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based on genetic mutations alone, although some
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mutations tend to create the same symptoms in many \

patients.

Your Gaucher disease is generally unique to you.
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Chart demonstrates how the

Gaucher gene is passed from m

parents to their children.

Recessive

gene and requires

recessive gene in order to have the C g

genes will generally express themselves over recessive.

The chart shows the risk for a child born to parents FOR
EACH PREGNANCY.
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Gaucher Disease: Clinical Signs and
Symptoms

Progressive

Pulmonary neurologic symploms*

Hepatosplenoni@galy — | Thrombocylopenia
and anemia

Skeletal
involvement
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staying in the cells lo Glucocerebrosidase

breaking down more of the stored substances.
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medical care , and educationa ‘opportunities throughout the

Community.
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efficacy trials for FDA apg

Brian has been President and CEO of the National Gaucher

Foundation since 2012, and is also a partner of Berman

Enterprises.




Orphan Drug Act of 1983

» The original aim is to help the
companies to develop drugs when
no reasonable expectation exists that
the costs of developing and
distributing these drugs will be
recovered from the sales of the
drugs

The pass

door for the mass

Corporation.
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Termeer was considered an important leader in the biotech
@ industry throughout his life.
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a slight skeletal improvement. Pat s
fatigue, less bone pain, and a better quality of life over all. There were
no adverse drug antibody developments for any of the patients.
() On the basis of the clinical trial, Ceredase was given FDA approval in
991.




FDA gran’re '

marketing approval in only six mc : -

important to ease the lack of treatment options for Gaucher

patients due to the Cerezyme shortage.




Institute.

He founded the Lysosomal Storage Disease Clinical Care
Network for patient care and support throughout the United
()  States.




CEREDASE"

(alglucerase injection)

5 mL

Concentration:

80 U/mL
by the

For
intravenous
infusion only.

It was made fro C
collaborative effort by NIH anc

Genzyme Corporation.

It was, at the time, the most expensive drug ever

Genzyme Corporation
- 200 Kondall Qtooat

developed.
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Cerezyme is still prescribed toc

prescribed drug for Gaucher disease.
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and possibly Parkinson’s patients. .
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She developed and currently evaluates Gaucher patients and

their relatives who have GBA mutations and parkinsonism

through NIH protocols.
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He serves on the Professional Advisory Cou o Gaucher Community

Alliance, board of directors of the National Gaucher Foundation and

Project Hope’s Humanitarian Program for children with Gaucher disease in
| P g

under-resourced populations.




Currently he is res
Parkinson’s.

He is the Conference Chair for the 4™ International Conference on Rare
Disease in Vienna, Austria December 7-8, 2022.
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She continues to train and educate the next generation of medical

providers in Lysosomal Storage Disorders.
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allowed access to the new drug, however, by their physicians.




7N ZAVESCA

(miglustat) capsules

glucocerek

It is available for mild to moc

1 adult patients.
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It is made in 800L disosq ble bioreac

safety.
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Bletyso - | Elelyso™
P B wowm o (aliglucerase alfa)
for injection
__ T PR Frintravenous infusion only
% Single-use vial. Discard any

tnused portion

L

73 NDC 0069-0106-0f
‘&

Rx only

Store a1 2 to 8°C
PROTECT FROM L(%Nt%“
DOSAGE AND USE: Seg

accompanying prescridig
information

MADE IN ISRAEL

Urstributed by Pfizer Labs
Division of Pfizer Inc. Ny NY 100t
Licensed trom
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Cerdelga has been shown to decrease

patients similarly to ERT.
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Gaucher Disease =
Epidemiology and

Pathophysuology — a
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and providing at hand c | .

After the passing of Dr. John qurqngé“.f, Eric'Rice and Michelle

Hackenberry created Data Registry Services, LLC to insure that

patients worldwide could be included in this invaluable service.



IGA INTERNATIONAL
GAUCHER ALLIANCE

Driven by passion £or patients

Improve Gau

and care =

Influence the Gaucher research agenda so it’s focused on addressing

key unmet needs

Support member organizations to be more effective and sustainable
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foundation fo

creation of and fostering the succes _ 1logy

companies that now produce the therapeutics for the treatment

of the diseases.”
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need.

“PPMI: The Study that Could Chang

/ https: //www.michaelifox.org


https://www.michaeljfox.org/

support and

resources, and netwc

shall face this disease alone.
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-  Working at a biote

- Advisory roles in boards, committees, drug companies., and rare disease

organizations
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- An educator of rare d

insurance access, coverage, and appeals, and genetic screening
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Gene Augn;me'n . 1
allows the cell to function ¢
for 30 years under FDA approvals.

There are currently several clinical trials under way in early stages for

gene therapy for Gaucher disease.
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The Michael J. Fox Foundation for Parkinson’s Research ht’r: ( www.michaeljfox.org

National Gaucher Foundation https: / /www.gaucherdisease.org

Protalix. Elelyso for Gaucher Disease https://protalix.com/about/elelyso
Zavesca http://www.zavesca.com
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