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Knaccudukauma cocygmuctbix o6pasoBaHmnin© ISSVA

JaHHaAa KﬂCICCUd)UKCIL(UFI passusaemcsa u pacwupsaemcd rno mepe Haweao noHUMaHuA buoso2uu U 2eHeMUKU COC)/aUCI’anX MGﬂbd)OpMGL{UU u onyxoneﬁ
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COCyAUCTbIE AHOMA/TNU
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Mo HaMmeHoBaHUIO
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AccouumnpoBaHHble ¢

Apyrumu
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KanunnapHasa
manbdopmaumsa

KBM, K/1M, J1IBM,
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BeHO3Hasa
manbdopmaums
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ApTepuoBeHO3HaA
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ApTtepnoBeHO3Hasa

ducryna*

Noapo6bHee

CmoTpu auct

° - onpeaensneTcs Kak ase n bonee manbpopmarmm B o4HOM 06pa3oBaHUM
*- 06pa30BaHUA C BbICOKOM CKOPOCTbIO KPOBOTOKA

MepeyeHb NPUYUHHBIX FTEHOB M CBA3AHHbIX COCYAMUCTbIX aHOMaNU CMOTPU B MpUNOKEHUN 2
Mpupoaa nam TouHaa Knaccudukaums onyxonen Uam manbGopmaumii HEKOTOPbIX 06pa3oBaHMI A0 CUX MOP HEACHDI.
3TM NopaxkeHns GUrypumpyroT B OTAE/IbHOM NPeABapUTEIbHOM CNUCKE.
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MHPOPMaLMK, KNMKHUTE NO
noAYepPKHYTOM CCbINKe




- Knaccudpukauma cocygmctbix onyxonen ISSVA 1a

ISSVA

[lobpoKayecTBeHHble cocyamcTble onyxonu 1

MnageHyecKkas remaHrmoma nogpobHee

BpoxkaeHHaAa remaHrmoma

BbICTpO MHBOMOLMOHUPYOLWAA BpoxKaeHHana remaHrmoma (RICH)*  GNAQ/GNA11

He nHBONtOUMOHMpPYIOLLLAA BPOXKAEHHAA remaHrmoma (NICH)

YaCcTMYHO MHBONOLUMOHUPYHOLLLAA BPOXKAEHHaA remaHrnoma (PICH)

MyyKkoBaa aHrMoma™° GNA14
BepeTeHOKNETOYHAA reMaHrMoma IDH1/IDH2
2NUTEeNNongHaa remaHrmnoma FOS
MuoreHHasn rpaHynema (gonbyaTaa KanuanapHaa remaHrmoma) BRAF/RAS/GNA14

Opyrue nogpobHee

* - HekoTopble 06pa3oBaHNA MOTYT BbITb aCCOLMMPOBaHbI C TPOMBOLMTONEHMEN UK Koarynonatuen notpebnaeHmna nogpobHee
° - MHOIME 3KCnepTbl CYMTAIOT, YTO My4YKOBAsA aHrMOMa WM KanowundpopmHas reMaHAOTENIMOMA ABNAAIOTCA YaCTbio CMEKTPA OAHOrO

3360ﬂeBaHMﬂ, a He OT,CI,eI'IbHOﬁ HO30/10TneMn

N.B. PeakTneHO nponndepupytolme cocyanctbie 06pasoBaHUA NepedncieHbl B pasaene 4o6poKayecTBEHHbIX COCYANUCTbIX ONyXo/iei

anILIMHHbIe reHbl ebiaeneHbl CUHUM LBETOM



- Knaccudukauma cocygmctoix onyxonen ISSVA 1b

ISSVA

[DobpokauecTBeHHble cOCyauUcTbie onyxonu 2

Apyrve

UJHOpOBVI,EI,HaH reMmaHrmoma

MuKpoBeHynApHasa reMmaHrmoma

AHacTOMO3M pyrowaa remaHrmoma

[nomepynonaHaa remaHrmoma

CocoyKoBada remaHrmoma

BHyTpMCOCV,EI,VICTaFI COCO4YKOBaA aHAOTENUNAIbHAA TMNepnaa3nA

KoKHbIN 3I'II/IT€I'IMOM£I,HbIl7I aHMMOMATO3HbIN Y31EeN0K

MpunobpeTeHHasa anacTo3HasA remaHrmoma

ﬂVITTOpafIbHO KNeToyHaAa reMmaHrmoma ceneseHKu

PoactBeHHble 06pa303a|-|m=|

3KKpMHOBaFI dHITMOMATO3HAA rAMapToOMa

PeaKTMBHbIN aH MosHA40TeINOMAaTO3

baumnnApHbIM aHrMOMaTO3

N.B. Onyxonesas NpuMpoAa HEKOTOPbIX U3 3TMX 06pa30BaHKM He onpeaeneHa
PeaKkTBHO nponndepupyoLLMe cocyanctble 0b6pasoBaHna NepevmcaeHbl B pasgene 406poKayecTBEHHbIX COCYAUCTbIX Onyxonei



