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Clementine was born in February 2025 in Denver,
Colorado. Our third baby, but first little girl, we
were overjoyed to have a daughter complete our
family. Clementine’s big brothers, Everett (5.5
years old) and Oliver (3 years old) anxiously
awaited her arrival and have always adored their
little sister. The pregnancy and birth were smooth
and without complications.

Clementine breastfed
well from the start
and began gaining
weight quickly. While
in the post-partum
wing of the hospital,
Clementine received
her first newborn
screening at 24 hours

old, and again at
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around 2.5 weeks old at her 2-week check up at
the pediatrician. Having already had 2 babies
pass their newborn screens and Clementine
seemingly a perfectly healthy and normal baby,
we knew the drill and didn’t think much of it.

Two weeks passed and
nothing seemed out of
the ordinary. We were
settling into life with a
newborn, toddler, and
preschooler, and all the
chaos that comes with it.
On a Friday evening
when Clementine was 4
weeks old, we received a |
call from her

pediatrician.
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Clementine’s newborn screen was abnormal and
we needed to bring her to Children’s Hospital
right away for bloodwork to confirm the results.
We, of course, immediately panicked and began
furiously Googling what conditions were included
in Colorado’s newborn screening. We took her for
bloodwork the following day, which revealed a
homocysteine level of 153.9 mcmol/L and a
methionine level 736 nmol/L. At the time, we did
not know what this meant other than that the
levels were WAY beyond the normal range
outlined in the test results. After more furious
Googling, we realized Clementine likely had a
metabolic condition we had never heard of—
homocystinuria.

By Monday morning, we were frantic for more
information. What did this mean? Was she in
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immediate danger? Was there treatment? A
cure? What do we do?! That day, we were
contacted by a Genetic Counselor with the
Metabolic Clinic at Children’s Hospital. She
confirmed what we suspected — Clementine had
a condition called homocystinuria and needed to
be seen by the Metabolic Clinic team right away.
We met with the Metabolic team the following
day, who confirmed Clementine’s diagnosis. We
learned that our other children had a 25% chance
of having HCU. But both Everett and Oliver had
passed their newborn screenings without issue!
Weren’t they in the clear? No, they weren’t.

We got the boys’ blood drawn right away to test
their homocysteine levels. Oliver’s was 5.1
mcmol/L and in the normal range. Everett’s
homocysteine was an astounding 222.7 mcmol/L.
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When we saw the
results, my heart
plummeted into my
stomach. | felt sick.
How could this have
happened? Everett

| was tested as a
newborn and passed!

We were devastated.

Distraught. Furious! We had missed the chance
to treat Everett from birth, and now he would
suffer more adverse impacts from the condition
for the rest of his life.

The reason Everett was not flagged for HCU in his
newborn screen is that Colorado’s threshold for
identifying HCU in the newborn screening
process was too high when he was born.
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Between the time
Everett was born (2019)
and Clementine was
born (2025), Colorado
lowered the threshold
substantially. As a
result, Everett was
missed in newborn
screening, but

Clementine was caught.
Colorado is a two-screen state (1 of 10 in the US),
which means babies are first screened at 24 hours
old. If a baby is flagged in the first screen, the
baby is re-tested again at 8-14 days of age. The
two-screen process is very important because it
allows a very low methionine cut off since the
babies initially flagged will be re-screened and
will trigger an abnormal finding only if the second
screening shows out-of-range methionine levels.
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This is a crucial aspect of the newborn screen
process for HCU, as newborn babies simply
don’t have high enough methionine levels to
meet a high threshold when they are first born.

As for Colorado, the
state began checking
for HCU in the newborn
screen in 2006. From
July 2006 to November
2021, newborns in
Colorado were flagged
for HCU in the first
screen only if their
methionine was 100

umol/L or higher.

During this period, no newborns with HCU were
identified through newborn screening.
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This included Everett, whose first newborn
screen measured a methionine level of 83
umol/L. Because his methionine was below the
100 umol/L threshold, his screen was deemed
normal and his methionine was not measured
again on his second screen. Consequently,
Everett was missed by newborn screening.

