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Poccuiickoe 0611ecTBO AEeTCKUX OHKONOroB U remaTonoros
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Bkuag aBropos
Bce aBTOpBI BHEC/IU PABHO3HAYHBII BKIIA]I.

PROS (PIK3CA-Related Overgrowth Spectrum, criekTp
CHHIPOMOB M30BITOYHOTO POCTA, CBSI3aHHBIN ¢ MyTaIlei
reHa PIK3CA) BKIIOYACT COCYIMCTBbIE Mab(hOpMaInu,
JIMTIOMATO3BI U IPYTHe MHOTOUKCIICHHBIC aHOMAJINT pa3-
BUTHUsI, BBI3BaHHBIC COMATUYCCKUMMN MYTAallUSIMA B T€HE
PIK3CA. PROS o6bennHseT B cedbe TaKre CUHIAPOMBI, KaK
MaKpOHAKTYIINS, TTOJUOAKTUINS, CUHIAKTUINS, Bapyc-
Hast nechopManus 1-To majblia 1 Ip., TEMUTHIICPITIA3H,
MBIIIIEYHAST TEeMUTUNICPTPODUsI, WHPUIBTPUPYIOITIA
ymmoMaro3 ymia, cuaapom CLOVES, meransaIedans,
CcoCyarcThIe MaabdopManny (KalmIIpHbIC, BEeHO3HBIE,
JmMdaTIIeCcKIe, apTePUOBEHO3HBIE Mallb(hOopMaIU
1 UX KOMOMHAIINN ), TIOPaKCHUS KOXU, SITUIepMalIbHbBIC
HeBycH 1 ap. (puc. 1) [1, 2].

IIpn TIOoCcTaHOBKE OMAarHO3a CJCIyeT WCIIOJIb30BaTh
kom MexayHapomHO Kiaccuduramuu 0oje3Heir 10-ro
nepecmotpa Q87.3 «CUHAPOMEBI BPOXKIEHHBIX aHOMAJINA,
MIPOSIBJISTIOIIINXCST M30BITOYHBIM POCTOM |[THTAHTHU3MOM |
Ha paHHMX J3Tarax pasBUTHUSA». JIMarHo3 MOXKET OBbITh
JIOIOJIHEH auarHo3amu u3 rpymmbl Q00—Q99, a Takke
D18 u D18.1 D18 «JInmdanrnoma JIo00ii JIOKaIU3alui».

IlaTorenes

Myrtanum B reHe PIK3CA BBI3BIBAIOT TUIIEPAKTUBAIIIIO
docharummmmHo3uTon-3-kuHass (PI3K), kotopas pery-
JIUPYET POCT U AejieHue KieToK. CIIoHTaHHbIE COMaThye-

ckue Mytanuu reHa PIK3CA BO3HUKAOT, KaK IIPaBUIIO,
Ha paHHUX 3Tanax aMmbpuoreHesa, ¢ 20-ro mo 56-ii n1HU
pa3BUTHUS SMOPUOHA, U B 3aBUCUMOCTH OT BDEMEHU BO3-
HUKHOBEHHUS MIPUBOILT K Pa3BUTUIO 0YArOB TUIIEPTPO-
(bupoBaHHOTO poCTa TKAHW Pa3TUIHON JTOKATU3AIUNA
(puc. 2).

MouJeKyasipHo-reHeTHIEeCKasg quarnoctuka PROS

PROS o0bennHsgeT CIEKTP CUHIPOMOB M30LITOUHOTO
pocTa TKaHel, BBI3BAHHOTO TeTePO3UTOTHON coMaThye-
ckoit mytanueit B reHe PIK3CA, KoTopast BOSHUKAET BO
BpeMsI SMOPMOHAJIBHOTO Pa3BUTHS (Jallle BCEro B THU
20—-56).

Hns ycranosineHust nnarHo3a PROS mammenTam, mve-
FOIIMM XapaKTepHBIC KIIMHIICCKIE TIPOsIBICHUS (Tao. 1),
PEKOMEHIYETCSI TIPOBECTH MOJIEKYISIPHO-TEeHETUICCKOE
ucciaenosanue reda PIK3CA.

Mytamuu ipu PROS gBISIIOTCS TTOCT3UTOTHYECKUMU
M MO3aMYHBIMU. DTO OIpeesisieT TpeOOBaHMS K IIPOBEIE-
HUIO ¥ WHTEPIIpeTalluy aHaIn3a; IS BHISIBICHUS MyTa-
UM MOXET ITOHAJZOOUTHCS TECTUPOBAHME HECKOIBKUX
TKaHei. [lpy mHTepIpeTallny JaHHBIX CICAYCT YIUTBI-
BaTh MO3anIM3M aKTUBUpYoIeit mytaunu PIK3CA, T. e.
ee TIPUCYTCTBUC JIUIITh B HEOOIBIIIOM ITPOIICHTE KJIETOK.

