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HCU HERO: 
NINO FROM MINNESOTA

Our little Nino was the second baby to join
our family. He was born in October 2022,
following an uncomplicated pregnancy. We
were excited to grow our family and give our
first son a brother – we knew the two siblings
would be two peas in a pod. And indeed, 
they were. 

Nino’s delivery felt completely textbook. He
was born via scheduled c-section because
mom had a complicated first delivery and it
felt the safest route. So, Nino was brought
into the world in a very quick and anticipated
manner. From the moment he emerged,
everything felt good and joyous, and we
focused on recovery and getting home. 

Like all newborns in Minnesota, Nino was
privileged to partake in newborn screening.
We didn’t know at the time that it was an
absolute blessing – in fact, mom hated to see
that first blood draw, not knowing that there
would be many more, with other more difficult
tests and visits to the hospital. Nino did not
express any symptoms of having any genetic
disease, but soon enough, a geneticist
reached out. In fact, the communication was
slightly more shocking, as the pediatrician
called dad and the geneticist called mom.  



Beginning treatment was difficult, but Nino deserved for us to
remain committed to providing him with consistent
medications and stay on top of doctor’s appointments. His
eyes and his heart were top priorities, and ensuring their best
care became part of our routine. The blessing of newborn
screening and immediate medical intervention is that Nino
was able to receive the benefits of treatment right away, and
we remain watchful of our happy, spirited, 13-month-old. 
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We held Nino tight and with tears in our eyes
made our way to the Minnesota Children’s
Hospital soon thereafter for a more
comprehensive introduction to the wide realm
of possibilities (don’t worry, this story will have
a happy ending!). The staff generally
suggested that Nino might be suffering from
one of the homocystinurias, and although
they didn’t have clarity on which one, began
to administer treatment immediately. After
some additional testing to determine the
biomarkers were indeed persistent, we
pushed on for genetic testing.  

The entire family leaped at the chance to help narrow
down Nino’s diagnosis. We fleshed out the family tree,
calling on relatives to narrow down information and family
myths to provide a good quality history, and then all Nino’s
grandparents and parents jumped at the chance to send in
DNA. With the influx of support, Nino was officially
diagnosed with Cobalamin C deficiency. 



To read Nino’s story on our website, visit 
https://hcunetworkamerica.org/cobalamin-patient-stories/nino/

While we had the benefit of timeliness, Nino’s initial diagnosis did not come with
any certainties. We knew the absolute best-case and worst-case scenarios and
maddened ourselves with the “what ifs?”. Now that he was in our arms, the worst-
case scenario was unimaginable. Case studies, trials and research papers became
our life, and we spent months reviewing everything we could get our hands on.
Still, it wasn’t enough. 

Our motivation to find clarity for Nino on his potential future brought us to the
Mayo Clinic. We transferred his records and found comfort in the genetics team
there. Nino was in GREAT hands. We were able to get some good answers about
the exact type of Cobalamin C deficiency and what to expect – so far, the doctors
have been spot on. 

We are raising Nino in a house full of love and laughter. We know that he’ll have a
childhood filled with friends, family and joy. There will be ups and downs that we
cannot foresee, but we will not stop advocating for our little guy or others like him.
We cannot imagine where we would be without newborn screening and the critical
advantage it brings families around the world. The benefits of beginning treatment
early cannot be understated, and we are blessed to see those benefits with our
son today. 

https://hcunetworkamerica.org/cobalamin-patient-stories/nino/
https://hcunetworkamerica.org/cobalamin-patient-stories/nino/
https://hcunetworkamerica.org/eleanor-uk/


To join, email Dbartke@hcunetworkamerica.org



New resource

Click here to download this new resource!

The metabolic pathways for the homocystinurias (HCU) and
methylmalonic acidemias (MMA) are very confusing! While a majority
of the cobalamin disorders are a combination of both HCU and MMA, not
all are. This leads to a very distinct different type of treatment protocol
for those who have a combined form. Knowing the type of Cobalamin
disorder you have is important to ensuring your treatment best suites you!

https://hcunetworkamerica.org/wp-content/uploads/2023/11/Cbl-HCU-V-MMA-SHINE-A-LIGHT-INFOGRAPHIC.pdf


New resource

Our FREE Customizable Kits are here!
Request yours today!

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


Sign our NBS Screening Petition!

In this petition, we call for state newborn screening
labs to revise screening protocols for Classical
Homocystinuria to ensure fewer false negative
screening results and delayed diagnoses. 

