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Dear ALD Community,

We are honored to share our 2024 Annual Report, highlighting the progress
and impact of ALD Connect. This past year, like every year since our founding,
has been a testament to the dedication, collaboration, and determination

of our remarkable community.

ALD Connect is more than an organization—it is a movement powered by individuals
and families determined to make a difference in the lives of those affected by
adrenoleukodystrophy (ALD). With your support, we have advanced critical research,
expanded patient and family programs, and strengthened partnerships that accelerate
our mission.

In this report, you'll find inspiring stories of courage, updates on our initiatives, and
milestones that reflect the transformative work happening within our community.

In 2025, we have exciting plans to drive innovation, advocate for change, and support
those navigating life with ALD. Every step forward is a shared achievement, and your
involvement is integral.

We are deeply grateful for your continued
support and belief in our work. Together,
we are building a future defined by hope
and progress for everyone affected by ALD.

We are eager for another year of inspiration
and impact, as we create change together.

With Gratitude,

Florian Eichler, MD
Co-Founder, President

Kathleen O’Sullivan-Fortin
Co-Founder, Treasurer, General Counsel

Life with adrenoleukodystrophy (ALD)

can be isolating. ALD Connect creates a
compassionate community that inspires
hope through innovative support, education
and research programs.
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Community
Inspirations

A ROAD TO CONNECTION

I was diagnosed with AMN in 2018, and I'm still learning to deal with this disease. As a fairly private person,
I avoided telling anyone about the diagnosis for as long as possible. It took me weeks to tell my parents and a
full three years to tell even my closest friends about this disease. In retrospect, it's shocking that I kept it in
for so long. I suppose I believed that if T told people, they would think of me as broken and pity me. Instead

I would just brush off questions about my strange gait and frequent tripping, claiming I was still going to
doctors to figure out what was wrong. Of course, I was completely wrong—once I told people, I got nothing

but support.

| was also slow to connect with others in the ALD/AMN community. A year after my diagnosis, | signed up for a
Community Call, but it was a complete failure for me. At that time, it was an old-style conference call rather than
today’s Zoom meetings. When | dialed in and the automatic chime announced my presence, someone asked me to
introduce myself. | froze and couldn’t say anything. After listening for a few minutes, feeling like a lurker, | hung up.
Looking back, this episode just sounds silly and | have no idea what | was afraid of. It took another year and a half
before | tried again, but this time | felt comfortable enough to participate. Now, | regularly join the monthly calls as
long as | can find a private place at work where | can steal away for an hour. | value having these regular calls with
people who have become friends, plus welcoming all the new faces.
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I've developed a routine to manage many AMN symptoms.
Along with working out at the gym a couple times a week,

| ride my bike to work every day. Cycling helps work the
morning stiffness out of my body and lets me start my day

with warmed-up legs. I'm not sure how long I'll be able to

continue riding, but | plan to cling to this activity as long

as possible since I'm thoroughly convinced of its benefits.

I've also been playing wheelchair basketball for the last

three years, and while it doesn’t help with AMN symptoms,
it's just plain fun. Additionally, seeing a therapist has been
invaluable in encouraging me to be more open and share my
challenges with others. I've even started dating again, with an
online profile that clearly discloses my neurological disease.
Surprisingly to me, this is not a deal-breaker for many people.
Being this forthcoming to strangers is something | never
would have believed possible when | was first diagnosed and
struggling alone with shame and embarrassment. I've come

a long way, but still have further to go.

Being this forthcoming to strangers is
something I never would have believed
possible when I was first diagnosed
and struggling alone with shame and
embarrassment. I've come a long way,
but still have further to go.”
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He is my Ayden,
my beautiful son,
who happens

to live with the
cerebral form

of ALD. And he
continues to
show how in
spite of that, love
conquers all.”
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Ayden’s Story

A WALKING MIRACLE

On the day of my in vitro fertilization transfer in
December 2013, the embryologist presented me with

two viable embryos, one of each gender, which both
reached the blastocyst stage and passed testing for
genetic abnormalities. The embryologist was particularly
impressed with my son’s embryo, amazed at his high

A- rating, stating it was among the highest quality of
embryos he has ever seen. In the world of scientific
embryology, my son was nearly perfect. Little did we
know that we lived in a state which at the time did not

offer newborn screening for ALD.

My children were born full-term in 2014, grew up normally, with no
significant health challenges or issues. When COVID hitin 2019, they
had to endure remote on-line learning from kindergarten to the first
half of 2nd grade. During this time, we noticed significant bouts of
inattention from my son, and difficulty in completing tasks. When he
returned to school, the inattention continued and he was evaluated
by a neurologist in 2022, who diagnosed him with ADD attributed

to high-functioning autism. He was placed on an IEP, and after a
thorough evaluation, his school determined that they were unable
to provide the level of support he really needed. So he changed
schools entering the 3rd grade. His new school was able to meet

his needs, providing him more 1:1 support. Unfortunately, he was
starting to stare into space more and needed constant prompting

to get anything completed, including daily routine tasks at home.
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In April 2023, determined to get him out of the house
instead of using technology, | decided to let him decide
where he wanted to travel for his spring break. He chose
Utah. So | planned a trip and we flew to Moab, Utah

on a mommy-son adventure. We went rafting on the
Colorado River and 4-wheel riding in the petrified dunes,
saw dinosaur tracks and the beautiful sunsets at Arches
National Park. It was such a memorable trip. On the day
we were packing to leave, my son had a seizure for the
first time. | rushed him to the hospital, where they ran

some tests, but realized he needed a higher level of care.

