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HCU HERO: 
RUBY FROM AUSTRALIA

When people hear the words ‘clinical
trial’, it can sound really scary — and
honestly, I understand why. Hospitals,
tests, and not knowing exactly what’s
going to happen can be
overwhelming. But for me, being part
of a clinical trial has been something
I've wanted for a long time.

I think that started when I was about
12 years old. I met an amazing
woman, Bianca from Australia, at a
MDDA Conference who has PKU and
was part of a clinical trial. She quickly 

became a huge role model for me. I followed her journey and watched her
share her experience, and I remember thinking how amazing it was. She
wasn’t just helping herself — she was helping future patients too. From that
point on, I remember thinking, I want that for HCU. 

Growing up with homocystinuria, I always hoped one day there would be more
treatment options. Living with a strict diet and medication can be really hard,
especially as a kid and teenager. I wanted things to be easier — not just for
me, but for other kids growing up with metabolic conditions. At one point, I
even thought I wanted to become a genetic doctor so I could create a clinical
trial myself. As I got older, I realized that path wasn’t right for me, but the
motivation behind it never went away. 
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That chance finally came after I
transferred from pediatric care to
adult care in late 2024. A few
months later, in February 2025, I
got a call asking if I would be
interested in a clinical trial that
was being planned on the east
coast of Australia. They were just
collecting expressions of interest,
but I remember feeling so excited.
The trial would start after I turned
18, which meant I was finally
eligible. 

When I was around 15, there were a few information sessions about possible
clinical trials, but none of them were the right fit at the time. Still, I never
stopped hoping that one day I’d get the chance to take part in one. 

I went for screening in April 2025, feeling hopeful. I knew I had classical
homocystinuria, I had genetic testing to confirm it, and I genuinely believed I
fit all the criteria. I remember thinking, this is finally happening. But it didn’t go
how I expected. 

Like a lot of people with HCU, I’m used to keeping my protein intake very low,
especially before hospital appointments. In the 16 hours before my screening,
I’d only had about two grams of protein. Because of that, my homocysteine
and methionine levels came back too low for me to be eligible for the trial. 
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I was completely devastated. I felt so crushed. It was the one time in my life
where I actually needed my levels to be higher, and instead they showed the
opposite of what my everyday life is really like. 

Thankfully, the trial team were so kind and understanding. After explaining
that I hadn’t realized I was meant to reflect typical levels but instead tried to
show really amazing low levels, they contacted the pharmaceutical company
and advocated for me to be able to re-screen. 

Months later, in October 2025, I was given another chance. This time,
everything went smoothly, and I officially joined the trial. I started receiving
study medication in November 2025. 

There’s not much I can say about
the medication itself, but I can talk
about what the experience has
been like. Honestly, the hardest part
for me hasn’t been the hospital
visits or the doctor — it’s been the
diet diaries. 

Before certain appointments, I must
record everything I eat for three
days. And I mean everything:
tomato sauce, butter, exact
amounts, down to the gram. Trying
to hit exactly 15 grams of protein a
day is way harder than it sounds. I’d  
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either end up over at 19 grams or under at six or seven because I was trying
so hard to get it right. It’s stressful and mentally exhausting, and for me, that’s
been the hardest part of the whole process. 

The doctors, though, were amazing. From the very beginning, they made it
clear that I could withdraw from the trial at any time, with no pressure and no
judgment. They reassured me that leaving wouldn’t affect my care or future
opportunities to participate in trials. 

That made me feel safe and supported, and it showed me how much they
genuinely care about their patients. 

Overall, my experience in the
clinical trial has been a positive
one. I feel respected, listened to,
and valued as a participant. I have
also learnt a lot about
Homocystinuria and the science
behind it. I’m excited to see what
comes out of this trial, and I’m also
hopeful about other trials that may
happen in Australia in the future. 

For me, participating in a clinical
trial isn’t just about helping myself.
It’s about the future. I think about
the babies who will be born with 
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HCU years from now, and the kids who are growing up right now feeling
different because of their food or medication. I think about teenagers who
might be struggling the way I have, and how much it would mean for them to
have better options. 

