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Introduction
Hi, my name is Sarah May. I am 16 years old and
I live in Kernersville, North Carolina! I am a
patient that is living with Classical
Homocystinuria. I was diagnosed at birth
through Newborn Screening, as a result of a
high methionine level. I am here today to tell
you about my life from beginning to up until
now, and how I live an everyday life with such a
unique and rare genetic condition. But before
we dive in, I want to thank my Metabolic
Geneticist and Nutritionist at the UNC Chapel
Hill Genetics clinic located in Raleigh,NC and of
course my family, who have been with me since
birth, helping me to navigate through the
hardships and find out who I really am. 
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The Beginning 
Like I said above, I was diagnosed with Classical Homocystinuria through
Newborn Screening. While I am sure that the news must have been scary for
my parents, we now know what a huge blessing it was to get a diagnosis at
birth. My parents had two children prior to me - my brother, Jackson (now 21)
and my sister, Emily (now 19), so the news that I had a rare disorder came as a
total surprise. My mom once told me this story which she now calls her
‘testimony’. She said that she was on a trip with my dad and she kept having
this sudden gut feeling that something was wrong with her pregnancy, so she
went and checked in with her doctor when they were back in town. The
doctors kept telling her that there was nothing wrong and that as far as they
could tell, I was a super healthy baby. But my mom knew deep down that
something just wasn't right. 



During the pregnancy, my parents
experienced a move to North Carolina
from where they originally lived in
Abingdon, Virginia. To make a long story
short, moving to North Carolina was what
my mom thinks of as god’s intervention,
because if we had not made that move,
my HCU would have not been detected
through newborn screening due to the
difference in newborn screening
between NC and VA.
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After I was born, I spent 6 weeks in the NICU and from there I was sent to the UNC
Chapel Hill clinic to be under the care of a geneticist. My mom was immediately
told to stop breastfeeding. She remembers saying to my doctor, “If you can just tell
me how to feed her and tell me what I can pack her for lunch on the first day of
kindergarten, I can figure this out.” After that appointment, boy did my parents
realize that they were in for a journey! Day by day my mom figured out new tactics
and ways for me to take my medications. Next up was dealing with toddlerhood
and then came the first day of big girl school! My mom felt that since I was young,
she was able to watch over me and make sure that my food looked like everyone
else's, made sure I fit in, and was eating the foods that were good for my diet. 

But, as elementary school approached, my
mom’s anxiety grew. She worried about me
feeling out of place or different than the
other kids around me. But, as always, we
got through this next phase of life as a
family. 

...if we had not made that move, my
HCU would have not been detected
through newborn screening due to

the difference in newborn
screening between NC and VA.
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I am forever grateful for the love
and support from my entire family,
for example my grandma. As an
infant my family (and baby me!)
had to travel to Chapel Hill for
appointments every three months,
and as I got older that turned into
every 6 months. My grandma was
there for every step of the way -
she never missed an appointment
and was always there to be my
mom’s backbone.  

Together, we entered into the
next phase of life, which brought
along with it many sports that
intrigued me! I am now a
teenager, and I think that this
phase has made my mom the
most anxious of them all. I say this
because after going through this
my whole life, I’m able to pick up 
figure things out, which means learning to care for myself, and I know that has been
very hard for her as a mother. It has been one long journey but we are here today
and I am so beyond proud and grateful to say I am healthy and I wouldn't be the
person I am without the help of my hardworking, fearless mom. 

   on things. In this phase she has had to let me   

Living with HCU 
As a small child, I never really struggled with negative feelings about my HCU. It
wasn’t until I entered elementary school and from there on that I began to notice it. 



At this point, all I wanted was to be like the other kids in my class. No other kid had
to take multiple medications, drink a formula (that doesn't smell great), or eat
certain foods that weren't “real”. I always asked my mom what was wrong with me,
because, of course, I didn't understand. I can remember having a conversation with
my mom one morning where I told her, “Mom, I can't wait to go to heaven so I don't
have to have this.”  

As my childhood went on, it really worsened through the grades where I was able to
better understand what was going on. I would sneak foods that weren't good for
me just so I could be “normal”. My geneticist always told me that it was normal to
have these feelings. It took a long time for me to really “get it”, but then it finally
stuck somehow. My biggest struggle has always been and still is, taking my formula
and betaine. They both have a really bitter taste and have a distinct smell. Other
kids would ask me “What is that?” or say things like “Ew! That stinks.” I had to learn
to accept the fact that HCU was a part of me, and this is the way life was going to
be.  

