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Myopathy
 Myopathy is a general term that refers to diseases that 

affect the muscles that connect to your bones (skeletal 
muscles). 

 Myopathies may be passed on in families (inherited) 
or they may develop later in life (acquired). 

 People living with myopathy may have difficulty 
performing activities of daily living like bathing, 
combing their hair or standing up from a chair.



What is myopathy?

 Myopathy refers to diseases that affect skeletal muscles 
(muscles that connect to your bones). 

 These diseases attack muscle fibers, making your 
muscles weak.



Are there different types of 
myopathies?

 Myopathy can be categorized by its cause. 

 Basically, myopathies are separated into two 
categories: inherited and acquired.



Inherited myopathies

 Inherited myopathies are those that you’re born 
with, often from inheriting an abnormal gene 
mutation from a parent that causes the disease.

 Conditions that are inherited myopathies include:



Congenital myopathies
 Symptoms of congenital myopathies usually start at 

birth or in early childhood, but may not appear until 
the teen years or even later in adulthood. 

 Congenital myopathies are somewhat unique 
compared with other inherited myopathies, as 
weakness typically affects all muscles (not just 
proximal [closest to the center of your body] ones) and 
is often not progressive.



Mitochondrial myopathies
 Mitochondrial myopathy is caused by a defect in the 

mitochondria, which are the energy-producing part of 
cells. 

 These conditions have muscle weakness, but also a 
variety of other symptoms, as mitochondrial disorders 
typically affect other organ systems like your heart, 
brain and gastrointestinal tract. 

 Diseases in this group can be caused by gene 
mutations with or without a family history.



Metabolic myopathies
 Defects in genes that code for enzymes that are needed 

for normal muscle function and movement cause 
metabolic myopathies. 

 They often show as exercise intolerance, exertional
muscle pains in your shoulders and thighs, or non-
traumatic rhabdomyolysis (muscle fiber condition). 

 These can also happen with episodes of weakness that 
come and go with other times of normal strength.



Muscular dystrophies
 Muscular dystrophies are characterized by progressive 

degeneration of muscle tissue due to abnormal or 
insufficient structural support proteins being present. 

 They all involve your arms and/or legs to varying 
degrees, and some involve the muscles of your eyes or 
face.



Myotonias and periodic paralysis

 Patients with myotonias suffer from myotonic
reactions in which there is delayed relaxation after 
contraction 



Acquired myopathies
 Acquired myopathies develop later in life and can be 

due to other medical disorders, infections, exposure to 
certain medications or electrolyte imbalances, among 
other possibilities. 

 Conditions that are acquired myopathies include:



Acquired myopathies
 Autoimmune/inflammatory myopathy

 Toxic myopathy

 Endocrine myopathies

 Infectious myopathies

 Electrolyte imbalance

 Critical illness myopathy



Who gets myopathy and how 
common is it?

 Anyone can get a myopathy.

 Factors that might increase your risk include:

 Having a family history of myopathy. This increases 
the likelihood you might inherit an abnormal gene 
that causes muscle disease.



Who gets myopathy and how 
common is it?

 Being designated male at birth (DMAB). Some 
myopathies are carried on the X chromosome, and 
actually affect more men than women. 

 Other inherited forms of myopathy carried on other 
chromosomes affect all sexes equally.

 Having an autoimmune, metabolic or endocrine 
disorder.

 Being exposed to certain medications or 
toxins (see toxic myopathy below for a list of some of 
these medications).



Characteristic features of congenital 
myopathies:

 Onset in early life with hypotonia, hyporeflexia, 

generalized

 Muscle weakness(atrophy due to weakness)

 Poor muscle bulk

 Dysmorphic features

 Relatively non-progressive

 Hereditary

 Some cases have been reported as adult onset or 

as a progressive



Classification of congenital myopathies

a. Nemaline myopathy1. Myopathies with protein

accumulation
b. Myosin storage myopathy
c. Cap disease
d. Reducing body myopathy

2. Myopathies with cores
a. Central core disease
b. Core-rod myopathy
c. Multiminicore disease

3. Myopathies with central

nuclei a. Myotubular myopathy
b. Centronuclear myopathy

Congenital fiber type disproportion4. Myopathies with fiber size

va nation
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