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Contact 

info@brighterhopefoundation.org

Brighter Hope Foundation is the only
advocacy group worldwide for
patients and families affected by the
rare diseases GACI and ARHR2 caused
by ENPP1 Deficiency or 
ABCC6 Deficiency.  Our mission is to
spread awareness, information, and
hope, drive research, and strive for
better treatment options.

How can you help?

Join our online support group
Share your story to raise awareness
Start a fundraiser for Brighter
Hope Foundation
Participate in fundraising events
Volunteer
Make a donation
Follow us on social media

To keep up with the latest research
and information, email us to join our
private patient support group on
Facebook.  This support group is for
patients and immediate family only. 

Living with
GACI / ARHR2 
(ENPP1 Deficiency or
ABCC6 Deficiency) 

as an 
Adult 

mailto:info@gaciglobal.org


LIVING WITH GACI / ARHR2 AS AN ADULT
(ENPP1 Deficiency / ABCC6 Deficiency)

GACI Type 1 and ARHR2
caused by mutations in the
enpp1 gene, are part of the
spectrum of ENPP1 Deficiency.
In adults, hearing loss can
deteriorate, and progressive
bone and joint issues can lead
to pain. Calcific enthesopathies
can develop, resulting in
substantial pain, discomfort,
and reduced mobility. 

ENPP1 DEFICIENCY

GACI Type 2 is caused by
mutations in the abcc6 gene
and is also known as ABCC6
Deficiency. Adult patients may
develop Pseudoxanthoma
Elasticum (PXE), a slow-
progressing calcification
disorder impacting connective
tissue, including skin, eyes,
cardiovascular and
gastrointestinal systems.

ABCC6 DEFICIENCY

SPINE FUSION

Patients should be evaluated by
their doctors for cervical spine
fusion (by way of lateral
cervical spine x-ray) in advance
of elective surgeries that may
require intubation.  

WARFARIN

Although there have been no
clinical studies, it seems
prudent to avoid the use of
warfarin in patients with 
ENPP1 Deficiency or 
ABCC6 Deficiency. 
  

CRYSVITA/BUROSUMAB

This medication is typically
used to treat X-Linked
Hypophosphatemic Rickets
(XLH). Patients with ENPP1
Deficiency should avoid the use
of burosumab as it may worsen
or induce calcification. 

MEDICAL CONSIDERATIONS

Managing ENPP1 Deficiency and
ABCC6 Deficiency: 
The importance of ongoing care

ENPP1 Deficiency and ABCC6
Deficiency are lifelong
progressive diseases.  Consistent
medical monitoring, bone health
care, cardiovascular and renal
checks, along with eye checks for
angioid streaks, hearing tests,
and genetic counseling for family
planning, are vital.  Additionally,
check-ups with other specialists
may be necessary depending on
the individual patient's
complications of the disease.  
Staying proactive with healthcare
providers and staying abreast of
advancements in research and
treatments can empower
individuals to lead fulfilling lives
despite these rare diseases.

MEDICAL MANAGEMENT
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