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Table 24-8. The muscular dystrophies.!

Age at
Onset
Disorder Inheritance [years)
Duchenne type  Xlinked recessive 1-5
Becker X-linked recessive 5—25
Limb-girdle Autosomal recessive,  10-30
(Erb) dominant or
sporadic
Facioscapulo- Autosomal dominant  Any age
humeral
Emery-Dreifuss  X-linked recessive or  5-10
autosomal
dominant
Distal MAutosomal dominant 4060
or recessive
Ocular Autosomal dominant  Any age
imay be recessive) {usually
5—-30)
Dculopharyn- Autosomal dominant  Any age
geal
Myotonic Autosomal dominant  Any age
dystrophy (usually
20—40)

Distribution

Pelvic, then shoulder
girdle: later, limb and
respiratory muscles.

Pelvic, then shoulder girdle.

Pelvic or shoulder girdle
initially, with later
spread to the other.

Face and shoulder girdle
initially; later, pelvic
girdle and legs.

Humeroperoneal or
scapuloperoneal.

Onset distally in
extremities: proximal
invalvement later.

Extermal ocular muscles;
may also be mild
weakness of face, neck,
and arms.

As in the ocular form but
with dysphagia.

Face, neck, distal limbs.

Prognosis

Rapid progression. Death
within about 15 years
after onset.

Slow progression. May
have normal life spamn.

Variable severity and rate
of progression. Possi-
ble severe disability in
middle life.

Slow progression. Minor
disability. Usually nor-
mal life spamn.

Variable.

Slow progression.

Slow progression.

Xp21

Dyystrophin {loss of
functional expression)
Xp21

Dystrophin {reduced
functional expression)

Multiple

4q35

¥q28: Emerin (X-linked)
1g21.2: Laminin A&AC

(chromasome 1)
Others

14g12; Myosin heawvy
chain 7
2p13 Dysferlin

14g11.2—q13 Poly (A}-
binding protein-2

19g13.2-q13.3:
Dystrophia myotonica
protein kinase

3g13.3-g24; finc-finger
protein-9

Mot all possible genetic loci are shown.
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Duchenne’s Muscular Dystrophy (continued)
Gowers' maneuver
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‘ Myotonia congenita
J (Thomsen’s disease)

Frontal balding

“Hatchet” facies due 1o

Catarachs atrophy of temporalis muscle

Prosis and drooping
mouth due to weakness
a% ) offa fal musches

Wasting of
sternocleidomastoid muscle
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b . L o ' Myotonia and muscular
' Percussion myotonic reaction: Thumb mowes sharply into overdevelopment,
Y opposition and adduction on percussion of thenar muscles Disease affects both
and returns to initial position slowly. males and famalas

- | l \ Electromyogram showing

u M SPOntaneous myotonic
discharge evoked by
needle insertion
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Oculopharyngeal muscular
dystrophy

* Men>women

* Autosomal dominant
* Ptosis
* Bulbar problems —may require

gastrostomy for feeding
* Progressive myopathy
* May develop respiratory muscle involvement
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Congenital muscular dystrophy (CMD) is muscular
dystrophy that is present at birth. CMD includes a number
of autosomal recessive diseases of muscle weakness and
possible joint deformities, present at birth and slowly
progressing.







