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All things Homocystinuria: patient stories, resources, research, events and more!




HCU HERO:

AZMAE FROM FLORIDA

It was April 15, 2016. A regular hot, humid, and summer-like feel of Florida's weather
and | was sitting waiting at my obstetrician's office to be seen. | was due for my
second checkup for the week because my due date was approaching. During this
time the doctor was becoming curious on whether my growing baby was small
simply due to its genetic makeup or perhaps due to a more serious cause. | was 36
weeks pregnant when | first heard the doctor mention the possibility of having a
uterine growth restriction, which can often indicate a number of things, one being
the possibility of a genetic disorder. This was my first pregnancy, and upon hearing
this news, | was feeling very anxious and hopeless. Although | couldn’t see what was
ahead of me, | knew | didnt want to listen to the “what ifs” and “could be”. And so,
more tests were performed, but they were inconclusive. | wanted to keep a positive
mindset, but | knew something was unfolding. | continued wishing and hoping for
the best; after all, I'm a firm believer that everything happens for a reason. | had
always wanted to be a mother and would dream about having my own family -
creating memories to talk and laugh about at family gatherings. This was the role
that | desired the most: to be called “mom”.

Working in the medical field has assisted me in gaining knowledge about a wide
range of scenarios and medical conditions. During the time of my pregnancy, | was
working in a pediatric extended daycare so, | was familiar with babies, toddlers,
and adolescent children with severe medical conditions. I've heard and witnessed
miraculous things, but regardless of the experiences I've had, nothing | knew
became relevant to how | was feeling and going through. | felt absentminded and
my vision seemed clouded. | believe depression was setting in - | felt so
discouraged. | thought | was doing everything “the right way”. | was eating healthily
and exercising regularly, and | just didn’t understand how this could be happening
now, so late into my pregnancy. | went to all my appointments and did all the
recommended tests. But regardless of all the obstacles | was encountering, |
wanted to remain calm for the sake of the baby that was still developing.



HCU HERO:

AZMAE FROM FLORIDA

Throughout my entire pregnancy, | kept the
gender of the baby a surprise; not even |
wanted to know until the day | gave birth. On
April 17th | was sent to Winnie Palmer Hospital in
Orlando, FL to begin induction. The baby was
not growing, and my amniotic fluid was too low.
On the 19th of April, at 12:57 am, weighing 5
pounds and 7 ounces, my beloved arrived, and |
named her Azmae.

At 3 1/2 weeks old, Azmae was diagnosed with a metabolic disorder called
homocystinuria with methylmalonic acidemia. This was recognized by the newborn
screening that was conducted at birth and confirmed again during her first
checkup with the pediatrician. Prior to being diagnosed, Azmae seemed very
lethargic. She appeared to be getting more yellow, as the days rolled by, she
wasn't nursing well or gaining weight. It was difficult for her to stay awake and the
little time that she was, she was mostly vomiting. For the first few weeks of life, |
would syringe-feed her breast milk. | would attempt to bottle-feed her but that
was mostly unsuccessful. During the first month of birth, we were mainly in the
hospital. When she was admitted into Nemours Children’s Hospital, she weighed 4
pounds and 2 ounces. She was diagnosed with infant jaundice around the same
time they confirmed her metabolic disorder. Even though being admitted to the
hospital helped Azmae establish the care she needed, she still wasn’t improving as
fast as the doctors wanted. It came to a point where | knew | was fighting against
statistics, and physiology. Due to her failure to thrive, the care team was
requesting her to have a gastrostomy tube. This tube would be inserted through
the wall of her abdomen directly into the stomach. Her medication and liquid food
would've been given through this internal nutrition. However, Azmae eventually
gained the weight she needed in order to be discharged from the hospital,
without the insertion of the G-tube.



As the months and years passed, testing and regular checkups from her doctors
became a norm for our everyday lifestyle. Her breast milk was fortified with a
high-calorie formula for about 3 months, which radically assisted in her weight
gain. Azmae was permitted into school at the age of 3. She has an IEP and a
504 plan established at school and that is evaluated and updated yearly. She
sees an occupational therapist, physical therapist, and speech therapist that
assist in improving her quality of life. She has a cardiovascular doctor, who sees
her once a year for her ventricular septal defect. She sees an ophthalmologist
every 6 months due to macular degeneration, and a neurologist for her
nocturnal seizures. Azmae is now a stable, functional, and thriving 7-year-old
and visits her geneticist yearly.



