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	9-30 Notes – Muscular Dystrophy, 3 quest.
	Wong 1261-3



Muscular Dystrophies
I. Description
A. Gradual degeneration of muscle fibers with progressive weakness and wasting of symmetric groups of muscles with increasing disability and deformity.  Wasting, weakness, and atrophy of involved muscles.
B. Largest and most important single group of muscle diseases of childhood.
C. Inherited diseases
D. No effective treatment for MD

II. Major Muscular Dystrophies

A. Pseudohypertrophic (Duchene) – most common and most debilitating.
· X-linked recessive; sporadic.  Gene has been identified. Lack of dystrophin protein causes loss/wasting of muscle. 
· Onset: age 1-3 yrs after walking is achieved..

· Progressive, incapacitating and fatal disease
· Rapid progression

· Ultimately involves all voluntary muscles.

· Death usually occurs between 15-25 yrs of age.  

· Characteristics/ Signs and Symptoms
1. Lordosis

2. Waddling, wide-based gait

3. Difficulty rising from floor and climbing stairs-Gower sign: walks up to get to standing position from the floor.  
4. Fat deposits replace wasted muscles-called pseudohypertrophy b/c the muscles seem to be enlarged due to fatty infiltration
5. Muscles of pelvis and shoulder most often affected.

6. Walking ability lost by 9-12 yrs of age.

7. IQ < 90 is common.

8. Cardiopulmonary complications normally cause of death.
9. Use iron lung with these patients
10. Many respiratory infections
B. Limb-Girdle Muscular Dystrophy

· Usually autosomal recessive.

· Onset: late childhood or adolescence, over age 8 yrs.

· Progression variable but usually slow.

· Most become incapacitated within 20 yrs of onset-difficulty walking
· Characteristics

1. Weakness of proximal muscles of both pelvic and shoulder girdles. Will progress to arms and legs
2. Difficulty walking after 20 yrs onset.

C. Facioscapulohumeral (Landouzy-Dejerine)

· Autosomal Dominant

· Onset:  early adolescence, over 8 yrs.

· Characteristics:

1. Progression very slow, may have intervals with no progression.

2. Considerable disability in time but life span unaffected.

3. Affects face, shoulder and arms and spreads to all muscle groups.

4. Spread to all muscle groups.

5. Lack of facial mobility

6. Difficulty in raising arms over head.

7. Forward slope of shoulders.

D. Becker

· X-linked recessive, not as severe.

· Onset: in adolescence or young adulthood.

· Characteristics:

1. Progression is slow and variable.

2. Survival into adulthood.

3. Similar to Duchene but less severe (also dystrophin protein affected).

4. Generalized weakness and muscle wasting.

5. Affects trunk and limbs most but eventually affects all voluntary muscles.

6. Can have significant heart involvement.

E. Emery – Dreifuss Muscular Dystrophy

· X-linked recessive

· Onset: early teens

· Characteristics:

1. Progression is slow.

2. Weakness and wasting of shoulder, upper arm and shin muscles.

3. Joint deformities are common.

4. Cardiac complications common

5. Fairly rare
6. Contractures occur early.

F. Myotonic Dystrophy (Steinert’s Disease):

· Autosomal dominant

· Onset: birth to middle age

· Characteristics:

1. Progression is slow, may span 50-60 yrs.

2. Most common adult form.
3. Congenital form that is rare and usually occurs in infants of mothers who have the disease.
4. Generalized weakness and muscle wasting affecting face, feet, hands, and neck first.

5. Delayed relaxation of muscles after contraction.

6. Congenital myotonic form is more severe.

G. Oculopharyngeal Muscular Dystrophy

· Autosomal dominant

· Onset: early adulthood to middle age.

· Characteristics:

1. Progression is slow.

2. First affects muscles of eyelid and throat.

3. Swallowing problems common as disease progresses.

H. Distal Muscular Dystrophy-Adult Form
· Autosomal dominant

· Onset: 40-60 yrs.

· Characteristics:

1. Progression is slow.

2. Weakness and wasting of muscles of the hands, forearms, and lower legs. Arms, legs, feet.
3. Not life-threatening.

I. Congenital Muscular Dystrophy-actually a group of dystrophies
· Autosomal dominant, or Autosomal recessive

· Onset: birth

· Characteristics:

1. Progression is slow.

2. Generalized muscle weakness with possible joint deformities. More, group of diseases.
3. Poor muscle control by 9 mos and possible brain abnormality.
III. Diagnosis of Muscular Dystrophy

A. Serum Enzyme Measurements: two years before symptoms appear.
· Increased serum creatine phosphokinase.

· Increased aldolase

· Increased serum glutamic-oxaloacetic transaminase

B. Muscle biopsy: shows actual degeneration of muscle fibers with fatty tissue replacement.
C. EMG – electromyography – decreased amplitude.

D. DNA testing.

IV. Complications of Muscular Dystrophy

A. Contractures

B. Disuse atrophy

C. Infections: especially respiratory with Duchene’s MD
D. Obesity

E. Cardiac manifestations.

F. Respiratory problems

V. Therapies for Muscular Dystrophy

A. Primary goal:  Maintaining function in the unaffected muscles as long as possible. Try to maintain ambulation and independence as long as possible.
B. Physical therapy

C. Occupational therapy

D. Assistive devices

E. Maintain independence as long as possible
VI. Potential Nursing Diagnosis
A. Family Coping

B. Impaired skin integrity

C. Impaired Mobility

D. Knowledge Deficit

E. Grieving

F. Body Image Disturbance

G. Alterations in Breathing Patterns.