- “ Knaccudpukauma cocygmctoix onyxonen ISSVA 2

ISSVA
MorpaHnyHble NN YMEPEHHO arpeccuBHble COCYAUCTbIE ONYyXoau

KanowwundopmHaa remaHgorenmoma *° GNA14

PeTndopmHasa remaHgoTENMOMA

ManunapHaa BHyTpuUAMMdaTHMyeckan aHrmosHgotenmoma (PILA), Onyxonb [abcka

CnoxHas (KoMNo3MTHas) reMaHrMo3HA0TeIMOMA

NceBoAMMNOreHHaA reMaHriMoaHA0TENNMOMA FOSB

MonnmopdHaa reMaHrMOIHAOTENMOMA

[emaHrMosHgoTENMOMA He onpeaesieHHaA

Capkoma Kanowwu

Opyrue

3N10Ka4yeCcTBeHHble CoCcyauncCTble onyxoaun

AHrmocapkoma (nocne obnyuerHuna) MYC
INUTANOMNAHAA TEMAHTMO3HAOTENIMOMA CAMTA1/TFE3
Apyrune

* - HeKkoTopble 06pa3oBaHMA MOTYT BbITb aCCOLMMPOBAHBI C TPOMBOLUTONEHUEN UK Koarynonatuein notpebneHns nogpobHee
° - MHOTMe 3KCMepTbl CYMTAIOT, YTO MYyYKOBAA AHIMOMA WM KanowMUPopmHaa reMsHLOTeNIMOMA ABNAKOTCA YACTbO CMEKTpa OAHOro
3ab0/1eBaHWA, @ HE OTAENbHOMN HO30/10TUEN

N.B. PeaktnsHo nponudepupytowme cocyamnctole 0b6pas3oBaHna nepeyncieHbl B pasgene 406poKayecTBeHHbIX COCYANCTbIX OMyxonen
MpuumHHbIE reHbl BbiAeNEHbl CUHUM LiBETOM



- Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

MpocTtble cocyauctbie manbdpopmauum |
KanunnapHblie manbdpopmauum (KM)
MpocToii HeByc/nococeBoe NATHO, «KNOLENYN aHTrena», KyKyc ancra»
KoxkHasa u/mnun cnmsmctaa KM (Mam «BUHHOE» NATHO)

He cmHgpomHaa KM GNAQ
KM ¢ aHomanmnamu LUHC u/vam rnasHbimmn aHomanmnamu (cuHapom Ctypaxe- GNAQ
Bebepa)
KM c runepnnasueit Kocten n/mMam MArknx TKaHem GNA11
AndoysHas KM c runeptpoduen (AKMT) GNA11
CeTyaTasn (petukynsapHas) KM
KM un3 cuHgpoma MIC-CAP (Mukpouedanuna-kanunnapHaa manbdopmaumsn) STAMBP
KM u3 cuHgpoma MCAP (meranosHuedanma-kanmanspHasa manbdopmaums- PIK3CA
NONIMMUKPOTNpUA)
KM n3 cuHgpoma KM-ABM RASA1/EPHB4
BpoxkaeHHan KoXHas MpamMopHan TeneaHrnoaktasmus (BKMT)
Apyrune
TeneaHrnoskrasms™

BporkaeHHan remopparmyeckas teneaHrnoaktasms (BIT)(BIT1-ENG, BIT2 - ACVRLI,
BIT3, ONIT- SMAD4)

Opyrue

* - Npupoaa HEKOTOPbIX MOATMNOB TeNIeaHTMO3KTasnn npu KM ele sBnseTca npegmeTom AUCKYCCUiA.
HeKoTopble TUMNbI TeIeaHIMO3KTa3Mi MOTYT ObITb NepeKknaccuPuLMpoBaHHbI B byayLiem.