In November 2021, the Colorado Department of
Public Health and Environment reduced the
methionine cut-off in the first newborn screen
to 47 umol/L, but still no babies were flagged
for HCU. CDPHE then lowered the methionine
cut-off even further, to 33 umol/L, in August
2022. With this new threshold, 2 newborns
were finally flagged for HCU through newborn
screening.
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One of these babies was
our daughter
Clementine, whose first
newborn screen in |
February 2025 showed a
methionine level of 70
umol/L. Because her
methionine was above |
the 33 umol/L threshold, | /

Clementine was re-tested at her 2-week
pediatrician appointment, which showed her
methionine had climbed to a whopping 616
umol/L. It was at this point that CDPHE reached
out to the Metabolic Clinic, who in turn
contacted our pediatrician so that we could
have Clementine undergo diagnostic bloodwork
at 4 weeks old.



HCU HERO:
EVERETT AND CLEMENTINE FROM COLORADO

Clementine is the first newborn baby in
Colorado with HCU flagged through Colorado’s
newborn screening process. Until Clementine
was born in February 2025, no babies with a
methionine below 100umol/L with HCU had
ever been caught in newborn screening in
Colorado, including our son Everett.

While Clementine was
flagged and began
treatment for HCU before
she was 6 weeks old,
Everett was missed and,
therefore, wasn’t
diagnosed or treated for | .
HCU until he was 5.5 years
old. Everett will bear the |
consequences of the later
diagnosis his whole life.
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In fact, had Clementine not been born, we likely
wouldn’t have known Everett had HCU for years
and we suspect the journey to obtaining a
diagnosis would have been long and difficult.
While we are so grateful for Clementine’s early
diagnosis, our story is a reminder that states can
do better in their newborn screening for HCU.
States can, and have, lowered newborn screen
thresholds so that babies with HCU can be
found! Thanks to Colorado lowering their
threshold, Clementine and Everett were able to
be diagnosed and treated for HCU.

Newborn Screening Threshold by Year

Methicnine Threshold (umol/L)
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In terms of Everett’s and Clementine’s
treatment for HCU, neither are b6 responsive. In
addition to their formula, they both take
betaine twice daily and methyl folate once daily.
Both have been very responsive to the low-
protein diet. We are happy to report that
Everett’s and Clementine’s homocysteine levels
are now in the 30s.

As for how Everett is doing, he is a happy,
energetic, smart, and funny kid! He starts
kindergarten in August at our local elementary
school. He loves Transformers, Legos, and
construction. He began his low-protein diet in
April of this year and has been an absolute
champ with changing his diet. He is learning
how to recognize protein count on nutrition
labels and understands he can only have up to a
certain amount of protein each day.
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He drinks his formula drink twice a day, mostly
without complaint (!), and says his new diet
makes him feel a lot better. With respect to the
impacts of his untreated HCU, we are still in the
process of having him evaluated. He is quite tall
for his age. He got glasses (for nearsightedness)
shortly before he was diagnosed with HCU, and
we have since learned he also has some lens
dislocation due to his untreated HCU. Everett
also had a lot of trouble regulating his
emotions, experienced brain fog, and engaged
in more solo play when his HCU was untreated.
Now that he is being treated, he seems
generally happier, more clear headed, and has
been playing a lot more in big groups. His
coordination, balance, and gross motor skills
have significantly improved since receiving
treatment for HCU, and he learned to swim and
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ride a bike this summer. We are so proud of his
progress!

As for Clementine, she is a smiley, happy 6-
month-old. She loves rolling over and recently
started sleeping through the night. Her favorite
thing to do is watch her brothers play and you
can tell she can’t wait to be a big kid so she can
join in the fun. She drinks a special HCU baby
formula (made without methionine) mixed with
regular baby formula —in specified quantities so
that she gets just enough methionine to grow
properly. She started eating solids a few weeks
ago and is a big fan of all the fruit purees.

Both Clementine and Everett are doing very
welll We know our journey with HCU has only
just begun, but are grateful we were able to get
their homocysteine levels within a manageable
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range relatively quickly. We are hopeful there
will one day be a cure and, until then, are doing
the best we can under the circumstances and
staying positive. We are lucky to work with the
amazing Metabolic team at Children’s Hospital
Colorado, and to only be a short car ride away
from the Metabolic Clinic. We are hopeful
Clementine’s and Everett’s HCU diagnosis story

will shed light on the
importance of
newborn screening
and demonstrate that
lowering the
screening threshold
can and will make a
difference in the lives
of children born with
HCU!




