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[(HE] By S5 1 BIMALTYER%  (neurofibromatosis type 1, NF1) FHICEE LR P2 2525 5 1E  (infantile
epileptic spasms syndrome, IESS) MIIGIRFE. 775k IS4 2018 4F 1 A —20254F 4 7 F i pg A2 Ak < ek
Y 6 5 NF1AHOCIESS LRI IR POR, Sa5 HmARRI . FihiG A | 7 LG FRiR . SR eflEILt, 3
PE24, Lotk 4l 6 IEILI I AIMIMESRE, HIYEIF LR R DL FICANFL AR OCERIN; 3418 JLAT NF1L —Z 5015
o 6 BB LRGN A AR R ZE A, Ik F P 2 s BE AR s 5 491 i o e H i A 1 T ML X NF LA R T,
mookbe T BILA L E EIREBER AR CRIRGRIT IS, kiR S, s ARRENM LT
VIR B NFIMDCIESS BULZ L IESS SLA = HRAE, 843 F LU #Z SE R 4 T WLEE IR 1Y X NF1LAHDCT,
Gkl PRE—EIGST 2 AR AR, HME R SR RWICTE .
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Clinical characteristics of six cases of neurofibromatosis type 1-associated infantile
epileptic spasms syndrome

WANG Lian-Yue, ZHANG Zhan-Wei, PAN Zou, MAO Lei-Lei, PENG Jing. Department of Pediatric Neurology, Xiangya
Hospital of Central South University/Clinical Research Center for Children's Neurodevelopmental Disorders of Hunan
Province, Changsha 410008, China (Peng J, Email: pengjing627@126.com)

Abstract: Objective To summarize the clinical characteristics of neurofibromatosis type 1 (NF1) associated with
infantile epileptic spasms syndrome (IESS). Methods A retrospective analysis was conducted on the medical records
of six children with NF1 and IESS who were treated at Xiangya Hospital, Central South University, between January
2018 and April 2025. Clinical manifestations, ancillary examinations, treatment, and prognosis were summarized.
Results Among the six children, two were male and four were female. All presented with café-au-lait spots, and each
had one or more additional NF1-related manifestations. Three children had a first-degree family history of NF1. Seizure
type was epileptic spasms in all cases, with hypsarrhythmia observed on electroencephalogram. Brain magnetic
resonance imaging showed NF1-related T, hyperintense lesions in the basal ganglia region in five cases. Electroclinical
remission was achieved in all patients after treatment with adrenocorticotropic hormone and/or vigabatrin; however,
varying degrees of neurodevelopmental delay remained. Conclusions Children with NF1 and IESS commonly present
with the typical triad of IESS. Some patients show NF1-related T, hyperintense lesions in the basal ganglia on brain
magnetic resonance imaging. Standard first-line treatments often control spasms effectively, but neurodevelopmental
outcomes require long-term monitoring. [Chinese Journal of Contemporary Pediatrics, 2026, 28(7): 871-876]
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1 B4 22 7 4898 9 (neurofibromatosis type 1,
NF1) J& 1754 ik b NFI1IEPAE S 800 225 Wow
Betn iR WA AT, KR 1/3 000 ~ 172 500,
NFLImARRIMZH:, W 2R T2 RS, LT
MEDE . 2R PEM LT 40 0 2R IE . REEUR
JUA S s BRI A 5E . iR B R MR
Lisch 4515 45 —FP ol Z 50 NF1AHCR I, NF1 AL
RRMAE RGN, A BUBUR A . A HIBEDS
PN IR TR R 2 S B AG AE Z RRE
BLIUR MR 2R ZE B4 (infantile epileptic spasms
syndrome, 1ESS) J& 224/ JLHI# UL 1) & & P 5 W0
PR, L 30/100 000 447 72 )L, LR
PR 2R R A I H I e R R S Mz s R
IR BRSO = HRAE, EJRE T A R LI AT
FIL LA = HRAE . HATE MR LAG] K TESS 1Y
% vk N 32 Bk ARX. TSCI1/2. CDKLS,
KCNQ2AF 3L AR 55, (B4 Bl 5 1 Il R AE L 36
SRR R BURA 5 . NFI1A SR TESS 71y
R EH UL, [ NANE S B4 NF1I % TESS
BILWRGMAGE . i, AT R 734 6 5]
NF1LHISCTESS SBOLBYIGRGORE, IF45 6 SCHikAE >
RS HOm RAFAE . IRYT RO MBS, LS I R
XFIZIRIY NI
1 #ARERZE
1.1 HRMEK
[l 43-BT 2018 4F 1 H—20254F 4 7 Hpg K%
e B e /N LA 22 L BHIR Y 6 191 NF1 AR TESS &
LI IRGERE . IABRE: (1) 7E2 % ZHTH
W Ve ZE KA, IFAT A TESS Y2 Wi bR ik &
(2) FF4 2021 4F [ Brofsh 28 £F Ae I 5 12 Wb i LR
PR NFLZWbRdE s (3) BJLES A
TR R HEBRARE : BOREA 56 8 K AH 46 Bl 5 Y 28
Jlo AWFFERIK BE = P 2 it (L5
202310892)

