=

LT EREEEAe (HatR BFBORII RS (G
Sy HRbF RS

RIBBORMIEEZE) )

PR BRHEEE 12 (NF1) DERERIZ I3 1T B Fi 7= 72 AIE—NF1 & DownfiEBERE « BEEME
JBRZAEDAPE. NF1 & BNERILE &L 5 MR EMEIE DA PR, RIERIREEIC

X9 BElastography® A ., mosaic NF1IZA: U 7= BEAER RS RS e

W EE AR B BEERRERER BdR

=]

NF1OZIEOF T, ek BN TRy o 7=skin- + organ manifestation2¥Z2 H 3L, FILHIZ
X5 BRSNS LB 72 D Z &N Do T BERIRFT ORI 72 fif AT & IEREZREIRIT, NF1
DIFEO ISR 2 S DIZEED, NFIZIEIZB W TS DIZHB LTV REBIWNE & BIRIESH O

%Kﬁﬁﬁéﬁﬁmﬁé%®t%26mé

FED A HHE,
PR MEE & DA DFHFI,
BezWroA AP, (4)mosaic NF1{

(1) NF1 & DownJEMERE (Trisomy’i)
(2)NF1 & neurodegeneration with brain iron accumulation(NBIA) & &z Hi15
(3)peripheral nerve sheath tumoriZx}9 Belastographyz & el
CIE(E L T /=diffuse neurofibromafN ®nodular plexiform
neurofibroma?>» &4 U7~malignant peripheral nerve sheath tumorlZ-2UVNTERE L 7=,

- BRI

A. BREEH

NF1 OB el TH ST, kb Tn
2703572 skin—+organ manifestation 2332 H v,
FNHITXFL, Eﬁgéﬁffﬁuu E’JXTFE%)‘ME b
ZEND D, MR EIHNIEE VT EROEDFTH
A3t LILT ., pathogenesis ZBHSNZT A Z &
IETERWVDE LRV, Z1H—D— DD
EEIEMICEH L TR L TR, Mkomits £
DZEBRKUITHAD, FTEENMREL TE
peripheral nerve sheath tumor [ZXI¥ 5 24T

A HAZEGEZEEDOBERIZOWTIX, BERZH
@ﬁ}iﬁ Lob\—(*{ﬁ\ni‘%ﬁ‘o 7L\_.o
B. #WFZEFE

ZEEN 30 E[] NF1 ORI LT CEX 72T,
FENFINEAT > CETIER], 2N E21T- 7
JEGI, fEREIND Z L DN 57~ rare case
EEZONDIENZ ., MEf LTz, £OHRTHIIZ
D EDOTEFRCMBA, BB ILE b
S THRHMENEI CE oxtin Lo T, AH7am
G2tk e, AR%E & T,

(fmERm~DHLE)

BEBLOFRRIC, BRZEHZ2 502 ToOmA
WAL TEENLDES - FIE - fafted, FEER
D TR IMEDETIZE L CTix, #6284
D53 IR BRI - B M - e - iR
VBT S T BRORIRIRIE . G2 L TH 5 9
EFTHH Lz, FEBARTESCHBETE R 2 H

52

WA - FEERT D Z S IB L TR, TR L
FIEAG, FEEEFIANERETE VLS,
—WE T T v TEST,

C. MIF#R - e, ThoicxdsEBE
(1)NF1 & Down JEMERE (Trisomy ) « HHE MR
FIEDOEBHE] © BRI 21Trisomy Z&BF L. 2 7%
11 2 A BRI D N R RABRIE (S5~ D AR I 23 T
bivTnWbd, BHMHEED Hodgkin 8 T, R AR
DAMPFTHLE LTS, BIEORBILNFL TH
Do A WERE, KRR - NURIZ 256 U - MR R R T
DTN SNZ2 Uiz, R « Mk
AT & 0 BYEMEEAOE W Lz, T e v
AR e 2T A ROV Z ERICERE, it
(24 U7z 2 IR M YL L2 %6 LTI B A C
R Uy BEEVERRBE XM AR/ T U A R ke
Z 5% LiGHs L7, NF1 & Down JEMERE & DA HFFl D
1%, van Leeuen & (Clin Exp Dermatol,
21;248-249, 1996) . Satgé & (Am J Med Genet
A, 125A594-96, 2004) . Scahffer » (Spec Care
Dentist, 34;313-318,2014 ) . Ali & (Indian
Dermatol Online J, 7;198-200,2016) \Z& 5, 7=
72 LEH OSBRI =4 - A B4
PO HEEDOEPFO TG Z B AN T2 X
WEDOEPHEF OFEEITLVZNHDEBE XL
5, NP1 &SRR E & &ML Glimour
5 (Br J Dermatol, 144;397-400, 2001) . Johnson
5 (Pediatr Dermatol, 32;113-117, 2015) 12 & ¥



