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Congenital Myasthenic Syndrome Related to CHRNA1 Variant
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University Chilgok Hospital, School of Medicine, Kyungpook National University, Daegu, Korea

Congenital myasthenic syndromes are a genetically and clinically heterogeneous group of neuromuscular disorders linked by

abnormal signal transmission at the motor endplate caused by various genetic defects. Major clinical symptoms include

weakness and fatigue during the first years of life but patients may also present with hypotonia, facial weakness, swallowing

difficulties, respiratory dysfunction, ptosis and ophthalmoparesis. Here we report a 10-year-old boy who presented with

mild developmental delay and bilateral ptosis caused by a frameshift mutation in the CHRNAL1 gene that co-segregated

within the family, and finally diagnosed as autosomal dominant congenital myasthenic syndrome.

] Korean Neurol Assoc 39(3):219-221, 2021

Key Words: Congenital myasthenic syndromes, Genes, Phenotype, Blepharoptosis

ARLEE %f?-}(congenltal myasthenic syndrome)t LA

g
e ATk05 WA Bl QAR SO,
2, 7P 1 47 A7 St Ao R TR G
o4 A/t Lhou QAHOE = A B TeloReb)

S e Aag Agolck A T &
| WsIA glon] 2 2% CHRNAT 407 o}l o
S AR ARTRES R oloh BukE FHES Hugit

5 E|

104] HoP| = Ao welof] Shek AdxldolA] o 13

flo

Received April 1, 2021 Revised June 17, 2021

Accepted June 17,2021

Address for correspondence: Jin-Sung Park, MD

Department of Neurology, Kyungpook National University Chilgok
Hospital, 807 Hoguk-ro, Buk-gu, Daegu 41404, Korea

Tel: +82-53-200-2753  Fax: +82-53-200-2029

E-mail: jinforeva@gmail.com

*The current study was financially supported by the Chong Kun Dang
Pharm (Seoul, Korea).

T, 9JA] 38%20] Eul 2 &4} glo] AAFK o= HAEL

3.1 kgo& Ejojyith. SHANE Aol EefEet AlAo] o4
o, AT 167110l 7] AlRksh= 5] e Aol 21=3]
ELF IR ARES & o ¥]AES| do® Blehkal,
2 gl ool Qhtoll A HUHAL 5 Aulgt ejektui] 7} ikl
S0 ABEE = A S0l AsHA teRr] AlRksiie
WA 9 AFolde qlalou ol et 7oA sk 25%=
AR ol Lo aditE WIS WA o] AR o]
3AE SRIERITE TAIEOl = AFo] efgtelo] koAl 45 ¢H
S pES Wekou 841l T = AFle] Ardstod, = A3l
ot ARt HARE el A8k Sf=]= ek AlARIEA] Rt
= AR FH A Fol 11 mm/7 mmE PHEE GO, E*l L
S ks ‘?H’“%%X C’HL FRRIEA] ggkom = ARe dF W
APARYEIA =24 ol ool ﬂﬂﬂz]
oxkal, XZ‘L—‘?—@]% 2514 I 4> (Myasthenia Gravis Composite
Scale)r= 27 0.2 ZRIEICE oEETEARA 9 T850]
Elo| 2 A10IA}3}a Ax(muscle-specific tyrosine kinase, MuSK)e]| tf
S AN W G el HIsiglon], Mt 7]
SO, AR, TREAAA, Rl Aol RS
Wk S Aldeldao] digk AL F wE HAolsik

o

E
o

G oo

=
I

1

o

B

J Korean Neurol Assoc Volume 39 No. 3, 2021 219



Figure 1. Nine-gaze photography of the proband shows bilateral ptosis without opthalmoplegia.
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Figure 2. The pedigree of the patient and the family (A). The Sanger sequencing shows the familial segregation with the mutation in the c¢.783del

(p.Lys262fsTer2) of the CHRNALI gene (B).
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