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= Clinical Spectrum and Management
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sgf sealby Van Wijngaarden et al. in 1969

= - Affe Cted males showed muscle fibres
3-'*-;' gsembling fetal muscle fibres = myotubes

= -Argument about nomenclature: myotubular
@If centronuclear?
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e Basic mechanisms now being elucidated
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1 .|stolog|cally presence of small rounded
muscle fibres, with centrally located
auclel, resembling fetal myotubes
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ﬁpiness and muscle weakness at birth
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=== Contractures, limited eye movements

—~ « Breathing problems

e Great variability, even within families
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ANTERIOR POSTERIOR

PLATE 30—MUSCLES OF TRUNK, ANTERIOR VIEW

The left sternocleidomastoid, pectoralis major, external oblique, and a portion of the
deltoid have been removed to show underlying muscles. A portion of the rectus abdomi-

PLATE 32—SUPERFICIAL MUSCLES OF THE RIGHT LOWER EXTREMITY > 2 g
nis has been cut away to expose the poslerior part of its sheath.
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,:? Flat Or deformed chest
~ *Breathing difficulties
® Scoliosis
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:‘f-i-;ungs (at least not to begin with)
s Nerves (at least not to begin with)
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s Dominant — faulty gene from one affected
parent
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> Most g others of alfected boys are carriers

o Cal ma JE1atus can be examined 0)Y
U atlon @etection
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also where carrier status I1s not verified
(Imosaicism)

s\/arianility: even within families
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SEEREGllgent miscarriages, male stillbirths
_____\,} _ ShGaITIers are symptom-free

Gme Rave minor weakness
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. A minoerity show overt muscle disease
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- Jomjrrlnr nhertance, rore ther L0 farilles Koo
- Onset i a}dolescence elF eally aduithoed

> Palr :Xercise may: be first symptom

== Tﬁg gyelids. Eye movements may be normal

-:.fistaT (Perpheral) weakness and contractures
. Speual feature of muscle biopsy: radial strands

Bitoun et al 2005, Fischer et al 2006, Schessl| et al 2007
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Nicot et al, In press
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= Multidisciplinary team work
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> Mzt |n mvScle strength

l\/lrumt i [AINGES Off mevement

= M ﬂtaln Moty

T’ revent scoeliesis and back pain

'Malntaln breathing, assist coughing

sViaintain Independence In activities of daily
living
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Brezt ng pre\ventlng OBIEMS
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"v'lgorous treatment of infections
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= e detailed assessment if lung volume
= smaller than 60 % of normal
(Pelysomnography)
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2 rJSE_lE * Drop: i energy Ievels
o J\Lcﬁ' and concentration
mwsmess e Bad mood
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":-‘--lefICU|ty getting ® Freguent night-time
going awakenings
e Donit want ® Nightmares
breakiast e Night sweating



-~ -
i

BEE O meshanicalaitls:

2 “D malntaln guality of life
;—?a maintain independence
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Of e may need mechanical
v‘ atlation, usually by mask
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e Some may require a wheelchair
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LIfcj2ry

- To ﬂ_yent SEVENE Scoliosisidamaging
br@?r"? ligle

JErsurgery only if really necessary

%\r aesthe3|a carefully administered

= [mmediate postoperative mobilisation
Withi the help of a physiotherapist
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e rom phRY/SIcall strain

e from tobacco smoke and other
XIC Agents

~0Free firom high risk of infection
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’fl\leurologlst obstetrician and
= anesthesiologist working together
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