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At Recordati Rare Diseases, we focus on the few - those affected by rare diseases.
They are our top priority and at the core of everything we do. Our mission is to reduce
the impact of extremely rare and devastating diseases by providing urgently needed
therapies. We work side-by-side with rare disease communities to increase awareness,
improve diagnosis and expand availability of treatments for people with rare diseases.

We are proud to support the mission and vision
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A "Dinosaur" amongst us!!
Bringing better and deeper understanding to the complexities of HCU

A STORY OF TWO COUNTRIES
Half A Century Journey Living With HCU
Judah Goldscheider

February is Rare Disease Month, an important month for
Homocystinuria (HCU). HCU is very rare compared to many
other diseases. It is also quite complex as there are so many
forms to this disease. I feel humbled and grateful to HCU
Network America and Danae Bartke for allowing me to share
my story in such an important month.

One needs to understand even though there are different types
of HCU, there is a strong bond among all of us who have HCU.
We may have different aspects of the medical disorder.
However, in most cases we share some of the same core
challenges and impacts. Many of us are on some kind of diet,
take certain types of medication and are restricted with our

protein intake. Some of the symptoms cross over to the various kinds of HCU while others do not.
Sadly, there is no cure. It might be very difficult to deal with the rigid aspects of the medical disorder.
However, if one addresses these aspects; they can live a full and meaningful life. This was not the case a
few decades ago. In general, due to the availability of special metabolic disease supplements and
medications, people are living much longer.

This fall my sister, Avi, and I will be celebrating our 50th anniversary of diagnoses with HCU. In the
early 1970’s, a diagnosis of HCU meant you were unlikely to live beyond young adulthood. HCU was just
beginning to be recognized, research studies were scarce and very little medication was available to
treat us. If it were not for Dr's Naomi Amir, Gerald Gaull and Edward Rabb (see further on) things might
have been a whole lot different for my sister and me. We owe them a debt of gratitude. They sure
would have been proud to see how far we have made it in life.

Globally, the first cases of HCU were discovered in the early 1960's. In the USA cases started to be
diagnosed in the mid to late 1960’s. Sadly, these cases were forms of what was called in the medical
field in those days as “retardation”. In my opinion this labeling of the medical field for HCU showed
great ignorance. To me the word “retardation” has a derogatory meaning and is a very harsh labeling. A
better option would be physically challenged or slower than others. The early 1970's brought forth the
first of research in the United States (though some was initiated in the 1960s).



My story is different and unique as it provides insight to medical information in conjunction with my
story. I have experienced this firsthand. In addition, there are medical-scientific research that I have
done on my own. This has the potential of being ground breaking and helpful to HCU patients. This
information was reviewed by a well-known and respected HCU doctor. These discoveries have been
supported to be true and accurate. In addition, these medical findings are supported by the National
Institutes of Health (NIH) and can be found on their website.

There are many stories out there about HCU. I am not here to just to tell you another story, get pity or

promote myself in any way. My goals are simple.
« HCU is relatively young orphan disorder. Note: I did not use the word “disease”. I did this on

purpose. The word disease leaves such a bitter thought in our mind, a huge turn off, and finally it
causes despair when you are at your lowest point.

o HCU is extremely difficult medical disorder, why you may ask? From my experience, HCU has so
many different levels and parts to it. Unless one is truly an expert, certain aspects can be missed or
misdiagnosed.

« Many people get diagnosed later in life. This makes things complex for the rest of their life as much
of the damage has been done and is not reversible.

« I have been through the journey since early in its discovery. I want to pass the knowledge I've
gained through my experiences to others. I also want to try to help them understand the challenges
they may encounter.

« New parents will most likely not know what to look for or how to address their child’s medical issue.

» More information needs to get into the hands of patients so they 1) understand the type of HCU
their kids or that they have 2) can set expectations both short and long term 3) take the appropriate

steps to prevent further complications.
More research needs to be done on older adults over the age of 40. We know some basics.

However, as we age there is not much known about what to expect.
o A small group within Classical HCU might develop other medical issues. I will share and explain this

a bit later. This will make it more challenging and difficult.

» More advocacy needs to be done so funds can be raised.

» Easier accessibility and cost-effective medication should be addressed. We need to push for less
monopolies among vendors and distributors.

» Depending on where one lives one might need to travel long distances to see an HCU doctor.

» From my perspective, medical schools need to address deficiencies in education about rare
disorders like HCU. However medical schools instead either brush these rare disorders under the
carpet or limit students' exposure when addressing them in the classroom. This limits the students'
knowledge base thinking that they may never encounter a patient with such a rare disorder. From
my exposure to the medical world as well as almost fifty years with HCU (and other medical
disorders) it evident to me that there is a great lack of doctor and other medical staff understanding
of HCU. If medical students are not properly trained and educated in rare disorders, they will not
be able to diagnosis and help patients especially in remote living areas or countries.

» Surgeons and other key staff who take part in the surgery need to better understand how to treat
HCU patients during surgical procedure and post-surgery for any complications.



My story is very personal and complex since I have other medical conditions. Therefore, my story will
differ from many other patients. I share my story with you because it is so important that you are
aware of complications that other medical issues may impact managing HCU. Sadly, my doctors do not
always know the best way to treat me. It becomes very frustrating for me. I am not one who gives up
easily; I push my doctors to the limit and ask lots of questions. My father always told me questions are
important and answers less important. However, in these medical issues both the questions and
answers are imperative to survive. I am not always satisfied with the answers given to me by my
doctors. Many times, I feel that my doctors are trying simply to get rid of me or push me off. Some
doctors do not want to give credence to my discoveries. I terminated my relationship with many, many
doctors over the years. These terminations are due to poor attitude and lack of help. I was not always
satisfied with my doctors’ response or the way they handled certain circumstances. I believe many
doctors over medicate you just to get you off their back.

In 1966, when [ was two years old, my parents and I were vacationing in Yosemite National Park, when I
became ill. After what seemed forever the hospital finally diagnosed me with appendicitis. Keep in mind
appendicitis was not very well recognized in those days especially in this remote part of the country. By
the time the hospital and team of doctors figured out what was going on, my appendix ruptured. This
created even more complications. [ was in an oxygen tent for quite some time post-surgery; [ was just
lucky to be alive. As proper records were not kept in those days, we will never know if HCU was a
factor when I got sick.

My thoughts are that HCU did play a role. The reason for my theory is two-fold a) it impacts connective
tissue. As evidence, my sister, who is almost 3.5 years my junior, as an adult had serious complications
post her appendix surgery for many years. She still has flares up which are painful. b) HCU impacted my
prompt diagnosis of appendicitis. No one thought to connect the dots in those days that maybe
something serious was going on beyond a ruptured appendix.