BaxxHo OTMETUTB, 4TO KIMHWYecKUii nuarHo3 PROS
MOXKET OBITh YCTAaHOBJICH, JaXKe €CJIM MaTOTCHHBIC Bapu-

PROS |

/\

lpynna cnHAPOMOB, CBA3aHHbIX
C Upe3MepHbIM POCTOM

MblweyHasa remurnnepnnasua
HMEG

Cunpgpom Knunnena-TpeHoHe
LON

MCAP

Cocyauncrble manbdopmayuu
« MpocTble cocyancTble

CLAPO ManbdopmaLn - [lo6poKauecTBeHHbIi
CLOVES - lnmdatunyeckme manbpopmayun FAXEHOMAHbIN KepaTo3
DCMO - BeHO3Hble manbdopmauun

DMTG + KombuHMpoBaHHble cocyaucTble - SnupepManbHble HeByChl
FAO/HHML ManbdopmaLmm

FAVA - JlumposeHo3HbIE . DoKanbHas

FIL - KanunnaponumdoBeHo3Hble

+ KomGrHMpOBaHHble
numoaTtnyeckune manbdopmaunm
- [eHepann3oBaHHanA
numdaTtuyeckas aHomanus

He cocyancTtble nopaxxeHna

KOPTUKanbHaa gucriasna

« CebopelHblil KepaTo3

Puc. 1. Kraccugpuxayus PROS. CLAPO — kanunaspuas mansopmayus HudicHeil 2yovl, aum@pamuueckas Marb@opmayus Auya u weu, acummempus
u wacmuuHoe/2enepanuzosannoe paspacmanue; CLOVES — epojcdentoe aunomamosnoe paspacmanue, cocyoucmole mMarb@opmayui, snu0epmanvoie
Hegycol, ckoauozvl/ckeasemusle u cnunanvhivie; DCMO — dughghysnas kanunaspruas mansgopmayus ¢ paspacmanuem; DMTG — ducnaacmuueckas meeansm-
yepanusn; FAO/HHML — gubpo-scuposas eunepniasus uiu paspacmanue/eemueunepniausi-mHoxcecmeentvii aunomamos; FAVA — ¢ubpoadunosnasn
sackyaapuas anomanus; FIL — ¢uopoadunosznviii uru unguassmpupyiowuii aunomamo3s auya, HMEG — eemumecansnyegpanus; LON — aunomamos nepea;
MCAP — meeansnyeganus-kanuansapras massgopmayus. Adanmuposano u3 [2]
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Bpemsa n nokanusauna mytauun PIK3CA onpepensaioT ¢eHoTun

PeuenTopbl
POCTOBbIX haKTOPOB

DopmrpoBaHu1e HepBHO TPYOKMN
Ceppuebuexne
O6pa3oBaHne COMUTOB

DopmupoBsaHye nonywapuin
3auaTku Kuctew u cton
MeTanedpoc

FemaTonos3
PasBuTtne nnoga

3aKﬂaAKa KnweyHnka

HEpBHaﬂ nnacTnHKa

KpoBsiHble OCTPOBKM

PocT 1 pacnpocTpaHeHyie onyxonu
Pe3ncTeHTHOCTb K FOPMOHOTEpanui

Puc. 2. [lamoeenes PROS. Adanmuposano u3 [3, 4]

Tadomuua 1. Monexyaapro-eenemuueckas duaenocmuxka PROS

3auaTKn KoHeyHocTeln
SHAOKPUHHbIE 3a4aTKn
3auaTkm nerkux
MpoponxeHne
BacKy/noreHesa

1 aHrvoreHesa

Mo3sanyHocTb myTauuii PIK3CA

[peanoyTuTeIbHO KCIOIb30BaTh MaTeprall TKAHEBOW GUOTICHH WU MOCIEONepallMOHHBII MaTepral U3 oyara MopaxeHusl.
OnTUMAaTbHO MCIIONB30BaTh OMOTITAT KOXU, PACTIONIOXEHHON HaJl 09aroM pa3pacTaHusl TKaHW. Martepuait mociie B3sITHs
OHMOIICHHM JIOJIKEH ObITh HeMeaIeHHO TiomeltieH B 10 % pacTtBop HelTpanbHOro 3abydhepeHHOro hopMaanHa ¢ mocaeayOIUM
M3TOTOBICHUEM TTapahMHOBOTO GJIOKA IO CTAHIAPTHO METOINKE

Marepuain

Kommenmapuii. Vicrionib3oBaHUe KUAKOCTHOM OMOTCUM (OeCKIeTOUHOM (hpaKIMy KPOBU — IJIa3Mbl) HE PEKOMEHIYETCS,

TaK Kak 1ot moaxoxa mpu PROS otimuaercst kpaiitHe HU3KUMY MTOKA3aTeISIMU YyBCTBUTEITLHOCTH (MHMDOPMATUBHOCTH).
Mnst puKcaumMu MOXHO MCToJb30BaTh peareHT IntactRNA. B atom cityyae oOpasiibl 1Jist TPOBEASHMSI MOJIEKYJISIPHO-TEHETH -
YECKOTO aHaIN3a MOJKHBI ObITh JIOCTABJICHBI B TA00PATOPUIO B TCUCHHUE CYTOK

PexomeHyeTcsi MpoBOAMTh aHaIU3 Beeil Kopupytoleit ooaactu reHa PIK3CA ¢ npumeHeHueM NGS (next generation
sequencing, CeKBEHUPOBaHUE HOBOTO MMOKOJIEHUST) C IITyOOKUM MOKPHITHEM (MUHHUMAJIBHOE MOKPHITHE KAXKIIOTO U3 yIaCTKOB
reHa — He MmeHee 350X, cpeaHee — He MeHee S00%)

Meton

Kommenmapuii. B xauecTBe IepBOHAYAILHOTO 3TaTa IOIYCKAETCS UCIIOIb30BaHKe ITNGMPOBOI KaleIbHO! MOJIMMEPa3HOU
uenHoii peakuuu (ddPCR) wist «ropsiunx» KOAOHOB, OTHAKO PE3YJIbTaThl 3TOr0 METOAa MOXHO YUUTHIBATh TOJIBKO MPHU MOJTY-

