OT3bIB

JAOKTOpa MEJHIHHCKUX HAyK, mpodeccopa, rJIaBHOI0 HAYYHOI0 COTPYIAHHKA
TrOCYAapPCTBEHHOIr0 OI0AKETHOIO yUpe:KIeHHs 3ApaBooXpaHeHHs ropoaa MocKBbl
«Hay4Ho-npaKTHYECKHIi LEeHTP CHeuHAJU3MPOBAHHON MEJUUHHCKOH NOMOLIH
nersim umeHn B.®. Boiino-SIcenenxoro /lenapramenTa 34paBooXpaHeHHus ropoja
MockBBI» KenaynkoBoii Onbru I'puropnseBHBI Ha aBTOopedepar
auccepraudonHod  pa6orel  Carosma Tapuka bBapucoBnya mHa  Temy:
«I[IpornocTuyeckoe 3HAYeHHE KIHHHKO-MOP(OJOIHYECKHX M MOJIEKYJISPHO-
reHeTH4YeCKHX (axkTopoB npu HedpodsacTome y aereii», NMpeacTaBJIeHHOH Ha
COMCKAaHHE YYEHOH CTeNeHH KAHAHAATAa MeJHUHHCKHX HAYK MO0 CHelHAJbHOCTH
3.1.6. Onkonorus, Jy4yeBas Tepanmus.

Hedpobmactoma  ocraercs omHuM U3  Hamboiiee  paclpOCTPaHEHHBIX
3J0KaYECTBEHHBIX HOBOOOpAa30BaHUI IMOYEK Yy JeTel, M IOBBILIEHWE TOYHOCTHU
IPOTHO3MPOBAHKA MCXO0Ja 3a00JIeBaHMS HKMEeT MEPBOCTENEHHOE 3HAYeHHe s
ONTUMM3AIMN TAaKTHKH JI€YEHHMs] M YAy4IIeHUs IIpOorHos3a. V3ydeHue IMMPOKOIo
CIIEKTPa KJIMHUKO-MOP(OJIOTHYECKUX IIPU3HAKOB, BKIOYAs CTAIMIO 3a00JIeBaHUI,
TUCTOJIOTHYECKUN THII OIyXOJIM, BO3PACT, IIOJ, a TAaKKe MOJIEKYJSIPHO-TeHETHYECKHIX
MapKepoB, IIPECTABIISIETCS BeCbMa 000CHOBAHHBIM.

B c¢Bs3u ¢ 5TUM axkTyalbHOCTb MpPEACTABICHHOW paboTHI, MEJbI0 KOTOPOM
SBIIAETCS M3Y4YeHHE KIMHUKO-MOP(OJIOIHYECKUX U MOJEKYJISIPHO-IeHEeTUYECKIX
XapaKTePUCTUK HePpoOIaCTOMBI, a Tak)Ke BBISIBICHHE (AKTOPOB, BIMSIOMIMX Ha
IIPOrHO3 3a0oyieBaHMs, HE BBI3bIBAET COMHEHMH. Pabora oTauYaeTcs YETKO
COpPMyNIHPOBAaHHBIMU  3a@adaMy, JIOTHYHOW  CTPYKTYpOW ¥  IpHUMEHEHHEM
COBPEMEHHBIX METOJ0B UCCIIEI0BaHUSI.

Hayunas HoBH3Ha pabOThl 3aKIIOYaeTCsl B OMpeIeieHWe IPOrHOCTHYECKON
3HAYUMOCTH KIIMHMYECKUX XapaKTEPUCTHK He(poOacToMbl B HM3y4aeMOH KOropre
NalWeHTOB, a TakKe IIPOTHOCTUYECKAass 3HAYUMOCTH MOJIEKYJISIPHO-I€HETHYSCKIX
MapKepoB, B YaCTHOCTH YBEIMYECHHE YHUCIIA KONMK 1q W TepMHHAIbHBIE MYyTallud Y
IIallMEHTOB ¢ HedpoOmacToMOH ¢ u 0e3 CHHIPOMOB MPEAPACIONIOKEHHOCTH K

OIIYXOJICBBIM 3a00IeBaAHUSIM. Hpe,HCTaBJIeH aHallu3 MOJICKYJISPHO-I'CHETHYCCKHX



HapyIIeHU 17} YCTaHOBJIEHA 4acToTa BCTPEYaEMOCTH CHUHPOMOB
IPEApPaCIIOIOKEHHOCTH K OILyXOJEBBIM  3aDoJjieBaHUSM Yy  IIallMEHTOB  C
HeppoOIacCTOMOM.

