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Abstract

Infantile Spasms Syndrome (ISS) is an age-specific refractory epilepsy syndrome that often begins
ininfancy. Its causes are complex and diverse, involving multiple aspects such as genetics, structure,
metabolism and infection. In recent years, with the development of disciplines such as molecular
biology, neuroimaging and genetics, the research on the etiology of infantile spasms syndrome has
been continuously deepened. This article reviews the progress of its etiological research, with the
aim of providing a reference for clinical diagnosis and treatment.
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1. 5|

B LREAE(1SS) 2 —Fh B2 B2 ) LI ™ SOmUR M Moo, JURRIE R SR MR A B PR 2 L i v
o B R SRS IS B R B IR [L] . AR AT LRk R AR A . 1SS KRR 24, B AR KA B TR
WA HEVR YT, AT LTS .«
2. RATIREF

2022 4F [FEpRIL ) L ZE LR A I LI B (1ISGC, n = 1248 Bil) 4 4h & 7l 7 o, B IR DR B0R & 43
ISS ] 42%, FL+H SCN2A (8.7%). CDKLS5 (6.4%). STXBP1 (4.9%)( 4R =; YetoihH 5 7%, L 21-
—AA(3.1%) A1 17p13.3 HK(1.8%) i W. 2020~2023 b3 13 ) LE AL EEME MRI BAFI(n = 806)4Hk
T, ZEHRE G 1SS 34%, HA s EIEALAE 9%, R A B R K (FCD) 11%, FlF= S sl
00973 i 4k 2 B0 6%, Fii R K/ HA ML 4% 8 ] 22 vt B AR ) LR 2 - R0 810 &2 48(2015~2022, n =312 f
ISS){Zr~, AIF-TARHH 5 5.4%, FAntkme B IR 1.9%, ZRINHERRAE 0.6%, ZekifAi 1.3%, %
TRRIMAE 1 AL 0.9%. 2021 4 WHO 4= BRI = s G W il B s 12, 7ERJE R EIZK,  SEI S 5L 1) il =
A B R G K 1SS 5 AT ATI ) 9%, 1T H B S e VN 2% (2 295t NMDAR)Z 15 2% [2].

3. BEEER

WAL ZAE 1SS MR HEEE EEEH. PO E WHE KRGS, K - B W SEES 1SS
MR, ZMIEERZ A SH 1SS, 41 SCN2A. SCN8A. CDKL5. DEPDC5. STXBP1 &5, ixXUbILpy =38
VBRI O LA T . SR 36 M 2 R B A . 9, SCN2A J5 P 4 L (16 Ay 308 3 IV B A7 76 T 5 2
JeNE AR BEEER, KRB SBEMAE T EME, Nngl KEZERE. R, —ikkit
IRl 98245 0] e L FE M A 2 A i R BCRIAR I, SEUHZE JC R i . HhAh, R L 220 7
FKI, DNA HEAL. 8 MBS RMBHENLHI AT RELE 1SS 1 &7 Hh R 4% B EZAE H[3].

3.1 FEERE

1) FRGAME: HRGEMRET 21 SROE=1AME GBI L RIETR, BV AR IES. &
BIREEL RAGRE . AR, FREGEMEER LKA V2R A0 X B E 8, Hsn e s 21
SR 2 MR R RIE A G, XL A e AN Je I R B MRS, HE S BORRE R AE[4].

2) Kih - M HR 7 SEAAE : LSRR — R DL G (B S g, R BRI /N SK R L B RS
T2 . HASMEME GRS N 17 SY BB R E S, X PR g5 1) 7 vl fe S 82 AN N
KIBR, FHMME RGN IER KB MThAEE, MG ) Lz 2228 A 1E 09 99 R [5] -

32. BEHERT
1) SCN2A FE[K: SCN2A LR T-Yethfk 2924.3, Zmhd [ 1540018 o V247 Navl.2. Navl.2 44
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I AEME T B LA SR AT PR R R G . SCN2A  BE R 548 v 5 U a8 D) Be 7 0
IR TR e, A S R R RS, A 5] WN R AE . DFFR I, SCN2A R AR 7E 2
JUEZESRAAE B TR 288w, BN IR R AL SRAR (s SURAR . To URAR . BY AL pU RAZSE) W] e 5
AR FE BE B AMIE TE D BeBRAG, 555 1R ™ E PR S R TS AH DR [6]

