Genetic Muscle Disease
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A family with distinguishing
features

PATTERN RECOGNITION

GESTALT

Age of onset
Progression

Inheritance pattern

Frequency

Test availability
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TABLE 124 Genetically Identified Forms of Congenital Muscular Dystrophy (CMD) X %'%%%%&1%&1%%%&%'%%
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(MDDGA1)  POMT1 9q34. Protein-O-mannose  Glycosyltransferase ’l‘
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(MDDGA7)  ISPD Tp21 Isoprenoid synthase 7
containing domain

= MDC1B ? 1942 7 ?

- MDC1C FKRP 19q1 Fukutin-related Possible phosphosugar i . i
(MDDGAS) protein transferase T R E AT M E N T AV A | I_ A B | l | TY Munkwnh pr:gressl.ve pvox;m'(ln[

z MOCID  LARGE a2 LARGE Possible weakness and respiratory failre
(MDDGAS) glycosyltransferase

Rigidspine  RSMD1  SEPN1 1936 Selenoprotein N1 Glycoprotein of

syndrome endoplasmic reticulum

M41 PROGRESSIVE ORTHOPNEA FOR 1 MO TREATMENT AVAILABLE BY ANY MEANS

* weight loss >10 kg for 2 years Inflammatory myopathy
* respiratory weakness and difficulty climbing stairs for 2 months Genetic myopathy
* proximal weakness 4 to 4+ *Muscular dystrophy

* EMG myotonia (+), clinical myotonia (-) *Metabolic myopathy

"FVC1.39L NMJ disorder

® An elder sister with recurrent respiratory failure, unknown cause Motor neuron disorder
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