At about the age of 8 I started playing softball, and it has been a lifelong passion
from then on! Softball was almost a freedom to me; it made me feel normal. But I
always had to consider HCU along with playing sports whether it be taking my
formula before a game, or being careful with my bones because of being perhaps
more susceptible to osteoporosis. As I finished middle school and entered high
school, I was confident! It has been a long ride and is not something I would say has
been easy at all. Today, I’m a junior in high school. I know that as high school comes
to an end, I will be experiencing a 'new normal' with HCU as I’m sure I’ll have
changes in routine. But I am beyond ready to make these big life changes and
excited for what the future brings! 



My Successes 

I've been able to play the sport I love (softball) and in my last two high school
seasons, I’ve played in the North Carolina Softball State Championships! 

I’ve been able to stay grounded and be confident within my own body and
navigate through all life has thrown at me, including HCU of course! 

I have been recognized for being in the top 20 of my class for both freshman
and sophomore year, and hoping to continue on! 

I made the volleyball team at my high school and have played all three years. 

Finally, I won’t keep making a boring detailed list but… I have overall been
able to establish a routine to keep myself healthy, which includes making sure
that I am taking all of my medications. 

While reading this list of my successes, I hope the readers (of all ages) are able to
realize that they, too, can do this! Yes, there are going to be failures and hardships.
But I have always learned to keep my head held high and keep pushing forward. To
those of you struggling with the diagnosis of HCU and trying to live a ‘normal’ life
with it, the future holds great things for you, too. 



To all newly diagnosed HCU Patients 

There are many words of wisdom and lots of advice that I could give to all patients
having struggles with HCU. But here are just a couple that I can discuss in the little
space and time I have here. I will start off with advice that I can give to adults
parenting a child that has HCU: I encourage that you as a parent offer support
and guidance for your child. After all, it is as new to them as it is to you! I also
encourage you to try new things, make new foods, and find new recipes. The more
options, the better! Also, reach out. There are plenty of parents and children who
want to connect with others in the community, and this can make your journey a
little easier.  

Some advice I can give to children/teens and adults struggling with HCU is to
be confident first of all. You are no different than anyone around you! Stay in a
routine with your medication, make sure you are taking all of your formula and
betaine, or whatever it may be to stay healthy. Lastly, don't let HCU define you!
Find a hobby or sport that you love. For me, being active in sports that I love has
helped to keep my mind from focusing on what makes me different. 

Now I want to briefly talk about some things that have helped me to disguise
the taste of my formula and betaine. I have tried every single type of formula
there is and I find the one that works best for me is the HCU Express packets. I
mix three of those with warm water at night and stick it in the fridge. The next
morning, I mix in some Mio (water flavoring) which is strawberry-watermelon
flavored and it tastes just like juice. With my betaine, I take seven scoops twice
a day. I tend to mix it with ginger ale or anything fizzy to disguise the bitter
taste and that has worked very well for me also! Parents, if your child is taking
any pills and has a hard time swallowing them, my mom always mixed them in a
spoon of applesauce or pudding. As a child, I never knew the difference. These
are just a few suggestions that have worked great for me and might also work
well for you! 



Hope for the Future 
I have a great feeling about the future for HCU and the patients and families
involved. I have really enjoyed being able to experience going to conferences
where I can meet other people my age (also younger and older!) and hear about
their journeys. Hearing others’ perspectives has helped me as a patient because
it helps me feel at ease. I really encourage all patients and families, if possible,
to join us in these conferences where you can experience new information and
learn about new studies going on in the HCU world! These conferences are what
have given me hope. I hope in the future that there could be a cure; whether it
be a shot, gene therapy or any other option. Maybe not even a total cure, but
something that makes taking my medication easier or takes away some of the
bad taste from the betaine and the formula. I also hope that food distributors
can think about the money spent on these special foods because it is not cheap
at all compared to foods bought in grocery stores.  

One last thing that I hope for this community is that we can identify ALL cases of
HCU at birth, rather than some patients experiencing life threatening situations
for them to figure out they have this condition later on in life. The future is bright
for the HCU community, and it just continues to get brighter. Our community is
full of strong people, and is a place where there is no judgment. 

Stay Connected!
I encourage all families and patients to stay connected through the website or
social media pages. This can help you stay in contact with other patients, hear
about recent studies, discover new recipes and finally hear about events
occurring within the community! It has been a pleasure being able to share my
story personally with the community and I hope that after reading this I have
been able to help you or lead you through guidance for your journey also!
Always remember that we stand together and you are not alone. Thank you! 