2) SCNSA JE[H: SCNSA LKA T Hethfk 12913, Zmid il .47 Navl.6. Navl.6 #NiEiE F E1E
KR W Dy S5 2 s ik, X4 Te PR 2SR AL AN S A r AL K 7= AR 220G B 22 . SCNBA JE K R A%
AT S BN E R AT AN E R N, (AR T eSS B, R T AN . SCNBA AH OGN %8 L 2R 45
HAEEE B R RIEME. WG Z5R A7)

3) CDKL5 #:[H: CDKLS5 A T4 thfhk Xp22.1, bl —fh 22 B/75 A MR 5 i . CDKLS [
EMAERGRKEMIRET RAEZEEN, HEE WS 5 HE gm0 Rubr] By 25
A AR . CDKLS KR T 580 CDKLS st =ik, H)LFERIAZ)URELAIE. B IS, 123)
DIRERERGSE . BFFC K, CDKLS JE[K 58738 nl feilid Lm0 (1) K B M S filfL i, 3 EOME T 4% 1) 7+
WA, T S AN A AE[8] -

4) DEPDC5 JE[K: DEPDC5 FE[Rfi T Hetafk 22912.3, fwis—Fpt 3 DEP £5HIH & A i%EF C Al
CAMP €[] ) & 1G4 7€ 25 11 . DEPDCS JE[R A8 5 2 Rl e s AH DG, E04E 88 ) LR 2845 A AiE .
FLR I, DEPDC5 %K 274F A §E 3 mTOR {5 5@ 8% (10 7 5 B0, M sema s & e R & MIhRE, S
PREE TCH) S 8 TR [9]

5) STXBP1 £ [A: STXBP1 FE[AINA: T Yethufk 2931.1, Sufidsefl/ N ICE A 1, %8 IR L35 5 1
RO AR RS RBENE ] o STXBPL H: R R AL A S HUM 38 FUR T T BEAG, SEmpp & u W HE
i, M5 RIIR R AE . STXBPL A I 2 L 2R Gl s BAA MR 2 RIEME., SHETT RN 2%
¥ Ri[10].

3.3. RIUIELZFHH

FMIAL S RABTEA KL DNA FHIIEOL T, @it DNA FEAL, AEABH. JE4R0 RNA %41
HVR T B R KA . TR, WK IR WAL AL v] BEFE 2L ) LI3 2R 45 A AR I RO T R H8 B2 A [11]
i, DNA FF Ak AL L 7R i 334 21 2] DNA [ CpG & b, $MPEE M. %) LEZEEEAMEEIL
H, FTREARAE SO SCRRBL D 1) S i W AL, SBUHLRIE R, Mg sh &R B DIRE. Bkah, 4
HAEM A E A LA A SR R R Rk . — St AR B, A% LR (HDAC)
il AT REE L 1 T AR B, RemASR R AL, MR A AE AR HIE . AEgRES RNA, BN
RNA (MIiRNA). K& E4mi5 RNA (INCRNA)SE, -t A ik o 5 2 [F] (1) SR8 M S S5 181, 2 50 1 kAR
R E . B0, Fte miRNA A GEE I #EA4E T 5 A 7o e E VAR OGO B Y], 5 L3k, T s me
2T IES)[12].

4. BE - 554 - ThREXEX SRIRE TR HI

)RR AR RR R A O 5, i@ SN S K B 5 IhRe, TSR A I B AR B
W2 o i, SRR R S B B B B A S BORN A M T, B 51 R TC M 48 ThRE 3L, R
NI RAE. mTOR {5 5@ B 7E M R Hp I A% O A 0, 4 T IR BREG . S5 PER A S & e X ds 1tk
FH . LAES TR REALSE(TSC) A, TSCL Bk TSC2 [N 9848 T3 mTOR {5 5 @M I FE ¥, 51k 4
TEELER MR AR, X SR AR — D T R IR, IR R AR . 2B, DEPDCS 3[R 58AF
Wil mMTOR M LIIHIZ TR B SR MINAE. SCN2A. SCN8A SN i 3 K 540 I B Bk A w4 7t
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HAE SRR, SFEUNGE M EPEF R . STXBPL ZEKIRAZ 2 S fili 4, CDKL5 2 5 #1487t 7 Al S ]
IAVERIE[13] . IXLEp TR IT, BLR FEL R R E SAIhRE, LRI T ISS B HE .
I, BRAE CHEDR - G54 - ThER” =E IR BIREL, AMUH BT B 1SS BRI, ek 0 e E
(AR AR YT St T BB .

