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My name is Madison Manno and I recently turned 19 in March 2024. I was diagnosed
at birth with classical homocystinuria. My older brother, who was born in 1991, also
has classical HCU, but he wasn’t diagnosed until he was four and a half years old.
At age eight, both lenses in my brother’s eyes became detached about a month
apart from one another. This was a severe side effect of homocystinuria. He was left
needing a very unique prescription. He had glasses and contact lenses that were
made just for him, and the lenses were incredibly thick.
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My mother always wanted four children but
between taking care of most of my cousins and my
two older siblings (including one with
homocystinuria that required extra attention), they
just didn’t have the time to add two more children
into the mix. But in 2004, they decided to have a
third child and in March 2005, I was born. When my
mother found out she was pregnant with me, her
doctors already knew about my brother’s diagnosis
of homocystinuria, so as soon as I was born, I was
rushed to Children’s Hospital of Philadelphia to be
tested for homocystinuria. It was there that I was
diagnosed and started a special infant formula.  

When I was younger it was a lot easier for my parents
to be in control of when I was taking my medicine
and restricting my diet. The older I got the more my
peers started noticing that I would pack lunch a lot or I didn’t have chicken nuggets

in my lunch like most of the other kids did. At the time, they didn’t think much about
it, and neither did I. I think I was in first or second grade when I had the realization
that I was “different” from my peers, although I didn’t yet understand what it was
that made me different. I would get pulled out of class for “special time” with
different teachers, and when the ice cream truck would come visit us on the last
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day of school, I had to get a popsicle and all the other kids got to have ice
cream on a cone with sprinkles. It wasn’t until around third grade that I realized I
had something “wrong” with me that made me different from my peers. I
remember my mother would mix my HCU cooler pouches in the morning in a cup
and I didn’t like the taste of them. We had sinks in our classrooms so every
morning when I’d get into class, I would pour the liquid into the sink, and down
the drain it would go. My mom would always be so proud of me for “drinking” the
HCU coolers, but I secretly hated having to drink it. I even had a special cup to
try and encourage me to drink it, but with time this “special” cup didn’t really
seem so special anymore. My peers would say that it smelled bad and it made
me insecure to drink it. I had the fear that if I drank it, it would make my breath
smell, so every morning I poured it out and lied about drinking the HCU cooler;
same thing with my Cystadane powder. It had a horrible stench, and I became so
fearful that it would have the same effect on me, so I also started to pour my
medicine down the drain when my parents weren’t weren’t paying attention. I
think I eventually got caught and my parents were extremely upset. When I
entered the fifth grade my parents let me have a little more freedom while
getting myself ready in the morning. This meant it was my own responsibility to
take my medicine in the morning and before bed, along with everything else that
I needed to do to prepare for the day. I still didn’t take medicine as regularly as I
should have. This lasted until about the end of my freshman year of high school.

I loved everything about high school. I hated my elementary/middle school, mainly
because of my peers. They constantly picked on me for being so skinny and tall. They
always found ways to criticize me and make me feel less than, whether it was about
the way I looked, what I ate that day at lunch, or how I wasn’t as “smart” as them. I
remember having a really hard time socially and educationally due to the severity of
being picked on by my peers. All of my friends were in the two clubs that were in our
school: student council and safety patrol. I tried for four years to get into the clubs,
but I was never accepted. Looking back, I think a lot of it was due to the fact that I
had homocystinuria. I think the teachers thought that I wasn’t as capable as other
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When I went into high school I kind of let go of my diet because I wanted to fit in. I
hated the way my previous set of peers treated me, so I wanted this time around to be
different. I was a bit nervous because I didn’t want to be known as the “stupid kid,”
like I was in my other school. It wasn’t until my sophomore year that I sat down with my
guidance councilor and he told me he wanted me to try a couple of honors classes. I
was so scared because my entire life I was told that I wasn’t capable of being in the
“smart class.” He was the one who truly made me realize I was capable of doing so
much more than I thought I could. f I remember correctly, I finished that school year
with straight A’s. I graduated from high school as an honors student - I was in many
honors and AP classes, I was the president/vice president of so many clubs/honor
societies during my high school career.

