
Our 2021 Family Conference was an event years in the
making, originally planned to bring patient families
from around the world together in Baltimore,
Maryland.  Due to the current state of affairs, we have
had to make some changes.  One result of the
coronavirus pandemic is that virtual meetings are now
the norm.  People from different parts of the world
have been able to connect and participate in events
that they may have been unable to partake in
otherwise.  We look forward to being able to provide
an engaging, informative, and supportive online family
event this summer!      

SAVE THE DATE:
WORLDWIDE WALK 

CIRCULATING HOPE
I N  T H I S

I S S U E

A newsletter for people affected by GACI or ARHR2 due to ENPP1/ABCC6 Deficiencies
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GACI GLOBAL
FAMILY FUN WEEKEND 

GACI Global Family Fun Weekend

BEHIND THE MYSTERY:
ENPP1 DEFICIENCY 

ADULT CLINICAL TRIAL

ENPP1 DEFICIENCY &
ABCC6 DEFICIENCY
SPECTRUM OF DISEASE 

Friday July 16 - Sunday July 18

When?

Where?
Your computer, tablet, or smartphone!

What is included?
We have an amazing array of presentations, activities,
and events scheduled for these 3 days. We are excited
to be able to offer a presentation by Dr. Carlos Ferreira
of the NIH, the latest updates from Inozyme, a panel
discussion with our adult patients, and fun activities
such as painting and a group game.   You can find more
information here:

www.gaciglobal.org/virtual-family-fun-weekend-2021/

LIVING WITH ENPP1
DEFICIENCY:
A CHILD'S PERSPECTIVE



The Balancing Act is a daily morning show
which features a segment called 'Behind the
Mystery.'  This is a specialized, recurring
segment devoted to rare and genetic
diseases. Behind the Mystery highlights the
emotional, scientific, and medical aspects
associated with rare and genetic diseases.

In March, ENPP1 Deficiency was featured on
the Behind the Mystery segment.  We are
incredibly grateful to the Hicks family for
sharing their story with the world.  Their
willingness to share their heartache and
struggles with the world has provided an
opportunity for education and outreach that
has thus far been lacking when it comes to
GACI/ARHR2.   If you missed the show, you
can find it on our website!  You can also read
more about Janine's experiences under
Patient Stories on our website.   

The Site Name and Location:
Clinilabs Drug Development Corporation located in
Monmouth County, New Jersey, is a Clinical Study Research
Unit.

Phone number:
(212) 994-4567

Adults interested in participating in this clinical trial should
reach out directly to the trial site with any questions.   

For the Inozyme study you may contact:
Imani Beard (Lead for the Inozyme study): 212-994-4567
extension - 6472
Ziomara Spoelstra (Recruiter for the study): 646-625-5524

Any one of the recruiters are happy to assist you if Imani or
Ziomara are not available. 

INZ-701 is a recombinant enzyme replacement for the
treatment of ENPP1 deficiency and ABCC6 deficiency. 
 Inozyme Pharma is ready to initiate the first in human clinical
trials.  The study aims to establish the safety and tolerability of
multiple ascending subcutaneous doses of INZ-701 in short
and long term.  Adults diagnosed with ARHR2 caused by 
 ENPP1 deficiency are invited to take part in this particular
study.  The first clinical trial site is now open.  

Clinical trials are essential for the
development of medicines and without
them patients cannot gain access to
new, potentially life-saving medicines.
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https://www.ema.europa.eu/en/glossary/clinical-trial


Historically, because GACI
Type 1 and ARHR2 were so
phenotypically distinct, and
because they manifest at
different ages, they were most
often described and treated as
two separate diseases. More
recent research has provided
an understanding that both
GACI and ARHR2 are part of
the overall disorder known as
ENPP1 Deficiency.  

In infancy, ABCC6 Deficiency
can sometimes present as
GACI Type 2. This is the cause
of approximately 10% of GACI
cases. In adulthood, ABCC6
Deficiency is more likely to
present as Pseudoxanthoma
Elasticum.  
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Spectrum of Disease



What is the hardest part about having
ENPP1 Deficiency?
Callum: Not being able to do certain things.

Getting IVs and blood tests. 

Nora: I have to take phosphorus every few

hours.  It's annoying.  

Do you have any tips for other kids living
with this condition?
Callum: You get used to it after a while.

Sometimes you need to have phosphorus for

rickets.  Crushing it up and mixing it in maple

syrup makes it less salty! 

Nora: Don't worry.  You're going to be okay.

What makes you special?
Callum: I have hearing aids. 

Nora: I have the same blue eyes as my

grandmother and my great grandmother.  I

can ride a horse.   

What is your biggest wish? 
Callum:  I hope that someone makes a shot

that can get rid of ENPP1 Deficiency. 

Nora: I hope there is a cure for GACI someday.

 

An Interview with Callum & Nora

Callum and Nora were diagnosed

with GACI / ARHR2 in 2013.  Over

the past 8 years they have dealt

with several of the complications

of ENPP1 Deficiency. They average

a combined 45 medical

appointments each year.  You can

read more about their story and

their journey to diagnosis on our

website under Patient Stories.   

"A disease may be

rare, but hope should

not be."

J U N E  2 0 2 1 V O L . 6  

LIVING WITH ENPP1 DEFICIENCY
A Child's Perspective



The mothers in the GACI/ARHR2 Community
are some of the strongest, most passionate
and inspiring women in the world.   Being a
rare disease parent can be difficult,
stressful, and often heartbreaking.  It is a
club that no one wants to join and it comes
with a lifetime membership.  

When you are a rare mama, you are more
than just a parent.  You become a nurse, a
therapist, a researcher, a caretaker, and a
fierce advocate.  Rare parenthood provides
a unique perspective on life.  

Children battling rare diseases often display
more courage and strength than the
strongest superheroes.  These shirts honor
both the hero children in our community
and their amazing mothers (and
grandmothers). 

 

New Shirts Available
in our online store 
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All profits go directly to 
GACI Global to support our mission
of fostering connections, providing
current educational resources, and

supporting ongoing research. 

Save the Date!
The second annual GACI Global Worldwide Walk
will be on Saturday September 25, 2021.  Despite a
pandemic, our first walk raised over $20,000 in
2020.  We hope to match this amount again this
year.  More information will be coming soon! 