At approximately the age of 4.5/5 years old I was having vision issues and started to wear glasses. Later
in the life I developed some difficulty with my eyes (discussed later)

If HCU is not addressed in early stages, it could lead to poor motor coordination, clumsiness, and even
developmental delays. In my younger years I was very clumsy and had poor motor coordination. I had a
hard time catching a frisbee or a ball and even a harder time tossing, throwing, and catching. I could
not keep my balance riding a bicycle. I ran poorly and was not able to keep up with my peers during
gym time. My classmates were not kind.

In 1971 my parents immigrated to Israel, this was a longtime dream for my grandfather. Sadly, he passed
away before he could travel there.

Israel in those days was much different than it is today. In 1971 Israel was a small, young country and
was only 23 years old. As the country was in its infancy stages, it presented many challenges. These
were the years before the Internet, mail between the USA and Israel took forever. The country did not
have the ability or the knowledge to properly address HCU and no one was really in the field. So, what
does one do in such a situation?

Continue to page 22 to read the rest of Judah's patient story



Yields 5 serving | Serving size: 1/4 cup
Protein per serving: 0.8 g | Calories per serving: 217

Directions:
1.Heat the butter in a medium sauce pan over

Ingredients:
o 3 TBSP Butter

2 TBSP Diced Raw Onions

2 clove(s) Garlic, minced

2 TBSP Cambrooke Alfredo Sauce
Mix, dry

2 fl.oz. Daiya Cream Cheeze,
Plain

11/4 c Rice milk

2 tsp Dried Parsley

1/4 tsp Salt

1/8 tsp Black Pepper

1 ¢ Chopped Raw Spinach

41/2 oz. Just Like Mozzarella
Shreds, Violife, divided

10 g Follow Your Heart Parmesan
Style Shredded

medium heat. Add the onion and garlic and saute
for 2 minutes, stirring frequently. Now add the
garlic and saute for one additional minute. Stir in
the Alfredo mix. It will thicken up. Add in the cream
cheese and stir until melted and creamy.

2.Slowly add one cup of the rice milk, using a whisk

to combine. Continue to cook over medium heat
until the mixture begins to thicken. This could take
a few minutes. If it thickens too much, add the
remaining 1/4 cup of rice milk. Once it has
thickened add in the parsley, salt, and pepper. Toss
in the spinach and gently mix in. Add the 40z
mozzarella shreds and stir until melted and
creamy.

3.Heat oven broiler on LOW. Pour dip into a broiler

safe pan. Top with the additional mozzarella shreds
and parmesan. Broil until top cheese has melted
and browned. Be sure to keep an eye on it to
prevent burning as it will not take long. Serve hot
with choice of crackers, chips, or vegetables.

Notes: Add crushed red pepper for a little extra bite.

You can add canned artichoke hearts to the dip also. Adjust the protein as necessary




Yields 4 serving | Serving size: 1/2 c | Protein per serving: 1.7 g | Calories per serving: 322

Ingredients: Directions:

e 8 oz. Orzo, Cassava Jovial Foods 1.Cook orzo according to package instructions.

e 2 TBSP Olive Oil Drain and rinse off any excess starch.
1/4 c Diced Onions 2.1n a skillet, heat olive oil over medium heat. Add
2 clove(s) Garlic, minced the onion and saute until translucent. Next, add
1/4 c Chopped Sundried the garlic and saute for another two minutes.
Tomatoes Now add the marsala wine and stir to deglaze the
2 fl.oz. Marsala Wine skillet. Next add the orzo, Italian seasoning, salt,
1 tsp Italian Seasoning and pepper. Stir to combine until heated through.
1tsp Salt Remove from heat and add the rosemary,
1/2 tsp Ground Black Pepper balsamic vinegar and Parmesan cheese. Serve
1 TBSP Balsamic Vinegar immediately.
1 TBSP Chopped Fresh Rosemary
20 g Follow Your Heart Parmesa
Style Shredded

*Note: You can use chicken or
vegetable broth in place of the
marsala wine. If orzo appears
too dry, add some broth or
water to thin.

This recipe can also be used as
a base for any orzo recipe.



https://jovialfoods.com/
https://followyourheart.com/

Make some noise and help get the Medical
Nutrition Equity Act Passed!

S “EQUITY

WHY NOW
FOR THE MEDICAL

NUTRITION EQUITY
ACT?

-_—

Share your story with #WhyNow4MNEA

o February 28: Share the a picture of you or your loved one effected by homocystinuria with post
#whynow4MNEA? Every month of my kid's life we struggle to pay for her essential #medicalfoods.
Keeping her healthy is hard enough. We need Congress to pass #S2013HR3783 to ensure coverage

for treatment for her disorder. #medicalnutritionequitynow nutritionequity.org

» March 1: Share a picture of your life saving forms of medical nutrition, what it cost, and why it's
important to you with the #WhyNow4MNEA and #S2013HR3783

» March 2: Fill out the contact congress form (it only takes a minute!)
o February 3: Share your patient story on nutritionequity.org

o Feruary 4: Tweet at, tag on Facebook /Instagram your Congressmen, asking them to support
#S2013HR3783


http://nutritionequity.org/

Share your story with #WhyNow4MNEA

CLASSICAL HCU AND COBALAMIN
y) DISORDERS
SHARE YOUR STORY NS

If passed, the Medical Nutrition Equity Act would require insurance companies to cover medical formula,
low protein medical food, and hydroxocobalamin. Add your voice to those fighting for medical nutrition
coverage. Submit your story: https://nutritionequity.org/share-your-story/

We will select one classical Homocystinuria patient story and one cobalamin patient story from those
submitted in February! After your story is live on the Nutritionequity.org site — share it with us to be

entered.



https://nutritionequity.org/share-your-story/

DIS ASE WEEK
VI RT UAL ON CAPITOL HILL

FEB 22- MAR 2

2022

REGISTRATION OPEN

GET READY FOR...
Virtual Rare Disease Week on Capitol Hill 2022!

rareadvocates.org/rdw

Training Webinars.

Story Bank.

#RareDC2022.

DISEASE WEEK REGISTER NOW
OM CAPTOL L. RAREADVOCATES.ORG/RDW  #RareDC2022

The Rare Disease Legislative Advocates (RDLA), a program of the Everylife Foundation has announced
the schedule for Virtual Rare Disease Week on Capitol Hill. The week brings together rare disease
community members from across the country to be educated on federal legislative issues, meet other
advocates, and share their unique stories with legislators.

No prior experience is necessary. Registration for this event and all RDLA events are free for all rare
disease advocates. To learn more and register, visit https://everylifefoundation.org /rare-
advocates/rare-disease-week/


https://everylifefoundation.org/rare-advocates/rare-disease-week/

WHAT'S YOUR STORY?

More than 30 million Americans are living with one or more rare diseases.
Each one of us has a story. We want to hear yours.