HERTWD, ZELZ0X 97 3 F (Triad)
DEPHI OB EIZHD TO LD TH 5, FIAMEE
BT R ERIVER IE D —FCTH 0 | 4P EREEHE
HEDOHFEPBES I TWAHA, EHIC T A -
RIEVES A N1 A OS5 - INF-a DR - TL-1
B ORE N i, FFEL LIERE A
% PAPA SEMGHESS PASH JEMERE & OBE G, B
RIEMERLEEBEZ LD L 91T7 57 (Cohen
5 : Am J Clin Dermatol, 10;301-302, 2009.
Schoch & : Pediatr Dermatol, 34;39-45,2017. -
Lindor © : Mayo Clin Proc, 72;611-615, 1997. -
Marzano © : Br J Dermatol, 175;882-891, 2016)
Down SEMEREIZ IV TITAFHER - FHEROBERESL & 23
JZ<7‘%D%ZFL“C:}'OD\ 7<% Down Nﬁﬁi T

TAPEMREZFEDNE U7 BRIC, SRR U724 HRER - HiEk
DIREF 0, ’?375)12/%3’] VZAFE T 2 Al R S
f%?fﬂz bWz LZiEE5T b0 & Eb
b, 72721 Down JEMEREIZISIT D B IRGIE O
HM:. autoinflammatory disease & DE§b v, &
b\ot%ﬁ%ﬁ?—vwﬁﬁnﬁiiﬁ%&%ﬂﬁﬁﬁiaéh

UL, WEOBEEEDOBRICHERIALND S
DEZBZBND,

(2)NF1 & JNERTEA & 1 O PR ZE MEIE D& OF
51170 % B sporadic case @ NF1 #23  menatal
retardation (FEMIEENEREDIRIT) Do, fiE
BRAFHTH D, (K5 - WUKIZZHD cutaneous
neurofibroma ., F 72 T & 12 % ¥ @ nodular
plexiformneurofibroma 23 {ELET DI D>, FMNK
TN LW D ERIRIIRHE A AT 5, unusual 7Sz
REDLEAL, unusual 72#3{T—Parkinson BEAXM TN
2o, FTEBERENERICTIE L TV, JRIA
MR DT, WMRL 24T > 72, MMM, BV
WC R SERILAE DA DIV, FETRBER « BRI - /N
BABRIRAZ N S BRILAE DR BTz, MRS o TTE
WX O BEREE DB EZ KT DD EE X5
niz, 7723« 7= F2 «NSE IHIE
W TH o 7m, AFEWIE neurodegeneration with
brain iron accumulation (NBIA) IZ/@9 5 H D

LEZ LA, 1/1,000, 000 FEEOH 7o BEE T
HoH eI, FRELGTFORBRLENTEHT,

ASEIL, ﬁ.kfﬁ% Ko TZWEEN 72 S 4,
subtype IZEEINHZENL (ETELZEZZTYH
JRKGE R 1 DRFE T X 70 WVREEEME NBIA 2SMFAES
HEIND), KIEFDOZWIZ- OV TIL pending
LTz, (RIEFIOZEICIT, B EERRKFEMR
WE ARG REdRO ZIEE #157,)
(3) elastography % &ieHH Lﬁ@ﬁﬁﬁ
ﬁ.ﬁEEﬂk%thi\ﬁloﬁﬁ H
FJERE « FERRANEL - /NEAVER 32 D Bz éﬂ@“
[FIEERIESE - WRAE - AR 8D “RAETa—7

53

DT RT%h, AR LfmEfl (RREEY) &
TIT->C&7e, TLTAFIL NFL ITET D
peripheral nerve sheath tumor @95 &, &0
I} nodular plexiform neurofibroma DELFZK
2 X B2 Wr & BIF—%FIZ malignant peripheral
nerve sheath tumor (MPNST) Z3&#iE L7-F8. Al K
MR T 5272007 Ve —F—2EHE/R
bOLERTE T, YLHGRIMEE & PET/CT O
A, VIIEMERZE ORI A A TIE R o7,
NF1 TlEE7/z. = ® systemic cancer proneness
&N D PSSR T E O X R, CT AR K D #tg s,
MPNST RCFLJ « MRS DFEA Y 27 Zimed D &V
I LENHEER SN TVDLHEENL, MRI &
elastography Z & s HE IR ZWOM AT %2, F7-
2 #if% modality & LT, % D NF1 BB
TEELTN Z LD, ARAROTIERW—,
EEZTERE (BFE2010), BEERBZE L
nodular plexiform neurofibroma (Z 3> T .
elastography T i 2 OISR L 72,