As a mother, my journey with my daughter who has
complex medical needs has brought with it all sorts
of emotions. Azmae has faced many health issues
that have made everyday life more difficult, but |
believe by providing love and support through it all,
has sustained her. Despite the constant visits to the
doctors and the hospital stays, my daughter has
always been resilient, showing strength beyond her
years. She has taught me more about strength,
courage, love and living a full life than any other
person. Challenges will always be presented
throughout our lives but with determination, | hope
one day she'll help inspire others to finish strong. As a
mother, it has been my role to help her develop the
resilience she needs to face the challenges that are
ahead. | want to instill in her that she is not weak and
that she can overcome anything she puts her mind
toward.

| believe in advocating for her needs, seeking
out resources and support, and encouraging
her to pursue her passion and dreams despite
the difficulties she has. Her daily battle has
taught me to remain consistent by ‘ ‘

encouraging me to stay strong. Most days she

is a very joyful, curious girl and some days she When I'm tired and

is worn out. When I'm tired and weak, her smile weak, her smile drives
drives my determination to pursue answers my determination to
and keep pushing. My goal is to engage with pursue answers and
those with the same genetic makeup. keep pushing.

Together we have a voice, and we can be

seen. ’ ’




In 2019, we were invited to the NIH (National Institute of Health) by Dr. Charles
P. Venditti and his genetic team to participate in a study of cobalamin C
deficiency. During this visit, we discussed her daily lifestyle and schedule. It
was suggested to us that we administer 30 mg per ml of hydroxocobalamin
daily. This helped tremendously with bringing her homocysteine levels to 28.
Although she is not on any special diet, the dietician at the NIH recommended

that we transition to a plant-based diet as she grows older.

Through our journey together, | have come to appreciate and truly understand
the power of perseverance. We've been able to overcome some of the most
difficult obstacles that life has thrown our way. Although Azmae is a tiny
human being, she is a brave free thinker and acts benevolently while remaining
assured. She is quick to forgive and always is the first to extend her hand to
help. This is how she displays her heroism every day, and this is why | call her
my hero.

To read Azmae's story on our website, visit



https://hcunetworkamerica.org/azmae/

Will YOU be our next HCU HERO?

Tell us: « What words of advice would you give to newly diagnosed
» How you or your child was diagnosed? families?
« How has HCU affected you, your family and relationships? « For other patient stories, visit:
« What are some of your successes with HCU https://hcunetworkamerica.org/patient-stories
» What are some of your challenges you have faced?
+» How have you overcome them? « Email your story to: info@hcunetworkamerica.org

Need help getting started?

Email LCarterehcunetworkamerica.org!




May 2023, HCU & You: Ask Methia

Dear Methiaq,
I need help explaning my HCU to my friends!

I am a 15-year-old with classical HCU. As | have gotten older, my friends have taken an interest in what | can
and cannot eat. It seems to puzzle them, and they ask me questions like “Why can you not eat what we are
eating?” or “What is that drink you are always drinking?”. | get a little embarrassed and am not sure what to say
to them! | do think they are asking out of genuine curiosity which makes me want to help them understand. But |
find myself saying “I have homocystinuria”, and they seem to look at me with confusion just based on the long
name!! It does sound pretty cool having more than my parents to talk about HCU stuff with, so | do want to tell

them. Where do | start7?!

Thanks!
Confused Kid

Dear Confused Kid,

It's great to hear that your friends are interested in learning more about you! Sounds like you have found some great
friends. It can be intimidating to explain HCU and the diet, and you are not alone! | am proud of you for wanting to
share and bring your friends along on your journey.

To begin, | would think about it as a process. You and your parents did not learn everything about HCU overnight,
and you also cannot expect your friends to understand it all after one conversation either. So, give them grace as
they learn from you! You can start with the basics:

1) What is HCU?
¢ Homocystinuria (HCU for short) is a genetic condition where your body is lacking in an enzyme, cystathionine-3-
synthase (CBS). As a result, your body cannot break down the amino acid methionine, which is found in proteins
that we eat. Depending on what science class you are in, you may be able to relate it to something you are or
have learned!

