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EE TADPARHMANRZ 7 AJE (autism spectrum disorder; ASD) DFIEICIIEEIE RAIRKE L FGT5
CEIF—IIERAEIRIIZER T EL T Y A, RESNILE L OBRRBLRTZENPLLHLNATHY, HZTZ

TR S R (EF) /A

HIZE RS HEFEICBWTE, BRRE & B, FKEMTOIE L WERZEHREO A D IR

{KDOENS., BRETIE, TOZLIZOoWTOFERE &EDIZ, A DBET TILETADAR ASD DFIEIZED
% SCNIA, SCN2A, STXBPI 72 EOBENAKGEMF N T AF v AR F T AEHE I— N7 5 85T OREREfET,
AT TIIRNTIC & B KINEEERE 2 4 L 7288 C A D ASIE R IR O 38 B0 B m TR B O R AL El2OonT

RIS 5.

BHUE TANA, HEAXRZ NI L4%E, F M) 7 LF ¥R, SCNIA, SCN2A

I TADhA- -BERAZNT FILEAD
BEHERORZ LTS

[CADAGEZT 2207 ). BADOA v 5 —% v b4 b
TIRIOEMIINT2E2E LT [£LOBETADPAITR
FELETA (UCB P ¥ /280) |V, [TADPADIZE ALIZE
fZLERA (HRTADABSR) Y (G RO#EE, #H%
FBUEELCHIT ) ), [TAPASEOERE LT, %
L OPETEETOMEGIIRE v (HAMRES) )Y,
[ CADPADBEEHERIBOTCZ L\ AEFTNRTLETED
WCCADPADPERT LRI, TAPAZ DRV ADT
EUNTADPAZRSIHT 2WEEIMEICIZIZR L ERTAD
b WREREL Y 5 —) Y b OSENE R RKIZES
2?2 CTADPAFEOADTELDY) R 7 I TANPALTT
—BEROZNDOB L 235, SR TADPADBEEEIB L%
815Y L OMENDH L. F7o, Ba HEBICBIT L BENY
FOHGOREE 2 LESLFHEOREN LD OB —IIER
HERIZBITLRE—ZETH LD, TALAOEY:EZ 5D
BT ADPA (MR 4,590 HADTADABE TORET
12 52%%) TIRBIZ8E L VI IEFICEV—BERHI D
BLHE SN TS Y EREETADPATSZD1E4DIE

Ay R T SRS AR I B 2 I JE R A A A 22 IF 72 T 1A 2 A

MG T 467-8601 Ak R I RE KR RET 5 11E 1
ST B T SRR BE IR W FE Rkt e B 2 E SR BT
FESEERE LR B (LJIIANEL)
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BRSO P RERTH Y, T2, HFIMERBRIEZR &
EHERETDHTADPATORIEDOE WA BT RSLEL L
)5 L, L OERBEFRIBTAPAET VEINICE
F 2T AR 7 EOBREEFFN ST 5 B2 O K E 7%
TLER EPLBHLNTHL (V7 F UV EMICE D E SN
T A ATERIE DBRBUEGI H3F 1L SCNIA 2254 % H$ % Dra-
vetiEEEETH 722 e &y, BEERICL S, L ShTw
72CAPA S EIRERDES b o Tnb 2 E2RT 14l
EDBFRD). TAPALRECHELL (BLZ3EHDPMHEIZ
BT 5) HMAXRZ N F 4%E (autism spectrum disorder;
ASD) T 5~ 9 EO—IERAEIRIZ BT 2 F8iE—BER A
BEERTVLEY, CRLEDOIERL D, TAD AL ASD O