Today, the EveryLife Foundation for Rare Diseases launched What's Your Story?, a new online rare
disease story bank for advocates like you to share your experiences on a wide-range of issues
impacting the rare disease community.

What's Your Story? presents a series of questions covering topics ranging from difficulty in getting
diagnosed to challenges in gaining access to therapies, to facing discrimination in the workplace,
and more. You are also invited to upload photos and videos that help illustrate your rare disease
journey. Advocates of any age are welcome to submit stories.

Share Your Story With Us

Benefits of sharing your story:

Influence rare disease policy. Educate policymakers. Inspire other advocates.
() . Be entered to win a $1,500 donation to the patient advocacy organization of your
@ choice! Submit your story by March 2nd, the final day of Rare Disease Week on
——/ Capitol Hill 2022 for the chance to win one of three donations.
Stories submitted through What's Your Story? will help advance rare disease policy priorities
through ongoing advocacy efforts to advance the equitable development of and access to lifesaving
diagnoses, treatments, and cures. Submissions may be shared during meetings with Members of
Congress or with the public via social media, online or in the press.

EVERYLIFE

FOUNDATION
FOR RARE DISEASES


https://everylifefoundation.org/everylife-launches-rare-disease-story-bank/

SHEW YOUR w
STRIPES é
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Get your T-Shirt: https: / /www.bonfire.com /rare-disease-day-2022-1/

Rare Disease Day 2022: Think Rare

In medical school many doctors are taught the old
saying “when you hear hoof beats, think horses,
not zebras”, which means that doctors should
consider the most likely possibility first when
thinking of a diagnosis. However, Homocystinuria
is very rare (like zebras!), thus HCU Network
America is taking part in Rare Disease Day to
remind patients, families and doctors that not all
diseases are horses... some are zebras!

What does RARE mean to you?
During February, leading up to Rare Disease }f r, ‘ / /4 ‘ Y
Day, we challenge you to write an Acrostic ' { ‘ A l A/ ‘
Poem about what Rare means to you. f} _
An acrostic poem is a poem where certain

letters in each line spell out a word or What does rare mean to you?

phrase. Typically, the first letters of each
line are used to spell the message, but they Rarely recognized by its name

Always needs more awareness
can appear anywhere.

Requires low pratein diet
Explanations guaranteed

Remember to use the hashtags
#ShowYourStripes , #RareDiseaseDay
#ItsInMyGenes #GoBlueforHCU

/
Here is our example: : " T ) , "
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MAKE AN IMPACT ON THE BIGGEST
DAY OF THE YEAR FOR RARE DISEASES

Rare Disease Day® takes place
on the last day of February each
year. The goal of this day is to
raise awareness and generate
positive action for the rare
disease community.

The National Organization for
Rare Disorders (NORD®) is the
official US sponsor of Rare
Disease Day. We work together
with our sister organization
EURODIS-Rare Diseases Europe
and other national alliances to
make a global impact. Everyone
is invited to participate.

To learn what's happening
around the world, visit the
international website at
rarediseaseday.org.

E? GET INVOLVED AND
SHOW YOUR STRIPES®!

A symbol for rare diseases, the zebra
inspired the #ShowYourStripes call to
action. Whether you or someone you
know has been impacted by a rare
disease, find a fun way to join our
community through embracing stripes
on Rare Disease Day.

B RAISE SOCIAL AWARENESS

[elals]

To make the largest impact on social
media, be sure to remember to tag
#ShowYourStripes and #RareDiseaseDay
in your posts.

=] pownLoa mATERIALS

Each year we release downloadable
resources to help you in sharing your
story with local media or online.
Sharing your experience helps people
understand what it is like to live with or
care for someone with a rare disease.

NORD’

National Organization
for Rare Disorders

-- SHINE A LIGHT ON
’ RARE DISEASES

Help our community light up as many
buildings and landmarks as possible in
Rare Disease Day colors on or around
February 28.

1—h
v
Everyone is invited to participate in Rare
Disease Day. Host an event in your town,

school or company to educate others

about rare diseases and the needs of our
community.

HOST AN EVENT

é; DONATE

Your donations help us provide resources
for the rare community across the country.

7 LOOKING FOR MORE
o INFORMATION?

Visit: rarediseaseday.us; interested
sponsors may reach out via email to
rddus@rarediseases.org.

2021 NORD. All rights reserved. NORD®, its icon, tagline and Show Your Stripes are registered trademaiks of The National Organization for Rare Disorders.
Rare Disease Day is a registered trademark of EURORDIS. NORD is a 501{c}(3) charity organization. NORD does not recommend or endorse any particular
medical treatment but encourages patients to seek the advice of their clinicians. NORD Headquarters: 55 Kenosia Avenue, Danbury, CT 06810

Tel: 203.744.0100 Fax: 203.263.9938 For more information, visit: rarediseases.org NRD-2149

Alone we are rare.
Together we are strong.’



Classical HCU Community
Virtual Meet-up

Online meet-ups are an opportunity to
connect patients and caregivers impacted by
homocystinuria to one another virtually.

Sunday, February 27,2022 | 12 pm ET | 3 pm ET | 8 PM UTC

Register for all our virtual meet-ups at: https: / /www.eventbrite.com /o /hcu-network-america-
30163980100

Low PROTEIN
(OOKING (LASS

APRiL 23 | TimE: TBD

fote

sShvi

THE

(Va1



https://www.eventbrite.com/o/hcu-network-america-30163980100
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LAND OF THE FREE, HOME OF THE BRAVE gy

HOMOCYSTINURIAS

SCHEDULE OF EVENTS: DAY 1

TIME EVENT SPEAKER

07:00-08:30  Registration and Vendors Open

07:30-08:30 Breakfast

08:15-05:00 Kids Zone (Ages 3-12) (Kids will eat lunch with their guardians)

08:30-09:00  Welcoming Message

09:00-10:00 Keynote Dr. Gerry Berry, MD

10:00-10:30 Vendor Break

10:30-11:30 What are the Homocystinurias? Dr. Kimberly Chapman, MD, PhD

11:40-01:00 Lunch

01:15-02:15 Main Ballroom: Dr. Irini Manoli, MD & Jennifer Sloan, PhD
Research updates on remeThylo’rlon disorders (cobalamin disorders and
severe MTHI?:R deficiency): Bench to Bedside™
Suites: Low Protein Breakout Sessions by Age

02:15-02:45  Vendor Break

02:45-03:15  Classical HCU Research Map Update Margie McGlynn

03:15-03:30 Travere Therapeutics Compose Trial Updates TBD

03:30-03:45  Rare-X: Homocystinurias Data Collection Program™ TBD

03:45-04:00  Coriell Biobank* TBD

04:00-04:15  Vendor Break

04:15-05:00 Expert Panel Discussion™

05:00-05:30  Evening Break

05:30-06:30 Cocktail Hour (Cash Bar)

