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OBILIASA XAPAKTEPUCTHUKA PABOTDBI

AKTYaJbHOCTbH TeMbI HCCJI1eJOBAHUSA H CTeNleHb ee Pa3padoTAHHOCTH

Hedpobnacroma (HB) — conmumnas sMOproHaNbHAS 3T0KAY€CTBEHHASI OITYXOJIb, COCTOSIIIAS U3
IPOM3BOIHBIX He()POreHHOM TKaHU Ha pa3Hoil ctaauu auddepenuuposku (Breslow N., 1993; Balis F.,
2021; Howlader N., 2021). Puck-agantupoBaHHBIA TepaneBTUYECKHH IOIXOM MPOJAEMOHCTPHPOBAI
BBICOKHE TMOKa3aTenu ooOmier BebkuBaeMoctu (OB), nocturaromme 90% (Dome J.S., 2015; van den
Heuvel-Eibrink M.M., 2017). Dto, B 4acTHOCTH, CBSI3aHO C TE€M, YTO B pe3yJIbTaTe MPOCIEKTUBHBIX
MHOTOIICHTPOBBIX PaHJOMHU3UPOBAHHBIX HCCIECIOBAHUM YIydllInWjach CTpaTU(GUKALKS Ha TPYIIIbI
pHCKa.

Tem He MeHee, pe3yJabTaTbl BBDKMBAEMOCTH Yy IanMEeHTOB ¢ peuuauBoM HbB ocrarorcs
3HauuTENbHO HUXke M cocTaBsitoT 40-80%. Peummus BoszHukaer B 5%, 12% u 25% caywaeB y
naiueHToB ¢ Hb ¢ rucronornyeckuMu OnmyxoJsiMu HU3KOTO, MMPOMEKYTOYHOTO U BBICOKOTO PUCKOB,
coorBerctBerHo (Chagtai T., 2016; Brok J., 2018; Meier C.M., 2023). Baxnoii 3agaueii ocraercs
BBIJICIIEHUE TPOTHOCTUYECKHUX (DAKTOPOB PHUCKA pEIMIMBa U MHTEHCH(UKAus Tepanuu. K 3HaYMMBIM
nporHocTHYeCKUM (akTopam y mauueHToB ¢ HB oTHOCAT BO3pact crapmie 4 jer, o0beM OIyXoJu
>500 cm®, rucronornyeckuii Tun HB M KauecTBEHHOE M KOIMYECTBEHHOE yaieHHe IMM(paTHICCKHIX
y3ioB (JIV) (Meier C.M., 2023).

K npyrum 3naunmbiM paktopam pucka npu Hb oTHOCST MonekynsipHO-TeHeTUYeCKue: MoTepst
rerepo3urotHocTH (loss of heterozygosity, LOH) na koporkom mieue 1-ii xpomocomsl (1p) u/mim Ha
JUIMHHOM Tutede 16-i xpomocomsl (16q), a Takke yBeJIWYEHHE YMCIa KOMUM JUIMHHOTrO Iuieya 1-i
xpomocombl (1q) (Grundy P.E., 2005; Chagtai T., 2016; Gratias E.J., 2016). CoriacHO JaHHBIM
D.B. Dix et al., 4-netusist 6eccooObiTuiinas BebkuBaeMocts (BCB) n OB s manuentos ¢ IVII u [II/IV
cragusimu 3aboneBanust ¢ LOH 1p/16q cocrasmser 87,3%/100% u 90,2%/96,1%, cOOTBETCTBEHHO
(Dix D.B., 2019). YV namueHToB ¢ HOpMaJbHBIM YUCIOM Komuii 1q cpean Beex craauii 8-netnsist bCB
coctasisiet 77% u 90% — nnst narmentoB ¢ HB 6e3 1q gain (Gratias E.J., 2016).

Baxno ormeruts, uto 1m0 20-33% BCcex marmeHToB ¢ omgHocTopoHHeH HB w mo 74% c
ounarepansHbiM nopakeHreM nodek (BI1IT) acconnmupoBanbl ¢ CHHAPOMaMU MPEAPACIIONIOKEHHOCTH K
omyxoJyieBbiM 3a0oneBanusm (CITIO), mopokamu pasButusi u snumytanusmu (Turner J.T., 2003;
Merks J.H., 2005; Treger T.D., 2019; Balis F., 2021; Hol J.A., 2022; Turner J.T., 2022; Wegert J.,
2025). BeisiBrieHHE MOJICKYISIPHO-TEHETHUECKHX 0coOeHHocTel, BKiovas CIIO U nmuToreHeTH4ecKue
MapKephl, KpaiHe aKTyaJbHO C MPAKTHYECKOW TOYKH 3PEHUS, TO3BOJISIET CBOCBPEMEHHO OTHOCHUTH
NalMeHTa K Tpymie BHICOKOTO PUCKA MO Pa3BUTHIO METaXPOHHOU JIBYCTOPOHHEH OMYyXOJIH, U COTJIaCHO
npotokony Umbrella SIOP-RTSG 2016 B mensix BO3MOXHOCTH TPOBEICHHs He(POHCOXpaHSIOIIEH

OIepanyy NPUMEHNUTH TEPAIUIO, IPELYCMOTPEHHYIO IIpU ABycTopoHHer Hb.
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Bce BrimeckaszanHoe OnpeaAcisICT aKTyaJIbHOCTh AAHHOI'O HMCCICAOBAHHs, HAIIPABJICHHOI'O Ha
BBIACJICHUC T'PYIIIl MNAaUCHTOB C He6HaFOHpHHTHBIM IMPOrHO30M MU HCIIOJIb30BAHHUC KIIMHUYCCKUX U

MOJICKYJISIPHO-TEHETHYECKHUX MAapKEePOB B LENAX OnpeenceHust (pakTopoB MPOrHo3a 3a001eBaHusl.

Mean uccaenoBanusi
N3yunTh KIMHUKO-MOPQPOJIOTHYECKUX M MOJEKYJISPHO-TEHETHYECKUX Xapakrepuctuk Hb u

onpezeneHus: (akTopoB IPOrHo3a 3a00JIeBaHUS.

3agauu ucciaea0BaHus

1. OmnpenenuTh NPOrHOCTHUYECKYKD 3HAYUMOCTb KIMHUYECKUX, MOJIEKYJISIPHO-TEHETUYECKUX
ocobenHoctel y nmanuentos ¢ HbB.

2. IlpoBectn CpaBHUTENbHBIH aHAINW3 KIMHUKO-MOP(OJIOTHYECKHMX U  MOJIEKYJISPHO-
reHerudeckux ocobenHocreit Hb (Bo3pact, cranus 3abosieBaHUs, THCTOJOIMUYECKUI MOATHI, 00BEM
onyxonu, LOH Ip u 16q, yBenuyenue uucna Konuid 1q) y manueHTOB ¢ HAJIMYUEM U OTCYTCTBUEM
CUH/IPOMOB IPEIPacIoIOKEHHOCTH K ommyXxoseBbiM 3a0oseBanusam (CI10).

3. Ouenutp nokazatenu OB u BCB y 6onpHbix ¢ HB B cpaBHEeHUM ¢ rpynmnoi NaiueHToB ¢
Hannuurem CIIO.

4. U3yunTh CHEKTp IE€HETUYECKUX U AnureHetnueckux (Mmermnuponanue JIHK) coObiTuil y

nanuedToB ¢ Hb.

MeT0/10J10TUSI 1 METO/IbI UCCJICIOBAHUS

HuccepranuonHas padota BeinosHeHa Ha 6aze ®I'BY «HMMULL onkonoruu um. H.H. broxuna»
Munszapasa Poccuu. UccnenoBanue HOCUIIO peTpOCIIEKTUBHBIN, MOHOIIEHTPOBBIN XapakTep. B pabote
MPOaHANTU3UPOBAHbl JaHHBIE TAIMEHTOB ¢ Mopdoiorudecku BepuduirpoBaHHbM nuarHozom HB,
MOJATBEPKJIEHHBIM B Jaboparopuu naromopponorun O®I'bY «HMUL] onkonorun um. H.H. broxuna»
Munzgapasa Poccun u ®I'BY «HMULL AT'OU umenu Imutpust Porauesay.

[Ipy BBIIOJIHEHWU WCCIEAOBAHUS HCIOJIB30BATUCH KIMHUYECKHWE JJaHHbIE (IOJI, BO3pacT
MAIMEHTOB HA MOMEHT MOCTAHOBKU JMArHO3a, CPOKU TOSBIICHUS MEPBBIX CUMITOMOB 3a00JIeBaHUS,
00bEM OITYXOJIH, JTATEPAIIBHOCTh OIMyXOJIEBOTO IMPOIECCa), Pe3yIbTaThl HHCTPYMEHTAIBHBIX METOOB
WCCJIEIOBAHMS, a TaKKe MOP(OIOTHIECKUE, MOICKYJISIPHO-TEHETHIECKUE XapAaKTEPUCTUKH OMyXOJIA U
MOJIEKYJIIPHO-TEHETUUECKUE TaHHBIE KPOBHU.

Pe3ynbTaThl MpOBEIEHHOTO HCCEN0BAaHUS OBLITH CUCTEMATU3HPOBAHBI U IPOAHATH3UPOBAHBI C
MPUMEHEHUEM METOJ0B MaTeMaTHYEeCKON CTaTHCTHKU. i1 0O0paOOTKM JaHHBIX HCIOJIB30BATHCH
CTaHJIAPTHBIC CTATUCTUYECKHE METOJbI, BKJIKOYAs OINHUCATEIIbHYI) CTAaTUCTHKY, CPAaBHEHHE Tpymn M
OIICHKY 3HAaYMMOCTH pa3nuuuid. [lomydeHHble pe3ynbTaThl OBUIM WHTEPIPETUPOBAHBI C YYETOM
COBPEMEHHBIX HAyYHBIX JAaHHBIX, HA OCHOBAaHUHM 4YEro CPOPMYITUPOBAHBI BBIBOJBI M MPAKTUYECKUE

PEKOMEH/IAIIH.