Share Your

Story
With Us!

To Join or Learn More Email:
info@hcunetworkamerica.org
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Help create, organize, and support new ‘

and existing fundraising ideas!

These virtual funds help support our outreach, programs, and research



SEPTEMBER IS NEWBORN SCREENING

AWARENESS MONTH!

NEWBORN
SCREENING

at a glance

NBS is a public health program that screens
newborns for serious but treatable health
conditions.

What started as a PKU heel
prick blood test developed by
Dr. Robert Guthrie (whose
own son had PKU!) in 1960,
has evolved into the robust
system that we know today.

Early detection and timely treatment can
hrzl|p prevent se comph:;:r;mu:-ns, such as
developmenta ys, illness, and death.

Approximately 12,000 babies are diagnosed with a condition
through newborn screening in the United States each year.

blood test

hearing screen er pricks the baby's hee
-t a few drops of blood, |

e then pla

- I. L.

<> heart screen

Check out our ‘Newborn
Screening at a Glance’
infographic to learn
more!

has the condition.

S
+
Clle hel‘e to download 8 Share! Continued investment in our Newborn

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

SEPTEMBER IS NEWBORN SCREENING
AWARENESS MONTH!
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+ Screenin .& .
Homocystinuria
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The approximate number of
ies with Classical HCU that
rd at Newborm
ening (however, some
s suggest up to 80% are
missed.)

The number of states that screen for
classical homocystinuria. Classical HCU
was added to the RUSP (Recommended
Uniform Screening Panel) 07, thanks
to the Newborn Screening Saves Lives Act.
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Click here to
download &

share!

Current Screening Elliott's classical HCU was

Method for classical missed at newborn

HCU & its limitations screening because his
methionine level was not
yet elevated enough to
receive a positive screen.
His level was 44 and to
receive a positive screen
in South Caroling, it must

Cobalamin Disorders & Severe MTHFR

In 2023 the CDC came up with a Ist tier multi-plex approach | * r
that would allow total homocysteine to be the primary marker

in screening for Homocystinuria.

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

with homocystinuria at birth.

-

damey, Mg


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/

NEWBORN SCREENING AND HCU

History of
Homocystinuria
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.

= CDC Newborn
Screening:
“Homeward Bound”

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


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

NEWBORN SCREENING

Advocate for Change!

Advocacy Tips, Tricks & Ideas

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!

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!

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

UPCOMING EVENTS

SAVE THE DATE!

MSUK ANNUAL
CONFERENCE

15th November 2025,
10am-4pm at The
Studio, Birmingham

FEATURING Y
A HCU B¢
COMMUNITY &%,
MEETUP LED &

BY DANAE Q’

BARTKE!

METASOLIC
SUPPORT YK

Your rare condition.
Our common fight.

"INETWORK

% AMERICA



https://metabolicsupportuk.org/news-and-events/events/community-conference-2025/

UPCOMING EVENTS

VIRTUAL MEET UP

\/_ SUNDAY 1 2 OCTOBER

4 PM CT/5 ET/ 3 MT


https://us06web.zoom.us/meeting/register/v8CJCc1ITL6REhBUTlrhzg

HCU AWARENESS MONTH IS COMING UP!

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
community, they spread
awareness of the
Homocystinurias and the
challenges of living with the

One way is bj
hosting
fundraiser!

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/

ADULTS WITH
CLASSICALHCU

Join the 12-week Signal Sub-Study at
flok Research to uncover patterns in
diet, sleep, symptoms, and well-being.

Now Enrolling!
Open to flok App users age 18+
living in the US.

flok Research

lok | RESEARCH s I I |
l

Welcome to flok Research!

Together, we're building the our n o . e n e

community’s first research
dataset fueled by daily
metabolic care.

Get Storted

Learn more and follow our
collective progress at
research.flok.org.

Learn more at
research.flok.org
and join flok

Research via the
app’s main menu



NEWBORN SCREENING BOOTCAMP
September 17 | Virtual

Registration is now open for the 2025 Newborn
Screening Bootcamp

Co-hosted by the Everylife Foundation for Rare Diseases and Expecting

Health, this virtual Bootcamp offers participants the chance to learn from
experts and patient advocates actively involved in the newborn screening
process.