anILIVIHHbIe reHbl BblagesnieHbl CUHUM LLBETOM



- “ Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

lNMpocTble cocyaucrtolie manbdpopmauuu lla
Numdarnueckne manopopmauvum (JIM)
MpocTas (KnctosHaa) iIM* PIK3CA
KpynHo KnctosHaa JIM
Menko KnuctosHaa JIM
CmewaHHaA KnctosHaa JIM
[eHepanun3oBaHHaA ammeaTudeckas aHomanua (I71A)
KanowmndpopmHbit ainmdanrnomatos (K/1A)
JIM B 60ne3Hu lopxam-CrayTa
KaHanbHbIM TN JIM
«lMprnobpeTteHHaa» nporpeccupyolas AMmeaTmyecKasn

aHOMaJIMA (TaKKe Ha3biBaemas NpmobpeTeHHaa nporpeccupytowas
«nmmdaHrmoma)

MepBUYHbIN "MMmdOCTas (pa3anYHbIe TUMbI)
Apyrve

* - NpY HaNMUYMK TMNepPTPOdUN, HEKOTOPbIE U3 ITUX NOPAXKEHUI OTHOCATCA K cBA3aHHoMy ¢ PIK3CA cneKkTpy runeptpodum (PROS)

nogpobHee
HeKoTopble U3 3TUX NOPaXKEHUN MOTYT BbITb CBA3aHbI C TpombouuToneHuneln n / nan Koarynonatuei notpebneHma nogpobHee

anILIVIHHbIe reHbl BblagesnieHbl CUHUM LLBETOM



- " Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

MpocTbie cocyaucrtoie manbpopmauyuu lib
MepBuUHbLIK AumdocTas
HoHHe-Munpos cuHgpom FLT4/VEGFR3
MepBUYHbIN BPOXKAEHHbIM IMMdOCTa3s VEGFC
MepBUYHbIN BPOXKAEHHbINM "MMmdocTas GLC2/
Connexin 47
NTumdocTas-anucTmxmas FOXC2
MNoTpMXx03-1MMPOCTa3-Te/IeaHIMO3KTas3nsA SOX18
MepBUYHbIN "MMPOCTa3 C Muenoaucnaasmnen GATA2
MepBUYHaA reHepanMsoBaHHaa AMMbaTUYecKaa aHoManusa CCBE1
(cMHApPOM XeHHeKama NTMMdaHrnaKTasua-nmmeacras)
MuKpouedanus ¢ unm 6e3 xopuopeTnHonaTmm, KIF11
NMMMPOCTa3oOM AU CUHAPOMOM YMCTBEHHOM OTCTa/1I0CTH
JlumdocTas-aTpesmns xoaH PTPN14

anILIVIHHbIe reHbl BblagesnieHbl CUHUM LLBETOM



- " Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

MpocTtble cocyauctblie manbpopmauum lli
BeHO3Hble manbdpopmauuu (BM)

MpocTble BM TEK (TIE2)/PIK3CA
CemeHble KOXKHO-cnun3sunctble BM (KCBM) TEK (TIE2)
CuHapom (BMHA) CMHMX Pe3nHOBbLIX Ny3bipei TEK (TIE2)
fnomyseHo3Haa manbpopmaumsa (FBM) Glomulin

LlepebpanbHan KaBepHO3HaA manbdopmauna (LIKM)

(LLKM1 — kriT1, UKM2 - Malcavernin, UKM3 — PDCD10)

CemeiHaA BHYTPUKOCHAA cocyamncTana aHomanus ELMO2
BopopaByaTan BeHO3Hasa manbpopmaumsa (paHee MAP3K3

Ha3blBanacb bopoaaByaTaa remaHrmoma)
dpyrne

HeKkoTopble 06pa3oBaHMA MOryT BbITb aCCOLMMPOBAHDLI C TPOMBOUMTONEHNEN MK KoarynonaTuel notpebneHna nogpobHee

anILIVIHHbIe reHbl BblagesnieHbl CUHUM LLBETOM



_ ‘, Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

MpocTtble cocyaucrtbie manbpopmauum IV
ApTepuoBeHo3Hble manbdopmauun (ABM)
Cnopaaun4eckue MAP2K1
Mpwn BI'T (BI'T1-ENG, BIT2 - AcVRL1, BI'T3, OMIT- sMAD4)
Mpu KM-ABM RASA1/EPHB4
Apyrve
ApTepunoBeHo3Hble ¢pucrtyna (ABP) (spokaeHHan)
Cnopagunyeckue MAP2K1
Mpwn BI'T (BI'T1-ENG, BIT2 - AcVRL1, BI'T3, KOMIT- sMAD4)
Mpu KM-ABM RASA1/EPHB4
Apyrve

