


NDF IMPACT 
NDF is the world’s largest GNEM-only patient advocacy organization. Our 
programs fund scientific research and provide comprehensive resources, 
support and advocacy to affected individuals and their families/caregivers. NDF 
provides outreach and education to scientists and physicians who collaborate, 
share data to facilitate proper diagnosis, and encourage timely genetic testing 
to prevent the passing down of the disorder to future generations. 

2018 SCIENTIFIC INITIATIVES
• Funding Hadassah Medical Center’s research in the identification of molecular 

pathways involved in the pathophysiology of GNE Myopathy and in potential 
protective mechanisms.

• Financial support of the National Human Genome Research Institute 
(NHGRI), National Institute of Health’s Phase 2b clinical trial titled, 
“A Randomized, Double-Blinded, Placebo-Controlled, Multi-Center Study to 
Evaluate the Efficacy of N-acetyal-D-Mannosamine (ManNAc) in Subjects with 
GNE Myopathy.”

• Collaboration with PerkinElmer for Whole Genome Sequencing (WGS) paired 
with metabolomics for analysis of 100 samples, in an effort to help us better 
understand the molecular pathways for GNE Myopathy, lead to finding effective 
therapies for GNEM and support our ongoing gene therapy research initiative.

• Our Pre-IND agreement with Dr. Mendell is in its final phase and we are 
gearing up for the next step—a toxicology study (tested on mammals prior to 
human dosing). This next step is estimated to cost close to $500,000, and we 
expect that human dosing can begin 12–18 months from its start date in 2018.

• Advocate for additional gene therapy funding estimated at $25 million with 
third party bio-tech firms, high net worth stakeholders, and non-governmental 
grant makers.

2018 PROGRAM GOALS
• NDF is continuing to spearhead a formal consortium of key researchers who 

have agreed to collaborate, convene annually, (this year at the ENMC Conference 
in Europe) and share data through a single database to expedite treatments 
including Gene Therapy. Members of NDF’s scientific collaboration include:
Ultragenyx Pharmaceuticals, PerkinElmer, The Open Medicine Institute, Emory 
University, UCLA, UC Irvine, JScreen, The Jain Foundation, Yale University, 
Nationwide Children’s Hospital, and the National Institutes of Health (NIH).

• NDF continues to add patients and data to its international patient registry to 
ensure that the community is organized and trial-ready and to collect data 
needed for better disease understanding.

• 2018 Los Angeles Symposium will be a patient-centric event to focus on 
advocacy, public education (outreach), genetic screenings, practical solutions 
for our patient population and large focus on Gene Therapy.

• NDF Certified Patient Advocate Program empowers GNEM patients to 
self-advocate through NDF sponsored patient days worldwide to reach patients 
unable to travel to our symposium.

• NDF provides the latest data and resources to our international support 
group network which consists of sister organizations in several countries, 
many of whom do not have the resources to form legal entities or access 
to such information.

• NDF’s Ambassadors Program continues to lead the effort to promote timely 
genetic testing and steps to prevent passing down the disease to future 
generations, in addition to hosting friend and fundraising events in Los Angeles.

• NDF kicks off its first ever series of on-line seminars for the GNEM 
community featuring speakers and topics of interest for patients, family members 
and caregivers, worldwide.

* Officially called GNE Myopathy, commonly known as HIBM (Hereditary Inclusion Body Myopathy). Also 
 known as: Nonaka Myopathy, DMRV (Distal Myopathy with Rimmed Vacuoles), QSM (Quadriceps Sparing 
 Myopathy), HIBM2 (Hereditary Inclusion Body Myopathy Type 2), IBM2 (Inclusion Body Myopathy Type 2).
† For more details see clinicaltrials.gov ID: NCT01784679 and NCT01417533.

NDF MISSION  
Our mission is to enhance the 
quality of the lives of people living 
with GNE Myopathy (also known as 
HIBM)* through advocacy, educa-
tion, outreach and funding critical 
research focused on treatments 
and a cure. 

ABOUT GNE MYOPATHY
GNE Myopathy — or HIBM — is a 
distal myopathy: a rare genetic 
disease starting at the feet, causing 
muscles to slowly weaken. GNE 
Myopathy is not life-threatening, but 
it may lead to physical debilitation 
within two decades of diagnosis. 
Symptoms usually begin to develop 
in early adulthood, between late 
teens to early 30’s. GNE Myopathy 
exists in all races and nationalities, 
world wide; however, ongoing 
natural history studies† show 
elevated carrier rates in certain 
populations of Eastern European 
and Asian heritage; including 
Jewish, Persian, Uzbeki, Arab, 
East Indian, Indonesian and 
Japanese to name a few.
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