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[ABSTRACT] Developmental and epileptic encephalopathy (DEE) is a group of heterogeneous disorders characterized by
drug-resistant seizures and neurodevelopmental delay, which can hinder brain development and lead to severe cognitive, behavioral,

and motor impairments. DEE is mainly driven by genetic factors, typically with an onset in infancy or early childhood and generally

with an overall poor prognosis. This article provides a review of the definition, epilepsy syndromes, genetic etiology, and precision

treatment of DEE.
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B HEG I AR B U AR 4F 15 DEE AH G0N
GAIEHAT IR,
1.1 #A)LARILE (2 ¥ A T)HARMA DEE 48 %
IR 45 A A

@O % JL - ¥ DEE Cearly infantile DEE, EI-
DEE) , & RE A iy 44 1) K H JE 25 A 1E (Ohtahara 25
A HED S AL 22 1 s 5 8 LR B D o 1 Ry
" % VE Cepilepsy of infancy with migrating focal
seizures, EIMFS) ; @ %% JL i 7k 5 28 £ 5 1k (in-
fantile epileptic spasms syndrome, IESS), B £ #R
LR EESE PR West ZEB1iE ; @ Dravet 55 1iE
(Dravet syndrome, DS,
1.2 JLE A% 69 DEE 48 X i i 45 &4

OWLFEZE g2 5K F1 959 Cepilepsy with myoclonic
atonic seizures, EMAtS); @ Lennox-Gastaut %% &
fiECLGS) s O WU 1 % i / DEE 1 1 MR 1 B 1% 0 3
i (EE/DEE with spike-and-wave activation in
sleep, DEE-SWAS) ; @ #: J8% Y A 56 4 985 06 25 &
fit (febrile infection-related epilepsy syndrome,
FIRES) ; © i M 150 Bk - i 5 -4 7 £ & AiE Chemicon-
vulsion-hemiplegia-epilepsy syndrome, HHES)!,
1.3 ARJRF T R E DEE 48 X iR 45 6 48

AT P WL 22 98 i ( progressive myoclonus
epilepsy, PME) , Ho AL 6 — 4 #f &t 15 7 . i A
30 s 5 DR G 00 8 A e IR ) i DR 9 A 1 | G ) A% e
R (1

2 DEE & &% H

Bt B AR AR A I DR N R R R 22 Y O
S OB L R g & B, SHEIDLEY %550 % 95 fif
B IS W 2 R (2w G 3 RGN Jr 12 B0 4 7
TSN L 45 R R F AL P A 24 58/ e o AR R
H(CGH/CMA) Wi %k 9% , Z 3 H 4 (MGP) 2
Wi 19%, 448 5 F 40 7 (WES) i2 Wi R N
249, RN F (WG L Wi F h 48 %, 3 H %
A%y DEE W2 W R W B fE . 354k, %F T DEE
{14352 15 AL ATF 5% 720 0 TR N B8R 8 22 1) st A% TR R
PR TR ARG AT O K A
M P53 (PRS)
2.1 BARBFHEEX
2.1.1 &fE/RAE DEE i % ok b2 5L Rk
W BN AR Y R A T R AR S L DB
g R R AL AR S DL K X E SR A A R
2013 4F EPI4K PMELLE 3 XF 264 4~ A 0 22 LB

ZEGE A LGS R R AT A8 7 4L L & B 2
il o5 #H O B & A F§ GABRB3 . ALGL3 , CAC-
NAIA .CHD2 ,FLNA .GABRAI .GRINI .GRINZ2B ,
HNRNPU.IQSEC2 .MTOR 1 NEDD4L .75 T i
P BT A A S O P I ) R R S A
4 AR e W AR 2 R0 A (] W] 5 S0RH N7 1) B30 35k DR AS: ¢
RAFZES . —BUNIAGIF 5 R, 13% 1) DEE
AT A R Tl 30 5 T A v A e € IR B s A A
XA R B I A A At A i, sk
AP L R 22 1 G 0 R B M 3 A% 1 3R TR B
i DEE B 80U% 3 A L il i WWOX \UBAS5 \UGDH .
GADI V) Jy DMXL2 4 3K CDKL5,ARX
DL N PCDH 19 J& H it R fe % 0L X 3% B8t 1% 1Y)
DEE #i LN, gk &= 2024 4 3 A, AL
T R AL B E COMIMD H 2 2k 1 112 Fh
DEE #HC i) 0% 5 A, 4 44 4 DEEL #! ~DEE112
B, LKL,

