PRI 1 B (Lo 2 U U AT B IR DEH A R A1 > 2017

(PRRGHRAEIRE 1 TE2IR T A R T A VWEZRBR)

EEEE— D A WY OKEAE Y SRR AEE T RN SR

WA TUE IE 0 I ST

1) B IR ISR D I S0 P R0 B

2) HrEERKFH SR

3) HUREER R AR SR

1) MRS O S S SR 5

5) F K R R

6) Pl RSN LR

7 HRRER R AR

8) HUREE A R AR

0) 4 o USRS I O R A1

10) B HR A 2 0 S S R ST 5 T RS SR P A

11) #HF REEREEGE R TER B R 2255 B
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%=

HA RTA4 AMNERB X O EDE =

FREARHENESE 1 % (neurofibromatosis 1: NF1) [ZEJEZIX L, KFIEISIZZER

WEZET DRAGIEDRETH D V. B 2B O SR CH AR IE OB % &

DS L TENIITAIZEMT O TV 5203, AR BIRIGTERIIHD TH LVWWRETH 5.

LU G, EEREMOESRIZEY, JERIZIG CsHEREZD LT 2T RkEND

DA, AIFIZBW T 2008 FEIC HAZERSFES G NFL (L 27 U o N7 U0E)

DZWHEEAER LOVRIRT A BT A U MERRSNIZA, T2 9 F2H L. T4,

FR & 7o e RIMEER DN RAS/mitogen activated protein kinase (MAPK) #RI&ICRBE 54 5&

A DOEFIZEI VAT D Z ENHAGLNTA Y (RASopathies) ?, NF1 & $E7I 2 B4 5

LWERAbHME STV Y. Fi, BUERINCIIAk 2 235 & AV 72 NFLISKET 2 B

RABMTOR TS Y. — %, EN TN RN DI E B~ BT L, &

KEFE SN UOE STz,

FZTAEDbIVOIVE NFL 2B TA RIA L OREEITHI Z L E L. ZOSER

TIEE 1 ZECNFL 2ROEARPFEIRIZEET 5 2008 R A R4 L OREEITI & &

HIZHE 2 BT NFL OBEICET AT E T LV RIZESWEZ V=L 2 AF g

(clinical question: CQ) Z#E/RL7z. 5% LML U TR RE I ELR T

ELTWA.
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HA KT A4 v ONBERT

ARERRFEATEE BERMERETOIRITIEE ) TR S FEEGE 2 B9 5 2Rt

BAWTAORREHC K 2 B 2RORBUT IE S W o iSRS OENL ) IFFEBEDBER,  WFJEH; 1 ¥

FOBARKERF2 L ZFESNZEZELICL VRS, 2014 4F 6 A b EHIRIIC

FhaiTole. TORAARKERFAROEDZFHREANME, "TVyrars bx

Koo, AARKRERFEROARL y 7 U TN B AFFERDIA R4 v EER,

HESOHKRBEGTREEIT T2, KA KT A4 ATHRSIZBIT 2 ED NF1 D

AR, HHENRROBRLETTHDOTHD.

HRREH

RAA BT A IR CAFRRER BT O E b LIS, TA FT7 A MEkZE

BOERZENOLTELOLLOTHDLN, AHROMAICE > TIFEE SN D ATtk

W%, FIEREDBERBIORBEDRIUCE > TIARTA RITA4 oY 5 2

EHLEBIND. LI THRREAT I ERMIE, ATA R4 2@ yLlicenie

TR ELEEZGONDZ EILITERWL, KA RTA4 UL BMNE VT L ik

ERIRT T EHTERN.
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A2 AE

KA BT A AU E LB, BAGEE EHAMERESUIRITTE RS Tepi

BB REBREIZ BT 2 RS IR B BT AR FHT K 2 BHARRBLUZ DN T 2RGSO N ) D

Wtz iz, FZBIEIARTA R 74 AERRIZH T2 > TH S NS T SR MIE

AN

NF1 % 1882 4E|Z KA Y @ Friedrich Daniel von Recklinghausen (2K VX U T

EHEIN, Ly Z VIR gEE LI TV A, 1990 HFi2Z DOJRKEE 23

O E 272807, NFL B DOBRFEIHECEEIIEh 7= - 4 - LEEE XiIENhD

FrA e RBEOMIBMEIEZ L T 2. 2 oft, #het, &, IRREICLERREREZE

OF9 2. WA RTEEARREIE 2 A= U 2 AR ARHENEE 2 B (NF2) OJRINER T 1993

FIZHLNZENTHDERY Y, WiFITEBORETHS.

