerica.org/eleanor-uk/

https://hcunetworkamerica.org/eleanor-uk/








What is Giving Tuesday?

GivingTuesday is a global generosity movement unleashing the power of radical generosity.
GivingTuesday was created in 2012 as a simple idea: a day that encourages people to do good.
Since then, it has grown into a year-round global movement that inspires hundreds of millions
of people to give, collaborate, and celebrate generosity. This year, GivingTuesday will be
November 28.

Start to reach out to your friends and
family in advance and get them to
pledge a donation first thing on
November 28th! 
Let them know that by giving to HCU
Network America, they are supporting
programs and resources that directly
benefit the patients and caregivers of
our community.
Remind them that all donations are
tax-deductible AND will be matched by
3 anonymous donors (up to $25,000!)

How do I get involved?

We are asking you to assist us in reaching
our $10,000 GivingTuesday fundraising
goal. 

To get started, set up your own
GivingTuesday fundraiser on
GoFundMe.com, Facebook, or Instagram!
Setting up your fundraiser on these
platforms is simple and HCU Network
America receives 100% of the donations!

How do I set up a GoFundMe fundraiser?

It's easy!  Select 'charity' and type in HCU
Network America. From there, just follow
the prompts! GoFundMe is great because
you can link in a video if you'd like.  
Consider a quick video telling how our
programs have made a positive impact on
you, along with your ask.  Or, you can
always post an image along with text.



OUR MATCHING GIFT IS BACK!!!

That's right, you heard us right! Thanks to three anonymous donors, any funds you
help raise from October through December 31, 2023, will be matched up to $25,000! 

We are asking every patient and family to help us raise funds for homocystinuria.
During the winter holiday's warm hearts and generosity can be felt near and wide.
During this time, we ask that you share our appeal letter with your colleagues,
friends, and family. 

See our appeal letter on the next two pages, or you can print it from here.

https://hcunetworkamerica.org/wp-content/uploads/2023/10/End-of-Year-2023-Appeal-Letter-3.pdf
https://hcunetworkamerica.org/wp-content/uploads/2023/10/End-of-Year-2023-Appeal-Letter-3.pdf






EMPLOYER MATCHING GIFT
PROGRAM



Your holiday shopping makes a difference
Shop at any of the 1,800 stores that want to help, and HCU Network
America will receive a portion of your purchase! (On average 3% -  
(AmazonSmile was only half a percent!). Stores pay for it all. Never pay
more, and sometimes less with coupons and deals.

Want to make your purchases count?
The optional iGive Button is a simple web browser app, easy to install and
uninstall. It automatically activates at participating stores.

Don't want the Button or an app? Just start your shopping trips by going to
iGive.com.

Shop normally (no special codes, no special anything) at any of about 1,800
stores. The Button is working in the background to let them know you're
helping when you shop.

Ready to shop?
Head to igive.com to sign up! If you make your first purchase within 30 days,
iGive will donate a bonus $5 to HCU Network America! Happy shopping!

http://igive.com/


UPCOMING EVENTS

Click here to register to attend!

A lot of big feelings come about as a result of EL-PFDDs.
This will be an opportunity for our community to regroup,
refocus, and explore the topics, corresponding feelings,
coping mechanisms, and a path forward. 

This is only open to patients, parents, and caregivers.
Medical professionals, researchers, and industry are respectfully
asked to not attend as this is a private time for the community.

 November 5, 2023, 4 pm ET

https://www.eventbrite.com/o/hcu-network-america-30163980100
https://us06web.zoom.us/meeting/register/tZIsd-yqrjgpGtPFxnPySgkFo1oyhAi2jeS6#/registration


DECEMBER 9, 2023
MEETUP AT 3 PM ET

CLASSICAL HCU TEEN MEETUP 

Classical HCU teen
(10-22) meetups are
an opportunity for
teens with Classical
HCU to connect, learn,
and share their
experiences.

MEET YOUR TEEN LEADER: LANDON

Landon is a 16-year-old with Classical
HCU from West Virginia. He enjoys
theater, his adorable puppy Milo, and
getting to meet new people!

Register at: https://bit.ly/hcuteen

UPCOMING EVENTS

https://bit.ly/hcuteen
https://www.eventbrite.com/o/hcu-network-america-30163980100


 HCU AWANRESS MONTH:
ADVOCATES IN ACTION!

Juana from Uruguay
Juana is 11 years old and is the
only patient diagnosed with
homocystinuria in Uruguay!
During HCU Awareness Month,
she gave a presentation on HCU
to her 5th-grade class. 

