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HCU Hero: Matthew From The UK

Matthew was born in February 2012.

Like any parents, my wife and | were excited about the
future. We looked forward to watching our little boy
grow, learn and experience the world around him. But as
the months passed, we began to realize that Matthew
wasn't reaching the developmental milestones that other
children his age were achieving.

We were initially told that he had a global developmental
delay. As time went on, we were also told that he
showed autistic traits. We accepted those explanations,
but deep down we felt there was something more. Over
the next few years,

Matthew underwent numerous investigations. He had brain scans, blood tests, urine tests and
countless hospital appointments. Time after time we were told that the results were normal, yet
we still didn't have an explanation for why our little boy was struggling so much.

What we didn't know at the time was that Matthew had been born before homocystinuria was
included in England's newborn heel prick screening program. Matthew was born in February 2012,
and screening for homocystinuria (HCU) was not introduced until January 2015. This meant that he
was never screened for HCU at birth through the national newborn blood spot program.




HCU Hero: Matthew From The UK

When Matthew was seven years old, everything changed. He was finally tested for a rare inherited
metabolic disorder called homocystinuria, or HCU. The result came back positive. By the time
Matthew received his diagnosis, the condition had already had a significant impact on his
development. He had become severely learning disabled and struggled with excessive drooling,
despite many attempts to manage the symptom. Looking back, it was heartbreaking to realize that
the underlying cause had remained undetected for so many years.

Following his diagnosis, Matthew was started on
pyridoxine, also known as vitamin B6. Thankfully, he
responded well to the treatment, meaning he has
pyridoxine-responsive HCU. He also began a specialist
low-protein diet and metabolic treatment, which
continues to play an important role in managing his
condition today.

Around this time, doctors had also considered testing
Matthew for another rare genetic condition,
neurofibromatosis type 1 (NF1). However, because he
had already been diagnosed with homocystinuria, and
because the coexistence of both conditions is

exceptionally rare, further testing did not initially go
ahead.



HCU Hero: Matthew From The UK

Two years later, when Matthew was nine years old, genetic testing was finally carried out. The
results confirmed that he also had neurofibromatosis type 1. Wanting to better understand
everything Matthew had been through, | requested copies of all his medical records. As | read
through them, | found several inconsistencies and findings that raised important questions.

One of Matthew's earlier brain MRI reports described changes that included findings consistent
with a previous infarction. | also found documentation showing that some of his blood and urine
samples had deteriorated during transport because they had not been handled under the
recommended conditions. In some cases, samples took more than seven days to reach the
laboratory before testing. From what | could see within the records, some of those samples were
not repeated after they had deteriorated. As parents, reading those records was incredibly difficult.

We will never know exactly what difference an earlier
diagnosis might have made to Matthew's life, and it
would be wrong to speculate. However, we do know that
early diagnosis and treatment of homocystinuria can
significantly improve outcomes for many children. Like
any parent, you cannot help but wonder what might
have been different if those answers had come sooner.

Matthew's story is not about blame. It is about
awareness. It is about recognizing that rare diseases do
exist, that parents know their children better than
anyone, and that sometimes the rarest diagnoses need
to be considered. It is about the importance of early
diagnosis, appropriate testing, and ensuring that no
family spends years searching for answers if those
answers can be found sooner.

Although Matthew's journey has been incredibly challenging, it has also given our family a purpose.
His diagnosis inspired both me and my wife to become advocates for children and families living
with rare diseases, particularly homocystinuria, neurofibromatosis type 1 and autism.



HCU Hero: Matthew From The UK

We created Special Needs Parents UK, with Facebook and Instagram communities dedicated to
raising awareness, sharing information and supporting families who may be facing similar
challenges. | am also active on TikTok and YouTube, where | regularly create videos about
Matthew's journey, life as a special needs parent, rare disease awareness, and the everyday
realities of caring for a child with complex needs. Our hope is simple: that by sharing our
experiences, we can help another family feel less alone, encourage earlier diagnosis, and raise
awareness of conditions that so many people have never heard of.

Everything we do is because of Matthew. He is the reason we continue to speak out, create
content, and advocate for greater awareness. If his story helps even one child receive an earlier
diagnosis, one parent trust their instincts, or one family find hope during difficult times, then
sharing it has been worthwhile. This is Matthew's story. But it is also a story shared by countless

families living with rare diseases.

fL /] Our message is simple.
Never stop asking questions.
Never stop believing your instincts as a parent.

