* 596 -

Stroke and Nervous Diseases, Dec 2024, Vol. 31, No. 6

KCNQ2 £ F 18 X Em i it B

R Kizsr

[FEHES] R742.1
[ (D0)) |

[cak#RiRaE] A

KCNQ2 F [RIAH 5 1938 % PRSI 2 )L 355 0 O 1938
(T IR 0 o | W b g AN P a7 R X [
BRI A 1/17000) , KCNQ2 £ H 2 A7 T 20913 A IE
1A P T RE D gt A% Oy 20 R O R g 0K B P st A%
KCNQ2EE [RIAH XA & — Fh ik R 05 » T 3 B I R R A
BSR4 R B OBRME RN # 4 JL BRI [ Self-limited
(familial) neonatal epilepsy. SeLNE | 3] Ilfi & 35 8 & | #i )5 A
BBy & & M0 ki 5 (KCNQ2-related developmental and
epileptic encephalopathy, KCNQ2-DEE) 5% — 2 %] i Ji % 21l
Tk IR R KCNQ2 2k (A AH 56 36 RY, 47 A 5 2k R K
TN, 38 3 56 PR 78-3R AR 1 A DG S BRI XK HEVR YT . AR TF
FERAT KCNQ2 J KA SO 19 & HL ) s PR R B R IR yT
HATERR

TR 2 — A g PP 25 75 5 4 ) 20 A i vl i 5 1 RS 1 LA
L W ) R B Ay R ALE (74 1 M i e o R (14 R T 3
s e AR PE A S R BN I R,
FP S A I R LB ) R B, B S DR D 4 R
PR R AR 8 22 PR I B A DR B R . R B0 s PRl
LR b ) BB T R S R S BOmUR 1 L st R, 7T 43
SR PO, 3 ) Sk E ) 4 B 78 1 (Voltage-gated potassi-
um channel, Kv) | ER AL sl B 2 380 18 P [ 8 3 0 5 1
BSOS FliE . BRI E il K7 2%
f KCNQ 2 K (KCNQI-5) 4 it 1 5 A~ % 5% 41 % AR 52 1)
KCNQ2 1 % Kv7. 2,

1 KCNQ2 EE

KCNQ2 ZwhH i Kv7. 2 W 7 il i 44~ X Ik 58 A 3%
B AR E S A RS TER. E8Y5
TP IT Y P TE %A PR AT SR 5 A 3 L AR AR 1Y
225 FCAZ P R AR DY . KONQ2 JEP2 T20q13. 3, &
6 I BREAE R 3K (S1-S6) A T 4RI N 9 N 3 A1 C St 4 A%
S1 5 S4 Z ) Y 25 B A #3501 S4 B85 I 25 4 S L 1R
JBN [X 3% ( Voltage-sensing domain, VSD) , %} 1l i [ 142 & %
I, $5,560 KENZ I B HIE AL R &5/ 3k (H5) . C
Ui X IRAR F K B 4 A4S o B IX 38 (A-D) FULAN B I A
HAEHXE .

FEF BT 030000 KB INPEERL RS GRIGEEE &5
Vi L R B 2 R Rz 4 GRIEMEED ]

10. 3969/j. issn. 1007-0478. 2024, 06. 018

A dh dh

[E=42) 1007-0478(2024)06-0596-05

2 KCNQ2 18k it PR = B i

KCNQ2 FE R 57 0] LU S 20— R 5 2 54, i R
I 1 BRI A LU (SeLNE) 2T 5 25 K &
MR M (KCNQR-DEE) , [l i 2 5 v & 1 B £ 3h
[%65 ( Attention deficit hyperactivity disorder, ADHD) . it
ST 2R RS (Autism spectrum disorder, ASD) 254 e,
2.1 HBRME R B4 LI [ Self-limited (familial)
neonatal epilepsy, SeLNE |