Great job Juana! Thank you for
helping spread awareness for
our community! 

Kelly from
Michigan

Kelly also spent HCU Awareness Month engaged in
advocacy! She spoke with a healthcare system that is
contracted through her local school system about what
it's like to live with HCU, including some of the
struggles that can impact performance in school, like
poor eyesight and issues with low energy. She also
highlighted some of the classroom accommodations
that can help - preferential seating, access to low-
protein snacks, and time to take medication or
formula. She highlighted some of the issues that she
experienced while in school and shared ideas of how
the educational experience could be made easier for
someone with HCU. 
Finally, she provided them with resources where they
could learn more about HCU and other Inborn Errors of
Metabolism.  Amazing work, Kelly!



    2024 Family Conference

Click here to register to attend!

https://www.ticketsignup.io/TicketEvent/HCUConference


It’s not Halloween, it’s just HCUIt’s not Halloween, it’s just HCU
Of the 51 participants who took the Health and Development SurveyOf the 51 participants who took the Health and Development Survey

here are the top 5 areas the data is pointing toohere are the top 5 areas the data is pointing too

Want more to learn what other tricks andWant more to learn what other tricks and
treats the HCU DCP is sharing?treats the HCU DCP is sharing?

Watch the video (it’s only 3 minutes)Watch the video (it’s only 3 minutes)

https://youtu.be/1eFdBp-zKUE?si=HNpsWoKGB8pH5JOC


In a study from a 2019 publication, "Revising the
psychiatric phenotype of homocystinuria", 16 of the 25
patients in the sample (64%) reported psychiatric
symptoms, including a high prevalence of both anxiety
(32%) and depression (32%). Deficit–hyperactivity
disorder (ADHD), oppositional defiant disorder   (ODD),
mood swings, hallucinations, and suicidal thoughts have
also been reported. 

Complete the Behavior Survey 
homocystinuria.rare-x.org

http://homocystinuria.rare-x.org/


MEDICAL 
ASSISTANCE

Alone we are rare. Together we are strong.®

What is the purpose of this program?
Having a rare disease is difficult. Adding in the complex care required to 
treat or manage that disease and figuring out how to pay for it makes a 
rare diagnosis even harder. 
NORD?s Classical HCU Medical Assistance Program offers eligible 
individuals diagnosed with Classical Homocystinuria financial support 
to pay for the low protein foods and physician prescribed medical 
formulas necessary in managing this HCU diagnosis.

NORD's HCU Medical Assistance  Program opened thanks to a generous 
donation from the HCU Network America. 

CLASSICAL HOMOCYSTINURIA 
MEDICAL ASSISTANCE PROGRAM

What is the application process?
Patients may be referred to the program by their health care 
provider, their case managers, or they may self-refer.

A NORD Patient Services Representative will guide the 
applicant through the application process and verify 
eligibility for inclusion in the HCU Program.

Awards are based on  meeting eligibility criteria, funding 
availability, and are made on a first-come, first serve basis.

Who is eligible to apply?
This program is designed to help patients who:

- Have a diagnosis of Classical Homocystinuria.

- Are a United States citizen or U.S. resident of six (6) 
months or greater with evidence of residency such as a 
utility bill showing the patient?s name and address.

- Meet the program's financial eligibility criteria.

NORD is Here for You
NORD, a 501(c)(3) organization, is a patient 

advocacy organization dedicated to individuals 

with rare diseases and the organizations that 

serve them. NORD, along with its more than 300 

patient organization members,  is committed to 

the identification, treatment, and cure of rare 

disorders through programs of education, 

advocacy, research, and patient services.

NORD was founded by families struggling to 

obtain access to treatments and whose 

advocacy for change led to the passage of the 

Orphan Drug Act in 1983. NORD assists eligible 

patients (those with medical and financial 

needs) in affording the treatments and medical 

services their healthcare professionals have 

prescribed.



rarediseases.org

©2021 NORD. All rights reserved. NORD, its icon, RareCare and tagline are registered trademarks of The National 
Organization for Rare Disorders. NORD is a registered 501(c)(3) organization. NORD does not recommend or endorse 
any particular medical treatment but encourages patients to seek the advice of their clinicians. Donations to NORD 
for this and other programs may be made by contacting NORD at rarediseases.org. NRD-2131

What assistance does NORD provide?
-  The Classical HCU Medical Assistance Program assists 

eligible individuals with out-of-pocket costs to purchase 
low protein foods and physician prescribed medical 
formulas. Individuals approved for assistance in this 
program will be issued a PEX card. The PEX card is a 
prepaid expense card to be used for the purchase of low 
protein foods or physician prescribed medical formulas 
only. 

