Gaucher Disease Type 3 (GD3):

A Neuronopathic Form of Gaucher Disease
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CNS, central nervous system; ERT, enzyme replacement therapy; SRT, substrate reduction therapy.
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Disease Course, Diagnosis,

Management of GD3

Neurologic Disease Course!l:? Impact on Quality of Lifel>

Significant heterogeneity of neurologic manifestations, with eye . .
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Diagnosis!? Emerging Treatment Concepts
: + Systemic manifestations in GD3 patients historically have
Ll T_estlng . L been treated with ERT214
* Reduced acid B-glucosidase activity and GBA1 « Therapies that cross the blood-brain barrier are needed to

gene mutations
« Genotype: p.Leud483Pro (formerly L444P) variant is

common and correlated with neurologic involvement Emerging Therapies in Development
in homozygous individuals l ‘

+ 81% have at least one allelel3
+ 60% are homozygous13

Clinical Assessment

treat neurological manifestations

) — ) : : : Substrate Reduction Therapy'® Gene Therapy!® Pharmacologic Chaperones?'’

v =1 -« Primary: gaze palsy, predominantly horizontal with small-molecule, oral administered viral vector-based  chaperone molecules that correct

§ - slow or absent saccades glucosylceramide synthase  delivery of a functional folding of mutated enzymes to
. Other variable neurologic deficits (see previous page) Ll CEAUL g2 improve lysosomal trafficking
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