5. EHIRE

TR R GE G 1 2 1SS A B R 22— o W DL A 5 M) 53t 5 B 45 T PR AL E L BB A R
ARK . GRS . ST PR RE A — Al LIS AL Ve, RN 2 RS A, RN AR TR
BUN B RS  AEET 45755 e B2 LR TR 40 IR 45, SR e A8 ] T KM ) I DI RE S BOOR A A -
SEAh, B Sk SR < A AT i L SR AT SRR A R, BN 1SS B A AR [14] -

5.1 & MERUE

SENTPENEALIE (TSC) & —Fh il TSCL 8k TSC2 FE K 28748 51 k2 1) 8 Gt i B R 8 44995 [15] . TSCL (K 4
S8 [ hamartin F1 TSC2 J:H 45 K& [ tuberin TE— AN IR E &4, H A% mTOR (558K .
mMTOR {5 IR AEMMAK . . /SR T R E . 7E TSC &, TSC1 ai TSC2 2
RAZ T mTOR 5 5@ B0 B, B 5 2 A8 B MR R, SRR R R 45T =8I
ST B4R AR . R R R R VR G A R B R R ERSE TR E R
WA TORN R T 20 M ZE RS, 3K R A 42 T P RE TR LR IR N 2%, SBU A ui R, A
T 5| RN KA - 2B I 45719 R0 = LT [ 40 M 2 T 4 R0 T e e o 2 ) R PR A 421, 5 il i AR
TEER, SFEURARIK, BE 0 RS A AR AR . BEAh, mTOR A5 538 B i FE 0% 6 v] 5 S 80
ZuH) BWRIERT . KA RE RS, B DR s & TR ThRE, (RN 1 K AE[16].

52. KRRETR

J iR B AN K (Cortical Dysplasia, CD)J& — i ULHI N &5 #4558 02 KM B i 72 &k & I R o H
(IR TEAT F L IR M AL WA TC A2 [17]. R A B AR AT 2 MR K 51, miEmaR & .
RHAR R, B LGS . 8 URZESGAEMERILT, HRABAREEIIMEMREZ — KRKE
AR R A IR KB R B F 0 A e MR A, X e 0 A B R i ik, RO P R
WTETES),  BONER AR IR . BeAl, FERUR B AN R AT E T BN BT R S R 4 4 ) S
SRR 22 T0 2 (8] O IE W A5 S Ak, 3E— B IS0 A AE - 5215 0 2 0 0 R R R R (MR ES &
PR R B A RICRFEER I, 5 B2 W7 A DR 2 Hr B AR F [ 18]

5.3. BEFAK

PR AR K 2 FE I = AR R 2, SR =Y RN SE 32 R [19]. AR /K AT B 2 R R R 51, A
AW it 2 . JEASZIH. RS R4, TE2 R 2R A AE )L, INFUK AT B2 i 2 R i
Bw . B I RS S MR RO I 2L R A T S T 5] R B TR S R AR, Rt
FIBAGABET:, BIRARE TCIIE R MG L5 R, SEEE TR, SRR & e, ok, Ml
K BT fie 51 2 A 2 B P B o 49 A6 R0 S i S B, 30E— 2 i i ZEL 2R A B A AR R A . B R TR
TR DLEMIRAR K, IR ZR 45405, %42 o & A vT R — 2 IR 75 B [20].

