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AKTYAJIbHOCTDb. MNaparaHrnuomsl 1 dpeoxpomouutombl (MT/OX) ABNATCA peaKkuMn HEMPOSHAOKPUHHBIMU ONYyXONAMMU,
pa3suBalWNMKCA U3 XPoMadOUHHBIX KNETOK MO3roBOro BELLECTBA HAAMOUYEYHMKOB, FaHIeB CMMNaTUYeCcKon unn napa-
cumnaTuyeckon HepeHon cuctembl (Redlich A, 2021). MNoka3saHo, uTo B ocHoBe pa3BuTna 70-80% cnyuaes MNI/OX nexar cuH-
OPOMbI HaceACTBEHHOW NpeapacnofioXeHHOCTM K OMYXONAM, acCoLMMpPOBaHHble ¢ MyTaumammu reHos SDHX, VHL, RET, NF1
(Crona J, 2017). BunatepanbHoe nopaxeHue HaanoYeuyHKoB BCTpeyaeTca B 24-38% cnyyaes OX y feTeln, npegpacnonaraio-
Wwumn GpakTopamm ABNAIOTCA CUHAPOM MHOMXECTBEHHbIX SHAOKPUHHBIX Heonnasui 2 Tmna u cuHapom ¢oH Xunnena-JivHpay
(Kittah NE, 2020). MNpwn 6unatepanbHoit O®X Ha PoHe cuHgpoma GoH Xunnena-JInHgay otgaeTca NnpeanoyTeHne B BbINOJHe-
HMW OPraHOCOXPaHAIOLWMX OnepaLnii BBUAY HU3KOTO 3/10KaYeCTBEHHOro NoTeHLana HoBoobpa3oBaHuA.

LLENIb. N3yuntb KNUHWYECKMEe 1 MONEKYNAPHO-TeHeTUYeCcKme 0CobeHHOCTM NaumeHToB ¢ bunatepanbHoi deoxpomouunTo-
MOW, NoslyyaBLUNX NieyeHmre Ha 6a3e OIbY HMUL ATrOW num. ImmuTpuma Porayesa.

MATEPUAJIbl U METOAbI. 3a neprog 2012-2023 rr. 20 naymeHToB ¢ MNI/OX nonyyanu neuerne (n=17) nan KOHCynbTaTUB-
Hyto nomoub (n=3) 8 ®I'BY HMUL, ATON nm. Omutpuna Porauesa, cpefiv KOTOpbIX bunatepanbHoe nopaxeHne Hagnoveu-
HMKOB OTMeueHO Yy 4 (20%) naymeHToB. [lnarHo3 Bo Bcex ciiyyanx Obin BepmuduumpoBaH ructonornyecku. Bcem naumeHtam
NPOBOAMIIOCH MONEKYNAPHO-TeHeTUYECKOe UCCefoBaHMe 1A NMOMCKa repMUHaNbHbIX NaTOreHHbIX BapMaHTOB B reHax,
OTBETCTBEHHbIX 3a pa3sutue OX, Ml B nabopatopun monekynapHoi 6nonorun Orey HMUL AFON um. Amutpua Porauesa.
Wcnonb3oBanca metof cekBeHMpoBaHMA HoBoro nokoneHusa (NGS-naHenb «CUHAPOMbI NPefpacnonoKeHHOCTU K onyxone-
BbIM 3a60N€BaHNAMY), MO NOKa3aHUAM — [pyrme MeToauKu. MNof CMHXPOHHbBIMM MOHUMaNKW ONYyXONK, Pa3BMBLUMECA B Teve-
Hue 6-MeCcAYHOro NHTepBana.