For more than 50 years, every newborn in the U.S. has been screened for a
range of serious and potentially fatal conditions using a dried blood spot
collected via heel prick. Each year, approximately 14,000 babies and their
families benefit from early detection and access to life-saving treatments
thanks to newborn screening.

This event is designed to foster meaningful discussion and share key
developments across the newborn screening ecosystem.

Who can participate? Anyone interested in learning more about newborn
screening is welcome to attend.

The 2025 Bootcamp will be held virtually on September 17, 2025 12:00pm —
4:00pm ET.



https://d2hmlk04.na1.hubspotlinks.com/Ctc/W4+113/d2HmlK04/VVXHYT7FtxhrW4JXC99175Fj_W8pQGPD5z7psmMSn_px3qn9qW8wLKSR6lZ3lbW7fP1R71CcY1TW4BHygq1jY7l0W5-fdwq51zQyHW7FntDr967_WxW6hW2Zf73G9bJW2NpCPl2V9BfpW2gfWys8n6czdW968Fl67ThLPRVf6SZ46x_k5rW5LycLB4bHkb8W1QHNhN6y4gk2MztgjT_znKdW7Xd4rG5TLBz6W6zjfp36hbgCyW12hHFN2cWvWfW7XWyd75VcghhW7CX3jt2QG4ZHW5NVt9f8rFkbsW2Xyh4q3q2YGmW4wSn8369x8JVN4vW1N1TQwdQM4Ps_HxjBdwW6f6lNd7TSfPyW5RpPxm68D3syW5RTsyG5l-bLgW948jH21r_fnPW38RQ2N3_bsk-W11L26t1n-6Gmf5y_5tz04
https://d2hmlk04.na1.hubspotlinks.com/Ctc/W4+113/d2HmlK04/VVXHYT7FtxhrW4JXC99175Fj_W8pQGPD5z7psmMSn_px3qn9qW8wLKSR6lZ3lDW2ywbD76lQlccW5QqVb05vjbCZN1Xcr-Wt-q3KW8R4Zdq1wP2_kN6TX9SpYC47wW1npZ426Dzlb1W1XFYTr3PCW1NW22-Ncj4rpTmkW42ZwxH2xkD0kW7BdFlw6Xxk5dW6S47BP5GtYDqN3F-Bn4_pFfJW8PzFLs7v1mV6W6088Ph8ylL0sV14cgh1GqnnVVrPY9w6spHRPW1dcp2W9g6MltW1Grcnz5WY8PyW988WYq6R76kHW5nvrXw4GG_4xW6V7L4g8DMhrgW7yXPtC61QHbrW3wsqBc1tvKcGW35H7nH2Kf120V-s18f6G9-GKW3QsDDY2ZNC5FW7p_MGD5pvFSzW1B_9S28jlnGqdMXRqn04
https://d2hmlk04.na1.hubspotlinks.com/Ctc/W4+113/d2HmlK04/VVXHYT7FtxhrW4JXC99175Fj_W8pQGPD5z7psmMSn_px3qn9qW8wLKSR6lZ3lDW2ywbD76lQlccW5QqVb05vjbCZN1Xcr-Wt-q3KW8R4Zdq1wP2_kN6TX9SpYC47wW1npZ426Dzlb1W1XFYTr3PCW1NW22-Ncj4rpTmkW42ZwxH2xkD0kW7BdFlw6Xxk5dW6S47BP5GtYDqN3F-Bn4_pFfJW8PzFLs7v1mV6W6088Ph8ylL0sV14cgh1GqnnVVrPY9w6spHRPW1dcp2W9g6MltW1Grcnz5WY8PyW988WYq6R76kHW5nvrXw4GG_4xW6V7L4g8DMhrgW7yXPtC61QHbrW3wsqBc1tvKcGW35H7nH2Kf120V-s18f6G9-GKW3QsDDY2ZNC5FW7p_MGD5pvFSzW1B_9S28jlnGqdMXRqn04
https://events.zoom.us/ev/AgP6GpnBGvEBmeeLLWuGn5b0AHvNQeM4IPFv1VKqYkfVVE1IVop_~AimOwg7wDwhJmLyQRhcSF5w0aZdnfqA8dtMqS5UpOHFNG87q3DbFRc8zhQ?utm_campaign=2024%20Newborn%20Screening%20Bootcamp&utm_medium=email&_hsenc=p2ANqtz-_fHIqvIUyN63uE4UfpEDda8uRGVUYtFIsSsHK9FUpIAa58RKat6mkVDSJ5KjYXeS1Ssl8e7srqn-vA4Pcw-d_VlLEWo_AxivjQBsCa6L2us6uGMFg&_hsmi=371912859&utm_content=371912859&utm_source=hs_email
https://events.zoom.us/ev/AgP6GpnBGvEBmeeLLWuGn5b0AHvNQeM4IPFv1VKqYkfVVE1IVop_~AimOwg7wDwhJmLyQRhcSF5w0aZdnfqA8dtMqS5UpOHFNG87q3DbFRc8zhQ?utm_campaign=2024%20Newborn%20Screening%20Bootcamp&utm_medium=email&_hsenc=p2ANqtz-_fHIqvIUyN63uE4UfpEDda8uRGVUYtFIsSsHK9FUpIAa58RKat6mkVDSJ5KjYXeS1Ssl8e7srqn-vA4Pcw-d_VlLEWo_AxivjQBsCa6L2us6uGMFg&_hsmi=371912859&utm_content=371912859&utm_source=hs_email
https://events.zoom.us/ev/AgP6GpnBGvEBmeeLLWuGn5b0AHvNQeM4IPFv1VKqYkfVVE1IVop_~AimOwg7wDwhJmLyQRhcSF5w0aZdnfqA8dtMqS5UpOHFNG87q3DbFRc8zhQ?utm_campaign=2024%20Newborn%20Screening%20Bootcamp&utm_medium=email&_hsenc=p2ANqtz-_fHIqvIUyN63uE4UfpEDda8uRGVUYtFIsSsHK9FUpIAa58RKat6mkVDSJ5KjYXeS1Ssl8e7srqn-vA4Pcw-d_VlLEWo_AxivjQBsCa6L2us6uGMFg&_hsmi=371912859&utm_content=371912859&utm_source=hs_email