06:30 Dinner Reception

*Denotes Sessions Specific to Combined Cobalamin Disorder



TIME
07:00-08:30

07:30-08:30
08:15-05:00
08:30-09:00
09:00-10:00
10:00-10:15
10:15-11:15
11:15-1:45
11:45-01:00
01:15-02:15

02:15-03:15

03:15-03:30
03:30-04:30

04:30-05:00
05:00-05:30
05:30-06:30
06:30

LAND OF THE FREE, HOME OF THE BRAVE
ORGANIC ACIDEMIAS

SCHEDULE OF EVENTS: DAY 1

EVENT SPEAKER

Registration and Vendors Open

Breakfast

Kids Zone (Ages 3-12) (Kids will eat lunch with their guardians)

Welcoming Message

Keynote Dr. Gerry Berry, MD
Vendor Break

Natural History Study of Propionic Acidemia Dr. Oleg Shchelochkov, MD
Young Adult Panel

Lunch

Main Ballroom: Organic Acidemias Disease and Therapies Overview
Dr. Kimberly Chapman, MD, PhD

Suites: Low Protein Breakout Sessions by Age

The Translational Approach to Develop new Therapies for Organic Acidemias
and Cobalamin Disorders™® Dr. Charles. Venditti, MD, PhD

Vendor Break

Novel Therapies for Branch Chain Organic Acidemias
Dr. Jerry Vockley, MD, PhD

Speaker Panel

Evening Break

Cocktail Hour (Cash Bar)
Dinner Reception

*Denotes Sessions Specific to Combined Cobalamin Disorder



-
LAND OF THE FREE, HOME OF THE BRAVE g

ALL GROUPS

SCHEDULE OF EVENTS: DAY 2

TIME EVENT SPEAKER
07:30-08:30  Breakfast and Vendors Open

08:30-09:00  Group Picture (Children will depart for Kids Zone from Pictures)

09:00-10:00  The Anatomy of a Metabolic Crisis: Dr. Mark Korson, MD
Why the Physiology is Important to Both OA and HCU Patients

10:00-10:30 Vendor Break

10:30-11:30 Navigating Health Insurance Raenette Franco
11:30-12:00 Closing Remarks
12:00 Lunch

REGISTRATION
OPEN!

Register now at:
https://hcunetworkamerica.org/ 2022-conferenceﬁ



https://hcunetworkamerica.org/2022-conference
https://hcunetworkamerica.org/2022-conference

Itching to forgo the traditional slacks and skirts for a more relaxed look at the
office?

Take the lead in your company to sponsor a Casual Cause: Jeans Day to raise
funding for the resources and tools HCU Network America provides to the
Homocystinuria community! R ——

[ ¥ ull Ehi Cosanery.

Encourage employees to dress down for a ﬁ
Dreas down for worll and IFY up = [Hils

day or even an entire week by requesting
donations in exchange for a day in their
casual best.

S## Jeans Day

ENTER Day' Monthl Dute
In support of

Name of loved one
with HCU

Tl (0 TRl Jediid W VIR eyl (

T marm s leger] Fiam o e ey ria sl U Mafwnh Lmsrica, gmi

Qur Company Is participating in a Jeans Day S ————

All procesds o benefil

to bonafit HCU Hetwork Amaoricn
Not sure where to start? No problem! We've created

several “Team Captain” materials to help you on your
way toward sponsoring a successful fundraiser. Take a
look at our customizable flyers, stock emails to inspire
participation, tracking sheets and more! View

M ML IR worwbeunstwsrhamerica.any resources at:

https: / /hcunetworkamerica.org /casual-for-a-cause /

NEED HELP HOSTING A FUNDRAISER? EMAIL US - INFO@HCUNETWORKAMERICA.ORG


https://hcunetworkamerica.org/casual-for-a-cause/

Nicola Longo, MD, PhD

Dr. Longo is a professor of Pediatrics,
adjunct professor of Pathology, and Adjunct
Professor of Nutrition and Integrative
Physiology at the University of Utah School
of Medicine. Dr. Longo earned his M.D. and
Ph.D. in Molecular Biology at the University
of Parma School of Medicine in Italy. He
received residency and fellowship training
in pediatrics, medical genetics, and clinical
biochemical genetics at Emory University in
Atlanta, Georgia. He joined the University of
Utah in 2001 and is now the Director of the
Metabolic Service, Co-Director of the
biochemical Genetics laboratory at ARUP,
Director of the Fellowship Training Program
in Medical Biochemical Genetics, and Chief
of the Division of Medical Genetics. He is an
expert in inherited metabolic diseases and is
intimately involved in the treatment of
patients with these diseases at Primary
Children’s Medical Center. His basic and
clinic research covers disorders of fatty acid
oxidation and carnitine metabolism and the
development of novel treatments for
metabolic disorders including
phenylketonuria, organic acidemias, urea
cycle disorders, and lysosomal storage
disorders.

Marzia Pasquali, Ph.D.

Dr. Pasquali is a Professor of Pathology and
Adjunct Professor of Pediatrics at the
University of Utah School of Medicine. She is
also the Section Chief and a Medical Director
of Biochemical Genetics at ARUP
Laboratories at the University of Utah. Born
and educated in Italy, Dr. Pasquali earned
her degrees of Doctor in Pharmaceutical
Chemistry and Technology and Pharmacy
Doctor at the University of Parma, School of
Pharmacy. Dr. Pasquali completed her
fellowship in Clinical Biochemical Genetics
at Emory University in Atlanta, GA and is
board certified in Clinical Biochemical
Genetics by the American Board of Medical
Genetics and Genomics.

Dr. Pasquali has focused her work on the
development and improvement of tests to
diagnose and monitor patients with
inherited metabolic disorders. She has also
been interested in applying new
technologies to detect pre-symptomatically
metabolic disorders through newborn
screening.




Looking for membere to ctart

a

Responsibilities:

e Provide ideas to HCU Network America
on what would be helpful to the severe
MTHER community

e Act as an ambassador to new severe
MTHFR families

e Help draft, review, and provide
feedback on content and materials for
new resources being developed.

If interested, message Grace Talbert or email
Grace.anderson90@gmail.com




MEET OUR
NEW COMMITTEE MEMBERS

Grace
Severe MTHFR Steering Committee

Grace lives in northwest Florida with her husband, Ken, and two
kids, Andy and Carson. Grace’s youngest daughter, Carson, was
diagnosed with Homocystinuria due to severe MTHFR deficiency through
newborn screening. Grace has been fundraising and advocating for HCU since
Carson’s first birthday. She hopes to make a change in the severe MTHFR community.