O—#®» nodular plexiform neurofibroma DN
HIZBWTHAONLIN, Z0HLDO—HNLD
malignant transformation D7=DIZAE U & E %z
H¥L5 early nodular plexiform MPNST (Z AT
% . zonal distinction XBAMEE 2o 72, @
elastography IZMET a—ZfAGhESZ &
X - T, RHIOEMEZE(L%E detect T DI
B bz, OHIIEEDENEZ detect 2D
2. elastography ZNEZNTH D Z E ML
Sfz, EHIT, ORI 5 Z LN TE
72 /x> 7= diffuse neurofibroma PN @ /[NTY D
nodular plexiform neurofibroma {ZFWTH, #H
FRAMEDIEN NS elastography TIXEABE I H
S, RIERFHTOHD Z B LT,

(4) mosaic NF1 BVEREITIFE(E L T = diffuse
neurofibroma N @  nodular plexiform
neurofibroma 7> 54 L?l MPNST : 46 5% B, 353
FNZHB DB S AFAE, TRl %@@ﬁ
BESRMSIERE LAB®, S 512 10 AR Em N
WS 2 i35 L 912k o7, 2D 6
PARNCEERIERZE LD L) IChholoizd
X, HBHO NF1 THLN DD - diffuse

neurofibroma  nodular plexiform neurofibroma

& FRIRAYIC & IR S KB L 2 22V DS
HHARNCIRBPECAAEL TR Y | TR 21T -

7= FHAERFMY S diffuse pigmented neurofibroma,
BLORZEOWNEBIZTFE L7 nodular plexiform
neurofibroma ., ¥ 7= % @ nodular plexiform
neurofibroma 7>HIEAEL7-EE z HiLd MPNST,
LWL,

Z OBEIIIMICEAFEINI T > 2D T, R
A D late stage IZ. BEEHIZ first hit & LT



NFI @ somatic mutation 23 & T4 U7z mosaic
localized NF1, & L <% segmental NF1 O HFE
ThobLEBEZOLN,

Z Z T mosaic JHE L LTCORFEMD diffuse
neurofibroma . ¥ X OV nodular plexiform
neurofibroma N&H -7, EWVWH T LT, bbbk
R L~ L CT— DT L IUIT NFL B D2 H
WY SHIC—HOMIET, Hizlmlao v

SULTE DT LU 2B B OFTRARNET,

neurofibromin @ & FE ¥H 25 (LOH) % K 7= L .
neurofibroma WAL Tz, ¢&E2x6Nh5 L, F
72ZDOWNEFTMPNST NAECT-E W) Z &ix, 22
\ZE BT CDENZA R0 PTEN, p53 %5, 2 fhofiE
BRI G OERN M7=, EEZBND,

AFETIL 4 DO FEIT OV T~ 7z, NF1 DJFRE

DR AZ RS 24 RG22 R LT k=
ToO—Bht7en, BEICKTLIZHFEL L EED
HZEIZEBRTDEEL WD, FI-RMOFIE
IZOWTIE, Mm%, Aohizcsn T Z &2 E
ATWND,

E. BFZERE

L. EmSCHEE

OfF: B : Down SEMERE (21 Trisomy) Z&0F L.
4 RE R EHE MR RE & FE U 7 MR B HE EE 1
AINFD) &1 1 5ER]. BARL Yy 7 ) Ty
VIR RS, 8, 30-35,2017

OFF B hERMEIEE 1 B oo RIS
R B RIS E N D IEBE O T 5 FFE e A
FIZHIL T szl oy, BEARL v 7
U TRy aet, 7 26-36,2016
OF¥Ef BA : von Recklinghausen ¥F. FZ)JE¥# £
BT OIEHE 2017-2018 (JEE— - 1) 1148 EHR) |
FALA: (A0, 238-240, 2017
OWfER - BFF B - ABET -k &F- &
JERAD 7« MLIRBF R E IR AT T RS2 e A
7o BVERE TR, BRAREE, 64 : 1229-1235, 2016

2. PEREE

OFH W BUSEHE DR MEAE 1 7 (NF1)
BEICTXD 2L, 6 116 MAAKLER SR
2 Rl RUER) . 2016

OfF B FERHE D MR RRHEIEE 1 BB 12
TEDHZ L —KROHNE—, BHAREERSS
BALARSIR ARG SRR S - iR (IiB) |
2016

OAF B MRERAEIEIE 1 BOBERICRB T 5
o 7eim, F8mHAARL Yy 7 U T ATB R
FRFIRE CKT). 2016

OfHE: Bl: Ly 2o uPodEe i
®Hs, Ly Z U in EEHEES, b
HOE GRERD)., 2017

54

F. SEORIEEMED HIRE - BREGRIRDL

1. s
L

2. FEHHTEEGK
L

3. FDfth
L