2.1.2 WAL kB N A MR A K
20 6 e R T B 2 A 7 A AN R RO A0 B ) R
XU 409 5% iR %05 PCR (ddPCR) LA J2 PASM
(PGM amplicon sequencing of mosaicism) J5 ¥ Xt
174 i SCN1A 7% 59 Dravet 285 1iF 8 LK R k4T
ANE MLk & ARG, A BA 20 41 LA SR —T7F
i G AL, SCNIA KPR b Ja il & 5 48 T %
11,5 %(20/174) 78 S B ] 5] (MATF) (B R
1.1%~32.6%. YANG 21" R H ddPCR 5 % %t
56 ] Dravet &5 1k LA E MK T UE4T SCNIA
FEHR AR, R 17.9% (10/56) Wik & %
5 ,MAF i J9 0.03% ~39.04 % , B & & T 4b JA 1
MAF {8, LIU 2200 % 42 ) PCDHI19 28 % % Z i
F AR, & B PCDHI9 # &R K EHE N
11.9%(5/42), MYERS %2V §F 5% & %, DEE # )L
FSEER H K SCNIA .SCNSA .GNBI .SLC6AT |
DNMI1 .KCNTI .CACNAIA 1 KCNQ2 £ LR
BERTAEAE 6 B4 00 Pk s J L A B W
STXBP1.PCDHI19 HIGNAOI 4 5878 S8l IR
FH . CHEN 251220 %) 264 15 255 3 B BA 8 1 550
IO R FR R B T 485 7 09 W B0 1T &
ARG L K B 20 S UE F K 11 B A BE— 7 I
JRBOR L R AR, BRI A S RAER LTS, W
KBNS B R S 17 Fh, 45 SCNIA [ SCN2A |
SCN8A .STXBPI1 .PCDHI19 .GABRB3 .CDKL5 .
FGF13 ., KCNQ2,CACNAIA ,COL4A1 ,KCNBI ,
CSNK2B .KCNTI1 .KCNA2 .SLCIA2 } WDR45 ,



. 478 - FEHEBR #2024 4F 12 H%5 39 5% 6 W] ] Precis Med, December 2024, Vol.39, No.6
F£1 B# OMIM YR 112 # DEE R EE

R HH P5 HEM R | %= HMH R X 95 HNH iR HH
DEEl ARX DEEI8 SZT2 DEE35 ITPA DEE52 SCNIB DEE69 CACNAIE DEES6 DALRD3 DEE103 KCNC2
DEE2 CDKL5 DEE19 GABRAI DEE36 ALGI3 DEE53 SYNJ1 DEE70 PHACTRI DEES7 CDK19 DEE104 ATP6VO0AI
DEE3 SLC25A22 DEE20 PIGA  DEE37 FRRSIL DEE54 HNRNPU DEE71  GLS  DEES8 MDHI DEE105 HIDI
DEE4 STXBP! DEE21 NECAPI DEE38 ARVI DEE55 PIGP DEE72 NEUROD2 DEES9 GADI DEE106 UFSP2
DEE5 SPTANI DEE22 SLC35A2 DEE39 SLC25A12 DEE56 YWHAG DEE73 RNFI13 DEE90 FGF13 DEE107 NAPB
DEE6 SCNIA DEE23 DOCK7 DEE40 GUFI DEE57 KCNT2 DEE74 GABRG2 DEE91 PPP3CA DEE108 MASTS3
DEE7 KCNQ2 DEE24 HCNI DEE41 SLCIA2 DEE58 NTRK2 DEE75 PARS2 DEE92 GABRB2 DEE109 FZRI
DEES ARHGEF9 DEE25 SLCI3A5 DEE42 CACNAIA DEE59 GABBR2 DEE76 ACTL6B DEE93 ATP6VIA DEE110CACNA2DI
DEE9 PCDHI19 DEE26 KCNBI DEE43 GABRB3 DEE60 CNP:Y3 DEE77 PIGQ DEE94 CHD2 DEE11l DEPDC5
DEEI0 PNKP DEE27 GRIN2B DEE44 UBA5 DEE61 ADAM22 DEE78 GABRA2 DEE95 PIGS DEE112 KCNHS5
DEEl11 SCN2A DEE28 WWOX DEE45 GABRBI DEE62 SCN3A DEE79 GABRA5 DEE96  NSF