5.4. fNZE4E
i 25 455 2 R i AL AR FR 4 /N, 4 2040 B 5 /D b 28 £ i ey /D [21] B 3R ) LR 2R A B B LR
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I 22 47 V] BE S H T AL PR AR PR . P B R AR BR I PR R IS S IR AR R BRI R .
iy 4 B B X AR A e R B R M, AR 2 IR R T T, el 28 5 ) B OB TBOR D, IR
(IR AR BRI RESZ 2™ FEL I, M TTE IO A A B XS, o I ZE 4 K2 T £ ERKEE R R A &, 1 MR
RN EY R IRV TE L N R APAR A SRR AR PR B [22] -

5.5. Bl AR5

B A 4547 2 28 ) L 2R R S AE M B BR Rl 2 —, B G BRAER I MR ApE « Aot of . AR AE A [23] . ik
A B 1P i 995 (Hypoxic-1schemic Encephalopathy, HIE) & BT R4 8= B IG5 ThREAS 455 R IR 5 B0 i
ARG LA 0. A2 HIE B, 2R S BRI r] 5 M A o IR ERTE T, IR g AL, &
i SSONE (RO 55— R A B A AR o IR A B R ORI B i BRI . A E X, SRk
28 T 245 VR OR AN S TSR, DT 5| AR A o I, L= B e of R o A5 A, T 5 350 ki 2L 21 ) Jei 0
IICHRIRTE B, RO RAE I Lk . T RN S YR 97 BB~ B 02 493 6 T B AR 2 ) L 2R B ) R A=
HAEEE X[24].
6. RIHRE

AU 78 2 1SS IV AE T R [25] . 140, ZRTA R PRIE & —Fl 1 T 2R T 2 R A B Bk = 2 BOR T 2R
PR RS AL M, RN R A A = WIFE AR N AR AT 0 2 R GG AR F . S1RMR R e It
b, WS R (4R ZR BE)HOBUIE RN R MR IMAE . ML A S5 AR It 0 T 3 B 1SS IR LB S
R ) e B A R 28 330 I 5 ke, 32 17 3 SRR 22 T 1) S 6 JECEL [26]

6.1. FAENFRAE

2K AR R E (Phenylketonuria, PKU) & —Fhi G iR Batiist e, MR N2 IR 2 ILEF(PAH) L H R E &
FRWNARRAEFR =, [FRNEREARN AR IER RN ER, SECRNER LI = (R AN
BlR . MR, FILBRS) A MR G4 Zrh RR SR [27]. AR I TEVENE ] E B R BAE LR LA 7 :
— e PRI B REE AU, PRI 2R S FLAU ™= 4 mT 5 S 400 1) fi 240 e ko 61 260 W (00 3 RN R L, 3 88U
R E LA, MU IR DG R TP A ORI, R T2 R (1 HERR w4
AR B TEYE, W2 . EFY B REMEIE IR IA R, (5 I 2R T B R S5 AU =4 m] )
P-RBEE THR(GABA)KIA L, FEMATuHI et e =R EE WA R B EIEN, RNER &
FARUR =P r] 51 2 2 e B AR . R D) e G5, SEGRE T MBET: . RN RIE
BLTE A R HOT R aT HBUER R, e B U 2R A IR IR R A 2 — . @B L
fids, FHHZWIRATT PKU, RGN EIRIT, oA SaEHmE, TS50 R A E R s i
KA.
6.2. MEEEEFREIFm

L% i A4 6 12 95 (Py ridoxine-Dependent Epilepsy, PDE)J& —#f4% I st 4% E 4R 4%, B ALDH7AL
BRI AR 5] 42 [28]. ALDHTAL H: R Zmhd (1 i i 208G 7TAL 7E4E2E 3 B6 (MRS %) AR G ik 72 o R 4 G B
F o 12 HE R TAR T 5 B frie I Jid S Bl v P PR, S8 A B T e A s M U 44 3K B6, b T
SRR 7 10 A ORI . 4k K B6 R 2 MR (IA AR . GABA. £ EEZ) & it A &
PN, HOZ ] SEGPE IR A BRSNS T N AT IR AT, W5 RN & (E. PDE BULIEH
EHAE A AR B IUER AR, HRIEERZHE, GIRE)URELGEAIE. KNG T4E4 %R B6 )7 il
PEHR A, BE R LTS .-
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6.3. [X—BRIN%E