GET YOUR KIT!

Our FREE Customizable Kits are here! 4.1
Request yours today! 0

TIVE FOR A Si-

L
o

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 practical 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 aZoom? 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

MEDICATION
COMPARISON

Medication Comparison
Understand Your Options

COMPOUNDED
. rehied CUSTOM MADE TO PURCHASED THROUGH A
*Example- Betaine™ MAIRFACTSEDEY DOCTORS ORDERS 3RD PARTY RETAILER

Requires a Prescription

FDA Approved

v
v

$55%

COST 15 HIGH DUE TO RESEARCH
AND DEVELOPMENT
OFTEN HAVE PATIENT

ASTISTANCE PROGRAMS

v

HIGH QUALITY
PRESCRIPTION GRADE

HIGH QUALITY
PRESCRIPTION GRADE

NOT OFTEN COVERED BUT
DEPENDS ON INDAIDUAL
INSURANCE POLICIES.
MANY PHARMACIES DO NOT
ACCEPT INSURANCE

$-355%
VIRRIED COST DEPENDING DN
COVERAGE AND AVAILABILITY

ACCREDITED THROUGH
PCAB OR NAEBP

MAY CONTAIN OTHER
INGRIDIENTS
VARIABLE QUALITY

$-$53%

VARIED COST DEPENDING ON
PRODUCT AND AVAILABILITY

MAY CONTAIN OTHER
INGRIDIENTS
VARIABLE QUALITY
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RESEARCH
OPPORTUNITY

The Children’s Hospital Zurich is
developing a new questionnaire to
assess health-related quality of life in
people with Classical Homocystinuria
(HCU)- and they need your input.

They are looking for:
e Children's & tens 8-18 with Classical
HCU
e Their parents
e Adults with Classical HCU

Your participation will directly support
better care and evolution of new
therapies.

Helene.Werner@kispi.uzh.ch

martina.huemer@kispi.uzh.ch

UNIVERSITATS-
A" KINDERSPITAL © o o o

»"¢ ZURICH . I

ll Das Spital der
B Eleonorenstiftung
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WALK RUN RIDE
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Wands At The Ready...

