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A newsletter for people affected by GACI or ARHR2 due to ENPP1/ABCC6 Deficiencies

GACI Global's
Worldwide Walk Update

Everyone around the world has been
affected by the ongoing COVID-19
pandemic, and GACI Global is no
exception. We made the decision back in
March to postpone the event until we had
a better understanding of the situation.
We have now rescheduled our first ever
Worldwide Walk to September 12, 2020.
With the health and safety of our
community members and supporters in
mind, we are encouraging people to create
a walking route within their own
neighborhood if at all possible, and to
walk only with your own family. Although
this means that a team’s members may be
separated and walking in different
neighborhoods, towns, or cities, we will
still all be walking on the same day for the
same cause. We will be walking separately,
yet joining together in honor of those
affected by GACI/ARHR2 and in memory of
those that we've lost to GACI. You can

find more information on our website.

https://gaciglobal.org/gaci-global-worldwide-walk/
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An Interview with Dr. Carlos Ferreira
of our Medical Advisory Board

Have you always been interested in rare diseases?

My interest in rare diseases started while | was in the middle of medical school in
Paraguay, specifically around 2000 or 2001. Even as | did residency in Internal
Medicine, | always had the intention of eventually doing a specialty in genetics, in
order to gain exposure to rare diseases.

When did you first become interested in GACI/ARHR2?

| first became interested in 2012, after seeing a series of patients in a short period
of time. It was clear from meeting the first couple of families that there was an
unmet medical need, so we set off to see more patients in order to understand the
disease better, to serve as a resource for families and physicians alike caring for
people with GACI or ARHR2.

How many patients have you met that are affected by
GACI/ARHR2?

| have personally evaluated 23 patients at the NIH Clinical Center, many of whom
were seen repeatedly. | have also aided in the care of many other patients (15-20)
at a distance.

Is there anything that you can share with us about the natural
history study?

I might not be allowed to share a lot of information about the natural history study,
but there will be over one hundred patients included, and we hope we can publish
the results before the end of the year.

What can you tell us about the latest research and developments?

The last few years have provided a great wealth of new information regarding
ENPP1 deficiency. More than one hundred years ensued between the first
description of an affected child and the discovery of the gene, whereas we learned
most of what we know about the disease (development of complications other than
calcifications, mechanism of thickening of vessels, and more importantly, the effect
of enzyme replacement therapy in an animal model of the disease) within the last
decade. We are hopeful that the next decade will bring about much needed
effective therapies for the disease.

How important is funding when it comes to research into rare
diseases?

It is hard to overestimate the impact of funding for rare disease research.
Although rare diseases are individually rare, it is estimated that 5-8% of the
population is affected by a rare disease, with at least 20 million people living
with a rare disorder in the US, more than 40 million in Europe, and more than
400 million in the world. Rare diseases are thus collectively common. In
addition, the study of rare diseases can improve the understanding of more
common disorders, such as for example the vascular calcification seen in GACI
can potentially offer insight into the calcification seen in patients with chronic
kidney disease.
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Dr. Carlos Ferreira is a staff
clinician at the National
Institutes of Health
(NIH)/National Human
Genome Research Institute
(NHGRI) in Bethesda,
Maryland, where he serves
as the Principal Investigator
of studies of various genetic
conditions. Dr. Ferreira first
became interested in rare
disorders of calcification in
2013. He is currently the
Principal Investigator of the
“Study of People with
Generalized Arterial
Calcification of Infancy
(GACI) or Autosomal
Hypophosphatemic Rickets
Type 2 (ARHR2)” with the
primary goal of the study
being to determine the
natural history of patients
with GACI or ARHR2.
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E TlFE DATE

GACI GLOBAL FAMILY CONFERENCE

JULY 23 - 25, 202]
BALTIMORE, MARYLAND

*REGISTRATION OPENING SOON*

Recent Event!

This month GACI Global
sponsored a fun virtual event
for families and kids of all
ages. Community members
from around the world
participated in story-telling
sessions with the fun & funny
Big Joe the Storyteller. We
hope to be able to offer more
virtual events in the future!
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ENROLLING NOW:
Survey for Parents & Patients

We are excited to share the news that GACI
Global has partnered with Inozyme, a biotechnology
company developing novel medicines to treat rare
and life-threatening mineralization disorders, to
investigate the burden of disease from a
patient/family perspective.

Families who are affected by GACI/ARHR2 know
firsthand that it is a life-changing diagnosis. Your life,
your world, is never the same again. When your child
is diagnosed, you are not just a parent anymore. You
become a researcher, a therapist, an advocate, a
cheerleader, a caregiver. You learn more about this
condition than most doctors will ever know.

Children who survive GACI typically go on to
develop ARHR2. Adults living with ARHR2 know
better than anyone that it is a condition that affects
them every single day of their lives.

This is an opportunity for patients or parents to
share what it is like living with this ultra-rare disease.
The goal of this study is to improve understanding of
the experiences of patients with GACI/ARHR2 (ENPP1
deficiency or ABCC6 deficiency). Participants in this
study, which is completed via a telephone survey, will
receive a $100 honorarium. You may choose to have
the honorarium paid by check in US dollars OR in the
form of an Amazon e-gift card. Enrollment is open
until the end of July 2020.
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We need to hear from you. Let your
voice, and your experiences with
GACI/ARHR2, be heard.
Participation in this patient survey
could help further progress in the
development of a more effective
treatment for GACI/ARHR2. You
can find more information on our
website or email us with any
questions: info@gaciglobal.org.

https://gaciglobal.org/community-
news/recent-developments/

MISSION OF GACI GLOBAL

GACI Global is a nonprofit organization whose mission is to connect families

affected by Generalized Arterial Calcification of Infancy or Hypophosphatemic

Rickets caused by ENPP1 or ABCC6 Deficiencies to each other and to the medical

community. The organization strives to provide current educational resources and

supports ongoing research. GACI Global is...Circulating Hope