IR R MUAE (Glutaric Acidemia) & — Rl bl I FR4HEE A Bt ZE(GCDH) L K 2842 5] K2 (15 G ta kB vk
BALT[29]. GCDH K4l (1 — R AT A AN /E IR . SRR S R A (2 &R R A Qi 2 R 5 K
SR BRI Gh Z AT 30X S B R AR P R (A R 3-FR AR RS FEAR N AR . IR AR
WP s KRG A BYEAEH, AT SRR RERAT . AR . WA TR R R K ELE,
FEMA TP AET. . R IRIUAE B L A 2 LU RIS R a5, RICARet, G5, K.
kSR, RIS G W R A, Foh B LR R A A WO R A 2 — o B I A L i A
IS WANA YT I R IMAE, R AR AR R 78 RS 8 0, o g DR = AR, TR 4 R
Gu A1 AR R AE[30]

6.4. ZRIFEERS

LR R P A — 2 ER T O A 3 DR B s R 9 5 S0 WL Ak 65 FA RN T R I A 1 R [31] o 2k
RLfR A RE R T, S 5TA AN BT 75 (I BE LR ATP . 2R Rk Th RERRAS AT 3 34 R AN A 2
WM ZANRE RAMThEE, RHEME RGO E N T RE R, FICLRRER T R AME RS, T
PR RAE . TE2E) L2 SR AR )L, ZoRiRBe s 2 AR R 2 — o ZRRLMACE I 5 200 i R =
USRS ] 5| R e Es g s, P AE R RIS s, M SIRRN . thah, ZRRikThRE R g iE n]
SEZ IO A RO « ARSI L M2l A R4S, JE— D N AR 2 O A R KA -
LR RN A2 W7 = BEAR SR I DRI o I LR AT R AT I . P R FLER AT . LA AR S5 . HAT, 2k
RLAAER BT TT £ RO CRRAYT, AR mpe E AR . PrEbR. 4G Q10 55, DS Zkifk
hee, JRERREIR[32].

7. BREE

JEYSE 1SS 15y — BB . B IR AL g A LSRR SR AR I« 2 I i 55 T 5 i
RAESNL, FEARZTCHMBGET:, HEAIGR A KU o BeAh, 2B J5 B 28 « il 78 55 th /] 51 4 1SS
JEGLRE I 2 AL S EORR A, WMERRIUMEH, SHERRRN . B ZELAE[33]

7.1, EFERRRR

P R B VR R SR E B N 2 —, BIEAHR . WRE . HOR SRR R, B, EdE
JUISIRE ¢ T d 4 B (R AT s B A BE BT . TR R 4) . iR Al i . BRI B AE) S5 5
o I SR ARG 51 AR KRR S, BN R ARETG . K A S A, 3R 51 RN A
U MR IO R B o BRAh, TR 25 4 S PRI LAl T IE BE A AE AN R, 515 4 B SO0 S
CEREAE, SRR MR A, SEUMS ML, SR MU, IINE) LR 2R LR A AE I KRR
PRS0 TSI AT B I 3T P SRS et T PR AR 28 ) LR 2R 2R AR ) R A LA L2 X([34]

7.2. RS

AR RGN R L IR R S AT 5 R B LR AR AE . B, FRATR N BRI % AR
BRRAL TR — A SUE X2 R GURAAEIN T T BRI 45 B o DX, R Ui
SIS IRFERIH I . G 51 A 2H 3453 15 ] R AR 22 T ) IR 8 S5 M TN BE, 7 A K RORE A A
B2, SUEMEIRXatERE . AL 0isE, TSR A AE . BAh, TGS G S Bt AT
REFERGIN A AF A4 R, WA A1 B S PUAR T Redcdr s 2 4R R i i e, B aci e &
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gttty , B DINERR AR S AIHURE R T A G BE U IR TN T G AR A 2 G
2[35].

8. HitEE

Fr bakw WmEAh, HAMPF KW AT S 1SS MK EA K. Bt S m Wl BELEES 7 & LR A b
EAEH . B B B VEN R 4T N-F2E-D- R A& R 52 14 (anti-NMDAR) il ¢ 7T R BN A F, BiE% L
EAELRAE. BAh, BN R AR AR F S R e N 1SS AR AL — LB IR R,
e 2 AR i TSI R E, ). RS RESE, T RS inAG LA A 1SS (I KUK[36].