So they airlifted him by helicopter to Primary Children’s
Hospital in Salt Lake City, under the direct care of

Dr. Josh Bonkowsky. For two days, Ayden was in the
hospital there while they ran tests. My son was in the
best hands possible and had top-notch care from an
incredibly professional team. Even in the midst of

this tragic situation in a foreign state, the staff made

us feel right at home. They shared the news of his
diagnosis with such care and compassion, and explained
everything in such thorough detail that | was able to
communicate information with other teams along his
healthcare journey with relative ease.

Back home on the East Coast, my son was referred

to continue his care with Dr. Eric Mallack, who set his
Loes score at a 10 and referred us to Dr. Troy Lund for
consideration for a BMT in Minneapolis, Minnesota
since his score was too high consideration anywhere
else. Dr. Lund agreed that my son may not benefit well
from a transplant. So we decided to let him live his
best life with the time he has here and now.

In the world of scientific
embryology, my son was nearly
perfect. Little did we know that
we lived in a state which at

the time did not offer newborn
screening for ALD.”

Dr. Mallack was able to get him on compassionate care
to receive Leriglitazone on the Minoryx clinical trial,
which requires frequent trips to Europe to collect the
refills. Currently, my son has a Loes score of 18.5, but
he is in a clinically stable condition. He is a walking
miracle. He continues to have his vision, hearing, and
motor control intact. He is living a happy, normal life
and enjoys his time at home pursuing his passions,
watching Pokemon videos on YouTube and playing
video games featuring Kirby. We know that one day
this disease will cause our world to collapse and steal
his opportunity to enjoy his passions. But until then,
we remain grateful to enjoy every precious moment
we can, getting his warm hugs, and squeezing my
cheeks, tapping my head, and gently touching my nose
with his forefinger. Loving his smile when he sees me,
and calls me “Mommy”. | tell him I love him and hug him
each and every moment | see him. He is my Ayden, my
beautiful son, who happens to live with the cerebral
form of ALD. And he continues to show how in spite of
that, love conquers them all.




Christie’s Story

A JOURNEY OF HOPE

Our story mirrors that of many families who
learn about ALD through newborn screening—
those life-changing moments no one anticipates.
Zoli John was born on 11/11/2020, a date so
magical we felt it had to be lucky. My husband,
Ricky, and I were thrilled, and our daughter

Rainey, then 3, was excited to become a big sister.

In early December, a geneticist gently told us that Zoli
had tested positive for X-linked Adrenoleukodystrophy
(ALD). While overwhelming, she reassured us we were
fortunate to catch it early, thanks to a UMass Chan
Medical School pilot study | had consented to. At that
moment, | didn't yet grasp how lucky we were.
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Connecting with
other ALD moms
has been one of
my most powerful
experiences.”

Then | discovered ALD Connect and read the Parent’s
Guide from ALD Alliance cover to cover. Reflecting on
Suzanne Flynn's introductory letter about her two
healthy boys who played sports gave me hope. As an
athletic family, this glimmer of normalcy was a lifeline.

By the time we met Dr. Eichler in January, we were
cautiously optimistic. He calmed us further, explaining
everything clearly and encouraging us to enjoy our
baby. We left with a clear plan for monitoring, feeling
reassured and cared for.

Soon after, my family underwent genetic testing.

Rainey and | tested positive. It was tough news, but early
diagnosis felt empowering. My dad, three brothers, and
sister all tested negative, which left me feeling strangely



“We are endlessly grateful for ALD Connect and the
chance to share our story. This community has given us

strength, hope, and connection—for that, we will always
be thankful.”

isolated in my big family. My mom, who passed away 10 years ago, was likely
ALD-positive. Still, | am grateful.

Adjusting to the diagnosis has been a journey, but the ALD community is
incredible. | now work with Dr. Eichler as Program Director at the Center
for Rare Neurological Diseases at Mass General, turning my passion into
purpose. | also joined the Massachusetts Newborn Screening Advisory
Committee to help advance screening for ALD and other rare diseases.

Connecting with other ALD moms has been one of my most powerful
experiences. | started attending ALD Connect Community Calls when Zoli
was just 5 weeks old, and each call has anchored me month after month.

Zoli has had four clear MRIs and recently started daily steroids for adrenal
insufficiency, which he calls his "superhero medicine." He certainly has the
energy of onel We've also begun talking to Rainey about ALD, and she’s
curious and smart, asking thoughtful questions that show her resilience.

We are endlessly grateful for ALD Connect and the chance to share our story.
This community has given us strength, hope, and connection—for that, we will
always be thankful.



A BIG STEP FORWARD

Our lives changed so much about a year ago, when
our 36 year old son was diagnosed with ALD/AMN.

It was in October of 2023 that he called and said he
had checked into the hospital because he was having
trouble with his legs. I arrived to find him full of anxiety
and feeling weak. It took 5 days of in-patient testing to
rule out many things. We left the hospital without any
answers, but happy to know he didn't have MS or ALS.