FHEIZ BV THEHEENERPRECHFG L TWDE Z LI L2
AR EETH D, ROTA R TY [ TADADSSA
DFEBIZTAPANTIET HHEIT4~6% &, —fKD2~
3L VwbNTET. 25, TADADERENIEET 5
EWVH) ZLEEREBETLEIENRUTYT (HRKTAD»AR
L)Vl THu—OFEEIH LObH DY, F AL
Eo THRMOBENRII Y RE V. —T5, #HoRFEESL R
FHEMEKY = 7 A b Tl Heredity (genetics or the physical traits
we get from our parents) plays an important role in many cases of
epilepsy (Epilepsy foundation, USA) |'"[ Genetics play a part in
many types of epilepsy,,, If a parent has idiopathic epilepsy, there is
about a 9% to 12% chance that the child will also have epilepsy
(The Hospital for Sick Children, Toronto, Canada) ]'> 72 &, TA
PANZBUT LBIZORE LHFGFEYCHH SN TS, H
ADHF A4 FTH->TH, ASD - MEFEEIEIC S 5D TIE
[Q ! FEFEEIIHEZTTN? A DbhoTWwbH  #LT
AT HER 72 & v 9 T & -+ (Kaien Enabling Excellence) |'¥'[ H
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K1 #HrAZS (de novo mutation)
BEOKRIRCZENWHUTIRON R VAR, ZLAETWBO LS
LOHEBEFA 7 2HHELTEY, MIZKOBTEAPEEEZFH>
THEINDHERITHERL D IZ2 218,

FRE DRI EEASRI SN T WD (AT AV — ) W
THEAANXY N LAHEIZE  OBEN 2 BERAHEMECR S L
TRIZAEFND XOREERET, AOD 1% IZKATY
ZELELNTUET (e~ ARy M) 194 it
YWchsb, Liadbd [ASD - MfEIGEREDIT L A L ILEIE
Law] ZEOFRFIIRU7-500, TAPAIIBITAEIE
MEREOFGEEPOEET AL, BESARIRED
[FRRDOARLOH - JRR 2 M) 72 ] LD SR D % 5Y)
D, BETZW - BETEEFAEICERT 5EE 25
OO EE T S 28D T L THES OFER 2 HZ D
CEIZD A D, TADAICBWTY, BIRE L BE, ik,
— AL S TOIE L Wiz Ao A Em ko b s.

I HEZROSBBEOMREY 1 7ICH%E !
RFDVRTIE—ML ) KEZW

% DTANA - FIFEFEERE (JFICREDO L ) 13RE,
LEET A HRBOBRBBHKNTOELRVIZL > THET L%
R BEOMEATE N & S ND A5, TA D AN 3
BICTERED (FF—H) ASD 7% &35 K B F O Hr A28 7
(—f&I2, BESADATHS NIBOIMLHE D DNA 121 RS
NGEWERY LTEHREINS.) (K1) ICXoTHlEkRI S
NDHZENLn. T, HBOWERERKO EH & &b 124F
BB E D 2 5 Down JEMERE L X R D, TED
TS FEEAE DRI 22 < DX OERG D AL Fidk
WICBI 2 HAZROMIMNCIE 2D TH LI LMD
BB ) WRITIC L DRIBENT WA T 2 & FEREAL

A BFREAOBERIT MBI BEL2ITEHENW) T &
THb. PlzIE, Dravet JEERFIZZ DT & A EHSCNIA Ein
FONTOEBIELFALZRICL o THEREI NS D,
TAZH—LRL2AHT LB REZ EHRHMEL TBH

