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On the 16th September 2009 we were in the hospital 
with my son who was suffering from breathing issues. At 
16.30 my phone rang and it was my mum. “Stu, you need 
to speak to the optician”. My mum had taken our then 5- 
year-old daughter Sienna to Specsavers for a routine eye 
exam. She had been squinting a lot and sitting right in 
front of the screen to watch TV so we thought she might 
need glasses. The Optician said that Sienna had 
dislocated lenses in her eyes and it was at that moment 
our lives changed forever. Left alone with “Google”, we 
went down a rabbit hole of what dislocated lenses could 
mean. We realised that it meant an operation, so we 
researched the leading eye surgeons in England where 
we found a specialist in Bristol. The next week we made 
an appointment to go and see her for a consultation and 
she said that given that dislocated lenses usually meant 
Marfan Syndrome, Sienna would need to have a heart 
check up to make sure her heart was ok to undergo the 
anaesthetic - yet more worry!!! When we saw the heart 
specialist the following week, he said that her heart was 
fine, but wanted to do another test as at the very back of 
his mind, he had a nagging suspicion that he wanted to 
rule out. We later learned that the "nagging suspicion" 
was Homocystinuria.
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Sienna's Story 

He had a nagging suspicion
that he wanted to rule out.
We later learned that the
"nagging suspicion" was

Homocystinuria.

The following week we had a call to confirm that the 
sample he had taken suggested that it was indeed HCU 
and that Sienna would need another blood test (the first 
of lots over the coming years!!) carried out to confirm 
the potential diagnosis. We would also have to have her 
younger brother tested to see if he had it too, which of 
course caused even more worry. 



Then in December I had a call from Dr. Germaine Pierre at Bristol Childrens 
Hospital to confirm that Sienna’s blood test had confirmed the diagosis of HCU, 
whilst our son’s test showed a negative result. Our local specialist hospital, Bristol, 
was a 400 mile round trip for us from home, and I’ve lost track of how many visits 
we had to make there and back over the years. Whilst we waited for Dr. Pierre's 
confirmation, Sienna had to have her eye operations. Once Sienna was under her 
first anaesthetic, I remember feeling completely helpless and all the bottled up 
emotions of the past few weeks came out and I recall just asking why this was 
happening to our little girl.

 Thankfully the operations were a success and I remember 
walking with Sienna whilst she was holding her mum’s 
hand and staring at the back of it. I asked her what she 
was looking at and she said "the dots". I gathered she 
meant it was the freckles on the skin that she could see 
and then realised that she had never seen life in detail 
before. Another really emotional moment!

As part of the lens removal operation, Sienna had contact 
lenses put in and whilst it was great that she could see 
clearly, they definitely caused some issues! Whilst in 
hospital having a lens replaced, Sienna wouldn’t allow 
them to do it and some assistants forcibly held her so it 
could be done.  

I remember her screaming as they 
tried for what was only a few 
seconds but felt like forever to 
remove it. I was just about to tell 
them to stop when they got it out, 
but she now still can’t allow 
anyone near her eyes and has been 
diagnosed with PTSD as a result. 
It’s a similar thing with needles 
from all the blood tests she has had 
and remained a major issue 
recently with her having her Covid 
Vaccines - taking about 30 minutes 
on each occasion before she would 
let them inject her.



I found over the coming
years that we had to be a
very strong (and loud!!)
voice in advocacy for
Sienna both medically and
educationally.

As a parent, the most difficult thing was just how 
helpless we were with it all. Our little girl had to have 
all of these surgeries, tests, exams and there was 
nothing we could do. It didn’t help that there was no 
support or other people that we could really speak to 
and we felt cut off, isolated and alone. I think 
however that this gave us some real internal strength 
and I found over the coming years that we had to be 
a very strong (and loud!!) voice in advocacy for 
Sienna both medically and educationally. 

We have certainly had a few arguments in getting the best we can for her and I 
recall telling a doctor that Sienna may be their patient but she is my daughter 
and I will always advocate for her and if that was a problem, then tough!

In a period of reflection I remember reframing my view on the diagnosis. Obviously 
we would not want Sienna to be diagnosed with HCU, but having read of the life 
expectancy undiagnosed, we soon realized that the diagnosis, treatment and 
medication ultimately saved her life. I wrote a note to that heart specialist who had 
had the "nagging suspicion" and told him that he had saved my daughter’s life and no 
words could express my thanks. 