1.2 FRUE

W P AR g R LR AR
OB KA R R BEAE S . KR
s L L i BE E R BR (magnetic
resonance imaging, MRI) &5 R | fif B K
(electroencephalography, EEG) %5 5% | 5t 1% 2 il

250 IRIT IS SR,

WA G TI2 TR . BE DT N A AL
W A NVEFE SO . PUER A VEZ Y (antiseizure
medication, ASM) i 1MW . BHE K. EEGE
BRI R EEN . O REIE R 78 (Vi
Fil: 43~103) A~ H, KIKBED H W 2025 4
8 HI1H,
1.3 FE1EE

TR ZAETB O, . (1) HIRRZE M. ik
PRIGIR %A 6 1~ H H EEG [a] BRI I = B O iy 5
(2) WAL : B SO K AE R D >75%
(3) AR B & AE R 0 250% (H
<T5%; (4) ToR: 53 LW K A I 0 D
<50%; (5) JNEE . L LR K A AR B
>25% 5% H BRI A 28 B s P SR A

KEIEMVEAL . R Gesell X F EHFEIEALE L
RKEBHMN, RAEKFLUKER (development
quotient, DQ) i/~ , THHE A NDO= (KEFH/
SEPRAERY ) x 100, DQ=86 NIEH , 76~85 Nili%%k
RAS, 55~75 MERIEIRLE, 40~54 M EIRLE, 25~
39 N JEIRLE, <25 MRS .
2 R
21 —MHEY
6Bl ILF, BHiE26], Ltkaf, BILEK
W AR A 4.5 GER: 3.0~5.0) Ak,
2.2 IfaRFTIM

6 i J LI B A 2 Rl 2 A LA NF1 A9 3L AY Il
RFEM, HUELSHYEREGLT 6 EHAEKRT
5 mm [ 4= WAMNREEE 5 4 947 7 B s N/l i IR 7 46
B 2BIFAE B AT R, RIARE BT,
2 BIAFAERT AR Lisch 25795 . 3 H LAY — 2% 8 B
L HNF1,

6 191 5B LA TESS AYSILEN = HRAE,  H. 25 Y

KANER M 22 RoAE
2.3 HWEHKHE
23.1 EEG 6 191 H LI 5E A EEG Ky, H.

TE B UM I A o 2 I B R A A, 5 ) B
SEL:OPEoy & (BN RIS E WA PESe oV & (SR TR b
EEG JAR M 2 o m B R A, R LRtk 2R
WL AT AF oA EEG A o
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232 AP 6 PIRILEIE MBI  WEES, W RILERN, W N,

MRI, FHHr 5 G T, AR (T,-weighted imaging,
T,WI) Ak R T8 S K B 41 (fluid attenuated
inversion recovery, FLAIR ) RIILJET X Ry kb

KBz R FBIR R S G S, BINF1AHSET,
Sk (D). LB LR i ianfk, =4
JEZAESR Nk

S

NF1483% IESS 2 LA fE MRI 3R
REfESkts C~D (F13): T,WIK FLAIR FFSUR MU/ ER . BT T OLBE R R 554k £ (f14): T,WILK FLAIR ¥R
FEAMBL TS X R AT S 0T WL AR 5 5k s F~H (16) : T, W1 B FLATR A1 /R SUMBE ST IX . XU/~ Bk . 7T i,
P AR R S W IS ek

233 AZHAVLFIEE BARIKRMEY, 605
IL¥I5E I Gesell KB R VAL, HHOPEAL A% 17.5
(JEM . 15.0~58.0) H %, 6 LA 78 b 4 DQ
445 (JEF: 24.0~67.2), i kizshDQ M 453
(JuFEl . 34.0~61.5), KAz DQ HK39.5 (Ji
Fil: 24.2~69.2), FViEE DQN46.5 (JuFE: 15.1~
54.1), PRI A-#E32DQ Ky 53.9 (FEH . 14.9~
163.0) . 6 {7l LA M2 K B KR, &R
Kizsl, Kdiiz sl SOk 7 e X 2RI AR E T
J& s AR NS REX AR R AR 22 5

234 WAEFHEMER SHIEILERGRE AR
W, Ho a4 s BT, 150k 2 E i
WHASPERREF P BEF AR . S IR H NF1EE

A~B (f12): T,WI K FLAIR PR AR X, W] W2 L B R

AR5, HH 2 R BT R S
LR A T2k o 3491 Ry ol R AR S
NFUAERIACSE, 1 HPRIEA]

