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B2 T Y T & F/1\ iz (8] B A g S% AR AR 1 Bl
FHXHE S
HAR ', BRI, MEEC, FER, KB, AR, R

[P B RFRIEER B, #d K 410000; 2. BREZFEBEREZFL P GREER), #Hd ki)
410008]

= ESE5EM: VWS RRT (NF1) & —Fh 5 0L e (o ik s 50 . RTHF S &M, NFI1 8%
Ak kg AU v, AL TE SR AU MR (PHEO) AN il MBI (GIST) . £ENFLERF T, [FEf 5 IFL
- VO e (95 A O R L o BB e 1 5 R/ N R TR (SIST) & PHEO () NF1 R #E 297 40, DA
BRI e B E WIRYT T RIS %

Fik s mEE AT 1A I SIST K PHEO (9 NF1 AR I IR BERE, FFaETHH OGSOk E 2~ .

SR BE, Lk, 572 BFRK CTR AR E IS FARM S Na MY, 20224 4 A A
Hh R R NURE B Bt 15 B AR, R R A R LR B 30 R AF L IURAR IR, A 2 A B R A e R
304AE, HEMIE G SRR IEHE IR B R . NF1e.586+1G>a 845, 74 NF1, FARUIGR/NM
Jifr SR R R P B, B A 43 A2 R SIST B IR PHEO . ARJ5 & W& A CT, %4 A H#SIST
K PHEO B % .

518 X NF1 4 SIST K PHEO, 4= T 1 I ¥ 27 K A5 5 A5 2 K A 2 B 1 12 T ) G

B IE SR s N RERS AN LR LR 1 R

FESES: R7353

eSS

I 70 $ 28 2F 4k 9% %5 (neurofibromatosis type 1, G0, WA, MR AR, Wi dEgE . %M

NF1) M FEHN von Recklinghausen W, e Y
SRR AL, RIRRA N 13 000, &G LG
A Fh 22 50200 NFL 2 RN Ik £ % W -3k
R RBEH, B2 T Al UL AR 4 21 498 A Lisch 25715 .
NF1 1 % 95 WL 55 T NF1 s L i 948, 51
S JfL PN P 28 2R A B R T AR D . X B RAS B
IR 3 B 05, F 1 S B0 Ak/mTOR Fll Raf/MEK/ERK
i TS ERK, 2F IS SYNL, i 15 GABA B
T, NFL I PR 26 90 22 Sk, A 43 I 1k ki
Jibgeg e, 2 B AN [ DX A R 2R A R )2 B
] 78 R IR A A 2L, ik . B L HRFN RO 2
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J& BBl B 22 ¥ % J%  (malignant peripheral nerve sheath

tumors , MPNSTs ) [ S || I R -
(pheochromocytoma, PHEO) #1 H fi i 4] Fi 984

(gastro-intestinal stromal tumor, GIST), 15 NF1 &
HHIWEIFREY . SR, A IR 280 K 2 R LA b A i
JeA 1 2 T 491 Al B R L . AR SO 1 N
4 JF PHEO Az /N7 8] i 92 (small intestinal gastro-
intestinal stromal tumor, SIST) B3 11277 £ H-XF
FAOCSCHRAEAT I8, B 40T .

