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A. CocyauCThie OIyXOJIH b. CocyaucTeie ManbpopMaluu
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* IPOCTHIC
kanmwuisipaeie (CM)
BeHO3HEIE (VM)
muMmparuaeckue (LM)
apTEpUOBEHO3HbBIE MaJIb(PopMaIuu
(AVM)
apreproBeHo3Has ¢ucryna (AVF)
* KOMOMHUPOBAHHBIEC
CVM, CLM, LVM, CLVM,
CAVM, CLAVM, CVAVM,
CLVAVM
*aHOMAJIMU KPYITHBIX COCY/IOB
*COCYIMCThIE AHOMAJIMH, CBA3aHHBIC C
Ip. aHOMAJIMSIMU (CUHAPOMEL U AP.) Y,
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COCYI[I/ICTBIG dHOMAJINHU, CBA3dHHbIC C JPYI'UMHU dHOMAJIHWAMUA

Klippel-Trenaunay syndrome: *CM + VM +/-LM + limb overgrowth PIK3CA
Parkes Weber syndrome: CM + AVF + limb overgrowth RASAL
- Servelle-Martorell syndrome: limb VM + bone undergrowth
- Sturge-Weber syndrome: facial + leptomeningeal CM + eye anomalies

- +/-bone and/or soft tissue overgrowth GNAQ

- Limb CM + congenital non-progressive limb overgrowth GNA1l
Maffucci syndrome: VM +/-spindle-cell hemangioma + enchondroma IDH1 / IDH2
Macrocephaly -CM (M-CM / MCAP) * PIK3CA
Microcephaly -CM (MICCAP) STAMBP

CLOVES syndrome: *LM + VM + CM +/-AVM+ lipomatous overgrowth  PICK3CA
Proteus syndrome: CM, VM and/or LM + asymmetrical somatic overgrowth AKT1
Bannayan-Riley-Ruvalcaba sd: AVM + VM +macrocephaly, lipomatous overgrowth PTEN

CLAPO syndrome: *lower lip CM + face and neck LM + asymmetry and partial/generalized
Kovergrowth PIK3CA  /
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}:f OCHOBHbIE OCINOXHEHUS
; COCYAUCTbIX aHOMaInn

* BTOpHUYHAS KOAryJoIarus IoTpeOICHU
® KPOBOTEYCHUSA U, KAK CIECACTBUE, CUACPOIICHUS

o muMoppes U, KaK CICJICTBUE, THIOIPOTCUHEMMS,
AVCIIPOTCHHEMHUS

* HH(HUIIHUPOBAHUE

* HapylleHUE (DYHKIIUU OPTraHOB

® XpOHHUYECKHE 00N

* OrpaHUYCHHUE (PU3NYECKON aKTUBHOCTHU
® YpOJICTBA

° HapylICHHUE KaueCTBa KU3HU




e [TpoGnembl Tepanum

* OTCYTCTBHUE €IUHBIX ITPOTOKOJIOB U CXEM TE€paUU
* HEBO3MOXXHOCTb XUPYPTUUECKOU KOPPEKIIUU

° 4acTO€ PeUINBUPOBAHUE 3a00IC€BaAHUS ITOCTIE
XAPYPrUUE€CKON KOPPEKIIUH.

Ha3Hnayenue npenaparoB «o(pd-aendn», 2007:

° HaJIMYWE y MalMeHTa TSHKEI0ro (yrpoKaromero KU3HU UiH
CEpPhE3HO HA JJIUTEIIBHOE BPEMS HAPYIIAKOIIEIO Ka9Y€CTBO
"KU3HU) 3a001€BaHUS

* OTCYTCTBHUC CH@HI/I(l)I/IIIeCKI/IX CpCACTB JICHCHH:

° aHaJIM3 HAyYHBIX JAHHBIX JAa€T OCHOBAHUE IIPEAIIOI0KHUTD,
YTO JJAHHBIM IIperapaToM MOXKET ObITh JOCTUTHYT 3(P(PEKT
(KypaTUBHBIA WU MAJJIUATUBHBIN) Y JAHHOIO IAIlUCHTAa
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Sk
A Cuponumyc
* [Ipoaykt MeTaboaM3Ma @ " FIEGFR VEGRR)