If one day there’s a treatment available that improves someone’s quality of
life because I took part in this research, then every appointment, diet diary,
and hard moment is 100% worth it. If I can help create a better future for
even one child with HCU, then I’m proud to be part of this journey. 



AAN 2026
We will be at 

Booth: 1432 Poster: #004 

"Prevalence of Neurological

Symptoms in Pediatric and Adult

Patients with Homocystinuria"

Presentation Monday April 20, 8-9amCT

UPCOMING EVENTS



GMDI 2026
We will also be at 

Workshop: They Aren't Just Oversized

Children: Supporting Adult IEM Patients

Through Life Stage Transitions

Friday, April 24th

Session One: 1:30 pm 

Session Two: 2:30 pm  

UPCOMING EVENTS



9

HARMONY GLOBAL CLINICAL TRIALHARMONY GLOBAL CLINICAL TRIALHARMONY GLOBAL CLINICAL TRIAL   
LIVE Q&ALIVE Q&ALIVE Q&A   

HARMONY GLOBAL CLINICAL TRIAL 
LIVE Q&A 

WITH DR. JOSHUA BAKER
LURIE CHILDREN'S HOSPITAL

   HCU NETWORK AMERICA PRESENTSHCU NETWORK AMERICA PRESENTSHCU NETWORK AMERICA PRESENTS    HCU NETWORK AMERICA PRESENTS 

APRIL 17APRIL 17APRIL 17   APRIL 17 

4 PM EDT4 PM EDT4 PM EDT
9 PM GMT9 PM GMT9 PM GMT
6 AM AEST6 AM AEST6 AM AEST   
(APRIL 18)(APRIL 18)(APRIL 18)

4 PM EDT
9 PM GMT
6 AM AEST 
(APRIL 18)

https://us06web.zoom.us/webinar/register/WN_h7RTPUp5S6SRvlm4MC_9Gw
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CLINICAL TRIALS IN MOTIONCLINICAL TRIALS IN MOTIONCLINICAL TRIALS IN MOTIONCLINICAL TRIALS IN MOTION
   HCU NETWORK AMERICA PRESENTSHCU NETWORK AMERICA PRESENTSHCU NETWORK AMERICA PRESENTS    HCU NETWORK AMERICA PRESENTS 

APRIL 29APRIL 29APRIL 29APRIL 29 7 PM EDT7 PM EDT7 PM EDT
12 AM GMT12 AM GMT12 AM GMT
9 AM AEST9 AM AEST9 AM AEST      (APRIL 30)(APRIL 30)(APRIL 30)

7 PM EDT
12 AM GMT
9 AM AEST  (APRIL 30)

WITH SAGAR VAIYDA, M.D. PH.D AND BEN LEWIS

https://us06web.zoom.us/webinar/register/WN_8iacAHpdThiTjsGQIBumuQ
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Community fun day

https://hcunetworkamerica.org/2026-conference/
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HHCCUU  FFAAMMIILLYYHCU FAMILY
FAMILY AFFAIR

It’s A

In The City of Brotherly Love

On On Sunday, July 12,Sunday, July 12, to wrap up our biennial  to wrap up our biennial HCU NetworkHCU Network
America 2026 conference,America 2026 conference, we are hosting a fun way for our we are hosting a fun way for our

community to bond, laugh, and spend time together awaycommunity to bond, laugh, and spend time together away
from the hotel!from the hotel!  

Join us for Join us for activities and lunchactivities and lunch at Franklin Square from  at Franklin Square from 1010
am to 2 pm.am to 2 pm.

We will be providing a continuous shuttle to and from theWe will be providing a continuous shuttle to and from the
hotel for anyone who needs to return for departure.hotel for anyone who needs to return for departure.

If you would like to join us for this unforgettable experience,If you would like to join us for this unforgettable experience,
please plan your travel accordingly.please plan your travel accordingly.

On Sunday, July 12, to wrap up our biennial HCU Network

America 2026 conference, we are hosting a fun way for our

community to bond, laugh, and spend time together away

from the hotel! 