And never underestimate the power that sharing one
child's story can have in changing the lives of others.

| genuinely believe this is a story that deserves to be

~ heard. It has the potential to raise awareness not only of
HCU and NF1, but also of the importance of newborn
screening, listening to families, and recognizing rare
diseases earlier. | hope it helps many other parents and
children in the years ahead.
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September Is

Newborn Screening Awareness Month!

NEWBORN
SCREENING

at a glance

NBS is a public health program that sereens

What started as a PKU heel- nowboir Forisesiows butitrestalile Kool

conditions.
prick blood test developed by Eckly otecHohend tinehy e tinent can
help prevent serious complications, such as
Dr. Robert Guthrie (WhOSE SRR
own niece had PKU!) in 1960 e e Aot g
has evolved into the robust
‘ blood test

system we know today.

G o For the bload test, a healtheare
2/?) hearing screen provider pricks the baby's heal o
collect a few drops of blood, which
are then placed on a special paper and
n sent to a lab for testing. The bloed test
‘b, heart screen can detect certain genetic, metabaolic,
hermonal, and functional disorders

Check out our ‘Newborn
Screening at a Glance’ K o scrsening fael s cuicut oF)

of a particular cendition, but it does
not confirm a diagnosis. Further

infographic to learn GogrosicTesing oot
more!

has the condition.

These differences include the specific
conditions tested, the policies for follow-up,
and the methods used.

While most states screen for the majority of the RUSP* conditions, some
states choose to screen for additional conditions not included in the RUSP.
onversely, some states may not screen for all RUSP conditions due to
ious factors like cost, infrastructure, or prevalence in the population.

= Recommended Uniform Screening Panel; o list of conditions that the LS.
Department of Health and Human Services (HHS) recommends for inclusion in state
newborn screening programs. The RUSP serves as a guideline for states to determine which
canditions should be part of their newborn sereening panels.

Continued investment in our Newborn

CIiCk here to download & Share! Screening programs ensures that all babies

have the best possible start in life.


https://2d3505.p3cdn1.secureserver.net/wp-content/uploads/2024/08/Newborn-Screening-at-a-Glance-Infographic-410x1024.png
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50%

The approximate number of
babies with Classical HCU that
are missed at Newborn
Screening (however, some
reports suggest up to B0% are
missed.)

The RUSP is a list of disorders that
the Secretary of the Department
of Health & Human Services
recommends for states to screen
as part of their state universal
newborn screaning programs.

ii Disorders on the RUSP are chosen
based on evidence that supports
the potential net benefit of
screaning, the ability of states to
screen for the disorder, and the
availability of effective treatments.

The RUSP

(Recommended Uniform Screening Panel)

&

50

The number of states that screen for
classical homocystinuria. Classical HCU
was added to the RUSP (Recmmendad
Uniform Screening Funel] in 2007, thanks
to the Newborn Screening Saves Lives Act,

i Each state ultimately determines
i what disorders its NBS program
will screen for.

ii Most states screen for the
majority of disorders on the RUSP
& some states also screen for
additional disorders.

ii Massachusetts was the first to
adopt HCU newborn screening - in
19681 By 2009, all 50 states were
screaning for HCU.

Fittps:f/wwn. hrsa gow/advisory-committees/heritable-disordersirusp

Current Screening
Method for classical
HCU & its limitations

Elliott's classical HCU was
missed at newborn
screening because his
methionine level was not
yet elevated anough to
receive a positive screen.
His level was 44 and to
receive a positive screen
in South Caroling, it must
be 65.

=Liz Carter, mom of Elliatt,
diagnoted with claszical
HCU at age 2 1/2

Cobalamin Disorders & Severe MTHFR

In 2023 the CDC came up with a Ist tier multi-plex approach

ined in rders

that would allow total homecysteine to be the primary marker

in screening for Homocystinuria.

The goal? A more accurate screen, and identifying all babies

with homoeystinuria at birth.

Y.

Newborn Screening Awareness Month!

