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KT A D ABRATHRS
FLIVLF XY AANERE L TADPA
KF (IR P
fi] | LR SR I SE e 0 27 4

X ®IC

TADPABEENRIC LT 7 27 4 FREENT (Genome-wide association study,
GWAS) ®&x ¥V —AfEhrclix, BMKRENT P Y v L4 F v 4L (Voltage-gated
sodium channel, VGSC) &L ¥ SCN1A, SCN24, SCNSABILT & OBE#D EA7IC/R &
5 14, SCNIA, SCN2A, SCNSA B TZ RIIFENETA D AMERE
(Developmental and epileptic encephalopathy, DEE) ®°HEARZA <=7 t 7 L4E & O BEE# A
SR, SEFIERE X N BB R FOZERM T v 2 L O BLXAEMAREEREIT R, FCER%
bOBRTFWEST R, Ty, ¥T 774 vyakhDET VEIWORBEIIGNT 5% 5
T, VGSC HEEERH T X 2 TAD A DIKEMIASLABRORAE I EA TE TV D

BAKAFET MY v 4 F v 4 v (Voltage-gated sodium channel, VGSC) (3, ?qﬂﬁﬁﬂﬂﬁﬁ,
B, U7 & OMEHEMIOIEBEMN 2 A S 2BEREEATH L, A4V EE
WIEZaY7a=ybta¥7a=y FEBHMiTEB I T2y BRIV Ty IRk
L, Frare LTHERELTw 25, BEEMOZLICH Y, VGSC D F v & L 23H ¥,
HHAL AL D IR EE B BCICHE - C Na+A4 A v 25HE R ICHIfEs 2> o NI AT 5 2 & Tt
BB EE L, ZD%, VGSC IIMEHLoREL 25, F ¥ x VDIEMHAL & RGN IE
VMBI Cay P — L INEHNETH 5, NIEHELITIEA A v olg e 5 & CF
WARTEHE L RS F ¥ A7 — P AL 72 RBBIC T 2B A EMAL2 S 2, VGSC D%
RElX, BIRERE, WM, EOARNEE, BEoAREEL, REEE» S oFIE, ket
Na BHD T X — 2 —CiHii T2, VGSC OHHEIX Na+A A v ZilifI &5 a7
v FEFTIEAEL, a¥ T2y FOE~ORBELR S ZFHEST 28 72= v bl
fOfREEM IcwE L 525, 20720, B 72=v b a— T3 SCNIBELTAR
b SCNIABLTERIGERT 2 CAPAFRMEBUL 2R ZRT L 23H 5,
VGSCa ¥ 72=y bMi1~11 D77 ) —@EF3H 5 (K1), THHRRICHEEST 58
BFZERIITADA, REMRICHRHTET 28R TARITREES, B8HcRET 28
TEBRIIERMEANT 4 b =7 AR, O IR 3 2 8 T2 R IR D
FAEICBHEL T 5,

ARG TP FRICHIL T 5 SCN1A, SCN2A, SCN3A, SCNSABILFICErR % H T
%, VGSC DT 2#RHE T 2lildofH, LR » A VEH @’Eﬂﬁ@@r&; ZHT v
I NVEADKEREESH OZ(L 0 BRER A D2 b D, T D BERPKRBFMICHE T 5,
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VGSC BIZFHARIC K 2 F v A BERERTE & TA»A, HIFEEE, BHARZ 74
fE7s ORI & OBE 2 T 5,