Barbara

Patient Parent Advisory Committee

Barbara is a mother to three sons and two step sons. Her middle son,
Alexander was born in 1987 with Classical Homocystinuria. The family was
fortunate that Alex was born in NY because at the time Homocystinuria was not
included on newborn screening in all states. Being a physician, but knowing very little about the
illness except what she had learned in medical school, Barbara was, of course, devastated.
However, Dr Selma Snyderman, a devoted metabolic disease physician at the time, helped her
through the early days and years reassuring her that Alex would live a normal life and only have
to be on a special diet. As time passed and as Alex grew up, she saw that Dr. Snyderman was
right and Alex is now a healthy young positive-thinking man. It became evident at an early age
that creating music would help him get through the difficult years of living with a chronic
illness, so he has devoted his life to becoming a musician (he is aka alexorangedrink) and very
recently wrote a few songs about his illness which capture his feelings and experiences with
Homocystinuria. Barbara is grateful every day at the way things turned out. She feels that her
other sons also grew up experiencing the issues around Alex’s illness. Each of them were
impacted differently but all of them have become better people because of it. Barbara finally has
time to share her experiences with other parents in an effort to offer reassurance and insight
into their struggles and achievements as they navigate through the many aspects of living with a
child or children with Homocystinuria. For too many years, the only resource for families was
through connecting to PKU organizations so it's been so exciting to see the start of HCU
Network America and an honor to become involved.




NEWS YOU SHOULD KNOW

Synlogic Announces Progress Toward
Syﬂ ‘Og ]C 2022 Clinical Milestones and Participation
= re at Upcoming Investor Conferences

On January 6, 2022 Synlogic, Inc. a clinical-stage biotechnology company developing medicines for
metabolic and immunological diseases through its proprietary approach to synthetic biology provided
an update on progress towards multiple 2022 clinical milestones.

The press release covers these important points for Classical HCU:

 In November, Synlogic announced SYNB1353, a clinical candidate for the treatment of HCU,
developed as part of their research collaboration with Gingko Bioworks.

» In 2022, Synlogic plans to submit an investigational new drug application (IND) and initiate Phase 1
studies in healthy volunteers for SYNB1353.

» They expect to have data from this study in the second half of 2022.

o Learn more atthe HCU Network America conference in June 2022

The full press release can be found at: https: //investor.synlogictx.com /news-releases /news-
release-details /synlogic-announces-progress-toward-2022-clinical-milestones-and

CODEX|S’ Codexis Announces FDA Orphan Drug and Rare
proemenemEsmne sesr=t - Pediatric Disease Designations for CDX 6512

for the Treatment of Homocystinuria

January 24, 2022 Codexis, a leading a leading enzyme engineering company announced that the U.S.
Food and Drug Administration (FDA) has granted the company orphan drug designation (ODD) for
CDX-6512 for the treatment of homocystinuria. CDX-6512 is a gastrointestinal-stable methionine-
gamma-lyase, as a potential orally-administered enzyme therapy for classical homocystinuria (HCU).
The FDA also granted the company rare pediatric disease (RPD) designation for CDX-6512. CDX-6512
is currently in pre-IND development and is the most advanced wholly owned program in the
Company’s biotherapeutics pipeline.

In November, the company presented at the 14th International Congress of Inborn Errors of the
Metabbolism (ICIEM) that CDX-6512 effectively breaks down methionine and it’'s metabolite

homocysteine.

The full press release can be found at: https:/ /ir.codexis.com /news-events /press-
releases/detail /316 /codexis-announces-fda-orphan-drug-and-rare-pediatric

Learn more at the HCU Network America conference June 25-26, 2022


https://investor.synlogictx.com/news-releases/news-release-details/synlogic-announces-progress-toward-2022-clinical-milestones-and
https://ir.codexis.com/news-events/press-releases/detail/316/codexis-announces-fda-orphan-drug-and-rare-pediatric

RESEARCH OPPORTUNITIES

DATA COLLECTION .
PROGRAM |

STRENGTHIN NUMBERS

LY A COLLABORATIVE PLATFORM FOR GLOBAL DATA SHARING &
4wk ANALYSIS TO ACCELERATE TREATMENTS FOR RARE DISEASE

SN NetworkAmerier.— HC Useornspe

We will be launching in soon - sign up to get an email when we launch!
https: / /hcunetworkamerica.org /homocystinuria-data-collection-program-email-contact/

To learn more visit:
https: / /hcunetworkamerica.org /homocystinurias-data-collection-program



COMPOSE Study

A study that looks at how safe
pegtibatinase is and how well it
works in people with classical
homocystinuria (HCU)

NOW ENROLLING

Travere Therapeutics has initiated a first-in-human study of pegtibatinase, a new, investigational human enzyme
therapy that targets the underlying enzyme deficiency that causes HCU.

The goal of this study is to learn how safe and effective pegtibatinase is and how well it works in people with
HCU at different dosage levels.

Approximately 32 subjects will participate in sites in the US. The study will include three key stages (screening,
treatment, and extension) and will last approximately 150 weeks.

You (or your child) may be eligible to participate in the COMPOSE Study if you:

« Have been diagnosed with HCU
*Are 12-65 years of age

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

For additional information on criteria for eligibility, please go

to: www.clinicaltrials.gov/show/NCT03406611

Payment for time and travel may be available to subjects who participate in this study.
To inquire about participation in the study, please contact:

HCUConnect@labcorp.com

MA-497. August 2021



http://www.clinicaltrials.gov/show/NCT03406611
mailto:HCUConnect@labcorp.com

Natural History Study is Recruiting!

Travere (previously Orphan Technologies) began a natural history study (NHS)
of HCU in 2016 to better understand how to best develop a novel treatment for
HCU. They currently have 62 patients enrolled to date, and hoping up to enroll
up to 100.

Key Criteria:

Age 5-65 years old

Confirmed diagnosis of HCU

Clinic visit for testing and bloodwork every 6 months
Willingness to provide diet diaries for 3 days prior to clinic visits

Components of the Study Study locations:
(free of charge to participants) « US ¢ Salford, UK
» DXA Scan (bone exam) Boston * Dublin, Ireland

o

» Blood draws o Philadelphia
« Eye exam o Atlanta
« Cognitive testing o Indianapolis
e Physical exam o Denver
o Washington DC
Objectives

e Study homocysteine changes over time

¢ Study the complications of HCU overtime
 Study what treatments are being used

e Evaluate impact of diet

To learn more or enroll:
e Visit: https:/ /clinicaltrials.gov /ct2 /show /NCT02998710
e Call: 1-877-659-5518
o Or email: medinfo@travere.com.



COBALAMIN STEERING COMMITTEE
Represen’ring Chl C, F, G - with hopes of E, ) and X to join us!

