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Our third son, Nicholas was born in the early hours
of November 19th, 2019, in Sydney. The labour was
straightforward, and we were sent home with our
beautiful bundle later that day. My husband
Daniel had some time off work during those 2
weeks, and we adjusted to now being a family of
5. Everything seemed to be going smoothly.  

The day that Daniel returned to work, I received a
call from the local hospital asking me to bring
Nicholas back in the following day for another test
as his original newborn screen had flagged an
issue. We had a friend over later that day to meet
our new baby and we discussed the call and our
concern that something could be wrong. Our
friend had a similar occurrence with their son and
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it turned out that it was a lab issue, and everything was perfectly fine.  

The following morning we took Nicholas for the blood tests and the nurse suggested
our baby may just have a B12 deficiency. We did the follow-up heel prick test, and
we took him home feeling relieved that it was probably nothing serious, particularly
as he seemed a happy baby. 

Two days later I received another call; this time from a doctor at the children’s
hospital as well as someone from newborn screening, and they both seemed very
concerned. They asked me if Nicholas was ok, if he was sick and feeding properly
and wanted me to bring him in to the children’s hospital urgently. When we arrived
at the hospital we didn’t wait long before we were ushered into a room filled with
doctors, nurses and a social worker. At this moment we felt this was something
really serious and were terrified! The doctors were amazed at how healthy Nicholas 

   when they had the follow-up test,



seemed to be, but they quickly took him off for blood tests and to start injections
of B12. My husband went with Nicholas and the doctors because I was an absolute
blubbering mess and stayed behind with the social worker. I have no idea what we
discussed because I think I was in shock. An hour later Daniel returned and they
explained that they wanted to admit Nicholas,. so we would be staying at the
hospital. We met with Dr. Ellaway, the head of the metabolic department. Dr.
Ellaway explained that Nicholas had a metabolic disorder, and they weren’t sure
which one, but wanted us to stay in for tests to see if he would respond to the B12
injections.

The blood test results showed that Nicholas was b12 responsive, so this pointed to
him having Cobalamin C disorder. We discussed the importance of his medication
and they explained to us all the possible side effects and what to watch out for.
We were discharged after 3 days and going home was scarier than it had ever
been going home with a newborn. We had so many worries about his feeding
(What if he got sick? What does all this mean for our new baby?). All of these
scenarios were running through our minds.  

Over December and into early January
we got to know the team at Westmead
Children’s Hospital as we were regular
visitors for checkups, blood tests, and
injections. In late January 2020, we
relocated from Sydney to Queensland –
a move that had been planned since I
first found out I was pregnant. We had
committed to the move, but we were
very worried about leaving Sydney and
what this could mean for Nicholas’
continuity of care. 

After about a month of living in Brisbane we were contacted by the Queensland
Children’s Hospital and went for our first visit. We were still in the process of
wrapping our heads around what this all meant, but I was really keen to have my

...going home was scarier
than it had ever been going
home with a newborn. We
had so many worries about
his feeding (What if he got
sick? What does all this
mean for our new baby?). 
All of these scenarios were
running through our minds.  



other two sons tested to make sure they were ok.  The doctors explained to us that
we shouldn’t be worried about our other sons, that Nicholas was our main priority,
and that they would go back and double-check our other sons’ newborn screening
tests just to be sure. A few months passed before we were able to head in for
another face-to-face in the hospital thanks to Covid, but when we finally got in to
see the doctors, they assured us that they had been in contact with the relevant
department in Sydney and our other two sons’ tests were perfectly fine.
 

As Nicholas started solids, we were
placed on a strict low-protein diet of
just 6 grams per day which was slowly
calibrated to include more protein as
he grew. 

In January 2021 we finally received
Nicholas’ genetic results confirming he
did in-fact have cobalamin C
disorder. This again raised concerns
for me surrounding my other sons, and

By one year old he was allowed 12
grams of protein but no meat products
or dairy. This was a strange situation for
us as we knew Cobalamin C was
treated a lot differently in the US, but
we decided that we just had to trust in
our doctors as Nicholas seemed to be
doing really well.  

we asked if we could have them tested for CblC. Our doctors weren’t very keen
and explained testing them could have moral repercussions as it should be their
decision. I kept pushing, and by October 2022, the hospital finally agreed to do a
urine test to check for MMA on our other two sons. Again, we were reassured that
they had double-checked their old screening tests which were all fine. We finally
did the urine test on a Friday evening. Our sons did seem perfectly fine at this
stage, and I just wanted to have that confirmation; it was never that we suspected
anything. Both boys were happy, healthy and thriving. 