1 fRhIER

BE A, ST% . 20244 A KR
A B RS AT WA A R R A O HE I B B A
B, BEMAA ZEM R RS TR LE30RTE, H
EONEE R AR 30 AR, K EIR A
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SRR AT I, RS A, A
[ 1% 180/100 mmHg (1 mmHg=0.133 kPa) , Hf 7L %2
R 3N H AR A, BENWALILERK A
ZAGET, HEMIZNFL, Bk, &5 Rk Z
JAFERD Y, BUiHLER, KRBT AMIMERE, KT
PRBE, IR K AR WAt e 2240 . ML FL Sk K b K
U REAS AR 45T (Lisch 25717) o IMLH AR /R . A0
3.6 x 10°/L, ZL4i1Jd 3.54 x 10'%/L, L2417 11 61.0 /L,
I /NAR 308.0 x 10%/L 5 B 1= Bt Ty 8 AH 5C i W~ 235 5
FAE L FIRZE (MN): 0.96 nmol/L, F 4 Jt 2= i1
B ERRZE (NMN): 3.40 nmol/L; J§ &8 CT Bm 22 ¥
ERRAMISZ 26 mm x 25 mm SRR LUEE R,
39 HU, % &% g PHEO n BETE K (& 1A-B) .
/7 AT UL /N 54 mm x 35 mm i HebR $ 20 21 %5
o, ZBESISTAl gtk (K 1C) . MEs. . &
BB SR KR B R 2 & B HCR AR BV R, B
KEL 45 mmx23 mm (E 1D) . HFHHELAA
TR, THEMEXEBREEE, HESEE
AR L, HAEJFERERM, 456 8 EZ BN
2, VI LW SIST, fBE A fe dE A7 M ki
IR, R TR DIARYE b 3o BB R I
WALE, ANEFEEATE ERMIIRAR, 58
1 A1 B K i BRI BE 2218 38 WL 5 P 8 Je AT I s ek g
YIGRA , RJ5 2R s 1A F )G BT 5 LR
FEYVIBR . F AR, A b s & R . %E 40
JLg Cla) g vl RE 1K) o 25 W DI B 14 /N i i 4 K
/N6 emx4.5 emx2.5 em, YIERMY) HE 4 (4 £2 78 i
JEALEES A, M N B i . SR B B R [ 2 R

Bl Mg RmEEae

A: BEWY FIEPHEO M SISTZMA7; B: H# PHEO

X, WK R, SIST (HIEREEKE), £
U T K A P TR R e 2 SR AR A . g A A AR
~: S-100 (=), SOX10 (-). Ki-67 (2%+). CD34
(#5r+) . CD117 (+) . Dog-1 (+). desmin (-) .
SMA (-). SDHB (+). STAT6 (-). nestin (+).
FH (+). CK-Pan (-). vimentin (+). HHF35 (-)
(EIE) o B PRSI 45 5 Al 42 . PIK3CA p.H1047R
AR RHKI F] KIT, PDGFRA €75 . [FIRt, 3%
X R CE KRR b He e AT T R A I, 45 2R WO
NF1c.586+1G>a % 7%, fF & NF1 (& 1F-G) . E&
WEWF], TAREHSKilibi. K3 4MH, 8%
TE TR BE W IR AN BT B BRI S BR R, WIBR A9
R R OIRA A, K/ A3 emx4 emx3 em, 5
IEHE ERASAE, W, mitFEE, R
o RS K. X T AR A, A
10% 8 /R Hy AR, A 5 A3 5F H HE 34 (5. I8 36
FVR T H R 4599 (0 HE Je 6 R W1, il by 48 00 422
MM AL, A m > ik, MMk, 2
PEIRAR 4 M0 TR 2F 2 A L 5T . o B A A 4
7~ : PHEO (2 BN SN ) o f s 411k
iR S-100 (=), RALFE (+). FEHRE
HA (++) . MEUR R IEBEALE (=), CK7 (-).
FERPUE (=), Ki-67 (=), p53 (=) (K 1H). %5
Al R A LA, B FH 2 W NFL A IR E R E
R PHEO I SIST., AR5 RV 14F, Mk, JC
&9 AR TE i, RS 3N H ZE A ET CT T 7
B OO E LIRS KA A NN YT AE B A
AU A S

By

D: &

=

BAWT(; C. [ SIST AW ;