R

A DEBEFITH 40,000 AL HEE SN TRV, HAK 3,000 A2 1 AOEIETED

%10 FREBERICAHIZ L D 7EE 0 Y NFL IS E R AR EEOBRERBETH 58, &

FONHUEIFIHEFTH Y, RERICLVAETD .
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AR - JRRR

JEKE S 1T 17 BYafsER (17q11.2) ISHZE L, 4~/ 2 DNA 1% 350kb 1238 L 5E

KRBT TEF60 D=7 V% -, mRNA 1349 11-13kb T 2818 {HDT I J ERINE 7

AHE AL neurofibromin (ma—u 7 71 I) LRI, ED55EITK 250kDa

THsdr Y. =a—ua 74783 % Ras EBADOKEEEZAICHIE L TRY, FOHAERE

LI L Vs 2 2 &b & & biz W, phosphoinositide 3 F T —ERK G

EMAL &, mammalian target of rapamycin (mTOR) OFEEL BN L, HIFEAE & Hpff] X

no . ZORR, HaRREEECD EHRSL TV,

NF1 TiTbh &b E—FHDallele (T L) IZEENH AN, Bix RIFEHTYH 9

? allele ICTHBRENEZ > TWNDHZ ENTEHLNIR->TE TS, 72721, NFI

TIFERDOR Y b ARy MIRL, B FOREREKR ERNLREE ZRWT

genotype (Efx1H) & phenotype (FREUVH) IZHEHITZR GZew. F£72, RI—F RN

WIZBWTHZDIERIIRES B2 D,

AEAR

BRIZACDIRE L LTI 7 = - A - VBE, MRRMENE, 2EIPBERREESE, Ko

tetsE, AEMEHE O, HEMEEARFERENDD. TOM, FHRRICITEMRE
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JBRE, M BEAESE, BWA L L CERHEOLTE, MWkE oL, BimE HEE OF X

, RTINS 24E U5, ARIZBITD NFL (ZALILDEBEORBB LED

M, FERYZRT &1) 9. AT 2ERIEIZE THLH, HxDOBHEICT

NTOIERDB A SN L0 TER LS, ERICK > THIT 0 S B2 572 0iEE N

VETHL .

W, RRIRIEIRIC X V2217 9. 1988 A5 NIH (National Institutes of Health)

MOIRRINTBWRERE Y A b LB Sz BARBER A2 OB EYE 2017 (K 2)

BB LTREZIT). A7 = A VI, MRERAEEN HILITZENIES TH DD,

AR TIIN 7= -4 LEOBDOBFENFEALE TELLTORET I BN L HERL T

RN ENTW, FIEREN R TSN L VEENHDH. h 7 x4 LA 61

PLEZRD - AT BT ZE D 95% I NFL L 2S5 2819, B VE CIIRE 2 B W T

EMREITOMERH L. FEEETFIIT TICHLNISNTEY, Bin 2kt

K

RETHD. WY =7 =BG L VIR TTik & ik L CERFf#E] - k= 2 BT

DWTEDLL IR > TETWS., NIH OZM MR- LTk, A TIThh

Tek ity — o o= VAR OMHIERIE 0% L& @ ShTng 2. KK

DIPNH T =« &« LEEDOIEESOE LT NP1 SV VI & S/ D BE AT Legius JEMERE ¥ &4
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T DT DITBEFZE R LERGEN D 5. A TIFBERBRE LR b T

WL, FRERIVICITEE FR2ERN ThN D K22 o0 Liv/eu.

NF1 OE¥ A 7

& EITRENC — B L TIRBMEIC AR BECHRRAEIEL 2 5N 556038 0, il

JESRAS I LD A U AR NFL TH D EEZ BN TWD 2V NFL =Y A 7 OHEE L

AR 10%FRE T, AT TIL NI OERNH 503, HEHTIIERF TN 2.

BIOANFL OFYA 7 TH-T, b LERDSAFTHINIC KA TWZBEICIINFL O B84

FND NN D DO CHEENBECHD Y.

B3R

PR R FEE (REAIT JEBE AN ERR L7 BEAE 5340 (DNB 79%) 2% (R 3) . BUEIH

2 (D), MRMER (N) , BWZE B) ZMAGDOE TEIEEZRET 523, stage 3

PLEEZWr &, A CIRERE NG - HBffoxtg 7. 708, 2015 X

D NF1 (38 R O 170 53/ NP ERE IR ORI RIEEB L 7p > T 5.

Al

NF1 (X —EBDERRIER Rl h 7 = « 4« LEE) N4 —/3—F > 7% RASopathies
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EFRIN D IREFECHEGME O R EHA 2 60T 2 e RIEKB L BN 2 BT 256015

5 (F&4) . UTFICERBENREBIZO ST D.