Our Race for Research has officially kicked off!

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

Don’t forget to log your miles!

THANK YOU to our amazing & RECORDATI

sponsors for helping to RARE DISEASES

make this year’s Race for Toerced ov Hhio Too

Research a success! , ,
Learn more about Recordati Rare Diseases



https://www.recordatirarediseases.com/us
https://charity.pledgeit.org/HCURaceforResearch2025
https://charity.pledgeit.org/HCURaceforResearch2025
https://charity.pledgeit.org/HCURaceforResearch2025
https://charity.pledgeit.org/HCURaceforResearch2025

RESEARCH
FUNDED
BY YOU!

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

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

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

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




RESEARCH
FUNDED
BY YOU!

Development of Reference
Ranges for Additional

Aminoglycosides for the Newborn Screening Markers
Treatment of Inborn Errors for Early Detection of the

of Vitamin B12 Metabolism Homocystinurias: Classical
Homocystinuria and
emethylation Disorders

Identification of
Compounds to Rescue
MMACHC Functional
Deficiency in CBLC Disease




RESEARCH
FUNDED
BY YOU!

New Metabolic strategies
Evaluation of benefits of for improving the
thiol-based reductants in treatment of

classical homocystinuria homocystinuria due to CBS
deficiency and

remethylation defects

@Eﬁf«xzm;z"

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




A .
M e Amy's
s, ,

ly Click here
“ & Army
<7y Miles for Marley Click here
429 Miles for Andy Click here
N ’;% Grayson’s Gang Click here
N A
Matteo’s Muggles Click here
=\ Classm.al click here
y¥ ¥y Champions
; Miles for Click here
‘ Marcus
b4 \‘_ Team Butter click here
ﬁ « & Stick
Renna’'s Rare Click here
Runners
Team Recordati Click here
""" Carson’s MTHFR
T Carson’s .
Click here
' Gene Team
CanPKU+ .
Click here
Racers

4
+

Recordati- Sylvia’s click here
Supporters -
Team Will for Click here
HCU
Team Hawkins click here
Team
N Anniston Click here
2%+ Team Hunt for :
| Click here
Research
Brooke’s Blazers Click here
Ellie’
oy €S Click here
Entourage
Leo Frank Clle hel’e
. Cure for Casey Click here
ASA Walkers Click here

Follow the leaderboard throughout the month!

https://charity.pledgeit.org/HCURaceforResearch2025



https://charity.pledgeit.org/HCURaceforResearch2025
https://charity.pledgeit.org/t/JivdZB4uoR
https://charity.pledgeit.org/t/NCn3ykbj5W
https://charity.pledgeit.org/t/UszrPkJ2RN
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@AndyJauregui-CblC
https://charity.pledgeit.org/t/a9AYFUvkve
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@matteosmuggles
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@Classical-Champions
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@milesformarcus
https://charity.pledgeit.org/t/LyazJ0une0
https://charity.pledgeit.org/t/yzQWQcFTgk
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@CarsonsMthfrgeneteam
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@CanPKURacers
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@sylvias-supporters
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@TeamWillForHCU
https://charity.pledgeit.org/t/qZuQbqaRf6
https://charity.pledgeit.org/t/Y3rMlQwzuO
https://charity.pledgeit.org/t/yYt20KL7WK
https://charity.pledgeit.org/t/PyBPjBSEJE
https://charity.pledgeit.org/t/QzybDH8F7I
https://charity.pledgeit.org/t/Sz5R79JUfL
https://charity.pledgeit.org/t/yvHC3EO3N2
https://charity.pledgeit.org/HCURaceforResearch2025/teams/@ASAWalkers

WHAT IS
HOMOCYSTINURIA?

Homocystinuria denotes an elevation of @
homocysteine or homocystine in the urine.

Elevations in the blood may indicate an a0 Homocystinuria affects
inherited form, but is not always the case. ® 1in 200,00 people worldwide.

ROIVIOCYSTINURIA,
THERE IS5 MORE THAN ONE?

o)
o

080 i ..