OcoOplii  WHTEpeC BBI3BIBAIOT  PE3YNIbTaThl, KacaroIMeCs  BhIABJICHHBIX
KOPPeNAILHA MEXIy OIpeNeTeHHBIMH MOJIEKYIIPHO-TeHETHIECKUMHU (aKTopaMu |
KIMHUYECKUMM MCXOJaMM, YTO MOXET PaCIIUPHUTh MPEACTaBICHUS O OWOJIOTUH
He(ppoOIaCTOMEI.

IlpencraBnennas muccepTanpoHHas pabota o0lajaeT HaydyHOM HOBU3HOIM,
TEOPETHUYCCKOH H TIPAKTHYECKOH 3HAYMMOCTBHIO. Pe3ynbTaThl MccleqoBaHUsS MOTYT
OBITb HCIIONB30BAaHBI B JalibHEilIIel pa3paboTKe IPOrHOCTHYECKUX MOJENeil,
YAYYIIEHUHA CTpaTH(GUKALMK MalKdeHTOB H IIePCOHAIM3alldi  TepareBTHYECKUX
IIOJIXOJIOB B JIEYeHUU HEPPOOIACTOMBI y I€TEH, TeM CaMbIM CIIOCOOCTBY S ITOBBILIEHUIO
BBDKMBAECMOCTH M Ka4eCTBA JKU3HU IALlUEHTOB, CTpaJatonmx HehpoOIacTOMOM.

Jl0CTOBEpHOCTD PE3yIbTAaTOB MCCIEOBAHUS, OCHOBHBIX ITOJIOYKEHHUH U BBIBOLOB
AUCCEPTALMN ITOATBEPIKAAIOTCSA PEIPE3EHTATUBHEIM 00BEMOM HCCIEHOBAaHHSI — 168
NAMEeHTOB,  KOMIUIEKCHOHM  KIMHHKO-MHCTPYMEHTAJIbHO-Iy9eBOH  METOIMKOU
o0cienoBaHUs, NPUMEHEHHEM aleKBATHBIX METOAMK CTATHCTHYECKOH 0OpaboTKH
IaHHbIX. OCHOBHBIE Pe3yJbTAThl MCCIEAOBAHUS M BBITCKAIOIINE K3 HHUX ITOJIOKEHUS
OTpaXeHBl B 2 OIYOJIMKOBaHHBIX pabdoTaX, W3 HUX 2 — B HAYYHBIX JKypHalaX,
pexomennoBanHbIx BAK nmpu MunoOprayku Poccun.

ABTopedepar guccepTalyy, B ILIEJIOM, OTPa)KaeT BCe ATallbl HCCIENOBAaHUA MU
JlaeT TIOJHOE IpEeJCTaBlIEeHHMe O IpojenaHHod padore. Konmenmwms aBropedepara,
LIeJIM, 3a1a4¥ U NPECTABICHHBIE PE3YJIbTaThl COOTBETCTBYIOT UMDY CIEHHATIBHOCTH
3.1.6. OHKONOTHS, TydeBas Teparusl.

[IprHIMNIMATBHBIX 3aMEYaHUM 110 aBTopedepary Her.

CoracHo IIpeCTaBICHHOMY aBTOpedepary, Aucceprannontas padora CarosiHa
['apuka  bapucoBnya Ha Temy: «lIporHoctuyeckoe 3HaYeHHE  KIHMHHKO-
MOP(OJIIOTHYECKUX U MOJEKYJSIPHO-TeHETHUEeCKUX (haKTOpoB mpu HedpobaacTome y
JeTe» SABIETCS CaMOCTOATENIbHOM, 3aKOHYEHHOM Hay4YHO-KBATU()UKAIIMOHHOM

pa60T0171, B KOTOpOﬁ peuicHa aKTyallbHas 3aldadd, MMCIoIlas Ba’KHOC€ 3HAUYCHHE IJIA



MPAaKTHYECKOro  3IpaBOOXpaHeHus. Jluccepramusi MOJHOCTBIO  COOTBETCTBYET
TpeboBaHuAM 1. 9-14 «[lonmoxkeHHss O TPHUCYKICHUH YYEHLIX CTereHei»,
yrBepkaeHHoro [locranosnenuem llpaBuresbeTBa Poccuiickoii Penepanun Ned842 oT
24 cenrsiops 2013 r. (B pemakuuu mHocraHoBieHuil I[lpasurenscrBa Poccuiickon
®enepauun ot 21 ampens 2016 r. Ne 335, or 20 mapra 2021 roma Ned26, ot 11
cents0psa 2021 r. Ne1539, ot 26 oxrsibps 2023 1. Nel1786, ot 25 siHBaps 2024 1. Ne62),
NPeIbsIBISEMBIM K JUCCEPTAIMAM Ha COMCKaHHE YUYeHOM CTeleHW KaHIuaara Hayk, a
€¢ aBTOp 3aCIy’KUBA€T IPHUCYKIEHUS HCKOMOM CTENEHM KaHAWIATa METUIIHHCKHUX

HayK I10 crenuainpHoct 3.1.6. OHKOIOTHS, TyueBast Tepariusl.
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HNPaKTHYCCKUN LEHTP CHENUAIM3UPOBAHHON MEIMIUHCKOM romomy aetsm umenu B.D. BoifHo-
Scenenxoro JlenapraMeHTa 34paBoOXpaHeHus ropoaa MOCKBEIY.

