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METHODS

NEUROMUSCULAR CATEGORY
n=500

BACKGROUND

= Neuromuscular disorders (NMDs) are a group of clinically and
genetically heterogeneous disorders characterized by nerve, muscle,
or neuromuscular junction dysfunction presenting with a variety of
features.

In an unselected cohort of 560 patients with reported suspected NMDs

referred for DES, the overall results categories were determined according to

predefined diagnostic variant assessment criteria. Motor Newron Newromuscular
Classification of potential NMD type was performed using previously 10, 2%
established recommendations and provider report. /
Complex cases are defined as those having a differential diagnosis of multiple
NMD categories.

Cases with a previous diagnosis and/or uncertain neuromuscular finding were Neuron Disease,
excluded from analysis. R o
Cases in which a finding was reported due to clinical features of the patient

beyond the NMD features (for example, cataracts) were excluded from

detection rates (3 cases).

Statistical analysis was performed using Fishers exact test.

Due to the diverse clinical manifestations, diagnosis can be
challenging. If a genetic etiology can be determined, gene- or
pathogenic alteration-specific clinical and experimental therapies
could possibly be initiated.
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While the clinical utility of targeted panels has been studied, to date
no studies have investigated clinical diagnostic exome sequencing
(DES) in a large cohort of patients with suspected NMDs.
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GENE FINDINGS

CHARACTERIZED GENES

DETECTION RATES
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ADDITIONAL DATA

» 16 cases with findings in 2 genes
= Positive rates:

CONCLUSION

Genetic testing for NMDs is important as diagnosis of
genetic etiologies can lead to therapeutic decisions.

PREVIOUS REPORTED TESTING

PERCENTAGE OF PATIENTS REPORTED WITH TESTING
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