Hayuynasi HOBM3HA

1. OmnpeneneHa nNporHocTHYECKas 3HAUMMOCTh KIMHMUYECKHUX Xapakrepuctuk HB (Bospacr,
cTaaus 3a00JIeBaHMs, THCTOJIOTUYECKUH MTOATUI, 00BEM OIYXO0JIM) B U3Yy4aeMOM KOTOpTE IMAalMEHTOB.

2. OmnpeneneHa paHee HEUCCIEIOBAaHHAs 4YacTOTa BCTPEYAEMOCTH M IPOrHOCTHYECKAs
3HAYUMOCTh MOJICKYJIsipHO-TeHeTnuecknx MapkepoB (LOH 1p u 16q, yBenuuenue umcna xonuid 1q,
repMUHaIbHBIE MyTanun) y nauerToB ¢ Hb ¢ u 6e3 CI1O.

3. Bmepsrle Ha poccuiickoil koropre manueHToB ¢ HB mpoBeaeH anamms MoOEKyIsipHO-
TCHETHYECKUX M3MEHEHMHM M ompenesneHa 4actoTsl Berpedaemoctu CIIO B aHamusupyemoil rpymme

IMalfMCHTOB.

Teopernueckasi M NPAKTHYECKASI 3HAYMMOCTH PadoThI

B pesynbrare KOMIUIEKCHOIO aHaiu3a KIMHUKO-MOP(OJOTHYECKMX U  MOJIEKYJSIpPHO-
reHeTuyeckux xapakrepuctuk Hb Ha penpeseHtatuBHON Koropre nauueHToB (n=168) Hamu ObLIM
nosyueHsl anHeie o cTpykrype u yactore CIIO npu Hb (24,4% B oOuieit koropre u 79,3% cpenu
6onpHbIx ¢ BIIIl), 9TO mnNoOmYepkHBaeT BaXHOCTh MEIUKO-TEHETUYECKOTO KOHCYJIbTHPOBAHUS
nanueHToB ¢ Hb u onpenenenus nokasaHuii K MoJIeKyJIsIpHO-TeHETHUYECKOMY HccienoBanuto (MI'H).
YcTaHOBIIEHA KOPPENALUs MEXAY TeHETHYECKMMHU M MOP(OJOTHUECKUMH XapakTepuctukamu HB:
myTtauuu B reHe WT1 craTuCTHUeCKM 3HAYMMO Yallle acCOLMHUPOBAHBI CO CTPOMAJIbHBIM BapHaHTOM
Hb, B To Bpems kak MyTauuu B reHe TRIM28 mpenmyiiecTBEHHO KOPPENUPYIOT € AMUTEIHAIbHBIM
BapUaHTOM, 4TO TpeOyeT nanbHeiIIel BaauIaly Ha OoJbIlel Koropre. BhIABICHBI CTATUCTHUYECKU
3HauMMBbIEe pazau4Msl B Bo3pacTe MaHu(ecranuu 3aboneBaHus. Tak, MeAraHa BO3pacTa MAIMEHTOB C
HBb u CIIO cocraBmia 19 wmecseB, 9TO JOCTOBEPHO HIDKE, YeM B TpYINE TMAIMEHTOB C
yHunatepanbHoil u Metactatudeckoir Hb 6e3 CITO — 45 mecsnes. [lonydeHHble TaHHBIE PACIIUPSIOT
OpeJCTaBlIeHUs O TNaTroreHe3e HaciueAcTBeHHbIX ¢opm HB ¥ MonekymspHbIX MeXaHHM3Max,
ONPEAEISAIONINX THCTOJIOTMYECKYI0 Te€TEpOr€HHOCTh OIyXOJIEH, U CO3JAaI0T TEOPETHUECKYI) OCHOBY
JUTSL TAJIbHEUIIIEr0 U3YyYEHHUsI POJIA TEHETUYECKUX U SIMI€HETUYECKUX HapyleHni B pa3Butuu Hb.

B xone paboTbl HaMu onpeseneHbl MPOrHOCTUYECKH 3HauuMble (akTopbl, Biustomue Ha bCB
nauueHToB ¢ Hb: 06béM nepBuuHoii ommyxonu >500 cm® 1 JoKaNbHAs CTAIKs 3a60eBaHAs y HAIUEHTOB C
yHunarepansHoi HB, 00b€M nepBuuHO# onmyxonu nocie HeoaaptoBanTHoi [IXT >500 oM’ y ITALIUEHTOB C
Mmeracratndeckod Hb, a Ttaxke yBennuenuwe umcina xornuid 1q y manmeHToB ¢ omHoctopoHHer HbB, uro
nenaeT HeoOXOJMMBIM JalbHEelIIee M3yuyeHHe JaHHBIX (aKTOpPOB Ui YIYUIICHUS CTpaTH(QHUKALUN

ManuCHTOB B JJAHHBIX I'PYIIIAX.

JIMYHBIN BKJIAA
ABTOpPOM CaMOCTOSITEIHHO TPOBEACH aHAJIU3 OTCUECTBEHHOW M 3apyOCKHOM JHMTEPATYpHI,

MOCBSIIICHHOM M3y4aeMoi TeMe, co3/laHa 0a3a JaHHBIX, pa3paboTaH JIU3aiH WCCIIeIOBaHMS, POBEICHA
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cTaTHCTUYEeCKass 00paboTKa MaHHBIX, HHTEPHpPETAlUsl IOJTYYEHHBIX pe3ylbTaToB U OQopMIiIeHHE

JTUCCEPTAIMOHHON pabOTHI.

CooTBeTCTBHME NACTIOPTY CHEHMATBHOCTH

HaydHble monoxeHus AucCepTalud COOTBETCTBYIOT OONacTh Hayku 3. MeIWIIMHCKHWE HAayKH,
rpymie Hay4dHbIX crenuainbHocTed 3.1. Knumaudeckas MemuuuHa, mudpy HaydHOH CHEIHUATBLHOCTH
3.1.6. Owuxonorus, JydeBasi Tepanusi, HampaBiIeHUIO wHccienoBaHuid n2 «lcciaegoBaHus Ha
MOJICKYJIIPHOM, KJIETOYHOM M OPraHHOM YPOBHSIX STHOJIOTMM M IaTOreHe3a 3JI0KaYeCTBEHHBIX
OMyXOJIel, OCHOBAaHHbIE HA COBPEMEHHBIX JOCTH)KCHHUSIX psAJla €CTECTBEHHBIX HAyK (T€HETHUKH,
MOJIEKYJISIpHOM Ouonoruu, MOp(OIOTrHH, HMMYHOJOTHH, OuOXuMHMH, OHOopM3MKKM U Ap.); 1.6
«M3yueHne Ha MOJEKYISPHOM, KJIECTOYHOM WU OPTraHHOM YpPOBHSIX OCOOEHHOCTEW BO3HHUKHOBEHHUS U
pa3BUTHS OHKOJIOTMYECKHX 3a00JIeBaHUII B JIETCKOM M MOAPOCTKOBOM Bo3pacte. PaspaboTka u
COBEPIIICHCTBOBAHUE METOJOB JIUArHOCTUKH, JICUCHUS W MPOPIIAKTHKH B OOJACTH MEAMATPUICCKON
onkonoruny»; m.10 «Onenka 3pPeKTUBHOCTH MNPOTHBOOMYXOJEBOTO JICUEHHsS Ha OCHOBE aHaIn3a

OTHAJICHHBIX PC3YJIbTATOB).

IMon0:xeHnnsi, BLIHOCUMbIE HA 3AIIUTY

1. HeszaBucumbiMH TporHocrudeckumu (akropamu, omnpexnensrommumua bCB npu HbB
ABISAIOTCS 00BEM TIEepBUUHOM omyxonu >500 cM® 1 JIOKaJIbHASL CTazus 3a60eBaHus (I MALMEHTOB ¢
I, II, III cragusmu), oOBEM oOcCTAaTOUHOM omyxonu mocie HeoaabtoBanTHoW [IXT >500 cm® (st
nanuenToB ¢ [V cranueit), a Takke yBeIMUeHHE yncia Konui 1q y nmanueHToB ¢ ogHoctoponneit HbB.

2. Yacrora CIIO npu HbB cocraBisier 24,4% B obmieii momynsmuy U goctaraet 79,3% cpenm
nanvenToB ¢ BIIII. Jlnsg nHacnencTBeHHBIX (OpM XapakTepHbI Oojiee paHHss MaHH(ecTalus 3a00IeBaHus
(Menmana Bo3pacta — 19 mpotus 45 mecsnes; p<0,001), Boicokast yactora BIIIT (58,5%) u koppensums
BBIIBJICHHBIX TEHETHUECKUX COOBITHIA C TUCTONOrnYeckiuMu Bapuantamu (WT1 u TRIM28).

3. TMammentet ¢ HBb, acconmmpoBannoit ¢ CIIO, IEMOHCTPHPYIOT COIMOCTABHMEIE CO
cropaanueckuMu e€ opMaMu Mokaszarenu S-jyetHer BebkuBaemoctd — OB — 92,7%, BCB — 82,8%.
OTtmedaeTcs TeHACHIUA K Ooliee OIaronpusiTHOMy Te4eHHIO 3a0ojeBaHus B rpymie namuerTos ¢ CI10
(5-netuss BCB — 82,8% npotus 67,9% B rpymme 6e3 CIIO; p=0,88), BeposTHO 00YyCIOBICHHON Kak
Ooslee paHHEH JUArHOCTUKOW BCJIEACTBHE CTPOTOr0 JMHAMHUYECKOTO HAONIOAEHWSA, TakK |
OMOJIOTHYECKMMU 0COOEHHOCTSIMH OITYXOJIEH.