HELP DRIVE THE FUTURE OF
JOI N USI COBALAMIN DISORDERS

LEARN MORE ABOUT THE COMMITTEE AT:
BRREEEE RN CUNACBLSC
OR EMAIL: BPARKE.HCUAMERICA@GMAIL.COM




(Judah's story continued)

Injury leading to diagnosis

In 1972 as a young boy, I was playing on the porch of our apartment. There were two inflatable chairs.
Too young to think of the consequences and wanting to have fun, I put these chairs one on top of the
other. [ then preceded to sit on top of them and they immediately toppled over. The after effect was
not pretty. I hit my head and did not have a normal response as other children my age, which was to
get up off the floor. I was rushed to the hospital and was there for several days. All kinds of tests were
done including neurological and spinal tap to relieve pressure from my fall. I ended up with a
concussion.

After I was released from the hospital my parents sought out a children's specialist in neurology. Her
name was Dr. Naomi Amir, she was an American doctor who immigrated to Israel after medical school.
She was a pioneer in pediatric neurology. In those days, Israel did not have many in field. She heard a
lecture from the renowned Dr. Gerald Gaull, who was at the time an expert on HCU at Mount Sinai
Hospital in New York City (NYC). My symptoms triggered a memory in Dr. Amir's mind. She
remembered attending a lecture of Dr. Gaull many years earlier. Lots of blood work and neurological
exams led Dr. Amir to believe I had HCU. She was in touch with Dr. Gaull who was doing research on
HCU. Dr. Gaull was able to get a grant through National Institutes of Health (NIH) to cover all the
expenses involved in flying my mother, sister, and [ back to the United States. My sister, Avi and I
became part of a group of pioneering patients.

Avi had no real symptoms, however, Dr. Gaull felt she needed to be tested. In the fall of 1972, we
arrived at Mount Sinai Hospital in NYC for three months stay. Avi and I had much Genetic Testing in
both Israel (before we left for NYC) as well as in the United States through biopsies. Keep in mind the
United States was just starting to understand and intensifying its research on HCU.

During our 3 months stay at Mount Sinai Hospital our lives drastically changed forever. For the most
part my sister and [ were treated the same and no stone was left unturned. In an effort to better study
HCU, Avi and I needed to make lots of changes. There was testing during the weekdays.

o X-Rays were taken of our skull, head, arms and back

» Neurological exams were done to see our reactions

» Eye examinations with renowned Dr. Edward Rabb to see the effect HCU had on our eyes (Dr. Rabb
worked together with Dr. Gaull)

» Blood and urine lab work were done on a regular basis to check our numbers and see the impact
on our protein levels

» Methionine loading was done several times to get a base level of methionine tolerance

» We were weighed every day to check the impact of the hospital diet we were put on for weight
gain

» Psychological analysis and IQ testing were done.

» We met with our nutritionist Marsha. She sat down with us to explain what would happen during
our visit. Special and restrictive low protein diet was developed. Our food was weighed before our
meal. Our leftovers were weighed and recorded

» [ had another spinal tap to get more scientific information

 Vitamin B-6 (pyridoxine) was added. This vitamin was the only thing identified we needed at that
time. Additional medications were added later in life. I had Vitamin B-12, Folic Acid and
Cystadane® added to my medication regimen when I was older



Conclusion to Dr. Gaull’s study

Both of us were diagnosed with HCU, were B-6 responsive, needed to continue our B-6 and low
protein diet. In conjunction and consultation with Dr. Rabb, HCU impacted my eyesight. However, my
sister’s eyes were not affected.

During these three months of inquiry, there were other patients of all ages and genders studied. There
was another set of siblings. Some of these patients had various forms of HCU. However, my sister and I
were the stars of Dr. Gaull's success! We were the only ones who were B-6 responsive. He took great
pride and joy in his work and the success in our progress. Dr. Gaull showed us off to other colleagues in
the medical arena. At the time we were the only siblings whose reaction to treatment was the same. In
the 1970’s, Dr. Gaull wrote several articles on his findings with my sister, me and other patients (who
were part of this group) to share his findings with the scientific world.

Upon our return to Israel, until we moved back to the United States, we were medically followed by Dr.
Amir.

Avi did not have many changes until adulthood; however, I did. Upon our return from Mount Sinai my
hair turned from blond to black. Avi’s hair was reddish (following our paternal grandfather). Avi’s hair
became darker, but the reddish hair was still there. In her childhood, she was known as Gingi. Gingi is a
Hebrew word for red head, it was very unusual to find a natural red head in those days.

In addition to the changes in my hair, my muscles and coordination had improved. In a short time, [ was
able to do things I could not do before. This included riding a bike, a major accomplishment for me.

Ophthalmology Challenges

By the mid-1970s, I was starting to have serious and more challenging eye issues. In early spring of 1975,
I had an ophthalmic exam during which my doctor concluded that an emergency surgery was needed.
At that same time, I had a serious case of dysentery. In those days Israeli hospital rooms were all open
with lots of people and zero privacy. Prior to my surgery, the pre-op team was not up to speed on HCU.
This upset my father deeply. He stopped the process until the doctors and the team involved with the
surgery read up on HCU. My father called Dr. Gaull who returned his call from on top of a ski resort.
The surgery was a success. My sister did not have any changes with her eyesight.

In the summer of 1975, we were visiting extended family in Baltimore. In an outing with them, I started
to have severe pain in my left eye. We went to the Wilmer Eye Institute at John Hopkins University.
Upon examination, the doctor told us that my lens dislocated and was blocking my vision. This was the
root cause of my pain. They were able to get the lens back into place. On our way back to Providence,
RI (where we were going to live for 18 months) we stopped by Mount Sinai Hospital in NYC to see Dr.
Rabb. He concurred with the doctor in Baltimore. Once again, my lens subluxated and needed to be
reset. I was put in a dark room to reset the lens. In the fall of 1975 once again, my lenses were
subluxating. At that time, I needed special eye drops and needed to avoid dark places otherwise my
lens would subluxate.



Later on, that year, Dr. Rabb did an iridectomy. It was a procedure of drilling a small hole in the right
eye. In addition, he also adjusted my sight to allow one eye for long distance and the other up close for
reading. This gave me relief from pain when the lens subluxated. In the fall /winter of 1976 upon our
return to Israel, my ophthalmologist decided that it was time for my second lens to be surgically
removed. From the late 1970’s until today my vision has been very good. Attempts to wear contact lens
during my younger years and teen years were unsuccessful due to the sensitivity of my eyes.
Therefore, I needed special glasses to compensate for my vision. In those days, lenses were very thick
and hard to make. Fellow classmates were less than kind to me. Today glasses have come a long way
with technology. In addition, in later years bifocals were added to improve my vision.

Decades later my vision has stayed virtually the same. In the last few years my eye pressure has gone
up. I go to a specialist several times a year for checkups. I use special drops twice daily to bring the eye
pressure down. One needs to be careful about eye pressure as it can result in glaucoma. If not
addressed, blindness can occur. People with HCU have more chances of poor vison as they age.

