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Abstract

Neurofibromatosis is a neurocutaneous syndrome characterized by the development of nervous
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system tumors, mainly divided into two clinical subtypes: Neurofibromatosis type 1 and Neurofi-
bromatosis type 2. NF1, the more prevalent subtype, is pathologically characterized by aberrant
proliferation and differentiation of neural crest-derived cells. Spinal deformities constitute the
most frequent skeletal manifestation in this condition. This study provides a comprehensive review
of the current diagnostic and therapeutic landscape of NF1-associated spinal deformities, with a fo-
cus on elucidating the underlying pathogenic mechanisms, imaging characteristics, and evolving
treatment modalities.
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1. 5|8

P2 21 4987 I (Neurofibromatosis, NF)/& —Fh LA Xt 4 R Gl BIFH 2 R (EFEN . e, 485

J IR B RE K AR I R 28 B R ER B AE[ 1] AR 38 [ [ 37 AW 78 B (NIH) 73 A5, NF 3255
APAERIETI[1]: 1 T (Neurofibromatosis type 1, NF-1, Ell VonRecklinghausen Ji; $FE4:FR I N
2R R R 2R A BE) AN 2 T (Neurofibromatosis type 2, NF-2, XXM 22 feg s, LR GO AT RE
PR TR AT SR ) o FEHPY, NF-1 22— DU 220 U 241 Jf 184 5 D9 e s ) o e A S At st A s, L AOmL S5
BT 17 S tofh ALY & R RAZ B VIA O [2] [3]. NF-1 28 i WIS, BRI SR &
2158 1/3000 [4] [5] FAEM M2 NF-1 8 WLEE 58RI, T B RIE 9.8%~46.9% [A][5]. A1, NF-
1A P B AR B 3% 2545 (6]. PR AR B 98 A F sk S Jo i P 54 S B B34 NF-1 A G
BAEEGIE  APIFEAR A, JEE FRA R APE A ™ (Nondystrophic Scoliosis Secondary to Neurofibromatosis
Type 1, NDS-NF1)Fl'& FEA B A #:00 ™ (Dystrophic Scoliosis in Neurofibromatosis Type 1, DS-NF1) [7] [8].
HATRT NF-1 4k AN KRR HLE] ARG, FTRe SHEE N APE Y 5K (9], ML 4R I BHER
5 A [10] [1 1A S i L B RRAA[12]-[ 145547 9% o NF-1 4k G AE I T DR 52 2% R AL A2 T
HMERE, RO IAR B B SE B i B Pk . A U TR IR s, RG R HIRHE R RS
FAREMNIUE, BERIESITI’AT, NocE 85 TG IR ARHA KR .

2. KRG

NF-1 52— M AT 17 5G4tk b fh 20 27 et 1 25 DR RAR T 51 S Gy e M2 55 2] (3],
HAREMIMNLE, 29 50% 8T HERAE, R 50%NFIEBHEE[15] [16]. H 1987 4 NF-1 £ 4 e fr T
gettfk 17q11.2 [17] [18], FFT 1990 FHE RN ve fE LLR[19], HArFALHIZE# 8~ . NF-1 £ H[2] [3]
[18]4K 370 kb, 7 60 NAMEF (i 55 NMHRIAMNE T LA 5 MG FMEEIE4MNE ), H cDNA K
12.4 kb 1%HEF Gafid )PP A 4E58 B 2 —Fh 7 F 208 220 kDa. HH 2818 NMEEEFR AR AUk & 1 [3] [9]
[20], fEN—FhZD)ReEE, MAEF4REDEDAE 6 NIIRE, |2 oM THE G, AR,
TR N AR ERREE AN, FREA AR A R Z TR, MR E A — A
H BTN REIE 2R 21~27a SR F4RT5 ) GRD (GTP BRAGE & A G X 38), HE5H5 GTP BREuS AR
J%:(GTPase-activting proteins, GAPs) H A [R5, %45 M@ iniE Ras-GTP [4] Ras-GDP ¥4k, it
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Ras K RIS 5B B0E, X Ras (5 5% SR AREIER (3] [21]. Ras /5588 0#EE T H31 2
T RIS S5 S84%, NG BEUUEE-3- B0 (PI3K) M 2 24 205 10 28 A BE(MAPK), 4 11 5 01 4 it 48 5 A0 4
f[12]. Bk, NF-1 B AL 32 ZEYR T J 8 AR 5| (G 8 £ 400 B 1 D) BRI, IX Rk e i S
RAS/MAPK FI PI3K/AKT P 2% RE(E SR, FEUIMIEGE S o R IR, 5 A IR e -