2) So what does that mean?
¢ [t means that you must limit the amount of protein that you eat, as eating too much protein will cause a toxin to
build in your body and make you sick. You can explain that you will not get sick like a cold or the flu, but if you
eat too much protein over time it can affect your vision, bones and joints, you have a higher risk for blood clots
and it could affect how you are able to learn. | always suggest modifying this for you specifically as it may be
different from someone else with HCU.

3) How did you get HCU?
¢ You inherited it from your parents. HCU is what we call in genetics, autosomal recessive, meaning that there is a
1in 4 chance to pass down the HCU gene to a baby when both mom and dad carry this gene. Since your
biological mom and dad both carried a gene for HCU when they conceived you, the genes came together and
you received 1 of these genes from each. This then resulted in you having HCU. You can go back to science
class, or even ask your teacher to review the Punnett square to see how it works!




May 2023, HCU & You: Ask Methia

4) I have never heard of it though, why is that?
* You are super rarel HCU occurs in about 1in 200,000-300,000 people in the world. Do not forget to remind your
friend how special you are. They likely already know this because of your many talents, but having HCU is a
superpower all in itself!!

5) So what CAN you eat?!
* A lot of things! But mostly fruits, vegetables, some breads and specialty foods. This topic could take a lifetime to
get through, and is very specific to each person with HCU. | would start with the foods you avoid and do not eat,
likely meat and other high protein foods, and then talk about what you like to eat most!

6) How do you grow if you do not eat much protein?
¢ Formula!! We can't forget about this! Your formula is super important and provides you the protein and vitamins

and minerals you need and cannot get without eating other high protein foods. You have basically been on a
special protein shake since you were born! If you do not drink this, your body will not get enough nutrition,
specifically “safe protein” (protein that does not have the amino acid, methionine, the one that your body cannot
break down) that helps you grow, learn, and get stronger! If they ask if they can try it, it will not hurt them, but
only a sip because you need that to be healthy! Also, it may taste strange to them, trying it for the first time.
Remember you have been on this for many years and have developed a taste for it, your friends have not. | am
sure there is a food that they eat that you may turn your nose up to!

These topics may be enough to get you and your friend started on the journey to learning and
understanding all there is to know about HCU. As you know there is so much to learn and it is a
process. There are many things that are specific to you that also may come up! Be patient with
yourself and your friend as you go along. Remind them that knowing everything about HCU is great,
but being able to support you is really what is most needed. They can help by learning to read a food
label or asking what you can and cannot have before getting food for a hang-out or event. They can
even remind you to drink your formula (sorry, had to!). | love that your friends are interested, and being
able to share this part of you with them is so important!

Sincerely,
Methia




Ingredients:

1 TBSP Butter

1/4 c Diced Raw Onions

3 clove(s) Garlic, minced

170 g Kale, frozen, thawed
125 g Violife Just Like Cream

Cheese Original

56 g Follow Your Heart
Parmesan Style Shredded

2 oz. Violife Just Like
Mozzarella Shreds

4 fl.oz. Rice milk

170 g Spinach, frozen, thawed

and excess water squeezed
out

Directions:

1. In a medium skillet over medium heat, melt the

butter. Once heated, add the onions and sauté until
translucent and aromatic. Add the garlic and sauté
for another minute. Next add the kale and sauté for
about two minutes. This will allow the kale to soften.

2. Now add the cream cheese and rice milk. Continue
to cook over medium heat, stirring occasionally until
the cream cheese has melted and is creamy. Add the
cheeses and stir until melted and creamy. If too thick,
add a little more rice milk. Add the spinach and stir
well. Season as needed with salt and pepper. Serve
immediately.




CUMBERLINK.COM

'Nothing but positive': Mechanicsburg's Will Hummel
overcomes limitations of HCU to produce on pitching mound

Christian Eby
Apr 5, 2023 Updated Apr 7, 2023

Mechanicsburg starting pitcher Will Hummel could see and feel the changes after adding 35 pounds
of weight since the end of the 2022 baseball season.