VLY

Click here to
download &
share!



https://hcunetworkamerica.org/newborn-screening/hcu-nbs-infographics/
https://hcunetworkamerica.org/newborn-screening/hcu-nbs-infographics/
https://hcunetworkamerica.org/newborn-screening/hcu-nbs-infographics/
https://hcunetworkamerica.org/newborn-screening/hcu-nbs-infographics/

Hear From Our Community

£ History of
aiWHomocystinuria

| Newborn Screening
| with HCU Pioneer,
Dr. Harvey Levy

HCU Network America Vice President
Mark Lewis interviews the world-
renowned Dr. Harvey Levy about his

involvement and the history of
newborn screening for the
Homocystinurias.

@ Click to watch

CDC Newborn
Screening:
“Homeward Bound”

Liz, the mom of a child with
homocystinuria who was missed by
Newborn Screening, shares her
family’s story.

@ Click to watch g

0

/


https://youtu.be/HIPudqTvVxQ?si=LUOVwNnLg_B4SpIs
https://www.youtube.com/watch?v=qoh-Co13j2o
https://youtu.be/HIPudqTvVxQ?si=LUOVwNnLg_B4SpIs
https://www.youtube.com/watch?v=qoh-Co13j2o

How Can I Get Involved?

- Eﬁe Advocate for Change!

7

Share your
newborn
screening

Sign our
petition to

experience show your

with HCU

Network

America
eunE

g-j VOCacy 11pPsS, ITICKS eas

’ Share one (or both!) of our infographics, [along with something about your newborn
screening story if you’d like], to social media during the month of September!

support for
NBS
revisions

. Don’t want to create your own posts for social media? That’s ok! Keep an eye on HCU
Network America’s posts and share them!

. Check out Baby’s First Test NBS Awareness Social Media Toolkit! It’s got some ready-made
posts and graphics that you can use!

v

Use the hashtags: #NewbornScreening & #2025NBS to give your posts more visibility!

. Not a social media person? No worries! Make it a point to tell someone (a friend, teacher,
coworker, doctor, or even the barista at your coffee shop!) that September is Newborn
Screening Awareness Month and share a little bit with them about your (or your child’s)
newborn screening story.


https://www.babysfirsttest.org/newborn-screening/2024-newborn-screening-awareness-month

Awareness Month is

/ There are many ways that you can participate in
HCU Awareness Month.

Not only do fundraisers
raise vital funds to help us
support the Homocystinuria

One way is bj

l’\O S'tl r\9 a community, they spread
O{ : [ awareness of the
fun raiser. Homocystinurias and the

challenges of living with the

conditions.
Not sure how to get
started?
Let our Fundraising Click here for a list
committee help! of additional
] HCU Awareness
Email o
info@HCUnetworkamerica.org and Fundraising

Event Ideas!



https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/
https://hcunetworkamerica.org/fundraising/

Upcoming Events

226

NEWBORN SCREENING BOOTCAMP

Empowering Advocates to Advance Life-Saving Screening

September 24, 2026

Learn about and discuss developments in
newborn screening with experts and
patient advocates currently navigating the
newborn screening process.

Register Now!

S -
(&) Expecting Health EVERYLIFE



https://everylifefoundation.org/newborn-screening-take-action/newborn-screening-bootcamp/

READY, SET, RACE!

Our Race for Research has officially left the
start line!

It’s still not too late to join the fun!

Don’t forget to log your miles!
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o
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THANK YOU to our amazing

sponsors for helping to make RECORDATI

this year's Race for Research

a success! RARE DISEASES

Tocused on the Tao

@ Syntis Bio


https://charity.pledgeit.org/HCURaceforResearch2025
https://charity.pledgeit.org/HCURaceforResearch2025
https://charity.pledgeit.org/HCURaceforResearch2026
https://charity.pledgeit.org/HCURaceforResearch2026

Investigating the
Therapeutic Potential
of Intestinal
Methionine
Elimination via Oral
Enzyme Therapy in
HCU

Dr. Brian Gilfix

Aminoglycosides for
the Treatment of
Inborn Errars of
Vitamin B12
Metabolism

Tomas Maitan, PhD

-

Evaluation of benefits
of thiol-based
reductants in classical
homocystinuria

Combining taurine and
formate/betaine
treatment to improve
clinical outcome and
drug safety in classical
CBS deficient
Homocystinuria.