UbAh, AL UERE IR S 5T IR RN BRAC)TE Y, T AEE M T IR B R B (cCAMP)/ K i
B A 5 5B AR AR, % 51020088, R m R KRME[22]. [FIR, #HELF4E
REANSZMEMEAMEER, mEEED. BIEQ(S 54 RNEH). LIMK2. Rho Al Rac (&
55 AEh R 40 2R E ) DA K 2 AR R T BERT CRMP 2R (3 S &ML R 42), AT 5200 240 i 1)
IEHThEE, SEWUAKE ZEL, 51K NF-1 FRe R EIGARREIR[21] [23].

T NF-1 AN 2R LE], H AT AR S4B, (HEaa it R BT RERS S LU R 7 : (1) 4
SATYER EEZ O, ST B R AT L SR 2 AR KT SRR BRSBTS R A B
R S EMEALE R A, BETTEECEAERTE[10]. (2) B ER/DME BB, 7R s g,
Y M D) RE RN B IE NG OR[12]-[14]. (3) WA MR, A KIMREBRIG =5 NF-1 BFFHRIY
kA %, (HEARNUEI M — DR R[24]. (4) M WG Y skiE i Fre v e THEETBE, 51K
HE 5 MR AR ek S MEAR TS AR, 308 17 T s e VA PP 0 SR, e 28 5 BOH A SR ARORI ™ 5 (1) 5 A W T2 [25]
[26]. (5) HAOFEEREAMPEZKEAR2T], PTHRZEEKEARATRESBUEEEMEKEAR, 1&HRE
B TR AR TR, B4 3 BUE HE R [28].

3. ImARFRI
3.1. BEREZE

BRVIE R RNZHNF-1 BEERIGARRI, BAFERKBYE29]. 4, U (Café-au-lait
macules, CALMs) & NF-1 835 M) 7 Ik R 8, DeBella ££[30] KT 99%HIEHTE 1 FIH 6 NMlEL H
BRT 5 KBTS WS SR VAT A B 28 AN BRI 2R E, 29 90% M B E 7R 7 % A A bR
T[30].

32. BREE

NF-1 FI'E 8 KRG RIMEHFE, BRiZWibrdESr, EFEEFEMMN7] (8] FMEWTZ[31]. B = /b AE 5
BRAA[13] [14] M Bt AR K [32]5% . Forb a Al ™2 i I B B R R B, % 2N NDS-NF1 #1 DS-
NF1, Ai#E A HRIE S /D S8 R B AL ™ (Adolescent idiopathic scoliosis, AIS)FHALL; J& 2 I LA K i
Mk, EEMNZ KB e, BB, FiERE.

3.3. MERM

NF-1 B2FH G RAEZ ZRGERE, QRS sk ks s shiio. Mm%, O
K/ IEREACER[33]. TFFTZRH, NF-1 B XS B2 5 T 8E AR, DLtz p iy i [34].
B 55 0 0 A, M T DI 1 5 534 B N RS 35
34. HMERGRM

A A1 JE A 2 5 FELIRE (U B2 R A A 2 AR AR A 22 1 4980 ) S PR X 1 48 22 G0 I g (R0 A 22 I o 98 o T 58
FUREE) [3]. MAEHFARIRKRSTIETE: O FNT;, @ T4, @ BRI, wHERE. fik
JHR 25 R AR B A B T R [36]0 MK IMIRT £ R AE TR (15%~20% 58 )L 32 2 [37]), SRR Ay e
IR RIR . MANE B s AR IR R 7, S8 1 A [38],
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3.5. BHRERNAERSE

NF-1 £ JLZ NI RERRAT, RPN SIS St B S0 S A D RHIE[39] . HOARIB H i R4
PAT DIRESZ AR TAFICIZ IR . M8 (IR ) RSt/ 20 UM 0 T e pk S LA s B [40] . BH0R
WNFIAT 957 5 0 il 5 - TSRO BAT Wi R AN (L

3.6. HERM

NE-1 883 A R 40740 3 P S I (R E HER I SL B LR <1 om MIBEELER) [41), HEHREH
e 4 5 2 R LR SR KR 42]0 B, NF-1 S8 R L T 0 20 40 2 00
R

4. CHR

NE-1 [k R O ML SRR R VPG (0 S . L ASE BRI E D T2 R . £ THZ RS
B RFHECEEE . KR B IREZMZERGSE), RGNS X2 A EEE.