Join us for activities and lunch at Franklin Square from 10

am to 2 pm.

We will be providing a continuous shuttle to and from the

hotel for anyone who needs to return for departure.

If you would like to join us for this unforgettable experience,

please plan your travel accordingly.

Fun DayFun DayFun Day

Carousel | Mini Golf | Yard Games

https://hcunetworkamerica.org/2026-conference/
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FAMILY AFFAIR
It’s A

In The City of Brotherly Love CALL FOR ABSTRACTS
SUBMISSION DEADLINE
APRIL 30 , 2026th

CALL FOR ABSTRACTS
SUBMISSION DEADLINE
APRIL 30 , 2026th

July 10-12, 2026

Posters on:
Natural history
Novel therapies
Treatment
Diagnostics & Testing
Other

For questions, email 
research@hcunetworkamerica.org

Please note: accepted abstract
authors will need to register as a
medical professional or industry

Abstract Submission Link
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World
Homocystinurias

Awareness Day

Livestream Event

Exclusive Raffle Baskets

Follow us to receive updated on activities & events
Stay tuned for livestream details & raffle information



Celebrate
World Homocystinurias

Awareness Day
In Style!

https://www.bonfire.com/store/hcu-haberdashery/
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Last month, HCU Network America's Executive Director, Danae Bartke, and Board member and scientific
advisor, Kristen Skvorak, attended the 2026 Annual Clinical Genetics Meeting of the American College
of Medical Genetics and Genomics (ACMG) in Baltimore.

It was an inspiring few days of discovery, learning, and connection across the metabolic community. 
Topics included: 

 Improved HCU detection: Researchers from the Department of Human Genetics at Emory
University School of Medicine demonstrated that adding second-tier testing of newborn screening
bloodspots—measuring total homocysteine, methylmalonic acid, and 2-methylcitrate—can
significantly reduce false positives while improving detection of Homocystinuria.
HCU and Pegtibatinase: In Phases 1 and 2 of Travere Therapeutics’ COMPOSE study, participants
experienced a rapid, sustained reduction in blood homocysteine levels below the therapeutic
threshold, with some even achieving normal levels. They are now recruiting for their Phase 3
HARMONY study, which includes adolescents.
Diagnostic Intervals and outcomes: This patient-reported study found that although newborn
screening has improved early detection of homocystinuria (HCU), many cases—especially CBS
deficiency—are still missed due to variability in screening practices, resulting in significant diagnostic
delays. Individuals not identified through newborn screening experienced an average delay of up to
3 years (or longer in older cohorts), compared to just 3 months for those diagnosed through positive
screening results. Earlier diagnosis was associated with fewer or less severe symptoms, highlighting
the need for more consistent and sensitive screening approaches, such as using total homocysteine
as a primary marker.

Beyond the research sessions, ACMG offered valuable opportunities to connect with colleagues and
partners in our rare disease space. We were glad to spend time with other advocates, our industry
partners, and so many others working to advance care and innovation for our rare conditions. Thank you
for this opportunity, ACMG! We’re excited to bring insights back to the HCU community.

17

https://www.facebook.com/theacmg?__cft__[0]=AZbcNEAQYQWjMNBBR5ucimJZP42OOzIMOkDUgaN1KzwbCB9OpvNnd1Si34y6SFk6H4tmuWeCaKz39qscjNGqCmXmg_geK8C5Pf6Pf55LIr1AVKZbZE2u_fSB-j86IikH5eA4cUxwwwXe0EGsBFz_u5-KnxST7TMl29SVn6PVFQlazVmjy85yIsrkfyJPAkLZRsQOOsGgwHFrAzR-fZm9SA6fMNAs0J9RFXtrXCo7-mZoMw&__tn__=-]K-y-R
https://www.facebook.com/theacmg?__cft__[0]=AZbcNEAQYQWjMNBBR5ucimJZP42OOzIMOkDUgaN1KzwbCB9OpvNnd1Si34y6SFk6H4tmuWeCaKz39qscjNGqCmXmg_geK8C5Pf6Pf55LIr1AVKZbZE2u_fSB-j86IikH5eA4cUxwwwXe0EGsBFz_u5-KnxST7TMl29SVn6PVFQlazVmjy85yIsrkfyJPAkLZRsQOOsGgwHFrAzR-fZm9SA6fMNAs0J9RFXtrXCo7-mZoMw&__tn__=-]K-y-R




Who can
take part?