An offseason bulk is standard for a high school athlete looking to take a step forward in the next
season. Muscle mass can help improve strength and durability, and in Hummel's case, it's changed
the way he can throw a baseball.

But Hummel's process in gaining that muscle, and the precautions taken throughout, were unique.
At two weeks old, Hummel was diagnosed homocystinuria, a rare but potentially serious inherited
condition where the body can’t process the amino acid methionine. In an effort to avoid severe
symptoms, Hummel abstains from high-protein foods like meat and dairy and sticks to a specific,
low-protein diet.

Hummel struggled with maintaining weight throughout his life, but through his offseason training
and finding ways to get extra calories into his diet, Hummel said his mindset changed entering this

spring.

Click_here to continue reading

Thank you to The Sentinel for allowing us to share this publication.


https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
https://cumberlink.com/sports/high-school/baseball/nothing-but-positive-mechanicsburgs-will-hummel-overcomes-limitations-of-hcu-to-produce-on-pitching-mound/article_dab2b504-d17a-11ed-a9eb-eba7591704a5.html
https://cumberlink.com/users/profile/Christian%20Eby

CLASSICAL HOMOCYSTINURIA
MEDICAL ASSISTANCE PROGRAM

>
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 MEDICA[

rare diagnosis even harder. ASSISTANGCE

NORD's Classical HCU Medical Assistance Program offers eligible
individuals diagnosed with Classical Homocystinuria financial support
to pay for the low protein foods necessary in managing this HCU
diagnosis.

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

Who is eligible to apply? NORD is Here for You

This program is designed to help patients who: NORD, a 501(c)(3) organization, is a patient

« 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 e
utility bill showing the patient’s name and address. serve them. NORD, along with its more than 300

+ Meet the program's financial eligibility criteria. patient organization members, is committed to
the identification, treatment, and cure of rare

advocacy organization dedicated to individuals
with rare diseases and the organizations that

disorders through programs of education,
advocacy, research, and patient services.

What is the application process? NORD was founded by families struggling to

Patie'nts mayrbe referred to the program by their health care obtain access to treatments and whose
provider, their case managers, or they may self-refer.

advocacy for change led to the passage of the
Orphan Drug Act in 1983. NORD assists eligible

A NORD Patient Services Representative will guide the
applicant through the application process and verify

eligibility for inclusion in the HCU Program. patients (those with medical and financial

Awards are based on meeting eligibility criteria, funding needs) in affording the treatments and medical

availability, and are made on a first-come, first serve basis. services their healthcare professionals have
prescribed.

Alone we are rare. Together we are strong.®




How do | 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
Al DL hat happens if an applicant does not meet the

SD!:,:EE?; 'Ef ‘5:';‘1‘3 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.

What assistance does NORD provide?
NORD's program can assist eligible individuals with the
expense of purchasing low protein foods:

+ The Classical HCU Medical Assistance Program assists How does NORD demonstrate compliance with

eligible individuals with out-of-pocket costs to purchase regulatinns required of charities?
low protein foods. Individuals approved for assistance in :

this program will be issued a PEX card. The PEX card is a + NORD independently designs its patient assistance
prepaid expense card to be used for the purchase of low programs based on the needs of specific patient
protein foods only. communities.
« Upon receipt of the card, the cardholder will contact NORD to + No pharmaceutical company or donor controls or
request card activation. The card will be funded based on influences our programs.
program award caps set for the program (this cap will be « Qur patient assistance decisions are based on consistently
discussed with individuals upon enrollment in the program.. applied financial eligibility criteria and diagnosis only.
> It is necessary for the individual to submit receipts on a - Patients have their choice of health care provider,
monthly basis evidencing card utilization for the treatment and treatment location, and can make changes
purchase of low protein foods for the previous month. at any time.
> Funds will not be added to the card until the previous - Patients’ privacy and well-being are priorities at NORD. We
month’s receipts have been received by NORD. do not share or provide patient names or data with donors,
> The card may only be utilized for the purchase of low nor do we disclose or identify donors to patients. Patients
protein foods up to the monthly program limit. are able to make the choices that are best for them

because NORD's assistance covers all FDA-approved
: : . i products available for a diagnosis. Our programs also help

Once a patient is accepted into thE assistance with more than medication: patients can use their funds to
program[s] how Iung are thEY E|Ig|b|E? pay for other physician prescribed services related to their
diagnosis, such as laboratory and diagnostic testing,
physical and occupational therapy, durable medical and
Patients are encouraged to reapply annually if continued adaptive equipment, and travel to medical appointments.
assistance is needed.