The following Monday I had dropped the boys
at school and daycare and had just arrived at
the shops ready to buy Connor, our middle
son, some presents for his upcoming 4th
birthday when I got a call from my husband.
The hospital had called Daniel and told him
we needed to bring Connor up to the hospital
right away. I broke down in tears in the middle
of the shopping centre and I think this
scenario was even more shocking for us than
when we first found out about Nicholas. We
had no reason to suspect that anything was
wrong.  

On 28th October 2022, just 3 days before his
4th birthday, it was confirmed that Connor
also had Cobalamin C deficiency.  We were
told that our two sons represented 2/3 of
Queensland's population of Methylmalonic
Acidemia and there was just one other case in
the whole population of Queensland.  

Connor started his first year of formal
education at school this year and it’s going
really well. We had concerns about the
potential for any damage that may have been
done while he was not being treated, but so
far, his vision is fine, and he has no delays. Our
son Nicholas is also doing really well and
meeting his goals. 



To read Nicholas and Connor's story on our website, visit 
https://hcunetworkamerica.org/cobalamin-patient-stories/nicholas-connor-australia

By sharing our story, I would really like to highlight how important it is for screening
siblings of familial cases. It was a real effort for us to achieve this here in Australia
and I’m SO thankful that we never gave up on pushing their case. 

https://hcunetworkamerica.org/cobalamin-patient-stories/nicholas-connor-australia/


Enroll today at: https://homocystinuria.rare-x.org

75 enrollees are on the platform,

yet more are needed! 

Better understand homocystinuria 
Provide better treatment 
Develop new and better therapies 
FIND A CURE!

doctors and researchers to find
missing data to....

With permission, your
deidentified data can help

Rare-X Data Collection Program



Now includes funding assistance for
medical formula AND low protein foods!







Find all events at: https://hcunetworkamerica.org/virtual-meet-ups/

UPCOMING EVENTS

https://hcunetworkamerica.org/virtual-meet-ups/
https://www.eventbrite.com/o/hcu-network-america-30163980100


Caretaker’s Care package:
Samantha Mozdzen

The 3 Below basket: Kristin Rapp

The Chocolate, Cookies, and
Crunches Basket: Ethan Hunt

Cold Brrrrew Crate: Jacqueline
Piccini

Java Junkies: Samantha
Mozdzen

$150 gift card: June Anderson

World Homocystinurias 
Awareness Day - recap!

A special thank you to Dean Seppelfrick, Aimee Marchese w/Stressless
Gifts, Starbucks & Synlogic for providing our awesome prizes! 

We are theWe are the
homocystinurias!homocystinurias!

Raffle WinnersRaffle Winners





SEPTEMBER 1-30, 2023SEPTEMBER 1-30, 2023

Per Individual: $30

Per Family (up to 4 - 1 mailing address): $75
Start your journey now: https://charity.pledgeit.org/HCURaceforResearch

More swag available for fundraisers!

https://charity.pledgeit.org/HCURaceforResearch


SEPTEMBER 1-30, 2023

What is a virtual race?  How do you know how many miles I
completed?A virtual race is a race that can be walked,


ran, or biked from any location you choose.

 You can participate on the road, on the
trail, on the treadmill (or stationary bike),
at the gym or on the track (or even at

another race). You get to run your own race,

at your own pace, and time it yourself. You

do not have to complete the miles all at

once, in one day, or even a week. You can
use the entire month to complete the race.

How do my miles translate to money raised?
After a racer is registered, they are set up with their own personal donation page. 
You can direct those who would like to donate to your race link.

Learn more or register at https://charity.pledgeit.org/HCURaceforResearch

Our preferred method to track your miles
is Strava. When you sign sign up it will
prompt you to connect. 
If you choose not to connect with Strava,
you can manually enter your miles.
Please log all your miles by 11:59 pm ET
September, 30, 2023

https://charity.pledgeit.org/HCURaceforResearch


 New Resources

I can accurately track my protein
intake for the day.

Let's help you Transition to Adulthood!
We're adding more resources to supplement our Transition to Adulthood milestones guide!

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

Medications and Medical Nutrition

Classical

HCU

Click video to watch!

 to Gabbi, Chloe and Brendan for creating this amazing
resource for our community!

https://www.youtube.com/watch?v=Fa3qb6ZYOnM
https://hcunetworkamerica.org/transition-to-adulthood/
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 New Resources

I can make safe food choices when I'm away
from home.