anILIVIHHbIe reHbl BbigesieHbl CUHUM LUBETOM



- " Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

KombuHupoBaHHble cocyauctbie maabdopmauun™
KM + BM KanunnsapHo-BeHO3Hasa Maibpopmaums KBM
KM + /1M KanunnapHo-nmm@aTmyecKas K/IM
Manbdopmauua
KM + ABM KanuanapHo-apTepmoBeHO3HaA KABM
Manbdopmauua
M + BM nmmdaTnUKo-BeHO3Hasa manbpopmaums J1IBM
KM + JIM + BM KanuAnapHo-nMmedaTnKo-BeHO3Has K/1IBM
Manbpopmauma
KM + JIM + KanunnapHoO-AMMPaTUKO-apTEPMOBEHO3HASA KTABM
ABM Mmanbdopmauma
KM + BM + ABM | KannnnapHo-BeHO3HO-apTepMnoBeHO3HaA KBABM
Mmanbpopmaumsa
KM + JIM + BM KanunnapHoO-AMMPaTUKO-BEHO3HO- K/IBABM
+ ABM apTepnoBeHO3Hasas masnbpopmaumsa

* - onpepensetca Kak ABe n bonee manbpopmaumm B o4HOM 06pa3oBaHUM




- “ Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

AHOManMK NO Ha3BaHUIO KPYMNHbIX COCYAOB

(TaK *Ke Ha3bIBAOTCA «KTYHHENAbHbIN TUN» UAN «CTBOJIOBbIEY» COCYAUCTbIE
Manbpopmaumnmn)

[Noparkatowme
NTumdaTtnyeckune cocyapbl
BeHbl
ApTtepun
AHOMaNmnn
[NMpouncxoxkgeHuAa
Xoaa
Yucna
[NpoTAXKEeHHOCTU
[nviHbl U AMameTpa (annasus, rMnonnasus, CTeHo3, sKkTa3ma/aHeBpmn3mMa)
KnanaHHble KommyHUKauum (ABOD)

MepcucteHums (3M6pMOHaNbHbLIN cocya)




- " Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

Cocyauctble manbdpopmaL, M1 acCOLUNPOBAHHDbIE C APYrMMU AaHOMATUAMU

CuHpgpom Knunenna-TpeHoHe: KM + BM +/- JIM + runeptpodua KoHe4yHocCTeln PIK3CA

CuHapom Mapkca-Bebepa: KM + AB® + runeptpodma KOHEYHOCTEN RASA1

CuHpgpom Cepsennb-MapTtopenns: BM Ha KoHeuyHocCTAX + runepTpodusa Koctemn

CuHapom Crypa)ke-Bebepa: nnuesaa KM + nentomeHWHreanbHas + MaTonorus GNAQ
rnas +/-runeptpodus Kocten n/Mam MArKUX TKaHekn

KM KoHeuHoCTel + BpOXKAEHHAA He nporpeccupylowas runeprtpoduma KOHeYHoCcTen GNA11

CuHpgpom Maoddyuum: BM +/- BepeTeHOK/leTO4YHas remaHrmoma + [DH1/IDH2
3HXOHZPOMaA

Makpouedanua — KM (M-KM/MCAP)* PIK3CA

Mukpouedanma-KM (MICCAP) STAMBP

CLOVES cuHpgpom: JIM + BM + KM +/- ABM + runeptpodus Kuposoi PIK3CA
TKAHU

Cunpgpom lMportes: KM, BM wu/umam JIM +  acCMMETPUYHbIN AKT1

COMaTMYECKUM KPOCT

CuHgpom BaHHaAH-Punen-Pysanbkaba: ABM + BM + makpouedpanus, runeptpodus PTEN
XMPOBOM TKAHMU

CLAPO cuHpgpom:* KM HuxHen rybbl + JIM B obnactm nuua u wen +  PIK3CA
accMMeTpuyHaa U 4YacTuyHas/reHepasnM3oBaHHas

rmneptpodua

- * - 3TV NoparkeHns oTHoCATCA K cBA3aHHOMY ¢ PIK3CA cnekTpy runeptpodum (PROS) nogpobHee
MpuuMHHBbIE reHbl BbiAeNEHbl CUHUM LiBETOM