Awards are issued for a calendar year.

Program assistance is dependent on funding availability.

..‘.-,‘ =~ NORD

©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 H
for this and other programs may be made by contacting NORD at rarediseases.org, NRD-2131 ra I‘Bd ISEﬂSBSMg




Dear HCU Community, a‘eglea

It is with much sadness and disappointment that | share Aeglea is halting
all work for Classical Homocystinuria. You may have seen our press
release stating our Phase 1/2 study in Classical Homocystinuria did not
provide the data expected based on earlier results and is not sufficient to
discuss a potential Phase 3 study with regulators. Given this situation, we
do not have enough money at Aeglea to be able to fund the subsequent
work and therefore we're looking for strategic alternatives. Ideally, we are
looking for alternatives with companies having the resources the focus,
and a shared goal of bringing these therapies to the broader HCU
community.

| am forever grateful to all the patients, caregivers, and physicians that so
generously shared of themselves and supported our efforts. | am hopeful
the other treatments in development continue to advance quickly towards
approval to provide many treatment options for this underserved
community.

-Tricia Sterling, VP, Patient Affairs

To view the press release from Aegleaq, visit: https://bit.ly/3UASAEq



https://bit.ly/3UASAEa

New Resources

Let's help you Transition to Adulthood!

We're adding more resources to supplement our Transition to Adulthood milestones guide!

Medications and Medical Nutrition

@ | have a general understanding of CLICK HERE

what foods are safe for me to eat.
to download this resource

Cauliflower, Mushrooms,
tomatoes, okra, broccoli, avocado,
leeks, pumpkin, corn, potatoes, peas,
beets, melons, asparagus, kale, rice
green beans,

Ty,

Spaghetti squash, celery, Meat, fish, poultry,

hefbs, 3pp|e3, carrots, soy] TDfU. nu‘tsi

LT N seeds, most meat

strawberries, pineapple, L

watermelon, herbs, Substitutes
butter

Foods shown in the green sections are generally lower in protein per serving. These are
great foods to have readily available in case you're hungry and need something low to fill
up on.

Foods in yellow tend to have a higher amount of protein in them and should be carefully
measured and eaten in moderation. Foods in this section can vary greatly in grams of
protein per serving so always be sure to weigh or measure your servings.

Foods in red should basically be avoided if possible. They are very high in protein and
could cause your homocysteine level to rise if added to your daily food intake.

Notes: The protein count will differ for foods when they're cooked, from when they are
raw. Think about a baked potato vs potato chips. Brands can also vary.

Ask your dietitian how you should handle fruit and vegetable juices, as some may be
higher, despite the item themselves being in the green zone.

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


https://2d3505.p3cdn1.secureserver.net/wp-content/uploads/2023/03/MEDICA1.png
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
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New Resources

Let's help you Transition to Adulthood!

Medications and Medical Nutrition

@ | can read a nutrition label.

Click video to watch! _}’

A very special 'Thank you!' to Gabbi, Chloe and Brendan for
creating this amazing resource for our community!

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


https://www.youtube.com/watch?v=9NFvL48W1B8
https://hcunetworkamerica.org/transition-to-adulthood/tools-and-resources/medications-medical-nutrition/#ac_8580_collapse2
https://hcunetworkamerica.org/transition-to-adulthood/tools-and-resources/medications-medical-nutrition/#ac_8580_collapse2
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
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New Resources

Let's help you Transition to Adulthood!