DEE12 PLCBI DEE29 AARSI DEE46 GRIN2D DEE63 CPLX! DEES80 PIGB DEE97 CELF2

DEE13 SCNSA DEE30 SIKI  DEE47 FGF12 DEE64 RHOBTB2 DEES1 DMXL2 DEE98 ATP1A2

DEE14 KCNTI DEE31 DNMI DEE48 AP3B2 DEE65 CYFIP2 DEES2 GOT2 DEE99 ATP1A3

DEE15 ST3GAL3 DEE32 KCNA2 DEE49 DENND5A DEE66 PACS2 DEES3 UGP2 DEE100 FBX028

DEE16 TBCID24 DEE33 EEFIA2 DEE50 CAD DEE67 CUX2 DEES84 UGDH DEE101 GRINI

DEE17 GNAOI DEE34 SLCI2A5 DEE51 MDH2 DEE68 TRAKI DEES5 SMCIA DEE102 SLC38A3

2.1.3 WHNET BN FEAKTE AT mRNA
Wit it A 5 48— /NBEA S DX, Y e B e ik A
RNA ¥ S5EACHE, 25248 R 2 m #08 &| .
CARVILL A& (w55 v, S 23 X 640 4] DEE %
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s H DRET oY B MR T s s T 11 A HESR S
X8k, FH Sanger WU 7 #E 47 A B 6k Pk i 5000 1, & B
4 )R BE YR TS S A I TE 145 R S 4 i ] 2H
FEECHE TR s R B T 0k KR E NS AR, 5
WIRE N & T AT AL T 20 5 & T 1Y — B 72k
Wi 90 X dsk . X R B SCNTA JE R 3k 19 73 B
Wi T — KN 64 bp B FELRSF Y DNA, Jf &
O SCNIA FEH BB S0 2 0k, “ A F 4 B 77 1
ZATFE PR 20 N(N=nonsense) , ZW5T %K E
(9 5 Ak N B A8 5 B AR Y R BE AR SF XY 20 N
AR X 5 A28 AT BETE A 20 N A+, 5 308 X
S8 mRNA FEfit

2.2 HNHEF(CNVs)

DEE A DA i 3 & 19 CNVs § %, BOUTRY-
KRYZA SO WF 58 2 W] 6.7 %0 (i B LR 28 i 3 485
WEURTE CNVs, 045 2q24.3.5q14.3,9q34 kg
M1 2q24.3.Xq28 Ml EE . EPUK M EHE 2 WES
ByE ot & B, 3% mo 2L JLE ZE9E 8 & Lennox-
Gastaut ZE & fFE £ B B & & Bl CNVs'®, EPIK25
PIMELLXT 10 712 1) BRI I8 835 1 22 ol KBEAR
WFE 2 B L 35 A% M 4 T WU R CNVs KUK B
T S B B 15¢13.31 1 6p13.11 2k,
H WK JE DEE.{H DEE AH3¢ CNVs T X8, 228
FUL CNVs. 3  BE A 15q11.2-q13.1 HE,

23 FARHBEKX

TE 5L DI e R 5 2 22 A5 o 5 TR R 5 i) 3t
Al IRUIRS: 1) 3t A% A5 2, 3 AR Xl 415 468 A 5k PR B 7
PEBE DAL R O Y TR A 78 S AR 25 B S Bt A%
DA 5 AH S o 33K G ol A8 S5 ) ik 77 A 2 i 728 s A% XU FF
WA SCNSA SEPB iz N O AR 225 T
) SCNTA Zf 4 i B /I BRI 455 80 rp 45 31 90 582,
SCNIA Fil SCN8A W4 &7 5 /N Ik SCNIA H
FE P 28 58 S 00 /N BRUOE 5 2B R H R S O &
fE I SCN8A %5 3 M BE 7% 4% Bt SCNI1A 3
FAAESFI/NRGE e T, X s gl R, AR
AH LA AT DA AR 5500 A A /Y ™ R B, T SRR B
o 35 DXL AT S G i R 0 1) I PR AR S k. TAKATA
L@ X 743 1) DEE #0351 2 366 {41 X} 18 41 it
AT AN W, IF 53 B H DL AR S F0 5 WL AR S L A 0
Br 7T 2R W AR 5 (URVs) . 45 1 8o, 5 % I8 21 4
I DEE B & J 80 URVs (dURVs) By % 3
%, [Fm, 76 116 4 2 £ W8 DEE SUjs 4 K 1) & L
hERB T dURVs &£, XLk R, X k8
B L2 —ANFEILR S H 1 DEE, 1A & i
AT AR R RRE L QSR BRI L X
HhIY dURVs 1] BEAS 23 7 B0 0% 1) & 4 . X 2E 451 41
475 S R BB A Ry 4B U TR, T R S ) AR A Y 3R
RIE 3097 RO AT .
2.4 PRS