YEHUU MOJIOKUTETBHOTO pedyibrara. OTpUliaTeIbHbBIN Pe3yJIbTaT JAHHOTO TeCTa He MOXEeT MHTePIIPETUPOBATLCS U YKA3hIBAET
Ha He0OX0AMMOCTb BbiNosIHEHUsI NGS. DK30MHOE/TEeHOMHOE CEKBEHUPOBAHME HE MOXKET CUMTAThCSl METOJIOM BblOOpa st
JHK-munarnoctukun PROS 13-3a HU3KOM MIyOMHBI CEKBEHUPOBAHUS OTHEIbHBIX TEHOB

Banunmauus
pe3yJibraTa

Hexotopsie yuactku reHa PIK3CA NMEIOT TICEBIOTeHbI, TO3TOMY ISl PEIKMUX MYTaLIMil, TPUCYTCTBYIOLINX B 3K30Hax 10—14,
ciefyeT NpeLycMOTPETh BOZMOXKHOCTD BIMAALIUU PE3y/IbTaTOB aJIbTePHATUBHBIM METOLOM [5]

Wurepnperauus Kinuauueckuit iuario3 PROS MoxkeT ObITh YCTAaHOBJIEH U ITPU OTPULIATEIbBHOM pe3yJibTate uccienoBanusi Myrauuu PIK3CA —

OTpULIATEIBbHOIO
peayJibrata

3TO CBSI3aHO C TEXHUUECKUMHU TPYTHOCTSIMU BBISIBJIEHMSI MO3AMYHBIX MyTaLlUii, OCOOEHHO IIPU HEAOCTYITHOCTH TIOPAXKEHHOTO
oyara uist 6e30MacHoi Guorncuu

aHTthel (MyTtaiun) B reHe PIK3CA He oOHapyXeHBl — 3TO
CBSI3aHO C TEXHUYECKUMU TPYTHOCTSIMU BBISIBICHUS
MO3aWYHBIX MYTalldii, OCOOCHHO IPW HEAOCTYITHOCTH
ITOPaXkeHHOTO ovara JJIsi 0e301acHOi OMOTICHH.

Ecnmu maTtoreHHBIE BapuaHTBI (MyTalluM) B TeHE
PIK3CA ne oOHaApyXeHBI, PCKOMEHIYCTCS IIPOBECTH
IuddepeHINaTbHYI0 TUAarHOCTUKY C cUuHApoMoM I[lIpo-
Test, Tyoepo3HbIM cKiiepo3oM, MPPH (megalencephaly-
polymicrogyria-polydactyly-hydrocephalus syndrome,
CUHIPOM  MeTaIdHIe()aTn-MOTUMUKPOTUPUU-TTOH -
nmaktunun-rugponedammm), LNSS (linear nevus sebaceous
syndrome, CUHIPOM JTMHEHHOTO HeBYca CaTbHBIX JKEJIe3),
SKS (syndrome Smith—Kingmore, cuHmpom Cmmura—
Kunrcmopa), cuHapoMoM 0a3aibHO-KJIETOYHOTO HEBYyCa
(cuampom TopnmHa), CHMHAPOMOM OITYXOJM TaMapTOMBI
(PTHS, PTEN harmatoma tumor syndrome) [6].

Pemenne 06 ycranopiaennu nuarno3a PROS B ciyuae
HAJIMYHUS Crielu(pUIecKoil KIMHMIECKOH KAPTHHBI U OTCYT-
cteuu mytanuwii B rene PIK3CA npuHMMaeT MeXIUCIHU-
IUIMHAPHASI KOMHCCHS, BKJIIOYAIOMIAS] TEHETHKA, JIETCKOTO
OHKOJIOTa,/TeMaToJI0ra U XUpypra u3 (eiepajbHbIX IIEHTPOB.

KimHuyeckasi 1MarHocTHKA

Knuanueckue npuzHaku PROS BkiTI09atoT BpoXKIeH-
HOe WJIM paHHEe HaJalo CEerMEHTapHOI0/0YaroBOTO
M30BITOYHOTO POCTA C KJIETOUHOM AUCTIIa3ueii uim 0e3 Hee.

Ougarm paspacTaHHsI TKaHA MOTYT pPacIiojlaraThCs
B TOJIOBHOM MO3r€, KOHEUHOCTSIX, TYJIOBUILIE, Ha JIULE,
OOBIYHO C AaCUMMETPUYHBIM pacIipeeIeHUEM.

Cocymucteie  ManbpopMalliii  MOTYT  BKJIIOYAThH
KamUISIpHEBIC, BEHO3HBIC, TMM@aTUIeCKIe, pexe apre-
pUaibHble WKW CMelaHHble (KamuulsipHO-JIuM@aTnye-
CKO-BCHO3HBIC W apTePHUOBEHO3HBIC) MaTb(HOpMaIInH.
JIumpatndeckrue MaibhopMalid MOTYT PacCIoiaraTbCs
B Pa3JIMYHBIX MECTax W BbI3bIBATb Pa3MUYHbICe KIUHU-
YecKue TMPOSIBIICHMS, BKJIIOYAas OTeK, OOJTb M MHOTIA
JIOKaJbHOE KPOBOTEUYEHNE, BTOPUYHOE MO OTHOIIEHUIO
K TpaBMe.

JlumomaTo3HOEe pa3pacTaHUWE MOXET pPacIioIaraThbes
UIIcuIaTepaIbHO WM KOHTpAJIaTepabHO MO OTHOIIEHUIO
K COCYIUCTON Manb(OpMalliK, €CJIU OHA UMEETCS.

CrernreHb HapyIICHW MHTEJUICKTYaIbHOTO Pa3BUTHS,
TO-BUINMOMY, CBSI3aHA ¢ HAJTMIMEM U TSKECTBIO CYIOPOT,
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KOPTUKAJIBHOU AUCIUTa3uell (Hampumep, MOJIMMUKPOTH-
pueit) u rugpoiedanueii.

