
Gaucher disease is  
a difficult-to-diagnose 
disease with  
3 subtypes1-6

Gaucher disease is a rare and 
progressive lysosomal storage 
disorder that can be generally 
categorized into 3 subtypes  
based on the presence, absence, and 
rate of progression of neurological 
symptoms.2,7 Gaucher disease type 
1 and type 3 (GD3) share many 
symptoms, leading to frequent 
reclassification.1,8-12

Consistent monitoring is key to proper classification13,14 
Gaucher disease can be diagnosed through acid β-glucosidase enzyme testing or genetic testing.15 However, there is 
considerable phenotypic-genotypic heterogeneity between types, making it difficult to classify Gaucher disease based solely 
on genotype.6 Therefore, regular neurological monitoring of all patients with Gaucher disease is essential to detect GD3 early.7,13

*Gaucher disease type 2 (GD2) is typically fatal within 2 years of life.6

†Skeletal manifestations in (GD2) are not well understood as the condition is typically fatal by 2 years of age.1

Early classification 
and monitoring of 
GD3 symptoms can 
help improve the 
timing and strategy 
of care7
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Detecting

requires more than meets the eye

Monitor all patients with Gaucher disease  
for the emergence of neurological symptoms

The classic hallmark symptom of GD3 is gaze palsy5 
Like Gaucher type 1, initial symptoms of GD3 often present in childhood.1 Gaze palsy is a recognizable  
symptom that differentiates GD3 from GD1.5

Gaze palsy in GD3 
•	 Can be the first manifestation specific to type 36

•	 Can occur early in childhood6

•	 Head thrusts and/or blinking may be signs of a patient  
compensating for ocular dysfunction6

•	 May be isolated or associated with other neurological symptoms6

•	 Absence does not rule out a diagnosis of GD316

GD3 also causes diverse and sometimes severe  
neurological manifestations
Patients with GD3 may experience numerous neurological symptoms.7 However, the symptoms vary in type,  
age of onset, rate of progression, and severity.6,7

Cognitive impairment  
(sparing speech and language)

Progressive  
myoclonic epilepsy

Dysarthria

Dysphagia

 
Motor and coordination deficits  
(ex: ataxia or hyperreflexia)

Stridor

Oppositional 
defiant abnormalities

Although approved therapies cannot address the neurological symptoms of GD3 yet, early detection and  
treatment can help avoid irreversible bone and visceral damage. Proper classification of Gaucher disease  
enables fully informed and proactive patient care.2,7,17
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