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Muscular Dystrophies
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** The muscular dystrophies are an inherited group
of progressive myopathic disorders resulting
from defects in a number of genes required for

normal muscle function. &S wc Wi LS U= 4
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%* Muscle weakness is the primary symptom.

O
M 2

Myopathies Presenting in Adulthood

- Muscular dystrophies
y9»7 = Duchene

- Becker

—> Facioscapulohumeral
= Limb-girdle

» Inflammatory myopathies -

— Polymyositis

— Dermatomyositis

— Inclusion body myositis
— Viral (HIV)

+ Metabolic myopathies

Lo diaberic

* Endocrine myopathies

— Thyroid

— Parathyroid

— Adrenal

— Pituitary disorders

Toxic myopathies

— Alcohol

— Corticosteroids

— Local injections of
narcotics

— Colchicine {or Qopt

-Statins _,  SeoM W

« Myotonic dystrophy



' Duchenne Muscular Dystrophy | | Clinical Manifestations of DMD
BoM, F_ﬁdj\ “DMD?”
» Weakness affects the proximal before the distal limb

e The most common type of muscular dystrophy. 4  muscles, and the lower before the upper extremities. ﬁ
« DMD is caused by mutations of the dystrophin gene. | 5 Difficulty running, jumping, and walking,

« Inheritance: X-linked recessive. asal XU NS Ly Gower's sign: Difficulty in rising from the floor.

« Affects males, females are carrier. “Vji’ ’fv » Waddling gait. WP 1y

« Onset: 2-5 years. ;\i;a;ﬁ » Pseudohypertrophy of calf muscles. due to ?a-k deposition :‘

« DMD is associated with the most severe clinical symptoms. » Inability to walk by 9-12 years. —> -‘!” o{}“@ e
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Gower’s Manoeuvre

Pseudohypertrophy of calf muscles




Complications of DMD

* Dilated cardiomyopathy (DCM). ,~ vesp- b
-tz o . e

* Orthopedic complications: Fractures involving the

arms and legs, lumbar lordosis, progressive scoliosis.

Respiratdry failure.

Shortening of the achilles tendons.

‘Becker Muscular Dystrophy
(13 B M D”

* BMD is the second most common type of muscular
dystrophy.

* BMD is caused by mutations of the dystrophin gene.

* Inheritance: X-linked recessive.

» Affects males, females are carrier.

* Onset: variable.—b §- e b @

* BMD has a similar presentation to DMD, but typically has
later onset and more benign course. —» s (5, 852p §]

« Muscle involvement is less severe than in DMD, cardiac

involvement in BMD is often more evident.

Prognosis

% Patients with DMD are often confined to

wheelchair by about age 12 years. Death by age
—_——

20-30 years.

% Cause of death: respiratory insufficiency or
cardiomyopathy.
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Becker’s Muscular Dystrophy
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Facioscapulohumeral Muscular Dystrophy
“FSHD”

» Also known as Landouzy-Dejerine disease.

» FSHD is the third most common type of muscular

dystrophy, post (Duchenne and Becker muscular
dystrophies).

» Autosomal dominant.

Facioscapulohumeral Muscular Dystrophy
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Clinical Manifestation of FSHD
e beoningn than (J MD
» Onset: varies from infancy to middle age, but is
| usually in the second decade.
» Characterized by slowly progressive muscle weakn;
involving the:
A R cial,
- £ Casid v’ Scapular.
v' Upper arm.
v Lower leg.
v Hip girdle muscles.
» Usually with asymmetric involvement.
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Other Manifestations of the FSHD
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* Pain. Symoton~
* Kyphosis and lordosis. OF WS Lp)
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* Retinal vasculopathy. "YHpG KA
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* Hearing loss. | TN
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« Cardiac arrhythmia. S
+ Cognitive impairment. . Cnlpaly
+ Epilepsy.




Limb-girdle Muscular D st ;- ;
“LGMD” ystrophy Limb-girdle Muscular Dystrophy

. A mu.scul-ar dystrophy with predominantly proximal '
distribation efweakase: ~ * Autosomal recessive subtypes: associated with:
* Spa i '
pares distal muscles as well as facial and extraocular v’ Earlier age of onset, move a(augmw
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muscles.
* Inheritance: Usually autosomal recessive and less frequently £ Moo posr i (s do 6 Ck
A — 2

autosomal dominant. v Wi L
_ High creatine kinase level. £
* Onset: Onset usually in the late first or second decade of : x , § dq””‘/’"”
life. * Autosomal dominant subtypes: associated with:  atele
* Expression in either male or female sex. v Later age of onset.
v’ More gradual progression.  ynone benign louise -

* Weakness may affect the shoulder girdle (scapulohumeral
type), the pelvic girdle (pelvifemoral type), or both.
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v" Minimal elevation of creatine kinase level.
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Secondary Myopathy

* Endocrine: hypothyrodism, hyperthyrodism, Cushing’s
syndrome, adrenal insufficiency, hyperaldosteronism , s
hyperparathyroid, DM. et
Metabolic: carbohydrate metabolism of lipid metabolism, 4
vitamin E deficiency, hypokalemia, hyperkalemia. Camnitin e

Clinical
evaluatio 2
dhoty Examination

deficiency.

* Rheumatologic diseases.
Drugs and Toxins: cocaine, heroin, alcohol, corticosterqids,

colchicine , bezafibrate, statin, Us b pL ot
Viral infections: influenza, HIV, cytomegalovirus, Epstein
pb o i wla 65 08 a L @
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Investigations

Barr virus.




Muscular Dystrophy Investigations

> CBC, ESR.
> Blood c;misu-y
 kinase “CK”.

> Mween 1 2“6; 5

» TFT, cortisol level, WigoPathd
> E(_:Q —-—-> GWM__S (P (P

> Echocardiography.
> El:ﬁgl_'omyography

Moa Leichany

» Muscle biopsy. _, Yo Gnlivn dx

» Geneticstudy.

LFI‘ KFT serum electm]ytes creatine
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