DHIOKPUHHBIE MPOoOJIeMbl HAOMIOAAIOTCST Y HEOOIb-
IIIOTO YKCJjia MAllMEHTOB U Yallle BCEro BKJIIOUAIOT TUIIO-
[JIMKEMUIO (B OCHOBHOM TUIIOMHCYJIMHEMUYECKYIO TUIIO-
KETOTUYECKYIO TUIIOIIMKEMUIO), TUTIOTUPEO3 U AePUIIUT
TOpPMOHa pocCTa.

Juarno3 PROS cTaBuTcst Ha OCHOBaHUM aHAIN3a KJIU -
HUYECKUX CUMIITOMOB Y Hajuuust myraiuu reHa PIK3CA
(puc. 3, Ta6m. 2, 3) [7].
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IIpu orpunaTenbHOM pe3yibraTre HCCIEAOBAHUS MYyTa-
i PIK3CA nuarno3 PROS mMoxkeT ObITH YCTAHOBJIEH 1O
peuIeHrI0 MEeKIUCHMIVIMHAPHOM KOMUCCHM, BKJIIOYAIOLIEH
reHeTHKAa, JEeTCKOr0 OHKOJIOTa/reMarosiora W Xupypra u3
thenepasbHBIX EHTPOB.

Xupyprudeckoe Jjedyenne PROS
AJITOPUTM NIPUHSTUS PELICHUs U BApUAHTbI XUPYPIH-
yeckoro ieueHust PROS nipeacraBneHs! Ha puc. 4 u 5.

OwarHoctu4yeckue kputepumn PROS

Heob6xogumo Hanuune cnenyroWwmMx NpPU3HaKoB:
: Hanunune myTtauum reHa PIK3CA*

npOHBJ'IeHVIH C poxXaeHnAa nnu B nepBble rogbl XN3HU

v
LV
v' PaspacTtaHusl cnopaguyeckmne u MosanyHble
i v Hanuuwne kputepues us kateropum A n/vinn B

Heob6xognmo Hanwmelz 2 KpUTepueB:

R it C R T R PR P a Frmrm

1. KpynHble n3onmpoBaHHble numdaTnyeckne mansgopmauum

2. V3sonupoBaHHasi MakpodakTUIust Unu paspacTtaHue cTon,
KUCTeWN, KOHEYHOCTEN

3. PaspacrtaHuve XvpoBoW TKaHW Ha TynoBuLLE

4. TemumerasHuedanus (4BYCTOPOHHAS)/gucnnacTmyeckas
MerasHuedanus/dokansHas KopTykanbHas AMcnnasus

5. OnuagepmMarnbHbIi HEBYC

6. CebopelnHbli KepaTos

7. [obpokayecTBEHHbIV IMXEHOWAHBIN KepaTo3 (CONUTapHbIN
KpacHbIW MIIOCKUIA NyLIan)

; 1. PaspacTtaHue XXMpOoBOW, MbILLEYHON, !
~ ~ 1

i HEPBHOW MITN KOCTHOWN TKaHM ;
D2 Cocyauctble Mmansthopmaumu: !
1

i KanunnsipHble, NuMdaTnyeckume, ;
; BEHO3HblEe, apTepUOBEHO3HbIE !
-~ 1

i 3. OnuaepmanbHbIN HEBYC ;
1 1
1 1
1 1
1 1
1 1

B

* — npu ompuyamernsHoM pe3yrnbmame uccrnedogaHust mymauyuu PIK3CA duaezHo3 PROS mMoxem 6bimb ycmaHO8eH Mo peweHuro
MexoucyunIuHapHol Komuccuu, 8Koyarowel 2eHemuka, 0emcKo2o OHKono2alzemamorioza u Xupypaa u3 ghedeparbHbIX UeHMpPos.

Puc. 3. Jluaenocmuueckue kpumepuu PROS

Taomuua 2. [Iposeaenus uzoaruposartoii popmot PROS

(Opran | Denorin KomvenTapuii

TemumeransHuedanus,
JIACTUTA3MsI TOJIOBHOTO MO3ra

TemumeransHuedanus,

N JIMCIUIa3KsI TOJIOBHOTO MO3ra
TonoBHOI MO3T/

royioBa ~ -
OuaroBblii K30BITOUHBII POCT FOJIOBHO-
TO MO3ra C KOPTUKATbHOU TUCTUIA3UE;
KOPTHUKAJIbHAST TUCTUTA3UST MOXKET ObITh
JIBYCTOPOHHE
NHbuibTpupyronimii 1mrnomMaTos uua
W3onupoBaHHbIe TUMGaTUUECKIE Majb-
JInmbatrueckast opmanmu: paciimpeHHbIE COCYIUCThIE
TKaHb KaHaJIbl, BBICTJIAHHBIE TUM(baTUYeCKUMU
9HIOTEUATBHBIMU KIIETKaMU
Cocynucrast
Cocynuctbie MaTbopMaum
- VAL (bopmary
J106poKayeCcTBEHHbI JIMXEHOUTHbII
Kepato3
Koxa P

BruaepMaibHble HEBYCHI
CebopeiiHblil KepaTo3

KorHutupHbie HapylmeHud U HAapYLICHUS Pa3BUTHUS
ACI/IMMCTPI/IH JIMLa
Yacro CJIy4aroTCsd Cynoporu
MOl"yT TIPUCYTCTBOBATH OYAroBbI€ HEBPOJIOTMYECKUE HAPYILIECHUS

