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Human patient mutations in Drosophila melanogaster

SMA mutations cause a spectrum of disease severities2

Spinal Muscular Atrophy

Type 1
• Birth 
• Floppy Limbs
• Age 2 

Severity 

[SMN]

Onset
Symptom
Lifespan

Type 2
• 7-18 Months
• Never stand
• Age 10-30

Type 3
• Adolescence
• Trouble sit-

stand
• Normal

Type 4
• Adulthood
• Muscle 

Weakness
• Normal

Survival Motor Neuron Complex1
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SMN

SMN Complex functions
• snRNP biogenesis. 
• Protein Homeostasis
• Splicing
• Translation 
• Immune Response 
• Cell Trafficking 

Functions of upregulated proteins in SMN mutants

Reduced Gemin2 Binding in SMND20V

In vitro3

In vivo 

Muscle Atrophied muscle
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SMNV72G vs SMNWT
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SMNT205I vs SMNWT


