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In 1989 my twin brother and I were
diagnosed with classical HCU as
newborns. My parents told me they got a
call from the hospital informing them that
my newborn screening test was abnormal.
They were concerned because they had
never heard of this rare disorder before
and didn't know what to expect. I was
lucky enough that my parents started my
HCU treatment and medications, along
with food restrictions, right away when
they got the information that they needed
from the nutritionist. 

HCU HERO: 
VICTOR FROM ARIZONA

Growing up with HCU was difficult, especially in elementary school. My mom
would make my lunch every day until I was old enough to pack my own lunches.
I missed out on a lot of pizza and ice cream parties. It wasn't until about 6th
grade when I was able to make my own choices within the school cafeteria,
and by that time I was pretty knowledgeable as to my diet and what I could
and could not eat. High school was easy as well because I would just buy food
from the café or vending machine to get me by until I got home from school. I
enjoyed eating french fries and chips, and these were my go-to choices when I
was younger in school (not the healthiest choices, but it worked for me!).  

I would explain my condition to my teachers and friends by saying that my body
can't break down high amounts of protein, so I'm on a low protein diet and if I eat
too much of it, I can have a bunch of health problems as I get older. I eventually
just started telling everyone that I was vegan, because it was becoming more
popular and easier for people to understand, and if they kept prying, I would tell
them I had HCU and that's why I was eating mostly vegan. 

Victor (right) & his twin brother Vicente (left) 



Formula and medication weren’t too hard to manage, because my parents always
stayed on me and my twin brother take it, every day. I used to hate drinking the
formula as a kid, even with a bunch of orange tang to mask the flavor! As I got
older, I developed a different pallet and can drink the formula with no flavorings. It
does not taste good, but I'm used to the taste. After 34 years, you just deal with it! 

Growing up I enjoyed skateboarding, riding my bike, being outside and playing
hide and seek or tag with my neighborhood friends. Even a game of baseball
or tackle football was fun - we liked rough housing as kids. I loved playing
Nintendo and  PC games and I still enjoy gaming, especially playing
RuneScape. It's been 20 years now of playing that game off and on. 

As an adult, my disorder has never really affected my family.  My family has
always been very accommodating of my diet and at family functions, they’ve
always set aside a special meal for me and my brother to eat. 

My biggest challenge as an adult is
remembering to take or refill my
medications. My loving girlfriend helps
a lot now by reminding me to take my
medication or order more, so that I stay
on track with everything. To help me
keep track of medications, I will often
write things on a calendar or set alarms
on my phone. With time, it's getting
easier to manage everything. 

Another challenge that I’ve faced as an
adult was having lung surgery, and the
recovery that came with it.  I’ve been
dealing with Valley Fever for over 10
years now. Valley Fever is an infection
that’s caused by a fungus that grows in
the soil in the Southwestern US and it
attacks the lungs. There is no cure for it, just a control medication. When I was 22,



Being on a low protein diet is another challenge that having
HCU presents. Traveling is kind of hard, but I’ve learned to
just research local vegan dishes whenever I plan to travel,
and it works out. Speaking of the diet, I'm not always the
best at it. But, for the most part, I still drink my prescribed
formula and eat a vegan diet. I always check nutrition
labels when available and I stay away from all meats, fish,
and animal products. This has all helped me be able to
manage my condition through diet really well over the
years. I shop at Sprouts and Whole Foods often - you can
really find a wide range of products that are vegan and low
protein! It’s all about reading the nutrition labels. And I still
love eating the Cambrooke pastas! 

a lung doctor said I could stop taking the medication and my body would fight
on its own and I shouldn't get sick again. However, at 29, the infection came
back and had eaten away at my lungs. It put me in the hospital, and I almost
died. Doctors were not sure if my HCU had anything to do with my immune
system not being strong enough to fight it off or not.  After the surgery, my lung
also took over 3 months to heal, and because of my HCU, they were concerned
about the potential for blood clots. But here I am today, 5 years later, and
thankfully there have been no further complications, and my condition is stable.
That was a very difficult time, but it made me stronger mentally and physically,
and now I'm back in action riding my bike and going to Muay Thai, a style of
boxing that I enjoy, 3 times a week.  

You can really find a wide range
of products that are vegan and
low protein! It’s all about
reading the nutrition labels.



As a working adult, my HCU has been easy for me to manage. I'm an
HVAC-R technician, so I mostly work alone. I’ll pack a lunch or stop and
grab something at a local fast-food place, grocery store or gas station. My
close co-workers know about my condition, so they’ll ask me where I want
to eat if we meet up for lunch because they understand my dietary
restrictions. I like to keep my friendship circle small because I've always
kept to myself - I can count on two hands my friends who know about my
condition. The people who just know me or I consider my acquaintance just
think I'm vegan. 