Tuner I, 11, 11T

M30bITOUHBII POCT MEHEEC BbBIPAXKEH, YEM ITPU FCMHMCTaﬂSHHed)aIIWI/I
MoxeT ObITh SIUJICTICHA, HEKOHTPOJIUPYEMas JIEKAPpCTBEHHBIMHU IIpEriapaTaMu

KorHutusHbIe HapymeHusa

OrcraBaHue B Pa3sBUTHUU

YacTo TsKenasi anuiercusi B TIEPBBIC HECKOJIBKO MECALICB XKN3HU

MOl"yT TIPUCYTCTBOBATH OYAroBbIE HEBPOJIOTMYECKHUE HAPYIICHUS

OIHOCTOPOHHSISI TUITEPTPODUSI MITKUX TKaHEM JINLia
(Jale Bcero 11eKn) ¢ XUpOoBOi MHMWIBTpaL et
MoXeT BKJII0YaTh KOCTHYIO TUIIEPTPOd IO

ZKunkocTHbIe KUCThI OOBIYHO PacTyT IMpornopuruoOHaJIbHO POCTY 00JIbHOTO

YyeJIOBeKa; MOXeT ObITh 00JIb 1/WIK 00JI€3HEHHOCTD,
€CJIM OHU MH(UITIBTPATUBHbBIE

Bxomouas KalmnuJUIAPpHBIE, BEHO3HBIC I CMEIIAHHBIC MaJII)(I)OpMaIII/II/I

HOpa)KCHI/IH KOXMU, KaK IIpaBuJIo, IIO6p0Ka'-ICCTBCHHbI€
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Ta6mma 3. Cundpomanshwie penomunst PROS
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ITopoku pa3BUTHS/AHOMATHA

®DenoTun Tun upeamepHoro pocra
KOJiCHble u cocyoucmbte 0NnopHO-08uU2amenbHble gucuepaavrvle Heepo0cutecKue
TUNUYHO HUBKUI
JMMbAaTUIECKUIA TTOTOK Ckosmo3
ACHMMETPUYHBII B 30HaX M30BITOYHOTO  PaciiennHa Mo3BOHOYHUKA
. AreHe3us1/Turo-
pocra Jedopmanus rpyaHoit
TJ1a3Msl MoYeK Temumerananuedanus,
BpoXneHHOE TUTTOMATO3HOE KJIETKHA
o N TIACTUTA3UsI TOJIOBHOTO
paspacTaHue KOHeUHOCTe i JluneitHbiit BapycHas nedopmarust
. TTopaxenue cene- Mo3ra
CLOVES WJTM TYJIOBUINA, PYKU W/WJIM  SMHUICPMATBLHBIA HEBYC 0OJIBIIOTO TMaJIblia CTOIIbI [
HOTHU PacTomnbipeHHBIE MATbLIBI
Cynoporu
Bone3HeHHbIE HoT
Hedpobractoma
[MononBeHHO-TaTOHHbIE TapacnuHaIbHbIE Maxkpo-, nonu-
paspacTaHust MOPaXKEeHUsI C BHICOKMM W CUHIAKTYITAS
TTOTOKOM BrIBUXHYTBIE KOTIEH
¥ paclIMpeHue BeH
KanmisipHast
Mabhopmarus
HUKHEU ryobl 6e3
YacTuuHoe/reHepaan3o- MPOTPEeCCUPOBAHUS
CLAPO BaHHOE MOPAXKEHUE MSATKUX
TKaHel 1 KOCTei JlumbaTtuueckas
Mab(opmarysi uia,/
1LIeV U BepXHel yacTu
TYJIOBUIIA
CermMeHTapHOE U Iporpec- [porpeccupyroiee Kuctbl simuka v
cupyollee pa3pactaHue Cocymucras paspactaHue cKeieTra MpUIaTKa SuyKa
TTOIKOKHOM ¥ BUCIIEPATb- Y (coxpaHeHHast apXUTEeKTypa) U ruaporedaius
. M MasibopManust
FH v HOIi HUOPO-KMPOBOIT TKAHU
FAO WHorna pa3pacranue TMonupakTunus PazpacraHue BHy-
DnuaepmabHble
ckenera TPEHHUX OPTaHOB
HEBYCbI
HenponopiimoHanbHoe JlunomarosHast 0e3 cesie3eHKH,/
JIMHEWHOe pa3pacTaHue MHOWIBTPALIMS MBILIIT TUMYCa
AcUMMETpUYHOE pa3pac-
TaHUE YaCTH TeJla WA
CerMeHTa Tesa MHOXeCTBEeHHbIe
HHML
Pa3pacranue MoxeT ObITh JIATIOMBI
CTaTUYHBIM UM YMEPEHHO
TPOTPECCUPYIOIIAM
BeHnoszHbie wim
. TuMbaTYeCKue Malb-
OIHOCTOPOHHUI
o . dopMalmy ¢ HU3KUM
M30BITOYHBIN POCT KOCTEH
KTS . KPOBOTOKOM
1/WIN MSITKMX TKaHei o
BuHHBIIT HEBYC
KOHEYHOCTH
(KanmuuIsipHbIe
Maibhopmanumn)
Cynoporu
TunoTtoHus
AYTUYHBIE YePTHI
KoxxHble cocynucteie Koxnas cungaktiaus Hapyiuenue nnresiek-
Meransnuedanus u HMEG YA o Py
. MabopMaIuu, 4acTo ¥ TIOCTaKCUAITbHAST TYaJIbHOTO Pa3BUTHS
MCAP wnun TeHepanm3oBaHHBII Hedpobnactoma o .
. «MpaMopHasi Koxa» MOJUAAKTUIINS LU JICTKOM U TSIKEION
M-CM Ype3MEpPHBI poCT (penxo)
U KalAJUISIPHBIE MaJTb- TTOJTUCUHIAK TSI CTeTIeHn
(MakpocoMust)
dopmauuu 1mua ITonkoXHBIE TUTOMBI [MoseneHueckue
TIPOOJIEMBI
CuMnTOMBI

MEHUHTHOMBI (PEIKO)

|
IIpumeuvanue. K7 (Klippel—Trenaunay syndrome, cundpom Kaunneas—Tpenone); M-CM (megalencephaly-capillary malformation, meearsnyeghpanus-

KAnuaAspHas Maibghopmauus,).