B R (5D AR LB (SeLNE)  BEAERR i R MR
W EF A LI ME (Benign familial neonatal epilepsy, BFNS),
ST E G AR AR » B T RRAE SRR A AR
JEE 2~7 d M. W R AE IR R R ke PR B R A,
LRk CEIFS AP . 35 6 R AR R 5 T BT AR R 5 P
BN AR R AR WIBRZE RAER H 2280 28 K 1 Il S bR R
I R NI 455 AHR HH B A 28 i 2 1ETE . 78
R R AE SR AE RO 3 AR 228 25 R AR . I FR Y 5 1) g
IEH S WA RE R R e M e i BURL A 2 1 0 1) i b, ]
RIR20 Iy I R T I HEE O BB R B R TS Cr ot
DA 32 3 U [R] 25 AR H 5 ) X DR . i
bR jl 1% (Magnetic resonance imaging, MRD i % & 7~ 1F
W WUR R VR R AL 6 F ISR . SR B0 76 J5 30 m] g 2s
k. BILMAKE BRI EEFENY,

2.2 KCNQ2-% & 550 14 i 955 (KCNQ2-related develop-
mental and epileptic encephalopathy, KCNQ2-DEE)

KCNQ2-DEE (s ¢ J7 26 0 17 101 22 LA 1 il 7 7
ol EIEE-7) (R S Hh AR J5 BOR A . 0 e 1 LA SRy At
PR B AR L IR LA A VRS T, A 45 SRy kv B 2
JUURRRZE W & VESH ) SR 2R | R 5 A R A P DR
WA FR . AT g e, (] 22 R I A - gl &2
SEPER R R . BT AR JL BT AT LB Bk e i MRT 5% 15
5 N OB R I R B AR DGR AR R, B B ] 4
& AR R ARSI 280 | R % A ) A BT B L AN
TGN A L S g b, P v O T B s e B T
B S ICR i MRIZSIET K el X R ESRHER, BE
MR WA Eh EREMRE. A 1/3 BILB B P ER Mz %
BRET. 2/3 8 LA R R ME s R B ReAG . KCNQ2-
DEE W] LG 348 Kotk 22 k1 G5 2845 ( Arthrogryposis mul-
tiplex congenital, AMC) , 7] L& 35 & Mg ki L 7
WL T B S Rk
2.3 KCNQ2 5 K AR SN 115 2 5 rf ] e £



Arp SR EBN 2024 4F 12 H 55 31 B4 6 )

KCNQ2 £ [KAH IG5 22 9500 ) v ] SR an 1 B (5
) B2 )L 5if [ Self-limited (familial) infantile epilepsy, Se-
LIE K AF S AU (9 5 5 5500 i s 557 » Wi R 3R AU T SeLNE &5
KCNQ2-DEE Z i,

SeLIE W g B by B Gt CRiak Gttt B ) L AR
bR KCNQ2 B 28 57, I IRFR I SelLNE 4EH HH{LL, B
BTER MG L bl s B B LI A A R A BRI 20 0 5 Y
BT ABEIX 3. SeLIE BARAEREE T 3~20 N H ik 5
Wk 4~7 A IR 5 B A 80T ks s kA 22 I 5 JRikt:
PERAERRCH W EAVETE 2, R AEHF2e 0 H] J5 8 (<<3 min) ,
FLUA NEEME , T 8 & e hy 4k M 4 T o 2R R AR
S A i e PR O SRk O s W AR A 2 BT T
Jei LA, 2R 23R YT BV AT S8 A P WO & VRS Ll R TE 2
SEHIR, CA M ERBRIES SeLIE f %, 14
PRRT2,SCN2A, KCNQ2, SCN8A, ATP1A2, KCNAT1, KC-
NMA1 S5, Hor PRRT2 A& SeLIE 5 55 2 B B0 A&
SR
2.4 KCNQ2 F:FRAH 1) A s