My advice for anyone living with
classical HCU is to drink your
formula, take your medications,
and read nutrition labels! I can't
speak for everyone, but a vegan
diet has been working well for me.
I know everyone's body works
differently, so be safe when
experimenting with what diet works
best for you. And don't be scared
to live your life to the fullest! Go
out in the world and try new foods 

My hope for my future is just to live a healthy life and take care of my newborn
son, Dazai. I'm hopeful that one day I'll be able to take a medication that will
allow me to eat whatever I want without restrictions. I love food and traveling;
the world is big, and I've seen so much food I would love to try one day! But, until
then, I hope HCU gets more attention and support to find a cure or even
something to make it okay to intake more protein. 

To read Victor's story on our website, visit 
https://hcunetworkamerica.org/victor-arizona/

 that work within your diet or try a new activity! 
I've always lived my life saying you only live once, so I'm going to make the most out
of it. (Can you tell that I've always been the wild twin?). 

https://hcunetworkamerica.org/victor-arizona/




Externally led patient-focused drug development (EL-PFDD)
meetings bring together patients and care partners, FDA
representatives, pharmaceutical companies, doctors who are
experts in the particular disease, and other stakeholders. 

For the meeting on Classical HCU, the goal is to hear from
patients on what it's like to live with the condition so that we
can better understand the patient experience. This
information can help the FDA to make informed decisions on
approvals of potential medicines for Classical HCU, and
pharmaceutical companies to design clinical trials that are
meaningful for patients. 

UPCOMING EVENTS
Register now for our EL-PFDD meeting!

What is an EL-PFDD
meeting & what
does it mean for
our community?

 Click here to register for our EL-PFDD & our informational Community Meeting!

https://www.eventbrite.com/o/hcu-network-america-30163980100
https://hcunetworkamerica.org/patient-focused-drug-development-el-pfdd-meeting-on-classical-hcu/


UPCOMING EVENTS
Register:  https://hcunetworkamerica.org/virtual-meet-ups/

https://www.eventbrite.com/o/hcu-network-america-30163980100
https://hcunetworkamerica.org/virtual-meet-ups/


July 18th, 2:00 pm ET: Rare Across America General Training Webinar
July 25th, 2:00 pm ET: Share Your Story with Policymakers Webinar
July 27th, 2:00pm ET: Team Coordinator Training Webinar

Training webinars provided!

Click here to register!

https://everylifefoundation.org/rare-advocates/rare-across-america/


Click here to read the full article!

International Neonatal Screening Day was observed on
June 28, the birthday of Dr. Robert Guthrie, who pioneered
newborn screening.

Newborn Screening & HCU

https://www.cdc.gov/nceh/features/newbornscreening-program/index.html#print


Our Executive Director, Danae' Bartke, was featured in the June
Spotlight on Newborn Screening edition of Rare Revolution Magazine! 

Homocystinuria was added to the Recommended
Newborn Screening Panel (RUSP) in 2009, but
experts have estimated that up to 20-50% of B6
non-responsive HCU patients are missed by
current Newborn Screening approaches. 

Read the full article (on pgs 12-15) to learn more about 
HCU Network America's mission to improve Newborn
Screening for HCU!

Thank you to 
Rare Revolution
Magazine for
helping to bring
awareness to this
important issue!

Newborn Screening & HCU

https://edition.pagesuite-professional.co.uk/html5/reader/production/default.aspx?pubname=&edid=4f763e40-312d-4a12-9d9e-30287e783374


Now includes funding assistance for
medical formula AND low protein foods!









How do my miles translate to money raised?
After a racer is registered, they are set up with their own personal donation page. 
You can direct those who would like to donate to your race link.

Learn more or register at https://charity.pledgeit.org/HCURaceforResearch

SEPTEMBER 1-30, 2023
What is a virtual race?  How do you know how many miles I

completed?A virtual race is a race that can be walked,

ran, or biked from any location you choose.

 You can participate on the road, on the
trail, on the treadmill (or stationary bike),
at the gym or on the track (or even at

another race). You get to run your own race,

at your own pace, and time it yourself. You

do not have to complete the miles all at

once, in one day, or even a week. You can
use the entire month to complete the race.

Our preferred method to track your miles
is Strava. When you sign sign up it will
prompt you to connect. 
If you choose not to connect with Strava,
you can manually enter your miles.
Please log all your miles by 11:59 pm ET
September, 30, 2023

Per Individual: $30
Per Family (up to 4 - 1 mailing address): $75

Check out
our swag!

https://charity.pledgeit.org/HCURaceforResearch


#1 - Set a Goal

#2 - Recruit your Squad

#3 - Create your Training Plan

#4 - Plan the Perfect Route

SEPTEMBER 1-30, 2023

Learn more & register at https://charity.pledgeit.org/HCURaceforResearch

8 Tips for a Successful Virtual Race (Tips 1-4)

https://charity.pledgeit.org/HCURaceforResearch


Traveling this
summer?

Sign up with
iGive to and set
your charity to
HCU Network

America!

www.igive.com

http://www.igive.com/


We have travel resources! 

