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ABSTRACT

The Congenital Myasthenia Syndromes (CMS) are a diverse
group of disorders that have an underlying defect in the
transmission of signals from nerve cells to muscles. These
disorders are characterized by muscle weakness, which is
worsened upon exertion. The age of onset, severity of
presenting symptoms and distribution of muscle weakness can
vary from one patient to another. The neurotransmitter,
acetylcholine, or ACh for short that acts as a chemical
‘messenger’ with instructions for the muscles to contract. A
three years old child female patient was brought to our
department with the complaints of drooping of the left eyelid
after one week she developed drooping of right eye. With
clinical and laboratory findings, she was diagnosed with

congenital myasthenia and treatment was started.
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INTRODUCTION

Congenital myasthenia syndromes (CMS) are a heterogeneous group of early-onset genetic
neuromuscular transmission disorders due to mutations in proteins involved in the
organisation, maintenance, function, or modification of the motor endplate. Myasthenia
gravis in infancy and childhood fall into two major groups i.e. acquired autoimmune and
congenitall. CMS are clinically characterised by abnormal fatigability, or transient or
permanent weakness of extra-ocular, facial, bulbar, truncal, respiratory, or limb muscles?.
They can be seen with different etiological factors, including a decrease in vesicles together
with insufficient secretion, deficiencies in Ach transferase, and Ach esterase and rapsyn
levels in all presynaptic, synaptic, postsynaptic regions®. Greater understanding of the
mechanisms of CMS has been obtained from structural and electrophysiological studies of
the endplate, and from biochemical studies. Present therapies for the CMS include
cholinergic agonists, long-lived open-channel blockers of the acetylcholine receptor ion

channel, and adrenergic agonists®.
CASE REPORT

A 3yrs female child born out of non-consanguineous marriage in 2011. She was delivered at
full term by caesarian section .she achieved all the social, motor, and language milestones at
regular intervals without delay. She did not suffer from any major illness and asymptomatic
till Jan 2015. In first week of Feb. 2015 she developed drooping of left eyelid, over next 3-4
days noticed to lifting left eyelid with fingers to get clear vision. Nearly one week after
similar drooping was observed in right eye. The drooping had worsened over next week to
obstruct her vision completely. There was no history of vision loss, facial weakness, facial
asymmetry, difficulty in chewing, drooling of saliva, and dysphagia dysarthria or nasal
intonation to voice. She had become floppy with neck drop on 2-3 occasions and was not able
to sit on her own. These episodes resolved within 15-20 min of giving T.Pyridostigmine there
are no family history of similar illness in last three generations. The weight is 11kg and upon
investigation cranial nerves —Il vision -20/50 at 50cm by allen picture card, able to appreciate
light from all corners, VII —bilateral orbicularis occuli-weak and done test for NM junction
disorders and also they done investigations such as CBC, electrolytes, MRI brain shows
normal, AchR Ab-0.18nmol/l, CECT suggests thymus hyperplasia. She was treated with
AchE inhibitors (pyridostigmine) and five days IV methylprednisolone (250mg/day).
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DISCUSSION

CMS includes a heterogeneous group of disorders, characterized by dysfunction of NMJ
transmission, which are present since birth and are genetically inherited®. Although cases of
myasthenia gravis during infancy and childhood have been described in the literature since
19608 7 & the distinction between acquired autoimmune form and congenital forms has been
increasingly recognized and emphasized® 19111213 This increasing awareness regarding
congenital forms of myasthenia gravis was originally described in a paper by Engel and
Lambert who succinctly described the nosology of congenital myasthenia
syndrome!4. Furthermore, while most cases of acquired autoimmune childhood MG are
sporadic, familial aggregates have been observed which may be due to inheritance of HLA
haplotypes that predispose to sensitisation of acetylcholine receptor (AChR)®. On the other
hand, while a positive AChR antibody test excludes the diagnosis of CMS, but a negative test
in a sporadic case does not necessarily imply a diagnosis of CMS because a high proportion

of juvenile patients with autoimmune MG are also seronegative *°.

They had done investigations to evaluate CMS
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They started treatment in 2015 with Ach inhibitors T.pyridostigmine 60mg (1/2) TID

T.Omnacortil 10mg( BD for 1week, 1-1/2 for next 2 weeks, 1/2-1/2 for next 2weeks,1/2 for
next 2weeks); syp.Augmentin 3ml-3ml for 5days, syp.calcimax-p 5miI(TID), T.lansoprazole
15mg OD.
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In 2019, this 8yr female child was admitted in another hospital. Her lab investigations were
fair.she was treated with T.pyridostigmine 60mg(1/2-3/4-1/2), IV corticosteroids, antibiotics
and other supportive therapy. She was clinically stable.

CONCLUSION

Myasthenia syndrome in children not uncommon but the unique in children is the inherited
congenital myasthenia syndrome which is not follow autoimmune and no antibodies
determined. Therefore, a precise diagnosis is important for treatment. The challenge is to
differentiate this syndrome from seronegative acquired myasthenia gravis and one may need,
in addition to conventional investigation, specialized microelectrode analysis of

neuromuscular transmission with or without genetic test.

So here in this case the diagnosis confirmed by Acetyl Choline Receptor Binding Antibody &
differentiated this syndrome by Seropositive acquired myasthenia gravis.
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