4. BeIABIeHHas yacTOTa repMUHATBHBIX MyTaluii (17,8%), snurenernueckux coowrtuii (8,9%) u
KIIMHAYECKasi TeTepOreHHOCTh HaciencTBeHHbIX (Gopm HB  obocHOBBIBalOT  HEOOXOAWMOCTH
00s13aTeIbHOTO0  MEIUKO-TEHETUYECKOT0  KOHCYJIBTHPOBAHMS W KOMIUIEKCHOTO  MOJIEKYJISIPHO-
TEeHETUYECKOT0 TECTUPOBAHUS (BKIIIOYAsl aHAIN3 OJJHOHYKJICOTUIHBIX BapUaHTOB, BapUaLlMi YKCIIa KOHA

Y SIINTEHETHYECKUX M3MEHEeHUH) y Bcex nareHToB ¢ Hb mis cBoeBpemennoii Bepudukanuu CII1O.



Buenpenue pe3yabTaToB HCCICA0BAHUSA

[TonyyeHnnbie aBTOpPOM pe3yJbTaThl MCCIEIOBAHUS JIETJIM B OCHOBY JMArHOCTUKU U
KOMIUIEKCHOTO JiedeHHs O0onbHBIX ¢ HB, KoTOphie ampoOWpoBaHBl M BHEAPEHBI B KIMHUYECKYIO
NpPaKTUKy  JETCKOTO  OHKOJIOrM4eckoro  otrmeneHus  Nel (XuMuOTEepanuu  OMyXoJjei
TOPaKOaOJIOMUHAIBHON JIOKAJIU3allMu), JIE€TCKOTO OHKOJIOTUYECKOTO OTACNEHUSI XHUPYPrHuecKUX
METO/IOB JICYEHHUS C TMPOBEJACHUEM XHMHOTEpanuu (JeTel paHHEro BO3pacra), JIETCKOTro
OHKOJIOTHYECKOTO OTAEJIECHUS XUPYPruueckux MerofoB JieueHuss HUWWM perckoil oHKoslorMu u
remarogoruu uMm. axkagx. PAMH JLA. JlypuoBa ®I'BY «HamnuoHanbHbli MEIUIIMHCKHUI
UCCIEeN0BATENbCKUN 1IeHTp oHKojorun umenn H.H. bnoxumna» MunucTtepcTBa 3apaBOOXpaHEHHS

Poccuiickoit ®enepanuu (akT o BHeApeHuu ot 23.01.2026).

CreneHb 10CTOBEPHOCTH M anipodanus pe3yJbTaToB

JlocTOBEpHOCTh ~ PE3yJbTAaTOB  MCCIEAOBAaHUA  oOecrneuuBaercss  OoapIIMM  00BEMOM
KIMHUYecKkoro Martepuana (168 manueHTOB ¢ JIOKAJM30BaHHOM M METacTaTHYeCKOW cTaauen
3a0oneBaHusl M OWiIaTepalbHBIM MMOpPaXXEHHEM IMouek), moiydaBmux jedenune B OI'bBY «HMUIL]
onkosiorun uM. H.H. brioxuna» Munznpasa Poccuu ¢ 01 centabps 2019 r. nmo 01 urons 2024 r. B
cootBercTBUU ¢ KinHuueckumu pexkoMeHgauusmMu MunsapaBa Poccun ¢ ucnosib30BaHueM
COBPEMEHHBIX JMAarHOCTUYECKMX METO/0B, BKJIIOYas MOp(oIornyeckoe ¢ MOJIEKYJSIPHO-
reHeTudyeckoe (omyxojieBas TKaHb W KpPOBb)  HCCIEIOBaHUS, a TaKkKe IPUMEHEHHEM
CTaH/JapTU30BaHHBIX MOJIXOJ0B K aHaJW3y KIWHUYECKUX JAHHBIX M COBPEMEHHBIX METOJI0B
CTaTHUCTUYECKON 00pabOTKH JJaHHBIX, TO3BOJISIFOT CUUTATh IMOJTYYEHHBIE PE3YNIbTaThl JOCTOBEPHBIMHU.

Anpobarus  uccepraiu  cocrosiiack 16 ampens 2026 roma Ha COBMECTHOM HaydHOU
KOH(EPEHIIMM C y4acTHEeM JETCKOro OHKojormueckoro otneneHuss Ne 1 (Xumuorepanuu omyxoien
TOPaKOaOJOMUHAIBHON JIOKATM3alU1), IETCKOr0 OHKOJIOIMYECKOrO OTAEICHUS XUPYPTUUECKUX METOJI0B
JIEYEHUS! C TIPOBEACHUEM XUMHOTEpanmuM (AeTel paHHEro BO3pacTa), JAETCKOr0 OHKOJOIMYECKOro
OTAEJIEHUs XUpyprudeckux meroos euenuss HUM nerckoil onkonoruu u remaronoruy uMm. akag. PAMH
JLLA. IypHoBa ®I'BY «HarmoHampHbIil MEAUIIMHCKNAN HCCIIEN0BATENILCKUI LEHTP OHKosIoruu nmenn H.H.
bnoxuna» Munucrepcrsa 3apaBooxpanenust Poceniickoit @enepanun.

Matepuansl auccepTalud  ObUIM MpENCTaBiIeHbl M OOCYKIEHbl Ha BCEPOCCUHUCKHX H
MEXYHApOAHBIX HAY4HBIX KOH(EpeHIMAX, BKIoyas 52-i MexayHapoaHblii KOHTpecc oOIIecTBa
netrckux oHkosoros (SIOP, 2020), onnaiin, 14-17 oxtsa6ps 2020 r.; 53-if MexnyHapoJHbII KOHTpecc
oOmiectBa nerckux oHkosoroB (SIOP, 2021), onnaiin, 21-23 oxTs6ps 2021 r.; VI MexayHnapoaHsii
dbopyMm onkonoruu u paguorepanuu For Life (r. Mocksa, 20 centsopst 2022 r.); Il oObennHEHHBIH
Konrpecc HOAT'O u POZIO «AkTyanbHble TPOOJIEMBI U TIEPCIIEKTUBBI Pa3BUTHS AETCKOM OHKOJIOTUU

u rematonoruu B Poccuiickoit ®emeparuu — 2022» (r. MockBa, 24-26 wHosOps 2022 r1.);
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15-10 A3zmatckyto koHpepeHIio MexayHapogHoro odmectBa aerckoit onkosioruu (SIOP Asia, 2023,
XV Congress) (r. EpeBan, Apmenus, 18-21 mas 2023 r.); Poccuiickuii koHrpece «JleTckast OHKOJIOTHS,
remaronoruss u ummyHosiorus XXI Beka: or Hayku Kk mnpaktuke», ®I'bBY «HMUL JAT'OU nm.
Hmutpusi PoraueBay MumnzapaBa Poccum (r. MockBa, 1-3 urons 2023 r1.); 17-10 A3uarckyio
KoH(pepeHIHio MexayHapoaHoro oomiectsa aerckoit onkoioruu (SIOP Asia, 2025, XVII Congress)
(r. Op-Pusin, Caynosckas Apasus, 12-15 ampenst 2025 r.); 1 X MexayHapoaHslii GopyM OHKOJIOTHH U
panuorepanuu For Life (r. Mocksa, 15-19 centsops 2025 r.).

ITyonukanum nmo Teme qucceepranumn
Carosn [Napuk bapucosuu, — aBTop 49 myOnukainuii. Pe3ynbraThl nccieqoBaHus MpeCcTaBlICHBI
B 2 HAy4HBIX CTaThiX B JKypHanax, pekomenayembix BAK mnpu Munobpuayku Poccum pns

HY6JII/IK8,LII/II7I MaTCpraIOB KAaHAUJATCKUX U TOKTOPCKUX I[PICCCpTB,HPIfI.

O0beMm u cTpyKTypa padoTsl
Huccepranus usnoxkeHa Ha 177 cTpaHUIax MalIMHOMUCHOTO TekcTa. COCTOUT M3 BBEACHHS,
0030pa TuTepaTyphl, XapaKTePUCTUKH MAaTEPUAJIOB U METOJOB UCCIIEIOBaHUS, PE3YIbTATOB, BEIBOJIOB
U TPaKTUYCCKUX peKoMeHmanuii. Pabora wmoctpupoBanHa 58 Ttabmumamu U 34 pHCYHKaMHU.

bubnuorpaduyeckuii ykazaTenb BKIIIOUAET 6 OTEYSCTBCHHBIX U 127 3apyOeKHBIX HCTOYHUKOB.

COJIEP)KAHUE JTUCCEPTAIIMOHHOM PABOThHI

MarepuaJj 4 MeTOAbI UCCJIeI0BAHUS
HccnenoBanue BoimonHeHO Ha 0Oaze DPI'BY «HMMUIL onkomormm wum. H.H. Bbaoxuna»
Munsgpasa Poccun M MMENO pPETPOCIEKTUBHBIA MOHOLIEHTPOBBIN IM3aliH. B aHaimM3 BKIIFOYEHBI
168 manmeHTOB NETCKOTO M IMOJIPOCTKOBOTO BO3pacTa C THCTOJOTHYECKH BepuduuupoBanHord HB,
HabmromaBmmxcst B epuoa ¢ 01 centsiops 2019 r. mo 01 wmronst 2024 r. OtnaneHHBIE pe3yNbTaThI
OIICHEHbI 1O JaHHBIM KaTaMHECTHYeCKOro HabmogeHuss a0 pAekadbps 2025 roma. [luarnos

yCTaHaBJIMBAJICS B COOTBETCTBUU ¢ Kiaccupukanueit BO3 onyxoseii mouek (2016).

AJIropuT™M 00CJI€10BAHUS MAIUEHTOB
1. ®usuKaIbHBII OCMOTp C OLIEHKON OOMIETo cTaTyca MalyueHTa U OMpeIeICHUeM CUCTEMHBIX
MPOsIBIICHUH 3a00IeBaHMSI.
2. OrmeHKa JIOKATU3alldd W PaCIpPOCTPAHCHHOCTH OITYyXOJIEBOIO IpoIlecca METOJIaMu
Bm3yanuzanuu: Y3U, KT/MPT.
3. Tmcrtonmormyeckoe  HUCCIEIOBAaHWE  OWOICHIHOTO/OMEPAIMOHHOTO  MaTrepuaia ¢

onpenenenueM Bapuanra Hb.