In 1980 we moved back to the US, this time we relocated to Boston. At that time, my sister and I were
under the care of Dr’s. Harvey Levy and Mark Korson. Both doctors are renown in the HCU field.

Back pain impacting my life

In the fall of my senior year of college, I developed severe pain in my back. The pain became so severe
that I could barely get out of my bed. I needed to ask for medical leave from the university and
extension on course work. After visiting several doctors including Dr's Harvey Levy and Mark Korson,
the decision was to do some exercises and pool therapy. This help to a degree. It took six months post
university before things eased up. Over the years pain has come back but not as severe. Many of my
family members suffer from severe back pain. It is possible that HCU played a role in this process.
There was not enough scientific study to determine as factual.

Dental Challenges

I also have had challenges with dental and oral hygiene, such as crooked teeth, gum abscesses, more
than normal cavities, crowded mouth (small palate) and overlapping teeth. This is not a well-described
complication of HCU. However, I have heard from several other individuals with HCU that they have
trouble too. I have had issues with crowding and numerous cavities, which resulted in me having to
have teeth removed. In addition to that, I have an overcrowded mouth, overlapping teeth, which makes
food more likely to be trapped and requires professional help to clean. To complicate dental care, I was
told patients should also avoid laughing gas (nitrous oxide) during dental procedures because it
increases homocysteine levels.

Overcoming Educational Expectations

Perhaps your story is similar to mine. My high school principal gave me grief over the thought that I
would go to college. She told me not to go to college but trade /vocational school. She told me I would
never make it in college. She really did not understand me very well. If she was only around during
graduation to see how wrong she was. I received an award for English Composition during my high
school graduation. In addition, I received a very high score on my Hebrew Achievements. I was a rebel



and went to college. Due to my high grade on my Hebrew Achievement and good grades on my
entrance exam to college, I was exempt from a year of Hebrew Language with a full 6 credits. In
addition, I was on the Dean’s List for two years, which provided me full tuition. I was one of the few in
my class to actually go to college and graduate. I needed to work harder than most students to
succeed. It was not an easy road, but one with lots of challenges. Some of the challenges included lack
of preparation of my high school for college and trying to advance myself in English as I spent most of
my formative years in Israel.

Many years after college, I also went back to school for food service management and went on to
graduate school until [ was diagnosed with diabetes. Anything can be done if you put your mind to it. It
might take a bit longer, but do not let others defeat your dreams or ambitions.

Getting older—new challenges

Over the decades, not much has changed with my HCU. In my late 40’s I needed to adjust a few things.
This included a tighter control on my animal protein intake, adding certain medications and vitamins.
At first it was challenging, as I was a meat and potato person. These days, the changes have become
second nature. However, these changes were needed for the next chapter of my life. I eat a low protein
diet with a limited animal protein diet. My HCU numbers have been very good since I made these
changes. [ have found that reading labels on food is extremely important. The more challenging issues
were balancing HCU with other complex medical issues which also require a watchful eye on diet.

In the late 1990’s I developed diabetes. At first, I was diagnosed as type 2 (later on type 1). Oral
medications did not work for me and needed to switch to insulin. Over the years, I used different types
of insulin. These days, I am on large doses of both short and long-term insulin. Most people experience
an increase in weight gain on insulin. I have been able to keep my blood sugar under better control.
Over the last several years my Hemoglobin AIC levels (3-month blood work for diabetes) have been
very good.

Over ten years ago, [ had a blood clot. Blood clots are very common among HCU as well as diabetic
patients. In addition, I also developed Rheumatoid Arthritis, osteoarthritis and monoclonal
gammopathy of undetermined (M-Gus). Each are treated by different medical disciplines. If one
studies or read about these medical conditions, there is much correlation and overlapping concerns. If
one has these conditions, it puts them at a much higher risk for medical issues and complications. This
includes blood clots, strokes, heart attacks and much more. [ have discussed these concerns with my
doctors but none of them will admit or discuss these overlying medical concerns. I am not aware of
any studies or research done on these complex areas of disease therapy. Sadly, each medical discipline
stands on its own. For over seven years I have been doing my own research. A few months ago, I
looked at the NIH HCU website and found out that indeed symptoms of diabetes and RA can overlap
and impact control of HCU. This was exciting news for me as this could lead to other possible
breakthroughs. I confirmed my finding with my HCU doctor who supports my research.

In 2016, my life started to change completely. For a year I battled to keep my right leg. This included
several surgeries and over 100 sessions of hyperbaric oxygen therapy. Hyperbaric chamber oxygen
therapy can be very helpful in the healing process, especially wound healing. However, it is a time-
consuming process which lasts several hours per session. During the middle of my second round with



hyperbaric, I became very ill and was no longer able to continue with my treatments. After a year in
wound care, being extremely ill and consultation with specialist, there was no other option but to
amputate the leg. At that time, I decided I needed to resign from my work. This gave me time to focus
on my deteriorating overall health. In June 2017 my right leg was amputated.

Initially there were lots of challenges and frustrations following my amputation. After several months
of PT, I was able to get back my mobility. [ needed to teach myself how to adapt to a new lifestyle, how
to function back home, and within the community. In addition, I needed to adapt and re-learn how to
drive with special hand controls. Over time it became second nature.

HCU is a connective tissue disorder which can complicate healing leading to delays and skin, which
has lots of connective tissue, is particularly vulnerable. In February of 2021 once again things started to
change. My amputated leg developed skin breaks down in the back of the knee and leg. Many
amputees develop skin breakdown during some part of their life. However, that mostly comes from
neglecting the remaining stump or wearing inappropriate supplies.

I have always been very careful with my amputated leg. I started to notice there was swelling on my
amputated leg. Nothing was changing, and my concern was growing that this was getting too serious. I
stopped using my prosthetic, so my leg could heal and used a wheelchair. I sent pictures to my leg
specialist and he agreed with my assessment. He told me in four decades of working with amputees,
he never saw anything like this. I called wound care right away. I have been doing wound care ever
since. As my wound was healing, I developed fluid and infections. Tests and treatments were done but
nothing was discovered as the root cause. Both my vascular doctor and cardiologist have cleared me
of any major medical issues. In the meantime, I was released from wound care in October 2021. I feel
like I am back to the drawing board trying to find the root of the problem and its solution. Until this is
addressed, I am still in a wheelchair. Once this gets resolved, I hope to go back to Physical Therapy, so
I get my life back on track.

Many lessons can be learned from this: you are not in control, your life can change very quickly, you
need to learn to adapt to your new life and life is not always easy or rosy. When things look bleak or
become challenging one needs to remember there are people out there in the world who are worse off
then you. Over the last five years I have seen people who are in worse shape than me. The key is to
continue to plug away and find solutions. Doctors do not always have solutions or the right answers.
My sister and I have proven this time and time again. Both of us do not know the meaning of the word
“no” and continue to fight to find answers.