(1) SCNIA BLFERBETA»A

SCNIABIZTFERIC X 2 TADAEBERIZ VGSC O 0T K Eh w5,
2000 FFICEME T WA B XU TADA (GEFSY) 2RIET 2RATHE 285V, 20D
%N 7 ~REEREESE CHTE (de novo) ZH 6 23RS X 7z, SCNIABEIETERIL, V7
~PEEFEERE DR 80%3. 79, Genetic epilepsy with febrile seizure plus (GEFS+) 34
D~10% IR T N2, 27 &R BEIRERIE, FHESL AR R EAICK o THRS
N3 Fveih, CTA»AERE BRI b ILE ANKEETDHZ, F7EEFT
T WA BRI 5 SPERMEE 10 224858 11 (Sudden unexpected death in epilepsy,
SUDEP)2S3R® b, BER FFFICEHEELRETH 5, SCNIABL T2 RHER 3 2 #fikk
BB L UCTHEHNNIES < vy, FKEMER R ER B 8 & (Familial hemiplegic
migraine, FHM3 ; OMIM # 609634) 12133 5 %, F 7 ~EEHEE CIX, EBiE3 245
LD T I AKIC LIELIE Todd M2 Z® 5, SCNIA B FIZEMICHKIR L A%
E7WIETTH 5, SONIABRTERICK T, LHITFNA-FIFRE L BRI B
FLTWVAANZXLFHL TR, HRFEWHRTH S,

SCNIABIRTAEROKRE L L CTRENZ F 7 ~NERIETIE, Frev2EReTL
— L7 VERGZEDEAVPUIM I N2 EREL L, IRV AERTH > T b IEeti
WRART T EB%\1415, —T7 BHED GEFS+TlE I Ak v RAEENIT LA LT,
Navl.l DHEEE T DETH %5, Navl.l DERETER DR IXTA DA DEAEE &
B9 %, Navl.l (3R =2 —v v CORBHAPEMNTH 2720, HiloRREERICLD
R OWRHE & 2 LE2ONE, —J7, FHM3 0B %2R I Xt v X SCNIA
EIRTZARIE, Navl.l OWREESHZ(L 2R3 1816, 3B, Navl.l BREHESGRI L 72 5
DEE # X U early infantile DEE( EIDEE) 3% 17 18 XT3, Tib DEFTIL,
TADPATEIEIFER~E® 3 » A% <, SERUPIEE %2R0 5 M P 7 ~EERE &
35 7% 5

SCNIAEETZ 5 Navl. 1l OFRERER A D BEREER I A IC X o T, R OFER K
ELED S, Navl.l BRESEAR D F 7 ~JEERECIE, T F Y VAT v 2 V2R 251 C
AHABETRIEDSHEST 2 2 LXK KA T % 19.20, Navl.l BREESH 0 BE C
X, RIHchArN=Ery, FF A" ¥y, 7z=b4yv, SEFIFY, Sa¥%
IFE o/t P YLT v 4 VEREERGMT, TADLAFRIEIED T 2 17,18,

(2) SCN24 B-FERBETA»A
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SCNZABIEFIHER =2 — o VEMICRIIL w5720, KREEAIZ R C DEE ©
BHFREEALR T WA (Benign familial infantile seizure, BFIS; OMIM#607745) 7 &
DCADAZRFEIET 5 21,22, SCN2A BILTERICX 5% © DEE 3R TA»A T,
HEEOHMNAEE, YA =Tt alL 7 hloRpEERS X OCHARRY P 7 L%
Afif L3\, Episodic ataxia A ffflOE 28 b H 5, —J7, BFIS T, FLIEHICHF
DERT DL D->TD 2B IXRIEHAT 5, EAEERT 2R3 SCN2A #EinT
EHEHECAPATIE, FFITLF ¥ A VEREIETH 5,

SCON2A BLFARIE, MRIEEZNRICL 27/ LR R IR S s 24,
TAPAREEZEDR AR XY + 7 LERHE D SCN2ABIE T I A v AL R IIHKEE
PERTIDEE 25 S TWw b,

(8) SCN3A BIETERBETADPA
SCN3AEIE T I A+ v 2% 8 X 2 DEE, EIDEE i3#ifi 2 hT\w%2%, SCNIA,

SCN2A, SCNSA IZHB L THREBIZ P\, Navl. 3 ZHE R = 2 — v VEICHEHL
THY, SON3ABGTAERIC X 3R Navl.3 i< IZHEEEERAIR % v 26, L L7AA 5
BERETEIT G Wi 27 T T B, ERT T A 2 AJRE ol D 1% 2 A HEAE O BT 22 & U
FRWZ LI v, 135D VGSC EIn 1B T A A ASEMRE & K& < B7e 2 i,
SCNSABIETEIHETA DA D) 8 HIFHIC SETEH AR, (polymicrogyria) % &ff3 2 C
LTH?5 82, SCNIA, SCNZABILTERBEETCA»ATIE, MEKEFEZZAD2 L
IMTH 2, SCN3A ZIRRIICHKIALE W VGSC TH v, MMfEAIC S B %4 -
TWwa eHEllENn 5,