Cucremnas tepamusi PROS

1. CuctemHas JeKapcTBEHHas Teparusi peKOMEHIyeT-
cs mauKreHTaM ¢ Tsikenoi popmoit PROS:

*  HaJW4ue BBIPAXKEHHOTO 0OJIEBOTO CUHIPOMA WIIN

*  CHMITOMOB 3a00ieBaHMsI, HapyLIaommux
TMOBCEIHEBHYIO XMU3Hb WIM HECYIIMX BBIPAXKEHHBIN KOC-
MeTUYeCKUi NeeKT WM yrpo3y pa3BUTHUS TOJOOHBIX
CHMIITOMOB/Ie(eKTOB Ha (hOHE TTPOIOJIKAIOIIETOCS YBe-
JIMYEHUST pa3MEPOB OYaroB NP YCIOBUU, YTO 3TU OYaru
HE MOTYT OBITh YIaJeHbl IPKU MOMOIIM MaJoTpaBMaTU4-

HOM XMPYPTUM C YAOBJIETBOPUTEIbHBIMU (DYHKIIMOHAIb-
HBIMM TTOCTIEICTBUSMU.

2. CHUCTEMHYIO JIEKAPCTBEHHYIO TEPAIMI0 PEKOMEHITYeTCSI
MPOIOJIKATh 10 TeX MOP, ITOKA OHA He IepecTaHeT ObITh A(PdheK-
TUBHOM WJIX IO pa3BUTHSI HETIEPEHOCUMOI TOKCUYHOCTH.

Kommenmapuii. CuctemHast Tepanusi MOXET OBITh
MpeKpaiieHa, eclidi WCXOAHbIe TPOSIBICHUST  ObLIN
HeomnepabesibHbl, HO Ha (hOHE Tepanmuu COKPATWINUCh
¥ MOTYT OBITH yIaJIeHbl MAJIOTPABMATUYHO U C XOPOIITMMU
(YHKIIMOHAIBHBIMY PE3yJIbTaTaMU.
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3. B xauecTBe nmpernapara BbIOOpa CUCTEMHOI JieKap-
ctBeHHOI Tepanuu PROS pexkomeHayeTcs: MpUMEHSITh
unruoutop PI3K anmenucu® (TabiaeTku, MNOKPHITbIE
IUTIEHOYHO# 000JI0YKOI1) TTepopabHO, HEITIOCPEACTBEHHO
IocJie ebl, B OMHO M TO e BpeMsl CYTOK B CJICAYIOIIEM
pexume [8§—11]:

- netu ao 2 aet: 50 mr 1 pa3 B 2 1HS;

- netu 2—6 net: 50 mr/cyr;

- netu 6—18 j1eT: 50 MI/CyT C BO3MOXHOCTbIO IOBBILLIE-
HUS A03bI 10 125 Mr/cyT npu HepocTaToOuHOM 3 dexTe;

- B3pocibie: 250 MT/CyT.

Kommenmapuii. Ecivi naToreHHbIE BApUAHTBI (MyTaLIMN)
B reHe PIK3CA He oOHapyXeHbI, pellieHMe O Ha3HaYeHUU
anmnenvcuba TMauueHTaM ¢ KiIMHMYeckoil KaprtuHoit PROS
PEKOMEHIYeTCs IPUHUMATh Ha OCHOBAaHUH PEIIEHUST MEXIINC-
LUITIMHAPHOM KOMIMCCHM, BKJIIOYAOIIEH T'€HEeTHKa, OETCKOrO
OHKOJIOTa/TeMaTojIora U Xupypra u3 deaepagbHbIX IIEHTPOB.

IIpy HEBO3MOXHOCTM Ha3HAYWTb AJIMEJIUCUO IS
seyeHuss PROS pexkomeHayeTcss MPUMEHSATb WHTAOUTOP
mTOR (cuposaumyc) B cieayioieM pexume: 0,8 Mr/m?/cyt
MepopaibHoO B 2 MpuemMa ¢ MHTepBajgoM 12 4 [12].

Monutopunr 3¢ ¢eKTUBHOCTH Tepanuu

DbGEeKTUBHOCT CUCTEMHON Tepanvu  aJeucu-
OOM WM CUPOJMMYCOM PEKOMEHIYeTCsl OLICHUBATh
1 pa3 B 3—6 Mec, MPUMEHSsISI METO/IbI PEHTTEHOJIOTUYECKOTO
WUCCIEIOBAHUSI, MAarHUTHO-PE30HAHCHYIO ToMorpaduio,
KOMITBIOTEPHYIO TOMOTpahuIo IS OTIEHKU pa3MepOB 0YaroB.

D(PPeKTUBHOCTH XMPYPrudecKoro 1 MaIoMHBa3UBHO-
O JIeYeHUs] peKOMEeHIyeTcsl OolleHUBaTh 1 pa3 B 3—6 Mec.
[Mpu BeIsIBIEHWM pelauBa 3a00JIeBaHUSI WJIM BO3BpaTa
KIMHAYECKOUW CUMITTOMATUKN PEKOMEH/IYETCST BEPHYTHCS
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PROS
BeHO3HbIN, NuMbaTUUECKNiA, N36bITOUHBIN POCT

!

| 3KCnEpTHaH oueHKa |

N

| Y/qaneHme HEBO3MOXHO |

.