2.4 &I

6 8 LI WILRIG YT 7 S8 m 2y 2 . 5 il
fie B I BR B2 3 2 (adrenocorticotropic hormone,
ACTH) F¢BURJEM NIRRT, b 300l thia
Ir s I R ZE AR, A 1B Ia 2ok, I
ASM J2 R BRRERY TG PGB RLIG REE s 53 2491
WILRIGRIT BAL, 3 & C s BR A FE L IR )5 15
HUIR IR ZE M . 3 1 DL O TR IR B FE IR IR YT
IR PR o LA 136 97 TS KR EEG
AL LI 2,

2B R S
1k A4
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B2 NF1#8%IESSEJLAITAIEKEMIMEEG T

3 it
NF1 R LI A R 3 Tl AR, BETE
fRIE KRN 4%~14% , 158 N FHRUR & 2R 2N
0.5%~1% "', #Kifii, NF13FKIESSH NP, K
AR 0.76% 7. AP ILY T LI
W, DVERAERAE R EERM, KAERI EEG ¥ &2
R, LI R RAUA — 3. BEAEAFSE R,
NF 1 ARG il & A= T AN IR B Be,  JLEE B
WL, RAERRILUm AR AR R, IRl R A
P LRAE, BCEEG AT H 3Ry kPR A s BT
PSR OB o AT B R 2R BENF1 AR SC I
iR UL v R S B T R R R X E — A TESS
FRIE o %22 5 T RE S AT TS N A BRI ™ 5% BRE
HIITESS, HEEG TR RIEERPIREA K.
AR, NF1AE TESS o] e 9F 538 NF1
R SR FY) 87 SR E T, T H A R AR R R
A F I PRAHAE A TR 25 5 ER I

LI 1 RIS 4 “NF1” “neurofibromatosis
type 17 “ B LR MR 2R 25 AR “ B LER 2R E”
epileptic “West
syndrome” “infantile spasms” REERW, KMERBRE
2025 4F 6 I AER A AR BB . PubMed |
H R P T 5 B0 P R R AR OGSk, 0 B
35 B FL A58 B G IR BB NFIL R G TESS &

“infantile spasms  syndrome”

A~C (] 1IBY7HT) :

TR ShE T RS hriE, &
PR AT WA MR T2, USSRl 35, S 4 Ui i R A - TR iz Mo, R IR RO P28 A, D~F
(FIEIFIR) . TR AR W B, WEREACINI AT UL A 2 M M 2SRRI . JQi . Il

JLS B AR IRIE R 6 L, g A 414
AT NIESSEWRIE M EH , NF1AHC IESS
T BRI TESS 2% 0 FL I IRAFAE , R EHTA7 7
—E S MR TESS B F BN LI H A
2ERAE, EEG 2 5 B e alCH A e VF ] 30709 4
S AL E R EAEIE T, BR2 65 R
B sl , HAY 39 B F 3761 (95%) LISRZELAE N
HRBM, 2061 (5%) Rk & A1EDE RN EEE
KAE. EEGTHTIH, B 1HILLERZE RAE 1 RFEIRY
BILRI & TR . Rid kB m E R AR,
DL 1V ARk RAE R e R i A L B AR
AR AN, A 396 (95%) ¥yidat3m
REEE ., 46 8ILNEEE X EEG Fid,
) 2 50 ML ) AT B B 22 v R R 30 G T 4% T RE S
w0 MR TAMRHEARAR, HEEGIC®RZ
WEI A . R AESR BRI RASE m, 5AReHE
Bk B B kS A AT R

SARSE T, BRAESCERZ A NF1 A IF TESS
AL F B Z Ry SRS MR AR T A e
(I NFLASCH , JCHOR R A Em , v A 45
PR S5, SRR 20 1) AR & A TT g SR
SEREA T, TN ARAR MU MRT G} 25 4]
BIL, 124 (48%) FE7ENF1AHOCT, S5 4L,
Horpro By FIEIEATIX, 4% 6 Bl A He A EARERA ;
6 (24%) Fifixi MRIIEH , 4761 (28%) 4345l
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FIOLIG 3R L BT s 5 B0 22 4 55 5 o 3R
B ABEE 5 BB L AT LI X AR MR X NF1
KT, S fE Tk, $ERBLIRT X 82 B /E A NF1
G IESS EE MR FEE, HIZIMEL IR A
BRI, 5456 Im R EEG £85I

