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Evidence-based guideline summary: Diagnosis and treatment of limb-girdle
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[ Figure1  Conceptual approach to a patient with a suspected limb-girdle [ Figure2  General classification of myopathies ]

muscular dystrophy 1

Myopathy: Insidious onset, gradually

1. Determine patter of weakness progressive muscle weakness with normal
« Limb-girdie sensory examination

« Humeroperoneal

« Distal
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disorders disorders
2. Determine the likely inheritance pattern
« Xelinked

« Autosomal dominant

« Autosomal recessive
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3. Identify distinguishing features. For example: ’

« Ethnicity (.g., northem European)
« Clinical features (e.g., calf hypertrophy)

« Complications (e.g., cardiomyopathy)

« Specific EMG features (e.g., myotonic or l l
pseudomyotonic discharges)
D“Che"“e Mya(omc Facioscapulohumeral Other muscular
¥ aysirophy I/l dystrophy dystrophies: Limb-girdle
Pattern of weakness*

‘muscular dystrophy,
(4. Order targeted genetic testing )

distal muscular
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other Limb-girdle Humemperonea\
guidelines weakness weakness

Inheritance pattern**

Diagnosis?

Distal
weakness

For example:

« Rimmed vacuoles

« Nonrimmed vacuoles

« Myofibrilar myopathic changes

5. Muscle biopsy for distinguishing features. ‘

[ 6. Order targeted genetic testing ] Autosomal ‘Autosomal
dominant recoesive X-linked
of myopathy di itions, both inherited and acquired. The  ancillary
i d distal.MD - dystrophy. » L
g i involved but extent. Neck flexors and
extensors may be involved. Humeroperoneal humeral muscles biceps and ticeps) and the anterio compertment of the st leg muscles May be asymmetric
posteri
7. Consider genome- or exome-wide screening or 3 to-
next.generation sequencing chondrial myopathy) head sy i is, myasthenia gravi, inflammatory myopathies, isolated

neck extansor myopathy, may be noted and suggest speciic iegnoses other than lbgirdle ruseular dystrophy and variants, a8 noted in parenthases.
++Autosomal dominant autosormal recesive, or X frked iheritance may be responsile i sporadic cases Figures 3-5, -1, and e 2 discussthe lrical approach
d kness (es outlined in figure
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