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Kira was born in January 2017, slightly jaundiced, but
otherwise a happy, healthy baby. She grew very quickly,
going to the 90th centiles for height and weight within 6
months! 
Life with Kira was generally the same as most other kids
until she got an ear infection the summer of 2021, aged
4.5yrs. Although places were still locked down with
Covid, Kira was still attending nursery (Dad was classed
as an essential worker so it was permitted for her to go).  
She came home on a Thursday with a sore ear, feeling
under the weather, then started being sick that night.

 She seemed to perk up on the Saturday/Sunday but then went downhill again on the
Monday. She couldn’t keep anything down and was getting very lethargic. We spoke to
our GP who recommended we bring her in the next day to be seen in person. Following
some checks at the appointment on Tuesday the GP sent us straight to the CAT ward at
the local hospital as Kira was dehydrated and her heart rate was a little low. 

Me and my husband were both allowed to stay with Kira for a couple of hours while 
she was checked and admitted, but only one was allowed to stay the night with her due
to Covid. I stayed with her that night and she seemed OK once she had an IV in, except
she couldn’t stop being sick every hour, even with anti-sickness medicines. 

At around 10am on Wednesday, Kira had her 1st seizure in front of me and a student
nurse who was changing some of her bandages on her IV. Kira was asleep at the time.
The nurse went to get a doctor as my husband arrived, which is when Kira had her 2nd
seizure whilst the doctor examined her. The doctor called for a crash team after noticing
her pupils were mis-matched and unresponsive. What happened next is mostly a blur,
but I’ve watched enough medical dramas to know what was happening to my baby girl.
For a short time, we were huddled in the corner of the room watching various medical
personnel attend to Kira and then were moved to a staff room to allow the doctors to
work. We have never been so scared in our lives.
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It was very lucky we were already at the hospital. Within around 10-15 minutes (that felt
like hours), Kira was conscious and talking, completely oblivious as to what had just
happened. She was taken away for testing as they were naturally very concerned about
what had happened to an otherwise healthy child. We sat in this suddenly very empty
room, shell shocked, made some calls to family to let them know. 

We were taken to ICU to see Kira a few hours
later, she was being kept asleep following a CT
scan. The doctors informed us that she had a very
large blood clot in her brain that had caused a
stroke. They needed to operate immediately to
relieve the pressure and remove damaged
sections of her brain. I signed some forms; we
kissed her and then she went off to surgery. The
staff put us up in a family room so we could stay
at the hospital rather than having to travel back
and forth. 
We were warned that the location of the clot and
damage may result in Kira being unable to talk
properly and could affect movement in parts of
her body. No-one would know until she woke
from surgery and could be properly assessed. 

At 5.45pm we got a call from her surgeon to say he had finished and everything looked a
lot better than it had on the scans. It would be a couple more hours before she would be
out and ready for us to visit. Unfortunately, we had fallen asleep when she came out of
surgery (due to stress and fatigue) and woke to voicemails from the ICU staff telling us
we could go see her. When we arrived, they were just bringing her round and removing
the tube from her throat. Kira immediately asked for a drink of water - full sentence, very
clearly. The staff were shocked at how clear she had spoken considering what had
happened to her and so soon after surgery. She was also moving her hands and trying to
push the staff away from her as she wanted to be left alone to sleep.
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The relief was profound! But we also didn’t want to get our hopes up completely as we’d
been told that recovery could be months to years. We were also informed at this point it
wasn’t one clot, but dozens of smaller ones that had become clumped together, but the
hospital had no idea what caused it at the time.
As covid was still a factor at the time, my husband and I were not allowed to be in the
hospital with Kira at the same time. We took it in turns spending 2-3 days with her, then
swapping over so the other one could also spend 2-3 days with her.

Kira decided she was going to defy the odds (may
have something to do with my husband promising to
get her a big toy once she was well enough to leave
the hospital). She was moving her arms and legs and
talking within days (and to be fair may have done
sooner but the amount of morphine she was on to
begin with made her very drowsy). She was feeding
herself within a week post op – with the smuggest
grin on her face you have ever seen, especially
around medical staff! At 7-10 days she was
demanding we wheel her around the ward to see
the staff as she was bored being stuck in the room
watching Paw Patrol. 