RESEARCH

Classical homocystinuria is
screened for in all 50 states, and
most states screen for the > 1 O
various forms of methylmalonic _,)

acidemia with homocystinuria,

however, it’s estimated that at

least 50 % of cases are missed!

T $418,000

homocystinurias can be fatal!

GRANT
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i MEET OUR NEW MEDICAL

ADVISORS ! +£

Dr. Andrew Lee is an
assistant professor in the
department of neurology at
UC Irvine School of Medicine.
He completed his medical
education at Boston
University School of
Medicine, his residency in
neurology at New York
University and fellowship in
vascular neurology at Mount
Sinai. Dr. Lee is board
certified in both neurology
and vascular neurology.
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Dr.

Changrui
Niao

MEET OUR NEW MEDICAL
ADVISORS !

Dr. Changrui Xiao is a UCI Health neurologist
with board certifications in neurology,
medical genetics and genomics, and medical
biochemical genetics. He specializes in caring
for adults with neurogenetic and inherited
metabolic disorders. His clinical interests
include hereditary ataxia, neurometabolic
disorders, inborn errors of metabolism in
adults, genomic testing, and undiagnosed
diseases. He is an associate editor of the
journal Molecular Genetics & Genomic
Medicine and a consulting editor for
GeneReviews. His goal is to provide a medical
home for adults with neurogenic and
metabolic conditions, and to increase access
to precision therapy for these conditions.

He earned his medical degree at Duke
University School of Medicine in Durham, N.C.
He completed an internship in internal
medicine and a residency in neurology at the
University of Chicago Department of Medicine
in Chicago, Ill., where he also completed
fellowship in clinical medical ethics and
served as chief resident. He received
additional training in medical genetics and
medical biochemical genetics at the National
institutes of Health and John’s Hopkins
University consortium program. He is
currently the PI of UCI/CHOC Undiagnosed
Disease Network Site”.
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MEET OUR NEW BOARD
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Kristen

Skvorak

\/_

Dr. Skvorak is currently a freelance Preclinical
Development consultant with 20 years of experience
specializing in inborn errors of metabolism (IEM) and
translational biology. She has dedicated her career to
enabling the incorporation of the patient voice into drug
development, from ideation through approval, and
certifying the establishment of patient-centric
strategies. She earned her PhD from the University of
Pittsburgh in 2008, after which her research validating
liver-directed cell therapies formed the foundation of two
clinical trials for IEM in two countries (US and Sweden).
She also contributed to the creation and characterization
of the first viable model of Maple Syrup Urine Disease
(MSUD), the intermediate MSUD mouse, and the first
large animal model of Phenylketonuria (PKU), a porcine
model. She also helped to further characterize a mouse
model of PKU, illuminating new phenotypes not
previously described. In 2016, Dr. Skvorak joined
Codexis, an enzyme engineering company developing
novel oral enzyme substitution therapies targeting
metabolic disease and IEM. There, she contributed to the
discovery and preclinical validation of several programs
for oral delivery, including for PKU and Exocrine
Pancreatic Insufficiency, which progressed to the clinic
under Nestle Health Science. She also served as
translational lead for preclinical programs in
Homocystinuria and MSUD, which yielded peer-reviewed
publications, multiple patents, and achieved Orphan
Disease Designation and Rare Pediatric Disease
Designation from the FDA, which are now moving forward
with Syntis Bio. She has been consulting to support
preclinical development of new therapies for IEMs and
other metabolic diseases since 2023, serves on the
Scientific Advisory Boards of two other IEAAM
organizations, and is the Director of Research for the
rare disease patient group CDG CARE.
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Brandon

Tornes

\/_

Brandon has lived most of his life in small
towns in Wyoming and recently moved to
Houston, Texas, with his wife Shandra,
daughter Madyson, and son Mason. Six days
after Mason was born, they found out
through the newborn blood screening test
that Mason had a metabolic disease, later
confirmed to be Cobalamin C. Mason has
the typical complications with Cobalamin
C, including macular degeneration, but that
doesn’t stop him from living his best life!
Mason is involved in the Miracle League
(special needs baseball), Cub Scouts, and,
most recently, Taekwondo!

Brandon enjoys playing his bass guitar,
mountain biking, fly fishing, and being in
the mountains. Living in small towns in
Wyoming, he’s learned to help those around
him. Being a member of the Board of
Directors allows him to share his story and
show others going through a similar path
in life that nothing can hold you back from
what you want to accomplish.