4. MonekynsipHo-reHerndeckoe uccnenopanne: MLPA, MS-MLPA, NGS.

Jlnst craTucTryeckoro aHaausa Obuti ¢(hOpMHUPOBAHBI CIIETYIOLIUE TPYIIIIbI:

1. Tlo Bospacry: rpymma 1 (<2 roma), rpymmna 2 (2 — <4 net) u rpymma 3 (>4 jer).

2. B 3aBucumoctu ot pacrpocrpaneHnoctd u Hanuuus CIIO: rpynma 1 (yaunarepanbnas Hb,
n=103), rpynna 2 (metacratuueckas Hb, n=35), rpynna 3 (6unarepansnas Hb, n=30), rpynmna 4
(maruentsl ¢ HB u CI1IO, n=41).

Kpurepun Brirouenuns

Kpurepun BKIIIOUEHHUS B HCCIEI0BAaHUE MPENyCMaTPUBAJINA: BO3pacT nauueHTos ot 0 no 18 ier,
HOJNMCAaHHOE HH(POPMHUPOBAHHOE COIJVIACHE 3aKOHHBIM MPEJICTaBUTENIEM HalMeHTa/MallueHTOM
(B Bo3pacte 15 net u crapuie) Ha obOcieloBaHUE, JIEYEHUE M UCHOJIb30BaHHWE MH(POPMALUU, B TOM
yrcne Qotorpaduii pebeHka/ManyeHTa B HAyYHBIX HMCCICIOBAHUAX W NYONUKAIUSAX W HaIUYWe
THCTOJIOTHYeCKU BepuduuupoBanHoro auaruo3a Hb (kon ICD-0-3 8960/3) (mpu HaJu4uMu TOTOBBIX
TUCTOJIOTMYECKUX IIPENapaToB BBINOJHIICA MEPECMOTP MaTepuaia B IaTOJIOrO0aHATOMUYECKUX
naboparopusx OI'BY «HMMUL| oskonormm wum. H.H. bnoxuna» Munzapasa Poccum (Bpau-
natonoroanarom Apxkanyxuna H.A.) u ®I'bY «HMUL] II'OU um. Amutpus PorayeBay Munsapasa

Poccuu (Bpau-naronoroanarom Mutpodanosa A.M.).

Kpurepuu uckjiroyeHus
Kputepun ucKItOYeHNsT U3 MCCIENOBAHUS MPENYyCMaTPUBAIH: OTCYTCTBHE MOP(}OIOTHIECKOM
Bepudukanuu HB, HemonHble KIMHUYECKUE TaHHBIE, OTCYTCTBUE NAHHBIX O JICUCHHH W HCXOJaX H
OTCYTCTBUE  TOANUCAHHOTO  HMH()OPMUPOBAHHOIO  COTJIaCHsl ~ 3aKOHHBIM  MPEJCTaBUTENIEM
nalueHTa/manrueHToM (B Bozpacte 15 ser u crapie) Ha oOcieqoBaHuE, JIEYEHHE U UCIIOJIb30BaHUE
uHpopMmanuu, B TOM uHciae Qororpapuil peGeHKa/MalMeHTa B HAayYHBIX HCCIEIOBaHUAX U

MyOIUKaIHsIX.

CraTucTHYeCKHIl aHAJIM3 U oNlpee/ieHre COObITHH

CrartucTrueckuil aHaIu3 JaHHBIX MPOBOAMWIICS B porpaMMHOi cpezie R (Bepcus 4.0 u BbIie) ¢
UCTOJIb30BaHUEM MakeToB tidyverse, gtsummary, survival, survminer u ap. [{yis cpaBHeHHs TPy IO
KaueCTBEHHBIM IIPU3HAKAM HCIOJIb30BAJICA KpUTEpU XU-KBaapaT Uil TOUHbIN Kputepuil dumepa, no
KOJIMUECTBEHHBIM — KpuTepuil ManHa—YutHu win Kpackena—Yomnuca B 3aBUCUMOCTH OT KOJIMYECTBA
CPaBHMBAEMBIX IPYII. YPOBEHb CTATUCTUUECKON 3HAYMMOCTH NpUHAT Kak p<0,05.

AHanM3 BBDKMBAEMOCTH TMPOBOAWICA C UCHOJIb30BaHMEM Metona Kammana—Maiiepa mist
noctpoenust kpuBblx OB 1 BCB. CpaBHeHNEe KpUBBIX BEDKMBAEMOCTH MEXTy TPYIIIaMH OCYIIECTBIISIIOCH
¢ nomoiipio log-rank Tecra. PerpeccnoHHBIN aHaNM3 PUCKOB MPOBOJUIICS C HCIOJB30BaHUEM MOJENIU
npornopuuoHaibHeIX puckoB Kokca ¢ pacyuerom OP u 95% noeputenbHbix uHTEpBasioB (AN).

BopxrBaeMocCThb OlleHMBaIach Ha BpEMEHHBIX Toukax 1, 3 u 5 et ¢ pacuetom 95% JIN.
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W3 ananm3a omeHKH BEHKMBAEMOCTH OBLITH UCKITIOUEHBI KOMOMHAITUY (COMAaTUUECKHE COOBITHS),
A€ HACHUTHIBAJIOCHh MEHEC OCCATU MNAIIMCHTOB. AHanmu3 BBDKUBAEMOCTH BBIIIOIHSIICSI 10 COCTOSHHUIO

Ha 25 nexabps 2025 .

PE3YJIBTATBI UCCJIEAJOBAHUA

Kinunnuyeckasi XapakTepuCTHKA NALMEHTOB ¢ HepoodaacTomoi
B uccnenoBanue BriroueHo 168 mammentoB ¢ HB, u3 xoropeix 138 (82,2%) manumenrta c
onunocroponneit Hb u 30 (17,8%) manmentoB ¢ BIIII. B Hamieili koropre 3a00jieBa€MOCTh JEBOYEK
(n=101, 60,1%) Obuta BhIIE, YeM ManbuukoB (n=67, 39,9%), coorHomenue x:M 1,5:1. Menuana
Bo3pacta Ha MoMeHT mnoctaHoBkM Hb cocraBuma 40 mecsneB (mmamazon — 1 — 1922 wmecsues).

[TonpoOHas XxapakTeprCcTHUKA MPeACcTaBIeHBI B Tadmuie 1.

Ta6mmma 1 — OOmas xapakTepucTHKa NaIeHTOB C HePppoOIacTOMOM, BKIHOYEHHBIX
B HCCJIEJOBaHUE

JlarepansHocts HB
Ipu3znak 00HOCMODPOHHASA ounamepanvnasn umozo
n % n % n %
Bce nmanmeHTsl 138 82,2 30 17,8 168 100
Ion
MYKCKOH 55 32,8 12 7,1 67 39,9
JKEHCKHI 83 49,4 18 10,7 101 60,1
Bospacm
0-2 roma 40 23,8 14 8,4 54 32,2
2-4 rona 34 20,2 12 7,1 46 27,3
4 rona u crapiie 64 38,1 4 2,4 68 40,5
I'enemuueckuii cunopom
WT1-accouunpoBaHHbII 10 5,9 6 3,6 16 9,5
TRIM28 - - 4 2,4 4 2,4
BexButa—Bunemana 6 3,6 10 5,9 16 9,5
Npyrue 2 1,2 3 1,8 5 3
He BoisiBaEH 33 19,6 6 3,6 39 23,2
He nposoaunnocs MI'1 87 51,8 1 0,6 88 524
Omoanennvle memacmasol
Ha 35 20,8 6 3,6 41 24,4
Her 103 61,3 24 14,3 127 75,6
I'pynna pucka no zucmonozuu
Huskasa 11 6,5 - - 11 6,5
[IpomesxyTouHas 109 64,9 24 14,3 133 79,2
Bricokas 18 10,7 6 3,6 24 14,3
Jlokanvnas cmaousn
1-5 70 41,6 19 113 | 89 [ 529
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IIpooonsicenue mabauyvr 1

21 24 14,3 3 18 21 | 161
31 44 26,2 8 4.8 52 31
Cmaousn

! 58 34,5 - - 58 | 345
. 20 11,9 ~ ~ 20 | 119
I 25 14,9 - - 25 | 149
v 35 20,8 - - 35 | 208
\Y JIOKAJIM30BaHHAasA — — 24 14,3

Vv MeTacTaTHIecKast - _ 6 3.6 30 17,9

3
Oobvem onyxonu, cm

<500 75 44,6 23 13,7 98 58,3

>500 63 37,5 7 4,2 70 41,7
Tepanus

Hnuyuanvnas mepanus

[Tpenonepanmonnas XT 119 70,8 30 17,9 149 88,7

Xupyprudyeckoe jJeueHue 19 11,3 — — 19 11,3

Ilpeoonepayuonnas XT (n=149)

BunHKpucTHH/ AKTUHOMUITIH

(AV-1) 77 49,4 - - 83 49,4
BunKprCcTHH/ AKTHHOMUIIUH

2 1,2 2 13,7 2 14
(AV — 6 Henenn) ’ 3 3 > 9
BunkpuctuH/AKTUHOITUMHUH/ 40 20.8 6 36 41 244
Jokcopy6ura (AVD) ’ ’ ’

Ilocneonepayuonnan XT
He npemycmoTpena 3 1,8 — — 3 1,8
BunkpuctuH 10 5,9 — — 10 5,9
BunkpucTuH/ AKTHHOMUIINH
(AV-1) 42 25 — — 42 25
BunkpucTuH/ AKTHHOMUIINH 25 14.9 17 101 42 o5
(AV-2) ’ '
Bunkpuctiua/ AKTHHOMUITIH/
21,4 1 4 27,4

Joxcopyourn (AVD) 36 ’ 0 6 6 ’
KapOonnarun/Orono3ua/

18 10,7 3 1,8 21 12,5
Huknodpocdan//Jokcopyounus ’ ’ ’
Bunkpuctun/BuHKpUCTHH U
Wpunorekan/Luknopochamun,
Kap6omnarun u 4 24 B B 4 24

Orono3un/Bunkpuctus,
Huxnodochamua u
Jokcopyourun/+ Mendanan

Jlyueeasn mepanus

Tla 46 27,4 4 2,4 50 29,8

Her 92 54,7 26 15,5 118 70,2
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BblxuBaeMocTh M (aKTOPBI MPOrHO3a Y NAIUEHTOB
¢ YHWIATePAJbHOI U MeTacTaTH4YecKoi HedpobdiaacTomoi

Hus onenkn OB u BCB y manuentoB ¢ Hb B ananu3 Obutn Britouenbl 138/168 (82,1%)
nmanueHToB, u3 kKotopeix y 103/138 (74,6%) ycranoBiena yHwmiatepaidbHas HbB, oTHocsmascs k
cramgusm I, ITu Il m y 35/138 (25,4%) — meracTarnyeckas craaus. MeauaHa BpeMeHH HaOJIIOAEHUS 3a
0oJIbHBIMU cocTaBuia 3,6 roaa (quanaszon — 0,3-6,3 roga).