e ssE £54% 15

DWW ZDZ L3S O, BRSO E
A2 ELTHEAETHIEZRLTWD, EBRIC, TEEA
SN EIRE T PCR AHICEA S NS EED L &
57T %)V PCR #EIZ X 5 Dravet SEMEHEO T H O IR £
£ 7 DT 1%, 1) Dravet SEBERESEZ OLH 56 A
10 A (18%) DFEFIZBWTHEETA SN SCNIA ZH)SE
WAz (7 LIVEEE 003 ~39%), 2) Dravet SEfEHRE 112 K
DD B 26 KIE (23%) OERMWIMIZBWTEETALNT:
SCNIAZROWMBO EH SN TEY A 7 & LTHER, 3) 7
VIVHEDS KR EWES A 7 BB ZFOHIZ, TOHEIN
U7ERDSHEL, 4) A 720 E N WHD 6% 12 TA
MAIERDPASNLZ EIZL 57T 7 )VPCR THHHE S
NEFA 7 OFEDORIE, 5) 712 N0 Dravet fE 5 HEEE H
EFA 7132 ADOA (7 L IVEEE 32.98%, 26.48% - & HII5E
SEEAASREWIEIALF]) 7 &, WL OO FEE L MR B
LTw5h., FAOHABRY Dravet JEMEREREOMEHORKTIZB
F5) A7 OFEM RS IR VD, FRNEGRTYA MO
J4r® (M) 7Ly b E— Mg X B TR ) Bk
TBERIZX > THI&E#ZIEN5S Y A 7@ Duchenne H i 2 A b
074 — (&BROBIZ4E  ARHE: 05~1 AN I
BT, BEOWBIREDSENLIEEIBLZ 4% (—
IR D 700 ~ 1,400 5D 1) 27 |) L oHERH LY. =
DT EEFPERMICFERTHELLZBOROE, [HEERD
WF-D) A7 IIARBIZE D ? | 2 EDVZFDZFEDIRAEIC
SCHERDP LM ATE 2 [HFAERORTTOY 2713
SHCRARTIR A ATEC), ORI EE B L 3
WICEETH), BYELFE - BEFEHEORTHMINS
RNETHA).

I TAPA- - BEAXNRT NS LETER4#Z{RT
E{=F SCNIA, SCN2A, STXBPI

Fx OWIRETIE, TADPAMEMIER ASD, HINFEEE 72
ERRESSEIE O KRBT ) AT I B\ Tl AR R e =
S RTHEIZTELTHEICEMIZT ¥ 7 &N 5D SCNIA,
SCN2A 72 E OBMAKLEF M) 7 A F ¥ 1)V (12 SCN2A 1%
ASD fENT CEE—LIZT v 7 SNDB T ENLV) R F TAK
H#% 32— N9 % STXBPI B{nT OWREERT, ~7 AETIVF
M, EHIRZENSEIRTOLRIZL ) BIET 2B OHRE
oI E HIE L THIZEZ D T\ 5. MIHRIEERE O K
7 L BTFIVEBITIZBW T 7 0~ F RS RN R,
RNA A 75437, Wnt/mTOR/Ca ¥ 7 F VD RE 7 &
N B 720 T HETERNSL C AR E N TV,
SCN2A, SCNIA, STXBPI {n¥ 7% EIEB L2 ET IV TIER
Ja L7 BERE B DS TR EIND 2 & DD, MRISEREIZBIT A
BB AE - R R & W - HfF T A DI N6 ET
VEIEHTH L SN,

BAMKRAEYEF V)7 A F v A VERT Gl BWTA
T UEETR) BT S a7y b EZFORREE Gl



20224 1 H

13

F1 BMREEF M)A F vy A Ve T2=y b (B 1)

EH (GHIRT) | GetauffiE FEHLEAL P
., TADA - HIBEEE - FBEIZ
Navl.l (SCNIA) 2q24 R (Dravet S BEEE. BAPESE 75 2)
N . SR FE - A sy
Navl.2 (SCN2A) 2q24 AR R TADA - SINEE - BRE - HERHAE

13A CKRHIEEMERE, BENIS)

Navl.3 (SCN3A) 2q24

ARl (IR

T At AABSTE T ?