PRS B} RURS: 45 o7 FE PRI A IXURS: A 22 31, 38 %
T o KA ) 4 35 PR A DGR 43 BT (GW AS) BIF 58 3 L
K S R R A RN . PRS YW 78 TH i A
58 RO A A S5 A 5 XU A st A% 800 DA fiE
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B IR 1938 15 B A= DL R e R B ML AR iR A7 R
AR WU PRS WF 5T M AL TR & B B, TL-
AE 45 7 — 38 & 15 212 1] 95 9 58 & F1 29 677
X RRZH (Y 4 FE R 2 4307, A B T 16 A 1 35 728 S or
SR 1T A S B R AR R Ll OR TR
SEYBRIE AR L B T 21 B v RE Y
I SE IR 2 B0 5 A PR A T MU . X S B R LA
LR AW DI RE AL TR G B 3 WAL S R T
gk R B6 ARG .

3 DEE W #i897

DEE B KTG#K2 SET- R B R . Kl
BIFNIETT AT 0 B A A 2N DI BB . 3T AR SR B9
FEE AL T i DEE WAE 099 B A BALH 5, B
FERFE KRG HEIR T J7 3k T B 503 A8 3 i 22 A A
R, RS HETR YT AR W 25 IR T R R YT .
3.1 SCNIA A% Bt B s

F) S I P (Stiripentol) J& — Fh Al DL 5 y-2 3
THR-AGABA-A) Z R TIGE ML 25 - . £
B 50K S R A L BCA . ROSATI
SR LM A B TR R G B S B YR 9T AN [R) 2K A i
[ P4 0 £ A 132 91, Horh Drravet Z5A1iE 30 ], 29
Bl (22 %) 52 T Wi FP LA L A BU0R 25 903697 .50 %
BRI & VRS R > =509, 9.8 % To IR K AE
A AR RORTE 38R R A B (57 00 R ] 2
TE Dravet Z£5HE4H (18/30,60%) . Z5 3 $7 FH (Fen-
fluramine) J&—Fh 34 I 40 fd S0 M35 K W25, TF5T
& WG 4 2% SCPL BH IR 97 X Dravet 25 & 1E A K
JERES . KB 8 (Cannabidiol) J& — £ 52 #E 42
WA IR 9T 259, HAE FHBLHI i A B, 78
— IR RH AL O 2 Rt R e R 6 e B KRR
X A AEA 43 00 BY L2 3 CGE LRI 50 V0 15U
FAED) 7% ST g 25k 27 Y6

HuiA JLF T8 )7 Dravet 285 A9 259 1E
TERE % o, A0 45 Soticlestat, 4k $i7 1 K . 52 37 bk e Al
AR OMED | Soticlestat (TAK-935) 41 5 fiH [f] i
24-¥ AL (CH24H) iy 40 il , CH24H /& N-H 5-D-
R A& B TR 32 1A I I A8 44 0 3 390, v] 5 Bopl & it
Mg, Ko CH24 H /K7 BEAIK AT fiE S 8o & ot it
JE %A VE R RV 2 P B A . T 00 A X 8 45
WK Dravet ZEGfE & )L 12 J& Soticlestat 4E 5167
S o G BTV IE WU R A A il 2 50 %60
3.2 SCN2A Ak Bmth B HE 7

SCN2A 7% S5y ae 5,3 AN

B SCN2A 28 54156 DEE 835 R 3™ &,
f3 4% Ohtahara 55 1iF Fl EIMFS, Hi# % 5 SCN2A
SRR (GOF) 48 507 BE 1% 41t 35 4 3 3 BH
B KR 7 o N i NI G E A 0 e
BEARGNIRIT SR, 3 AR LUE M DEE
Zh SCN2A FePH TRk & (LOF) 742 57, 4 i 18 FH
bR 751 0 1 2 m EORR  AES
3.3 SCNS8A 8% fi i #5225 4 o6 7