4.1. NF-1 RS ERRfE

HHE 2021 FEFE PR L AL 2 Wb ES LR (I-NF-DO) RSB T i,  NF-1 2 WibarEan R [43]: A
TEWA SCBHZ WA NF-1 /M, QiR AEAE LR PR A L B E S, WIRFA NE-1 fislibadE:; © &
WRAFAE 6 ANEL 6 NLA EARIHERE, fEHFIATEAANT 5 2K, EEENEEEA N 152K @2
AL AT R R TG0, A DAFTE | MRS 4480 O e siEARERN: @ Mz
RFRRE: ® BT ARD 2 ANk 2 ANLLE Lisch 5T MR), 806 TE 9 (OCT)/ AL L4
(NIR)FEGAE AR 2 ANELLL EIRKE IR © FHEMEERHRE: R EAR . BEarsMus i, sk
HEIATER: @ FEIEHE L300 A gui) - B S0 R AR 7 B0k S0%MB0H A A1 NFI B 544 B:
T A FRE FZ BRI SRR T2, nSRAFAE A FHRLE I — N AN hsitE, RS2 WA NF-1.

4.2. EAESHL

NF-1 B2 Wibr e A7 70 AE 0 Rr T PR 22 57« NTH L RbR HE7E BN H 2 W7 0 R I 28 (R o U B RS 5 ),
B 1 B NEFESREINCEEOA R BTk, EELRHE 2 (AAP)FE ) L3 BRI = KA OB TE: (1)
B RIS WT (o NI PRARRAE LRI TR (2) %503 Legius £5AE(SPRED1 JEHAHCHNG): (3) Fiidx
A M AR A (IS B AP I R 2 R R/ B K B A R). £151>6 4 CALMs H G55 L &)L, Evans
(441 FIFF i (n = T1)RoR 66.2%K5 H NF-1 BT, SRz B A SURMERIE 62%~66%, ™3 F
IS 2 B L2 Wb B

4.3. H48 NF-1 LHERE

[-NF-DC % FATH XA B NF-1 32 H 7ML 2 Wb e, 52 T EATAT 1 42 Wi ik & 84 NF-
1[43]: (1) fEIEF 42300 = 40 f op B SR A7 B DR AR 3 H0<50% M B0 4 & F NF1 22 54k, J2 1 /> NF-
1 Wi dECOBEER L BRAN): (2) 78 2 AMAH 2 LT [ A2 s A 4k BB AR R B0 24 & 1 NF-1 42
SARERZ R H L ARG EOR NF-1 B R4K); (3) A FHEM A B2 CALMs 8% kR 22
YRR, AT E HABAE R 1 2% NF-1 12 WibRitE (SO BE B3 s B 4 BB 20 LT & NE-1 i2WibrifE: (4) R
BULR 1A NF-1 2 Wibsifk: 05 UG RA 5t A SR 2 NERL E Lisch 45 5 B0k 45 155 5
NF-1 REEEE AR 2 AN E A EAT A BB (g pp R 4 g ol 1 AN AR 4R 48 . I 5B Lo LA & NF-1
bRk

DOI: 10.12677/acm.2025.1541225 2661 Il PR 2 2 3t


https://doi.org/10.12677/acm.2025.1541225

EZ, Fiapn

5. AREHHE

NF-1 FE B RGER ML AL, SREHEEMY[7] (8] FMERIE[31]. B 2D FE FFAA[13] [14] K
PRI A K (3204 . FLA A RO R A LK BR SR KRB, %08 NDS-NF1 Ml DS-NF1, X piff
FRAEVERREALS] . ARIRFE . 897 7 BTG T HAFAE 35 2 5, DR FLdk A7 HERf X 2 B S 2
[S1[8]-