 There have also been some amazing 
experiences that have happened as a result. 
We’ve met some great people from all over 
the world, experienced fantastic support 
from those with PKU on dietary advice and 
met and received care from extraordinarily 
dedicated professionals. Sienna was 
granted a "wish" by the Make-A-Wish 
foundation and she wanted to go to 
Disneyland and meet the Princesses. When 
I told her how Make-A-Wish works, Sienna 
wanted to raise some money as a thank you 
donation and set up a virtual lemonade 
stand. This got picked up by the local paper 
and eventually she ended up raising £1296.



As part of the paper’s story, we said how she wanted a Disney Princess dress but was 
too large to wear the children’s dresses that you could buy. It’s funny how the 
universe works as we were then contacted by a seamstress who offered to make 
Sienna a custom dress to wear to Disneyland - an amazing gesture and Cinderella 
did indeed go to the ball!

13 years ago, the diagnosis presented a very 
limited future, but over these years, the progress 
in medicine (and definitely in low protein food!) 
has improved massively. I’m so glad that they were 
able to find a replacement for the HCU coolers - 
those sickly orange drinks. I remember tasting 
them at the time she first got them and I think I 
can still taste that horribleness today! I don’t know 
how she managed them for all those years. 

Who knows what the future has in store but if I think back to 2009, I would never 
have thought that in 13 years she would be off to University, but here we are. I can 
only imagine what fantastic things she will do in the next 13 years - I just hope they 
don’t go so fast as the last 13! 
Whatever she does, she will always be my HCU hero and inspiration.

I am so proud of Sienna and how she 
has, and continues to, just get on with 
it. She’s always smiling despite all the 
difficulties and always looks at what 
she can do instead of what she can’t. I 
am not sure if it’s irony, coincidence or 
a bit of both, but on 16th September 
2022 - 13 years to the exact day of that 
fateful optician’s trip - we dropped 
Sienna off at University to start the 
next chapter in her life - studying for a 
degree in Musical Theatre.

This HCU Hero story was written with love by Stuart, dad of Sienna.
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Meet Sienna!

My passions include singing, drawing, watching anime
and performing. I'm also really passionate about Japan
and I hope to be able to go there one day.

I have just arrived at University where I am going to be
studying for a degree in Musical Theatre and I'm really
proud that I have managed to get here.

I am hoping that sometime soon I will be able to eat
what I want and not be limited to 10 grams of protein a
day. And, no more needles!

Growing up I was not allowed to fly because I was told that it
would put me at an increased risk for blood clots.  So, my parents
would book cruises instead. These were fantastic because on
board I would get my own chef! I would take all my low pro mixes
with me and then every night I would order food from my recipe
books and they would make it for me and it was always fantastic.
Sometimes they wouldn’t realise that it was just me and would
make a whole cake or a dozen ginger bread men just for me.

Within the last few years I was told that I could go on a short
haul flight, and as the annual HCU Network Australia
conference was in Rome 2019, this meant that I would be able
to attend! I was really excited about flying for the first time
and Dad said that if I was going to fly, then it would be best to
fly to a place where all the best HCU doctors in the world
would be. This was also the first time that I was actually able
to meet someone else with the HCU and for once I didn’t feel
like I was the only person in the world with HCU.



WEAR YOUR
AWARENESS

 

 

October is HCU Awareness Month!

Get your Gear NOW!

https://www.bonfire.com/store/hcu-haberdashery/

All proceeds from the sale of our
gear benefit HCU Network America!

https://www.bonfire.com/store/hcu-haberdashery/


Not only do fundraisers
raise vital funds to help us

support the Homocystinuria
community, they spread

awareness of the
Homocystinurias and the

challenges of living with the
conditions. 

There are many ways that you can participate in 
             HCU Awareness Month.

LET'S TALK FUNDRAISER SETUP! 
It's HCU Awareness Month -

One way is by
hosting a

fundraiser!

Not sure how to get
started? 

Let our Fundraising
committee help! 