Let's help you Transition to Adulthood!
We're adding more resources to supplement our Transition to Adulthood milestones guide!

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

to download this resource

Medications and Medical Nutrition

to Nutricia for providing this resource to our community! 

https://hcunetworkamerica.org/wp-content/uploads/2023/05/Dining_Out_HCU_3.pdf
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
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https://hcunetworkamerica.org/transition-to-adulthood/


 New Resources

I know how to identify the important details on
my insurance card (name of the policyholder,
policy number, group number, etc). 

Let's help you Transition to Adulthood!
We're adding more resources to supplement our Transition to Adulthood milestones guide!

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

to download this resource

Insurance

https://2d3505.p3cdn1.secureserver.net/wp-content/uploads/2023/03/Insurance-I-know-how-to-identify-the-important-details-on-my-insurance-card-name-of-the-po.pdf
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
https://hcunetworkamerica.org/transition-to-adulthood/
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https://hcunetworkamerica.org/transition-to-adulthood/


SAN DIEGO, May 31, 2023 (GLOBE NEWSWIRE) -- Travere Therapeutics,
Inc. (NASDAQ: TVTX) today announced positive results from cohort 6 in
the placebo-controlled Phase 1/2 COMPOSE Study of pegtibatinase, a
novel investigational enzyme replacement therapy being evaluated for the
treatment of classical homocystinuria (HCU). In this cohort, five patients
were randomized in a blinded fashion to receive 2.5 mg/kg of lyophilized
pegtibatinase or placebo twice weekly (BIW), with four patients assigned
to the treatment group. In this highest dose cohort to date, treatment with
pegtibatinase resulted in rapid and sustained reductions in total
homocysteine (tHcy), with a 67.1% mean relative reduction in tHcy from
baseline, as well as maintenance of mean tHcy below the clinically
meaningful threshold of 100 μM, over weeks 6 to 12. To date in the study,
pegtibatinase has been generally well-tolerated.

To read the full press release, visit https://bit.ly/3U5MdY9

Travere Therapeutics Announces Positive Topline Results from
Cohort 6 in the Phase 1/2 COMPOSE Study of Pegtibatinase in
Classical Homocystinuria

INDUSTRY NEWS

https://bit.ly/3T9fMIv
https://bit.ly/45yjPoh


DEER PARK, Ill., May 10, 2023 (GLOBE NEWSWIRE) -- Eton Pharmaceuticals, Inc
(Nasdaq: ETON), an innovative pharmaceutical company focused on developing
and commercializing treatments for rare diseases, today announced the
commercial availability of Betaine Anhydrous for Oral Solution 180 grams for the
treatment of homocystinuria.

“We are excited to be offering a lower cost alternative1 to Cystadane while still
providing full patient and provider support services. We believe the adoption of
our product will result in significant financial savings to the U.S. healthcare
system and to many patients,” said Sean Brynjelsen, CEO of Eton
Pharmaceuticals.

To read the full press release, visit bit.ly/3pCZ365

Eton Pharmaceuticals Announces Commercial Availability of
Betaine Anhydrous for Oral Solution, a Generic Version of
Cystadane® (betaine anhydrous for oral solution)

INDUSTRY NEWS

Eton Cares patient support program offers a
$0 co-pay to eligible, commercially insured
patients!

Learn more here: https://www.betaineus.com/

https://bit.ly/3T9fMIv
http://bit.ly/3pCZ365
https://www.betaineus.com/


Now Available!

Eton Cares can provide copay and financial support.

IMPORTANT SAFETY INFORMATION
Warnings and Precautions
Hypermethioninemia in Patients with CBS Deficiency: Betaine Anhydrous may worsen high methionine blood levels and 
accumulation of excess fluid in the brain has been reported. If you have been told you have CBS deficiency, your doctor 
will be monitoring your methionine blood levels to see if changes in your diet and dosage are necessary.

Adverse Reactions
Most common side effects were nausea and gastrointestinal distress, based on a survey of doctors. 
To report a suspected adverse event related to Betaine Anhydrous, contact Eton Pharmaceuticals, Inc. at 1-855-224-0233 
or the U.S. Food and Drug Administration (FDA) at http://www.fda.gov/MedWatch or call 1-800-FDA-1088.   

