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Clinically suspected SMA

* Proximal predominant weakness Molecular Diagnosts

* Reduced or absent reflexes »
* Tongue fasciculations

* Limb tremor (polyminimyoclonus)
* Absent family history or AR pattern

~95% of SMA is Sq-related

SMNI Deletion testing Yes
Homozygous deletion?
Present in 95% ol 5q SMA
Non-5q SMA? e
. . No SMN1 dosage testing
Consider other testing . Confirmed 5q SMA
modalities such as NCS/EMG, Heterozygous deletion?
creatine kinase, imaging
Yes

No | Sequencing of SMNI gene | Yes

Mutation of SMNI?

Bl= - F R X e (SMA) A =+ 2 87 50E (B R &R Amold, et al., 2015) -
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