fE X ZRA/8 MRI S8R 2 ANEUL FEFRA R IESCE A 8 e L DS-NF1 [5] [45] [46]
[48]: (1) HEMAR RS DUREEG AR (24 53 ULALTRFE CE B ME > 3 mm BOBEME > 4 mm BB Q) A HEMLEIE
B SEANT S TR AR EAY) s (3) BRI G B TR (FE AME A O 25 58 R 2 22 8] F o s R A R v FEE 1 25 2R
50%, FF-5 0 EFMIECR 52 SBAMEARN ErECE T HER): @) JRkktE. BB (R & 6 N6 A
PURHERS): (5) BRI 5K: (6) SELTE M MES: MR BRI AR 4100 (7) MEABUEAZ: (8) #E
EFLY R (9) HESMRMBEE 58 (10) MESARAKEBEA R . DS-NFI1 424 FBEAFELLR 5 NTTH[7]
[47]: (1) BN WM, YO B EBRISiME, R 2 s SR PR A A B A R R
4 3| 6 MHERR R SR i g2, Fffi 2oy m o g 2E R 16] [48]: (2) EIRA R4 2
ff), Bending {7 5414 A6 B TR B IERIEH /N T 30% [48]; (3) B IRA R IESAR[7][46], HLFEHEMR S DAL
O MR AS HES IR K B A RS (4) A5 MR IIAEAE[10]; (5) TS 7K[25] [26]. Shahcheraghi
ZF[49]F1 Wang Z5[7]%) DS-NF1 IS RE AT 204, R IUAE A B DURECCE | Ui B 2B AIE B ME AR T i
IEAE 55 L ISR AR . B FC R I[50], >3 ANE FRA RAERHIE A 825 A 00 ™k Jee XU 5525 T 151 (85 %) »
FoA i By AR SSRGS F- o #E Larson ZE[S1]MAFFTHT, XFEFRA RVECSCE RHIE 5 I RS Wi ik 8
JEE AR e 2 TE) )9 RHEAT 00T, RIUHERERE . MEAACHLIE AR AR TG 240 0 £ B i 281X = A X R B
P2 DS-NF1 HA RS BURIERIRE R dhoh, rE e, MERiess . HEABL AR RIS A7 T 3E
SN E S W AR R IEANSC, BART & 1 MEFIER 2 Wi N 52%~58%, 2 AMRFIERT A 72%~80%,
3 ANFAERS A 88%~91%, 4 MNMFAERF AL 96%.

NDS-NF1 7£ X k185 L 25 AIS AHRIRIK IR IRE[7] [8] [52]. 28T, NDS-NF1 BEA K&,
HUR Z W5 5. Yang Z5[53)81d CT B/ Hr(n =9 5, 3230 MHESHR)H 78 NDS-NF1 H & HE 5
BREREEFEST ALS, XONMREIME S RIRET R E R T m gt 7R s .

6. JRTT

S NF-1 BEECIRAN S THUGZ 0, EEEPNGST (GRS AR R BORBE 22 . HAT, 1 BMe
LRI AR S AR M 29T SR AT DL RO U G . EAE R /2, DS-NF1 5 NDS-NF1 [
HER 7 Y LR IR YT U7 SRIEFE M TG VP, R IR R R I RBE I 1T (5] 8]

6.1. NDS-NF1 Y387

W FLRBA[7] [8] [45] [47] [52] [54], NDS-NF1 FIVEIT KBS AU S ALS 2K4L: (1) Cobb ff <25°
B 6 MABEUIEE, SRR SR (2) 25°~40 I CR2E Kl fy e RE S HIBYT, (HTVRAG
NF-1 B3 AT RE RS KO0 BE i) UG M IRI2I [39] [40] [55] [56];5 (3) >40° 25 & AT J5 B B FEm
ARo BEAEBTFEIAA[45][57] [58], 55°~60°MI25 38 75 5l 5 B IC & TR DL g M- A B & Fa0E . ik
ke, BEAE S =ACHE S ARMRET Y R LR TR HOR I R R, A4l 5 6 8] 5 R R I w0 ™ B ) 25
EV A 20T 20, [ Gy i B B T2 AR SR B FF ARE A XU [54] [59] - Lyu 5[ 54|/ 9T 2. 7%, NDS-NF1
I AIS 35 4 — W) B A © HRRAT HoR [ e G F R, IGIRIT A B2 7
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ESVERMZ, NDS-NF1 A REREAE KR B 378N DS-NF1[50]. K, %} NDS-NF1 H#& FHi#T3Y)
PG IR EE BtV th4h, BT ISR RGBT KRR BEA Gk, R vt 2 ¢ HE
[60].

