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Abstract

Neurofibromatosis type I is an autosomal dominant genetic disease, which is rare in clinical re-
ports with infantile spasm as the initial symptom, and most of them are assisted by gene detection
in clinical diagnosis, but the effect of conventional antiepileptic drugs is not obvious. After using
vigabatrin, the spasm disappeared and the prognosis was better.
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1. 5|8

T B 22 21 498995 (Neurofibromatosis I, NF1)/& — i Gt R BVEBE, RINZZ°8 1/3000, K5
FER AR E . 2 )LEZE (Infantile spasms, 1S)2 & A= T2 ) L3 A A 58 40 P 3 v 1 00 e M oo« AR L
SRR RSEARI T B A2 A1 9000 1B PN 1 R R IR, iR R, BRI, Rz, F9RTT,
PARIEDT .

2. leEREZER
2.1. —f%EH

BIL, 5, HAET 201795 H, izl 7 A&, HIEEHhE 40 RABG, iERI Ak BE
ERANE, BRIRFREE 1R, BB RAE, 5~10 RR/E, 2~3 Hi/H, FHIWARE, EEEZ B, fWiEE
T ARESNER, HhERAY . WS SIAREE AR L, R sh K BiERe, A X% L &
PHZE B R R B AE SR o BRI . AR R4S .

22. EFSHMBKE

REER, EFREDE, PTT DUEATIL 10 REOK/INASGEME TE BTN ) 4= G5B L 1), &
BRTSmmEZT 64, &K Scemx2cem; LITIEME RGEAR N THE . ANBEEATILF . JREM.
RIS, BN, . LR, HEDEe. CUBRIER, AR mEE. R
B L.

Figure 1. Coffee spot on trunk of a child
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PTG H R S SR LA R T, T R A8iash, TR - 18, B - 1B, ERERFER. RIEMERE
2 W, RINA ERAMNE, KAE 1~3 &, [F 0106 B L4 5 U R B AR P s 8, Jeded
BONG . B2 OEZERAE). Sk MRI AR 8 . O B A AR IS8 . X ZRA8 B s A U A =
BRI . WLRAS 2 R WL Lisch 4575, A& MBI A H2/8 NF1 R SME T 46, ¢.6791dupA BHG5

A(LIE 2).
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Flgure 2. NF1 gene mutation 46, C. 6791dupA (insertion A change at arrow)
. &)L NF1 EREREIAL 46, c.6791dupA (BFkLRIEN A KE)

2.3. HISiaTT

RIEIKT+ DU AT L 10 RERNASGERG R B RN 24 5 EDE, BAR KT 5 mm HZ T 6 &b,
454 NF1 ZEF MR T 46, c.6791dupA BALRAZZW N A 4w 1A )L 7 HEd, sy s
2R AR, PRI B 3R T S8TE S, TR - 18, B - 180, EFERFERI ARAE R H
2 FHE T REEARRBES), R/ EIANE . BIgE, 12WrAZLEZE. BT IYIH DIRFEMLES 1.3
mg/(Kg.d), ZFHIMEZE 6 mg/(Kgd), FERIETLIE: FW%%E%&QM%MQQD%Fﬁ$EWﬁ
%K, JRZBEINEE 50 mg/(Kg.d), ARFHIEERME; HEiE 6 AR GESELL &R M-tk i
BHNRERBIER, WL EBK.

3. g

PREA A4 I9 1 AL (neurofibromatosis I, NF1) N5 Qe bk B840, v B, WA RS B
IR — RANGAER . NFI RRELR 1/3000, RABIHFM T 17q11.2, KELH 350 kb, G
60 NMAMET[1]. HAmMERIME LT 4ER i 7 2828 MRS MAF 4R E A& —FRKED, Jidi
FEINHIE o %R A BB GTP 7] GDP 4k, Wi4l#] Ras @ES =AM . 0% Ras y& MR LA
WOE A E R RIS S0, AFEMARE mE REEN . b, ZEAIHEE cAMP 17K,
M ARG SE . 1% FEREART, Ras @ ESRREEOE, S EAN MG s . DL RIS B0
i 1 B A 4ER i K R LI [2]. NF1 SO R B R RAE A, T 50%I1 B8 R 2 T RALEL
AR H SR, FTARIRRILZ M 2R, ANEAME RIA RGO R . € B E L TA T 1997 4
H NF1 G —2WibaitE, 20 H&00F 2 Fak 2 Feh ERIRRRIETari2Wi: © 6 /4> J LA b 11 5 Jik
B, EAEEHEYSS mm, HEYGE>15mm; @ 2 AN LhEFATATRI ffh 28 47 4ol 1 N MOIRMHE
YR O M BRIV ETE; @ WHHE R BH A i SE R R R s B 2 AN K A R S AE #4988 (Lisch
4579 © FHEMEME TS, BREERKEAR, BRATERKEERILH: @ BER—4CEETH
muﬂ%ﬁi Ui RFAT R RIS AR, BL JLEIAIGARAEIREE, BEEFRR KR, B H BLHARIE RE