PE3YJIbTATbI. MeanaHa Bo3pacTa 4 nauMeHToB ¢ 6unaTepasnbHbIM NOpPaykeHeM HaLMOYeYHNKOB cocTaBuna 9,5 roga (pas-
6poc 4,5-14,6). Bce nauneHTbl ObInM NMLAMU My>KCKOro nona. B Hawem HabnogeHnn oTMeuanocb CUHXPOHHOE pa3BUTHe
6unatepanbHont ®X 1 NIy 1 naureHTa. B 100% cnyuaes (4/4) B febloTe 3aboneBaHMA OTMeUYeHa apTepuanbHasa rmnepTeHsns,
B CBA3M C YeM MaLMeHTam NPOBOAMUNIAcCb NpefonepaLoHHan Noarotoska anbda-agpeHobnokaTtopamu € Lenbio JoCTuKe-
HMA KOHTPONA apTepuanbHOro aasneHus B TeyeHvie 10-14 gHeln. MefmaHa [03bl JOKCa303MHa cocTaBmna 2 Mr (pasbpoc
2-4 Mr) B CyTKW, OQUH NaLMeHT Nosyyan MHOTOKOMIMOHEHTHYIO FMMNOTEH3VBHYIO Tepanuio, BKouaa 6nokaTopbl KaibLmeBbIX
KaHanosB, n 6eTal-agpeHobnokaTopbl. Y nocnefHero naumeHTa AMarHOCTMPOBaHa BTOPMYHAA KapanomMuonatus (aunata-
LIMOHHbIN GEHOTUM) CO CHUXEHVEM COKPaTUTENTIbHON CMOCOOHOCTM MUOKapaa, SKCLEeHTpUYeckon runeptpodpun Mmokapaa
neBoOro Xenygouka. Mo pesynbratam 6UOXMMUYECKOTO aHanmn3a CyTOYHOM MOUM Y BCEX MaLMeHTOB OTMEUasioCh MOBbILEHKe
HopmeTaHedpuHOB 6onee 4 HopM. B xofe MonekynapHo-reHeTuyeckoro aHanmsa metogom Multiplex ligation-dependent
probe amplification (MLPA) y Bcex nauneHToB (4/4) BbIABIEH NATOrEHHbI repMUHanbHbI/ BapuaHT B reHe VHL B 3 3K30He.
Y 2/4 (50%) naumMeHTOB OTMeYeHbl foKa3aHHble cilyyan pa3sutuma MI/OX B cembe. Xupypruyeckoe neveHue B o6beme RO/R1
pe3eKummn NpoBefeHo BO BCeX ciyyasx. [IBym naumeHTam npoBeAeHa onepauusa No MecTy XXnTenbcTea. B ogHom cnyuae Bbi-
NnonHeHa BYCTOPOHHASA afpeHaN3KToMusA, B nocneayiollem y pebeHka oTMeUYeHo pa3BurTHe JIOKaIbHOro peunamnea, notpe-
6oBaBLLUero xnpypruyeckoro fieyeHmns B ycnosuax HMUL AFOW. B gpyrom y nauueHTa ¢ cHxpoHHbiMy OX m NI npoBeaeHa
OAHOCTOPOHHAA afpeHan3KTomns, B ganbHenwem B ycnosuax HMAL ITOU nposoannocb nanapockonuyeckoe yaaneHue
naparaHrimombl 3abpIOWMHHOIO MPOCTPAHCTBA M pe3eKuna KOHTpfaTepanbHOro HaanoyeyHuka. [1sa naumveHTa UHULUK-
anbHo onepuposaHbl B HMUL, IFTOW B 06beme ABYXCTOPOHHEN OpraHocoxpaHstoLen onepauny (n=1) 1 agpeHansKToMmmm
B COUeTaHUW pe3eKurein HaAnouYeyHKa Ha NPOTUBOMONOXKHOW cTOpoHe (n=1). Taknum 06pa3om, opraHocoxpaHaioLlan one-
pauua Ha ogHOM/ABYX HagmnoyeyHrKax bbiia npoefeHa B 3/4 cnyyaes. 3aMeCcTUTENbHYIO Tepanuio MapPOKOPTM3OHOM Mo-
nyyaet 1/4 naumeHT, noABepriunnca bunatepanbHon agpeHanaktomun. Mopdonornyeckas cctema oLeHKIN 310KauecTBeH-
HocTu no wkane GAPP ncnonb3oBanacb y Bcex MaLMeHTOB, OLeHUBanacb onyxofb C HauboNbLWMM KONMYecTBoM 6ansios:
B 3/4 cnyyasax umenn Mecto ymepeHHo-andbdepeHUmpoBaHHble onyxonu (3-6 6annos), B 1/4 — BbicokoanddepeHUmpoBaH-
Hble onyxonu (0-2 6anna). Y 1/4 (25%) naumeHTa OTMeUYeHO pa3BuTMe NoKanbHOro peungmsa yepes 18,4 mec oT MOMeHTa
NnocTaHoOBKM AnarHo3a. ObLas BbIKMBaeMOCTb B laHHON KoropTe cocTaBuna 100% ¢ meanaHon annTenbHOCTY HabnogeHna
8,1 mec (pa3bpoc 0,8-50,2).

*ABTOp, OTBETCTBEHHbIV 3a Nepenuncky / Corresponding author. @ @@@
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BbIBOJbl. bunatepanbHble X — oueHb pefikne HOBOOOpPa3oBaHUA AETCKOro Bo3pacTa, Tpebyowmne obasatenbHoOro me-
[VKO-TeHEeTUYECKOro KOHCYNBTUPOBaHNA ANA BbIABEHUA CUHAPOMOB NPeapacnonoXeHHOCTH K onyxonu. LlenecoobpasHo
MyNbTUAUCUMNIMHAPHOE 06CYKAeHNe TaKTUKN XUPYPrMYecKoro fieueHns ¢ NpeanoyYTuTenbHbIM NpoBeeHemM opraHoco-
XPaHALMX onepaLmin Ha HaaNoYeUYHMKe C OLHON UK LBYX CTOPOH B LieHTPaXx, Cleuranu3npyowmnxca Ha eTCKOM OHKOXM-
pyprun. Bce naumeHTbl C NaTOreHHbIMM FepMUHANbHBIMU BapraHTaMu B reHaX, accoummpoBaHHbix ¢ MT/OX, TpebytoT noxus-
HEHHOro IMHaMUYECKOro HabnoaeHus.
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