Navl.4 (SCN4A) | 17q23-25 HHE ol
' (I A DY R 75 &)
e LEE, TA»ABERT ?
Navl.s (SCN3A) 3e2l L (Long-QT fEMEHE, Brugada JiEBERR)
Navl.6 (SCNSA) 12q13 HRHR A EERTH, MWEE, TADA

Navl.7 (SCN9A) 2q24 L (PRARAIREED) TERREE, TADABHIRT ?
Navl.8 (SCNIOA) | 3p22-24 TR (AR ST i R
Navl.9 (SCNIIA) | 3p21-24 T (R Jif R
Navl.6
Navl.2 Navl.1
( Sl -
FRRH ST, o
HRAARB SN, N RBHEZET - i1
B R sl ga setristratann IMALESLGE
W by | ekl
CA%{ZK;‘%HH@ (PV +, SST+)
PR I SR A
7N VAl ;E?ﬁ%gﬁg‘%o & o /J\Hi%(i Y
TSI R KN B B
\ A7 A B aH

suietronns ([P

2 BEAKIENEF MU Y AT % £ )L Navl.l, Navl.2, Navl.6 DA A
Navl.l & Navl.2 (3% < OfFEIIC BV CHEHHBAY I 5B 5.

TLLT T2y " Hh6hb. L MIBWTaldofE, it
ATEDH D, a 2DV THAKMRE TIL SCNIA, 24, 3A, 8AIC
I— FEN5 Navldl, 1.2, 1.3, 1.6 SEIHHL (Navl.3 &
FAHRAEIAICTEBL) 512 SCNIA, 2A IZBWTTADARE
TOEROHEDN LV (1), al ¥ 72=v b (Navl.l) %
I— F95 SCNIA IZOWTHAL L, BET VAT T AR,

TADA - ASD - FINFSERE % & 0F 3 % Dravet FEfEHE (B &
Z 8 EDOBEHDHIENT O SCNIAERE/RL, ZDO3EN3
AY UV ATTENF 2y AR EDGWMERTHLZ L) &
ED% < OBEROFE 919222 Dravet FEFERE SCNIA I A
LV ABERL T M) Y ABRD TN % HIREIELLER T
%2 Dravet EBREEF TO Navl.l IZF 4T 5 beta-1
% 32— K42 SCNIB BIETOAREEROMEY Navl.l A
PRI O —2>TH BV T T VT I VIt (PV+)
BSOS v MR GO s e o T b i b K

M%<, FRICENER & B VR O MR ISP 8T LSSk
L CEDOWE LI Z A1) TOMmWEEI (M 2) &,

Dravet JEfEHEE TNV T ATH 5 Senla 7> v AZEHE ) >
TA Y ANIBIT BT OCIAFIEL 2250, Rl R
ELHASMTHREEY, FELPVHIEIMEMETO
Navl.l PSS CTADATEE L 2RO A7 65, HAMNITE)
RLEGE) (37 b B Dravet FEERED L L OFER) OFEFAT
BHAHZEP(3), Navl.l ZHEEOBEEMMILICIZZEI L %
WS, KN E o B MR —BIcsEH L (M2), Z
CTOFPNLHN T AN ATNE - ZZHIE T IR % FF
SZ LW (M3), Navl.l & Navl.2 (& & (BB - S h
BRI 4 (720, W - KN E 2 & CldE
|2 Navl.1 I EHHIPEMIRGLC, Navl.2 (dEEMERIRICTEET 5)
W, % OREHAIZ B THEIHMBIIZEH L TB Y, #l
PEARREHIIZ B W CTIE Navl.l IE PV+ RV~ b 2% F v Gk
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PV + 3 P A LA A

Navl.1

- DravetJi h

Navl.1

3 PV + HIHlAMY T Navl.1 25§ A° Dravet JEEHRE O 3
EREATH %

PV + B HEARSHIIE 2 31 5 Navl.l DA Dravet JEBERE (TAD AT

{E, 2¢0R3E, ASD, MMYFEE, #iGH) OFEFEKTH S | EA M

FEAMAEL C ORI TN 2 T3 5.