I went home and he went back to work. Six weeks later
he received his ALD diagnosis. It explained so much.

| searched the internet for answers and found the

ALD Connect Facebook page. | checked to see who the
members were, hoping to find the best doctors. Jesse
Torrey’s name showed up at the top of the list because
we have 35 mutual Facebook friends. Her in-laws live
on the same small island as we do. She spends time
here with them and brings her son Jack who is an ALD
transplant patient. Jesse answered my call right away
and has been a huge support to our family.

| have tested positive for ALD and as | said before, our
family diagnosis explains so much about our lives and
our health. | started developing mild symptoms in my
40's and have been diagnosed with some autoimmune
conditions along with the new ALD diagnosis. My
mother had so many of the symptoms that show up

in symptomatic women. She was adopted so we don’t
know her family history which is difficult. Someday

[ will try to find her birth family.

| feel like I've been in kind of a fog this past year, where
I'm living halfway between the bad news and a fake
reality where | ignore it. | guess you've got to fake it ‘til
you make it sometimes because | can't think about the
bad news all the time, it's just too scary.

I'm grateful for the ALD Connect community for
supporting and educating me. I've been to two
conferences so far and really love the connection with
the doctors and patients. The monthly Community Calls
have made a huge difference in my life. I'm so thankful
that | connected with Jesse Torrey!

I'm grateful for the ALD Connect community
for supporting and educating me.”
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Remembering
Brady Paul Christ

Brady Christ was a remarkable young man whose life and spirit continue to inspire all

who knew him. Born on May 30, 2003, in West Burlington, Brady was the son of Brian and

Kristen Christ, and his story is one of generosity, humor, and deep faith.

A graduate of Burlington Notre Dame High
School in 2021, Brady had a natural talent

for business and a heart for service. He
worked alongside his father, helping to build
investments that would support charitable
organizations, reflecting his passion for making
a positive impact on the world.

Brady was a devoted member of Divine Mercy
Parish, and his faith was at the core of who

he was. His humor, enthusiasm for life, and
genuine care for others made him a beloved
friend and family member. Whether he was
skateboarding, trading stocks, or enjoying a
game with his friends, Brady's presence always
brought joy and laughter to those around him.

Above all, Brady’'s commitment to helping
others was evident through his participation in
clinical studies to advance the understanding of
adrenoleukodystrophy (ALD). His legacy lives on
through his dedication to research, advancing
knowledge that will benefit future patients.
Brady’s family and friends have been incredible
supporters of ALD Connect.

Brady’s memory reminds us of the importance
of kindness, laughter, and a life lived with
purpose. His story is one of inspiration, and his
contributions will continue to make a difference
in the world.
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Together, we are pushing the boundaries
of what we know—and ultimately, what we
can do to help future generations.”

SEEKING ANSWERS

In 2017, our family’s journey with Adrenocleukodystrophy
(ALD) began when our son was diagnosed through
newborn screening in California. At an ALD Connect
conference soon after, | met Dr. Kemp and asked why
my son’s variant was classified as “likely pathogenic”
despite no known family history. He explained that

all males with ALD were believed to eventually show
symptoms—mild or severe.

Determined to understand our family’s genetic story,
we reached out to immediate and extended relatives.
Testing revealed that my mother and | carried the

ALD gene. For years, we sought answers, consulting
genealogists, geneticists, and even psychics, desperate
to make sense of the diagnosis.

Then, in 2021, a shocking discovery changed
everything—a lab had mistakenly switched my
mother’s and sister’s blood sample. This led us to test
my 74-year-old father, who, to our astonishment, tested
positive for the ALD gene. For four years, | had believed
my mother’s side carried the mutation, only to learn it
came from my father.

Urgently, we arranged medical evaluations for my dad,
including MRI scans and further testing for extended
family members. His clinical tests were completely
normal, as were those of four other adult males on

his side who also carried the mutation but had never
shown symptoms.

I immediately contacted Dr. Kemp, pressing him

with questions: Why was my father asymptomatic?
How had his brother lived his entire life unaware he
had ALD? Had | subjected my son to years of invasive
medical interventions when he might be just like my
dad? As newborn screening expanded, more families
shared similar experiences, challenging the

long-standing belief that all boys with ALD would
eventually develop symptoms.

Recognizing this critical gap in understanding, Dr. Kemp
collaborated with other experts to launch the Grey
Zone—a research initiative dedicated to uncovering
why some individuals with the ALD gene remain
asymptomatic while others develop severe symptoms.
The key lies in data—comparing those with symptoms
to those without.

Since 2021, | have tirelessly searched for others with

my family’s specific variant, hoping to provide crucial
data points. To date, I've connected with over 10 families
and approximately 20 males carrying the same variant—
none of whom are related, yet all remain asymptomatic.
So far, we've contributed 10 genetic samples, with

the goal of reaching all 20 to strengthen our collective
understanding.

Through the Grey Zone, we hope to answer one of
ALD’s most pressing questions: What determines

who develops symptoms and who doesn’t? Are there
genetic variants in the ALD gene that do not cause ALD?
This research has the potential to reshape monitoring
protocols for young boys, reducing unnecessary
interventions and alleviating the emotional and
financial burden on families.

Our journey has been unexpected, challenging, and

at times frustrating, but it has also been deeply
meaningful. By participating in the Grey Zone, families
are contributing to groundbreaking research that
could change the future of ALD care. Together, we

are pushing the boundaries of what we know—and
ultimately, what we can do to help future generations.



