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Learning Objectives

* How to diaghose a neuromuscular junction disorder
* Distinguishing myasthenia gravis from congenital myasthenia
* Qutline of the main CMS genotypes
* Using clinical clues to differentiate the different CMS subgroups:
e.g. eye movements, respiratory crises, myopathy mimics,...
* Treatments:
differences across the genotypes

why the specific CMS diagnosis is crucial in treatment choice



« Lots of clinical diagnostic clues for type of CMS, eg:
EOM involvement
limb girdle weakness & myopathy
worsening with pyridostigmine

« respond well to specific & different treatments, tailored individualised therapy
« pyridostigmine and 3,4-DAP can worsen some CMS:
important to obtain specific genetic diagnosis 1stas will predict Rx response

« early appropriate treatment reduces mortality from early life crises,
? prevent permanent progressive endplate damage

« salbutamol / ephedrine: months to work
broadening use

* Dbarriers to prescribing: all drugs unlicensed
lack of familiarity and high doses
costs (eg Firdapse)