1. Legius JEfERE

15 Btk 23 D SPREDI I DRFIZE V7 = « 4« VB, LI AIRE

BAELD V0 LU G, MRSHRAENE, KL/ NEED, SRR & O REE MR A

DOEPHII B2V, NF1 OZ W B HEA 72 U7- B O 1~2%F2 1T Legius JEMERE & &

ZH6NTNn5G W,

2. NF2

22 JYOMR EIZH D NP2 BARF ORI XLV AR raiE, i, BN - KT o

TIREEIE R E 2R U D0, MRRERAHEIE DO A DI W P, K A0%DEBREFICH 7 = - A4 - L

DB LT BRER A LN D05, NFL &~ ITEEU T TH 5.

3. F ot

RASopathies TIiX Noonan JiEfERE, Noonan syndrome with multiple lentigines

(LEOPARD JEf#HEE) , Cardio—Facio—Cutaneous JEfERE, Costello JEERE/ETH 7 = -

T VBRI LNASENRNH Y, & XITNFL & OERAZET L2, 2o OEETIEE

RMEDERBPRROND Z LRZW.

Z O, McCune-Albright JEERE ((A3EBE) <° Proteus JEMERE (EHESE, EI5HHE)

72 EDINFL OEERNZHN D08, W LOE B IPRARHEELZ A U5 2 L id7eu.
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R

EMPRRRBEEIT) TN RVEETH LS. DEMITMOLNOREITANALS
NAVUTHEITIS CTHA (CT, MRI, X SRR L) 217V, SHME ORI R
ICHRZAT 9. JEGESEL RV E 2D O THEICAZ Y —=2 7 ObichE
1T9 _RETIERV. JEEDHBL L RIEAE IR 2T oG e e A7 ) —= 7 TR
W AR LI BIZIBREIT > 1258 Tl OBEEEICB O THF IS ZE TRV & O
HHdd . AU DRI LD BERMN R 5720, —DOBEZE LTI/
(ZIEPAE~1 1T 1 EFRREE, RSB W T 1I~HUFIC 1 BIRREOREBIE 1T Z &
DEE L.

BRI, ANEMITCIREEES - B E OXE, WS OER e & OFIRE DA ES
OFE AMEMRMEIE D S ORI E T 5. KIMOBEHNH H55121E,  RAICREA
PRI I C T D 2 LN <, FRICYESR O EH S CIRRERMICEHEO L & %
T Zendbb. ARNTIHHEF CH D05,  FRZ 7L Fo/NRIZB W TR
RBIEDADHIME S WAOBEEOABIZEET 5. BFANCII NIRRT 2 L h %47
VY, REESHEREEDOFBICOWVWTORMIZITY Z ENEE L. BERHEND
IR &S OMRBMEEDS L oD L9127 5.

NF1 2NEMEER 2 A0FT 2880, WAL T2 THEEWE S, M
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1L 10-15 SR W & OENH 5 0. EBFEYN S FEH~OBITEHIX, NF1 THRHZ

EVEREYS T & L BRIt O P RER T L H D O THERELZET 5. BV

ORI IR LTS, BGOBRRED RS~ EORBELH Y, R RES

MF =y 7 X0, RERREGOHEK, WIS DOE, FHh, FROMPBIERO B &

DERIZEHLNIZ 2T DL ) ICHBMEENEETHSD. NP1 TIXIEHLE M E EE

(gastrointestinal stromal tumor, GIST) DOEHHEEENELEAIE VY G %) &

ENTEBY ™, THRICER R EOERBRON L2551, WLSRRHI R A 2 o

4. A, BORRLAT O TIZINAD Y 27 P AL VSN EHRESNTEREY 2,

EMREL 2T T 05, WD THTIEO 528, B O LBk D %2 &

B2 BARD 5. BILESHDAELEICE L TH T a—A 7 I v ORECH

BREZITY, WRGFHZ 2 PV M5, mECH LTE, SR T =y 270

RENBETHD.

B2 coEZEizawi-giahv s, DAY TR ED

YR—= M EGOLRFERR E~OHL L LETH L. FEEEREOEHHTERS

DELTT 78 E ORI I 250, 3R Y Y —ADORMLEETH 5.

Hl=p3

U4, Bk 725 FREERER DSBS S, MBS TIT NFL ISR L OS2 Vv ic %
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< OEFKRBRBITHOITND Y TS OFEFNTIEI 0038 A2 B MU NERBE 2 1)

& L7 3K & RAS/MAPK #2152 mTOR 72 & OHIIN o 7 NARE % R BT BHEE 3 5 HKHA

CRBISD P ZRHOFEANC LY, —EHOF T O NFED HITN D3,

ARFR T OMRBRIE A ITERD H AL TR,

AFEBITBEMEORETH Y, BUED L ZARIGIIRRIEIT Wz, HEITL T

THMEMERIEZAT O . FMIC &V BT DIERNRR 5720, EEEET S, BE

DIHI2 HFHRR, F, R ISR ENHIT 5720, FERICE U THHEBO R

ME~ETL, B L TRREZITI ZLPEETHD. L TPROBIAEL S ITESE O

AL S 2 W TR R OIFZE D, BERERICITE IR, OV AMEM RG2S R

EIRDN, MD% ATEEFNBREPTL LD (REITIBETA T4 g2 R~T).