Investigations

Funding research has always been a priority for ALD Connect. We have been very thoughtful about

how to invest in ALD research projects since so many ALD experts and centers are represented on

our Board of Directors.

THE GREY ZONE

ALD Connect is proud to have continued our funding and support of
the “Grey Zone" project in 2024. This community-wide initiative is a
great fit for ALD Connect as it includes many of our board members!

Our goal is to understand which genetic variants put a male at risk
for disease. This is an important project for our patients, families,
and physicians. We are collaborating internationally in a joint project
for this work and would appreciate your help to make this happen.

* Is the ABCD1 gene mutation a Variant of Uncertain Significance?

* Is everyone in your family who has this ABCDT mutation
asymptomatic?

If you can answer YES to these questions, you may be eligible to
participate in The Grey Zone project.

LEARN MORE & DONATE

Visit aldconnect.org to learn more and

donate to The Grey Zone!

In 2024, we
implemented a
new process for
shipping dried
blood spot cards
and facilitated
nine shipments.

ALD Connect is a wonderful community of people that offers
an invaluable network of support, information, and access

to the cutting edge of research and treatment development.”

BRANDON TURNER, AMN PATIENT




Investigations (Continued)

CHAN ZUCKERBERG INITIATIVE INDUSTRY ADVISORY COUNCIL
ALD Connect was awarded a prestigious Chan Our Industry Advisory Council (IAC) is composed
Zuckerberg Initiative (CZI) grant through their Rare of representatives from our ALD Connect Board of
As One Project in 2024. The primary focus of this Directors and several companies that are working
grant is to launch a Collaborative Research Network on ALD therapies. The purpose of the IAC is to bring
for adrenoleukodystrophy (ALD), bringing together together stakeholders for robust discussions about
international experts and Emerging Investigators the disease, clinically meaningful outcomes, treatment
to execute global research priorities over the next approaches, and research. Each IAC meeting also
five years. features a patient perspective to ensure that industry
members and ALD Connect Board members center the
This transformative funding, totaling $800,000, experience of ALD families in their work.

will enable us to expand our efforts in driving
patient-led research, advancing new therapies, and
strengthening our community support programs.

NeuroNEXT Antisense oligonucleotides

Dr. Josh Bonkowsky for ALD: a novel approach

C RARE AS ONE to anoldidea

Dr. Christina Nemeth Mertz

A LIFE-SAVING DONATION

Emma Hayes, one of our community members, made a life-saving
blood stem cell donation in September! She registered to be a donor

because of her family’s connection to ALD.

“I know how important a bone marrow or stem cell donation is and wanted
to be able to help someone in the hope that a stranger would do the same
Jor my family if needed. Overall, this experience was incredibly humbling.
Yes, it can be a little painful getting the injections leading up to donation
but this is nothing compared to what my recipient has gone through.

The actual donation took about 4.5 hours via peripheral blood stem cell
donation at a center in New York City. The nurses were great and everyone
made me feel super comfortable!”

For many boys with cerebral ALD, a stem cell transplant can halt the
progression of disease when it is caught early. While Emma’s recipient did not
have ALD, she acted selflessly and altruistically! Many boys with cerebral ALD
have been helped in this way, without any expectation of direct benefit for the
donor. We are so proud of Emma for setting this example for our community!

Please consider joining the registry by scanning
the QR code—you could also save a life!




In Support

THE MYELIN PROJECT

PATIENT AND FAMILY SUPPORT PROGRAM
ALD Connect is proud to carry on the legacy of The Myelin Project

by offering grants to ALD patients and families who need financial

assistance. In 2024, we provided financial assistance to 14 families

through our Patient and Family Support Program and the Michael

Benton Travel Scholarship Program.

March 2024

Mortgage payment for a mother
in Florida

Rent payment for a mother in Idaho

April 2024

Mortgage payment for a family
in South Carolina

Rent payment for a man with AMN

in Pennsylvania

May 2024

Travel for a family in California
to travel to appointments

Airfare for a man with AMN to fly
from Maryland to KKI

Hospital bed for a boy with
cerebral ALD in the Philippines

July 2024

Mortgage payment for a man
with AMN in Tennessee

Car payment for a mother in
New Jersey

August 2024

Car payment for a mother
in Missouri

Mileage for a mother in West
Virginia

Airfare for family to fly from
Minnesota to Argentina

November 2024

Utility bill for a man with AMN
in Oklahoma

December 2024

Housing for a family from Italy
with a son who has cerebral ALD

“It has been an
unprecedented time
of hardship for
our family, and the
moneltary support
we received from ALD
Connect translated
into a reminder
that we are seen,
remembered, and
supported.”

SARA, ALD PARENT

A heartfelt thank you to the many family members and friends

of Patti Chapman and Michael Benton for your generous donations
to this program in 2024. Your support is a meaningful tribute to
Michael’'s memory, and we are deeply grateful.



Insights Exchange

2024 ANNUAL MEETING AND
PATIENT LEARNING ACADEMY

Our 2024 Annual Meeting and Patient Learning Academy took place on
November 8-9 in Washington, D.C., bringing together the ALD community
for two incredible days of learning and collaboration. Attendees received
exciting updates from leading experts on ALD research, along with

valuable recommendations for monitoring, care, and mental health.

This year, we enhanced the experience by adding several new components.
We had an auction, an NMDP donor drive, a poster session, and a research fair.