-  Upon receipt of the card, the cardholder will contact NORD to 
request card activation. The card will be funded based on 
program award caps set for the program (this cap will be 
discussed with individuals upon enrollment in the program..

> It is necessary for the individual to submit receipts on a 
monthly basis evidencing card utilization for the 
purchase of low protein foods or medical formulas for 
the previous month.

> Funds will not be added to the card until the previous 
month's receipts have been received by NORD.

> The card may only be utilized for the purchase of low 
protein foods up to the monthly program limit. 

Once a patient is accepted into the assistance 
program(s) how long are they eligible?
Awards are issued for a calendar year.

Patients are encouraged to reapply annually if continued 
assistance is needed.

How do I get more information and apply?
Contact NORD?s  Classical HCU Medical  Assistance Program 

Monday-Thursday 8:30am ? 7:00pm ET
Friday 8:30 am ? 6:00pm ET

             

             203-616-4327

             203-635-4163

             hcu@rarediseases.org  

             US MAIL to: NORD
             Attention: HCU Program                   
             55 Kenosia Avenue
             Danbury, CT 06810

What happens if an applicant does not meet the 
criteria of the Electronic Income Verification?
The NORD Patient Services Representative will offer to e-mail, 
fax, or mail the brief program application and disclosure forms 
to the patient. The applicant may then complete the 
application, sign the disclosure form, provide the appropriate 
financial documentation to verify financial need, and return 
them via fax, email, or USPS mail.

How does NORD demonstrate compliance with 
regulations required of charities?

-  NORD independently designs its patient assistance 
programs based on the needs of specific patient 
communities. 

-  No pharmaceutical company or donor controls or 
influences our programs.

-  Our patient assistance decisions are based on consistently 
applied financial eligibility criteria and diagnosis only.

-  Patients have their choice of health care provider, 
treatment and treatment location, and can make changes 
at any time.

-  Patients? privacy and well-being are priorities at NORD. We 
do not share or provide patient names or data with donors, 
nor do we disclose or identify donors to patients. Patients 
are able to make the choices that are best for them 
because NORD?s assistance covers all FDA-approved 
products available for a diagnosis. Our programs also help 
with more than medication: patients can use their funds to 
pay for other physician prescribed services related to their 
diagnosis, such as laboratory and diagnostic testing, 
physical and occupational therapy, durable medical and 
adaptive equipment, and travel to medical appointments.
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 study on Classical Homocystinuria

Talk to your doctor and family members about joining the ACAPPELLA study. 
Sites are open and currently enrolling participants. For the most current information
about the ACAPPELLA Study and to see additional eligibility criteria, please visit: 

Email: medinfo@travere.com
https://bit.ly/3WUgYQS

https://www.clinicaltrials.gov/study/NCT02998710

Questions? For more information, please
scan the QR code or visit: 

https://bit.ly/3WUgYQS
https://www.clinicaltrials.gov/study/NCT02998710
https://bit.ly/3WUgYQS


Live better, together!

No matter how far apart,
#HopeConnectsUs

Contact Register

What is the contact register?
The contact register is a secured private survey that allows you to share information on you or your
family member with HCU with us. This includes where you are from, your relationship to homocystinuria,
the patient’s birthdate, gender, their exact diagnosis (e.g. CBS, cobalamin, or MTHFR), how they were
diagnosed, and if the patient was diagnosed through newborn screening. This information is kept
confidential and will not be shared unless you give us permission. By registering, you will be able to
identify other patients in your state and request their contact information. You will also be able to
access information posted over time that can only be shared with the patient community. (For
example, we may have webinars that the expert presenter does not want 
to be publicly available, but is willing to share with the HCU community.)

What will this information be used for?
HCU Network America strives to inform patients and families with
resources, create connections, and support advancement of diagnosis
and treatment of HCU and related disorders. The information you provide
helps us succeed in our mission - plan events, develop resources and
educational tools, and ensure everything is being done to support timely
and accurate diagnosis from birth. It also allows us to have informed
conversations with doctors, pharmaceutical companies, and law makers.
Your information helps us understand the landscape better so we can
better advocate for you!
 
How do I participate?
The contact register form takes approximately 3-5 minutes to complete.
You can find the form either by visiting our website and clicking on the
“Contact Register” tab, or you can fill it out by going directly to:
https://www.surveymonkey.com/r/HCUContact

FOLLOW 
US

https://www.surveymonkey.com/r/HCUContact

