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RICMA TSRSV T IIVEHRE LB TR (SR F M) (CHEERT 5,

-MOEB X #R:

RELGRIEDZE . MMRIEMOREICKIYMMEREZDIEREED L, HILBEILKIZHE
WA 2 SDIEKERDD, MBAROILKIZHENE 2 BOILKERED D,

-2 FELEN:

ERLAMRCAEGRMR (ZAETELEM IOV EZRHDIEENH D, MILHEIZ
TR EA S,

-DEEEIRERE:

DEMRRHERICKVLDEFRRIEOERZRHETHIENTEL, ABOKRKELEET
(F#EMEE CIXERGREOANEIHLWMGELHY. BEREETKRENFHTH S, I
BEHEEREDEXIZEST. BDRDILKROMEIRDILAERH S, BREDHEIZFIA
FTEHIELEAEERED, RENKZVDTEEEFET S,

-MEAT—TIVERE:
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3. BBXRELFHAE

-EHFER:

EERHBRBELEIGE . WGBSR T E2ME AR P EICIRIRT 5, DEDILET
ZIZHEVITIER IV BZERT S8 H5,

-HIER X #R:

IMERIEFEBOENIEA SN,

-2 FELERN:

EERKAR. QEOSTT KOREZROHLIENH D, DEFREIRICITTET S,
DB ERRE

EEDHEBRIEELZTME T 5. X—F VERECEERMELEFREED ENCLEA M
DILFHERBEENRDLNDIIEN SV, EERHBEREOFTFHEEL T, EHEFTIITELD
MFREREDRMENBATHS, EEREOCRHE, DENREEE. DEILKOBRELGESE
BTl R

DMEHT—TILERE:

IDBEBEIE T ARV EERHERIEEN LN SES TITHON S, FAEMRXE D T
EEDRBEZANETHILIEIERATHD MALE. EEIRRFRLE. SHARIIED A
ELARGBEREGD, RFICDHEREERT HCEANAIRET., EFEMBRELT SO
REZHGETMEICEY . EEZH., EEEFES U0 ZREDFHEDEANIERTH
%

- I MRI R &

EERBOIEEQFT@EAATEETH D, AR = LBIEEFAS Tl-mapping ;EIZKY. 1D
iR ALDFHELEETES,

EGEFRERRBRERTELOEE

€k . PTPNI1I ORIEEN) T UM TIIXMBARFAEEZE O DEPRRIGEN 2L, BRED
AIE IS DN EIRE SN TE A, 2022 FEDRETIEL. PTPNII EMDELEF/N)T LD
BT, EXMEDMEBLEABLIUVMEBRAEEZEDRERICEEEZEROONG AT, T
ADBLBEIZFHEIRRFIEEIE L PTPNIL /N T REEIZZUMER TH oD, FEFIEA DK
BEEITBALHTIEENST=(3)e —A. 2024 EDMEIZHLTIL, RAFI DN FTURTIE
PTPNI11 D /N TURKYBFEICIEREDFHIEN S L. PTPNII O/N )T RTIE RAFI
NYTURKYLBEEICIBIARFA R EEDREFEN SN o= DEPRIIEAEICBIL TIE/AN
7N CTEREZRDHLENST2(2),
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X—FTUIEREICEHITHIEREDFEDFERLBIUVERE)RIICDNTEE, KD
MDIMENDH D, 2023 FIZILKT 152 FIOX—FUEIZREEEE L 188 510D RASopathy B
EIRRBOHEICOVWTREIN-OR—MIETIL, ZHE 5 E8LU 10 EOEBATHE
ER(F.ZNTN 08%& 5.6%TH>T=. —AH. HBELTOHHKMERRELFHEIR—
(n=567) DR 5 EHXIU 10 FORATERLEREIL 2.8%&L 42%THY ., MEMICEEE
ZROIEM oM, HEAAH B BRI BN ZE D HEAAZRIZEAL TIEL, RASopathy BEEREKENH
EDHMEEIZDEN-T=(12), £, 2023 F£& 2024 FOEEIZHITHIKR—MRAETIE.
RASopathy BEEAEREIDFRAED 169 5l 11 51 (6.5%) MRAFEH DI —FIREREERL .
SHEHII/NRIEREDHIED) RAVFHER 7 TIEVRVIZHFEIN D Thof-LHES
N RAFEDIVAVEFELT, kM. EFFmEDOEER. S-oMELF2DBE. £=ER
HEBREDEENLZEFONTIVS(11,13),

B, MEK FAEZETHDNSAF =T H RASopathy I1ZBEET IR KREIDAFEICELNT,
FEARNUMGEE - BAE DB VIBRITE) B R L FREICA LSS EBESNT=(14). §
% EXREBELHEICK T SF-ABREORENRFINDS,

X—FUERBOEEER - BITHERLBIRSAEE

X—FUERBREETIE, £ECORABRB|BDIAO—TYINRLETHD. FHITEX
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CQ5: EDFSLABHEDFHAEAVNERITHRESI S, (RS- RIRBAFEEZRC) ?