We're already looking forward to next year’s 2025 Annual Meeting and Patient
Learning Academy! Join us November 7-8, 2025 in Cambridge, Massachusetts!

Thank you to our sponsors:

IR

bic SPUR W‘EQFFJX@ RECTIFY

PHARMA

|

2024 Annual Meeting and Patient Learning Academy

15+ ALD CONNECT



RESOURCES

In 2024, we published a mental health workbook for
children and an information sheet for men with AMN.

WEBINARS

ALD Connect hosts live, interactive webinars via Zoom
that are free and can be accessed anywhere in the
world. Experts from varying fields take questions and
discuss a broad range of topics requested by ALD
patients and their families.

View past webinars at YouTube.com/c/ALDConnect.

January 25 | Adrenal Insufficiency Starter Pack
Dr. Sejal Shah, Sophia Rowland

March 6 | Cerebral ALD in Adults
Dr. Ali Fatemi, Dr. Troy Lund, Ben Lenail

September 12 | ALD Genetics 101
Dr. Felicity Emerson

PATIENT-LED PLANNING
COMMITTEE

ALD Connect hosts a monthly meeting to bring together
all ALD community members to receive feedback on our
programming and brainstorm community-wide initiatives.
Any patients, family members, or advocacy organizations
working in the ALD space are welcome to join.

Sign Up for Our Patient-Led
Planning Committee Emails

by scanning the QR code or emailing
felicity.emerson@aldconnect.org.

Inside the
Organization

KELLY MIETTUNEN

Executive Director

Kelly joined ALD Connect as the Executive Director
in 2019. Kelly has worked in administration and
with the ALD community for more than 14 years.
She has a Master of Healthcare Administration
degree from the University of Minnesota.

Kelly is thrilled to be the organizational lead of our
Chan Zuckerberg Initiative award.

FELICITY EMERSON

Project Manager

Felicity joined ALD Connect as a Volunteer in

2020 and was hired as a Project Manager in 2021.

In May of 2023, she completed a Ph.D. in Biomedical
and Biological Sciences at Cornell University, and

in the fall of 2023, she started a Genetic Counseling
Masters program at Rutgers University. Felicity
values every opportunity she has to learn from

the ALD community about the lived experiences
of families with ALD.




ALD Connect
Ambassadors

ALD Connect Ambassadors
Brandon and Lindsay

The Ambassador of the Year Award is an honor presented by ALD Connect to recognize

community members who, through example and accomplishment, provide outstanding volunteer

service to ALD Connect with the goal of moving our organization’s central mission forward.
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Brandon and Lindsay

Being recognized as ALD Connect Ambassadors is deeply meaningful
and a humbling reminder of how far we've come since Brandon'’s

AMN diagnosis. ALD Connect quickly became our guiding light in
uncharted territory, offering knowledge, compassion, and a true sense
of community.

Nouw, it’s our privilege to stand on the other side, helping those
Jjust beginning this journey by sharing our individual strengths

and experiences.

For Brandon, being an Ambassador means showing up consistently on
Community Calls, offering a positive perspective and practical guidance
to both newcomers and those facing new aspects of the disease. For
Lindsay, it means working behind the scenes and finding meaningful
ways to contribute as a spouse, by sharing professional insights, leading
with enthusiasm, and offering empathy at every turn.

We see this role as an opportunity to repay the kindness we once relied
on — to transform our own gratitude into hope for others so that
together, we can unite and amplify ALD Connect’s mission.




Alexis Larrea

Being an ALD Connect Ambassador is a profound privilege that allows me to turn our family’s challenges into a source of
hope and support for others. It means standing alongside families who are navigating the uncertainty of an ALD diagnosis,
offering a hand to hold, and a voice to advocate for their needs. As a parent who first encountered ALD through newborn
screening, | know how isolating and overwhelming this journey can feel. This role gives me the opportunity to connect
with others, share knowledge, and amplify the importance of early detection and ongoing support. It's an honor to be part
of a community that transforms heartache into action and brings light into the darkest moments. | am truly grateful to
contribute to this mission of compassion, understanding, and progress.

PEER MENTORSHIP PROGRAM

The purpose of the ALD Connect Peer

Mentor Program is to connect individuals ALD Connect iS hope_

with ALD/AMN, family members, or caregivers

with an ALD Connect mentor so they can It iS a lifé raﬁ in a dark Sea,”
form a relationship that is maintained with

encouragement, respect, and confidentiality. ANNE WOODS, ALD PATIENT

In 2024, we supported 15 newly diagnosed
patients/caregivers through the program.
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In Partnership

FAMILY WEEKEND AT THE PAINTED TURTLE

Sophia’s Experience

When our son Yossarian was first diagnosed with adrenoleukodystrophy

@ (ALD), he was only a month old. The diagnosis has been incredibly isolating,
Paln e d and in many ways has defined our journey as first-time parents. We searched
for a sense of community amongst other ALD caregivers and patients which

Turtle we fortunately found. For us that looked like monthly community support

calls and medical conferences, but Family Weekend at the Painted Turtle has
a seriousfun camp offered something more.

founded by paul newman

Itis an incredibly supportive and fun environment for ALD families, where
boys with ALD and their siblings are reminded of what it is like to just be
kids. The camp is an opportunity for real connection with other families
across all ALD phenotypes. The counselors and volunteers have a unique
ability to connect with our children as they are often former campers
themselves or have an interest in working with children with special needs.
Pool parties, campfires, archery, art, and ropes courses are sandwiched
between regular dance parties. Parents are given a rare opportunity to
connect in the evening while kids hang with their counselors. It is not to be
missed! There is nothing like being around other families with your same
medical diagnosis who just get it. The walls that we had put up over the
previous year and half came down over the course of this magical weekend.
Our experience at Family Weekend was a reminder of how much good
there is in this world, and for those of us navigating these difficult medical
conditions, that we are not alone.