 
Email 

 info@HCUnetworkamerica.or
g

Click here for a list
of additional 

HCU Awareness
and Fundraising

Event Ideas!

https://secureservercdn.net/45.40.155.106/2d3.505.myftpupload.com/wp-content/uploads/2017/01/HCU-Awareness-and-Fundraising-Event-Ideas.pdf
https://secureservercdn.net/45.40.155.106/2d3.505.myftpupload.com/wp-content/uploads/2017/01/HCU-Awareness-and-Fundraising-Event-Ideas.pdf






EMPLOYER MATCHING GIFT
PROGRAM

 



HOMOCYSTINURIAS FLOW CHART

NEW RESOURCE

Download here: https://bit.ly/HCUFlowChart
 

https://hcunetworkamerica.org/wp-content/uploads/2022/09/Homocystinuria-Umbrella.pdf


Download here: https://bit.ly/HCUMTHFR

NEW RESOURCE

https://hcunetworkamerica.org/wp-content/uploads/2022/09/MTHFR-COULD-IT-BE-HOMOCYSTINURIA.jpg




THIS WEEK'S MENUTHIS WEEK'S MENUTHIS WEEK'S MENU

Shopping List

Each day has meals for <10  grams (g) of protein/day,
20-30 g. of protein/day, and 30-40  g. of protein/day.Breakfast: Breakfast Sandwich

Lunch: Portobello Mushroom 
Wrap
Dinner: Mac & Cheese & 
Steamed Vegetable Medley

Breakfast: Fruit Breakfast 
Bowl
Lunch: Tacos
Dinner: "Burger"

Breakfast:  Banana Muffin  
and Yogurt
Lunch: Veggie Wraps
Dinner:  Spagehtti & Veggie 
Meatballs

Breakfast: Waffle & Fruit
Lunch: Veggie Nuggets
Dinner: "Ricotta" Lasagna & 
Texas Toast

Breakfast: Country Breakfast
Lunch: Grilled Cheese 
Sandwich & Creamy Tomato 
Soup
Dinner: Pasta Alfredo & 
Broccoli

Disclaimer: This meal plan is intended to be a
foundation or guide to what meals could look like
on a low protein diet. It does not take into
account individual caloric, protein and formula
requirements, which are all patient-specific.
Please consult with your metabolic geneticist and
dietitian prior to making any significant dietary
changes or following any meal plans of which you
are unsure.

Click each day to view the week long menu!

https://hcunetworkamerica.org/wp-content/uploads/2022/09/October-2022-Low-Protein-Meal-Plan.pdf
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Pasta Duets™  
Mac & Cheese

Fall foods  
are ready in  
no time and  
will warm  
you up 

Toasted Pierogis Gingerbread

Try Homactin AA Plus for HCU 
 Great Refreshing Flavor: Lemon Lime 
 Flexible for all ages: 15g PE & 150 kcals 
 Low Volume: Mix with 5 oz. water 
 Optimized Bone Health Profile: Vitamin K2 and - PRAL

Cambrooke is excited to  
support the HCU Community 
To request a sample visit samples.cambrooke.com 
To place an order call Customer Service at 866 456 9776, option 2 

Visit cambrooke.com to find a variety of easy, tasty foods  
and hearty recipes that will keep you warm this season.



RECORDATI CLICK CAMPAIGN RECAP
 

872 Clicks 4 HCU

Thank you
 for clicking!

And a very special "thank you" to 
Recordati Rare Diseases 
for sponsoring our "Click Campaign"!



to our Race for Research sponsors!



      Brooke's Blazers
Severe MTHFR fund    $3,150

     Cakes for Carson - 
      Severe MTHFR research

fund
$4,010

       Carter Crew 4 HCU!     $175

  Ellie's Entourage $3,575

Grayson's Gang - 
CblG Research Fund $2,156

Joanna Ball $250

Masen's Movement! $2,311

Mighty Marchese's $1,100

Miles for Marley -
CblC research fund $760

   Mississippi Madness $250

Run with Shu     $200

 Sylvia's Supporters -
Recordati     $360

Synlogic $70

Team Aeglea    $325

 Team CblG - 
Carson Hunt   $16,385

Team Codexis    $920

Team Hawkins $1,900

 Team Recordati $331

Team Will for HCU $4,433

The Bartke Ruff Ruffs $575

Meet our Fabulous Fundraisers!

A huge THANK YOU to race participants & fundraisers!



FEATURED FUNDRAISER 

Want to feel inspired? Check out Carson's story on our Youtube channel!

https://bit.ly/3fmCXzR

Team CblG - Carson Hunt
Carson's fundraiser raised an 
astounding $16,385 for Cobalamin 
G research!