B T2 & NF1; E: SISTHZUEESFHAE (HEx100): /NAIUZ N AT LR EARTE AN ACRHES ], A e & 02 i ;
F: NF1ZUESSHEE (HEx100): o] WWHES A RMRIZANN, S000R, Ak, S qid; G: NF1aRE
ik (HEx200): 4a Rk ZHNFI4HES-100 (+), i, MEFHE G, H: PHEO HLEAZE4HME (HEX100): Mgl
Mk, MiEFE, B0, A0HES 2 SRRk
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NF1 & —F 50 2 2 40 f H A 2% B &R Go ke f
i 96 A K A DG B B AR M PR 2 AR, O R Y gk
VR A . L B R I I R R B R LR R AR
BN Z A 7 . AR Rk KBRS (o2
WHEE) . FEREAEBE . BT AT DA b 28 4T 2k 95 0T
FERRE LS (Lisch 5799 ) o M PR AR 17¢11.2
R IR I NFL 28748, NF1 B3 78 2 28 i g o
B R N m . 0.1%~5.7% B B FH S L
it PHEO, 8.8% & 3% E Wi () i , IRl & 3 3 Fh
I 14975 191 A Ry 2 =100 AR AR 5 v R 99 91 3% R
AT ZWMESRE, AREL, BAREANRI S
£ 498 R Lisch 25715, H £ 35 I DR s BHLRRAE 755 4 [

PR NF1 2 Wibr 1297 F6 2

IAESR, M2 4E 98 W6 JF PHEO FH iz 16 [W]
Jo AR () AH S ) i A 55 /D . 28 4 7E PubMed £ 2
HOUE AR G SCEE SR AT TR AN AY SCERAR R o R AT g
wER SCHR B R, B E X R RIS TR XS
HICHRB AT TR R, 5 E TR . BRARWFR
et BEAN, 2N KR T 1461 & NFLEE A
I GIST 1 PHEO [ 2 ARl 191 . v 5 48] & A= XA
BB 13 RS GIST M B, Hovb o B4 F /N
W, 50 14 45 I R AR, b 10 3]
BEAITARMER L, 26 8E5IA KR, 14
BEAIFAE BB, 1 PIEEEHAE RS
LR o

#1 £IEBERNNF1EESFH PHEO K GIST B& iR E

el PR AR () PHEO {7 & S K/ GIST {7 & Je K/
1 % 47 e IR (7.5 cmX5.5 cmx4.5 cm) /M (13 emXx2.5 ¢emX3 cm)
2 5 58 FE AR (4 emx4 em) TR (£, HAZ 5~7 mm AN5)
3 5 56 ZEME F AR (7 emX7.8 ¢mx9.0 ¢cm) /N (1.3 emX1.3 emx1 em)
4 % 26 FAE (6.5 cmx6.5 cmx2.5 cm) 2 (2~2.5 cm)
5 5 50 MU LR (e 7% 3.5 em, A D B A2 4.5 cm) 25 (RANAHE )
6 5 43 A R (AR S5 em) UN7ICNIV S :5=))
7 % 47 XU bR (ZEM AR 7 em, A7 EAE 2 em) My FE /RS (KN R )
8 B 48 B b (R/ANRHR) 25 (4253524 8 em F12 em )
9 & 59 ZEfE AR (HAR 7 em) 2 (EAZ MM 3 em F10.8 cm)
10 % 61 ZEME b RN ) T F8H (B4 3 cm)
11 i 65 FHIE FAR (8 emX8 emX6 ¢m) T+ =3 (EAE3 em)
12 i 63 e FAR(S em), A(3 cm) a7 (E42 6.5 em) , 25 7 (E A2 3 cm)
13 ks 60 ZEfPt R (3 em) /M (£ 5, 1A% 5~20 mm AR5 )
14 1 67 XU i RN A ) TH45 15 (A% 3 em)

#1 £BSEERNF1 B35 & PHEO K GIST MfRHIHRE (4E)

