2 # B 25 Anhui Medical and Pharmaceutical Journal 2022 Jan,26(1) + 103 -

SRR VLER IV, XU v, A5 S Rk LA BT 191 PRI 7 B ik DR RS I 23 BT [0 . 22 i< 24, 2022, 26 (1)
103-106.DOI: 10.3969/j.issn.1009-6469.2022.01.024.
ClaREZE O

JERPERIILGE FL 1Bl TR v Je PR 53 Br

VLRGSR INAT !, X Rk B LT
MEH AL M ERKFH— B E R A5, %8 A 12230000;
PR ERKRFEF R, LB 42230000
SBAZAEF WALIIE, Lo, TATEE AL A S0, BFSET7 1 P9 2005 A0 5 Email : hhlin1994@sina.com
BT H R REIT A 55 MRS R4 (1704F0804026 ) 5 B G GR 2 A BIHT BIE I ZR TR B DIl 25655 H (5202010366042)

WE: B RE LG5 RPERI IR B (PMC)JE A RIS RN RS 25 4 (B 455 A R HACEE A Jf SCikE > . 77
3B TR R — PR 2 B AR T 2019 4F 12 H 22 H ISR 10 52 52 AR AT 178 1 Bk S0 LV e 25 6 HE s i)
M5 A (LT S A A A S0 2 4 B ARG A 25 5 ) , IR S 36 3 X 4 H0 o 20T , () EsAG 205 A AS Bk S AHAH R A SE SE A
A 58] [ P A1 56 KA B ILS, T 9% A 56 SOk, LS5 2008 MO AR A S 28 AR R AL S5 R 0 A\ B 30 T o SV BRLA7 17 LN
A HE P (SCN4A SERD) FEAE ¢.3318+10( N 3 T 17) C>T M G 2878 , 25 Gz N I I PR ARk T 356 PR RS I 48 SRA2 W7 o S A
WUREL o FLACEERUH AR S ASF AL BOR FE R 19 2878 BTz A W RUR PR Se RMERIIUR B, 58 Wl R FHMELM iR i 2
SR B P B A L S N B B ) A DL B AT R, S B R BB A T R RN 4T, LA 2 W A 36T
R WU ERVEAE; - aR LeNE i LD (SCN4A BE[R) s IREPInSE ;s WG h; 2l

A case of paramyotonia congenita: clinical report and genetic analysis
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Abstract: Objective To report the clinical data and genetic test results (including the patient and his parents and sister) of a para-
myotonia congenita(PMC) patient and review the literature. Methods The clinical data (including medical history, physical examina-
tion, and laboratory auxiliary examination results) of a patient with recurrent hypokalemia and rhabdomyolysis syndrome admitted to
the Department of Endocrinology, the First Affiliated Hospital of Anhui Medical University on December 22, 2019 were analyzed. Gene
whole-exome sequencing was performed, and related genes of the patient’s parents and sisters were detected. Relevant domestic and
foreign works on paramyotonia congenita were consulted, and the clinical characteristics and mutation gene types of the disease were
summarized.Results The patient’s skeletal muscle sodium channel gene (SCN4A gene) encoding sodium channel alpha subunit had a
heterozygous mutation of ¢.3318+10 (intron 17) C>T. Combined with the patient’s clinical data and genetic testing results, the patient
was diagnosed with paramyotonia congenita. Neither his parents nor sister had mutations in the pathogenic gene, indicating that the pa-
tient had sporadic paramyotonia congenita. Conclusion For patients with recurrent severe hypokalemia that are difficult to explain
clinically, the possibility of rare diseases should be considered, and genetic testing and analysis of the patients and their family mem-
bers should be performed as soon as possible to confirm the diagnosis and precise treatment.
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