Development of Reference
Ranges for Additional
Newborn Screening Markers
for Early Detection of the
Homocystinurias: Classical
Homocystinuria and
Remethylation Disorders

Kenneth Maclean, PhD L&

Mew Metabolic
strategies for
improving the
treatment of
hamoc¥stinuria due to

CBS deficiency and
remethylation defects

Tomas Majtan, PhD

-]

Crystallography-
based fragment
screening to develop
pharmacological
chaperones for classic
homocystinuria

Silvia Vitasi, PhD

Identification of

Compounds to Rescue

MMACHC Functional
Deficiency in CBLC
Disease

Establishing MTHFR-
and Cobalamin G-
deficient cerebral
organoids: an in vitro
disease model for
investigating novel
therapies

Crystallography-based
fragment screening to
develop
pharmacological
chaperones for classic
hemocystinuria

Scan the QR code to learn
more!
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Hunt for Research Grayson’s Gang
Brooke’s Blazers Ellie’s Entourage
Classical Champions Team Recordati
Amy’s Army Team Casey
Team Cobalamin C Team Will For HCU
Team Butterstick Galloping For HCU
The Mighty MTHFRs Helix Hustlers
Team Hawkins Unicorn Phoebe
atteo Squad Miles for Marcus
Miles for Andy




HOMOCYSTINURIAS P AREY

DATA COLLECTION PROGRAM
Newborn 3creqning

& the Homocystinurias

Approximate number of
babies with Classical 50
HCU that are missed at

50% Newborn Screening

States that

some screen for
suggest up Classical
to 80% are Homocystinuria
Classical HCU was added to the missed!

RUSP (Recommended Uniform
Screening Panel) in 2007,
thanks to the Newborn
Screening Saves Lives Act.

Cobalamin Disorders & Severe MTHFR

Combined Cobalamin Disorders Some states set a low
are a part of the RUSP Secondary methionine cut off and
Conditions. This means they are these will flag the
picked up as a result of a conditions above, but also
different disorder, These flag Isolated Cobalamin
condtions are Cobalamin C, F, J, Disorders, CbI D, E, G &
K, Xand TC Il Severe MTHFR.
s, (s METABOLC
G ; - Y & ch Network Australia”
QO G v EEHCUL U
pre= rare disease X AMERICA



INCASE YOU MISSED IT...

@N'ﬁﬂn@ﬂ@
)

HC&U is a podcast about Homocystinuria, sponsored by
HCU Network America and hosted by Ben & Lindsey.

Meet your hosts!

Welcome to the HC&U Podcast! We
are Ben and Lindsey, your hosts. We
are so excited to be starting this as
extra resources for the
Homocystinuria community. We

hope you like our content!

To Listen:

https://hcunetworkamerica.org/hcu-podcast/

or click below on your favorite option!

s - Listen on
@ Apple Podcasts
LISTEN ON Listen on .
iHeart amazon music

The latest episode

A Podcast About Homocystinuria

Welcome to the table:
Brittany

Mother of August HCU Hero
' Anniston

Brittany shares her family’s journey
after her daughter, Anniston, was
diagnosed with Homocystinuria (HCU)
through newborn screening. As a new
parent, Brittany was suddenly faced
with a rare diagnosis, feeding
challenges, a strict medical diet, and
countless unknowns. She reflects on
the fears, lessons, and victories that

followed—from learning to manage
HCU during infancy to watching
Anniston grow into a thriving second
grader, honor roll student, and
talented young artist.



https://open.spotify.com/show/5OVQePPmvlOq8AxyteGbxz?si=Fd3Z1LY-SDWC6imNigGdwg&nd=1&dlsi=71b7c79e6c784876
https://podcasts.apple.com/us/podcast/hc-u/id1412470369
https://www.iheart.com/podcast/256-hcu-30935248/
https://music.amazon.com/podcasts/c8a1c1ae-c489-4cce-9c38-4d1019a3e445/hc-u
https://hcunetworkamerica.org/hcu-podcast/

« CFL Phelafel Pita Sandwich

o CFL Phelafel (0.5 g protein per Phelafel) m 'J o

o BFree Gluten-Free Stone-Baked Pita (2 g protein per pita) m

o Serve with Faux-hini Dressing (at bottom of Phelafel recipe), |
tomatoes, lettuce, cucumber, red onion, and olives

MONDAY

+ CFL Phelafel with Cauliflower Couscous

o CFL Phelafel (0.5 g protein per Phelafel) ;
o Cauliflower Couscous Version 1 (make without nuts) (2.2 g protein

i (o)

« Vitaflo™ Recipe California Rolls (0.7 per 1 piece) M) gk
« Vitaflo™ Recipe Katsu Jackfruit Sushi (0.6 per 1 piece) m, 4 ‘?’