- Knaccudpukauma cocygmctobix aHomanmnm ISSVA

ISSVA

PaHee He KnaccndpuumpoBaHHbIe COCYAUCTbIE aHOMANUN

BHYyTpMMbIWEeYHasa remaHrmoma™

AHrnmokepartoma

CnHycoupanbHaa reMmaHrMoma

AKpanbHaa apTepMoOBEHO3HAA KOMYyX0/b»

MHoO»ecTBeHHbIN NMMPAHTMO3HA0TEIMAaMaTO3 C TpombouuToneHmein /

KOXXHOBUCLLEPanbHbI aHIrMoMaTo3 ¢ TpombouutToneHunn (MNT/ KAT)

PTEN (T1n) ramapToma MATKMX TKaHel / «aHTMOMaTO3» MATKUX TKaHeM PTEN
(PHOST)
drbposHo-xunposas cocyamcras aHomanua (PHCA/FAVA) PIK3CA

* - OT/IMYaeTCA OT M1afeHYECKON reMaHIrMoOMbI, MPOCTOM BHYTPUMbILWeyHo BM, PHOST/AST, ®XCA/FAVA n ABM
HeKoTopble 06pa3oBaHMA MOTyT ObITb aCCOLUMMPOBAHLI C TPOMBOUUTONEHMEN UM KoarynonaTtuei notpebneHunsa nogapobHee

anILIVIHHbIe reHbl BblagesnieHbl CUHUM LLBETOM



MpunoxxeHune 1

ISSVA McnonbsyeMble COKpauweHunA (3a UCK/IIOYEHUEM Ha3BaHUM FEHOB)
CLAPO KM HuskHen ry6bl + JIM B obnactv iMua v wewn + KBABM KanuAnapHo-BEHO3HO-apTepMoBeHO3Has ManbGpopmaLma
acCMMETPUYHAn M YacTMYHas/reHepannsoBaHHana runeptpodums
CLOVES BPOXAEHHas runepTpoduma XKMPOBOIM TKaHK, cocyamcTasn KBM KanunnsapHo-BeHo3Hana manbdopmauymn
Manbdopmaumn, anuaepmasbHbli HEBYC, CKeNeTHble/CKOANOo3
naToaorum
MCAP meransHuedanma-kanuanapHaa maabpopmauns- K KanowndpopmHasa remaHaoTenMoma
NOAUMUKPOTrUpusa
MICCAP MUKpouedanua-kanuanapHaa manbpopmaums KNA KanownpopmHbI AMMPAHTMOMATO3
NICH HE MHBOMIIOLMOHUPYIOLLAA BPOXKAEHHAA reMaHrmoma KNABM KanunnapHo-nMmdaTUyecKan-apTepmoBeHO3Han
manbdopmaums
PHACE c-m Manbdopmaums 3agHein YepenHoi AMKNU, reMaHrMoma, KNBABM KanunnapHo-nMmeaTUKO-BEHO3HO-apPTEPMOBEHO3HAnA
aHOMaINM apTepuin, cepaevHOCOCYANCTble aHOMaNuu, Manbdpopmaums
aHoManuu rnasa
PHOST PTEN ramapToma MATKux TKaHeii KNBM KanuAnapHo- iMMdaTMKO-BeHO3HaA manbbopmauma
PICH YaCTUYHO MHBOJIIOUMOHUNPYIOLWAA BPOXKAEHHAA reMaHrMoma K/IM KanuanapHo-nnmeaTmyeckas manbdopmaums
PILA CoCoYKOBasA BHYTPUAMMbATUYECKAn aHTMO3HAOTE/IMOMA KM KanuanspHas manbdopmaums
PROS PIK3CA — cBA3aHHbII cnekTp runepTpodumn KM-ABM KanuanspHo-apTepMoBEHO3HAs Manbdopmaumn
RICH 6bICTPO MHBONOLMOHMPYIOLWAA BPOXKAEHHAA reMaHrmoma KCBM KOXHO-C/IM3UCTble BEHO3HAA Maibdopmaumsa
ABM apTepuo-BeHO3HaA masibpopmaums JIM nmeaTtmyeckan maabpopmauma
ABO® apTepuo-BeHo3HaA ducTyna J1IBM nMmbaTMKo-BEHO3HasA masibpopmaums
brc BonesHb Nopxema-CrayTa Mr MNafeHYecKasn remaHrmoma / reMaHrMoma AeTckoro
BO3pacTa
BM BeHO3HasA manbdopmaumn M-KM Makpouedanua — KanunnspHasa manbbopmauymn
BIT BPOXXAEHHaA remopparMyeckas TefieaHrMosKkTasua MNT MHOXEeCTBEHHbIN NIMMbAHIMO3HA0TE/IMAaMATO3 C
TpoMboLUUTONEHNEN
BKMT BPOXAEHHAA KOXKHAA MPaMOpPHaA Te/IeaHrMo3KTa3ma MHO MeXAyHapoaHble HOPMANM3NPOBaAHHbIE OTHOLEHMA
BM rnoMyBeHO3HaA Masabdopmauma NnA ny4yKoBaA aHrMoma
A reHepanM3MpoBaHHas AMmeaTnyeckas aHomanma CKM CuHapom Kasabaxa-MeppuTa
OBC c-m CUHAPOM ANCCEMEHNPOBAHHOIO BHYTPUCOCYAMCTOrO DHCA/FAVA ®r6PO3HO-KMPOBAA COCYAUCTARA aHOMANMA
CBEpPTbIBAHUA
OKMIr Anodoy3Han KanuanspHaa manbdopmauma c runeptpoduei LIKM uepebpasibHas KaBepHO3HaA ManbpopmaLms
KABM KanuanspHo-apTepMoBeHOo3Hana Maabdopmaumn LUHC LeHTpanbHana HepBHaa cuctema
KAT KOXHO-BUCLLEPaA/IbHbIA aHTMOMATO3 C TPOMbBOLMTONEHUI HOMNrT FOBEHUWIbHbIN NOANNO3 remopparnyeckas
Te/1eaHrMo3KTa3nA




