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CIRCULATING HOPE

A newsletter for people affected by GACI or ARHR2 due to ENPP1/ABCCG6 Deficiencies

A GACI Globdl
New Year to Remember!
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WHAT ARE CALCIFIC

On December 30 - 31, 2023, families from the ENTHESOPATHIES?
GACI Global community around the world came
together in Manchester, UK for a weekend of BATTLE OF THE BIOTECH
learning, connection, camaraderie and hope. We BANDS - MAY 8, 2024
had 48 attendees from 4 different countries.
Families who have been living with this disease for | & f11le (58 1710
years were finally able to connect with other UPDATE FOR INFANTS
families experiencing similar challenges. Patients AND CHILDREN

and families had the opportunity to provide
feedback, ask questions, and foster relationships. CONFERENCE IN

We are grateful to all of the presenters, patients, BALTIMORE - AUGUST
and families for making this a weekend to 2P,

remember. You can learn more about our next
event, taking place in Baltimore, Maryland, US, in
August, in this newsletter!

WORLDWIDE WALK
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What are calcific
enthesopathies and why
should | worry about them?
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When a baby is diagnosed with GACI, families
often go into survival mode. Life can become a
blur of medical appointments, therapies, hospital
admissions, phone calls, etc. For the families who
are lucky enough to have their child survive GACI,
it can be a relief to reach that one year mark.
Sometimes it can feel like the battle is over. But it
is important to remember that this is a lifelong
and progressive disease.

Children with ENPP1 Deficiency typically go on to
develop ARHR2 which can cause bone and joint
pain, fatigue, short stature, and more. Teens and
adults can go on to develop calcific
enthesopathies. So what exactly is a calcific
enthesopathy?

This is when calcium deposits occur where tendons
and ligaments attach to bones (i.e. joints). This can
cause significant pain, stiffness, and reduced
mobility. Calcific enthesopathy can be progressive
and there is no effective treatment option. All
these patients are offered is pain management. A
new and more effective treatment option is critical
for patients of all ages affected by GACI / ARHR2.
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May 8, 2024 - Boston, MA

Battle of the Biotech Bands brings together
industry partners for a night of rock music
and competition, with money raised going
towards the charities of each band’s
choosing. Inozyme Pharma’s band The
Archivists was selected for the competition
and they are supporting GACI Global!
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DISEASE DAY

Co-Presidents, Liz Molloy and Christine O’Brien, visited the
Inozyme Pharma offices recently as part of their
collaboration on a Rare Disease Day patient gifts project.
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There is an investigational drug, INZ-701,
currently in clinical trials for infants, children, and
adults. The infant and pediatric trials are still
enrolling patients with ENPP1 Deficiency. More
information about the studies and study sites is
available below.

Clinical Trial Sites for
Infants (0-1 year) with ENPP1

Deficiency

Boston Children’s Hospital

Boston, Massachusetts, United States, 02115.
Contact: Alayna Dutcher

+1-617-355-0741
alayna.dutcher@childrens.harvard.edu
Contact: Andrea Hale, RN, MHP
+1-617-919-2867
andrea.hale@childrens.harvard.edu

The Children’s Hospital of Philadelphia
Philadelphia, Pennsylvania, United States, 19104.
Contact: Maximilian Krumpholz
+1-267-432-0511

krumpholml@chop.edu

Contact: Rachel Walega

+1-267-586-5969

walegarl@chop.edu

Nationwide Children’s Hospital

Columbus, Ohio, United States.

Contact: Bimal Chaudhari, MD
+1-614-722-3535
bimal.chaudhari@nationwidechildrens.org
Contact: Marina Artemova, PhD
+1-614-722-2655
marina.artemova@nationwidechildrens.org
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Clinical Trial Sites for
Children (1-12 years) with
ENPP1 Deficiency

UNITED STATES

The Children’s Hospital of Philadelphia (CHOP)
Philadelphia, Pennsylvania, United States, 19104.
Principal Investigator: Dr. David Weber

Contact: Maximilian Krumpholz
krumpholml@chop.edu

Cook Children’s Hospital

Fort Worth, Texas, United States, 76104.
Principal Investigator: Dr. Joel Steelman
Contact: Dr. Joel Steelman
+1-682-885-1951
joel.steelman@cookchildrens.org

Ann & Robert H. Lurie Children’s Hospital
Chicago, Illinois, United States.

Principal Investigator: Dr. Jennie Miller
Contact: Madeleine Muller
mmuller@Lluriechildrens.org

CANADA

CHU Sainte-Justine

Montreal, Quebec, Canada.

Principal Investigator: Dr. Nathalie Alos
Contact: Michna Alphonse Kenny
michna.alphonse.hsj@ssss.gouv.qc.ca
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upeoming event: GACI Global"
eonferenece 2024 WERLDWIBIE VAL

We are very excited to be partering with medical
specialists from the NIH and Johns Hopkins for our
2024 conference. The registration deadline for
medical appointments and conference grant
applications is March 1, 2024. The registration
deadline for the conference is June 15. We hope
that many families are able to attend this event as
it is truly an amazing opportunity to connect with
experts on the disease and strengthen bonds
among the community.

CALL - VOLUNTEERS

Our conference committee needs volunteers for
jobs of all sizes. Even if you only have an hour to
spare, please consider volunteering! Email us at

info@gaciglobal.org.

For the first time ever, families in our community
will have the chance to walk TOGETHER for the
annual GACI Global Worldwide Walk. The walk is
scheduled for Sunday, August 11 - the final day of
the conference weekend! Sign up to fundraise with
us today!

Hyatt Place
Baltimore Inner Harbor

FRIDAY - AUG 9 SATURDAY - AUG 10 SUNDAY - AUG 11
. , . « Scientific presentations by el idwid Kk
* Medical appointments with doctors and pharmaceutical s SACKCDuNNEIEIEDHa
specialists at Johns Hopkins ;
: 4 comparies * Visit to the Aquarium
¢ Evening Meet & Greet Activi & : ;
= R4 Chilldcars proviced » Post-walk celebration dinner

¢ Lunch & snacks included
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