TUESDAY

WEDNESDAY

» CFL Kentucky Fried Cauliflower (1.3 g for 4 florets) )
 CFL Potato Salad (2.3gfor % cup) (CLICK HERE)

THURSDAY

« CFL Mac and Cheese (0.5 g per 1 cup) (LTI
+ Green Beans (0.9 g per 0.5 cup)

FRIDAY

BREAKFAST SNACKS

. So Delicious Yogurt w/ Berries » Low Protein Energy Balls (see All items and recipes are

« Promin Pancakes below) hyperlinked.

« CFL Granola Bar = Pirate Booty All breakfast are 2 g or less

« Promin Muffins * Absolutely Gluten Free All snacks are 1 g or less
Everything Flatbread with Meals should be used for
Field Roast Original Chao lunches and dinner to reduce
Cheese time spent cooking.

Please verify all information

using the flok app.



https://cookforlove.org/recipes/detail/75596
https://cookforlove.org/recipes/detail/75580
https://cookforlove.org/recipes/detail/75573
https://www.vitaflousa.com/recipes/california-rolls
https://www.vitaflousa.com/recipes/katsu-jackfruit-sushi
https://cookforlove.org/recipes/detail/64873
https://www.simplyrecipes.com/recipes/cauliflower_couscous/
https://cookforlove.org/recipes/detail/64873
https://www.bfreefoods.com/products/stone-baked-pita-breads/
https://hcunetworkamerica.org/wp-content/uploads/2026/08/Fall-2026-Meal-PlanMenues-Vertical.pdf

Banana Bread Energy Balls

Oat flour Instant oats \ Banana
Y2 cup W 2 cup |'r / 1, mashed
Y
CED ki butter Coconut Honey /
1 thsp ¥a cup, = maple syrup

o desiccated 2 thsp
Cinnamon
Pinch

A Allergen: wheat

Instructions

Combine all ingredients
Mix with hands in a bowl until a dough forms

Adjust consistency if needed
If too wet, add more oats or oat flour

Roll into 12 bite-sized balls
Use about 1 tablespoon of dough per ball

Chill to set T3 Chill time
Place in the fridge for 20—-30 minutes 20-30 min

0



https://hcunetworkamerica.org/wp-content/uploads/2026/08/Banana-Bread-Energy-Balls.pdf

Cookie Butter Crunch
| "'--!:': bake energy i:::::.l s M : !-:_:::s::_-'. \CI-ICK HERE

Instant oats @l Cookie butter ' Honey
1 cup @ | % cup, crunchy - 2 tablespoons

Cinnamon ﬂ‘ Salt
1 teaspoon __J Pinch

" "WAITING ON LINKS

Mix cookie butter and honey
Stir until smooth and fully combined

Add oats, cinnamon, and salt
Stir until everything is evenly coated

Roll into 12 bite-sized balls
Use about 1 tablespoon of dough per ball

Chill to set ™ Chill time
Place in the fridge for 20-30 minutes 20_30 min

i %o



https://hcunetworkamerica.org/wp-content/uploads/2026/08/Cookie-Butter-Crunch.pdf

0 Carrot Cake Energy Balls

CLICK HERE

Grated ] Oatflour EE Cookie
%/ carrots 1 cup @ | butter
i 1 cup, fresh ‘ 2 thsp
‘ Honey / l' Cinnamon \/ Ground
#= maple syrup 1tsp | ginger
3tbsp Y atsp

Nutmeg l“ ] Vanilla Coconut
. Y tsp Y tsp O Y% cup,

desiccated

M Allergen: wheat

Instructions

Combine all ingredients
Mix with hands in a bowl! until a dough forms

Roll into 12 bite-sized balls
Use about 1 tablespoon of dough per ball

Dust in desiccated coconut
Roll each ball in coconut to coat

Chill to set 11 Chill time
Place in the fridge for 20-30 minutes gb_30 min

1.035 cal

O



https://hcunetworkamerica.org/wp-content/uploads/2026/08/Carrott-Cake-Energy-Balls.pdf