PV i VT TIVT IV

(SST+) 7 EOWMIELEREZE (medial ganglionic eminence ;
MGE) Hi%k, Navl.2 (ZIMEEBIERE <7 F P (VIP+)
) =) VESST el 7 & o RMZEEARLEH (caudal gan-
glionic eminence ; CGE) HISR O#PHI A REMINEIZ F I 5BL %
TEW(M2) mERWE L. BICRERA &, Hi e
L7z Senla 7O E—% =125 > T GFP OREBIFFE SN S
Senla-GFP s 5 Y AV z=v <o A%FM L, KEINEZEN
2B\ C Navl.l & PV +/SST + ¥ ARSI T DRV F8 3]
WZIN R 5 S JE O SR FER ST R 55 2, 3 & o0 B B I Fe i
D—MTHRBT LI L ERALAY(KM2). HI2, Navl.l
DO HEREEFL G T D FEBUL Dravet FEFERE 12 BV TRINE E
B VM T 0 Navll OFEEAMERE AR 2 FHFOZ L &
FFRCHBAL, KBMEE PV + S e O ge A a7
5 HER ARSI o B, ISR D TTHE R A LTl
FEIIZ D7 H5 % &) Dravet AEMEHE O ZEIRFE FEE AR AE A1 1% %
RS 2bDE %5723 2T, Dravet JEBEEEEIET-IGIE
HRFEDHM E LT, clustered regularly interspaced short palin-
dromic repeat (CRISPR) Tl &% dCas9 DX 7 L7 —+
JAERNCEER T2 ML 720 O % 70 € — ¥ —F |2 3FE
¥ % CRISPR-ON & M SR E B R FIR B L2 FIH L, ¥
FIEMFEIL D AT Senla l2xF L CTEIAEALHZ EI2XD
Senla™'™ <7 ADTADATNE, F2RIEB L UGB 2 B
$AHZENTE/. 2@ CRISPR-ON 35K & > 7% 7 25
ICEDFIERRI END 2 DL VHIRERSSERE 2% 124 < B H
TE%, WHEOEWEME LD DB LEEZEZTWES.
BAVAKGEF Ny AF v A Vv a2 7=y b Navl2 &
I—F9 5 SCN2A 122V Th T4 1L, TALABRSE Bkl
WA T T AHE) TORDTOER (IALFA) LZFh
I2X BT % FOVERREDTUHEY, T A AE (R B e R
LD EFEERHASE < R REE) - AIMNSEERE* 609
% ASD BF TORMOPESF > & > AZERS K H 5
B, West SIEMERE 72 O TAD AENIESRE TOHAEI AL ¥
ZERP YR L MOV —TOHE L SbET
WAEMICHS &, SCNIAZRD I AL Y ADRBEETADIA
(BT VNAT T AR E) 12, F vy A% EDSMZERM
HIECANPA Dravet FEfEHE 2 L) RSN DXL,

e ssE 54K 15

PO A SRR

% TADA -
(A PAEEBF)

M4 BAEHAHEINLC BT 5 Navi.2 OEMATT AN AZ]
ET NS

PHPE ARSI Tl 2 < B EMRSHIIZIZ 81T % Navl.2 O AT AH

ATREIZ DD 5.