1. REHRE

1) &5

KO BENERMEZER LOMELIEX THMATNS . LrLAaRs, BIE

D& ZAHBFRPEZ EEICTHR S D DHEFERIGHRIEIT RV,

a) 7= 4« LB

HE O QOL (Quality of life) ZkFET H728, FHAINL CEELZETS. 1B

B A FrXx ) Ui EOSAERR SN e Ridien . BIEE Tk«
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R —Y— I ER A WTIRIENESI TH D & OMEN R ENTE N 9% HESH

RkAE, AERRREZETEeNDDH. ZNETIENLIZAHLEI 72 -4 L

BEICKXET 2 b— =2 L2 K2 BRRBRIIIT O TR 6T, BUREREEC R

B2 RIZOVWTIIAHTH S, v I D, WAIDHHBPAZE DWE D H L3,

ELWVRIRIEAR L, ERBES LR .

BRI ORI LI R—T7 7 oo 75— a > ((bkER) bAERATH L. KIREED

R - BWER 2 3@ LaV, REEZGZ ETIHRRETT ) ZEnEE L.

b) ZEINBIERAEBE (freckling)

TR « RASERIZAE L, BRICEFIZR LN D, BEOHEINE D Z EImTHh 5.

74 M RF (7 N7 A X V+EEE) REOL—V—IGENEGETH D L oL

LH 2N, HREFH TR,

c) AENMEF OB

WEZE-oTWAHEAENEL, B LOMEE Y 55 W WA NS TS

FIEIER bR D 1 > TH S.

d) KB Dte B

ERED T E S ARBEOMBIBITEE LS, #Ra I (ZOVE AME DR SRR AR 2 28 U

LN, EER BB AITI T ENEE L. LEIZN U THEIEIR G
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2) FRREHRAENE

PRIEHAENR 2 479 2 58 O TORLA L3V EORIEZ Bik L, FiC 20024 BIFE K72

METHDLLEEZEZTEY ¥, NF1LEEDO QLIZFEKTFLTWS 2. Q0L #m\ E&E57-

OIIIAEITIERN L F L.

a) B8 DO R HE T

EREMET LA ICH LT, BEANRBIAR2O LEAOMMNERzUESED

728, AAERIEIERDNE 18I E 72 5. BV e AU R TR T2 BBk (% < 1L HHiY)

BRER T 5. BAZ T TR RE FICHRDR IRT 25 9. MO b O S LR

N X AU, BRI Y, REAH A L—P— Nd:YAG L —H—O 2 L A%

A% TH 5. HEITHAL TRV, NF1 BB TIIFINEOBERREZELT 52 L13d

fcﬁl/\ 47).

b) FHREDOPREAMENE (nodular plexiform neurofibroma)

B2 R ORISR - THRESEIICHE < fily, BT, MOBOR 2D 2L 3%, Ml B

RAYPPREGIESE DR AR E 720 5 5 O THRIEIGRAZE L L. 7277 LRI 5 &

MR Z I 95 Z LICRDOTHMRMHZ ST 2 end D, & SITREBRREIZRE

I A S 25 AN LD THEELET D Y.

c) OVFE AR MEE (diffuse plexiform neurofibroma)

IR L, RICTET D20, BAE OB b PR RO EE ] R &0
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BRERE 2R 5. IS & 2 A A o fi RS0 I RAN A R B IS A e 36 9 5 /i

BRIEDS D 0, PSSR T D AN R OSBRI BIERAE £ L. SAATRITEIC X 0 5

WL Z AT, KRERME 2R L 7B R T2 BiiaE 3, Eiaeiin /e 21

L DIEREAT, % B MERE 21T 5.

KD G DI —EICEYRT 2 Z LIINERIGEE B H D0, AR PIER-CHkfRE L

i

AR ZAT O ZENEETH L. EEPICIISFHIEO b AV IE 23 B 5127

T 2720, GIBRFHCIZIRELMOFTREER & 5. FI 7z > TIIRATO 453 728

B ORI, MEEEREY) ICXDREOMERERT LA THE Y. LEITET

THOMOERLHHII AR THNIE, F—=7 v FOMH, B2 kM #/E2 .02

i, HBR RO OISR AAT 5. B E BB BIBALEE ° R0 ik 0 B A R D) B 2 [

DERAWZOBRLAH TS LHRESIN TS, LoL2zn b, BESEEICA UflT

TP RNE 2 5GE b2 <, AT TR Z W IR T TV 5.