6.2. DS-NF1 HJ3857

T EFRA R MR . KA RAHES AR B BBAs RO 25 PRd 4 f (5 2, DS-NF1 iRY7 3K
WEATIIRAFAE S ORI BRAR 6110 IR SEEAN FEIUESS, SCHRIBT X HITER, 2 F R FIHFRT[6] [62]-
[64]. Z5E 20 KT, NMEIGIT 7 0BT BT 2 4 IR IR VP 280, A48 B35 0 AR R R AIE
W T R ML RS . B IR R AR RN | il V0 B S AR 15 S5 R R AT

TR IR TT T IR R OGBS R & R AR T 24 10 2 DLUR BPE AU e R v
A FE M ™ (Early-onset scoliosis, EOS) [31], #E4RkiE, NF-1 H3 9 EOS IR AR A 10%~60% [31][65]. X
TR RN DS-NF1 &5, 275 K A B8 il & 84 K17 R (Growing Rods, GRS AAE S . 2 A 78 4 -
KM DS-NF1 & FAR RS ME T IERIE: Greggi BIBN[66] (n =23, “FHIER 9.1 B)IUESL ) B/ 5
S [ 7 il AR T A R ) s gk R S . Tauchi 58[67] (n=11, “FYJFES 8.4 )14 RV HE B, R
TG BB PR YR AR R, (HEE R G R AR K. AR U A
AKX, Tauchi J52EHFFT[68] (n = 26)%F bb - H- 1A & PRl (A 5 B/ FR 20 f5 B S5 AR KB HR, R F- 1R
H1E NF-1 GIHEFRARME EOS AN EIGRBHNE. SR, Cai F[69]%) 10 il 52 B.40 5 % [ 52 fil &
R EF AT PR IARE U R, R BRI, a5 ima FAN EOS MIFE R 4E R A EEAE,
HAERIFIERE. Shoh, o RO S AR TR B EERKRE AL RAAREM, LERIN
KT G20, dhRINR B RS, 24 S EBUMm DRt H LA R RE69]. TENARREHIAR, £
KRR T A (RBEINER R & R S o R & 77 R DAL 5, ILC %A EOS ARdEiRyT B
[70]. JEEER, KTAEKBEALE EOS &IF DS-NFI BE RN HZHE L . Yao Z[7117F 2019 4Fifid
YT GRs (n=27, 5.8 %)5 R W& ARMm=32, 10.4 %), iFSZ GRs uJ ZEREA A K H RABAF AL = I AORE
AR SR IE 265 % Li 8 (7211 2022 FFit— P 5K M, GRs (n=10, 5.7 ) 5EHAAERN=4, 113
VR W P 5 LE A ) AT S50 . Gao S5[73]4E 2023 SR ST HIESE, BaA KA ZIRITRA
£ DS-NF1 AR W Sk (0 077 48 b, SFF4ER <10 2 B3 BiR 7 ERUA it e i,
1 GRs AE RN EILETT S A T>10 2 (R B /i 25 sl B, BAK GRs AR JiF P 1 e AH 5G9 RE
Bk, AR A AR WIE N R IGTT & .