PT and OT had signed her off within 2 sessions as she could walk unaided and was
beating them at giant connect four. She did get tired very quickly, which was natural and
expected. At 2 weeks they were talking about sending us home for a short time as Kira
was so healthy! 

It was closer to 3 weeks when we took her home for the weekend – it felt like
a dream! To be at home, the 3 of us together. We didn’t do much other than rest, which
we all needed, but it was amazing. 

When we went back in after the weekend for some routine check-ups, we had another
shock, we were told we’d be staying. 



HCU HERO:
KIRA FROM NEW YORK

As Kira had recovered so well, they wanted to do a 2nd surgery to put the piece of skull
they had removed back where it belonged. Up until then it had been kept under her
skin, near to her stomach. We were told this was the best place for it as it would keep
the bone pieces ‘alive’ for a couple of months. So 2nd surgery, out of the blue. This went
well but there were some complications in a day or two afterwards, so she did have to
have a third surgery to correct these, but once that was done, she recovered very quickly
again.
We got to the 4-week mark when they told us they had found a reason for it all - Classic
Homocystinuria. We had never heard of it, even though it was tested at the newborn
screening. (Kira tested negative at birth).  
We left the hospital 4.5 weeks post op with a month’s supply of Betaine, a prescription
for Aspirin and Folic Acid, a referral for a wheelchair and a referral for the metabolic
clinic. 
Unfortunately for Kira, Betaine didn’t work and she needed to go on to Anamix Junior
and a low protein diet. Going from a high protein diet to 10 exchanges a day was a big
shock for us all! Luckily Kira isn’t a very picky eater and managed very well though the
supplements were a harder thing to sort. She’s amazing though and generally her levels
are great with only the odd spike here and there (usually due to her growing). 

We are very fortunate that we have amazing staff
at the metabolic clinic who would happily answer
our questions, offer advice, sort trials of
prescription foods, and work with the GP to get
them sorted. We also found the HCU and PKU
communities online which also provided comfort
– knowing there were others who were living
with the condition helped. 
Kira missed the start of Primary School as a result
of this but was eager to start back and only
missed about 4 weeks. The initial couple of
weeks she had shorter days to ease her into it,
but she fully settled in with ease and soon made
friends and got on very well with everyone there. 



HCU HERO:
KIRA FROM NEW YORK

The staff have been amazing at helping us manage her diet and she had school meals
with her classmates until year 3, with the school kitchen staff working with us directly to
provide a variety of food that Kira could have. Kira has since decided she wanted packed
lunches, like most of her friends.
We’ve had plenty of challenges along the way, but Kira won’t be stopped by it. She does
occasionally ask, ‘why me’, ‘why can’t I be the same as others’ and there have been
some tough questions to answer. We remind her, we are all different. Some of her
friends can’t eat dairy, some have asthma, some have diabetes. Plus, myself and my
husband also have dietary intolerances too which Kira is aware of. 
She is a bit unique though – when genetic testing was done, only one marker was found
that she shares with me. Her Dad doesn’t have any markers. Technically, Kira should not
have HCU, but she does. The Doctors have said they will do new genetic tests at the 10-
year mark to see what advancements in genetic testing find.
Kira knows the protein amounts of many different foods by heart, works out herself what
she wants to use her exchanges on each day, and has a varied and healthy diet compared
to most other kids we know. She loves Broccoli, Sausages, and Yorkshire Puddings.   

Kira loves school and learning, always
participating in the lessons, and helping other
children. All the staff think she is amazing and
so many kids and adults know her. She also
attends an after-school club with kids of
varying ages from schools around the area and
is very well known to them. She loves helping
to look after the much younger kids there.
She’s a happy, healthy, (very tall) 9.5yr old who
loves K-Pop Demon Hunters! This year a poem
she wrote was published in a book with other
children from around the country (the book
can be found in the British Library). We are
beyond proud of Kira. She has met every
challenge head on and keeps pushing herself,
testing her limits and surpassing them with
determination.  