8.1. RERE

B B G i 28 2 —2H i B B R LI S AR 4 R G AOREVEB , R TR I 5 8L
GG EM R A B VIR, B0, T NMDAR i 98 & —Ffi DL S e e fixi 28, (it NMDAR $i4k
5. NMDAR (N-F3E-D- R AR SZAR) & PRI RGH —FhE Z 35 TR AR, 20T
KRR W GEREIG, S E5MGEIuRIE LS. RAlnr 8, S5l iz S A d 2. $i NMDAR
PLiA 5 NMDAR 454, SECZARKINAL. BFERMIIRERRES, M oiXarERIK, 5L
(1) JE S N AN 455 . 7ET NMDAR fisi 78 88 )L, Al BURS AT N 78 . WO R A I8 sharg ik, 3
B VEZEGEE IR T WIER R 2 — o BeAh, oAl B 5 S MR & tndt AMPAR fixi % . $i CASPR2
G 98 S5 AR 0] 51 KRR R AE o SIS WORTATT B B G PR R T i LTS BOCHEE, VAT AR
G PR ERER RIS . BB PR . IR B S G I T IR T AISHREIR T [37] .

8.2. EFHAR®

FE P~ MR R UG AR R = S m) e N B ) L 2R 45 A 1 R AU o G HH AR PR L AR <
2500 ) AR JL(IAES <37 BB THAsshie AN 4. BHABIR . )UK B IR IR, Hmik & A,
MG RGM&RETIZE, BOZREMARKENLW, SEMIGAERNAIE. PHARE, KHAARE
JURIELRE J LR A B ) Lo 2R 5 A A 1 XU S8 38 v 1 B th AR PR LR H L. eAh, BB 3 A9 A DR 35
FRAERR . e B )L E NS SRR LB S L, SR, g n s ) LE 2R LA 1E
(08 AR o o R 7 MO A, TR0y Al [ P S O RORE IR R A, R T R B LR 2R SR B E M R AR B
B L [38].

8.3. MFEEE

AT R e TR R R, gy, ks . AR, ATRERGINAG LR A B LR RS AR R
Ko flan, Z2feZ IR BTN 2590 DU 2555 T REXT iR LRI RGUR & 7 A A R, S0
LA AN B S . AN, 2l T R EUR ) LIS 4R Ak, HAMME AR KB g B EhT 1 Ep
My P2 AR A A 5 IR B JE o T S s Al iR R NG LA, MR LM H . SN
BIUEZEERG LRI AR . Rk, Za /e PNt S B T, ORIF RAF IS >, PR
JUR AR R G KRR [39] o

9. &t

BUEEGOERE LA, R0, 510, R, BREE AT, WHRHEE T 25
WTATRSHEN T L R L, JEAEK, B AT MR ROt S R IR T, XL
LA ERE OTRERN, RSEAIGT IROE T3 0 BB A, AT, 09 V27 Mok e
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I, PRI AANIRR . ARRIIFT TN IR EE T2 - RS AR R AL AL S 22 G
PERUISETTI, DOPABUR e T el e LTS -

SE

(1]
(2]

(3]
(4]

(5]

(6]
(7]
(8]

(9]
[10]
[11]
[12]

[13]
[14]
[15]
[16]
[17]
(18]
[19]
[20]

[21]
[22]
[23]
[24]
[25]

[26]

[27]
(28]
[29]
[30]
[31]
[32]

KRB, M, BRERE, % 2DUBRMRZEGAMEZRIERD]. 5 WREFT, 2024, 3(2): 260-268.

AR, PROCHE, EF5E, S B URZHEIRAR S 5K E B T[], FER R A%, 2023, 49(6):
324-330.

AR, 216 {51 AN Y S A 2 ) LR 12 2R SR A AL (38 A5 R 20 T [D): [ 2260 3], Kb g ka2, 2023,

At ST 2017ILAE 3 SRAE WK B LI VR 22 R AL R 0 [D]: [ b2 6018 50]. BR: B RBERERE,
2023.

TAREE, R, KN, A5 R TR 1A 2R (K R AL TR BR T BT U RE (D). B 2 BRAE R AR, 2023, 40(4):
397-401.
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