STUDENT INTERN

Brittany Niemann

Brittany is currently advancing her education as a Master of Public Health student at the
University of Nebraska Medical Center. She is employed as a genetic counselor assistant at
Kennedy Krieger Institute, in Baltimore, Maryland, where she contributes her efforts in research, clinical,

and administrative work within the neurogenetics and leukodystrophy clinics. Brittany completed her Applied
Practice Experience at UNMC with ALD Connect. This opportunity allowed her to work with ALD Connect during the
fall semester to apply her expertise and passion for public health, genetics, and advocacy work while learning more
about the community.

Brittany contributed to ALD Connect by helping with projects and our 2024 Annual Meeting
and Patient Learning Academy.
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COMMUNITY CALLS

ALD Connect coordinates periodic virtual Community Calls to facilitate
community building and provide support. Whether it's men with AMN,
women with ALD, cerebral ALD caregivers, or newborn screening
parents, our Community Calls continue to bring support and deepen our
community’s connections with each other. This year, we continued our
Structured Mental Health Community Call and started a new Connecting
Communities call that is cohosted by Alex TLC.

You can always find the upcoming call schedule on our Community

Calendar at aldconnect.org/calendar.

United in the ALD Journey: Together We Stand

By Kym Cleal

In the hush of a sterile hospital room,
The shadow of ALD begins to loom,
Arare disorder, daunting and stark,

We're thrust into a journey, a journey dark.

With quivering hands and tear-filled eyes,
We face the truth, the silent cries,

Our little one, so small and frail,

In this tempest, we set our sail.

Through nights devoid of sleep’s embrace,
And days where hope seems out of place,
| sought a network, a guiding light,

To steer us through this endless night.

And in my darkest hour of need,
| found a group, a bond to heed,
From every corner, far and wide,
They gather 'round, a source of pride.

Their tales resound in the still of night,

A symphony of struggle and fight,

For they too traverse this unknown track,
Their fortitude, a beacon to tack.

New faces bring fresh stories,
Unfolding with each day,
They weave into our tapestry,
In their own unique way.

Welcome to our circle,
Where every voice is heard,
Together we grow stronger,
With every shared word.

With every message, every call,

We find solace, we stand tall,
A shared connection, a common goal,
In this battle for our child’s soul.

In the waiting rooms of uncertainty,

We share the burden, we share the plea,
For MRI's and blood tests, we wait,

Each result a twist of fate.

We swap stories of scans and screens,
Of doctors’ words and what they mean,
With bated breath, we wait to hear,
The outcome of our greatest fear.

Through the highs and lows, we stand,

Side by side, hand in hand,

For in this journey, together we face,

The trials that come, with strength and grace.

Unified in our trials and strife,
Together, we'll navigate this life,

With love and strength, we rise above,
For in this journey, we find love.

They comprehend the fears we face,
The highs, the lows, the frantic race,
For in their gaze, we glimpse our own,
In their stories, we find our home.

So here’s to those who walk this road,
Their courage shining, their stories bold,
For in their resilience, we find our own,
In this journey, we're never alone.




Emerging
Investigators

ALD Connect strives to engage the next generation We were proud to host our 2023 Emerging Investigators

and hear their research updates during our 2024
Annual Meeting and Patient Learning Academy, as

of researchers and accelerate research. In 2022,

we launched a new grant program with the goal . .
well as welcome four new Emerging Investigators who

to introduce graduate students, medical students received grants in 2024. We look forward to hearing

and post-doctoral researchers to our field and their updates next year! Check below to find out

foster their continued-learning and interest in BATETS @UIT 2072 (ST g YOS HZEie/s EERENEE Bt

our grants and meet our 2024 grant recipients. Your

AL ey Moo o st oo tam putypasel donations to ALD Connect support research projects

and then presented their research plan to a panel and help us grow this program!
of ALD experts.

2024 EMERGING INVESTIGATORS

Nicki Covena

Nicki F. Covefia obtained a Bachelor of Science in Psychobiology, with a
specialization in the molecular basis of neurodegenerative diseases. He then
obtained a Master of Science in Molecular Neuroscience, where he gained
extensive experience with a variety of cell culture models and molecular
techniques. He is currently a PhD candidate at the Amsterdam UMC, where
his research uses human induced pluripotent stem cell-derived models to
investigate the complex role of microglia in ALD. Through his work, Nicki aims
to advance and contribute to the molecular understanding of ALD pathology.