Navl.2

Navl.2

SCN2A BB TITHIZ I AL Y ADPEETANTA CKHIE,
West, Lennox-Gastaut JEfEREZ &) 12, Wi E 25 ASD 40
HREELE)BE TAPAICRBENTnE, 202 &g,
Navl.1 25 E PN T3 A DI2xf L, Navl.2 28
FNHEEMEM CHRIRA L, EIETANPATDSCN2A I A
o ARG OTdE) AR ELTEZ LT L THY
ENINDL. LOLEDE, SCN2A TWERLBEELNTL TA
PAREZRBIESEI T s, BEERMEMTOF )
T AF X RIVOFRAMEL, ED L) IZL TTADPAIIZEN
LOWRRELREME LTS, TICHT252E LT
Fexix, Sen2a~sTa /sy Ty <A (Sen2a™T) BK
MEEA ELBRE CAPLARIEL BEMME (MIREES
SWD) %#/RL, Z15DRERD Navl.2 DF:8il L - THI &
B ENTWBEIE (WY w7 FEREN VI L), K
i Kz 2 B P AR OO A C Navl2 2 AT O RESE S
ETTADPATRIEDHR SN S (BRI CORET
SN2 ZEO(M4), HITIX, SCN2A & Rk H)
RIS, FRICRKHBUEREH CHERCERERLY TR
% 2737 Muncl8-1 % 32— N9 2% STXBPI D~\T7U /) v 7T
7 N A Stbpl T X Sen2at!T DW=y A3 LK
B (BZ25 IMAEEREE) 2»20/MEk (25 JEHEM)
NOBEVEAT O T AR & 2 5 KMBEER 2 /v L 724 <
P TADAFIEREE (M 5) %, Be T Kbk
B —iR SR S C O R RIS AR T RIS X 2 IEIRFFH
(KRB Bz E— RIS T O RETIZIEFRE) 2, Mk
HEEE B8 PRI Fe R M R e 2 A9 LS B8 B L AR St b B A ik i
1238 L 2oy AMPA SR8 74 4 THEE N HER O B4
Rl v ZMEARNORFHEAZ & 5 RHFEIEISWD, VA F
AT 7, WEEAREEOHEKANHER (ZoRIL, 2o
FEIER RS RGN EORETANADORR HF, KIEME
RIVAXFATVTORIEIZL DR D25 DTHHZ L x bR
) LI RBLEE L IhsomEiE, Mg, 5
MRS B 2 BARAEET ) 7 AF v 2OV O -,
WCTADPAINZEDR LD EOEMIZE 2, F24F TR
Bz E—HURIAIEE & Hu L Bk 2 2 SSIERE ASPRIE S N H36 b
D CFIADST & 2 2o 72 RAFEME (D B0 KA
APAET IV T A TR GEOM T s ST w
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Stxbpl (+/=) Scn2a(+/-)

SR |

I

AR
SIIEAL | e

N 04
‘ l 4 'SWD

HUR

i ﬁil

(RSN
o

2

’_'b*éléﬂwﬁﬁ e[ 055 7% |

| skt | BT

Glu wp GABA =]

BI5  RIMECE D 5 RINEEEAOBEEAT DT TAPAFIEIC O 2D S (CCHk41) X 0 5IHEZE)
R B B 7 & MRAAR O LSS K IR VARG (PSTAINE) ~OBEMAREIRZEDRT A%, FSIMMBOFKET 251 22§, LhashBA PG o
BEsmil GotEAL), WeEERIVE O MR, R TR OB, REIRNE - REREEOMRETE £ LT, KRB OMEIE & CofiR e L
TDYINY Y RIZD%AY, SRR E IR OSRD), KMIEEOFAEIZ DR 5.
ZF L NREE AL IR, YORERME, SURTAHL, DR ek e/ R B E T s,

%) IZDOWTH—EDMmBNLFHNHE 5252 & T, TAD
AFBFEA T Z ALTFGRNINTG A LT T 2db 26T D&
ozl HALTWS, bAaAIIERAITKMEZEIZBNT
Navl.2 3R E—R B, BE—HUR, FBE—MGAE &85
iz E£2 7%, CGE HRIPHIEMAEMIZIZ D3 2 2 I 2R

L, SEIRERFRSHHIIE & PV + 3B X OVSST + A p im0 - 3=
IZ5B T 5 Navl.l EEPICHEIMBN 202 RT 2 & %
RHLTBY2(K2), &0 Navl.2 O E—4 kit
TOFREIUL LR TADASEMEREE (K5) Lb—%T 5
MR E o7z,