You can read their family’s full story here


https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://faculty.uci.edu/profile/?facultyId=7096
https://hcunetworkamerica.org/cobalamin-patient-stories/mason/
https://hcunetworkamerica.org/brandon/

INCASE YOU MISSED IT...

A, Tine U Pecleast s el

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

Meet your hosts! The latest episode

Welcome to the HC&U Podcast! We
are Ben and Lindsey, your hosts. We

are so excited to be starting this as

Insert Ben welcomes Brittany to the

extra resources for the
table!

Homocystinuria community. We

hope you like our content! Brittany is the mother of Grayson, our
August HCU Hero. She is also HCU
Network America's Research

To Listen: Coordinator. Listen in as she shares
https://hcunetworkamerica.org/hcu-podcast/ not only about her role in this
or click below on your favorite option! organization but also discusses her

family's heroic journey with

homocystinuria, Cobalamin G. Blurb

here

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



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/

BREAKING NEWS

In Vitro Diagnostic Solutions (IVDS)
has received funding for their Phase |
grant award from the National
Institute of Health for the Hcy Now.

The Hcy Now is “a point of care
device for determination of total

Homocystiene (Hcy)” CLICK HERE

TO LEARN
MORE ABOUT
IVDS

Results

Patient ID; 10.11125
Date: 03.012024

Time: 11:45

HCY 100 um/L




Harry Potter Butter Beer”

Recipe Serves: 8 | Serving size: 1Cup | Protein:1g

Ingredients:

2 liters of cream soda,
chilled

V. tsp caramel extract
Yutsp butter extract
1cup heavy whipping
cream

Y. butterscotch topping
Y. powdered sugar

Equipment

e Mixer (stand, hand, or

by-hand)

e Your most magical
glasses

e Piping bagsor zip
blocks

Directions:

In a large pitcher, mix
cream soda, caramel,
and butter extracts-- set
aside

In a bowl, use a mixer to
whip the heavy cream
until stiff peaks form
Add butterscotch
topping, powdered
sugar, and mix

Pour the soda mixture
into your magical mugs
Pipe butterscotch cream
topping over the
butterbeer

Serve and enjoy!

Please do your research before consuming.


https://www.favfamilyrecipes.com/butterbeer/
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Low Protein Substitutions

For Heavy Whipping Cream

Nutrition Facts Saturated Fat 39 5%
Abt 32 servings e contan Sodumi=g %
Servisgsize 1ThspliSmll ol Carbebyarate Ty 0%
= T-:E.IS-I.I-::!.I:
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Whipping
Cream
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https://silk.com/plant-based-products/creamer/dairy-free-heavy-whipping-cream-alternative/

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.
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JOIN THE HCU E-
NETWORK

Welcome to the HCU eNetwork

,',’ i i 2
XX &&@1& s A

Powered by HCU Network America & HCU Network Australia, we aim
to utilize this platform to connect with HCU patients and carers

worldwide and gather your input on key topics in relation to HCU
diagnosis, management and treatment.

Questions and activities will be updated on the platform throughout
the year, so please check back regularly and look out for email
communications that will be sent out notifying you when new topics

are posted.

F!\ A€

g

Clinical trial & research Do you have any HCU Diet Homocystinuria - Data .§
discussions & Mutrition tips or ideas to Collection Program

_ : share? C U ﬁ
What topics would you like to The HCU Networks have .
discuss in regards to clinical Diet and nutrition can be an partnered with RARE-X to drive
trials... important aspect of HCU a Data Collection...

management. How... MNetwork Australia

Please o S Please o N Please o N
comment comment comment

Join the conversation!
https://hcuenetwork.org/



https://hcuenetwork.org/

® Whatisit?
O A secure private survey for
individuals or families

affected by Homocystinuria
® What will | share?

O Patient’'s birthdate, gender,
exact diagnosis, and how
they were diagnosed

® What will my info be used for?

O Confidential and will not be
shared unless we have
permission

O Helps HCUNA achieve our
goals

What?
Contaet Register

Follow Us!
in
o

Click Here


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

l)q ou ht!ve
social media®??