Click here to check out our travel & special edition topics!

https://hcunetworkamerica.org/special-edition-topics/


TThe Central Nervous System (brain)he Central Nervous System (brain)
Ocular (eyes)Ocular (eyes)
The Cardiovascular System (heart)The Cardiovascular System (heart)
The Skeletal System (bones)The Skeletal System (bones)

The Homocystinurias affect multipleThe Homocystinurias affect multiple
systems of the body!systems of the body!  
The most common areas of the body effected are:The most common areas of the body effected are:

But many patients experience symptoms outside of these areas!But many patients experience symptoms outside of these areas!  

Head to https://homocystinuria.rare-x.org/ to complete
the Health & Development & Quality of Life surveys!

Your quality of life matters!Your quality of life matters!
Having Homocsytinuria takes a toll on our mental and phyiscalHaving Homocsytinuria takes a toll on our mental and phyiscal


health, our our relationships, and finances. We need to hear fromhealth, our our relationships, and finances. We need to hear from


patients and caregivers to learn how to better support their needs.patients and caregivers to learn how to better support their needs.

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


Now Available!

Eton Cares can provide copay and financial support.

IMPORTANT SAFETY INFORMATION
Warnings and Precautions
Hypermethioninemia in Patients with CBS Deficiency: Betaine Anhydrous may worsen high methionine blood levels and 
accumulation of excess fluid in the brain has been reported. If you have been told you have CBS deficiency, your doctor 
will be monitoring your methionine blood levels to see if changes in your diet and dosage are necessary.

Adverse Reactions
Most common side effects were nausea and gastrointestinal distress, based on a survey of doctors. 
To report a suspected adverse event related to Betaine Anhydrous, contact Eton Pharmaceuticals, Inc. at 1-855-224-0233 
or the U.S. Food and Drug Administration (FDA) at http://www.fda.gov/MedWatch or call 1-800-FDA-1088.   

INDICATIONS AND USAGE
Betaine anhydrous for oral solution is indicated in children and adults for the treatment of homocystinuria to decrease 
high homocysteine blood levels. Homocystinuria is a rare genetic disorder in which there is an abnormal accumulation of 
the amino acid homocysteine in the blood and urine. The following are considered to be homocystinuria disorders:

• Cystathionine beta-synthase (CBS) deficiency

• 5,10-methylenetetrahydrofolate reductase (MTHFR) deficiency

• Cobalamin cofactor metabolism (cbl) defect
Please see enclosed Full Prescribing Information for more information.
†Cystadane is a registered trademark of Recordati Orphan Drugs SAS, not affiliated with Eton Pharmaceuticals.

Have your doctor complete the 
referral form to prescribe and enroll.

Click Here

*Restrictions, limitations, and/or eligibility requirements may apply. For patients who are not elibile for copay support or who
need additional financial assistance, Eton Cares can help connect you with alternative forms of medication coverage or provide
referrals to other possible sources of funding.

           Copay support

Eton Cares can help eligible,
commercially insured patients get their 
medication for as little as $0 per month*

           Financial support

Patients who do not have insurance and meet certain 
financial requirements may be eligible for additional 
financial support from our Patient Assistance Program*

Betaine Anhydrous  
for Oral Solution 180 gm

An AB rated Generic version of Cystadane® 
(betaine anhydrous for oral solution) with full 

patient support services you might expect from a Brand†

1402-v2

http://www.betaineus.com/HCP/referral


NOW ENROLLING
ACAPPELLA Study on 

Classical Homocystinuria

*Restrictions apply

MA-PE-22-0004. March 2023

Travere Therapeutics is enrolling children and adults with classical homocystinuria (HCU) 
in a ACAPPELLA Study. The goal is to learn more about classical HCU and the course of the 
disease. Information gained from this study may help to improve understanding of HCU and 
help other patients, families, healthcare providers, and researchers to design new clinical 
research studies and therapies. No investigational medicine will be given to participants.

Approximately 150 participants will take part at sites in the US, Europe, and other 
countries around the world. The study will include three key stages (screening, 
enrollment, and observational follow-up) and will last approximately 6.5 years.

You (or your child) may be eligible to participate in the ACAPPELLA Study if you:

• Have been diagnosed with HCU
• Are 1–65 years of age

You (or your child) will need to meet all other study criteria to take part in the 
ACAPPELLA Study.

You may be able to receive payment for time and travel when you participate in this study. 
Talk with your doctor and family members about joining the ACAPPELLA Study. 
Sites are open and currently enrolling participants.

For new participants, we now have an option for the study to come to you! (decentralized site). 
Please inquire to learn more.*

If you have any questions, please email: 

medinfo@travere.com

For more information, please scan the QR code 
or visit  www.hcuconnection.com

For additional information about the ACAPPELLA Study, please go to: 
https://www.clinicaltrials.gov/ct2/show/NCT02998710



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.) FOLLOW 

US

Live better, together!

No matter how far apart,
#HopeConnectsUs

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

https://www.facebook.com/HCUNetworkAmerica/
https://www.instagram.com/hcu_network_america/
https://twitter.com/HCUAmerica
https://www.youtube.com/channel/UCdYChYZ3uMTGIpM0rBkmyaw
https://www.linkedin.com/company/hcu-network-america