(4) SCNIA, SCN24, SCN3A 7 7 R % —iEB % & 2924 BHE / RIEGERE
Petafk 2q24.3 FEIRIC 1X. SCN3A, SCN2A, SCNIA, SCN94, SCN7A ® VGSC &Ein
T2 TAX—IChoTRTEL TS (K2), ZOMEBOEE, £2ERED TALAD
R 5,

2q24.3 BEEAEMERE
SCNI1A, SCN2A, SCN3ABLvEE (GEE 2av—213av—icikd) DHKEE
% VGSC 8 fn 7 DHREESRA B o Ry S HEHIS 2 &, JeREBESIE (SCN14), TA
20 A BT AE IA~FLIR IR 2  FIE, PR P =T Rk 3 L T & & ORBEEEE)
(SCN24) »@AD b, KBRS (SCN3A) HEE DL TPHING, EHIEILED
2> 2 ERIRE CIX, % RFTERMICRIEL, 2MEE T TAPARERIGI SN,
FAEDNH X T D FEOEINITRE A S HEETH 3 30,31, BHHEIFES Polymicrogyria (%
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v, ARV CA»AIEIL, FFY VLAF ¥ 2 ENEES, 72 e
=, N7 algso, v Iy BeROWENRD L, % VGSC EIET DRERER K 2> b
M N 2R EURIID 2 b 00, Bl LabEtofEkr T 20T clidzwn
T e h D, BEEBICEEINS I3 OBETFPEMER L L ORERD 500 Ll
W,

2q24.3 RFAEMERE

SCN1A, SCN2A, SCN3ABIZTHIET % 2924.3 B LHEBKO KL TIL, FLEIAR
HICCADPAERIEL, RABRZETCNARTA»ABROMELD 5, ELFKME
ERRFME, 347 v =—F{ER2580 5 33435, i SCNIA BRI TRt Al6E i
Red b, FI7EEFHICHEMT 2, BEEOMNFEECHRRENEEZ &0 5, Jt
ROWD KRR 2931 BEE NG, MEMEERFRFEL S AR TADAICHELL
TEBIRE 34 035 5, 2931 DRARDBE TN D L VUL D B, FHNESR & &L 36,

(5) SCN8A BIcTFERBETCA»A

SCNSABIET D de novo Z %% DEE @ 1-2% ICHH 1%, SCNSA #{n 128 FEHHE
ThADADORBIL, FENETAD»AMIE (DEE13 ; OMIM#614558), LU M R4
F\WwiLA (Seizure, benign familial infantile; OMIM#617080), FKfEM: I 427 v —X %

(Myoclonus, familial, 2) 23% % 37,3839, FEIRIRD 2~ 7 b 7 LIEIA <, HE DEE,
BT - A5 DEE, BHAKEN (KiEW) LR CA»A, 2R TAD»A ZMH S MiftFE
fE, CTADAZMEDR HRIGEED 5 DDOWRSHZRIBT 5 7V —THH 5 10, IfifE
WTHINY 7 v b 2 G LTw 355 138ET, denovo ZEROGHIIHEIED Z &A%
>, DEE OFJEF 38 6 ~ H ARG, FIEVIHICIZEBET AR RD o5 Z &58
HY, ERERERRT WA, REFEE, 4790 =—%F, EARERESERAE
MAREB X5, FEVIHICERZOENICRO2NT, MEDIEHETH 228, TA»ARE
FEHRICEGE T 5 Z 3% K, FINFERICHELE 2 b HEOENSRD O D X Ik
%, MKW e LT, FI7~JEMGEE L oS 7 7 v BhEGE & 785k S h 2 iEH D H
% 38, ML, REBICIREEML, LEAMETA»ARPBHIRT 2, TALALSLD
BEIREEIR & LCid, mheessane, MEiRfES, @SB, X =7, ki, SUDEP %
%,