Medications and Medical Nutrition

@ | can give myself an injection.
CLICK HERE
@ | know how to prepare my injection.

to download this resource

Subcutaneous
Injection

Delivers medication into
the layer of fat under the

Location skin
J’. ¢ “l’ Consistent absorption
p
P into bloodstream
Absorption
¥ Less painful, easier self
W administration, improved
ﬁ quality of life
Advantages

Volume limitations, tissue
damage, localized
reactions

Disadvantages

‘*\ b= 2y
& ae

Injection Sites l 'I‘ .h:h ' ' '

*consult your physician before changing any aspedect of you

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


https://2d3505.p3cdn1.secureserver.net/wp-content/uploads/2023/04/Injection-Options-2023-03-14-16_54_37-768x960.png
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
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ON SALE 5/11

MULTIPLE BASKETS
BASKET RAFFLE & LIVE STREAM TO CHOOSE FROM

May 18,2023 | 5 pm ET
BONUS RAFFLE FOR ALL DONATIONS
OR TICKET SALES OVER $100!

Benefiting

HCU Network America's conference
scholarship fund.

HTTPS://BIT.LY/HCURAFFLE2023


https://bit.ly/HCURaffle2023
https://bit.ly/HCURaffle2023
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Classical HCU Community
Virtual Meet-up

Online meet-ups are an opportunity for patients
impacted by classical homoacystinuria to connect
with ane anather virtually,

Sunday, May 7, 2023 e
4 pm BT | 7 pm ET % NETWORK

L HCU

AMIRITA

Meet your teen leader: Landon

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

Classical HCU Parent-Caregiver Meetup

Parents, Grandparents, and Caregivers of "kids" of all ages with classical HCU need support too!
Sunday, May 21, 2023 | 4 pm PT /7 pm ET farHEU

Meet your meeting facilitatord

Dadaleite 4o pardear wieh Claddieal Mommaeyddinmiuria diggpnoded tiroogh e Naaborm
Serecning Progrom im Mew York Cing, She reddded in Wirrer Park, FL witls fer Busbasd
Iewtiig, 3 dodmd ead 3 dogd. Theamilidly, hawdag 180 M abl 4 hresierd ad ol eeperiamded
- : mindmal negatives and mutiithedes of positives, Deniele conees from o harge fomify ihaf
FOMVOS OF a6 @MEzing supeert s fom wirch con finwously foeds er passion of sarvaenf
leadership amongsi the WO comeirnife, Denlelte i excltad io land her experience ox o
pa fheiie, Iraasler, foodle, and Marmiag ard devalopament profesdianal withia e “big 5=
Freiph care ompanied e promeoie thal iving wins a rare dieade winlle sfminirane ooy

b o Il g ddiedEdd A poind padidand l4 posdibie.

Meet your meeting facilitator:
Brittary Parke lives in the Denver suburbs of Celorade with her husband, Robert and three children, Alexis, Riley, and

&' Grayson_ While their family is just beginning the journey with Graysan who was diagnased with Cbl G, they have bean
invalved in the rare diseases community since the birth and death of their son Drew in 201 1. Brittany loves ta read, run

and spend time putside with her family.



https://hcunetworkamerica.org/virtual-meet-ups/
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LOw PROTEIN
(OOKING CLASS

Juse 4] Tanee- 2 et EDT
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| e |

G\I-UTRILIA

Lophlex'LQ

WMeet Danielle’

Danielle is an adult with Homaocystinuria who
was diagnosed at birth through newborn
screening. She is an active woman who balances
work, life and self-care to live life to the fullest!
Danielle understands the importance of formula
and doesn't let HCU slow her down.

., JOIN
- €2 NUTRICIA

© CONNECT

Stay Connected with Nutricia

[Brought to you by Nuiricia North America.
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https://hcunetworkamerica.org/virtual-meet-ups/
https://www.eventbrite.com/o/hcu-network-america-30163980100

SURVEY PARTICIPANTS NEEDED!

Attention patients & caregivers of Classical HCU,
Cobalamin Disorders, & Severe MTHFR)

You are invited!

Petri Bio is working on a potential solution for HCU. We
are trying to better understand the specific needs of
those with HCU and the families that care for them.
Please click through this 1-min survey to provide

your feedback and join the sign-up list

for our future products!

you can also scan -
the QR code to join

\/_
W Click here to take the brietf survey!



https://form.typeform.com/to/KrxKoq24

MAY FUNDRAISING REMINDER

Did you submit for your
Employers Corporate Matching Gifts Program?