o AR LR /N, BRI ) B RN EBE AN, TG HAR ORISR R I, U S BRI, R
%m?%,MWMwA@ﬂkﬁ A2 NF1, EAME 2 RIE4].
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W)L AR A T LA ) A AR 1 X Y T R PR I, R I 2R A T P e R K
MIZF KGR BEIR . NF1 M4 RG % Rl RN KAE, GIFER 4%~6% [5]. B IIRINSER
ZNEGWRIE. SR MERAE, EWMIE NFL £ IS FIRE, 1S T 2 iHiE & 4 1 451 1 A# 1L (Tuberous
sclerosis complex, TSC)fE3, TSC A IS KIFHEN 10%~15%. [EHMEH Mar @it BB 7T 16 £
NF1 £E IS 7 fl, GiitHRIEHEN 0.76%, 5L NFI JER SRATRA K A7 45 5 NFL FE IS BRI L ZA
BHHf[6] . AHOCZE A T8 R I 2 ) 2 2 1) A i XISy i 5553 2 O SRR B8 ) v T 184 7.

IS XHE G IPUBIR 2597 37, BRAEAR ' B R R BUMR iRYT IS M —4 254 & ORI BORIH,
i B2 LU, BRI 1S —2k 259, (HE XTIy T e /b[8]. 20 D 90 FEARKK N FFUAH & )
BRI IS ImPKIEYT s SR E T 2009 FHLHEN HTVEI7 1 MH 2R 2 ZI IS B .. A OMIERN )-GABA £
L, FE g A SR R AR RIE R, G GABA WREET &1, ik BTN AEHI[9]. HT GABAA
ZARRE I S E TN, Wik eV 2 BUBIR 2P ISR 10]6 5% 220655 R g% 1% B ok 19
ok KBRS (SER)IT 78 K I R X SER TR A A B W W il dzs i), Al /e H 2l it GABAA 21k
RIEAERMI11]. & ORRR AT ERIA BN PP [ O PP st , L3 B R, mREE
FA 2 T K B 2577 B KA DG, AEIR T JATR) 75 e BAIRRLBE 2 . Gaily 20 70 R IR 4 ) LIAGE & IR R »
A AL B B4R A2 28 6% [12]; Taghdiri 2501 58 K AR ET 45 & A2 208 4.5% [13]. WEZFH AN
CURIR G 5 1S SEINRIBRRG LT thik, BUREIT 1S Xt & LMAEK K § Sfe skt
EHE[14][15].

I B LUL IS B ARER, BRI AL, R /N, SRS E MR I, FE AR
W2 NF1, HRTE P e e 0E . A5 1 S R B 3R /M B T 46, ¢.6791dupA FEIDRAR, Itk
WEEFZ W — 8 5% SRR LA E BUPURIR 2390767 SR AN K2, 0 Al 220 O 8 I R ol AUk,
R RARTE IR, SRR BRI A — B 2 SE AR . AN, A TT AR A SR R AR 491 B 1A
2, mREd L. ZREARDFRT SRR AR 2.

SEEk

[11 FHWSE, L7, R IUBIAML. 5 7 R, b ANRTAEH AR, 2012: 1906-1907.

[2] XUWF, FEAsME, DEI3E, 25 NF1 JERZRAE | BUM L4508 BIIRIRH[I]. R LRI &, 2016, 34(11):
819-824.

[3] BB, REM, T2, % JLE | BWE YRR 1 H & F R, FRERKFEER, 2014, 37(1): 120-121.

[4] Upadhyaya, M., Osborn, M., Maynard, J. and Harper, P. (1996) Characterization of Six Mutations in Exon 37 of Neu-
rofibromatosis Type 1 Gene. American Journal of Medical Genetics, 67, 421-423.
https://doi.org/10.1002/(SICI)1096-8628(19960726)67:4<421::AID-AJIMG20>3.0.CO;2-K

[S] Hsieh, H.Y., Fung, H.C., Wang, C.J., Chin, S.-C. and Wu, T. (2011) Epileptic Seizures in Neurofibromatosis Type 1
Are Related to Intracranial Tumors but Not to Neurofibromatosis Bright Objects. Seizure, 20, 606-611.
https://doi.org/10.1016/j.seizure.2011.04.016

[6] Ruggieri, M., Iannetti, P., Clementi, M., et al. (2009) Neurofibromatosis Type 1 and Infantile Spasms. Child’s Nervous
System, 25, 211-216. https://doi.org/10.1007/s00381-008-0706-5