KpoBoTteueHus
OyHKLUMOHanNbHble HapyLueHuA
BoneBoit cuHapom
HekoHTponupyembin poct

B

YpeckoxHble
ManouHBasnBHble
BMeLLaTeNnbCcTBa

| y,qaﬂeHI/IeBO3MO>KHO |

Xupypruyeckoe
ynaneHue

CuctemHas Tepanua

- HeoaAblOBaHTHaA
- aAbloBaHTHaA
- HeonpepeneHHo fonro

N

Puc. 4. Aneopumm npunsmus peuieHus 0 NpoeedeHUU XUPYpPeUuHeckKozo
sneuenuss PROS. YpeckoycHbie ManrouneasusHole emeuamenscmea (Mukpo-
NeHHOe CKAepo3UPUPOsanUe, MUKPONEHHOe CKAePO3UpO8anue noo cyompar-
YUOHHBIM PEHM2eHOCKONUYECKUM KOHMpPOAeM, 3HO08A3AAbHAS NA3EPHAS
Koazyasyusi, IH008a3aAbHASE PAOUOHACIOMHAS KOARYAAUUS, CeACKMUBHbLIL
omomepmonu3s, pomoxoazyasiyus, 31eKmpockiepomepanus, opyeue 8uobl
decmpykuuii)

K 3KCHCDTHOﬁ OLCHKC IJIA IPUHATUA pEILICHMA O IIOBTOP-
HOM XMPYPTHUICCKOM NI MAJJIOMHBA3MBHOM JICHCHWU U NI
0 CICTeMHO TEparumu.

CyOBeKTUBHBIE CUMIITOMBI (00JIb, C1a0OCTh) pPEKO-
MCHAYETCA OUCHUBATD ITO BPI3yaJ'IBHO—aHaI[OFOBOI71 HIKaJIe.
YHOBHCTBODI/ITCHBHBIM pPE3YJIbTaTOM CUCTEMHOI TCpannmn
1 OCHOBAHUEM 1Jid €€ IPOIJOJKCHUA ABJIAIOTCA crabunm-
3a1Ms] WIN YIy4YIIEHUE COCTOSTHMS (YMEHBIIIEHUE pa3Mepa
o4aroB, CH2KCHHNE OOMMM U T. H.).

PROS |

Bepywmin natonornyecknin
naTTepH

}

BeHo3HbIN

lmnepTpoduryecknin poct
TKaHen

Numoatmueckmnin

|

1. Ypnanerue (pesekuyus) BeHO3HOW ManbdopmaLm

2. OnebaKTOMUA

3. DHAoBa3anbHas flasepHan Koarynauusa

4. SHpoBa3sanbHasA pagnoyacToTHas Koarynauma

5. MukponeHHas cknepoobnmtepauus (MonnaoKaHon,
TeTpageunncynboat HaTpMA, BO3MOXHO

B COYETaHNU C 61eOMULIHOM)

6. MrKponeHHas cknepoobamTepaLys ¢ ylbTpa3ByKoBbIM
HaBe[leHVIeM 1 PEHTTeHOCKONMYECKUM CyOTPaKLMOHHbIM
KOHTponem (MonnaoKaHos, TeTpageumncynbdat HaTpus,
BO3MOXHO B COYeTaHUM C 61eoMULIMHOM)

1. YnaneHue (pe3ekuyms)
numdatnyeckoi Manbdopmaummn
2. lekomnpeccmBHaa NyHKLMA

3. CkneposumpoBaHue
(6neomnuVH, NonngoKaHoN,
TeTpageuuncynbat HaTpua,

95 % 3TaHoON)

4. ipyrvie meTofbl 4eCTPyKLUA

1. PEKOHCTPYKTUBHO-
nnacTuyeckas onepauus
(nebankuHr, pasgeneHune
CNHOAKTUNWK, yoaneHmne
[06aBOYHOrO NanbLa,
0oCTEeOTOMUA U Ap.)

2. BpemeHHbIn anudusmoges
npw BblpaxeHHON pa3HuLe
LJIMHBI HYXKHUX KOHEYHOCTEN

7. DoTOKOAarynauma aHrmokepaTosa

8. CeneKkTUBHbIN GOTOTEPMONU3 KanuanapHon manbdopmanmn
9. DneKkTpocknepoTepanua

10. ipyrne metoabl fecTpyKumum

Puc. 5. Bosmoscrnocmu XUpypeuuecko2o N1e4eHusl 6 3agucumocmu om seéymeeo namoaoeu4ecKkoeo nammepHa
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Kontaktbl IleHTpoB A/ KOHCYJIbTAIMM TANKMEHTOB
¢ PROS

MonekynsipHO-TeHeTUYeCcKass IMarHOCTUKA CUHIpOMa
PROS Yy neteit B Mockse npoBoautcs B PI'BHY «Meauko-
TreHeTUYeCKU I HaydyHbI# LeHTp uM. akaza. H.T1. boukoBa»,
B Cankr-Ilerepoypre — Ha 6a3ze ®I'BY «HMUII oHko10-
run uM. H.H. TlerpoBa» Munsapasa Poccun.