119620, r. Mocksa, yn. ABuatopos, jom 38, ten. +7 (495) 735-09-57;

Mail: npempd@zdrav.mos.ru, https://npcmed.ru/



OT3bIB

KaHauaaTa MEAHUHHCKHX HayK, Bpa4ya-AeTcKoro oukoJjora OO0 «JleueoHo-
AUATHOCTHYECKHH HeHTp MexkAyHAPOAHOIr0 HHCTHTYTAa OHOJIOTHYECKHX CHCTEM
umenn Cepresn bepesnna» ®aceepoii Hartaabm [IMHUTpPHEBHBI Ha aBTopedgepart
aucceprannonnoii  paGorel  Carositna Tapuka Bapucosuua Ha TeMYy:
«IIpornocruyeckoe 3HaYeHHe KJIMHHKO-MOP(OJIOTHYECKHX H  MOJIeKYJISIPHO-
FeHETHYECKUX (aKTOPOB npu HedpobiacToMe y aeTeii», NpeacTaBaeHHON Ha
COMCKANHE y4EHOH CTeleHH KaHIHAATA MeIHUMHCKHX HAYK 10 CIeNHAJbLHOCTH
3.1.6. Onko.iorus, JiyyeBasi Tepanusi.

Huccepranuonnas pabora Carosna I'apuka bapucosuua nocesmena oo w3
AKTYaJIbHBIX M CJIO)KHBIX  MPOOJIEM  COBPEMEHHOH  JETCKOM  OHKOJNOIMHM — ——
He(pobacTome. BbiGop TeMmbl  mccienoBaHUS IIPEACTaBIISIETCs]  0OOCHOBAHHEIM,
IIOCKOJIBKY He(poOIacTOMa OTHOCUTCS K YaCTBIM HOBOOOPA30BaHUSIM 1109€K JIeTCKOIO
BO3pacTa,  XapaKTCPU3YIOMIUMCS  KIMHUKO-MOP(OJIOrUYecKol  u MOJIEKYJISIPHO-
TCHETHYECKOH TeTepPOreHHOCTBIO, UTO ONpefielseT TIPOrHO3 U CKAa3hIBACTCS HA BeIOOpE
ONTHMAJILHON  JIeueOHOH TaKTHKH. AKTyaqbHOCTH BBIIOJHEHHOIO M CCIIeI0BAHUS
ONPENCIIACTCS.  HEOOXOAUMOCTBIO  M3y4YeHMs KITMHHUKO-MOP(OJIOTHUECKUX u
MOJIEKYIAPHO-TCHETHYECKMX ~ OCOOCHHOCTEH, a Takke OUEHKH  3(QeKTHBHOCTH
COBPCMEHHBIX TMOJXONOB K Tepamuu. B ycnoBuax Gosbmioro umcia HabIOIeHU,
XAPAKTCPHOIO ANl 9aCThIX ONYXOIeH y JeTeH, BBIIONHEeHHE MOJ00HOH paGoTsl MMeeT
HCCOMHEHHOE Hay4yHOE U ITPaKTUYECKOE 3HAYCHHE.

ABTOPOM  POBEJICHO PETPOCTIEKTUBHOE HCCIIEI0BAHME KOIOpThl JeTed ¢
He(ppoOIACTOMOM, BKIFOUABIIEe aHAIM3 KIMHHUCCKHAX JaHHBIX, MOPQOIOTHYECKUX U
MOJICKYJIAPHO-TCHETHICCKUX  XapaKTePUCTUK ~ OIYXONHM, a TaKkke pe3yIbTATOR
lIpoBe/IeHHOr0 Jievenus. Lieab paboTel chopmysupoBana yeTKo, 3a1a4qu MCCie0BaHHs
JIOTMHO BBITEKAIOT U3 [IOCTABICHHON LEU U B IIOJHOM 00beMe OTPaKeHbI B CTPYKTYpe
auccepranuu. CrienyeT OTMETHTh BBICOKHI METOIHYeCKHUil YPOBEHB BBITTOTHEHHOM
paborel. B jmccepranmu mcrnons3osan COBPEMEHHBIA KOMIUIEKC JIHArHOCTHYECKHX