KCNQ2 FEFIAH 0 1 Rl i 8 1 T SeLNE 12
H11%) KCNQ2-DEE £,

2.4.1 KCNQ2 B[ 55 LR A1 1 = k1 & A (Epi-
lepsy of infancy with migrating focal seizures, EIMFS)

EIMFS J&— 5 W ELJ™ 5 ) 5 8 P 00 4 s » 308
FA:JG 6 A P LA 2451 5 Mo & AR s I A T E
Foids . EIMES BRAE R R g 22 ) LI A% 1 38 0 e A (M-
grating partial seizures of infancy, MPSD) %22 J| 1 %4 i %
PEFR 0 A& /E (Malignant migrating partial epilepsy in in-
fancy, MMPED , EIMFS (#2746 MH N TR =
AR AP 3 A D R Rkt R AR R R PR R 12
VBT Py o 8 RE AR 5 2 AR 30 o, LR A2 4 ~10 HzI09 53 5 i v
& Bl AR TR X 5B A A 1 i P A 3 A =5 A 1
KA Z TR R R R BUS A R SER & s W HUR
AYTRONE. HATE & B Z A0 EE R I KENT1. SCN1A.
SCN2A,SLC12A5, TBC1D24 % 5 EIMFS #f 3¢, H. & KC-
NT1 £ Ry 2B EIMFS #7065 K, KCNT1 B Bow
PEAE AR S EIMES 2515 4026, 48k 2800 i & A8 50 R
& EIMFS R 2 19384 S Btk  HAEZY 1/3 /Y EIMFS
AR AT B O SR AR Y

HATE A M KCNQ2 % F 2248 515 iy EIMFS &% 5 {1
EIMFS LA 612>, L2 o & =728, 28 28 v 7
KCNQ2 (1 H e Jg%a2 25 L S4 Br e FLBRZS #4 3 S5 il S6 Bt
U IR A VR 5L 7 A LI AR . 25 P 45 )
ROR 22, WM 25 Be 2 DU &2 AR 7705 LA E R /IR
%,

2.4.2 KCNQ2 $£H 5K HFLEAAE (Ohtahara Z5A-iF)

KR ERGAE B SOFR 228 LA S 500 Ak 11
i, 2022 47 TLAE 4 Hofir 22 o %)L S50 M A (Early
infantile epileptic encephalopathy, EIDEE) , # 1A 2 4F i3 4K
TR T s 11 e P R TE . 2 T AT 3 A R
GEFTEAEST10 dRD) » RAEIE R A i B R 2R AR T

+ 597 -

ISR B R AR R kRIS S R A A B a4 AR 2 DL L
P2 AR 5 Mk, LA DA V8 TR ) 0 e MRCLRASTT J S0 M 43 Sc
TR s A A A 2 ME LRI U 28 5 4715 8 A8 S B L
W T S 25 2% 4 fF (Infantile epileptic spasms syndrome,
IESS) #1 Lennox-Gastaut % & fif ( Lennox-Gastaut syn-
drome, LGS) . FEUK H JL£5 G A 105 R oK R0 A, 20 it
FER NG B R 575 AT BRAF7E — € HYAH OGP 4345 SCN2A,
KCNQ2,STXBP1,ARX,CDKL5 &4+ |

BEEZA4 KHREGEGMEEE T AR T KCNQ2 %
AR R P LR A i 2 die ™ B A A 1 AT I R S
IR R » FLRRAE AR AR S A 1 AN RSO A N R4
SREMERAME BRI IE SR F MG AR 2.
2.4.3  KCNQ2 J A 5 2 LA 1 22 25 25 43 ik (Infantile
epileptic spasms syndrome, [ESS)