One biomarker, many conditions
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$40,000

Click here to donate

https://bit.ly/HCUMatch2026

By check
HCU Network America

15 S. Mallory Ave
Batavia, IL 60510

 During the winter holidays, warmth and generosity can be felt near and far. We ask every patient and
family to help us raise funds to continue our homocystinuria community outreach, education, and advocacy
initiatives to educate providers and be there for families like Everett and Clementine's. Please share our
appeal letter with your colleagues, friends, and family. 

Matching Gift Challenge
In honor of our 10-year anniversary, the Lewis Family, Margie McGlynn,
the Bonucci Family, and the Kelly Family have come together to offer a
$40,000 match. 

Three Easy Ways to Donate

Your
Donation

Your
Donation

Four Family
Donors Match
Your Donation

Your
Donation

Four Family
Donors

Match Your
Donation

Four Family
Donors Match

Your Company's
Match
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https://bit.ly/HCUMatch2026
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What is HCU?
 

 

Cause and Effect
 

ˈ  

 

What is a low protein diet? 

 
metabolic condition.PeoplewithHCU cannot break down the amino
acids methionine (me-thahy-uh-neen) and homocysteine (hō-mō-ˈsi-
stə-ˌēn) in their bodies.

Homocystinuria(Ho-mo-cys-tin-uria), or HCU, is a rare inherited

 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 othermedicines.

Severe nearsightedness
Lens dislocation
Cognitive deficits
Behavioral problems
Clumsiness 
Long limbs 
Blood clots 
Strokes

Possible Complications of High HCY

 
acid, homocysteine (HCY) (hō-mō-si-stə-ˌēn ). Thebyproduct

Normally Methioninebreaks down into another amino

homocysteine (HCY) also builds up and has very unhealthy and
dangerous side effects when protein (more specifically Met) is
ingested. High HCY levels are harmful to the eyes, skeletal,
vascular and central nervous systems. 

To help prevent these issues, those with HCU must
follow a special dietwith low protein and drink their
HCU formulathroughout the day

CARETAKERS
GUIDE TO HCU

Themajority of the HCU diet is composed
offruits, vegetables and specialty low
protein foods. 

Permitted:
Maystill needto becounted

Limited Amounts:
Allowed, butin limitedquantities

NotAllowed:
Notallowedunlessokayed by parent 

Fruit: Apples, Papaya, Pears,
Strawberries, Tangerines

Veggies: Bell Peppers,
Cabbage, Celery, Eggplant,
Tomatoes

Butter and Oils

Medical Low Protein Food

Fruit: Avocado, Figs,
Jackfruit, Kiwi, Oranges

Veggies: Brussel Sprouts,
Corn, Peas, Potatoes

(Some) Sugary Cereal

Popcorn

Meat
Nuts
Grains
Most Dairy
Beans
Eggs
Legumes

To learn more about Homocystinuria, please visit: https://hcunetworkamerica.org

This information is not intended to take the place of medical advice or care you receive from your health care professional and intended for
information purposes only. Permitted foods and quantities will vary. For a full list of permitted foods, please consult the child’s metabolic care te



Support
 

Remember
 

Learn
 

Communicate

 

Treat themasany other child

Teach them following a diet is important

Encourage them to drink their formula

Don’t make comments about the

smell or flavor

Don’t deviate from the allowed foods,

even if it’s “just a bite”

Attend homocystinuria events

Theyare not sick

It’s not an allergy. You will not see

immediate side effects if the diet isn’t

followed

Damage from not following the diet

tends to be irreversible

It’s a diet for life!

Communicate with parents

and ask questions

 Communicate what they have

eaten, have not eaten, or if you plan to

feed them anything - ask in advance.

Make sure the items you have selected

fit their protein allowance.