To read Sarah's story on our website, visit 
https://hcunetworkamerica.org/patient-stories/sarah/

https://hcunetworkamerica.org/patient-stories/sarah/


I'll leave you with some
memorable moments with 
 friends that I've made through
HCU Network America!

~Sarah



THIS WEEK'S MENU



Each day has meals for <10 grams (g) of protein/day,
20-30 g. of protein/day, and 30-40 g. of protein/day.

Shopping List
Click each day to view the week long menu!

Breakfast: Egg & Cheese

Sandwich & Grapes 
Lunch: Greek Pasta Bowl

& Pear
Dinner: Mushroom Fajitas

Breakfast: Bagel w/cream

cheese & pear 
Lunch: Veggie Noodle

Soup w/crackers & sliced

kiwi

Breakfast: French Toast &

Banana
Lunch: Avocado Tomato &

Feta Sandwich
Dinner: Linguini w/Roasted

Veggies

Breakfast: Cookie Butter

Banana & Blueberries
Lunch: Grilled Cheese &

Tomato Soup
Dinner: Veggie Pot Pie & Salad

Breakfast: Nutella,

Strawberry & Blueberry Crepe

Dinner: Broccoli Cheddar

Soup, Sandwich & Dessert

Lunch: Veggie Nuggets

& Pretezel Sticks

Dinner: Make Your Own

Pizza

Disclaimer: This meal plan is intended to be a

foundation or guide to what meals could look like

on a low protein diet. It does not take into
account individual caloric, protein and formula

requirements, which are all patient-specific.

Please consult with your metabolic geneticist and

dietitian prior to making any significant dietary

changes or following any meal plans of which you

are unsure.
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FEBRUARY FUNDRAISING  EVENT:
CASUAL FOR A CAUSE

NEED HELP HOSTING A FUNDRAISER? EMAIL US - INFO@HCUNETWORKAMERICA.ORG

Encourage employees to dress down for a day or

even an entire week by requesting donations in


exchange for a day in their casual best.
 

Not sure where to start? No problem! We’ve created

several “Team Captain” materials to help you on your

way toward sponsoring a successful fundraiser. Take a

look at our customizable flyers, stock emails to inspire

participation, tracking sheets and more! 

View resources at:

https://hcunetworkamerica.org/casual-for-a-cause/

Itching to forgo the traditional slacks and skirts for a more relaxed look at the office? 

Take the lead in your company to sponsor a Casual Cause: Jeans Day to raise
funding for the resources and tools HCU Network America provides to the
Homocystinuria community!

https://hcunetworkamerica.org/casual-for-a-cause/
https://hcunetworkamerica.org/casual-for-a-cause/


FEBRUARY FUNDRAISING  

Grab your gear! https://www.bonfire.com/store/hcu-haberdashery/

Order by February 5 to receive in time for Rare Disease Day!

https://www.bonfire.com/store/hcu-haberdashery/


 New Resources

I understand the symptoms & complications
of homocystinuria if left untreated.

Let's help you Transition to Adulthood!

In December we debuted our new Transition to Adulthood, Milestones
Assessment Guide, and this month we are sharing some more resources to go
along with it! 

Click here to access our Transition to Adulthood guide & additional resources! 

These printable resources are designed to help you to better understand the
potential manifestations of your specific kind of HCU, if left untreated.

https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
https://2d3505.p3cdn1.secureserver.net/wp-content/uploads/2022/12/transition-chart-FINAL11.30.22.pdf
https://hcunetworkamerica.org/transition-to-adulthood/tools-and-resources/basics-of-homocystinuria/
https://hcunetworkamerica.org/transition-to-adulthood/tools-and-resources/basics-of-homocystinuria/
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https://hcunetworkamerica.org/transition-to-adulthood/tools-and-resources/basics-of-homocystinuria/


Click to learn about our 
          Back to Care mentor program

 Back to Care Program

With all of the challenges that managing HCU
presents, it's easy to stray away. But the good
news is...

Feeling like you need to hit the 'reset' button?

It's never too late to get back on track.

Click to access our 
Back to Care guide

I knew that I needed to take care
of ME so that I could have the
future that I didn't think I could
have before.