Project: Investigating the effect of ALD microglia on neural network

Nicki aims to

maintenance and function using multi-electrode arrays

advance and The brain has its own immune cells called microglia. These cells are thought to
. play a critical role in the development and progression of ALD. They are also
ContrlbUte lo important for the success of stem cell transplants. In addition to protecting the

the mOleCLdar brain, microglia are important for keeping the brain’s communication networks
healthy. The focus of this project will be to investigate how microglia affected by
understanding ALD affect these communication networks over time. This will be done by using
a new laboratory technique to grow both microglia and brain cells from induced
OfALD pluripotent stem cells derived from skin cells of ALD patients. We'll then measure

different aspects of how the brain networks are maintained and function. This
project aims to provide important insights into the role of microglia in ALD and
to improve the understanding of ALD pathology.

pathology.
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Maria L.G.A. Seixas is a medical student and research intern at the Center for Genomic Medicine - Massachusetts
General Hospital, Harvard Medical School. Born in Brazil, she was among the top 0.05% of 45,000 applicants selected
for the prestigious Lideres - Fundacdo Estudar scholarship, part of the largest leadership program in the country,
that brought her to Dr. Patricia Musolino’s lab, where she now conducts research on the investigation of plasma
biomarkers and brain imaging for early cerebral adrenoleukodystrophy detection. At her university in Brazil, she
established the first business-academic partnership in medical research and now dreams of transforming the lives
of patients with ALD through translational medicine.

Project: Studying Microvascular Dysfunction in Plasma and MRI as
Biomarkers of Early Cerebral Adrenoleukodystrophy and Response
to Treatments

Despite having treatments for cerebral adrenoleukodystrophy (cALD),
delays in diagnosis result in fewer than 20% of affected boys being eligible
for treatment. Current diagnosis relies on early lesion detection through
MRI, which is performed every six months. Previous works have indicated
that microvascular dysfunction on perfusion MRI precedes blood-
brain-barrier (BBB) disruption, which has been identified as key in cALD
pathogenesis. Plasma markers of vascular dysfunction could, therefore,
identify early BBB dysfunction, predict cALD lesion onset and become
biomarkers to track response to treatments. In this project, we will correlate
CALD lesion progression and microvascular MR perfusion parameters with
a set of angiogenesis and neurodegeneration plasma biomarkers in the

Marla dreams Of world's largest cohort of pediatric ALD patients, composed of patients

. with ALD-without cALD, untreated cALD and cALD treated with allogeneic
tranSformlng the hematopoietic stem cell transplant (HSCT) and gene therapy (GT). By

lives Ofpatients identifying early cALD biomarker candidates, we will be able to stratify risk
for cALD in a non-invasive and more accessible manner in asymptomatic
with ALD through patients, particularly newborns who are now nationally tested for cALD
. at birth. This will pave the way towards early identification of cALD, timely
tranSlatlonal access to HSCT or GT, and potential discovery of new therapeutic targets.
medicine.

“ALD Connect means the world to me! They are the
best support group I have found within this community.”

ALEXIS LARREA, ALD AMBASSADOR



Andrea focuses on
generating human
stem cells with
identical genetic
background but
lacking or having

a functional ABCD1
protein.

2024 EMERGING INVESTIGATORS CONTINUED

Andrea Villoria-Gonzalez

Andrea Villoria-Gonzalez graduated in Biochemistry from the Autonomous
University of Barcelona in Spain and continued her master’s studies in

Drug Discovery and Development at the University of Vienna in Austria.

Her interest in metabolic rare disorders and the discovery of novel treatment
strategies led her to join the research on X-ALD in the laboratory of

Dr. Isabelle Weinhofer at the Medical University of Vienna during her master’s
thesis. She continues her research as part of her PhD studies, driving projects
targeting the role of lipid metabolism in neuroinflammatory conditions such
as cerebral ALD, where she uses human induced pluripotent stem cells to
generate in vitro brain cell models.

Project: Generating isogenic ABCD7-edited induced pluripotent stem
cells to model neuroinflammation in X- ALD

A primary limitation in understanding the mechanisms acting in X-ALD is
the lack of easily accessible and reproducible pre-clinical models involving
human brain cells. Human stem cells can generate different brain cell types,
offering a new possibility to study disease mechanisms and responses

to treatment. This project focuses on generating human stem cells with
identical genetic background but lacking or having a functional ABCD1
protein. This enables us to study how ABCD1 dysfunction impacts different
brain cell types, their interaction, and their response to inflammatory
triggers. In the future, identifying the most affected brain cell type and their
altered responses in X-ALD could benefit the development of novel targeted
treatment strategies.

Priceless support, community, and knowledge.
The wealth of information from the few events
and online materials I have had the privilege

of accessing have been amazing.”
ASHLEY ANDERSON, ALD PARENT
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“It is always meaningful to hear and see the commitment
and dedication of the lead clinicians from various
locations around the world. It’s so wonderful to get to see
the next generation of researchers and care providers.”

THERESA WESTFALLEN, ALD PARENT

Nadav aims to
answer why the
mouse model

of ALD does not
develop the classic
symptoms of
human childhood
cerebral ALD.

Nadav Weinstock

Dr. Nadav Weinstock is a 4th year combined pediatrics and medical
genetics resident at Johns Hopkins School of Medicine, planning to pursue
a medical biochemical genetics fellowship next year. He is interested in
neurometabolic disorders, with specific interests in leukodystrophies

and lysosomal storage disorders. He completed his combined MD and

PhD degrees at the Jacobs School of Medicine and Biomedical Sciences
(University at Buffalo). His PhD thesis work was in neuroscience under

Dr. Laura Feltri, where he studied the pathogenesis of Globoid Cell
Leukodystrophy (Krabbe disease) using mouse models. He is currently
supported as a T32 postdoctoral research fellow in the laboratory of Dr. Ali
Fatemi (Kennedy Krieger Institute), where he studies adrenoleukodystrophy.