W)U B AR 25 A E L 2022 4R ILAE 8 R %A
T AR West 55 AE A R0 PR 238 & AR H AN 58 42
ey West ZEAAEARIER B IL™ . TESS % & 276 1~24
A E Sy 3~ 12 A IR L A ISR TESS 1 &0
REVEME TP, KA 0K BETRESHEE RN
Lennox-Gastaut 57, {8 B 1 IR 30 38 6 % i 3%
FE O IR R 1200 1 — 23897 FH 2500 . Z R IR T 9 3
TESS {445 - 24 60 20 (¥ TESS Jj 51wl LAE 33 45 44 L AR 5] sl sk
e J5T DR OR il R L 2 40 26 4k & TV A 14 a8t A BIL R ST R
B H AT AR R G TESS B 5w 19 &2 & A
WARIIR RN . O A O S R R R L 70 AN B
PR 7 S A I 28 A48 DB S 5 TIESS A IR HE B th
WAL ) H TR B — 2 5 TESS M 2L a
$% TSC1, TSC2, CDKL5, ARX, KCNQ2, STXBP1, SCN2A
F1 SCNSA &5 LR P03

Har & A £ Wi KCNQ2 # [H nl T 8 IESS 1Y &
AT 3 T R AT A R

3 KCNQ2 RESIfKFREHKXF

# SeLNE 1 KCNQ2 7€ 48 8 2 3 it 28 0 etk
P35 AL AR A A2 5 i) 1) A B 22— 38 4% 17T 3R 5 SeLNE 19 307
AR ST A X BB TG SRR AE S LA A T R4 FE R fp
&Ko MR KCNQ2-DEE [# 75 538 & &8 & 45 L2878, 8L
5 SR T AL BRI AR, KCNQ2 1725 52 5| 2 SeL.NE
PR B0 AR S B ML 20 A 7 JE AN FE R A HIR L 5] 52 KCNQ2-
DEE #7428 5 FBAR T AE 4 DM HUT L 405 S4(VSD), HS,
C - X O 58 — {5 i A4 38 7 38 % T 25 R4 0 &
(CaMD &5 411 BUZEIX

4 KImHLE

KCNQ2 3t A 4 15 1 Kv7. 2 5 KCNQ3 3 K 4 55 11
Kv7. 33 [mJE i Kv7. 2/Kv7. 358 18 (M @38, 8 A5 M
FL I (T ) o FE 8 400 228 P 206 ) 4 oy M v e 8 AR A el
A AN 7T 3 3k B o] 2 1 e o7 %) A e AR AR R A 8T %
AT A 1E AR AR, & 3 T B (Gamma-aminobu-



* 598 -

tyric acid, GABA) BE# & Jut& i £ B W &k & I Be A £ fk
FLA AT, R 1 MR/ 24815 S Trwn O IR
2 AR 32 52 H T A= LR s | R S0

KCNQ2 4 SL8 75 5| RSP 1) /INEB 43 B0 L mT DL 38
YRR R . RSN DB S HT 3 E A HE AR A (A4
MRS B AW 6 e YL TR A vh LA 995 B A G cDNA
L A5 S U 2 305 MY A TR R 58 A8 A IV B e 7 A ) B I R R AT
ISRt A 3 (1) AR R 50 B9 Kv7. 2 Kv7. 3036 (111
cDNA D » TP BLET A= B R BRAE I 28 50 A AR T
it () LR AE R P A R KV7. 237 3 5 Kv7. 3—ig
Fik(0.5:0.5: 109 cDNA ED  FEIL TG 1 58280
KCNQ2 S50 56 1) o AR 19 3845 -, 783X SE 5056 4%
TR EAIE KCNQ2 H iy K24 SeLNE 5| i) fs L 548
RN E S R R B T AR 32 2k (Loss of function, LOF),
i KCNQ2 5 X 5255 | 2 11 SeLNE H Tiow B fiE FEAK A9 T
ML ELA — 2 ) 5 BebE AR 98 e S0, T FLBR 25 A 3 1) 5 A
] BEiE o BHAFER 2 718 8 K PR AR B E T Be . 7+ VSD
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SV 4B A A S P R A U R ARG A (Y T RE

M B T SRR i SeLNE F KCNQ2-DEE 1 LoF
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R f2 i KD ml k2 KCNQ2 [ 35 4= 28 727 A S0k
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DEE & LI — g i 5t A0 40 BhiA )T 8. Chow 09T 7 18
T 14 KCNQ2 J A5 B0 5 A8 J LA 1 I ms S8 JLAE S 3
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