Learnto properly read food labels

What foods they can and cannot eat and
their exact protein and methionine

contents

Learn how to weigh and measure foods

Learn how to cook low protein foods

Learn how to make their formula

Learn more about Homocystinuria



 

KEY UPDATES 

 

Why were the guidelines updated?
 Theoriginalinternational guidelineswerepublished several years ago. Since then:
More patients have been identified through newborn screening.
Doctors have gained experience treating patients earlier and for longer periods.
New evidence has become available about medication dosing, monitoring, and long-term outcomes.
Patient organizations participated in the guideline development process, helping ensure that patient and family
perspectives were included.

The2026revision reviewed the latest available evidence and expert experience to provide updated recommendations.

1.Stronger emphasis on early diagnosis
The revised guidelines highlight that early diagnosis, especially through newborn screening, is associated with better
outcomes. Children identified before symptoms develop generally have a better chance of avoiding serious complications.

2.More detailed recommendations for laboratory testing
The updated guidelines stress measuring:

Total homocysteine
Methionine
Methylmalonic acid (MMA), when appropriate
Vitamin B12
Folate levels

These tests help doctors distinguish remethylation disorders from other conditions and monitor treatment effectiveness. 
3. Greater support for higher-dose hydroxocobalamin treatment

One of the most important updates is growing evidence that earlier use of higher-dose injectable hydroxocobalamin (a
form of vitamin B12) may improve:

Brain development and cognitive outcomes
Neurological symptoms
Eye disease in severe cobalamin-related disorders such as cblC
The guideline notes emerging evidence supporting doses above 0.35 mg/kg/day in some patients

4.Continued recommendation for betaine therapy
For severe MTHFR deficiency and many other remethylation disorders, betaine remains a cornerstone treatment because
it helps lower homocysteine and supports methionine production.

5.Clearer treatment goals
The revised guidelines recommend trying to keep:

Homocysteine levels as close to normal as possible
Methionine levels in a healthy range
MMA levels controlled when relevant

These laboratory targets are increasingly recognized as important markers of good metabolic control.

First Revision of the Guidelines for the Diagnosis and Management of
Remethylation Disorders

GiorgiaOlivieri,AndreaBordugo,Birute Burnyte,Alessandro Costetti,Maria-LuzCouce, Luisa Diogo, FrancoisFeillet, D. Sean Froese, Benedetta Greco, Jean-LouisGueant,
 

LucianaHannibal,Friederike Hörster, ViktorKožich,GiancarloLaMarca,IriniManoli, Fanny Mochel,LorenzoOrazi, Belén Pérez,ManuelSchiff, Bernd C.Schwahn,Ida
Schwartz, Karolina M.Stepien,Jolanta Sykut-Cegielska, Trine Tangeraas, Rolf H. Zetterström, Carlo Dionisi-Vici, Martina Huemer