_ ISSVA

MpunoxxeHune 2a
anl-IMHHbIe reéHbl COCyaucCTbixX aHoOManum

ACLVRL1

TeneaHrnoskrtasums, ABM n AB® us BI'T2

ART1

CuHgpom lMpoTea

BRAF

MuoreHHas rpaHynema (MNIr/PG)

CAMTA1

3nutenMomaHaa remaHrnosHgotennoma (IrA/EHE)

CCBE1

MepBUYHan reHepanM30BaHHaA AMMdaTUYECKas aHOManua (CMHAPOM XeHHeKama
NMmoaHrnakTasus-numoacras)

ELMO2

CemeliHan BHYTPUKOCTHasA cocygucras manbpopmauma (VMOS)

ENG

TeneaHrnoskrasumsa, ABM n AB® us BIT1

EPHB4

KM-ABM2

FLT4

HoHHe-Munposa cuHapom (reH Takke HasbiBaeTca VEGFR3)

FOS

dnutenMounaHaa remaHrnoma (3r/EH)

FOSB

MNceBooMMOreHHana remaHrmosHagoTenMoma

FOXC2

JNiumdocTas-guctmxmas

GATA2

MepBUYHBIN AMMPOCTas ¢ muenoamcniasmen

GLC2

MepBUYHBIN BPOXKAEHHbIM AMMmdocCTas

Glomulin

FnomyseHO3HaA Manbdopmaumn

GNA11

BpoxkaeHHasa remaHrmoma
KM c runeptpodueit Kocten U/Mam mMAarkmx TkaHewn
OnddysHaa KM c runeptpodueit (AKMI/DCMO)

GNA14

Myukosas aHrnoma (MA/TA)
MuoreHHas rpaHynema (MNIr/PG)
KanowwndopmHas remaHrnosHaotennoma (KFA/KHE)

GNAQ

BporkaeHHaa remaHrmoma
KM «BWHHOE NATHO», HECMHAPOMHAA KM
KM cungpoma CTtypaske-Bebepa




_ ISSVA

MpunoxeHue 2b
an‘-IMHHbIe reéHbl COCyaucCTbixX aHoOManum

IDH1

Cunapom Maddyuum
BepeTeHOKNETOYHAA remaHrMoma

IDH2

Cungpom Maddyuum
BepeTteHoKNeTOYHAA remaHrMoma

KIF11

Mukpouedanumsa c unm 6e3 xopuopeTmHonaTum, AMMePoCTasom AN CUHAPOMOM
YMCTBEHHO OTCTaN0CTH