W T 2R 5 7 AR R BRI A W EESHE R K. X DS-NF1 [5B Ji6T7 MR LS — &
Jo Crawford 2562714 Cobb 1 <20°ff] DS-NF1 B3 7] VS DM 354 6 > H e BBl VT ; % Cobb £
1E 20°~40° Z A1 £, SR UAT SRAl Y 5 2% [ b & TR . (EfHER M, DS-NF1 25k JR T 5
W%, NS Fe X v, FARVGIT I B 78 73 5 RS Ol Parisini 5[ 744K HE AR 10 5 RARTE A, K DS-
NF1 %I WAL Type T el RTINS H OGRS A < 507, b8 M nT k47 SRt f5 % ] o il &
A Type I NREIRTE IS ARG M A >50°, %8B E @GR R BIEA TR iR BA AR
FAAEREIGAR KR, Q3BT ARG TR BT AR MRS 5 ARG HRRE S & )2 55 R )
R[7]. BEE S =AM S RIBETHE R BB TR HAR A KB EAR I KR, LR T A5 B AR (n i i
H7E5] . Halo B )85 IR, DS-NF1 1i6S7 7 NBAEAWAL . Wang ZE[7]%) 16 1°F-35) Cobb A
83.2°\ JE M 58.5° I AR AT B AR 5T, A — IS BRAME 5 ARIBET BORIA YT DS-NF1 A2, I Eil
Al A T BB bR A 1~2 MHEIR; Z8HE R <35%, WIHHEFEAT G % 4B HE V) B2 AR (Posterior Vertebral
Column Resection, PVCR). Xu %5[48]7F 2019 54} 11 41 Cobb % > 60° AL <30%M B & 34T
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WF9T, VESE Halo B )7 5| 456 WUAEKHER AR 2 2H . 1E 2025 4F, Liang 55[751%F 15 #1°F14 Cobb i
99.10°\ Ja ™M MAN 79.33° AR < 40%1E#F HATHHIT, KI Halo HJ A5 GG A KBEHIAR
JEVRITEE DS-NF1 & Jf EOS MM 52 4f . J7 AR E 51k, AT % 1E Cobb MG MA, WEIRT
S, SEIEAE R, B AORER A . Rtk % EEEEAEE DS-NF1 &3, R AT 25177
Z( Halo 372 51), HAZOAHUHITE T8 i 1 B ) gk (e g sl vl S v s 9, i R AR i %2
ARG, AR SR AR

BERARMNBHREFRTHMEE L BRI KL —. Lykissas ZE[46]RTT T NF-1 BEHEFRA R
FHIES FART TR REOCH, WM, BA 3 M AL EEFRARFHER NF-1 8%, HFEARFTRILEL
T 3 FRRHE R 1) 14.34 %5 fESTURHEF, HEAR B & FAR T CEIMEFE R, hREEFARIL
FONTCZHFAERE 1) 13.19 fiF; HUONMEETEY 5K, WM EFFARIVRNTCHIER 1) 6.38 i X kiR
MBS 2R 3, FARILRZ ARSI A1 6.29 fir; fEAMESMRMNEE, FARILEZL LM
PR A YR FR A 1) 4.36 i

1t DS-NF1 B#EFHIEAF, AhEVaHl. a5 s Ee st g LER, ST G g
BRGNS, B QIERERE T BACH R, MR . Wang S5[71%F 16 BT — W15 BEAE 5 AR AZ
ETHEOR MM B E U, DAz i il 615 B Rk B 2 € #E (stable vertebrae, SV)TT A% (end vertebra,
EV); EAAME S HRBRET [ e SRt T soR M sk . nTSEMERINIYE, (HXHT B R R AR 5 R 2 E
FEHAMEE A . WA, BEEEREE IEM R, fEEBE T RA B A, ZREH 2
HE AR BD, XS E A ] SRECR L R TR fEEE N, FRE N TE T
VERIE 4B AR TR . Li 76 7tfe i, %I F DS-NF1 83, #E Mg MaEmsE, MY
RedE e R I I3, ARG IEMA R, ERRZERF ARG TR AEZ,

Zi BEPTA, KT DS-NF1 &3, MEIGIT 7 BB WIEFRRAE . W70 28 KL HAR R, HHRA
R AR R IR e .

7. HEEE

Wang S[S|WFTERM], NF-1 G IS ARG E FFFAOE R EFR M 0 [7618] 75% (6514055, SRk E
# 32.7%; GRs B AOER A FAT m T ARG ARG 58.2%F 23.3%); SNV R HFAAE
BOAHE I, WAL PRI, BRETAAZ) . MBET 7 B A A v 58 S S5 T (Proximal junction kyphosis,
PJK), Aok 2 HOA T BN TE n] @i A R e F R 28408 . it #i2) % (Crankshaft Phenomenon)
R AL R EAT I — A R EEER B, FEPTA T RE T 6 Bil[65] [68]. 1 AE KA A S M INEL S (Adding-
on phenomenon) &K A= 5[ 77]. TEERIFE RS IF RIE A HOE

SE K
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