[Iatunetnsist OB u BCB y GonbHbIX ¢ yHuiarepanbHo HbB cocraBumm 98,1% u 74,8%,
cootrBeTcTBeHHO (PucyHokx 1). B cBorwo ouepenr y OonbHBIX ¢ MeTactatmdeckoi craaueit HbB

nokazatesin OB u bCB coctaBuiu 97,1% u 52,5%, coorBercTBeHHO (PrucyHnok 2).

BoixmBaeMocTs (%)
BuoxmsaemocTe (%)

Bpewms (roaw) ’ Bpams (roal)
Number at risk Number at risk

Strata

1103 90 44 5

Strata

i 103 90 44 5

A Bpems (rosl) B Bpems (rofu)

Pucynoxk 1 — I'padux obmeit (A) u OecoObiTuitHONM (b) BBDKMBAEMOCTH MAlUEHTOB C
yHUJIaTepaIbHON HeppoO1acToMoit

BoixBaemMocTs (%)

BooasaemocTs (%)

Bpems (roas) Bpews (ronui)

Number at risk Number at risk

35 25 22 15 7 1

Strata
Strata

35 25 22 15 7 1

A Bpewms (Foasl) B Bpews (rosl)

Pucynok 2 — I'paduk obOmeii (A) um OecoObiTuitHONM (Bb) BBDKMBAEMOCTH MAlUEHTOB C
METacTaTUYeCKOU craaueit HeppoOIacToMBbI

Jnst BBISIBIIEHWS MPOTHOCTUYECKH 3HAYUMBIX (akTtopoB, Biustomux Ha BCB, BemonHen
0THO(AKTOPHBIN PErPeCCHOHHBIN aHAIN3 TPOMOPIIMOHATBHBIX prckoB Kokca (Tabmuia 2).

CraTuCTHYeCKH 3HAYMMBIMU TMPOTHOCTUYECKUMH (pakTopamu, accoiuupoBanHbiME ¢ BCB,
SBIISTUCH: 00BEM TepBUUHOM omyxonu >500 cM® 1 nokanbHas cTaaus 3a001eBaHus (JIJIs TAIIMEHTOB C

I, 11, I cragusimm).
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Tabauma 2 — @DakTopbl, BIUAOIIKE HAa OCCOOBITUHHYIO BBIKHBAGMOCTh Y IIallMCHTOB

¢ HedpobmacTomMoi

Yaunaarepaiasnasa Hb (n=103)

Metacratuueckass Hb (n=35)

1

przHak OP | 95%CI » OP 95%CI | p
Tlont (My>, 7keH) 114 | 04529 | 078 078 | 021-2.94 | 07
Bospacthas rpymmna 105 | 03928 | 037 31 | 039-24.63 | 033
(rpymmsr 1-3)
JlatepanbHOCTh MEPBHHHON 101 | 039265 | 098 191 0,6-6,07 | 0.26
oryxouu (crpasa/cieBa)
Obnem neperrHOi omyXomH 034 | 0,13-091 | 0024 | 079 | 025252 | 07
> i <500 cm
JlokanpHas craaus (1-3) 6,9 1,89-25,19 | 0,004 0,85 0,21-3,48 0,97
Ipynna pucka (Husias, 0 0-Inf 0.4 134 | 035-5,19 | 0,63
HpOMe)I(YTOqHaH, BBICOKaH)
YBETUYCHUS YKClia Konui 1q 0,37 0,13-1,07 0,056 - - -

IIpu ouenke 5-nerneit BCB Oonee Hu3kue 3HaueHHs] ObUIM BBISBICHBI Yy MAI[MEHTOB C

. . 3 (=
yuunatepansHoil Hb ¢ 06bemMoM nepBuuHOit omyxonu >500 cm® (N=41) 10 CpaBHEHHUIO MAIUECHTAMH C

06beMoM IepBrudHOM omyxomu <500 em® (n=62) — 59,6% mpotus 85,9%, coorsercreenHo (OP=0,34

(95% 111 0,13-0,91)) (Pucynok 3).

|

~
a

BerxunBaemocTs (%)

I
@

p=0,024

e

O6vem onyxonu

Bpems (roasbl)

Number at risk

41 33 18
62 56 26
.") .; :.

Bpems (roasl)

w

Pucynok 3 — Tlokazarenu 0ecOOBITMIHONW BBDKMBAEMOCTH TAIMEHTOB C YHHJIATEPAIbHOM

HeppobiacToMol B 3aBUCHMOCTH OT 0O0beMa NEpBUYHOM OMyXoiu (KpacHas JMHUA — OO0beM

nepBUYHOil oryxonu > 500 cM3, romy0ast TMHUS — 00beM MepBUYHOM ormyxonu < 500 CM3)

[Tpu onenke S-netHeit BCB camble HU3KKE MOKa3aTen OBLIN 3apETUCTPUPOBAHBI Y TTAIIMEHTOB

yaunatepansHoit Hb ¢ 3-it (n=25) nokanpHoii cragueit — 51,4% npotus 69,4% u 93,6% y mereii co

2-i1 (n=20) u 1-it (n=58) NoKaNbHOI CTaTUSIMH, COOTBETCTBEHHO (p-value=0,004). OP mis manueHToB

¢ 3 nokanpHOH cTtanuedt cocraBuio 6,9 (95% AU 1,89-25,19), uto yka3bpiBaeT Ha MOBBILIEHHE PUCKA

HEOIaronpusaTHOTO COOBITHA, OfAHAKO mupokuit /I cBumeTenbCcTBYeT 00 OTpaHWYCHHOW TOYHOCTH

naHHOM ouieHku (PucyHok 4).
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100% —I

50% 4

. | p=0,004

BoikuBaemocTs (%)

0%
¥ v T v
[} 2 4 6

Bpems (roapl)
Number at risk

. 158 53
NokanebHas_cTagus: xansHas cragua 2 <4 20 1? 8
1! ¢ H 3 <4 2;5 2'0 :
0 2 4
Bpems (rogs!)

.
w
RN

NokaneHas cTagus

Pucynok 4 — Ilokazarenn OecOOBITHITHONW BBDKUBAEMOCTH IMAlIMEHTOB C YHHIJIATEPATbHOM
He(poOiacToMOl B 3aBUCHMOCTH OT JIOKAJIbHON cTaguu (KpacHas JuHUS — 1-s JOKalbHAs CTaaus,
3enieHast IMHUS — 2-51 TOKaJlbHas CTaAusl, CUHSS JIMHUS — 3-51 JIOKaJIbHas CTaIusl)

MoJiekyJsIpHO-TeHeTHYECKAsl XapaKTePUCTUKA He P00 1acTOMBI

JJisl OLIEHKW aHOMAaJIMiA YMCIia KOMMI TeHOB M XpOMOCOMHBIX peruonoB (1p, 1q, MYCN, WT1,
16p, 16q, TP53) nHa ocHoBe uccinenoBanus JIHK, BeimeneHHON n3 mapaduHOBBIX OJIOKOB, METOJIOM
MLPA, ananu3 6s11 BoinonHeH B 85/168 (50,6%) cnyuasx. B 8/85 (9,4%) cnydasx pesynbratet MI'U
ObUTM HEeMH(OPMATHUBHBI H3-32 HEYIOBJICTBOPHUTEIHLHOTO KAauecTBa Marepuana M, Kak CIEACTBHE,
HU3Koro kadectBa BeineneHus JJHK. B 1 naGmroneHun uccienoBaHue BBIMOJIHEHO HA METAcTa3e B
JIETKOM B peluIuBe 3a00JI€BaHUsI, YIUTHIBAs, YTO MEPBUYHAS OMMYXOJIb OTHOCUIIACH K TPYIIEe HU3KOTO
pucKa (TOTalIbHO-HEKPOTHU3WPOBAHHBIN BapuaHT). TakuMm o00pa3oM, B OKOHUYATENbHBIN aHaIu3

BKJIFOUCHBI PE3YJIbTAThI 777 mauueHTOB. BEISIBIIEHHBIE COOBITHS IMPpEACTABJICHLI B Ta6J'II/II_[e 3.