MMATHEKAIL, Sen2a™'™ < A DB E EE L LIEHA
B Sen2at!T < ADGBIEE), NLATE), PRt
EEZ EOMSMTEIRE LR L, L% & SR
ATENAS I Rz B F B P M O & C Navl.2 &7 O
RESELIETHEHESND 2L, BIZIZFNS OBREITEH)
A5 AMPA Z 7 RBERETUAESR 7 2 X A 2 & B B
EEOTLHEIC L WV REENDL Y, Sbpl ™~ <7 AN
FHRWEMAIRT 2 &, RN B S M fi e £ 72
W ERIH AL CORETIZ Z OWBESHH S e
S EMS R, S AL o B sE IS o S P AR L B
VT % Stxbpl OV DWESTLEE 726 LT EHES
HTE, BEBEDRT VXA X ) — R 7 0% B2
BENLZEW R LRME LS. TR, ASD 2 &
DHEISERDS ITIBT B RIEAH = AL L LT [fide
P S O T 1A tET 5 2 L 2RIBT 2 b D &R o 72,
Stxbpl 71T & Sen2a™'T = ZNIBIT S TADPABIEDIRK &
L CTO KRB B ARVE R B 2 5 IR SR~ B8 4 A JT 1K
T, LIRS PRI EEATE 20 & IR B SR T B 2 fH %
ANOEBETHELTWLZEXENSNG. bEAA, Ml
FEEIEIC BT AITEIEE IRV REL - T NATER M BN
JoilE, I3 2= =g VEERLANOEM L Eott A

ST ERk A 70 b OTRERL S I, HURTT BRI I R0 N8 AR
EB 2 CORBOR L 2 FAEMBEISESRE S NEDS, Fmrl
X° Shank3, Cntnap2 / v 777 N7 A7 ED ASD ET IV~
Y A CHGE L CREH R &N T 5 MY 3H 7 % %
MO—2LFZ2 5. A OWRZETILI NS NI Z LI
BUTE, MRS EE AN OMHIZEkA TV S,

B b (1

KREGDOTC L 70 2 3 THUL [EREEHIZ X 2 &84 o4
77 I DNA fgi | # B EETWiz2niz, A= 2D
FRCHEL KRB Z b idisk e vy, MEEDE, RS HR
WA OF R, SERERCEERD L, BB - %)
R EMECERT 2 EE 2O - B, B - E#
DHEHEDONEZ: L% KR X ) v M d ), HROERD R
AHOLDERDELELEZLDL. ST TIOREIZOVTT
BRE Ao 72T NOWisE - BRROM T, BXZ6E
AR, 2 BIDSREE, 2 BSR4 SEVAS, HECTIREEIC
FAEIRA ) AT DS, KETIE4 7/ 4 DNA BT — ¥ 2
% T3 5 Nebula Genomics £ [ 710 v 7 F = — » ZFH
LBIEFT— 2 OMAEREEE~OBEENTE] 2
LunaDNA # O [ BRI B L O T — & L 5] 32 O AN
DOEFBRRME] A vy T4 TEMNET BHE L DRAR
LEBIH[ESTBY, ToOIIBEICIED L) v, v
I HIITARFEEE T 2 DNA 25 85 B R BAERO R EF
BIAL (N THIEE) WS CEROFRD THEENS.
FaIT—AL R FERPED, CORNIHRZARE TR
W25 ) 7

X [y

1) TADAinfo. TADAZHEIZL 372 https://www.tenkan.info/
fag/basic.html [FELH @ 2021.6.7]
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Understanding the molecular and circuit basis of epilepsy and autism spectrum disorder

Kazuhiro Yamakawa
Department of Neurodevelopmental Disorder Genetics, Institute of Brain Sciences,
Nagoya City University Graduate School of Medical Sciences, Nagoya

The monozygotic twin studies, increased risk in children of affected parents and identification of many genes responsible for epilepsy
and autism spectrum disorder (ASD) apparently indicate that genetics play major roles in those diseases, and recent yearsrapid progress of
genetic tests and therapies especially require the sharing of accurate knowledges of disease genetics among clinicians, patients and family
members. In this review, I discuss this issue and further introduce the results of our patients, mouse models and functional studies on epi-
lepsy and autism-related SCN/A, SCN2A and STXBPI genes encoding voltage-gated sodium channels and synaptic protein which revealed
pathological mechanisms including novel cortico-striatal epilepsy circuit and a trial of development of gene therapy.
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