B ®IBHY «Menuko-reHeTUYeCKUii  Hay4YHbIi
neHtp um. akaa. H.I1. boukoBa» MOXHO 3amnucaTb-
Ccs Ha MEIUMKO-TEHETHYECKYI0 KOHCYJIbTAIUMIO W/WIN
mnmepegayy oOpas3lloB TKAaHM M3 odyara ITIOpaXkeHUs II0
e-mail: semenova@med-gen.ru K  Bpady-T€HETHUKY
Haranuu AnexkcangpoBHe CemeHoBoii. KoHcynbranus
U MOJIEKYISIPHO-TEeHETUYECKOE TECTUPOBAHUE MJIsI TPaXK-
naH Poccuiickoit @egepaiiyy MpoBOAATCS OECIUIaTHO.

g onpenenenus myranuu reHa PIK3CA B Cankr-Ile-
TepOypre HEOOXOAMMO CBsSI3aThcs ¢ pedepeHC-LIEHTPOM
MaToMOp(OJIOTUIECKUX, MMMYHOTHCTOXUMUYECKUX,
MOJIEKYISIPHO-TEeHETUYECKUX U JTYYeBbIX METOIOB HCCIIe-
noBaHuii ®I'BY «<HMMUII onkomoruu um. H.H. ITerpoBa»
Munsnpasa Poccuu 1o tenedony: +7 (812) 439-95-28
nnu 1o e-mail: mol.oncology@gmail.com 1 coriacoBatb
BpeMsl Mpue3ga Kypbepa IJis 3abopa mnapadUHOBOTO
0l0Ka ¢ TKaHbIO M3 oyara mopaxeHus. McciaemoBaHue
MMPOBOIUTCS OECIJIATHO B paMKax HayYHOM IPOrpaMMbI
Lentpa. JIoctaBKka 1 BO3Bpar oOpaslia TKaHU KypbepoM
MPOBOISATCS OECIUIaTHO I0 Beeit Tepputopuu Poccun.

s koncyavmauyuu, npoeedeHust OuazHOCIMUKU U Ae4eHUs
nauuenmot ¢ nodospenuem na PROS mozym 6vimv nanpag-
AeHbL 6 410001l U3 CAeOYIOUWUX UCHMPOB:

1. ®I'bY «<HMUI ATI'OU nm. Amutpust Porauesa»
MunsznpaBa Poccumn. Ilo mnpeaBapuTenbHO 3amucu
yepe3 perucTparypy KOHCYJBTaTUBHOTO OTIEICHMS IO
tesnedony: +7 (495) 287-65-70 MOXKHO 3aIMcaThCs K Bpa-
yaM-JeTCKUM oHKosoram Onuu MuxaiinoBHe MapeeBoii
nnmu AHactacun CepreeBHe CaloMaTHHOM.
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Koncynpramus Bo3moxHa B pamkax OMC (HampaB-
JneHue 1o dopme 057/y). Takke MOKyMEHTHI TalleHTa
(Bxumrouast Busyanuzauuio B ¢popmare DICOM) MoxkHO
HampaBuTh o e-mail: info.archive@fnkc.ru ¢ KoMmmeH-
TapueM B TeMe nucbMa «/nsg KO.M. MapeeBoii» uiu 1mo
3alIMIIeHHOMY KaHany cBsa3u B PI'BY «<HMUI ATOU
uM. Imutpus PoraueBa» Mun3npaBa Poccuu ais npo-
BEIEHUS TeJIeMEIULMHCKOM KOHCYIbTalliN.

2. HUM perckoil OHKOJOTMM U Te€MaTOJOTUU
M. akag. PAMH JI.A. [dypuosa ®I'BY «HMMUI]
onkojiorun uMm. H.H. Bnoxuna» MunsgpaBa Poccun.
[MonuknuHUYEeCKOe OTHeJAeHUEe, IIPUEeM Bpada-aeT-
ckoro oHkomiora Cenumbl Anxa3ypoBHbl CapnanoBoii
OCYLIECTBIISIETCSL B ACHb oOOpalleHMsi, 0e3 IpeaBapu-
TEJbHOM 3anmucu. MOXHO TakKXe HalpaBUTh JTOKYMEH-
Tel Mo e-mail: orgmetodniidog@ronc.ru, ¢ KOMMEH-
TapreM B TeMe nucbMa: «Jisg AMUHBI MaromenroBHBI

CyneiimaHoBoi» wunu  «/[ns Tapuka bapucoBuua
CarostHa».
3. Poccuiickass jgerckad KiIMHUYECKass 0OOJIb-

nuna ®IAOY BO PHUMY wm. H.U. Iluporosa
MunsapaBa Poccuu. 3anuch Ha KOHCYJIBTAIIAIO B OTJIE-
JIEHUE PEHTTCHOXUPYPIrUYeCKUX METOAOB AUArHOCTUKU
u sedyeHust Kk FOputo AnexcanmpoBuuy [lonsieBy mim
Pomany BsuecnaBoBuuy ITapOy3oBy mo TenedoHy:
+7 (495) 936-90-25.

4. TBY3 JII'KB um. H.®. ®unarosa JI3M». 3anuch
Ha KOHCYJIbTalliIO B OTAEJeHUE MUKPOXUPYPIUU K TOK-
Topy Pycnany AcianoBuuy XarypoBy uepe3 perucrpary-
py no Tenedony: +7 (499) 254-10-10 nubo yepe3 cailT
o6onpHMLBL https://filatovmos.ru.

5. OrtmeneHue XUMMOTEpAllMM OHKOI'€MaTOJIOTH-
YecKUX 3a00JieBaHUII M TPAHCIUIAHTAllMM KOCTHOIO
mosra ms gereit PI'BY «<HMMUIIL um. B.A. AamaszoBa»
MunsapaBa Poccun. O6paliieHure BO3MOXHO 10 Tejiepo-
Hy oTneneHust: +7 (963) 249-68-52 k 10.B. JIUHUKUHOIA.
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