Tab6auna 3 — BreiABICHHBIE aHOMAJIMHM 4YHCIA KOMWH TE€HOB M XPOMOCOMHBIX PETHOHOB
Ha TKaHH onyxoiu metogom MLPA

Cranus Bcero (N=77)
IMpusznax aokanuzoeannasn, | memacmamuueckas, | BIIII, adc. | evrasneno, %
abe. (n=47) abe. (n=17) (n=13) aoc.
Ip 4 5 2 11 14,3
1q 11 6 3 20 25,9
169 4 4 2 10 12,9
17p 0 0 0 0 0
11p 3 1 2 6 7,8
16p 0 1 2 3 3,9
2p 3 2 0 5 6,5
2q 0 0 0 0 0
4q 2 0 0 2 2,6
Bcezo coovimui 27 19 11 57
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W3 anHanu3a OIIEHKH BBDKMBAEMOCTH ObUIM UCKIIOYEHbI KOMOMHAIUY, T/I€ YUCIO KOMHUI IeHOB
U XPOMOCOMHBIX PETMOHOB HacuuThIBasIoch MeHee 10 maumeHToB. OnHaKo, MPUHKUMAs BO BHUMaHUE
TO, YTO yBEeNWYCHHE 4ucia Konuil 1q Oputo BeIsBICHO B 11 (23,4%) u3 47 ciiydaeB yHUIATEpaTbHOM
Hb u y 6 (35,3%) u3 17 GosnbHBIX ¢ MeTacTaTudeckoii Hb ObLT1O MPUHATO pernieHne ONEeHUTh BIMSHUE
9TON TeHeTnueckoi aHomanuu Ha bCB B o0beauHEHHOW rpymnme. MToro B aHamu3 BKIOYEHBI
17 nmauuenToB ¢ ognoctoponnelr Hb, u3 kotopeix 1 — ¢ CIIO u meracrarnueckoit Hb.
I[pu ouenke S-nerneit BCB Bcelt rpymnmel (N=17) C yBenuyeHueM uuciia Konuii 1q HE3aBUCHMO
OT cTaauu OoJiee HU3KUE 3HAUCHHUS ObUIM BBISBICHBI y OOJBHBIX C YBEJIMYEHHUEM 4ducia Komnui 1q mo
CpaBHEHHIO C JAeTbMHU 0e3 TakoBoro 25,4% mpotus 64,3%, coorBercTBenno (p=0,00076) (Pucymoxk 5).
OP nns manueHToB 0e€3 yBEJIMYEHHS 4yucila Konuil 1q mo cpaBHEHHIO ¢ OOJBHBIMU C YBEIMUYEHUEM
guciia konuit 1q cocraBwio 0,26; 95% U 0,11-0,6. CtaTuCTUYECKH 3HAYMMOM CBSI3U MEXKIY
HAJTMYUEM YBEIIMYCHHS YMCIIa KO 1q ¥ THCTONIOTHYECKMM BapranToM Hedpobiaactomsr (p=0,257),

a Taxke Bozpactom narueHToB (P=0,1983) He BBISBIICHO.

100% 4

BeukmBaemocTs (%)

3
Bpems (rogs!)

Number at risk

17 17 12 10 5 1 0
H 47 45 41 39 33 12 1
0 i 2 3 4 5 8

Bpema (roawbl)

1qg MLPA

Pucynoxk 5 — Ilokazarenn OeccOOBITHITHONW BBDKMBAEMOCTH TMAIlMEHTOB C OJHOCTOPOHHEH
HedpobacToMOl ¢ yBelanMueHHeM 4ucia Konui 1q (kpacHas NMHHUS — ¢ YBETHYEHHUEM YHUCIIa KOMHU
1q, cuHust TUHMS — 6€3 yBEeIMYeHus Yuciia Konuit 1q)

IHonuxumMuorepanus y NaMEeHTOB ¢ YHHJIATEPAJIbHOU
1 MeTACTAaTHYeCKOil CTaIuAMH He(ppoOI1acTOMBI
Ha nepBom stane npeponepanuonnyto [IXT momyqwnnu 119/138 (86,2%) nanuenros ¢ HB, u3
koTopeIx 87 (73,1%) 6onbHbIX ¢ yHHIaTepaabHO Hb 1 32 (26,9%) nmauuenTa ¢ meractatnueckoit Hb.
Bce onm momyuanu Tepanuio B paMkax pexomengauuii nporokosa Umbrella SIOP RTSG 2016 na
OCHOBAHWHU KJIMHUKO-peHTreHojornueckux aaHHbix. [IXT mo cxeme VA mposenena 79/87 (90,8%)
nanueHTam ¢ yauiarepainbHoit Hb, u3 koropeix 77/79 (97,5%) nonyuanu [IXT B Teuenue 4 Henens u
2/79 (2,5%) — B Teuenue 6 Hemenb, yuuThiBas nuarHoctupoBannoe CITIO. U 8/87 (9,2%) GonbHBIM

ITXT o cxeme AVD npoBoauiack B TeueHue 6 HeJENb, yUYUTHIBasE HATMUUE TPOMOO3a HUKHEN TIOJI0MH
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BEHBI, B LIEJIIX MAaKCUMaJIbHOTO €ro COKpPAlEHUs U YMEHBIICHUs] XUPYPrUYECKUX PUCKOB. Tpuanarth
nBa (100%) nauuenta ¢ meractarndeckoid Hb momyuanu I[TXT mo cxeme AVD B Teuenue 6 Henenb.
st BeIsiBIIEHUS TporHocTrdeckod 3HaumMocTu [IXT kak ¢dakropa, Bimstommas Ha BCB,

BBIMIOJIHEH OJHO(AKTOPHBIH PErpeCCHOHHBIN aHATU3 MPONOPIUOHANIBHBIX pruckoB Kokca (Tabmiuma 4).

Tabauua 4 — @DakTopbl, BIMAONME HAa OCCOOBITHIHYIO BBDKMBAEMOCTh Y MAIlUCHTOB C
HedpobracToMoi

n Yuunarepaasnaa Hb (n=103) |Meracraruueckass Hb (n=35)
HU3HAK
P op 95%ClI p op 95%CI p
06 [IXT

DEM OILyXOIIH Hocte 038 | 0,12-12 | 0,086 | 0,19 0,03-1 | 0,032
= i <500 cm

MenuaHbl COKpaeHHs IEPBUYHOMN OMYXOJIU TMOCIE TIXT = WU <
62% (ynunarepansnas Hb)
u 71% (meracraruueckas Hb)

0,96 0,35-2,61 0,94 2,42 0,62-9,38 | 0,19

[Ipu omenke 5-nmerneii bCB ©Oosiee HU3KKWE 3HAYCHUS OBUIM BBISBICHBI Y TAIIMCHTOB C
metactatuyeckoit Hb u o6bemom omyxomnu nocne I[IXT >500 oM’ (n=4) o cpaBHEHMIO C GOIBLHBIMU C
obwemom omyxonu nocie [IXT <500 oM’ (n=28) — 37,5% mnportus 57,3%, coorBerctBeHHO. OP 1151
nagueHToB ¢ oobemoMm omyxosn nocie [IXT <500 cm® mo cpaBHeHUIO ¢ OOJIBHBIMH € 00BEMOM
>500 cm? cocraBmiio 0,19 (95% JIU 0,03-1)) (Pucynok 6). Cinenyer yu4UThHIBATh OTPAaHHMUYCHHBIH pa3Mep
BBIOOpKH TalMeHTOB ¢ oOobemMoM omyxonu mnocie IIXT >500 oM’ (n=4), y HByX U3 KOTOPBIX

3a(1)I/IKCI/IpOBaHO METACTATHYCCKOC NPOIrpeCCUPOBAHHUEC  OCHOBHOI'O 3a00jieBaHUsS B nepuon

HaOIOIEHHUS.

100% ]  —

50%d —-- - - - - - e~ — — — — — — S

BobhknBaemocTs (%)

5% | p=0,032 E

0%

i 2 3 2
Bpems (roabt)

— Bpemsa (roasi)

£ Number at risk

[

5 4 1 1 0 0

; 28 22 19 14 7 1
o H 5

& 5

o

Pucynoxk 6 — Ilokazarenn OecOOBITHITHOW BBDKMBAEMOCTH TMAIMEHTOB C METAaCTaTUYECKON
cranmeil HedpoOIACTOMBI B 3aBHCHMOCTH OT 00BEMa OMYXOJH IOCHe XUMHOTepamuy > u <500 cm®
(kpacHast TUHUS — O0OBEM OMYXOJIU TOCie XuMuoTepanuu >500 cM®, CHHSIS JIMHAS — 00BeM ONyXOJH
nocie xumuorepamuiu <500 cm’)
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KimHuveckasi M1 MOJ1eKy/JISIPHO-TEHETHYECKasl XapAKTEPUCTHKA MAIHEHTOB
¢ OunarepanbHoii Heppod1acTomoii. IIpornocTuyeckue Gpaxkropsol.
B anaymz Bruroueno 30/168 (17,9%) namuentoB ¢ BIIIT u rucTonornuecku MOATBEPKICHHON

Hb/medpobnactomarozom. Obmias xapakrepuctrka namuenToB ¢ BIII npencraBnena B Tadimiie S.

Tab6auua 5 — O0mmas XxapakTeprcTUKa NAIMEHTOB ¢ OMIaTepaIbHBIM MOPAKEHUEM ITOYEK

ITapamerp A0c. 3HaYeHHe %
Ilon
Kenckuii 18 60
Myskckoit 12 40
Bo3pact Ha MOMEHT ITOCTaHOBKHU JIMArHO3a Menuana — 25 mecsien
(Mecspl) y manuentoB ¢ CI1O (pa3zopoc — 2,4-56,2 mecsma)
Bo3pacT Ha MOMEHT IMTOCTAaHOBKH JTHAarHO3a Menunana — 30 MecsitieB
(mecsaupl) y manuentoB 6e3 CI10O (pazbpoc —12,6-51,1 mecsma)
Pacnpeodenenue no sozpacmuwim zpynnam, 200t (N=30)
0-2 14 46,7
2-4 12 40
4 u crapuie 4 13,3
Jlokanvhaa cmaoua™
1-a 18 60
2-51 3 10
3-a 9 30
I'pynna pucka™*
Huskas 0 0
ITpomexyTouHas 21 70
Bricokas 9 30
Cmaous
v 6 20
\Y 24 80
Oo0vem nepeuynoil onyxoau 00 j1e4yeHus
O0beM MepBUYHON OIMYyXOJIU 70 JCUSHUs Menuana — 134 cm®
crpaBa, cM> (pasopoc — 1,7-1173,6 cn®)
O0BeM EPBUYHON OMTYXOJIH JI0 JICUCHUS Menuana — 92 cm®
clieBa, cM> (pasGpoc — 0,7-747,4 cm®)
XT (nepsas aunus), (N=30)

VA, 6 uenens 24 80
AVD, 6 "enenn 6 20

XT (émopas 1unus) 013 RAUUEHM 08 C IOKATU308AHHOI cmadueil, N=24
la 12 50
Her 12 50

Onepayus

JBycTopoHHss HEPpoHCOEperatomas 22 73,3




18

IIpooonsicenue mabauyvt 5

OnHoctoponsist HehpIKTOMHUS +
HedpoHcOeperaroas Ha 8 26,7
KOHTpaJaTepaabHOMN MOYKE
Oovem onepayuu

RO 24 80
R1 6 20

CIIO (uccneoosano, N=29)
WT1 6 20,7
TRIM28 4 13,9
Crnextp cunapoma bekBura—Bunemana 10 34,5
CDC73 1 34
BRCA2 1 34
REST 1 34
He BeIsIBIIEHO 6 20,7

HpI/IMe‘IaHI/IC — * — JoKaNbHas cTagud yKa3aHa B COOTBETCTBUU C HOHy‘ICHHOﬁ A CHTOM Tepanneﬁ;
ok T'pyI1iia pucka yka3aHa B COOTBECTCTBHU C HOHy‘lCHHOﬁ IIannMCHTOM TepaHHeﬁ.