ZOFRERIZOWTITFE 2 EIZELLLGEH L TWAHDT, Z2RLTCWEE720

d) FEMERAYMHRESIE S (malignant peripheral nerve sheath tumor)

R KR T D OIEE & 27 A1, B ER RV R OBENREETHD .

BROHE 1EPUTILFIHASNFIDIBR TH 223, FEAEEALIZ KV IREHPHEIER2S HRk 220

e RN O ERBIEEE ST 2 b b D, IR IE L R L

DOFHFATERN 22 B b @<, b ARETFRIT 40%RT% & THRARRTH L ™. LIENE
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NF IZEHF LD DI BIZFRITEWNE SN TWER, THEFOEITRL 2> TET

W5, ZARUCFIRIERCHRN TlEs FAER IS X 2R DR BN TW D0, RIZ

T DOUWEIZILE > TR N,

723, NFLIZEGF LTS 9 2 B dia i E —RAG 72 R (RIS R e

REEIEE) DV A7 2@ L ORELHLDOT, EEPLETHD ™.

3) OO FRHE

a) AEEMEE A2

HDRRZ IR LIREFL TA BN, 3T D2 ENEV. NFl1 OZWNCAEH & oy

WD Y. @ 1~2 HETHRICHIRT 2 O TIRRITNLE L L,

b) 7 v— RS

B OB 13RO TIRW DS, —ROFEAER LR L TORRERELNm L, RArr e

I ENZ N, HBHEEIERETT S W

c) Al FkEE

WERRZLEE L, FEEEARIFE L [FRIC NP1 O/NRIZEPF S Z &R

%<, BEICEREOWELHD ™ .

2. MHRROIFE

1) Ml
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B IRV, MRRBIEAZ ST 5 2 &0 H 0, KEITHBLFAVIC B O BRI

PEEAMIOAE (WHO grade 1) T&H D V. HARRCRAZXERIZHAET D Z EnEL, H1h

EENZ DD, L RIS A D & FRfc A 7R 8008, WA, RELZR & i

FRRAER N BT 5. 26 DIERDZ S, MRI Bz U TR AR R RS

ME~EITT 5. MRI TROBBIZE L, BGORENRH LA ThHIE, AR TE SR

DL, SEITE U TEFRIES S IRIEZ E 8T 5.

2) RbtEiE, FrBERE OB ME

A, LR EOMRIERSHI L2561, IR R ME, BRI EME

KT EAT O . WEAREIRAZ BET 50, RUIBRGEE L WISEINRICREESY

B SEanh D ™.

3) Unidentified bright object (UBO)

NEL O/INRIZANO MRLBAE AT 5 & 0L U/, B, BRI 7e 21 12 5

Hf TEESHAERRD B, UB0 LIRS . AIEDHRIZ DV TIIWEEARH T

BN, MIEZOFARM & 725 Z L1372 <, Mlme & BITRA RN R DT

D, TREOME T/

3. BRE

1) FHEZTE

83



FHEDOZIZIL 10 ARG AR E D Z ERZ VD, 16 &l S TEENR A bRIT I

IXFDO%F T H T 2 ATREMEITAR VY O I I, %, BrE S D, S

HUNE, A L %A OSPEIZ V. Dystrophic type X2/ h—T7 2R L, AR

ITTHZ ENEWN @ BRIFICEADEDESITEVRD HHEECBREOLEE TR

FOEFDOE S DENRESNIVUTHLEIZS LT X BIRZEOREBEZITV, BEAER

BHEENT 5. BENRE LS RDOENIGREIT) ZENEETH L.

2) WMEHDOLEY CeRMEIEHE 2BEFIE)

BEITEROAALEBIC TRRICA SN Z ENEL, FOIEHEL, BRICEDESIC

BT L CREE 2T 2720, RHENCEAEEME~HEIT 217 9. FFRESHIc-S

WL b AR 25 B A T3R50, BEESIIRFENERE CITERG 2 HfF T

R, ARHOIEIEAET S 0. BUE, ISR X BB O MR CH & %

BIFET DA VHFr 7k DIC K BElEaERm EL, UEiREITS 2Ltz Al

AN

3) HAEE, AmEOE XA

INADF RBIZZAPND Z ENDRL, MESNDZLLHL0, RKHEOHLD

TIXREBE, MEZEZ T LRnH D0, WMIRRAREME~ENT 5. IRk

DITEE RIBIZ NN DB B0, RAICKENERT S & & B, IRE LRI

W L DB TS S, JEIRE L THEIEDIRERZEH A A S 5728, 1IN
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BAMEHECIREKEH EE (T N2, IWRICITFNALET, BFRE, Mi>ZH
ZE, NLEPHWLNLDY, BERFIEIRPICITRRESATLED ZE&h8%0. IR

ENIZOVE AR Z & 0F L T D LRI FIRITIREECH 5 .