Periods during the study

Now 
Enrolling

What is 
the study drug?

✓ 

Why participate 
in the study?

 

Phase: 

Company: 

Total time in study: 

Goal: 

TravereTherapeutics

About 9 months

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

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

 
United States, Europe,
the Middle East, Asia
Pacific, and South
America.

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.

 
with HCU will
take part in
the study. 

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

Payment for time and
travel may be available
to participants and their
caregivers.

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

Study locations include: About70people 

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

✓

✓ 

✓
✓ 

✓ 

People with a diagnosis of HCU

People 12 to 65 years of age

Other factors and restrictions 
also apply

Participants will receive
pegtibatinase or placebo
(an inactive medication)

You may helpotherswith HCU
You will help contribute to new research 
and further understanding of HCU
You will receive additional monitoring 
and testing

SCREENING
PERIOD

PRE-TREATMENT
PERIOD

STUDY TREATMENT
PERIOD

FOLLOW-UP
PERIOD

To check if
the right
study is
for you 

To understand
your current diet
and how to keep
it stable during

the study

To receive pegtibatinase
or the placebo

To check your
health after
the Study

Treatment 
Period

70
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HCU Network America is pleased to announce they are 

Now Accepting 
Request for Proposals

Seeking novel  proposals
for  treatment and
prevention of clinical
manifestations for
Classic
Homocystinuria
and/or Methionine
Synthase deficiency
by exploring novel
mechanisms to obtain
proof of concept to
enable progression to
clinical trials

 

2026 HCU Network America Grant
Application – Fill out form

Application Deadline: May 31, 2026

https://forms.office.com/Pages/ResponsePage.aspx?id=3K-prEzf20eLZ7Y_H-Yjhfx9wgWa6w5Pk0RSOyq-zgFUMkM5MVNBM0dMNzhLTkVBNVAzVlA4UUFaTi4u&origin=QRCode
https://forms.office.com/Pages/ResponsePage.aspx?id=3K-prEzf20eLZ7Y_H-Yjhfx9wgWa6w5Pk0RSOyq-zgFUMkM5MVNBM0dMNzhLTkVBNVAzVlA4UUFaTi4u&origin=QRCode
https://forms.office.com/Pages/ResponsePage.aspx?id=3K-prEzf20eLZ7Y_H-Yjhfx9wgWa6w5Pk0RSOyq-zgFUMkM5MVNBM0dMNzhLTkVBNVAzVlA4UUFaTi4u&origin=QRCode


Living with a rare disease means managing unique
challenges, including frequent doctor visits, rigorous

treatment regimens and hospitalizations, and exposure
risks. While quality and duration of life continues to

improve thanks to improved diagnosis and treatment
approaches, individuals living with rare diseases still face
disparities in achieving traditional life milestones. That’s

why the EveryLife Foundation for Rare Diseases established
the #RAREis Scholarship Fund – to enrich the lives of adults

living with rare diseases by providing support for their
educational pursuits.

Thanks to the support of Amgen, The EveryLife Foundation
for Rare Diseases will provide one-time awards of $5,000
scholarships to up to 58 rare disease recipients in 2026.

Applications will be open from March 17 through April 28,
2026 at 2 PM Eastern.

Pursue Your Dreams Through The
#RAREis Scholarship Fund

https://scholarshipamerica.org/scholarship/rareis/


 Host Ben sits down with Avery, a PhD
student who discovered she has
classical homocystinuria (HCU)
through a free genetic testing

program. Avery shares her
unexpected diagnosis, how it

reshaped her understanding of her
health, and what it’s like navigating a

rare metabolic condition while
pursuing advanced academic

research. Together, Ben and Avery
explore the power of genetic testing,
patient advocacy, and finding clarity

in answers that come later than
expected.