HiE: EFRLE. GERE. 5 RHMEYE. RERFELEOEMHEDHENEL £
BN EOHERMEETICEEHRET S,

[#RD5aE:54)

[TEFYVALAR)L:B]

[f#Ex]

X—FUEEBRTE. BRGER-AREEORITES. AHEE. RL-BEHEHEEE
DHEEEMNFLY, van Trier HIE, 105 BDX—FUEIEREEE (F15 12 &%, 0-60 %) I2HI1T5
BRF A BHEEMTL. &R (37%) . EL18 (33%) . 1118 (24%) . 538 (27%) . 118 (38%) . AR
IR (15%) EBD-TEERELTNS()e X—FUERBETIEERMNEFHENZ WO, 2
BEFE O . MG EHEEIT.

X—FEIEETIXHEDEENS L, Madej HlE. 67 LD RASopathy EE (FDS
5,60 BNX—FUERE) [CET5E8F SHELZREITL. 15%ICHEZRO . 9%H K
BHEETH Oz, 10% TREMEDHEREZRDT=(2), RHkIZ. van Trier 5DIRE TIE. 44 8
o BICEBHELID. ZTOHD 7 8H 10 BRETEHINTLAIEEHRELTLNS
(3)o TN XR—F U IERBETIIFENREBEETICLEHRT L, F-. —BHEDEERE
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EENHEFHIEETHD,
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£ (22%) NMEBDRERFORZEZROI-. F 11 BFORZHHHFRLEL61 &), Thll
SMZH.E 12 AF (34 ). E S EF(28 &) DEIEHZ M of=, M/MRIB ML/ SE
EEOM/NMREFEZ 46 B TROH TV, Ffz. Briggs Bl&. 101 & DX—FAEREE D EHT
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BEREZH®RT 5, RAl. 7REVVOEREEZ 5,
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DNEBIR 2 £ (4, 8 MAEAE) . EAMEMEEMEE 1 £ (7 BRE). BFERBE
BERES(BMEES)1 £ (6 mBE). HiEFE | 4G HRHE) THof=. —A. Jongma
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HE, R—FUEREICBVCEERS RN SEDSHOWMENHS(10), 2025 F
[CERESNFARAUDLDAEIRE TIL, 121 £ D RASopathy BEDHFT(ZFNIH 68 £
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HHE.BRPNEADSBERIYDREIN TV X—FUERBICETHEFGRIINTS
GH BEDERELDIEIO)IZIF. BEBREMDIRIZHETILENHD=6H. [
iF IGF-IEA S - FEE S EEFHE D LR (+12SD) EBA F-EECIFRDOIFMTME IGF-1
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CQ9: IR xA/EHI(MEK BHE#|. mTOR [AEH]) (XENRHZIM ?

W 2024 FOBNMBTLHZHERARDERSRUAROHERTIE, MEK HEFRE
BHITBVWTIDEF IR BB UM, DEBBHE. ETVRIOEFEZR O, FEAET
(ZABRE#TREREDHESL) /NERBEICH LT MEK [BE#IRE5 A BIRKREGSH
BEENH D, LHL. BEATIXERELSLL, BENMEATHY ., FERVVEFIBETHS,
[HRDEE: 5]

[TETFVARLARJL:B]

#E: mTOR AFEACOVTE, X—FUVEBRBDEHED 1 DTHS Central
conducting lymphatic anomaly(FR#E1E Y 2 /N EHLBE) DERICH L TEERTEESN TLY
M, R—FUERBEEADEEIZTOVWTOREXIFEAELGIRIIRETHS.
[ERDES L]

[TEFURLAJL:D]

[##Ex]