WAITING ON VITAFLO RECIPE



Harmony

Enrolling

Company: TravereTherapeutics
Total time in study: About 9 months

Goal: To learn more about classical homocystinuria (HCU),
and how safe and effective pegtibatinase may be in patients with HCU

Phase: This is a Phase 3 study that follows a Phase 1/Phase 2 study called COMPOSE

Who can What is Why participate
take part? the study drug? in the study?

V' People with a diagnosis of HCU V' Participants will receive You may helpotherswith HCU

pegtibatinase or placebo You will help contribute to new researc
(an inactive medication) and further understanding of HCU

You will receive additional monitoring

V' People 12 to 65 years of age
Other factors and restrictions

also apply and testing
Study locations include: 7 O About70Opeople Payment for time and
United States, Europe, with HCU will travel may be available
the Middle East, Asia take part in to participants and their
Pacific, and South pRQ the study. caregivers.

America.
Periods during the study
000 o= /\/
&5 i <= & Y,

SCREENING PRE-TREATMENT STUDY TREATMENT FOLLOW-UP
PERIOD PERIOD PERIOD PERIOD

To check if To understand To receive pegtibatinase To check your

the right your current diet or the placebo health after

study is and how to keep the Study

for you it stable during Treatment
the study Period

After completing the HARMONY Study, it may be For more information,
possible for participants to join a long-term follow-on E E please scan the QR code or
study and continue or start receiving pegtibatinase. visit:

ﬂ www.hcuconnection.com

To find out more, please contact: E ﬂ
MedInfo@travere.com

¥ TRAVERE

MA-PE-25-0038. V2.0_NOV2025.EN_US



Compese

COMPOSE Study

A studythat looksat the safety
of pegtibatinase and how well it
may work in people with classical

homocystinuria (HCU)
NOW ENROLLING

Travere Therapeutics hasadded a pediatric group to study pegibatinase, a new, investigational human
enzyme therapy that targets the underlying enzyme deficiency that causes HCU.

The goal of this study is to learn more about the safety and efficacy of pegitbatinase at different dosage levels
in children with HCU.

Up to 15 participants will take part in the study at sites in the United States, France, and Qatar. The study,
including a screening period, diet standardization period, and an open-label treatment period, will last up to
42 weeks (~10 months). There is also an option to join a long-term extension study (ENSEMBLE).

Your child may be eligible to participate in the COMPOSE Study if they:
» Have been diagnosed with classical HCU

« Are 5 to 11 years of age

« Are currently receiving treatment for HCU

Your child will need to meet all other study criteria to take part in the COMPOSE Study.

- ‘T" For additional information on criteria for eligibility, please go to:

*’% www.clinicaltrials.gov/show/NCT03406611

Payment for time and travel may be available to subjects who participate in this study.
Torefer a patient tothestudy,pleasecontact:

MedIinfo@travere.com
Visitwww.hcuconnection.comformore information. é‘) T E E
T cs

MA-PE-21-0004 | V2.0_01APR2026.EN_US




urious About

Enzyme Replacement
Therapy?

D0 e 0eE 00000 e 00 s CED s s s s
€ 3 @ %5 roredisoases.orglvideos/enzyme-replacemant-tharapy/

Hame / Rare Disease Video Libeary / Enzyme Replacement Therapy

Enzyme Replacement Therapy - Video

GENOME EDITING

i ENZYME REPLACEMENT THERAPY (ERT)
s TREATMENT of some CONGENITAL ENZYME DEFICIENCIES

‘Genome Editing 1- What is
‘Genome Editing

. = @ evzvvereve. mmmmp @) revuces
GENOME EDITING \ /‘ developmental delays

20F
AT AR THESATET TR

£ L 0o
\( 9 MR (DITNGE coanitive differences
Genome Editing 2 - What are 3 argan dysfunction

the safety, ethical and cost
concems

Watch Video

Newly Diagnased Patients

Watch Video

WATCH VIDEO



https://rarediseases.org/videos/enzyme-replacement-therapy/

CLASSICAL
HCU GUIDE

HAS BEEN
TRANSLATED
INTO GERMAN!



https://hcunetworkamerica.org/wp-content/uploads/2026/08/2022-Classical-HCU-Diagnosis-Guide-German-Version.pdf.pdf

Updated Resource!

