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[ Abstract]

Primary periodic paralysis is autosomal dominant genetic skeletal muscle ion

channelopathy. It is characterized by episodes of muscle weakness associated with lower, normal or

elevated serum potassium. The genetic diagnosis process of periodic paralysis is proposed based on the

latest research progress and clinical classifications. Advances in therapy also are reviewed in this study.
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Table 1. Clinical features of different types of primary
periodic paralysis

Item HypoPP HyperPP NormPP ATS

Age at onset 1-20 1-10 1-10 1-20

(year)

Duration of  Hours to days  Hours Days to weeks Hours to days
attack

Myotonia No Yes/No Yes/No No

Precipitating Exercise, high Exercise, Exercise, Exercise
factor carb diet potassium-rich potassium-rich

food food
Potassium  Low Normal to high  Normal Low, normal,
level high
Arrhythmia  No No No Yes
Dysmorphia No No No Yes
Response to Relieving Causing Nonresponse  Dependent on
potassium  acute paralysis weakness potassium level

HypoPP, hypokalemic periodic paralysis, {2 %4 J& 10 14 bk 985 5
HyperPP, hyperkalemic periodic paralysis, f= £ % J& JU 4 bk 55 5
NormPP, normokalemic periodic paralysis, 1F F7 Il #f %Y J& JH 94 bk
B ATS, Andersen-Tawil syndrome, Andersen-Tawil LEAE
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Table 2.

Subtypes of the primary periodic paralysis and mutations in muscle ion channel genes

Diagnosis Gene Mutation Diagnosis Gene Mutation Diagnosis Gene Mutation
HypoPP CACNAILS R528H ATS KCNJ2 R40X ATS KCNJ2 R1891
R528G C54F N190I
V876E R67Q T192A
R897S R67TW T1921
R900S Y68D L193P
R900G D7IN G215D
H916Q D71V G215R
R1239H D71Y N216H
R1239G T74A L217P
SCN4A R222W T75A R218P
R225W T75M R218Q
R669H T75R R218W
R672H G78G S2201
R672G D78Y R228insKSHLVEAHAVR
R672S R80C R228X
R672C R82Q R260P
R11290Q R82W G300A
R11320Q A91-94 G300D
R1135H L94P G300V
P1158S A95-98 V302M
HyperPP SCN4A N440K CI0IR E303K
L6891 V123G T305A
1693T S136F T3051
T704M G144A T305P
Al1156T G144D T305S
M1360V G144S M3071
MI1370V G146A T3091
11495F G146D R312C
M1592V G146S R312H
NormPP SCN4A R675G/Q/W C154F A314-315
CACNAIS R1242G C154Y N318S
SPP KCNJ18 R43C A163-164 W322C
A200P P186L S369X

Andersen-Tawil syndrome, Andersen-Tawil £5 £ il

A ,in-frame deletionso HypoPP,hypokalemic periodic paralysis, ik # %1 J& ] 4 JBK 35 ; HyperPP , hyperkalemic periodic paralysis, = £ % J&]
1 E BRI s Norm PP, normokalemic periodic paralysis, 1F & IfiL 5 24 J& 0 4 BRI ; SPP, sporadic periodic paralysis, f & £ Ji 0 P4 RS 5 A TS,
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HypoPP ., hypokalemic periodic paralysis , iR 5 2 J& ] P B 95 ; HyperPP , hyperkalemic periodic paralysis. i 1 75 Ji J5 4 JBR S 5
NormPP, normokalemic periodic paralysis ., 1F & L5 21 & 9 P BRI  ATS, Andersen-Tawil syndrome., Andersen-Tawil Z5 & 1iE
B L U R R TR 32 R SR s R

Figure 1 Molecular diagnosis processes of primary periodic paralysis.
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