CblG is a rare form of Homocystinuria. 
With only 50 identified cases 
worldwide in the literature, the need 
for research is critical.

A very special THANK YOU to Sigma Phi Epsilon
Fraternity at the University of Arkansas!

Lead by Ethan Hunt, Carson's brother and SigEp member, the fraternity
hosted their own successful fundraising efforts for Team CblG! 

https://bit.ly/3fmCXzR


HCU IN THE NEWS!

Read the full/original publication here!  bit.ly/3LjW3m8

At 3 months old, freshman Carson
Hunt was diagnosed with
Homocystinuria (HCU) Cobalamin G
(CBLG), a rare genetic disorder. This
disorder has caused Hunt’s levels of
the amino acid homocysteine to
increase far beyond a typical
amount, which has led to blindness,
developmental delays and may pose
other potential health issues in his
future.

In order to help other families
dealing with HCU, Dana helped
create the HCU Race for Research
in 2019 to raise funds for
researching the rare condition.
The Race for Research will take
place throughout the entire month
of September. During this month,
Hunt will be riding his bike 100
miles to help raise money to
donate.

http://bit.ly/3LjW3m8


Check out the 
full article here!

 https://www.5280.com/
2022/08/inside-
colorados-battle-

against-rare-diseases/

SPECIAL EDITION

FASEB hosts Folate,Vitamin B12 and One Carbon Metabolism
conference in Asheville, NC August 14–19, 2022. 

Brittany Parke, an HCUNA board member and cobalamin steering committee lead,
recently had the opportunity to participate in a round table discussion at the FASEB
Folate,Vitamin B12 and One Carbon Metabolism conference in Asheville, NC. The
discussion centered around the management of inherited B12 disorders which included
inborn errors of cobalamin metabolism (cblA, cblB, cblC, cblD, cblE, cblF, cblG, cblJ,
cblK and clbX). Along with Brittany, Dr. Charles Venditti was part of the round table
discussion and explained the complexity and difficulty of diagnosing and managing
disorders of cobalamin metabolism. Participants were interested in the high doses of
Hydroxocobalamin given to patients and were surprised to hear the difficulty that
patients encounter in getting the medication from compounding pharmacies paid for
by insurance. Brittany was able to present on the patients perspective and the many
areas of unmet need that were highlighted in the recent completion of the research
map and strategy for inborn errors of cobalamin metabolism and remethylation
disorders. 

In addition to Dr. Charles Venditti the other
round table participants included Dr. David
Rosenblatt, Dr. Sally Stabler, Martyn
Hooper (patient representative from the
Pernicious Anemia Society), Jean-Louis
Gueant, Irwin Rosenberg, Joel Mason and
Ebba Nexo; all experts in the area of B12
metabolism on a research or clinical basis.
It was an incredible group and the
discussion was focused on the needs of the
patients and short comings of our medical
understanding on how to diagnose and
treat these various disorders. Following the
round table, the participants are currently
working on an editorial for the medical
journal Nutrition to be published soon. 

https://www.5280.com/2022/08/inside-colorados-battle-against-rare-diseases/


SPECIAL EDITION, CONT'

Dr. Jean-Louis Gueant and David Cohelo from France
also presented very promising research conducted using
a mouse model for Cobalamin G defects and a new small
molecule that could have the potential to rescue and
prevent damage done to the brain and eyes from
complications related to the disorder. While other
researchers and PhD students may not have been
specific to cobalamin disorders, many presented very
important information related to the folate and
methionine pathway. A greater understanding of that
biochemical pathway will only aid in future studies and
advance therapeutic options for this group of disorders. 

Overall it was a fruitful experience and Brittany was able
to make many new connections with researchers
interested in this group of disorders. Many were
delighted by the community we have gathered together
and the resources we have available for families. 

While participating in the round table discussion
was the main focus of Brittany’s trip, she was also
able to attend two additional days of the
conference and was pleased to hear presentations
from several researchers focused on cobalamin
disorders. Dr. Venditti presented to the whole
group (in addition to the round table) about the
amazing work his team is conducting at the NIH.
They have been gathering data on the
improvement of cognitive and optical outcomes
when patients are given high doses of
Hydroxocobalamin. The effects were especially
noted in children under the age of 10. He also
explained an interest the team has in gene therapy
for cobalamin c disorders after promising results
in KO mouse models. 