https://onlinelibrary.wiley.com/authored-by/Stepien/Karolina+M.
https://onlinelibrary.wiley.com/authored-by/Costetti/Alessandro
https://onlinelibrary.wiley.com/authored-by/Couce/Maria%E2%80%90Luz
https://onlinelibrary.wiley.com/authored-by/Diogo/Luisa
https://onlinelibrary.wiley.com/authored-by/Feillet/Francois
https://onlinelibrary.wiley.com/authored-by/Olivieri/Giorgia
https://onlinelibrary.wiley.com/authored-by/Hannibal/Luciana
https://onlinelibrary.wiley.com/authored-by/Bordugo/Andrea
https://onlinelibrary.wiley.com/authored-by/H%C3%B6rster/Friederike
https://onlinelibrary.wiley.com/authored-by/Burnyte/Birute
https://onlinelibrary.wiley.com/authored-by/Costetti/Alessandro
https://onlinelibrary.wiley.com/authored-by/Couce/Maria%E2%80%90Luz
https://onlinelibrary.wiley.com/authored-by/Diogo/Luisa
https://onlinelibrary.wiley.com/authored-by/Mochel/Fanny
https://onlinelibrary.wiley.com/authored-by/Feillet/Francois
https://onlinelibrary.wiley.com/authored-by/Orazi/Lorenzo
https://onlinelibrary.wiley.com/authored-by/Froese/D.+Sean
https://onlinelibrary.wiley.com/authored-by/Schiff/Manuel
https://onlinelibrary.wiley.com/authored-by/Greco/Benedetta
https://onlinelibrary.wiley.com/authored-by/Schwahn/Bernd+C.
https://onlinelibrary.wiley.com/authored-by/Gueant/Jean%E2%80%90Louis
https://onlinelibrary.wiley.com/authored-by/Olivieri/Giorgia
https://onlinelibrary.wiley.com/authored-by/Hannibal/Luciana
https://onlinelibrary.wiley.com/authored-by/H%C3%B6rster/Friederike
https://onlinelibrary.wiley.com/authored-by/Stepien/Karolina+M.
https://onlinelibrary.wiley.com/authored-by/Ko%C5%BEich/Viktor
https://onlinelibrary.wiley.com/authored-by/Sykut%E2%80%90Cegielska/Jolanta
https://onlinelibrary.wiley.com/authored-by/La+Marca/Giancarlo
https://onlinelibrary.wiley.com/authored-by/Sykut%E2%80%90Cegielska/Jolanta
https://onlinelibrary.wiley.com/authored-by/Manoli/Irini
https://onlinelibrary.wiley.com/authored-by/Mochel/Fanny
https://onlinelibrary.wiley.com/authored-by/Orazi/Lorenzo
https://onlinelibrary.wiley.com/authored-by/P%C3%A9rez/Bel%C3%A9n
https://onlinelibrary.wiley.com/authored-by/Dionisi%E2%80%90Vici/Carlo
https://onlinelibrary.wiley.com/authored-by/Schiff/Manuel
https://onlinelibrary.wiley.com/authored-by/Huemer/Martina
https://onlinelibrary.wiley.com/authored-by/Schwahn/Bernd+C.
https://onlinelibrary.wiley.com/authored-by/Schwartz/Ida
https://onlinelibrary.wiley.com/authored-by/Schwartz/Ida
https://onlinelibrary.wiley.com/authored-by/Stepien/Karolina+M.
https://onlinelibrary.wiley.com/authored-by/Sykut%E2%80%90Cegielska/Jolanta
https://onlinelibrary.wiley.com/authored-by/Tangeraas/Trine
https://onlinelibrary.wiley.com/authored-by/Zetterstr%C3%B6m/Rolf+H.
https://onlinelibrary.wiley.com/authored-by/Dionisi%E2%80%90Vici/Carlo
https://onlinelibrary.wiley.com/authored-by/Huemer/Martina


What Does This Mean for Families?
 There is reason for optimism

 

Access to treatment remains a challenge
 

 

The importance of lifelong follow-up remains unchanged
 

The 2026 guideline update is encouraging news for families affected by cblC, MTHFR
deficiency, and other remethylation disorders. The biggest messages are:

 Diagnosepatientsasearly as possible,ideallythroughnewbornscreening.
Start effective treatment promptly.
Continue using betaine and injectable hydroxocobalamin as core therapies.
Aim for better biochemical control of homocysteine, methionine, and MMA.
Consider emerging evidence that higher-dose hydroxocobalamin may improve neurological and eye outcomes,
particularly in severe cobalamin-related disorders.
Maintain lifelong monitoring with an experienced metabolic team.
Overall, the revised guidelines show that earlier recognition and more aggressive treatment are helping improve
outcomes for many individuals with remethylation disorders

Theguideline specificallynotes thatobtaininghighly concentrated hydroxocobalamin formulations can be difficult in
many regions. This remains an important unmet need for patients and families. 

Even when apatientappears stable,ongoing follow-upis essential becausethese disorders can affect multiple organs
over time. Monitoring vision, development, neurological function, kidney health, and laboratory values remains
important. 

Therevisedguidelinesreflectsignificantprogress since the original recommendations. Experts now have more evidence
that:

Early diagnosis improves outcomes.
Treatment can reduce illness and death.
Earlier and potentially higher-dose hydroxocobalamin may provide additional benefits.
Long-term managementishelping morepatientsreachadulthood andachieve improved quality of life. 



