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The progress of pathogenesis in dystrophic scoliosis

secondary to neurofibromatosis type 1
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1M 28 21 2 988 9 (neurofibromatosis type 1,NF1) /&
B UL R R BRI Z —, BRI RN 1/3000~
1/4000, NF1 JE [N 5 48 G BOwp 20 2F A0 I 2 11 K T2 NF1 &
9o (19 388 A5 JE R, B AR E IR AN RS T NFL K 19 5092,
For R AR R e W R, RN 10%~30%",
AR 5 R B RN R RAEE A R E R A R
B LA R 35 7849, M 5 2 Ak IR B 1 RE 8 A B A0 L Mk
BN B AN T A 0 i A P A 3R as
UIRERy B R BEE B K B AR, EH M NF1 B IR
B TR AT R 1 4 T LI 2R 3R N

1 NF1 EE NF1EFRFYRESESERK
1.1 NF1 %R

NF1 JERH LT 17 5 Qafk (17q11.2) , 25 2 60 1
HME -, RS 300 L NFT JE PRI TE AR BE R R
B RWIERNZ — WA R Fi L, =2 A i E %, 1
FE O SLSEAE B SCRAE AEBR (RERS ) (BT bl s Jk
RSE LBk /N B ok BAETR B e U 8 (A H HESE 8
AL 1485 Fi NF1 HEH R Z R8T WAL 45 &
P 45 6 5l E DI RE eGP, —JRAIF 9 & B AE 189 1] NF1 Jk [
FAZR 1 T, 85 BIAFTE SR RA , i 45%", NF1 H:[
mRNA B 11~13kbp, 42 & 8457bp By T b 52 HE Al
14> 30K B2 Oy 3.5kbp YA B XY, 76 NF1 JE[H 21~27a
ST X S S EL S SRR S W E A E A
(guanosinetriphatase activating protein, GAP) %t K 7= 4 H
A5 B IR B, FR D NFIGAP A G D REIX (NF1-
GAP-related domain,NFIGRD)!"™,
1.2 NF1 &K

P2 28 g AR M g2 NF1 BRI P29 40 3 2818 4%
SEMR WY DI REHL 1, 4> 7 H Ol 280kD, ML i A TR
NFIGRD 1y 25~40kDa 1 B 5 p120GAP 1 250~400aa K
S HA R PRE, BB AE N GAP /EH T Ras, N1 R # D1 6E
JE P22 2T 2R AR 11 H R — B B D Rk B, NFL kA
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B i PRAE PR AR W AE O, I A AR 2 DRI I R 2 Y 22 5
Pk, K2 50% 0 NF1 B #H 278 1 % 2Z i 2B H il ARER
1E 8 & Z L E] 979%9, NF1 KW J5 H 32 5 NF1 3 &
A AR B G T B 28 T A IR AR 1 SR A R0
1.3 NF1 &[5 5 i

i 2 2T Ak 98 25 11 RE RS TE T AT 114 20 i v 3R, bh 25 27
AE IR AR 1 RE 0 G A 22 2% AN I A 53 i A Y A i 1Y 4 B A
Ak, TR B B AL R AT Ras/A 22 v 24 R AL & B
(mitogen—activated protein kinase , MAPK) 022 5 R 19 &
I% 2 1% i (serine/threonine—protein kinases , AKT )/ L.
YR IAE Z W E M (mammalian target of rapamycin,
mTOR) {7 5 7 S 3 6, A 0 2 468 ) 1 B 1 T A b i 7 14
VLK 5 Z R AR AR ) I AR 1 BKEh A 1
B AR C A M BE AR T S AR T MR 110, 7R Ras/
MAPK 38 s, 40 28 21 4 25 11 RE A% 4 15 Ras 2 F1 KR
%V, 0% RasGTP A, i GTP /K fif , fff Ras #1115,
T 97 B Ras/MAPK i J%2, Ras/MAPK i 2 5 55 40
b0 A K R B Y A G B 2 — RIS R B A
LRRCAT AT RO A =S A R S PPN R G Yy
B KF T BEHRA AT REFTE Ras/MAPK 38 B , AU AE 1 5
B K M LA TR S B S B R R VLA O 1A
A KR B RIAT 2 R G AR, A A R R T
PRI 55— 438 # O AKT/mTOR 15538 #% , 1) #1711
T 20 0 A1 98 5 20 10 B B Y 05 S B AKT 2 — B 22 24 1/
IR TR G, RE N B B I LA 3 6 (phosphoinositide
3—kinase, PI3K) # 1% , M PI3K RE % #% Ras #4{7% ,mTOR &
AKT T —AE AR A, A AKT/mTOR {5 5 18 B
Y G HE A7 s ,mTOR BE B8 LTS p70S6 i (p70S6K) , M i
BAEECE AR EOE S6 A (S6 ribosomal protein,
S6RP), il 4E 45 & & 1 1 (4E-binding proteinl ,4E -
BP1)U), mTOR I AE 4% 02 7F 45 15 n, Al 35 20 B A4 1S 58
ARG TR A28 M A , DN 9 DA L% i A5 H A R
et A 7, T AT % 2 A AETE AR, BR Ras BEAS UG
PI3K %I ,Ras/MAPK il # 7 iy MAPK ¥ % (mitogen —
activated protein kinase kinase, MEK)LGE % #{7% mTOR
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NFIGRD £ 4il i i 97 5] 34 15 RasGTP B, ] Ras 915
P T Y20 T ) SR A R A E R A0
Uitig, o A 1 R 2SR T 48 4 JG 3 |, Ras (191 43
5 ,Ras (1 3% F¥f3d 16 MAPK 3 # Fl mTOR i #% 722
W, O M 5E AN 2 A 5 F Ras/MAPK i % Al AKT/
mTOR 38 5% /2 4H M b 422 o) 20 6 ) 39 170 0 2 2225 jrg 1 1020220

TEH B E T, B 2SR AR B AR TR A
W) IE# H1RE . Kolanczyk 5P i WF 58 NF1 gh 4 85 7 % i
ol 2 £ A 98 AR 2R /0N B AN B R A T {6
4 W5 1R 1 (alkaline phosphatase, ALP) &35 % 3% Jik 2> | B
0 I LT B, A A W R A A A AN U
T DI RE AT o I 5 S B i R A Ras/MAPK 38 19 15
PERT LU B B A 08 3P B A rp LR 9 £ AL
1l v oA A 2

TEE AT B D B A WA T el B AN B S, T
SR IAE NF1 JE 5 v 0 1 40 P 5 6 26 B0 3, f )
R, POl A RBRYEBEEREE (tartrate resistant acid phos-
phatase , TRAP) J L& 5 & #F BTV A 36 % 3 NF1 &8 2%
PR ik e &b 5 1 1 T T Ras/MAPK 3 8% 75 25 45 0 - 44
0 8% T ) 6 0 40 D e k4 A R A AR S, T A
K Wada S8 I 10w 40 M 50 30 ik 55 43 0 1) 5 A% A
k-B %ﬁi‘iﬁﬂﬁ?@ﬂﬁi(receptor activator for nuclear fac-
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F (macrophage colony—stimulating factor, M—CSF) [ 3
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