4. HRZE
1) K /hikET (Lisch nodule)

PNEFEE X722 LHIEEA LR, BEHHERITIREIVN 9, @EIRRE LE
LT DT LT,

2) tARRBIE (optic glioma)

AFRITBNTIZ OGS OHEEIME S, EER TRIET 2 2 EHRRELME SN
TWa ™ oL, EMMICITEENETTT 52 &b %<, HAEER EORERH
B L7 a 3 NER M E, IRBIEEME, MAARSVE R E S AHR L, 16R T8 %
WET D VP RROE I, AeAlE L E LiEERETH DY, RN
IR DWW TR/ = B F 2 ARy 0 IR SEARRRIZ IR R L CREIZ
L TCWAHEHEITIE, M OEITIC K 2 xHAUKE ) (B fEE 2 TR 5 7o DIC e & 3k
WZEE AT 5. £, JRERMIDLE RGO K& KEEZ 11 2 561
%, RAEELZEZ SRV E S IO AT 5. B RIREIL IR MR O U

A7 Tem@md BT, FR/NEENZITHERE S .
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5. ZDOMDIRE
1) #B@fMifE (pheochromocytoma)

EPHIMBD THTH D, —MROFAEFL IR L CTOLREHEN TN 2D 0, &
R BB RS 23 70 & T35 B IR R AR P IS HE A L, SRR EIBR & B 84
5.

2) HALEWERES (GIST)

THALEBE SR AT D MERESE T ckit B TFEW KIT 2@%8T 5. A0
5-25% LA SN THY P, TR 2 & ORI B L2GE11E, Mk R
HMEICHEI L, ARYIREBET 5. #7725 L IGAESCHILE R Z T2
ENHY, HENKLETHD. NFLIZAPFLE GIST TIEFr Y X —BHER (o
~F=7) FXEHTHD.

3) BRmMEFERE (FEEE) /EERMEZEE/BAARS N T LIE

% < ONF1 EBEOFRRITER Th 523, KI8HITRAMERED 1 DLl L T
ELL Lo EEZRT L L 0bh T . EEoFREE RFMEFEEE) 1 20% T,
B RS EIEIL 40-50%, HEAANY T AEIL 20-30% 124 B s 52 % NP1 A
T, D & bR &b anc IEREE, RAERIC OV TOFMEEZITY, HE

BREEZITOND LT RETHS.
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4) BUF - REUE/ T Ah A

NF1 BE TITEER O 2132 <, 2 THIRERIT 10 Ll EoBE O 50T < TR

DEILE B T AT NFL BED 6-14% 12805 L Wbt T g 8 %9 3¢k

DREEDN D S EITEME~E T 5.

5) bRHRIR

NF1 THEHBHICHRLRBWOAHERROND (K1%) . —i@tto M B IER & A0

DBEEDND A, MR R ME A~ 5.

Bt

NF1 13 E GO R DOBMAMIEEA TH Y, BHERITIZIE 1009 TH D DO TRANNASE

IZFREER L TV AT FHNOEE T ARERITFE I 50% & 72 5.

HTHoTHIERERIZEIY NFIL #24EU0HLEZLNTNA.

ITBEEZFEREIC LD FERIOBRE AT Y VTN EE L.

2L, e bick

AR FRZW 21T 2 BRIC

ZiEL, BUEZEHER

T NF1 OBLFREEZIT> TWDliaxiE7ev. HARTZENIENMIZIE e Th 50

W, Ex OBFEORIEEICKE REO D HEBICHAEMBEI 21T 5 2 LITHT 24ha

MRIERFONTE LT, RICKHENREL TV & LTHMEAMRBLENL AT

RO RIEZ BT 5 Z EIXEHE LWV O T, AFIZB W TIBIE Tt TR0,
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5]=]

NFLIFRRES 23 50272 - TIEW D28, BUED & Z ARIGHIREIEIL /.