HCU Network America was proud
to attend SSIEM 2026 in Helsinki,

Finland, connecting with
researchers, clinicians, advocates,

and members of the global
metabolic disease community. The

conference provided an
opportunity to highlight important
research in homocystinuria, share

the patient perspective, and
strengthen connections that help

move HCU research forward. 

We Went To
SSIEM!



Team Name $ Miles

Hunt for Research $28,249 160.6

Brooke’s Blazers $2,440 294.03

Classical Champions $1,915 620.17

Amy’s Army $3,175 0

Team Cobalamin C $1,715 26.1

Team Butterstick $1,345 1.1

The Mighty MTHFRs $1,680 100

Team Hawkins $1,268 268

Super Matteo Squad $630 0

CanPKU+ Racers $530 61

Never Lewis Hope $2,465 100.7

      Proudly sponsored by:

Final ScoresFinal ScoresFinal Scores



Team Name $ Miles

Grayson’s Gang $998 275.58

Ellie’s Entourage $2,760 75

Team Recordati $135 314.4

Team Casey $80 25

Team Will For HCU $1,450 74.92

Galloping For HCU $85 27

Helix Hustlers $230 61

Unicorn Phoebe $50 0

Miles for Marcus $545 24.88

Miles for Andy $255 43

Axelotyl $600 5.5

      Proudly sponsored by:

Final ScoresFinal ScoresFinal Scores
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Thank You To Our Sponsors!



UPCOMING EVENTS

In this episode, Ben talks with Joseph,
whose son Matthew faced

developmental delays and was
eventually diagnosed with
homocystinuria (HCU) and

neurofibromatosis type 1 (NF1). Joseph
discusses the challenges of a delayed

diagnosis and how their experience
motivated the family to advocate for

rare disease awareness. This
conversation highlights the

significance of newborn screening,
trusting parental instincts, and

assisting families in finding answers
more quickly.

Meet your hosts! The latest episode

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!

IN CASE YOU MISSED IT...

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/


Complete the Head to Toe Survey at
https://homocystinuria.rare-x.org

53
 Vision Issues

48
Brain/Nervous

System

36
Bones/Cartilage

/Connective
Tissue

36
Sleep

40
Digestive

 Issues

Of the 81 participants who took the Head-to-Toe Survey
Here are the top 5 areas the data is pointing too

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


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


@hcu_network_america

@HCUAmerica

HCU Network America

Do you have
social media??

We 
do 

too!
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	vitamins and othermedicines.

	Cause and Effect
	acid, homocysteine (HCY) (hō-mō-si-stə-ˌēn ). Thebyproduct
	Normally Methioninebreaks down into another amino
	homocysteine (HCY) also builds up and has very unhealthy and dangerous side effects when protein (more specifically Met) is ingested. High HCY levels are harmful to the eyes, skeletal, vascular and central nervous systems.
	To help prevent these issues, those with HCU must
	follow a special dietwith low protein and drink their
	HCU formulathroughout the day
	Possible Complications of High HCY
	Severe nearsightedness Lens dislocation Cognitive deficits Behavioral problems Clumsiness
	Long limbs
	Blood clots
	Strokes


	What is a low protein diet?
	Permitted:
	Maystill needto becounted
	Fruit: Apples, Papaya, Pears, Strawberries, Tangerines
	Veggies: Bell Peppers, Cabbage, Celery, Eggplant, Tomatoes
	Butter and Oils
	Medical Low Protein Food

	Limited Amounts:
	Allowed, butin limitedquantities

	NotAllowed:
	Notallowedunlessokayed by parent
	Fruit: Avocado, Figs, Jackfruit, Kiwi, Oranges
	Veggies: Brussel Sprouts, Corn, Peas, Potatoes
	(Some) Sugary Cereal Popcorn
	Meat
	Nuts Grains Most Dairy Beans
	Eggs Legumes
	To learn more about Homocystinuria, please visit: https://hcunetworkamerica.org



	Support
	Communicate
	Remember
	Learn
	First Revision of the Guidelines for the Diagnosis and Management of
	Remethylation Disorders
	Why were the guidelines updated?
	Theoriginalinternational guidelineswerepublished several years ago. Since then:
	More patients have been identified through newborn screening.
	Doctors have gained experience treating patients earlier and for longer periods.
	New evidence has become available about medication dosing, monitoring, and long-term outcomes.
	Patient organizations participated in the guideline development process, helping ensure that patient and family perspectives were included.
	The2026revision reviewed the latest available evidence and expert experience to provide updated recommendations.