Cpenu 29 manmMeHToB, Yy KOTOpPBIX ObLT goctynen pesyabrar MI'U, y 23 (79,3%) Obuim
ycranosieHbl CITO (Tabmnuma 5).

BBuny manouncnenHoctu rpymnisl nanueHtoB 6e3 CIIO u npeoOnanaHus HAclIeICTBEHHBIX
¢dopm 3a6oneBanus ananuz OB u BCB otnensHo B noarpynmnax c¢/6e3 CIIO He nmpoBoaMCs. S-JIeTHsSA
OB u BCB cocraBumu 93,3% wu 81,8%, coorBerctBeHHo (Pucynox 7). HesaBucumbie

IPOrHOCTHYECKHE (PaKTOPHI (BO3PACT, MOJ, JOKAJIbHAS CTaAMs, IPYyIIa PUCKA) HE BBISBICHBI.

BooxmeaemocTs (%)

BeoxusaemocTs (%)

3 i ]
Bpema (roaw) Bpems (rogel)

Number at risk Number at risk

Strata
Strata

1 30 28 23 17 1" 3 0 1 30 28 23 17 11 3 0

A Bpems (ronsi) b Bpemn (ron)

Pucynok 7 — OOmas (A) u OeccobbituitHas (b) BbBDKMBaeMOCTH y MAallMEHTOB
¢ OunaTtepaibHBIM OPAKEHUEM MTOUYEK

AHaJIU3 TePMUHAJBHBIX U JNMUTCHETHYECKUX COOBITHI Y MALIMEHTOB ¢ HedpobdiacToMou

B nenax nmoucka repmuHanbHbeIX coObiTuil 80/168 (47,6%) nmanuentam BbimoaHeHo MI'U mo
oOpa3uam nepudepryeckoil KpoBH Ha OCHOBE BhlJeneHHOH u3 auMdonuroB AHK. [ns uccnenoBanus
npumensii Metogsl NGS u MLPA. MI'U merogom NGS BemonaeHo 48/80 (60%) OGonpHBIM C
omnocroponnerr Hb u 28/80 (35%) mammentam ¢ BIIII. MLPA mnposenena 4/80 (5%) marmenTtam,
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13 KOTOpBIX 3 ObuTH ¢ ogHOCTOpOoHHEH HbB 1 kimmanueckumu nposieinernsimu WAGR-cunaapomau 1 — ¢
BIIIT u xnmuanyeckumu nposineHusmMu WT1-accoummpoBaHHOTO CUHIpOMA.

JlonomHUTENbHO y OONBHBIX ¢ (PEHOTUIMMYECKUMH TMPU3HAKaMK cHHApoMa bexButa—Bunemana
(n=16) Bemomnena MS-MLPA, wuccinemnoBanve NpoBOAWIOCH B 3 9srama. Ha mepBom starme
HccleIoBaHO 16 manueHToB, mMaTepuaioM i ucciaenoBanus nociayxuna JHK, BeigenenHas u3
mumdoruToB nepudepuyeckoit kposu. Ha Bropom stamne uccnenoBano 14 G0JbHBIX, MATEPUAIOM IS
uccinenopanus nociayxkuna JHK, BbeigeneHHas w3 TkaHu  omyxosd. J[ByM nanueHTaM  C
TUCTOJIOTMYECKUM BAapUAHTOM TOTaJIbHO-HEKpoTU3upoBaHHOW HDB wuccnenoBanne He mpOBOAMIOCH.
W Ha TpeTbeM 3Tane UCCaeA0BaHUE BBIIIOJIHEHO 8 JETSIM, MaTEPUAIOM I UCCIIEIOBAHUS MTOCITY KU
JHK, BeigeneHHas w3 TKaHH MOYKH, CBOOOAHON OT OMYyXOJH, Y 8 MalMEeHTOB MaTepHall K MOMEHTY

uccienaoBanus He Obu1 noctyneH (Pucynok §).

n=80

. — MLPA

51 nauMeHTOB C OAHOCTOPOHHEN n=4

u 29 c 6unartepanbHou HB l
NGS nanens CINO WT1 PAX6
415 reHoB n=4 n=3
n=76
BbifiBNEeHbl MyTaLuM B reHax MyTauum He BbiiBNEHbI
n=21 n=55 MS-MLPA

(xpoBb, TKaHb Onyxonw,

‘L TKaHH NOYKY)

®deHoTun bekeuta-BugemaHa
n=16

Cunppom beksuta-Bugemana
n=16

PucyHoxk 8 — ANropuTt™M JIMArHOCTUKH CHHIPOMA IIPEAPACIIONIOKEHHOCTH Yy HalMEHTOB
¢ HepobmacToMoit

['enetnueckue u3MeHeHust BbusiBIeHbl y 25/80 (31,3%) mamuentoB ¢ HB, u3 koTopeix mpu
obcnenoBannu MetogoM NGS y 21/76 (27,6%) Obiti BBISIBIEHBI 23 T€TEPO3UTOTHBIX TOUYEYHBIX MYyTaIAN
B 7 pasmnunbix renax: WT1 (n=12), TRIM28 (n=4), REST (n=2), BRCA2 (n=2), PIK3CD (n=1), CDC73
(n=1), CHEK2 (n=1). ¥ 2 nereii ToucuHble MyTaluK OOHAPYKEHBI OTHOBpeMeHHO B 2 reHax: WT1 u
BRCA2, TRIM28 u CHEK2. TIpu ob6cnenoBanun merogom MLPA B 4 cinydasx BBIIBWIM KpPYIHBIE
Jerern XpoMocoMHoro perviona 11pl3, sarparmBaromme reabl WT1 u PAX6 (n=3). Metomom MS-
MLPA »snurenernyeckne m3meHenus: (MetwnupoBanue JIHK), xapakrepubie mnst cunmpoma bekButa—
Bunemana, BbisiBIIeHbI y 15 nanieHToB 1 1 60JIBHOMY IMarHo3 YCTaHOBJIEH KJIMHUYECKU.

Takum 00pa3oM, YHCIO MAMEHTOB C HAIWYHEM MyTallMeld B I'€HaX W JMUTCHETUYECKUMHU
n3meHeHnusmMu (Metunuposanue JJHK), xapakrepubivmu 1 cuaapoma bekButa—Bunemana, coctaBmiio

41, uto cocraBisaeT 24,4% Bcex OONBHBIX, BKIIFOUCHHBIX B aHAJIM3.
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Menuana Bo3pacta Ha MOMEHT moctaHoBku auarHo3a Hb y manmenToB ¢ CIIO cocraBuna
19 mecsnieB (nuamazon — 12,4-111,9 mecsma) npotuB 45 mecsiteB (auamazon — 1-192,2 mecsma) y
naruerToB ¢ Hb 6e3 CITO (p<0,001).

Menuana Bpemenu HaOmoaeHus 3a naruentamu ¢ Hb u CITO cocraBmiia 3,5 roga (nuamna3oH —
0,3-5,7 rona). 3a Bpems HaOmroaeHus y 6 (14,6%) 00NbHBIX 3apEeTUCTPUPOBAHBI CICAYIOMINE COOBITHS:
4 cmepTH 1 y 2 nereit 3aUKCUPOBaH JIOKAIbHBIA PELIUIUB OCHOBHOTO 3a00JICBAHMS.

IIatunerasss OB u BCB mng mammentoB ¢ HB um CIIO cocraBmmm 92,7% u 82,8%,
coorBeTcTBeHHO (PucyHOK 9). BakHO 0OT™METHTB, YTO IipH oricHKe 5-netHeit BCB y maruentos ¢ HB ¢
n 6e3 CIIO nyumme moxkaszatenu HaOmoganuch y mamueHtoB ¢ CIIO — 82,8% mporuB 67,9% y

6ompHbIX 6€3 CIIO (Pucynok 10). OqHako, CTATUCTUYECKH 3HAYUMBIX Pa3IMYMi IPH MIPOBEACHUH log-

rank tecra (p-value=0,88) monaydeno ne 6put0 (OP=0,94 (95% /11 0,41-2,16).