L
UIRDN G, TBIRIC & T2 B REN B EIN A DAFAED W N BB R0 T D FIRITHERRY

Wahbz, HEAEFEZL TS ETRERBEELRoTVL0EWN) T L& 1471

- =
R

L, fHxORBREORHLEIT U@ ReEET> TUT L. Alal, &€ L7z NP1

WRAA RTA N AFZIRO—B1 L7252 & 2T 2.
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HEIRST © NFLICADF LT GIST A ~F =7 ORI STV,

R TuL X —BHEETHLIA T =7 ITURARED L TERIEE L X 72
L7z GIST OIEHEVRIE & L C—MAI W STV D 1 GIST O 75%Z K17, %9 10%
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(1) RRMEERE 1 RBEICHOND ERERDOIE X EOEHRLORERH (K
#%)

i 5% AR KIFE A ln
N7z A VEE 95% HiZE B
B JF OO R AR AR A e 95% A
PR O AR AR A 20% E5 ¢l
OV AMERRRE AR AE N 10% e
M IR R A AR S e 2% 30 IR A (10-20% % B A= 6)
FEONBEAR AR BT 95% 5 R4
AP B i 7-8% NGE
LN 80% NGE
FHEOZ 10% e
WU DL - B 3% FLIEH
HEE - g OERE 5% H A g
FRYFEE (1Q<70) 6-13% 5V
FR Ry PE i 20% - 4]
TR K AN 2 BhE 40-50% 5h e
HEAAXY k7 LJE 20-30% B i
LB 25% FE M
ThDh 6-14% NN
i 1. 7 e 4% ANGE
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fb& & bITHB L, ZRREREZ 2T 5EFMERBHETH Y, HREKRENEDOBLIER A
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BARFRA CEARNFE 72 < & bMRIHEIE 1 A2 SET 51T Tk, 202
WriZBRIREIRZ I EE L WD Z LI b B L RIFS W LITEET S,

(2017 4F 2 H BUEIRBREIS S

2) EREREIZMIEEYE

1. 6fHLLEDOH 7 = « A « LBE*1

2. 2 {HLL EOMRRHRHENE (B2 O AR SRHEMR AR O FIRARHENR 72 &) F 7o 1T OV E Atips
TR MRAENE *2

. WS D D WVIT R O INBEAR B (freckling)

. BlAREEE  (optic glioma)

. 2{ELL E o/ NS (Lisch nodule)

. R EIREOFE (B - WESOZET, WIE 0L, HEE - B O  KE)
. FZRWIZFEE

N O o bk W

7TIHA T 2 HA L TR RRHERIE 15 &2l 5,

<ZEDOMDSHEH >
1. KRB OB

2. HEMEEG A

3. HEMEE AN 2
4. ZifREEE
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5. M HERE

6 . Unidentified bright object (UBO)

7. MWLEEEES (Gastrointestinal stromal tumor, GIST)

8. e e ek

9. MNP S

10. BREEFEE (FEHES) - EEROMZEE - BARANZ 7 LE

BWrDRA 2 R)
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Stage 2 : D1 XiZ D2 ThH->TN2 LI B2 &£ H D
Stage 3 : D3 TH->TNO 2> B0 THLHHD
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<Rasopathies>

Legius JE R

Noonan JE R

Noonan syndrome with multiple lentigines (LEOPARD JE{##f)
Cardio-Facio-Cutaneous JEERE

Costello JEfE#E mE

< Z D>
PR BRAE NEE 2 Y
McCune-Albright JEERE

Proteus JEERE
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129



(£5) FRBRMEERE 1 BIOBETA N 74 O 2017

1. RERE

cEENE (W7 = A - VHE, EINBERRGIRIE . MRS C T —Y—ini, hN—T77
vr—varyOfERRE

- ARGERAE I
DS O RERHENE « A LI2I0 U TOMEIEIER (R d D W IE4RE)
QMR DPRREARMENE = EITIS U TR EIER  GEME(RICIER)
QU E ANEMRGHRHMENE : PTRE ChauX, HERT 2 ANIHAEIEIER (IRNRTO B RA, ZERRTN,
5 7 H e 3R
@FEMEAR TGRS - IRRIPHANE A OIBR, BOHBFRE, (biRis (FPEICHER)

- DD B RGIRZ
OEFIERARNFE - @ERRIISNEE Ly
@7 v — LA SAERIEIER

@& MLEFBE : @ HFTEHRITSNE L L

2. HRERORE

- FRAREET - PRI ER E AT L, MBS U TR 2 B

- bR, FFBEARIRR OFRREHRMENE  FAL, BRELZR & OSEIRDS ST b L < ITEIE
SR EA~EIT L, SRR A B 8

- Unidentified bright object (UBO) : @& {AHEIILE L L2

3. BRE

s FHEETY - B L < 22 DANTEIABI R E A~ L, LEITIG L TERE ZE

- WIEE 2T GERMERSE ABAEIE)  BIESRI A E RS L, SRR & B &

- A - BINE OB KB - MARAR R EAEIT L, SERIERZEE (GRS EE LW
BEnD5)