What are Matching Gifts? How Do | Find out if my Employer has a
Corporate matching gifts are a type of gift giving in Corporate Matching Gifts Program?
which companies financially match donations that Your company website or websites such as
their employees make to nonprofit organizations. doublethedonation.com make it easy for you to
When an employee makes a donation, they need search and see if your employer takes part in
to request the matching gift from the employer, corporate matching gifts. If you can't find it online,
who then makes their own donation. Companies please consult with your employee handbook, HR
usually match at a 1:1 ratio, but some will match rep or manager to find out.
1:20r2:1.

How Do | Request my Donation is Matched by
Why are Corporate Matching Gifts Valuable? my Employer?
Corporate matching gifts are valuable because 1. The donor completes their donation
they are free money for your nonprofit of choice, 2. The donor submits matching gift request
HCU Network America! Your donation has double 3. Company reviews donation and nonprofit
the power without you having to give double the eligibility and reaches out to nonprofit
amount. 4. Nonprofit verifies the donation was made

5. If eligible, the nonprofit will receive the
matching gifts request!
Does HCU Network America Really Benefit?
If corporate matching gifts weren't valuable, we
wouldn't be sending this letter. In 2022 we
received approximately $45,000 in corporate

matching gifts! Company Match Ratio
General Electric 1:1
BP (British Petroleum) 1:1

Top Matching Gift Companies

How Does this Benefit my Employer? . Gap Corporation 1-1
Companies of all sizes match donations their * CexonMobil 3:1
employees make to nonprofits because it's an * CarMax 11
easy Way.fpr them to SUppOI’j[ good vvork |h.the|r * Johnson & Johnson 2:1
communities. Corporate Social Responsibility * Microsoft 1:1
(CSR), is an important factor in how the public ®* Dbfizer 11
perceives brands and companies these days. * Coca-Cola 21

* Avon 2:1
Corporate matching gifts are an efficient and * BM 11
straightforward way for companies to build .

And many, many more!
relationships with charities.

Did you know some companies will match
donations from their retired employees?



RESEARCH

Our Rare-X Data Collection program continues to grow!

LET' CELEBRATE

We've recently added 5 patients in 3 new states & 1 new country!
We are officially have representation on all inhabited continents!!!
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SHINE A LIGHT ON HCU

71 PATIENTS FROM 29 US STATES, 16 COUNTRIES, AND COUNTING

ﬁ’ i Join the global movement & Be Counted!

#AHCU HOMOCYSTINURIAS
PYIEme  DATA COLLECTION PROGRAM RARE



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

HOMOCYSTINURIAS
DATA COLLECTION PROGRAM

The Dlgestlve System Survey

""'She vomited a lot and was on 13 different formulas before
diagnosis. I had a feeling that she had reflux due to all the
vomiting. Her doctor ordered an Upper GI test, and it was
confirmed that she did have reflux. Medications were not
helping, and I had a mother's instinct that something was
wrong."

- Misty, Mother to Sienna - MMA w/ HCU Coabalamin C

Complete the Survey
homocystinuria.rare-x.org



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

May 3rd, 7.00 - 8.30pm ET

VIRTUAL WELLNESS
Supporting Psychological Well-being:

Strategies for Success

£ “Y KENDRA
2% 2} ). BJORAKER
&b CAMBROOKE i 3k PH.D., L.P.


https://www.cambrooke.com/blog/2023/03/virtual-wellness-event/

This spring, Cambrooke is -
supporting the HCU Community \ -
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Call Customer Service at 866 456 9776, option #2, for assistance
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Where will you drink your
HCU Lophlex® LQ?
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https://www.nutriciametabolics.com/shop/samples
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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.

For additional information about the ACAPPELLA Study, please go to:

https://www.clinicaltrials.gov/ct2/show/NCT02998710

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

*Restrictions apply ,
MA-PE-22-0004. March 2023 @ TH ERAPEUTICS



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

What will this information be used for? US
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 youl!

How do | 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/30JuFIW



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