Click here to sign the petition!

https://www.change.org/p/the-hcu-stakeholder-community-urges-newborn-screening-labs-to-revise-screening-protocols?utm_medium=custom_url&utm_source=share_petition&recruited_by_id=e4e8aa10-6e9f-11ea-ba63-afbd9fe976d5




DECEMBER 9, 2023
MEETUP AT 3 PM ET

HOMOCYSTINURIA TEEN MEETUP 
Our teen (10-22)
meetups are an
opportunity for teens
with any of the
homocystinurias to
connect, learn, and
share experiences.

MEET YOUR TEEN LEADER: LANDON
Landon is a 16-year-old with Classical HCU from
West Virginia. He enjoys theater, his adorable
puppy Milo, and getting to meet new people!Register:

https://bit.ly/hcuteen

UPCOMING EVENTS

https://bit.ly/hcuteen
https://www.eventbrite.com/o/hcu-network-america-30163980100


 2024 Family Conference

Click here to register to attend!
Join us in June 2024! This oppourtinuity to learn, connect, and be supported
is open to families of ALL of the homocystinurias! We hope you'll be there!

https://www.ticketsignup.io/TicketEvent/HCUConference


LO PRO HOLIDAY DESSERT



$1,775

THANK YOU TO THOSE WHO PARTICIPATED IN
OUR THANKSGIVING DAY FOOTBALL SQUARES

FUNDRAISER!

WE RAISED 
FOR OUR PROGRAM FUND!

Our winners were....
-Q1 : Chris Hummel 

-Q2 & Q3: Danae Bartke
-Game winner: Ed Hempling

THESE FUNDS WILL HELP TO MAKE OUR 2024 FAMILY
CONFERENCE A REALITY!

Join us for SUPER BOWL Squares on February 11, 2024!



OUR MATCHING GIFT IS BACK!!!

That's right, you heard us right! Thanks to three anonymous donors, any funds you
help raise from October through December 31, 2023, will be matched up to $25,000! 

We are asking every patient and family to help us raise funds for homocystinuria.
During the winter holiday's warm hearts and generosity can be felt near and wide.
During this time, we ask that you share our appeal letter with your colleagues,
friends, and family. 

See our appeal letter on the next two pages, or you can print it from here.

https://hcunetworkamerica.org/wp-content/uploads/2023/10/End-of-Year-2023-Appeal-Letter-3.pdf
https://hcunetworkamerica.org/wp-content/uploads/2023/10/End-of-Year-2023-Appeal-Letter-3.pdf


EMPLOYER MATCHING GIFT
PROGRAM







Your holiday shopping makes a difference
Shop at any of the 1,800 stores that want to help, and HCU Network
America will receive a portion of your purchase! (On average 3% -  
(AmazonSmile was only half a percent!). Stores pay for it all. Never pay
more, and sometimes less with coupons and deals.

Want to make your purchases count?
The optional iGive Button is a simple web browser app, easy to install and
uninstall. It automatically activates at participating stores.

Don't want the Button or an app? Just start your shopping trips by going to
iGive.com.

Shop normally (no special codes, no special anything) at any of about 1,800
stores. The Button is working in the background to let them know you're
helping when you shop.

Ready to shop?
Head to igive.com to sign up! If you make your first purchase within 30 days,
iGive will donate a bonus $5 to HCU Network America! Happy shopping!

http://igive.com/


Say "Cheese"Say "Cheese"  
for Oral Health!for Oral Health!

From short roots to crowding of teeth patients with
various types of homocystinuria experience a wide
range of eye issues. While some of these dental
issues are better documented, other aspects aren't. 

You know the   drill,  complete  the Oral Health Survey 
homocystinuria.rare-x.org

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


Now includes funding assistance for
medical formula AND low protein foods!
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 study on Classical Homocystinuria

Talk to your doctor and family members about joining the ACAPPELLA study. 
Sites are open and currently enrolling participants. For the most current information
about the ACAPPELLA Study and to see additional eligibility criteria, please visit: 

Email: medinfo@travere.com
www.hcuconnection.com

https://www.clinicaltrials.gov/study/NCT02998710

Questions? For more information, please
scan the QR code or visit: 

http://www.hcuconnection.com/
https://www.clinicaltrials.gov/study/NCT02998710
https://bit.ly/3WUgYQS


Live better, together!

No matter how far apart,
#HopeConnectsUs

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.)

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

FOLLOW 
US

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