SCNS8A 75 5 5 36 BRI 4 1, 40 45 36 AL 4 ™
HY DEEBURE R 2 LT KGR MEE LG
Ik A O P [ M52 Bl R DL AN DA AT A R A
2 F R, SCNSA JLH GOF 48 5 5 & B N
PRI AH OG0 LOF 58 78 I 25 3 BUpE 808 A &
Iord )R 7 B . A 3 BEL OB SR AR RS R R B B XA
GOF RAZ MM A 2. Hui, £ % GOF 28 R K iy
S SCSEAZ AT TR YT 15 0E 7R I IR I 58 p ) T RE W 5
F W], SCNSA 78 5 5 30 H8 43 5 58 4= 19 5 22 B HL I
Thim I & R B T 2 B R R, B A
Xt 5 252 L U T R T RE R — A IR T SR g
3.4 KCNQ2 A8 5 Jn Ak /2 25 M 6 77

KCNQ2 2 #4156 DEE 5 3 fig B gk 8 A8 #H 54,
A REAG SRR A B ) 4 o 0 K AR
A B AR — IR . AR =R YT
KCNQ2 7 5t #1 % DEE & &, o] 45 20080 53 W0 &
1. & B V5 I 16 BUA T  mIE /N,
3.5 KCNTI A8 i Ja s e 25 4 06 75

KCNTI Z 538 % J& GOF A5, %L N4 7
A S B ILWIE RS 1 DEE, £ %% % Jy EIMFS,
Y K 22 H0CR 2 ME TR VRIS - H TR S8 B B 25
Y JCE IR RCR . BT R RO
RKEGY ik KCNTI BRI . FITZGE-
RALD 21 UBFE & B 20 % ) KCNTI 78 S5 3 4
1t 245 Je TR YT 5 W R AF D 5004 .
3.6 SYNGAPI #8 % i 7 25 4 6 5

SYNGAPI 452 fih Ras &4 = %5 B2 iff (Ras-
GTPase) G HHA 1. 2 —M35 N-HHE-D-RAL A
iR Fl o34 -3 ¥ FL-5-H 3-4- 57 mB e 1 /i (AMPA)
ZARA G0 25 A W R S AR g — Rl
I AMPA 52 0K A S 09 2% 4y 4E Y B 25
Y. SYNGAPI %5335 AMPA Z K45 #12%
PEIG 9% G WA s v 5 JEAE Ny SYNGAPI #5¢ DEE
PIRYT IR B . — 00 B S FERIE 5 R BH L ik A 3 X
Jay kbR KA | A T 5 L R 2R R AR LR 2R R A RN R
P RAE A e fEAVE T 4T Lennox-Gastaut £ 4 fiF A8
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SHLCLGS)IRIT A MR N 66,7510,
3.7 DEEAXAE &I

DEE # 5¢ 3 ¥R I7 19 7 15 AL 46 [ SCSE % 1T R
(ASO) 5 A CRISPR/Cas9 Hl i % 7 2 /& (AAV)
Wik Gl AAV O CRISPR 4 £ {4 i 3% 5]
Dravet £5 G ik /N BUAR P, T R AR JH: 3R B508% 0 9 & A
SEAE, ASO JRY7 W itk # EIMFS # L KCNTI 7%
SRH IR AE R I B B PR IR T S I I B 4h 2
5 A4 24 ) ] 7 2 6 1) 1]

A /T N Ui < 5 N i = RGN B3 EORV S
K HOR 2 (1) DEE AH O 35t % AL 9% 2 48 7
TR AR G A XA S ik A B4 AT Rb T A R O
AL . 7] B Bl 2 T [ B A AR 9 T e Bk Eicd
g NINE S T RN Y LS e A TS 2 )
FE R AL 24 I L & PRS %5, B#fi DEE A
SREU HE R AR R A TR YT Y e e Sk 1 OR B
T8 Tl IR HIWT 100 f5 B dR A7 a8t % %5 0

EEFR A EHEYSE TR G XS ERBEE. BrafE
B O ] Rk RAZe S0 B WIRAEAE R 25 v 5
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