HET, NF1SFEUW A ERILT AR 58 4 ]
AIREV oyl i S a5 R R WL EH . 755
T2, L YEE RS K 53 Ras-MAPK
B BGOSR R S Y
AR, X ORI A AR TV U 7RSS
P2, H LA X NFLAE T, B s 54k, H
AR TR AR 5 A 2 Ak B G A A kAR
A, AIReE TR - BE T - PP 1 Dy e
S5 R . (2G5 M AETCR A NF1 L
HRCE L, PR HITAEME— SRR R

9 A% 2F RGN ] il B B A TESS AR N, ARHFSY
4 LSE R BN, 4% B NFI L
o Ho 2 R B AR S, 2 BB
3L B KA, VB IE AR 5 . REAERT
FEHEAN, AF 17q 1 GO A NF 1 LIS & A8 XU
ATReT R, HA kB R 2 7 ARF5EAR
IR SRR A S 2 B TESS R A 2 [H] SCI i
WEHE o A2 A i B B RS I 61 B BR ol i G
DI e PRI Y SR AL SCHR AT, AHOCZS e 7 B
KA TG IE

JRIT T, NF1AHSCIESS # L4 ACTH, &
W B oA ASMIRYT I AR R B8 as 1 ARG
SCERAE AR R, TEATRIT IORH 38 498 LA,
34 B E T R AE G 432 ACTH T 51K JEIRRYT
Horp 22 BlK HLIG R G, 1 0122 fe B2 & FFAE
RAOMIIR G FRUGEHIG IR ; 4% 126191 4H ACTH
RITICRL, Gl H A ASM J5, 6 1913k HL Ilfs PR 2%
fit, 6 B TCRL. HAT 2 BN & R AR IR YT,
DI R R 2 AR TRIBE A ASMIARYT 1 Sk LIl IR
it s VBIREIRYT RN AT . EIRGE RN,
NF1AHOC TIESS B 2 Al X AR fE— L3697 305G ASM
FEAE RN, (EANIESZ ACTH VAT E AR B K 8T
BN JE ARG o SCTiRk 1 3 A= i KB % 24 W M i 1
IESS HAT — @97 Rk =, AWF5E i 191 )L 28 2k 1
REIRIT I KAERIG 2, e HAEME A
FR I BA TR A, HIEIEATS DL 5N
F.o SCERIRIE, XFT NF1AH G2 Wk vA M EL
AETE BN AS A 8 L, T AR VTBR fit o s 22 T {5
o1 LU & AR 206 >0 BA SCEkHE ,

S EL
AR 5

2 4 )51 B R 1R D 6 JE AR 4 NFL
FH I B LA — 2y & ™, (0 Lk ik e
NF1A7¢ TESS A4 i FHIESE A A B, 7 3% M ik
NBAT T — 2 AT 55 0E

NF1 A TESS LTS A7 5 o,
oy ILIERRZE s R 2k B IR IE R K, WA
JPAERE TR I B A B IE G 0 ARG
SCHREE AR R, 41 BT, 264 (63%) 1E
BEVIAF AR R BYEG , HP AR 6
il ) LEZBOR B RERAAEA RIS, (A A4t
THEX ZEFHK, #8 NF1AHE IESS B LI & &
BERBA R, R RS RR,
RS 2l JF KR LA ORI 0 B ) 45 R Y
B

AT FE R 7R, X LI AR R AR A
KM RN & EEG B R Ay, N Eshi T
VRG2S FHA- W IMERE | BRCSS A/l B A 22 B
Bk S E SRR Lisch 45715, 1B 7] NF1 2015 L ;
BEALNF1AHC IESS B, 0 R 58 38 M i MRT, IR
BEAIEBIEAL Bast A AR . 3697 R R sl
ACTH J¥ 50 JE MM FN/sR 8 R TR SR EIRTTY . T4
Al R AR Z A EEG PRI 78k X2 K alrak
RIEH, ATAMEAGEES ASM ., AR BRI K s T
W, TR LB Y. ERLKRAET
P 1 X122 2 L X () TR A K-

Zi b, NF1AISCIESS HA 2Lk . wae
RAE. EEG R A, DLk MR AT UL
TIXNFLAHE T, B 5 Sk S . 5—ENF1LAE
PR AR L, ARG R R A Ry s 58404540
PEIESS A EL, HR MR I A R . brifE—4k
1BIT Z A S RN R 2R R AR, (R JLM &k
BIEGE N L, SRR IR U AR R R T
TUEAT B L AHIETE Ry B b [l B 5 651
5, FEARRARR, FEUIREA—, 5832 R0
PRI, FETIFREZ O, REEAR . ATIEHEE
58, AE—C B NF1AHSC IESS B HLI R AL . 52
127 L IRTT RN S 2 e B A )

BTk E . Tk R T RAIBIKE .
HAFESM R IIET ; KB, &5 0TI R 3
B A BT AR, BT
BRI, B LFARER L,

FBEFREN: IREELEHERALFHZF R,
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