MR AR () It RAEAR S = AR AR
1 % 47 B RMA T IR 24 h JRAVEEIER FIRE 3 311.0 pg; 24 h IR ESLER R FIRE 22077 pg [11]
2 5 58 B IR A B Feffert [12]
3 % 56 [RINARN 2 Attty [13]
4 % 26 W & e s ML TSR GIST A [14]
5 % 50 L 24 h RFEIEE FIRE .2 633.25 pg [15]
6 % 43 TehEtk FHAEIE R FHREE 07 629.12 pg/L; AL S L IRER -3 380.4 g/l [15]
7 # 47 pRIZ/N FHAETER FHREE: 2856 pg/L; RS AR :5 949 pg/L [15]
8 5 48 I 2 e e L At [16]
9 g 59 i 2 FHEF ERER 121 376 pmol/L; AL FHRE :5 555 pmol/L [17]
10 « 61 I TEAER GIST ERiias [18]
11 “ 65 L TEAER GIST FH U B3R 3.3 mg/L; AU L H B B R 3R :3.2 mg/L [19]
12 « 63 W St e IR JCHEAR GIST  VMA SR BRI 5 IR K IE % [20]
13 % 60 Wi S MRS LR TGRSR GIST 1ML kb L2 T [21]
14 1 67 e I JEHER GIST ISR LRI T e [21]
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GIST J& NF1 (8 f5 % WL B o =2 —,
BN K U T B E WLZ 1) Cajal [8] BT 40, GIST
AN B BRI R AR R R R 1 i TR XL
Bt i or)E Ok, M. a3 E0E), 29 10%~30%
() GIST HL A % 1ifs A9 A2, GIST B Ife IR 6 B G
RS vE, RV 2 0 IR AR U RO LAY
1 bR R FR K 2 R 30 g A 1R A0 I I BT S R
AH N JE EBAE R, RN IE AL i, B . R
W MR, HEEGAL, A b AR ELE
HRE R A BE . 5 NFI1 A& 19 GIST £ & F /N i i
B2, K 24 80% K GIST Hh A7 76 KIT 3 R R A8 . 4l
Ji P B 5 ) 3 %) Dy RE AR AT ME SR A | Bl ml A A B
4 (H KIT AR 8 7 11 i i) J2& KIT H e o b iy %€
AF L ATEESR KIT B 0 IE & 3 SdlRE. KY
15% B GIST /& f1 PDGFRA F& R 3 16 K sh /9, R
KIT 32 1A [m] 95 DX 3 0 SO 22 48 (S 12, 14 1
18) 71 Wy A= Y GIST 5 FF A7 GIST 1 1 5%~10% ,
ANHEHT KIT 58 PDGFRA R 748 . SR, 22 # A 45
20 4F AH G 1 4 45, H P ZE NFLAE G GIST AR 2
45 KIT 1 PDGFRA 2745 . NF1 #H 3¢ GIST & 4%
FRERAL, HHEXHDERmzy, W5 AT EY
PG 7P, NF1 AH ¢ GIST F1 B A4 %I GIST 2 [i) 1] fig
e LR & 4E, B NF1 R 28 48 i 3K 40 4F 4 26
I IE 5 T B8 I 4005 245 # RAS, DA T 3 1 22 24 J5t
WAL A BB (MAPK) & 2 1 fn F W (5 5 &
T, RAS-MAPK % 3K s W A9 3% 3 3 ] fig B KIT 1Y
g AR 5] Y 3 R 3 [ 3% AR 0 S S 2 GIST Y
K,

AW 5 T R 1Y SIST A A% 56 BB ARG I &5 S 42 7
PIK3CA p.H1047R % 4% . PIK3CA % 5 % N5 it WL
M —3— V4 B (PI3K) f4 pl10a fEAL W 3, PI3K 22—
Tl G B A, 2 KIT {5 5 30 B b e ki i AR 1 . 1
FE )R R0 T o PI3K/Akt/mTOR 15 5 18 5% 1Y 1
WEEEAR KR N mAET Y AHRE, HEH
PIK3CA %278 5| &P, Fgr R W], 3 58 48 Xf
TR B ) 2 IR YT B O B, I IR K I 4
7 AT BE X AEAE PIK3CA 2878 (1) GIST 8 # Joak, X+
WIS, IR YT N 2 PI3K/Aky/mTOR 38 [ i) 41
il 7 . PIK3CA 9 & 48 W AE1E , ] e BLh oA K XF
NF1-GIST #4708 HE TR 7 1 O Ba I mii o

GIST W 25 iR y7 | e B Je o & J2 i 1
GIST W —Z3R97 25, W T )= &8 GIST (387 % Bl
UG B G I O 58 Je J& — Bl g 98 3 ) KIT .