MEK [HE |

X—FUIEIEEEEE T RASopathies DJREIL RAS/MAPK L5 F LB OEHIL THS 1=
DIZ, ZDBEEICT MEK [BENETHAENMBEE. HAWNIETILIIADEERIC
THALMIZE>TE=(1-4), 2019 ££I1Z Andelfinger HHS RITI ZREH T BHX—F U EIREE 2
FIORKEDEREICR LT MEK BEEH| (trametinib) Z R 5 LR DR EEZRE L=, TD
% AZERBICHIETORREDBIE (5-8). HICUVNEEBK (9-13). ZRMELEHE
BEESRE (14,15)IT1L T trametinib ZIRELT—EDNEIHERINTI-ET HIEHIER
EMI|E ST, Pascarella 512, Mussa 5 [XAEKELERAEIZ trametinib [E—FEDENREEE
O MBIARER ILHEN G ST-EREL TS, BMERAEL T, iBP(8,10,12). B
(8,10,15)x EMNHESNT=,

2025 FEIZTAYH, hF5  BRIND T IL—T 12K B retrospective study DFERAFHE SN 1=
(16), PTPN11 ZEEBGHEEZEEE4L RASopathy DEXELFHAEDERIGE T EFFHMIER I
2. MEK PAEH|% 58 (n=30). JEREFHO=31)ICDOLTLLE LA, MEK FEEHA
trametinib %5 B TOREF M GRE B UIBRHA). DEE. ETIVRVDOEREZRD . 25
OIE X LN DEELRMERILRDHEMN 1=, DS IR LR AZEIZLY . RASopathies 2%
9% MEK [REFARICOVTORBRMLGEIE TUOANELNTEENTIVD,

MEK [BZE#| Selmetinib [& RASopathies M D fHFFERIEIEAE 1 BB (THRARHIZR
HEICHLTAEARTERRBINTVWSERTH S, X—FUVEREIIHT RS ILEREEE
ffi-HIEBEEMEZELZ 1 HINDBREHRENHD(17),

mTOR [REHI
BATEMERE - MEFMITHLT mTOR BEFINRIZEARELLEOTIND, X—F U fEIREE
DIEKD—EBELTUUNEREEZERCL. ZOREE (XFREY D N\EILEAE LA

38



HOVUINZRETHLHD., HA U N\ERBD) /N EWLRIELLT mTOR FHEH @
EBZ NS, LOLELNE, SNETICTX—F U EERBICE LI /R EILREITN T
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§::3i0)|

X—FUEEBEOFRICETIMETIE. FTEELA—RAOLYBNIEATEIN TS,
ZEHBIOIR—ME 2 HHY. A FVRIZEITEHEAN 112 AeRRELIZFIRAIEHETIE. 5
THIA 5 FlERESNFEDD . BAEIEZBOHONGEMoTz(1)s — A FIYD 103 AZXR
ELE-ETIE, BAE 3 HlEET 10 ADFETHRERSN., ZHEIFET L 3.00(95% CI:
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LUTICORBBRRIGEBOEHIPRESN TS,

DUNRBEREIL, 115 AORET, £EEQUVREREMN 37%IZH BN, SOS2 N TY
bERREL TULM=Z(6)0 35 AU/ GRIED 49%ICHBNT-EDBRELH D (7).

BEXET. MEREEHEENRSESN, PTPNII IN)TUrDH5 297 A (FH 18 %)
DAR—FTIE, 12 NZEHREENERLEL, SSBETORBEBNAREIRIIEL23%THY—
RRERKY 35 EDURIESND®).

REIHEELLT PTPNII N) T2k 50 flEEL X—F U EIREE 105 AITHEWT. ke
MGERREEE 7 HlELUH#AIE 2 FINREINTLS),

FEAREEIL. A 112 Ad 4 A1), 97 AF 34 A(10)ICHFRESh. @B =ICHITHET
HDREHEEN 20 At 50%DEIZERHoNFEHRESNT=(11),

HRFHEBIZOVNTIE, A 112 ATOTAMADEREILX 10%THY) #hiZd
FE#HDBENHD(12),

BAMZENEEICOLTIX, BRA 35 ADAR—FTIESD 49%, TR 49%EDEFREAS
(7). 42 AD>BEBEA%E 10%. ADHD 20%&EDIMELHS(12), 1Q (TR AEATIT/MNEEAKLY
WETIHEDHER(13). EEE 1Q 9 LDIWME (12). BEALLELIFRUIEHDAE
T4, BEALLBRLUERBECAAMEOER(SZEDHELH D,

ZDMDEEDEFRIZDONT, I5FIDHMETIE. BIEAE 54%. EREHRIE 60%.
EIE 51%. SMERHTEDTOARRA 34%ESNTULNS(7), T, 63-79%TH H M 4%
BITHRELOBENHSH(1,7).

DL R—F U ERBETIIHRRGERNREHELRD S0 RAHERICHEIT
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