SEPTEMBER NBS WEBINAR RECAP
 

Succ
ess!

Check out the recording on our Youtube channel!  https://bit.ly/3dPZaGb

We appreciated the opportunity to share what Classical
Homocystinuria is, the importance of early diagnosis through
NBS screening, and the changes needed to help ensure babies
born with HCU are no longer missed.

A special thank you to our moderator, 
Dr. Mark Korson & our panelists, 

Dr. Marzia Pasquali & Justin Skeens 

https://bit.ly/3dPZaGb
https://hcunetworkamerica.org/services/
https://hcunetworkamerica.org/newborn-screening/


EVENT ANNOUCEMENT

Register to watch here:  https://bit.ly/3LZ2Kul 

https://bit.ly/3LZ2Kul
https://bit.ly/3LZ2Kul


UPCOMING EVENTS
Find all events at: https://www.eventbrite.com/o/hcu-network-america-30163980100

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


EVENT ANNOUCEMENT

Not a Facebook user? No problem! 
You can register to watch here:  https://bit.ly/3xTTS3j

https://bit.ly/3xTTS3j


Speaker Biography
Dr. Levy is Senior Physician in Medicine/Genetics at Boston Children’s Hospital and Professor of
Pediatrics at Harvard Medical School. He has been involved in metabolic diseases for over 50 years,
including laboratory and clinical research, diagnosis, treatment and long-term follow-up as well as
newborn screening (NBS). Homocystinuria has been a major involvement. It was the first metabolic
disease that he encountered during his post-doc training at the Massachusetts General Hospital, and
he has continued his interest in Homocystinuria ever since. He established the Metabolic Program at
the Boston Children’s Hospital when he moved from the Massachusetts General Hospital in 1978 and
it has become one of the world’s premier such programs. The program was recently named in his
honor and the Director of the program is given the title of the Harvey L. Levy Chair in Metabolic
Disorders. Dr. Levy has published almost 500 articles on metabolic disease and numerous chapters in
classical metabolic texts as well as two books. He has received numerous awards and citations.  

His interest in Homocystinuria dates to when he diagnosed the first baby identified with
Homocystinuria by NBS in the United States and one of the first worldwide. He then diagnosed the
older sister born before NBS when he found that she had the clinical features of Homocystinuria. He
has followed this family for over 50 years, and has diagnosed, treated, and followed over 40
additional patients with Homocystinuria as well as consulting on numerous patients at other medical
centers nationally and internationally.  

Currently, Dr. Levy is the Principal Investigator of the Boston site for the clinical trial of an enzyme
replacement therapy for Homocystinuria sponsored by Travere and is Consultant to Aeglea on their
clinical trial of a human enzyme therapy for Homocystinuria.  

Register here: https://bit.ly/3UV3IeT

EVENT ANNOUCEMENT
 

Featuring
Dr. Harvey Levy

https://bit.ly/3UV3IeT


Homocysteinemias 
online course
November 7-18, 2022  

Free of charge for physicians & trainees, nurse/nurse
practitioners, physician associates, genetic counselors,
dietitians; $100 corporate applicants

Approved for 7.0 AMA PRA Category. 1 Credits™/ 7.0 AAPA Category 1 CME credits/ 7.0 ANCC Contact Hours/ 7.0 Credits for Dieticians

have a science background
have had no/limited formal training in genetic metabolic
disease
are interested, or are involved, in the diagnosis/management of
patients with inborn errors of metabolism

The course targets primarily (but not exclusively)
advanced practice providers and clinicians who:

 

Learn more and sign up here: https://bit.ly/3UPLfk7

EVENT ANNOUCEMENT

https://bit.ly/3UPLfk7


Paid study opportunity!



Paid study opportunity!

mailto:%20HCUStudy.sm@evidera.com








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://bit.ly/3OJuF1W

FOLLOW 
US

https://www.facebook.com/HCUNetworkAmerica/
https://www.instagram.com/hcu_network_america/
https://twitter.com/HCUAmerica
https://www.youtube.com/channel/UCdYChYZ3uMTGIpM0rBkmyaw
https://bit.ly/3OJuF1W
https://www.linkedin.com/company/hcu-network-america