KRIT1

LiepebpanbHan KaBepHo3Hasa manbdpopmauma (LKM1/CCM1)

Malcavernin

LiepebpanbHan KaBepHo3Hasa manbdopmauma (LLKM2/CCM2)

MAP2K1

ApTepunoseHosHas manbdpopmauma (ABM/AVM) (cnopaamyecKkas)

MAP2K1

ApTtepunoseHosHas ductyna (ABD/AVF) (cnopaamnyeckas)

MAP2K3

BbopoaasyaTan BeHo3HaA Manbdopmauma (comaTmyeckas)

MYC

AHrnocapkoma nocne obayyeHun

NPM11

Cunapom Maddyuum

PDCD10

LiepebpanbHan KaBepHo3Hasa manbdopmauma (LKM3/CCM3)

PIK3CA

MpocTble (KUcTo3Hbie) /IM (comaTnyeckme)*

MpocTtble BM (comaTtuyeckue)

CuHgpom Knunenna-TpeHoHe

MeransHuedanua-kanunnapHaa manbpopmaumsa-nonnmmukporupms (MCAP)*
CLOVES - cuHgpom

CLAPO - cuHapom

®dnbpo3Ho-KMpoBan cocyamctan aHomanma GHCA/FAVA

* - HeKoTopble M3 3TUX 06Pa3oBaHMUM, CBA3AHHbIE C rTMNepPTPOdUEl, OTHOCATCA K CBA3AHHOMY C
PIK3CA cnekTtpy runeptpodum (PROS) nogpobHee




- ISSVA

MNpunoxxeHune 2c
anl-IMHHbIe reéHbl COCyaucCTbixX aHoOManum

PTEN

CuHgpom BaHHanH-Punein-Pyeanbkaba
PTEN (BMA) ramapToma MATKUX TKaHel/ «aHrMOMaTO3» MAFKUX TKaHeMn

PTPN14

JiumdocTas-aTpesmsa xoaH

RAS

MuoreHHas rpaHynema (MNIr/PG)

RASA1

KM-ABM1
CuHgpom MapKca-Bebepa

SMAD4

TeneaHrnoakrtasus, ABM n AB® B cocTaBe HOBEHW/IbBHOFO NO/INNO3a reMopparM4eckomn
TeneaHrnoskrasumm (FOMNIT/IPHT)

SOX18

f'MnoTpuxos-n MMd)OCTaB-TeI'Iea HI’MO3KTa3unA

STAMBP

Mukpouedanusa-kanunnspHas manbdopmaums (MIC-CAP)

TEK (TIE2)

MpocTtblie BM (comaTtuyeckue)
CemeltHble KOXHO-cAnsnctble BM (KCBM/VMCM)
CuHgpom (BMHa) cUHUX pe3nHOBLIX Ny3bipel (comaTmyeckue)

TFE3

AnuTenmounaHas remaHrnosHgotenmoma (3rA/EHE)

VEGFC

MepBUYHBIN BPOXKAEHHbIM "MmdocTas

VEGFR3

HoHHe-Munposa cuHapom (reH Tak»Ke HasbiBaeTcs FLT4)




- ISSVA

MpunoxxexHue 3

MmnageH4yeckaa remaHrmoma

dopma Pa3nunyHblie Tunbl
- o4yaroBas - NOBEPXHOCTHaHA
- MHOKeCTBEeHHasn - rnybokKas
- CermeHTapHas - CMellaHHanA (noBepxHOCTHaA + ryboKasn)
- NorpaHnYyHas - peTukynapHasa / abopTtueHaa / ¢ MMHMMaIbHbIM
POCTOM
- apyrue

AccounmnpoBaHHble C apyrumu obpasoBaHUaMU

PHACE accounauma /cnHapom

Mmanbdopmauua 3a4Hen YyepenHom AMKM,
reMaHrmoma, aHOManuu apTepui,
CepAeyvyHOCoCyamcTble aHOMAAMW, AHOMANUM [N1a3a,
pacLesinHa rpyanHbl n/mamn 6enom AMHUKN }KUBOTA

LUMBAR (SACRAL, PELVIS)
accoumauma /cuHapom

reMaHrmoma HUXKHEN NONIOBUHbI  TyNOBULIA,
YpOreHuTanbHble aHOManuu, n3n3BAEHUE,
Muenonatna, aepopmauma KOCTeN, aHOPEKTaslbHble
Manbdpopmaumu, apTepuanbHble aHOManum,
NMoYeyHble aHOMaANK