-Aimee from Maryland

https://2d3505.p3cdn1.secureserver.net/wp-content/uploads/2022/01/Back-to-Care-Guide-Final-January-2022-v-2.pdf
https://hcunetworkamerica.org/back-to-care-mentor-program/
https://hcunetworkamerica.org/back-to-care-mentor-program/


RESEARCH

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

It's more than just a hashtag - just look at this map!  

Be counted & Join the movement of hope! 
Help us to Shine a Light on HCU by sharing your experiences.

#HopeConnectsUs

It's the patients & caregivers from 26 US states & 14 countries who are

connecting our community with hope by participating in our 

Rare-X Data Collection Program! 

https://homocystinuria.rare-x.org/
https://twitter.com/hashtag/hope?src=hashtag_click
https://twitter.com/hashtag/HopeConnectsUs?src=hashtag_click
https://twitter.com/hashtag/hope?src=hashtag_click


Find all events at: https://www.eventbrite.com/o/hcu-network-america-30163980100

UPCOMING EVENTS

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


Find all events at: https://www.eventbrite.com/o/hcu-network-america-30163980100

UPCOMING EVENTS
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UPCOMING EVENT

Mark your calendars...
...for Rare Disease Day 2023!

Want to get involved but not sure where to start?

Click here to
download this fun
Rare Disease Day
activity calendar!

https://rarediseases.org/wp-content/uploads/2022/12/Rare-Disease-Day-Calendar-1.pdf


UPCOMING EVENT

Hosted by the Rare Disease Legislative Advocates (a program of the EveryLife
Foundation for Rare Diseases), the multi-day event brings together rare
disease advocates from across the country to make their voices heard by their
Members of Congress. Participants are educated on policy proposals
impacting the rare disease community and provided opportunities to
advocate for policy changes directly to their Members of Congress.
No matter one’s connection to rare disease or their advocacy experience
level, all are welcome.

Now in its 12th year, Rare Disease Week on Capitol Hill empowers and
inspires hundreds of advocates each year. The connections you make during
the week will impact rare disease patients for generations to come.

To learn more, and to register to attend visit: 
https://everylifefoundation.org/rare-advocates/rare-disease-week/

Planning to attend 
Rare Disease Day

events?

We'd love to connect you with others in our
community who will be attending!

Let us know! 

https://everylifefoundation.org/rare-advocates/rare-disease-week/


UPCOMING EVENT

Will you join us for NORD's 2023 Living Rare, Living Stronger Patient and Family
Forum on Saturday, May 6, 2023 in Washington, DC?

This patient and family-focused event provides an educational, immersive, and
connection-driven experience for all attendees. Hear real stories from our
community and gain practical knowledge to help you and your loved ones live your
best rare life.

Topics likely to include:
   • Finding and Living Your New Normal with a Rare Disease
   • Drug Development for Rare Diseases
   • Rare Breakthroughs: Now and On the Horizon

We are proud to offer free registration for patients and caregivers! This event
includes an opening reception, a full day of programming, breakfast, lunch, event
swag, and more.

For patient and caregivers needing travel & lodging assistance to attend, please
review the guidelines and apply here.
      *Registration should not be completed until you are notified of acceptance.

