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[ Abstract]  Epilepsy is a common chronic neurological disorder of the central nervous
system, and genetic factor is one of the leading causes of seizures. With the development of genetic
testing technology, more and more pathogenic genes related with epilepsy have been cloned. The
consensus refers to the latest progress of basic and clinical research of genetic epilepsy at home and
abroad combined with the actual situation of the Chinese population, and summarizes the
phenotype, diagnosis, treatment and clinical counseling, of various types of genetic epilepsy with an
aim to standardize the clinical management of genetic epilepsy patients.
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Figure 1 Genetic test process of diagnosis in genetic epilepsy (This figure is original )



AR 2RI 2 i 2024 4E9 J1 45 57 %5 9 ] Chin J Neurol, September 2024, Vol. 57, No. 9 - 947 -

amplification) KA B ORI, P IT R R
UE B 2 BUR LA o U0 Dravet 28 &1, 80% LA I
I SCNIAFEN IS4 o i RIS 2B X0 R B A S50
POER R

XF T JC VA 3R T HE W R DR Bl 2 % 1R 2 A
PR 35 A% PR 0 AR, AT LR AT DL 35 A% P R
panel i Wl 5% 4 A+ & F 41 (whole-exome
sequencing , WES) #lll J¥* , X 4 5 [H #4823 —
AT R F W OVRAE, BB B0 e AR o L
¥ ZE i | Lennox-Gastaut Z5 & 1iE . & & £ 1 il ik
45

AN B A AR B AE A 28 8 PR S
I HABZE AR, WP P TR R 2T WES T
Al LA & [E) i AT g 4 K8 1 (chromosomal
microarray analysis) 5% #5 Dl %% 28 5% (copy number
variation ) R o X5 DL 35% A P 35 DR 4G T A
PR B E 53 B WES 4 56 PR 20 5 558 =
FHRIBORHERA . (HRT T ENE, A AR
AR DG , WPMIE 20 5 YL @ 1A LR GAE, Higim i
e R R AT IS W, TG (A8 A BRI T
XY R

20 AR P ARG 4 3 e PR A S ARG W
IR 30 ik DR 728 S T 12 i e B i sk A4 WL AR, JO2 Y
R ] H M Jr vk, B = AR F H R
(third-generation sequencing) & K 41627 K 5 HE AR
(optical genome mapping ) %5 LR 35k PR 20 19 42 A= 4%
AL S AR L

SO S5 B AR ] I 26 A6, DM 3 B 742
SRR, A RGN FE R R R

HiE RIS S

AL PRI 12 BT 34 5 152 4% 27 6 I K4k 70 B B
RO R B Y] o BT RTAGIN H ) BE PR AR S, AT AR
W36 [ B2 2 st 1% 2 5 ik PR 2 2% ° 25 (American
College of Medical Genetics and Genomics ) 732 ifE
X AT B PE R o R R A A A T
tE (N SE i 9 & il B R ] T e Ve A i
Wl A I R 38 % B 0 5% S5 Y ol N B3 kAT 35 4%
LT — 2D h PR SRIN Z75 o 0 ik K2 Wr i
AT RE 23 G H ORIl PR A B 28 53 (variants

. 5
of uncertain significance )",

B B B F AN/ 5 58

— HE RS I i 45 1)

RIS 0 04 32 2 N A AL - (D)W Aoy A
T R B I R A b M B, 400 26 A2 P PR K%
APRE R AL AR I (2) T8 i MR R K R R A
LRI S SO I v | R (160 N g LR AN
RO ) 2 o (3) T B XU < AT A AG: I 45 R hy B
RV H 3 S0 P 5 R REAGLIN 45 2R g B4 , RIR K )
ORI 5 AT REZ R AN E | B4R 2 TS 922
S o (4) Ud WG I 75712 4 Jg BIR A LA R 3k — 2 A6 I £
AfE . (5)FRATEAUT 5 (6) ULIAREA AL BIHLRE o

= GRS PR

A A AL i ARt % I U 9 5 ) e ol N
BAREAT R S ), AL - (1) 275 W B0 5 &
oA AL S L o (2) B X R ORI S iy i — 20 7
WL o (3) ZRBE A B S 15 7 2 PG (4) 2 B A7 AE
WHHEIRYT T 5, A JC2i AR 245 (5) At g 17 i
LG 55 o (6) A2 H 48 = ST — AU PE AL o
(7) Ay P/ 38 P — ) i) T LA L AT A R
L R RARAR S R A

BRI BE T

BT L E AR, B FF R T — e LR i
PERRIRORE VR YT MRS AR IR i A R A
(R RN R BN R NG GV Y AL 7/
BEIEIRITS  HEILE 1,

AR PRI AS UETRYT , B 44 I IR A )
B ¥ J2& ) % B % 32 1K 1 (glucose transporter 1,
GLUTD k= ZEAAE, X 2 — Rl LIG i 2Tk &
RV iz 2 BE 6% FUEOR 09 2% 5 1F . GLUTL i
SLC2AT HE A G fth | JH: 5 DR A8 3 AT S 3500 A6 VR
BRI, b5 L — R AVAER 2 . S8 A K
£ X 28 RGeS —
Fifig R IR, AN AN RE O 0 A VR IR | IR RE B
GLUT1 = ZEAAE B 1932 s R HE IR

i o B N2 Wik WA AL 58 A T T HUmiiw
RAE B 25 YIR TN , W 95 & NIA YT GRIN 3
PRURH S 000 s , 1T L 3 5 B AR 2 AR AR
ZJ¢ T J& KCNT1 i #B4r #5500, Bea H 740
A, Har S T KCNTI 3 R 28 5 3 500
GO P s B IR T, SR 98 45 R o R IRl R
X2 e T 1 SN AR b 2 25 7



+ 948 - e 2Rk 2024 4F9 H 45 57 445 9] Chin J Neurol, September 2024, Vol. 57, No. 9

R NIRRT

Table 1 Targeted therapies for monogenetic epilepsy syndromes
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