Homocystinuria (Ho-mo-cys-tin-uria), or HCU, is a rare inherited
metabolic condition. People with HCU cannot break down the amino
acids methionine (me-thahy-uh-neen) and homocysteine (hé-mo-'si-
sta- én) in their bodies.

Methionine (Met) is found in most foods that contain protein.
HCU is a severe medical condition that can be treated with a special
HCU medical formula, a diet low in protein and Met, and some
vitamins and other medicines.

@ Cause and Effect ot comlentonsof i

© Severe nearsightedness

Normally Methionine breaks down into another amino . i
acid, homocysteine (HCY) (hd-ma-'si-sta-&n ). The byproduct © Lens dislocation
homocysteine (HCY) also builds up and has very unhealthy and . Cognitive deficits
dangerous side effects when protein (more specifically Met) is 0 Behavioral problems
ingested. High HCY levels are harmful to the eyes, skeletal, cl :
vascular and central nervous systems. g umeE:S

Long limbs

Q) Blood clots
Q strokes

The majority of the HCU diet is composed
m b . w n M? of fruits, vegetables and specialty low
protein foods.

Permitted: Limited Amounts: Not Allowed:
May still need to be counted Allowed, but in limited quantities  Not allowed unless okayed by parent
« Fruit: Apples, Papaya, Pears, « Fruit: Avocado, Figs, Meat

Strawberries, Tangerines Jackfruit, Kiwi, Oranges Nuts

Veggies: Bell Peppers, « Veggies: Brussel Sprouts, Grains
Cabbage, Celery, Eggplant, Corn, Peas, Potatoes Most Dairy

Tomatoes fers
. il
Butter and Oils (Some) Sugary Cereal Fgas

Medical Low Protein Food » Popcorn Legumes




Customize Your Kit
For Free!

At HCU Network America, we believe that one of the most important
steps to empowering patients and caregivers is giving them the support
and tools needed to succeed! We know that a new diagnosis can be
overwhelming and riddled with concerns and questions. To us, one way
to combat those feelings, and give you the confidence you need, is by
providing you with one-on-one support, educational resources, and
Bractical tools, such as scales, cooler bags, and more! Our request for a

kit survey allows you the opportunity to request a one-on-one
introductory call (with more opportunities to connect), and then a
customized kit to the patient's needs. Don't want a call or a Zoom? That's
fine too - we are happy to send you the customized kit.

Request your kit now -
https://www.surveymonkey.com/r/HCUKitSurvey

*Kits can only be sent to patients in the continental US. However, we are
happy to connect virtually and share the educational materials with you
via weblinks!


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

® Whatisit?

© A secure private survey for ® Why should | join?
individuals or families O Able to find other families
affected by Homocystinuria and patients in your state

® What will | share?
O Patient’s birthdate, gender,
exact diagnosis, and how o
they were diagnosed
® What will my info be used for?

O Confidential and will not be doesn’'t want to share
shared unless we have

permission publicly but is okay sharing

O Helps HCUNA achieve our with just our community)
goals

What?
Contaet Register

How?®

® Howdol
participate?
O The form takes

3-5 minutes to
complete @ °
O Visit our
website and In

click on
"contact

register” tab
D X
Click Here

and request contact
information

Access to exclusive
materials (ex: we may have
a webinar that a presenter



https://www.instagram.com/hcu_network_america/
https://www.youtube.com/HCUNetworkAmerica
https://www.linkedin.com/company/hcu-network-america/
https://x.com/hcuamerica
https://www.surveymonkey.com/r/HCUContact

l)q ou hqve
social media?®?
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	PRE-TREATMENT PERIOD
	To check if the right study is for you
	To understand your current diet and how to keep it stable during the study

	STUDY TREATMENT PERIOD
	To receive pegtibatinase or the placebo

	FOLLOW-UP PERIOD
	To check your health after the Study Treatment
	Period
	After completing the HARMONY Study, it may be possible for participants to join a long-term follow-on study and continue or start receiving pegtibatinase.
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