https://rarediseases.lt.acemlna.com/Prod/link-tracker?redirectUrl=aHR0cHMlM0ElMkYlMkZsaXZpbmdyYXJlLm9yZyUyRiUzRnV0bV9zb3VyY2UlM0RBY3RpdmVDYW1wYWlnbiUyNnV0bV9tZWRpdW0lM0RlbWFpbCUyNnV0bV9jb250ZW50JTNEUmVnaXN0ZXIlMkJOb3clMjUzQSUyQlRoZSUyQjIwMjMlMkJMaXZpbmclMkJSYXJlJTJCRm9ydW0lMkJhbmQlMkJSYXJlJTJCSW1wYWN0JTJCQXdhcmRzJTI2dXRtX2NhbXBhaWduJTNEMjAyMy0wMS0xN19MUkxTMjNfUmVnaXN0cmF0aW9uJTJCTm93JTJCT3Blbg==&sig=6TohKGHvRqjQi1arSLYuSQ7ipa4S9bjqc8cr2h72b2Yq&iat=1673972071&a=%7C%7C253547219%7C%7C&account=rarediseases%2Eactivehosted%2Ecom&email=pq%2Fc2nw6bmAygHNYPF5f5Wu2sIJV8dDhK%2F%2FR35lpUn0%3D&s=ea5a019bdde2b078c953d70d3e15876f&i=216A270A1A5802
https://livingrare.org/assistance-application/?utm_source=ActiveCampaign&utm_medium=email&utm_content=Register+Now%3A+The+2023+Living+Rare+Forum+and+Rare+Impact+Awards&utm_campaign=2023-01-17_LRLS23_Registration+Now+Open
https://rarediseases.lt.acemlna.com/Prod/link-tracker?redirectUrl=aHR0cHMlM0ElMkYlMkZsaXZpbmdyYXJlLm9yZyUyRmFzc2lzdGFuY2UtYXBwbGljYXRpb24lMkYlM0Z1dG1fc291cmNlJTNEQWN0aXZlQ2FtcGFpZ24lMjZ1dG1fbWVkaXVtJTNEZW1haWwlMjZ1dG1fY29udGVudCUzRFJlZ2lzdGVyJTJCTm93JTI1M0ElMkJUaGUlMkIyMDIzJTJCTGl2aW5nJTJCUmFyZSUyQkZvcnVtJTJCYW5kJTJCUmFyZSUyQkltcGFjdCUyQkF3YXJkcyUyNnV0bV9jYW1wYWlnbiUzRDIwMjMtMDEtMTdfTFJMUzIzX1JlZ2lzdHJhdGlvbiUyQk5vdyUyQk9wZW4=&sig=Fn7isg4A1xmowentDJgJTkpj1dn51Ut5T5HZnCa62C27&iat=1673972071&a=%7C%7C253547219%7C%7C&account=rarediseases%2Eactivehosted%2Ecom&email=pq%2Fc2nw6bmAygHNYPF5f5Wu2sIJV8dDhK%2F%2FR35lpUn0%3D&s=ea5a019bdde2b078c953d70d3e15876f&i=216A270A1A6511


UPCOMING EVENT

Click here to register for this free event!

https://dataentry.ibem-is.org/surveys/?s=AMAWNYH7DAFKP8EN


The HCU Network America 3rd
patient-expert conference was held
June 25-26, 2022, in Bethesda, MD. 
 Over 150 patients, parents, relatives,
medical professionals, researchers,
and industry reps from 26 states and
3 additional countries came together
to celebrate our Brave HCU Heroes!

CONFERENCE RECAP/REPORT

Check out our page dedicated to the 2022 conference! You'll find the
program, presentation summaries, videos, photo gallery, and MORE!

https://hcunetworkamerica.org/2022-conference/

https://hcunetworkamerica.org/2022-conference/


Attention friends in Canada! 
This message is for you.

https://canpku.org/

https://canpku.org/






Travere Therapeutics Provides Corporate Update and 2023 Outlook

In the Travere Therapeutics Corporate Update and 2023 Outlook, the company

provided the update below on their pegtibatinase program.  

Pegtibatinase (TVT-058) – HCU 
The Company continues to advance pegtibatinase, a novel investigational enzyme

replacement therapy with the potential to become the first diseasemodifying

therapy for people living with classical homocystinuria (HCU). Following positive

results from the first five cohorts of the ongoing Phase 1/2 COMPOSE Study, the

Company is evaluating pegtibatinase in a final cohort in the COMPOSE Study to

further inform its potential pivotal development program. In the fourth quarter of

2022, enrollment completed in the sixth and final cohort of the ongoing Phase 1/2

COMPOSE Study. The Company anticipates reporting additional data from

COMPOSE in mid-2023. In parallel with completing the final cohort in the

COMPOSE Study, the Company is preparing for the initiation of a pivotal Phase 3

clinical trial of pegtibatinase in patients with HCU in the second half of 2023.

To read the full press release, visit: https://bit.ly/3Zt6PwV

INDUSTRY NEWS

Synlogic Provides Corporate Update and Outlook for 2023

Synlogic Therapeutics announced that in addition to a Fast Track designation and

Orphan Drug Designation (ODD), SYNB1353 for HCU was also granted the Rare

Pediatric Disease Designation (RPDD). SYNB1353 is an engineered probiotic

designed to consume methionine in the gut to prevent absorption and conversion to

homocysteine. 

To read the full press release, visit: http://bit.ly/3HddfJu

https://bit.ly/3T9fMIv
http://bit.ly/3HddfJu


You could be eligible for a paid clinical study seeking to
help future generations managing homocystinuria.
To learn more, visit: http://bit.ly/3WUgYQS

http://bit.ly/3WUgYQS






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://bit.ly/3OJuF1W

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
https://bit.ly/3OJuF1W