PDGFRA FI BCR/ABL ) #7 %Y [ 24 /2 4 g 41 ) 75
(TKI) , X% Je s H 2 A & &2 kAU 19 KIT
ot PDGFRA %€ 75 19 GIST i 34 76t/ 5 B Je il Bh ik o7
Ja AR, AE TP 7 BE 7 B R] 10.9 4R B S R L
ZZ i R L 50% , P TG HE R AR AR Ol 1.7 AR
XF T NF1-GIST, KU i geg 9 ) 2% 25 48 p VO g BUOR
WA TSR e iRYT . O NF1-GIST (& 44
H Bt = KIT o, PDGFRA R 48 . Wb, X F b2k H
L, B TR A4S S 2 R AR A LB . X
T I B R IR T TR s A B R ORI 37 Y R
& Je B e M EG S AR e AT ar BIAE N TR = 4k
BRI,

X T 0] YR AR #E B 1k GIST, #E4T 58 % R, VI %
FARBHEZRIT HE; 12 em B R AR AT 0L 12
IR ASE B BB T I 2 . KRR T IH LA
N R TR B SR, GIST T ARG % A 75 B AT
WL 253, B 76 R0 GIST itk I 45 32 R 1%
{0 A% LB

PHEO J& NF1 %) 5 — 22 WL IE s I ogd . K297
0.1%~5.7% W NF1 3 h & 3 T PHEOY 1, 3 # 11
— IR, 0.3% (1/342) [f NF1 B # A I
PHEO . X} F1E % ABE, NF1 & 1 PHEO & i
S, NF1AE & I s B 19 5 AR R Pk PHEO &
AR AT IR 50% . BRILZ AN, 84% Y NF1 AHIE PHEO
R MK, AW EETHE LRI (6.1%) M,
PHEO {) & 4= v g5 NF1 3 R 748 S 8 pp 4 47 4k 1R
F1 4 B 25 A % . Gutmann 251 4 BF 9% 30 52 6 191
NF1 35 19 PHEO i BEU) Fr i Z M B R 1 %
ik, X IRRE Y S H b 2 4 4K AT fES 5 NFL AR
& PHEO & 9% HIL I B9 WL 05, o o3 Ab— S 5 I e B
F£ NF1 AH5¢ PHEO " ifE 17 9 56 R 3% 58 R A W 22 i 1%
SrRT R 2R S 54 Ak, Al R R Rz B D
KM AN 2% B kB oL R A L A TS, X T RE
NF1 £ % b 0 22 3 i PHEO % PE 75 B2 R 5 0 I B
PHEO 1 3 805 R Sk JL 2% B i 53 Wb 2 2 T 3501 e
PR SRR S M i e, CT R 2 AL AS B i b 1) X o
PR E N ERRE (MN) R A L P R
E (NMN) £ 43 5] & PHEO %2 i f1 52 P12 Wi
Bio ABIEEA ZAERE RS MR L, RuTLrRHs
I 45 PR MN 5 0.96 nmol/L, NMN 4 3.40 nmol/L.
PR B AR NFL B E, WA R L AS By B I E
IV % & PHEO MY AT B, XTUL2E /B3, 1 I o 3 Fn
PRV ILZS B Jie AR 7= 9, DAt o = AR K
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SN B HOGR T RERY PHEO [ 34 1 it 47
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Ji% 25 BE 327 M BEL A R B 10 RET iR YT N 2
HFEET~14 A, DT BA TSR A R )4 I LG 32
1/ o A i S S N S A o o A U (1SN
MM KE K OF 24~48 WO fE F R 7 E B L,
HAl 2 & HIE RSB LRI ARG 97 K280
FBRPHEO, T A% PHEO B A 1R & i & & Al
R, AKX LE®keE LIRYIBRARP S, [H
48 B P I R R (56 em)  BY /R 22 1 PHEO 17
FERE VIR, VARG AR I 52 e bl Bk, By 1k b e 2,
WG R TR K o AR T B I I AR Ak, il
T RN B G mCR R S R T 0 R N B e
B BR B R A AR TE o R JE A B I PHEO & &
5 L0

Zi B FTR, NF1 4 I GIST # PHEO 495 1] Ifs PR
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