6aKTepI/II/I S’[reptomyces = :q l/:: e asecec i ey i ‘ ‘ = = = =Cell Membrane
hygroscopicus, BeIelIcH
13 IIOYBEHHOI0 00pa3la ¢

octpoBa ITacxu Rapa Nui
(Vezina et al., 1975)

* MakpOLMKINYECKUU

JIAKTOH
* MMmmyHoCympeccant s InweI
® I/IHFI/I6I/ITOP mTOR t cell growth & proliferation  { angiogenesis

(mammalian Target of
\_Rapamycin) Y,
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P Cuponumyc

/

» ABasieTcss cyocTpaToM AJist U30pEPMEHTA CUCTEMBI
nutoxpoMma P450 IIIA (CYP3A4) u P-rmukonpoTenHa

 HakansinBaeTcs B OpMEeHHBbIX 3JIEMEHTAX KPOBH
(kpoBb/m1a3mMa=36/1), T1/2=62+16 yacosB

* 919% BBIBOAUTCS C KasoM, 2% - c MO4YOH
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I X Cuponumyca

C aHTUnponudepaTnUBHOW LENbIO

e D. Marsh at al. Rapamycin treatment for child with
germline PTEN mutation

(Nature Clinical Practice Oncology, June 2008, Vol 5 No 6)

o A. Hammill at al. Sirolimus for Treatment of
Complicated Vascular Anomalies in Children

(Pediatr Blood Cancer 2011;57:1018-1024)

e ClinicalTrials.govNCT00975819
HccnenoBanue rsppexruBHocTH MTOR HHrHOUTOPOB B
JICYCHUM JE€TEH U MOJOABIX B3POCIHBIX C
KOMOMHHUPOBAaHHBIMHU COCYIUCTHIMH AHOMAJIUSIMHU

2009-2019 r.r




)f" | CoOCTBEHHbIE AaHHbIe

* /8 manueHTOB: 33 MajdpurKa U 45 I1eBOYEK B BO3PACTE
OT 5 MmecsteB 10 17 et

e 2 MalyeHTa ¢ COCYAUCTHIMHU OITYyXOJISMH,
76 - ¢ COCYIUCTHIMU MaJlb(hOpMaLIHSIMU

* no3a cuponumyca 0,8 mr/m?/cyr (0,25-4 mr/cyr)
IIEPOPAJILHO B 2 IIpUe€Ma ¢ MHTEpBAJIOM 12 yacoB

* TepallcBTUYECKasl KOHIICHTpAILWs Iperapara B
CBIBOPOTKE 6-15 HI/mi

* NIUTENbHOCTh Tepanuu 10 - 77 mecsuen

® CONPOBOAUTENbHAS TEPANIUA KO-TPUMOKCA30JI0OM IS
IPO(pHUIAKTUKN MTHEBMOLIMCTHOW ITHEBMOHHH TOJILKO
171 HOCUTEJIEN TPAXEOCTOMBI

-




),5;\ IAppekT Tepanmum Cnponmmycom

Cokpamienue o0bema oopasoBanusa 'y 67,9%
1o panHeM Y 3/11'/Y3U/KT/MPT/00beKTUBHOTO OCMOTpa

KynupoBaHue 0OCHOBHBIX OCJIOKHCHUH
COCYAIUCTBbIX AaHOMAJIUU, OTCYTCTBHE
nporpeccuu 3adojesanus y 32,1%

* KpOBOTECUCHUM/IUMPOppeH,

* 3a)KMBJICHUE TPO(DUUECKHX SI3B,

° HOpMaJn3aIlys/yaydiieHue KoaryJaorpaMMmel,

* KyNMPOBAHUE/yMEHBIIIECHNE OOJIEBOTO CUHIPOMA,

* YIYYIICHHUE KaY€CTBA KU3HU
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[Tobo4YHble 3PP eKTbI TEPaAnUK
Cuponumycom

He ObLI10 3aperucTpupoOBaHO HA OJTHOIO TSKEJI0r0
(TpeOyIoIIero OTMEHBI TEPAUM ) HEXKETATEILHOTO
SIBJICHUS

[ToOouHBIE AP PEKTHI TEpaAITHU:
peLAUBUPYIOIIME CTOMATUThI — 25,7/4%
muciunuaemusa — 10,92%
rurexojiecrepuaeMus — 6,24%
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