In the last fifty years we as HCU patients have come a long way, however we still have a long way to
go; more research is needed on older patients, cost of medications needs to come down and be more
affordable. We need more options for medications and health insurance. Health insurance including
Medicare and Medicare Advantage (all in one) programs need to be more welcoming and supportive.
HCU needs to be better recognized like other diseases. The medical field globally needs a better
understanding of HCU. HCU needs to be funded to keep helping patients. I am hoping the next
generations will be more prepared and educated.

For a young family having a child with a genetic disorder like HCU can be overwhelming. I encourage
parents who want to have children to have genetic testing to see if they are at risk.



In many cases, one needs to advocate for themselves or others or get someone to serve in this
capacity. Getting into a support group will reduce the stress, provides a sense of belonging, gives a
forum to share ideas and resources, and know you are not alone dealing with a tough situation.

I like to remind others with HCU that when one is sick (any kind of sickness), there is a trauma
(including a wound) or an infection your HCU numbers will go up. (The same thing will happen if you
are diabetic).

As I come to the end of my story, I want to recap some important information for those who are just
starting the journey.

Important Note: Carriers of HCU may be impacted by HCU (especially if they are vitamin deficient). It
could happen later in life. I think that carriers should have homocysteine levels checked, especially if
they suffer from any clinical issues known to occur with HCU (e.g., blood clots).

Some lessons from my experience with Social Security and Medicare /Medicaid:

I hear from many how they cannot wait to be eligible for Social security and Medicare /Medicaid. I
want to point out that access to these programs is not always a perfect experience. Social Security
does not provide much to live on and Medicare, Medicaid, or both are very challenging to navigate
(especially if you qualify due to a disability and are not at retirement age). I want to point out that it
takes 24 months from when one starts to receive Social Security until one is eligible for Medicare

and /or Medicaid. (As many of you know, receiving Medicaid is dependent on total household income.)
It is important to know that if one does not accept Medicare when offered, one is financially penalized
(if one tries to apply later, one can potentially lose out on other benefits). The options of Medicare for
someone who is disabled is limited and not all things are covered. To improve coverage options, one
can opt to go on an Advantage Program which has additional benefits. Advantage programs may not be
available in all states and benefits might vary by states. Advantage programs are based on zip codes.

There are potentially other choices like HMOs (but not all doctors accept these plans) or PPOs, but
these may not be available in all states. No matter what you choose, one needs to review all options
carefully and understand what is and what is not covered. Make sure all your needs are covered.

In conclusion, HCU can impact every part of your body. The most common areas of impact are the:
Eyes, Skeletal, Central Nervous System, Heart & Blood (clots), and Connective Tissue. More detailed
information on homocystinuria can be found on NIH Website and the HCU Network America website.

As HCU is a very rare complex medical condition, these medical professionals maybe suggested to be

on your team of doctors:
« Specialist in HCU (Metabolic or Biochemical Geneticist)

« Primary Care Physician (PCP) (ideally someone with at least a basic knowledge of HCU)
« Ophthalmologist
« Asneeded or recommended (depending on your personal complications and medical history):

Cardiologist, Hematologist and Neurologist

From my experience there are some high-risk procedures. I point them out to help you advocate for
yourself, or your child. Make sure that your medical team is aware of the risk. If you need any kind of
surgery (including outpatient) it is crucial that all staff involved in the surgery and during recovery, be


https://www.nih.gov/
https://hcunetworkamerica.org/

aware that you are an HCU patient. Prior to surgery you need to make sure your surgeon talks to your
HCU doctor to make sure they can make the surgery as safe as possible for you. Complications from
surgery can happen to anyone, but especially HCU Patients. HCU patients sometimes have other
potential complications. Therefore, providing your doctors and their team this information can make a
real difference in the outcome of the surgery. For example, certain medications during and post-surgery
can block your stomach from operating regularly post-surgery (doctors call this an ileus) and so you

might not tolerate your Cystadane® (betaine anhydrous) as well.

If one needs laughing gas (i.e., nitrous oxide) for dental teeth extraction, they should consult with their
HCU doctor since this medicine can make your homocysteine increase.

Hospitals tend not to have all your medication, especially if they are specialty ones, or may not have your
dosages available. At times your medication is changed with other similar medication and might cause
your body to react differently. You might want to have a few days’ supply with you whenever you are in
the hospital. If you have small scoops or measuring devices for your medication, make sure you remove
from your medication bag and keep them in a safe accessible location as that they tend to get lost or
forgotten to return by nursing staff.

Keep in mind everyone is different, with different results depending on when in life they were diagnosed.

Today all states in the US test for classical HCU when a baby is born (other forms of homocystinuria may
also be identifiable by newborn screening at this time). However, newborn screening cannot always
detect HCU (HCU America is working on improving this challenge). I would encourage parents with a
family history of HCU to test their children once again at 2-3 years old. The earlier the diagnosis the
better the outcome with less damage. As you can see from my history, my sister and I benefitted from
diagnosis.

I am currently following a standard therapy. My therapy might differ from yours given our differences in
age and co-existing complications. It is best if you work with your doctors and metabolic dietitians to
reach your best results.

I hope my story is helpful to others as they start their journey with HCU. Best of luck!!

Never give up. Hoping that as scientists and doctors continue to work on HCU; they will find a cure for
this challenging disease. Although Classical HCU does not have a cure if patients are addressed early and
well maintained one can live a full and productive life.

Over a year and half ago I connected with the HCU Facebook group. My main reason [ approached the
group was great frustration with obtaining a reasonable price for Cystadane. I had been on it for several
years prior. However, things drastically changed for me in September 2019 when I went from employee
health insurance to Medicare.

I was fortunate enough to get a response from Danae Bartke, Executive Director of HCU Network
America. There was an immediate connection with her. For the first time in all these years I had someone
to talk to about HCU (besides my sister). Danae is much younger than me, however, she and I have seen
and connected to many of the same doctors and have some of the same symptoms. Our HCU issues are
very different (as described by Danae). Her brother who also has HCU reminded me of people I met half a



century ago. Danae and [ have had some phone conversation, email correspondences and private
messages through Facebook for more than a year. Some of these communications were extensive and
lasted several hours.

Danae has a wealth of information, connections, resources, and very good knowledge of HCU. She
responds very quickly and is very helpful to the HCU community. HCU Network America is lucky to
have her as the Executive Director.

My HCU story is in honor of:

» Lisa Goldscheider, my wife who is always there to support and encourage me especially when
medical issues become challenging.

e My father, Dr. Calvin Goldscheider on his 80th Birthday.

 Avi, my sister who has shared my journey for 50 years. I thank her for taking the time to read and
give me feedback on my story.

e My HCU doctor’s past and present, whom Avi and I owe a debt of gratitude for following us for 50
years.

Email us your patient story! info@hcunetworkamerica.org