SCNSA BT IIHER =2 — v VEMICRIH LT ), ZERIKREESMNOZ(LTH
NIFESED DEE 2 RIEL, BWRERMOZTHNIETAPAFRKEZ T2 H > THE
JECHIFFERAE® I 4 27 0 — X R DOFERICIRE T 2356035 v,
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(6) SCN9A BT RBERR

TADARIEICBS 325 SCNI1A, SCN2A, SCN3A, SCNSA 73R IC KR T 2D &
FH% Y, SCNIA ZF IR ICHEBE T 5, BET VWA GEFS+HEDS R TOLR
P 7 NEEROBHIAT- & 720 5 5 2 LS 13N, TA»ALBEET 2 EEOWRE
BB Bz, LHLENED, ZOHROMEICENT, BHEORKNELERETH S
SCN9A c.1921A>T p.(Asn641Tyr) (I 7 — v ¥ 2« a3 2 =7 4 T EDHE TR X
N, TADALDBIEAREI NG 5, £, ZRLILOFERINY T v b Ll Tn
727559 UK Biobank =7 V — A7 — X L DWIRIC X VEEENED LT, SCNIA#E
AR L PR DT W AMERE & OBIE TR BE SN T W3 45, Fib il
INEBRRFCTOBLFEHMOMEL, 72 R—=ZADFTEI > TZ DY YW 232D
52035 B, BT SCNIABIGFZREDRR & 75 2L, AR MRS DI 5 B
BICREE NS X5 TH D, WRESHD I 2t v 2B B CI3ENER 2R T RB M
W& (Erythermalgia, primary; OMIM#133020), F{EMEURAE (Paroxysmal extreme
pain disorder ; OMIM # 167400) %, HEREFERA DL B CII B HE(E %2 /R 3R R ES O

(Indifference to pain; OMIM#243000) % FAES 5,

BbYic

BRI OMRIRREL IC X Y, REEZHE S L CEIEEIREZZ T o5 X 91
Y o0bHb, MHINLBIETLRPRNAN)T V2 »OHMiE T 272007 —
AN—ZALFELTE, 51T, VGSC DBEBXRAEMAIIBAEMITIC X 5T, BREHIK
(IHERETE A & BEREES RIS B 0, F v A AEERERLE D X A4 7 & RARRIEIR - SRIA &
OB E LS 22 1C 7 5T &E 72, SCNIA, SCN2A, SCNSA BT I1Z KM E iHIc[R
53, /M, KIFEER, Rkika SICbAKCHEELTWS (M2), 2ol &id, TAH
AR NI FEZRE AN ST IR, A b =7, IR & ORRERIES), ARSI,

RLHRE 7 & OREHRE 2 B ICAIFT 2 2L 2L 9 5, £/, SCN3AEIET
IR CEFRBLL CTH Y, BMIBRKEEZHES 2% v, I ORI, g
DOIfE, BHHE~DOFE LR O CICHEY) RREEOERIC  BEETH 5,
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* 1 EAAKFTE Na 7 v A v (VGSC) DFEBLERAL & 58 0 BHE

EET F ¥ A | Pefhfk FAFBME | FAaEE

SCNIA | Navl.l 2q24.3 FROAX R Dravet syndrome
GEFS+, ASD, ID

SCNZA | Navl.2 2q24.3 rhX fehie EIDEE, SeLNE, ASD, ID

SCN3A | Navl.3 2q24.3 R e DEE, EIDEE

SCNSA | Navl.6 12q13.13 | Hfikffss DEE, EIDEE, ASD, ID

SCN4A | Navl.4 17q923.3 | BH5H BTRMW7 IA =7, LR
JPRIER

SCN5A | Navl.5 3q22.2 L Brugada fiEfiff, Long QT JEEHRE

SCNY9A | Navl.7 2q24.3 R AR G

SCN10A | Navl.8 3q22.2 R AR G

SCN11IA | Navl.9 3q22.2 R AR G

GEFS+: genetic epilepsy with febrile seizure plus, ASD: autism spectrum disorder, ID:

intellectual disability, DEE: developmental and epileptic encephalopathy, EIDEE: early

infantile DEE, SeLNE: self-limited neonatal epilepsy
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