Project: Myelin Catabolism in Adrenoleukodystrophys

One major unanswered question in the field is why the mouse model of
ALD does not develop the classic symptoms of human childhood cerebral
ALD including leukodystrophy or demyelination of the brain. Similarly, it is
unclear how myelin lipids drive neuroinflammation in macrophages that lack
the peroxisomal protein ALDP. This study aims to address these questions
by studying the lipid composition of purified myelin from the mouse model
of ALD and human patients with childhood cerebral ALD. This myelin will
then be "fed" to macrophages, to study the ability of these cells to degrade
the myelin lipids and explore how inflammation happens. We believe these
studies will help us better understand ALD, and will allow us to develop
better models and therapies for ALD in the future.
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2023 EMERGING INVESTIGATORS

Project: Antisense
Oligonucleotide Therapy in
X-linked Adrenoleukodystrophy

This project focuses on the
application of antisense
oligonucleotide therapy

in the context of X-linked
adrenoleukodystrophy (X-ALD).
The primary objective of this
research is to elevate the
expression of the ABCD2-related
protein as a compensatory
mechanism for the deficiency of
functional ABCD1-related protein
in X-ALD patients. To achieve this,
we have designed specific ASOs
at Kennedy Krieger Institute to
directly target ABCD2 mRNA to
enhance protein expression. The
experimental approach involves
culturing fibroblasts derived from
X-ALD patients, introducing ASOs,
and subsequently quantifying the
levels of ABCD2 mRNA and very
long-chain fatty acids. A similar
methodology will be applied

to microglia cells derived from
induced pluripotent stem cells.
Ultimately, this project represents
a significant step towards
addressing the challenges posed
by X-ALD.

Project: Lipidomic
Fingerprinting of X-linked
Adrenoleukodystrophy
Bloodspots

Newborn screening has
significantly improved ALD
diagnosis, but it has also led to the
identification of genetic variants
of unknown significance (VUS),
which pose diagnostic challenges
as we don't know if they cause
the disease. Our project seeks

to address this issue by using

a specialized technique called
lipidomics to create unique
biochemical profiles (fingerprints)
of ALD in bloodspot samples.
Using bloodspot samples offers
several advantages, including
non-invasive collection through

a simple finger prick, making it
suitable for newborns and infants.
It can also be done at home or at
local healthcare facilities and is
easily transportable via regular
mail, thereby mitigating logistical
hurdles and reducing associated
costs compared to other sample
types. We will analyze bloodspot
samples from ALD patients and
healthy individuals, using a

state-of-the-art mass spectrometer.

This instrument allows us to rapidly
analyze a wide range of lipids in the
bloodspot samples. By comparing
the lipid profiles of known ALD
cases with those of VUS, we hope
to gain insights into the potential
disease-causing effects of specific
genetic variants.

Project: Transcriptomic and
Lipidomic Signatures in ALD

Our project studies how ABCD1
mutations affect gene expression
(transcriptomics) and metabolism
of lipids and fats (lipidomics).

We have two goals: first, to
understand how these changes
cause ALD disease pathology,
especially of cerebral ALD, where
the molecular change is poorly
understood. Second, with the
information from the “omics,”

we will test a potential new
therapy identified from a large
zebrafish drug screen.

“ALD Connect
is a wonderful
resource

Jfor patients
and a needed
perspective for
scientists.”

DR. CHRISTINA
NEMETH MERTZ,
ALD RESEARCHER



2024

Financial

Review

SUPPORT & REVENUE
Contributions and Grants
Sponsorships

Investment Income (Loss)

EXPENSES
Personnel and Programs

Events and Conferences

NET INCOME

Initiatives

$572,798.49
$491,773.91 (86%)
$82,500.00 (14%)
-$1,475.42

$352,890.84

$124,637.18 (35%)
$95,511.47 (27%)

$219,907.65

LOOKING FORWARD TO 2025

We look forward to seeing you at an upcoming Community Call, webinar, or our 2025 Annual Meeting and Patient Learning
Academy on November 7-8, 2025. Our 2025 initiatives include launching a Collaborative Research Network for ALD, and

investing in more ALD research.

Thank You to all our

partners and members of
the ALD Connect community
Jfor your continued support.

January 1, 2024-December 31, 2024

SUPPORT
& REVENUE

$572,798.49

EXPENSES
$352,890.84
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ALDConnec

2024 Board Members
Alex Sherman*

Ali Fatemi, MD*
Amber Salzman, PhD*
Amena Smith Fine, MD, PhD
Ben Lenail*

Brian Chandler*
Florian Eichler, MD*
Greg Benton
Josh Bonkowsky, MD, PhD*
Kathleen O’Sullivan-Fortin*
Keith Van Haren, MD*
Patricia Musolino, MD, PhD
Patti Chapman¥
Stephan Kemp, PhD
Timothy Maguire
Troy Lund, MSMS, PhD, MD

*Co-Founders
&Emeritus Board Member

We’re proud of our board members’ passion
and commitment, demonstrated by the high
attendance rate in our monthly meetings.

ALDCONNECT.ORG