	KEY UPDATES
	1.Stronger emphasis on early diagnosis
	The revised guidelines highlight that early diagnosis, especially through newborn screening, is associated with better outcomes. Children identified before symptoms develop generally have a better chance of avoiding serious complications.

	2.More detailed recommendations for laboratory testing
	The updated guidelines stress measuring:
	Total homocysteine
	Methionine
	Methylmalonic acid (MMA), when appropriate Vitamin B12
	Folate levels
	These tests help doctors distinguish remethylation disorders from other conditions and monitor treatment effectiveness.

	3. Greater support for higher-dose hydroxocobalamin treatment
	One of the most important updates is growing evidence that earlier use of higher-dose injectable hydroxocobalamin (a form of vitamin B12) may improve:
	Brain development and cognitive outcomes
	Neurological symptoms
	Eye disease in severe cobalamin-related disorders such as cblC
	The guideline notes emerging evidence supporting doses above 0.35 mg/kg/day in some patients

	4.Continued recommendation for betaine therapy
	For severe MTHFR deficiency and many other remethylation disorders, betaine remains a cornerstone treatment because it helps lower homocysteine and supports methionine production.

	5.Clearer treatment goals
	The revised guidelines recommend trying to keep:
	Homocysteine levels as close to normal as possible Methionine levels in a healthy range
	MMA levels controlled when relevant
	These laboratory targets are increasingly recognized as important markers of good metabolic control.


	What Does This Mean for Families?
	There is reason for optimism
	The importance of lifelong follow-up remains unchanged
	Access to treatment remains a challenge
	The 2026 guideline update is encouraging news for families affected by cblC, MTHFR deficiency, and other remethylation disorders. The biggest messages are:
	We Went To

	SSIEM!
	Final Scores
	Team Name
	Miles
	Hunt for Research
	$28,249
	160.6
	Brooke’s Blazers
	$2,440
	294.03
	Classical Champions
	$1,915
	620.17
	Amy’s Army
	$3,175
	Team Cobalamin C
	$1,715
	26.1
	Team Butterstick
	$1,345
	1.1
	The Mighty MTHFRs
	$1,680
	100
	Team Hawkins
	$1,268
	268
	Super Matteo Squad
	$630
	CanPKU+ Racers
	$530
	Never Lewis Hope
	$2,465
	100.7


	Final Scores
	Team Name
	Miles
	Grayson’s Gang
	$998
	275.58
	Ellie’s Entourage
	$2,760
	Team Recordati
	$135
	314.4
	Team Casey
	$80
	Team Will For HCU
	$1,450
	74.92
	Galloping For HCU
	$85
	Helix Hustlers
	$230
	Unicorn Phoebe
	$50
	Miles for Marcus
	$545
	24.88
	Miles for Andy
	$255
	Axelotyl
	$600
	5.5

	Thank You To Our Sponsors!
	UPCOMING EVENTS
	IN CASE YOU MISSED IT...
	The HC&U Podcast is back!!!
	HC&U is a podcast about Homocystinuria, sponsored by HCU Network America and hosted by Ben & Lindsey.
	Meet your hosts!
	The latest episode
	https://hcunetworkamerica.org/hcu-podcast/


	Of the 81 participants who took the Head-to-Toe Survey

	Here are the top 5 areas the data is pointing too
	36
	Sleep

	Complete the Head to Toe Survey at

	https://homocystinuria.rare-x.org
	Customize Your Kit
	For Free!
	What?
	Why?
	Contact Register
	How?
	Click Here

	Follow Us!
	Do you have social media??
	We
	do
	too!
	@hcu_network_america