4. BRRE

- WO/ NEEED - BRI L LR

- AR IBIE - NIREE, IREL, IeRRRANEE R E AR L, MBS U TR B R

5. ZTDMDIRE

- W EHIIE - WIRSREIEMEA~ET L, SRR EIER 2 B

- LB RIVEIES (Gastrointestinal stromal tumor) : EALZSMERFELFAE ~FHAT L, SAEHY
» PRJRIIE B E (8 B ) R AN B/ A PA A7 b T AE - NRBFEEEISREAN T 5
- GH - IWEEE - CADA  EMEIZHENT D

c HRH NN - RSN E BT D

130



I
1
v

VI

C1

C2

(R6) IETUVALRNILDHRESFEEE
1. TETURLARIILD Y 4E

VARATITAVILEA—/ AT F IR
S5 LAE L EGEAER
FESF LMELEBEAERR (AT LB DO H SRR L ERBRESD)
PHTEZMAR (3R— MR OGS R R
SRR ER TR (EBIFR S O BISKIRTAZE)
HEMZEESPEMRBEAONER

2. REOHE
S&55<EIDHOND(LRIL]L, BEDOLAILI)

~
~

HAHULILARJL VI

BWALVDTEIO NG (BEMEIETUREL, HAHVETENDIETURHY)
TIHLBNESIHONS (BNHLINIHEETHHLETRT RELGIETVAHY)

131

T
TOESEDND(EDLELAILI BEOLAILIL FEEIZRELZLANIL IV)
T5FEEBELTHELD, +9HERIEGL (BDLEHLAILILIY, BEHLALLY,



cQ1

CcQ2

CQ3

CQ4

CQs
CQ6
cQ7

CQ8

CQ9
CQ10

cQ1i1

CQ12

CQ13

HDL A LB L —F— A LAY

K EDHHEHER A RS am XAV

VFEA MR mTOR REZEIL ANV

UFAMRIRIE C < F =T I$H/H ?

E M RARIEE (MPNST) [/ F=JXBTM ?
NF1 [Z&HHLT- EE ERIEREE (GIST) IS4/ F=J (X E%)
"

NF1 DERFMERED EI R 2 F BRI/ ?

(3% 7) Clinical question DELD

HERE
cl

B~C1

C1~C2

C1

C2

C2
C2~D

NF1 [CEHLI-ERRINSEE (ADHD) [CAF LTz =T —hMZE

BEhh?

NF1 [ZE L= tRERBIE bR X E M ?

NF1 [ZE G- BRI 2 RiE AT EMN 2
NF1 [ZEHLI-IEENHARERZEH (B R1B) I SBEEER
HRBGIZ B ?

RSB AREEE| S\ R AR LA 2

NF1 DEMER N FIRGREILFTIM ?

C1

HESEST
FENHNIE L—F—FANEBEEZIToTOELD, PRIT—ETIH L FDhE
B ZDULNTHREISN TULVALY.
RIEDHHFHIENEEERT TRV, BEEFETHIERIHLT, BR
BB e LR SR RE ST 5120, S\ RIETIBRAEZELL
ERIERID HEUVEAEPIRERHEIEI 2L T, mTOR FEEEE Z LA EEEDETHAR
SNBD, IBETHEVU ARG HEIE 5t 251R 374K, FDRIRGEERIEIZD
WTIZFEETHS.
ARF I KYIBEBDE DRI D H LN = EDIEL B DN, REARTTAZIEC
DWTIETBATHS.
MPNST [Zx13 34 <F =T OshRIFFFASN TL VL.
NF1 IZE&HtLT= GIST 24 <F=J OZhRIFFFEAS L TL VL.
NF1 DEBEMERED REI ZR A F  HARIDSIRILFEBASN TLVEL .
AFILITT=T—HE ADHD DAEIC—RRRIZALLN TULNRAEREETHY, NF1 (2545
L= ADHD [Z£BTHS. 1=F5L, AFILIz=T—rDFERIZFEL TIZ ADHD [ZFEEL
F-EMEIC&HEENAEELLY.
BRI DIEEICHL TASEEE DD EL-IEEEHEINS. LHLENDS, ’EA
BB Z DWW TIEFIATH 5.
2FETHRACHO NI HREE(EA SN, AEEEET S.
FRA AV AP ANLEERAVN BRI THhN TLSA, REMEERMEICOLTIE
FEETHS.
RIFEEETIIBESIIHETELL. FiEiTo-1548, BESEI TN LT, BES
T2 BEH THREE EBREETEMTEORBELESN TS, BEEZEMEDR
ORI TES.
NF1 DERZERIL, FEFERTOTAA—, AEISVELRRETHS. $5Z dystrophic
type DERE, EEIZKDBEIIEHTHY, BHOBFHIBERENEEET 5.

NF1 Tl BEIHSHIEREES L, A8, Bl HROBIEELLE DEHED')
RAOMELN.

132