[7] Shang, N.X., Zou, L.P., Zhao, J.B., Zhang, F. and Li, H. (2010) Association between Prenatal Stress and Infantile
Spasms: A Case-Control Study in China. Pediatric Neurology, 42, 181-186.
https://doi.org/10.1016/j.pediatrneurol.2009.09.003

[8] Pellock, .M., Hrachovy, R., Shinnar, S., et al. (2010) Infantile Spasms: A U.S. Consensus Report. Epilepsia, 51,
2175-2189. https://doi.org/10.1111/1.1528-1167.2010.02657.x

(91 KBTI, Kb, SRR, S5 S COM R AE 45 9 VEREAME R B LR 2 UL BRI T RCR A 0], IR R 2R IA,
2016, 29(4): 75-79.

[10] Yan, M. and Dai, T.J. (2004) The Relationship between the Analgesic and Hypnotic Effects of Volatile Anesthetic and

DOI: 10.12677/acrp.2019.73004 24 Mz LR BT 5


https://doi.org/10.12677/acrp.2019.73004
https://doi.org/10.1002/(SICI)1096-8628(19960726)67:4%3C421::AID-AJMG20%3E3.0.CO;2-K
https://doi.org/10.1016/j.seizure.2011.04.016
https://doi.org/10.1007/s00381-008-0706-5
https://doi.org/10.1016/j.pediatrneurol.2009.09.003
https://doi.org/10.1111/j.1528-1167.2010.02657.x

P, KEZE

GABA, Receptor. Chinese Pharmacological Bulletin, 20, 521-523.

[11] &7, SEPrEE, ShaEve. S CIBERXS B R MR K BN RAE AR AR IE R (D). A E 253 2@ 4%, 2007, 23(5):
597-600.

[12] Gaily, E., Jonsson, H. and Lappi, M. (2009) Visual Fields at School-Age in Children Treated with Vigabatrin in infan-
cy. Epilepsia, 50, 206-216. https://doi.org/10.1111/j.1528-1167.2008.01961.x

[13] Taghdiri, M.M., Ashrafi, M.R., Bakhshandeh-Bali, M.K., et al. (2013) Clinical Trial of Vigabatrin as Adjunctive
Therapy in Children with Refractory Epilepsy. Iranian Journal of Pediatrics, 23, 653-658.

[14] Jozwiak, S., Kotulska, K., Domanska-Pakiela, D., ef al. (2011) Antiepileptic Treatment before the Onset of Seizures
Reduces Epilepsy Severity and Risk of Mental Retardation in Infants with Tuberous Sclerosis Complex. European
Journal of Paediatric Neurology, 15, 424-431. https://doi.org/10.1016/].ejpn.2011.03.010

[15] Domanska Pakiela, D., Kaczorowaka, M., Jukiewicz, E., et al. (2014) EEG Abnormalities Preceding the Epilepsy On-

set in Tuberous Sclerosis Complex—A Prospective Study of 5 Patients. European Journal of Paediatric Neurology, 18,
458-468. https://doi.org/10.1016/j.ejpn.2013.12.006

Hans X
PR RN R

1. $TFF50M 75 0L : http:/enkinet/, 5575 JTH A “ A8 SC P A CNKI SCHOLAR”, k%% %2 : http:/scholar.cnki.net/new,
RN B SO AR, B R A
s “ERRIGR” , TR EMELEE: [ISSN], iAW) ISSN: 2328-045X, HIT[#if.

2. JEITHIM B T http:/enkinet/THER “ [HARAN E 7 #ENFEIMIHAR : http://www.cnkinet/old/, Z=AM35E3#E « [ bR SOk & E”
BN, HWREERE A CER, WA,

hmiE S http:/www.hanspub.org/Submission.aspx

HATIMEFE: acrp@hanspub.org

DOI: 10.12677/acrp.2019.73004 25 Mz LR BT 5


https://doi.org/10.12677/acrp.2019.73004
https://doi.org/10.1111/j.1528-1167.2008.01961.x
https://doi.org/10.1016/j.ejpn.2011.03.010
https://doi.org/10.1016/j.ejpn.2013.12.006
http://cnki.net/
http://scholar.cnki.net/new
http://cnki.net/
http://www.cnki.net/old/
http://www.hanspub.org/Submission.aspx
mailto:acrp@hanspub.org

	Neurofibromatosis Type I with Infantile Spasm as Initial Symptom: A Case Report and Literature Review
	Abstract
	Keywords
	以婴儿痉挛为首发症状的Ⅰ型神经纤维瘤病1例并文献复习
	摘  要
	关键词
	1. 引言
	2. 临床资料
	2.1. 一般资料
	2.2. 查体与其他检查
	2.3. 诊断与治疗

	3. 讨论
	参考文献