Meet your hosts! The latest episode

IN CASE YOU MISSED IT...

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

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!

The HC&U Podcast is back!!!The HC&U Podcast is back!!!The HC&U Podcast is back!!!

To Listen:
https://hcunetworkamerica.org/hcu-
podcast/ 
or click below on your favorite option!

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


Take the Brain & Nervous System Survey:
https://rare-x.org/homocystinuria/

https://rare-x.org/homocystinuria/
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https://us06web.zoom.us/j/84006439388?pwd=Wqq2fKQ7cbSRFFUfViwnQoxgf9BozU.1


Registration is now open for our 2 terrific family camps for those with
inherited disorders of protein metabolism, their family members, and
friends. Learn more and register at https://flok.org/camp/. 

- Family Camp West in Antelope, Oregon, June 4-7, 2026
- Family Camp East on Lake Winnipesaukee in NH, September 17-20,
2026

Thanks to support from BioMarin Pharmaceutical Inc. flok's retreat and
camp are FREE for those with Classical HCU, MSUD, an Organic
Acidemia, PKU, Tyrosinemia or a Urea Cycle Disorder. Flexible pricing
available for family members and friends. 

Questions? Contact camp@flok.org.



PLAN YOUR PLATE
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BREAKFAST
So Delicious Yogurt w/ Berries
Cambrooke Blueberry Scones
CFL Honey Puffs Cereal
CFL  Porridge 

Cambrooke Hot Cereal

Notes

All items and recipes are
hyperlinked.
All breakfast are 2 g or less
All snacks are 1 g or less
Meals should be used for
lunches and dinner to reduce
time spent cooking.
Please verify all information
using the flok app. 

SNACKS

Snyder Gluten Free Pretzels
Garden Veggie Straws
Siete Tortilla Chips
Apple Slices
Mandarian Orange

M
O

N
DA

Y
TU

ES
DA

Y
W

ED
N

ES
DA

Y
TH

U
RS

DA
Y

FR
ID

AY

CFL Penne a la Vodka Sauce (1.7 g protein)
Promin Elbow Pasta (0.2 g protein)
Capello's Gluten Free Focaccia Bread ( < 0.5 g protein)
Green Beans (0.9 per 50 g raw)

Zucchini, Mozzarella & Sun-dried Tomato Panini (3.33 g per sandwich)
Crispy Yucca Fries (1/6 recipe equals 3.17 g protein without sauce)

CFL Minestrone Soup  (2.5 g protein)
CFL Cesar Salad (1.1 g protein)

Mushroom and Chive Risotto Swirled with Garlic Herb Butter

Schar Pizza Crust (1.51 g per ⅓ pizza base)
Prego Pizzeria Style Pizza Sauce (1 g per ¼ cup)
Follow Your Heart, Dairy Free Mozzarella Style Shreds (0.6 g per 4 oz.)
Add toppings to your liking - count as needed

https://sodeliciousdairyfree.com/dairy-free-foods/dairy-free-yogurt-alternatives/coconutmilk-yogurt/vanilla
https://shop.cambrooke.com/product/11/blueberry-scone-mix
https://cookforlove.org/recipes/detail/77569
https://cookforlove.org/recipes/detail/73500
https://cookforlove.org/recipes/detail/73500
https://cookforlove.org/recipes/detail/73500
https://shop.cambrooke.com/category/51/creamy-hot-cereal
https://flok.org/app/
https://flok.org/app/
https://www.snydersofhanover.com/gluten-free-sticks/#toggle-id-1
https://www.gardenveggiesnacks.com/product/garden-veggie-straws/
https://sietefoods.com/shop/chips-and-snacks/grain-free-tortilla-chips/sea-salt-grain-free-tortilla-chips/?size=5oz
https://cookforlove.org/recipes/detail/75593
https://cookforlove.org/recipes/detail/75593
https://zoiahealthcare.org/store/marketplace/promin-macaroni/
https://cappellos.com/products/focaccia
https://www.jaroflemons.com/yuca-fries-recipe/#wprm-recipe-container-70676
https://cookforlove.org/recipes/detail/70544
https://cookforlove.org/recipes/detail/70544
https://cookforlove.org/recipes/detail/70544
https://www.schaer.com/en-us/p/pizza-crusts
https://www.campbells.com/prego/products/pizza-sauces/pizza-sauce-pizzeria-style-sauce/
https://followyourheart.com/vegan-foods/dairy-free-cheese/dairy-free-mozzarella-style-shredded/
https://hcunetworkamerica.org/wp-content/uploads/2026/02/Meal-PlanMenues.pdf