BuoxupaemocTs (%)
BbokMBaEMOCTL (%)
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'
'

Bpems (roabl) ’ Bpems (roabi)

Number at risk Number at risk

Strata
Strata

1M 38 34 24 16 4 0 141 38 34 24 16 4 0

A Bpems (roas!) b : Bpemn (rons)

Pucynoxk 9 — O6mas (A) u 6eccodpiTuiinas (b) BEDKMBaeMOCTh MAIIMEHTOB ¢ HEPPOOIACTOMOI
¥ CHHJIPOMOM TPEPACIIONIOKEHOCTH K OIyXO0JIEBBIM 3a00JIeBaHUSIM

BepxueaemocTs (%)

0% <
L T T
0 2

ad

Bpems (roasl)
Number at risk
rech 127 104 54 6
levers cH, g 41 34 16 0
fll .J ; II
Bpewms (roabi)

pynna

Pucynok 10 — beccoObITuiiHas BBDKMBAaEMOCTb MNAIMEHTOB ¢ HedpobiacTomMoit ¢ u 06e3
CHHJIpOMa IPEIPAclOIOKEHHOCTH K OIyXOJEeBBIM 3a00ieBaHUAM (KpacHas JuHHS — 0e3
FePMUHAIBHBIX M  JMUT€HETHYECKHX COOBITUH, CHHSAS JIMHUST — C TepMUHAJIbHBIMH U
SMUTCHETUYECKUMHU COOBITUSMU)
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BbIBO/IbI

1. V namuenroB ¢ HB BBIABIEHBI CTAaTHCTUYECKH 3HAUYMMBIC MPOTHOCTHYECKUE (DAKTOPHI,
rustone Ha BCB: 00beM nepBuyHoi omyxonu >500 cm® (OP=0,34; 95% AU 0,13-0,91; p=0,024) u
JokanpHas cramus 3aboneBanus (OP=4,34; 95% U 1,03-18,23; p=0,004) y mnamueHToB C
yHunarepansHoii HB, o0bem mnepBuuHON omyxonu mocie HeoamabtoBanTHOW IIXT >500 cm® y
nanuenToB ¢ meracratudyeckoir Hb (OP=0,19; 95% AU 0,03-1,00; p=0,032), a Takxe yBeIuueHUE
yrcia Konui 1q y nanuenTtos ¢ ogroctoponteit Hb (OP=0,26; 95% /11 0,11-0,6; p=0,00076).

2. Menanana Bo3pacra nanuenToB ¢ Hb u CIIO cocraBuna 19 mecsieB, 4TO CTaTUCTHYCCKU
3HAYUMO HUXe, yeM B rpynme 6e3 CIIO — 45 mecsnes (p<0,001). B moarpynmne namuentos ¢ BITIT u
CIIO memuana Bo3pacTa Takxke Huxke — 25 mecsaueB nporuB 30 mecsauneB B rpymme 6e3 CIIO.
VY nanmentoB ¢ CIIO pexe amarHoctupoBaniack IV cramus 3aboneBanus (21,9% mnpotus 25,4%),
onHako damie HaOmomamock bBIIIT (58,3%). BeisBiaeHa cTaTUCTHYECKH 3HAYUMas KOPPEIISIIHS
rucronoruueckoro Bapuanta Hb ¢ tumom CIIO (p<0,001): myraumu WT1 accoummpoBaHbl €O
CTPOMAJIBHBIM BapraHTOM, a MyTtanuu TRIM28 — ¢ snurennansapiM. OObeM MEpBUYHON OMYXOJIH HE
pasznuuancs u coctaBui 3349 cv®. YV nanmeHToB C© onnoctoponneir Hb 6e3 CIIO (n=16) wame
BBISABJSUIOCH YBEIMUCHHE Ynciia Konuid 1q, yem y marentos ¢ CI10 (n=4).

3. Ilokazarenu 5-nerneidi OB u BCB y nmanuentoB ¢ Hb u CIIO cocraBunu 92,7% u 82,8%
cootBercTBeHHO. [Ipu cpaBHeHun c¢ rpynmnoii 6e3 CIIO He BBISBICHO CTaTUCTHYECKU 3HAUMMBIX
paznuuuii B 5-netHedt bCB, ogHako oTrMewaercs TeHIEHIMs K Oosee OJIaronpusTHOMY TEUEHHIO
3aboneBanus B rpymme ¢ CI1O (82,8% npotus 67,9%; p=0,88).

4. B anamusupyemoil koropre nauuentoB CIIO BwisiBiens! y 24,4% (n=41). Hacrora CIIO
Beimie B rpynmne ¢ BIIIT (n=23; 79,3%). B cTpykType BBIBICHHBIX T€HETHYECKMX HapyIIEHUI
npeobnaganu wmytauuun B reHe WT1l wu cungpom bekButa-Bugemana — mo 9,5% cinyvaeB

cooTrBeTcTBeHHO. MyTaruu reHa TRIM28 nnentndunmposans! y 5% manneHToB.

HNPAKTUYECKUE PEKOMEHJALIUAN

1. KommnekcHoe wucmnoiib3oBanue wmetonoB Buzyanuzanuu (Y3U, KT/MPT) ssasercs
00s3aTeNbHBIM KOMIIOHEHTOM 00cienoBanus nanueHTos ¢ Hb. JlanHbIe MeTOABI O3BOJIAIOT AETAIBHO
OLICHUTBb PAaCIpPOCTPAaHEHHOCTH OIYXOJIEBOI'O MPOLECCa, a TAKKE MCIIOIb30BaTh IOJyYCHHBIEC JaHHBIC
Ul JTMHAMHUYECKOT0 MOHHUTOpPHMHTa 3a0ofieBaHMs U OOBEKTHBHOH OIEHKH 3(ddeKkTuBHOCTH
MPOBOJUMOM MPOTUBOOIYX0JIeBOM Tepanuu. [Tammentam ¢ yctaHoBieHHbIM CIIO wim nipy HaIMYuu
kmuHu4eckux mnoxao3penuit Ha CIIO, B pamkax mnporpammbl JUHAMHYECKOIO HaONIOAEHUS,
HE00XO0/IUMO PETYJISIPHO BBHINOIHATE Y3 opraHoB OpIrOIIHON MOJIOCTH M MOYEK C MHTEPBAJIOM OJIUH
pa3 B TpU Mecslla 10 JOCTH)KEHUs Bo3pacTa 8 jeT. JTa cTpaTerus HamnpapieHa Ha CBOEBPEMEHHOE

BbisBIeHME Hb u npyrux norennumansubix 3HO.
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2. JlmarHoctuka HeppoOIacTOMBI B 00s3aTEILHOM TOPSIKE BKIIOYAET Mopdoaoruyeckoe
UCCIICIOBAaHUE ¥ JOJDKHO  BBINOJNHATHCS B pedepeHC-IEHTPaX,  CHECHUATU3UPYIOUINXCS
B 00JaCTH JI€TCKOM OHKOJOruu. IIpOTOKON THMCTOJIOTMYECKOrO HCCIIENOBAaHUS JOJDKEH COJEP)KaTh
MH(GOPMALIMI0O O THUCTOJIOTMYECKOM BapUaHTE OIyXOJIH, JOKAJIbHOM cTaguu (C y4eToM KpUTEpUEB
SIOP) u craryce kpaeB pe3eKIMH, YTO MUMEET OIpEACIIAIoIIee 3HaYCHUE I BhIOOpa JalbHEUIeH
TEpanuy U OLIEHKU MPOTHO3A.

3. Bcem manmentam ¢ HbB moka3zaHO MeIMKO-TEHETHYECKOE KOHCYJIbTHPOBAHUE H
MoJIeKyJIsIpHO-TeHeTnueckoe uccienoBanue (NGS, MLPA, ananu3 MeTHIMPOBAHUS — IO TTOKA3aHUsIM)
st ycraHoBienus win uckmoueHuss CIIO. Ilpu moaTBepkaeHUM HACIEICTBEHHOIO CHHJIPOMA
peKoMeHayeTcsl 00ClIeOBaHUE YIEHOB CEMbU IIEPBOM CTENEHUM POACTBA, a TaKXkKe pa3padoTka
NEPCOHATM3UPOBAHHON MPOrpaMMbl TMHAMHYECKOTO HAOJIIOAEHUS C Y4ETOM IOBBIIIEHHOTO PHCKa
pa3BUTHUS BTOPHIX 3I0KAYECTBEHHBIX HOBOOOPA30BaHUH.

4. Tlamuentam ¢ Hb, umeronmm u301upoBaHHYIO TeMUTHIIEPTPO(DHIO, U30BITOUHBIN POCT WIIH
HETIOJIHBIA ()EHOTHUI, XapaKTepHBIH s cuHIpoMa bekBura-Buaemana, moka3zaHO MOJIEKYISIPHO-
reHeTuyeckoe ucciaenaopanue MerogomM MS-MLPA. [Tns ananuza pekomenayercs ucnonb3onats JJHK,
BBIJICTICHHYIO U3 JIUM(OIUTOB nepudepudeckoil KpoBH, OMyXOJEBOM TKaHU, a TaKkKe U3 WHTAKTHOM

TKaHHU ITOYKHU U/WJIH MOYETOYHHKA.

NEPCHEKTUBBI JAJTbHEUIIEN PASPABOTKH TEMBI
Hb xapakrepusyeTrcs TeTepOreHHOCTBIO KJIMHHYECKOTO TEYCHHS W MOJIEKYIISIPHO-
reHetudyeckoro mnpoduis. IlomydeHHble pe3yabTaThl HCCIEAOBAHUS IO3BOJIAIOT  ONPENENUTh

NEePCHEeKTUBBI JajbHENUIIEH pa3paboTKH TEMBI:

—  ompefeneHHe aHOMalui 4Hciaa KOMMHA IeHOB M XPOMOCOMHBIX pernoHoB (1p, 1q, MYCN, WT1,
16p, 16q, TP53) ma ocHoBe wucciemoBanus JIHK, BbieneHHOW W3 TapadUHOBBIX OJIOKOB,
«okuBoi» omyxonu metogoM MLPA, 4ro mo3BoiauT Oosiee TOYHO OLEHUTHh NMPOTHOCTHYECKOE
3Ha4YeHHe 3TUX (HaKTOPOB Ha Oosiee KPYMHBIX KOropTax;

—  JIMarHOCTHKA TEePMUHAIBHBIX M SMUTEHETHYCKNX cOOBITHMH y marnuentoB ¢ Hb mist yrounenums
crekTpa  (EHOTHNHUYECKMX  TMpOSBICHHH,  OLEHKM  MPOTHOCTHYECKOM  3HAYMMOCTHU
MYTaIMi/3MUTeHeTHUECKUX COOBITUI Ha Oosiee KPYMHBIX KOroprax M pa3pabOoTKU ONTHUMAalIbHOM

TakTHKU BeneHus nanuedTos ¢ CIIO.
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