...my entire life I was
told that I wasn’t
capable of being in
the “smart class.” He
was the one who truly
made me realize I
was capable of doing
so much more than I
thought I could. 

students, mainly because of my IEP and because of having
my brother as a student when he was younger. My brother
struggled a tremendous amount during his school years, and
I think because they saw how much he struggled, they
thought my experience would be the same. During sixth
grade, I was contemplating asking my parents if I could
switch to another class because I was struggling so much
socially and somehow it got back to my teacher. I remember
she took me out of class to talk in the hallway and she asked
me if the rumor was true. I said, “Yes, but I haven’t talked to
my parents about it. I was just thinking about it.” I remember 

In March 2020, the world shut down due to COVID. I was devastated because at this
point, I had fallen in love with school and my social life. I actually had friends and
always had something to do. It completely destroyed me, not being able to socialize
and be around others. During COVID I got really into health and fitness. This had both
positive and negative effects on me in the long run. I definitely didn’t start my health 

she said, “If you switch classes, you won’t ever be able to do it. You can’t do it.”
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and fitness journey in the most positive way, but I can say today that I have learned
so much from my mistakes in the past, and I am still continuing to learn better ways
to improve my health today. Your body is what makes you, you. You shouldn’t feel
ashamed for fueling yourself. Everyone needs a different amount to fuel their
energy. For the longest time I struggled with what to put into my body because my
levels were never good when I would get bloodwork done, but I also struggled
because I started gaining weight. I eventually figured out what was best for me and
my body. When shops and restaurants finally started opening up again, I got a
membership at a gym. The gym has helped me in so many ways in accepting my
body and learning to be easier on myself than I was in the past. Also, because of
the gym, I started to take my medication more seriously. I wouldn’t say at that point
in time that my diet was that much better, but the gym definitely helped me start to
improve it. 

This past year when I found HCU Network
America it helped my HCU journey
tremendously. Seeing so many other
individuals of all ages going through exactly
what I am on a daily basis is comforting
because it reminds me that I’m not alone on
this journey. It’s all a learning experience of
trial and error and learning what works best
for you and your lifestyle.

Almost a year ago, I remember seeing HCU Network America repost a video on
social media of another patient. Her name was Gabbi, and she had made a video
of a day in her life as a patient with homocystinuria, and for me, that was life-
changing. Sometimes when I’m having a hard day I think about that video and
Gabbi, or I even go back and watch it. It reminds me of how strong I am despite all
of the trials that I’ve had to face living with this disease. Gabbi and I have recently
connected on Instagram, and it feels so nice to be connected to someone else
around my age who understand what it’s like to live with HCU.
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In February 2023 I competed in my first pageant
and in April of that same year, I won my first
pageant (this was only my third time competing)
and was crowned the title of Miss Tri-City 2023.
As Miss Tri-City, I promoted HCU as my platform
to promote not only the awareness of HCU, but
also to share my story with others. I shared how I
have been able to overcome so many obstacles
despite my rare disease. My entire life I have
been told that I wouldn’t be able to achieve so
many things. Those words have stuck with me
forever in my educational career, but here I am
today writing about my story and sharing it with
so many others to read. 

I just finished my first year of college. In May
2025, I will graduate with my associate’s
degree in liberal arts elementary/secondary
education AA. I’ll continue my education to
obtain my bachelor’s degree in music
education. My goal is to become a music
teacher and hopefully teach high school
students. I hope to be a positive influence
towards others, not only to patients with
HCU, but to all people who have ever been
told they can’t do something, because you
most certainly can. We can ALL achieve
great things. It may be harder for some than
others, but you shouldn’t let that stop you. It
just makes the end goal that much more
rewarding. 

Click here to read Madison’s story on our website



To join, email Dbartke@hcunetworkamerica.org



World Homocystinurias 
Awareness Day - recap!

A special thank you to Dean Seppelfrick, Heather Eckman, Austin’s Violin Shop,
Kendra Scott Jewelry and the Bartke Family providing our awesome prizes! 

Raffle WinnersRaffle Winners

World Homocystinurias Awareness Day is an
initiative of patient organizations and consortia
globally who have a focus on the homocystinurias.
The main objective of World Homocystinurias
Awareness Day is to raise global awareness of the
homocystinurias and their impact on patients’ lives.

to all who participated by spreading
awareness and by participating in our Raffle
Fundraiser or making a Donation!
We were able to raise $3,256 for our
Education  & Outreach programs! 



Help us accelerate 
better treatments for 
and help raise funds
during our Race for
Research!

https://bit.ly/HCURace24

Cystadane; the last FDA
approved drug for the
homocystinurias (HCU)
was approved  in 1996.
That was 28 years ago!