RECIPE FEATURE
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https://hcunetworkamerica.org/wp-content/uploads/2026/02/Meal-PlanMenues.pdf


RECIPE FEATURE
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https://hcunetworkamerica.org/wp-content/uploads/2026/02/Meal-PlanMenues.pdf


LOW PROTEIN MUST HAVES

Jovial Grain Free Orzo

Follow Your Heart Parmesan

http://amazon.com/Jovial-Organic-Grain-Cassava-Ounce/dp/B09QKYD194
https://followyourheart.com/vegan-foods/dairy-free-cheese/dairy-free-parmesan-style-shredded/


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 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 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


Click Here

What? Why?

How?

Follow Us!

What is it?
 A secure private survey for
individuals or families
affected by Homocystinuria

What will I share?
Patient’s birthdate, gender,
exact diagnosis, and how
they were diagnosed

What will my info be used for?
Confidential and will not be
shared unless we have
permission
Helps HCUNA achieve our
goals

Why should I join?
Able to find other families
and patients in your state
and request contact
information
Access to exclusive
materials (ex: we may have
a webinar that a presenter
doesn’t want to share
publicly but is okay sharing
with just our community)

How do I
participate?

The form takes
3-5 minutes to
complete
Visit our
website and
click on
“contact
register” tab
or...

Contact Register

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
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@hcu_network_america

@HCUAmerica

HCU Network America

Do you have
social media??

We 
do 

too!
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	World Homocystinurias Awareness Day
	Last month, HCU Network America's Executive Director, Danae Bartke, and Board member and scientific advisor, Kristen Skvorak, attended the 2026 Annual Clinical Genetics Meeting of the American College of Medical Genetics and Genomics (ACMG) in Baltimore.
	It was an inspiring few days of discovery, learning, and connection across the metabolic community.  Topics included:
	Improved HCU detection: Researchers from the Department of Human Genetics at Emory University School of Medicine demonstrated that adding second-tier testing of newborn screening bloodspots—measuring total homocysteine, methylmalonic acid, and 2-methylcitrate—can significantly reduce false positives while improving detection of Homocystinuria.
	HCU and Pegtibatinase: In Phases 1 and 2 of Travere Therapeutics’ COMPOSE study, participants experienced a rapid, sustained reduction in blood homocysteine levels below the therapeutic threshold, with some even achieving normal levels. They are now recruiting for their Phase 3 HARMONY study, which includes adolescents.
	Diagnostic Intervals and outcomes: This patient-reported study found that although newborn screening has improved early detection of homocystinuria (HCU), many cases—especially CBS deficiency—are still missed due to variability in screening practices, resulting in significant diagnostic delays. Individuals not identified through newborn screening experienced an average delay of up to 3 years (or longer in older cohorts), compared to just 3 months for those diagnosed through positive screening results. Earlier diagnosis was associated with fewer or less severe symptoms, highlighting the need for more consistent and sensitive screening approaches, such as using total homocysteine as a primary marker.
	Beyond the research sessions, ACMG offered valuable opportunities to connect with colleagues and partners in our rare disease space. We were glad to spend time with other advocates, our industry partners, and so many others working to advance care and innovation for our rare conditions. Thank you for this opportunity, ACMG! We’re excited to bring insights back to the HCU community.
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