INDICATIONS AND USAGE
Betaine anhydrous for oral solution is indicated in children and adults for the treatment of homocystinuria to decrease 
high homocysteine blood levels. Homocystinuria is a rare genetic disorder in which there is an abnormal accumulation of 
the amino acid homocysteine in the blood and urine. The following are considered to be homocystinuria disorders:

• Cystathionine beta-synthase (CBS) deficiency

• 5,10-methylenetetrahydrofolate reductase (MTHFR) deficiency

• Cobalamin cofactor metabolism (cbl) defect
Please see enclosed Full Prescribing Information for more information.
†Cystadane is a registered trademark of Recordati Orphan Drugs SAS, not affiliated with Eton Pharmaceuticals.

Have your doctor complete the 
referral form to prescribe and enroll.

Click Here

*Restrictions, limitations, and/or eligibility requirements may apply. For patients who are not elibile for copay support or who
need additional financial assistance, Eton Cares can help connect you with alternative forms of medication coverage or provide
referrals to other possible sources of funding.

           Copay support

Eton Cares can help eligible,
commercially insured patients get their 
medication for as little as $0 per month*

           Financial support

Patients who do not have insurance and meet certain 
financial requirements may be eligible for additional 
financial support from our Patient Assistance Program*

Betaine Anhydrous  
for Oral Solution 180 gm

An AB rated Generic version of Cystadane® 
(betaine anhydrous for oral solution) with full 

patient support services you might expect from a Brand†

1402-v2

http://www.betaineus.com/HCP/referral


NOW ENROLLING
ACAPPELLA Study on 

Classical Homocystinuria

*Restrictions apply


MA-PE-22-0004. March 2023

You (or your child) will need to meet all other study criteria to take part in the
ACAPPELLA Study.

You (or your child) may be eligible to participate in the ACAPPELLA Study if you: 
• Have been diagnosed with HCU
• Are 1–65 years of age

Travere Therapeutics is enrolling children and adults with classical homocystinuria (HCU) 
in a ACAPPELLA Study. The goal is to learn more about classical HCU and the course of the
disease. Information gained from this study may help to improve understanding of HCU and help
other patients, families, healthcare providers, and researchers to design new clinical research
studies and therapies. No investigational medicine will be given to participants.

Approximately 150 participants will take part at sites in the US, Europe, and other 
countries around the world. The study will include three key stages (screening, 
enrollment, and observational follow-up) and will last approximately 6.5 years.

You may be able to receive payment for time and travel when you participate in this study. 
Talk with your doctor and family members about joining the ACAPPELLA Study. 
Sites are open and currently enrolling participants.

For new participants, we now have an option for the study to come to you! (decentralized site). 
Please inquire to learn more.*
If you have any questions, please email: 

medinfo@travere.com

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

For additional information about the ACAPPELLA Study, please go to:
https://www.clinicaltrials.gov/ct2/show/NCT02998710

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


Contact Register



What is the contact register?
The contact register is a secured private survey that allows you to share information on you or your

family member with HCU with us. This includes where you are from, your relationship to homocystinuria,

the patient’s birthdate, gender, their exact diagnosis (e.g. CBS, cobalamin, or MTHFR), how they were

diagnosed, and if the patient was diagnosed through newborn screening. This information is kept

confidential and will not be shared unless you give us permission. By registering, you will be able to

identify other patients in your state and request their contact information. You will also be able to

access information posted over time that can only be shared with the patient community. (For

example, we may have webinars that the expert presenter does not want 
to be publicly available, but is willing to share with the HCU community.) FOLLOW 

US

Live better, together!

No matter how far apart,
#HopeConnectsUs

What will this information be used for?
HCU Network America strives to inform patients and families with
resources, create connections, and support advancement of diagnosis
and treatment of HCU and related disorders. The information you provide
helps us succeed in our mission - plan events, develop resources and
educational tools, and ensure everything is being done to support timely
and accurate diagnosis from birth. It also allows us to have informed
conversations with doctors, pharmaceutical companies, and law makers.
Your information helps us understand the landscape better so we can
better advocate for you!
 
How do I participate?
The contact register form takes approximately 3-5 minutes to complete.
You can find the form either by visiting our website and clicking on the
“Contact Register” tab, or you can fill it out by going directly to:
https://www.surveymonkey.com/r/HCUContact

https://www.facebook.com/HCUNetworkAmerica/
https://www.instagram.com/hcu_network_america/
https://twitter.com/HCUAmerica
https://www.youtube.com/channel/UCdYChYZ3uMTGIpM0rBkmyaw
https://www.linkedin.com/company/hcu-network-america