- ISSVA

MpunoxkeHue 4
COCyAUCTble aHOMaNUu,

BO3MOXXHO CBA3aHHbIE C YAC/IOM TPOMOOLMTOB / HapyLLEHUAMM CBEPTbIBAEMOCTU KPOBU

AHOMmanuu

femaTtonornyeckue HapyLeHus

lNy4ykoBaa aHrMoma
KanowwndopmHaa remaHgoTenmoma

Taxenaa n yctonymsaa TPOMOOLUTONEHUA C TAXKENOM
runodmnbpmuHOreHemMmnen, Koarynonatua notpebneHuns wm
nosbllleHHMe D-aumepa (cnHapom Kasabaxa-Mepputra)

BbICTPO MHBONOLMOHUPYIOLWLAA BPOXKAEHHASA
remaHrmoma

TpaH3uTOpHasa nerkaa / ymepeHHasa TpoMbOLMUTONEHMUS,
+/- Koarynonatma notpebneHns W noBblWEHHbIN D-
anmep

BeHo3Haa manbdpopmauus /
NlumdaTtnko-seHO3Hasa manbdopmaumsa

XpOHUYECKaA  /NIOKANM30BaHHAA  BHYTPUCOCYAWUCTAs
Koaryaonatusa C nosblluieHMem D-gumepa, + / -
runopubpuHoreHemms, n +/- yMepeHHas
TpombouuToneHua (moxet nporpeccupoBatb B [BC

nocne TpaBmMbl NN onepau,MM)

NumdaTtnyeckas manbpopmauna

XpOHUYEeCKaAa  /IOKAANM30BaHHaA BHYTpUcOCyamcTan
Koarysonatua c nosblweHnem D-gumepa u + / - cnabasn /
ymMmepeHHas TpombounToneHms (paccmompemeo
Kaposiform lymphangiomatosis)

(moxkeT nporpeccupoBaTb B [BC nocne TpaBMbl Uau

onepauuu)

MHOKeCTBEHHbI NMMPAHTMO3HA0TENIMAMATO3 C
TpombouuToneHue / KoxxHoBUCLUEpPaibHbIM
aHTMOMaTO3 C TPOMOOLUTOMNEHMUIA

YctonumBan, Konebnwwanca, oT cpegHen A0 TAXKENoWn,
TPOMOOUUTONEHUA C KPOBOTEYEHUEM W3 KENyAoYHO-
KMLLEYHOro TPaKTa AN NEero4yHOe KPOBOTEYEHME

KanowwndopmHbin ntumdaHrmnomaTos

Jlerkasa unm ymepeHHasa TpombouuToneHus, +/-
runopmnbpmrHoreHemma 1 NoBbileHMe ypoBHA D-anmepa




ISSVA PIK3CA — cBAi3aHHbI cNeKTp runepTpodpuin

PIK3CA-cBA3aHHbIN cnekTp runeptpodpun (PROS) ob6beanHaeT
0bpa3oBaHUA C reTeporeHHbIMWU CEFMEHTAPHbIMU TUNEPTPOPUAMU C UK
6e3 cocyamncTblx aHOMaANM - U3-32 COMATUYECKMX aKTUBUPYHOLLMX
myTaunm PIK3CA.

[JaHHbIN CMEKTP BK/IHOYAET:

- dnbpo3Ho-}KMpoBaa cocygmctasa aHomanma @HKCA/FAVA

- femurunepnnasma mHoxecTtBeHHoro amnomartosa (IMMMJ1/HHML)
- CLOVES — cuHapom (BpoXKAeHHaA AMNoOMaTo3Hasa runeptpodus,
cocyanctole manbbopmaumm, asnnaepmanbHblit HEBYC,
CKONMO3/CKeNeTHble U CMMHOMO3roBble aHOManK)

- Makpogaktnama

- ®PUBPO3HO-}KUPOBOI NHPUNBLTPATUBHbLIN AMNomaTos / Jinuesomn
MHOUNBTPATUBHbBIN TNMTOMATO3

- MerasHuedanms - KanunnapHaa manbdpopmauyma (MCAP nam M-CM)
- Ancnnactnyeckaa merasHuedanmna (DMEG)

- CuHgpom Knunnena-TpeHoHe
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