Currently is only one
clinical trial in progress 
for classical HCU, 
but there are none in
progress for cobalamin
disorders and Severe
MTHFR.

In collaboration with
other organizations,
HCU Network America
has issued 7 research
grants. 

Pricing
$5 - no shirt or medal, participate and fundraise!
$20 Medal or shirt only 

 THIS SEPTEMBER 

$30 Both!

https://bit.ly/HCURace24


Conference Registration Deadlines approaching!
Last day for hotel discounted rate: June 4
Last day for conference registration: June 5

https://bit.ly/hcuconference2024Register here:

https://bit.ly/hcuconference2024


TICKETSIGNUP.IO/TICKETEVENT/HCUCONFERENCE

MOVING MOUNTAINS

KEYNOTE FOCUSED ON MENTAL HEALTH
AGING WITH THE HOMOCYSTINURIAS PANEL
BREAKOUT SESSIONS
DIAGNOSTIC TOOLS AND NEWBORN SCREENING
RESEARCH UPDATES
HCU HERO AWARD RECEPTION

Classical HCU | Cobalamin Disorders | Severe MTHFR

Patient-Family Conference

http://ticketsignup.io/TicketEvent/HCUConference


UPCOMING EVENTS

 https://bit.ly/summer-meetup

https://bit.ly/summer-meetup


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.

JOIN THE HCU E-NETWORK!

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

https://hcuenetwork.org/


In this episode, Ben welcomes Alex
Orange Drink to the table! Alex is a
musician/songwriter who lives with
Classical HCU. 

Ben & Alex discuss the mental
health challenges that growing up
with a rare disorder presents and
how they’ve coped over the years.
They also leave us with some great
advice for the younger generation
of HCU patients.

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!

Meet your hosts!

Incase you missed it...
The HC&U Podcast is back!!!

The latest episode

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/


Complete the Behavior Survey 
homocystinuria.rare-x.org

In a study from a 2019 publication, "Revising the psychiatric
phenotype of homocystinuria", 16 of the 25 patients in the
sample (64%) reported psychiatric symptoms, including a
high prevalence of both anxiety (32%) and depression (32%).
Deficit–hyperactivity disorder (ADHD), oppositional defiant
disorder   (ODD), mood swings, hallucinations, and suicidal
thoughts have also been reported. 





UPCOMING EVENTS

https://bit.ly/3TKWdJc

Register 
Now!

https://bit.ly/3TKWdJc


Sponsor: Travere Therapeutics
Study type: Natural History (no investigational medicine given)
Study duration: About 6.5 years
Goal: To learn more about classical HCU & the course of the disease

Talk to your doctor and family members 
about your child 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:

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

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

If you have any questions, 
please email:
medinfo@travere.com 

MA-PE-24-0008. Version 2.0; en-US; March 2024

Now 
Enrolling

TO QUALIFY* AGE OF PARTICIPANTS DETAILS

Diagnosis of Homocystinuria 
due to CBS Deficiency 
(Classical Homocystinuria)

Currently enrolling 
1 to 4 years old

The study will include three 
key stages (screening, 
enrollment, and observational 
follow-up) and will last 
approximately 6.5 years.

*Your child will need to meet all other study criteria to take part in the ACAPPELLA Study.

150

Study Locations
United States: Colorado, 
Washington DC, Georgia, 
Pennsylvania 
Countries outside of the US: 
Ireland and Qatar  

The ACAPPELLA Study has 
already enrolled 100 adults 
and children over 5 years old, 
and is now looking for 
children aged 1 to 4 years old 
to take part.

Approximately 150 people 
aged between 1 and 65 will 
participate at sites in the US, 
Europe and other countries 
around the world.

You may be able to receive 
payment for time and travel 
if your child participates in 
this study.

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


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


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





Get your kit!

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


Stay connected: Join our Contact Register!

FOLLOW 
US

What is a contact register?
a secured private survey that allows you to share information on you
or your family member with HCU with us. (general contact info,
diagnosis, etc)
kept confidential and will not be shared unless you permit us

Why join?
subscribe to our monthly newsletter and other communications
identify other patients in your state and request their contact information
access information posted over time that can only be shared with the patient community
helps us plan events and inform the development of resources and educational tools
supports our advocacy efforts and enables us to have informed conversations with
doctors, pharmaceutical companies, state newborn screening labs, and lawmakers. 

CONNECTS USCONNECTS USPEPEHH

I want to participate!  What’s next?
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.surveymonkey.com/r/HCUContact