[IO/IXO/10B,  BKIIIOYAIOLUIMH  MOP(OJOTHYECKOE  HCCIIe0BaHHUE, TEXHOJIOTUU



cekBeHHpoBanuss HoBoro mokoierus (NGS), a taxke MLPA, MS-MLPA, udto
IO3BOJIMJIO aBTOPY BCECTOPOHHE OXapaKTEpPU30BaTh HCCIEAyeMYyIO HO30JIOTHIO.
CraTucThdeckas o0pabOTKa MaTepuajla BbBIIOJIHEHa KOPPEKTHO M COOTBETCTBYCT
NocTaBJIeHHBIM 3a1a4aM.

HayuHasi HOBU3HA MCCIEIOBaHUs HE BBI3bIBACT coMHeHnuii. B pabore momxydeHbl
HOBBIE JAHHLIE O KIMHUYECKHUX, MOPQPOJOTHUECKUX U MOJIEKYJIAPHO-T€HCTHIESCKHUX
0co0eHHOCTSIX He(poOIacTOMBl y JieTel. ABTOPOM IIOKa3aHO, YTO 3HAYMUTEIbHAS YaCTh
HAOIIOJEHHI acCOIMUPOBaHa C CUHAPOMAMH IIPENPAaCIOIOKEHHOCTH K OIYyXOJI€BBIM
3a00JIeBAHUSIM, UMEIOIINE BAXKHOE TUarHOCTUYECKOE U TePalleBTUYECKOE 3HAYEHHE.

[TpakTHyeckas 3HaUUMOCTb JUCCEPTALIAN 3aKIIIOYAETC B TOM, UTO €€ Pe3yIbTaThI
MIO3BOJISIFOT YCOBEPIIIEHCTBOBATh MEIUKO-TeHETUYECKOe KOHCYJIbTUPOBaHUE MAllMEHTOB
¢ HedpoOIacTOMOM ¥ ONPEeNUTh [OKAa3aHUI K MOJIEKYJIIPHO-TEHETHYECKOMY
UCCIEeN0BAHMIO. BBIBOAR 00OCHOBAHBI, JIOTUYHO BBITEKAIOT M3 (PAKTHUECKOTO
MaTepuansa M COOTBETCTBYIOT LElIM M 3ajadam. Jluccepramus HamucaHa XOpOLIUM
HAyYHBIM $I3BIKOM, HWMEET HYEeTKYI0 CTPYKTypy. lIpeacTaBieHHBIN WILIFOCTPATUBHBIN
MaTepuaj, TaOJHIBI W CXEMBI CIIOCOOCTBYIOT JIyYIIEMY BOCIPHUSTHIO PE3yJILTaTOB
MICCIIE/IOBAHUS.

[IpUHIMIHANBHBIX 3aMeUaHdil K COJEpKaHUIO U OQOpMIICHHIO aBTOpedepaTa
HeT.

Takum oOpaszoMm, corjacHo aBropedepary auccepranuss CarosHa I'apuka
bapuconua  «[IporHoctuyeckoe  3HAUYCHHE  KIMHUKO-MOP(OJOTUYECKUX U
MOJIEKYJISIPHO-TeHeTHYECKUX (aKTOpoB TpH HedpobiacTtome y JeTeil» sBisercs
CaMOCTOSITeIIbHON Hay4YHO-KBATU(DHUIIMPOBAHHON pabOTOM, B KOTOPOW pelleHa BayKHas
aKTyaJlbHasl 3ajada JIeTCKOW OHKOJIOTMH, HMMeIouasi CYIIECTBEHHOE 3HAYEHUE IS
BBISIBIICHUS MPOTHOCTHYECKUX (PAKTOPOB M BBHIOOpA TAKTHKHU JIEUYCHUS IallUeHTOB C
Hedpobiiactomoit. JluccepTaiiusi MOJHOCTBIO COOTBETCTBYET TpeOoBaHusAM il 9-14
«[TonokeHHsI O MPUCYXKJICHUM YUYEHBIX CTENeHei», yTrepxkaeHHoro IloctaHoBieHUEM
[TpaBurennbcrBa Poccutickoit ®@eneparmu Ne842 ot 24 centsiOpst 2013 r. (co Bcemu
MOCIEAYIONMMY U3MEHEHUSIMHU U JTOTIOJHEHUSIMU), MPEABIBISEMbIM K AUCCEPTALUAM

Ha COHCKAaHHUC yquOﬁ CTCIICHHM KaHauJaTa HayK, a €€ aBTOop 3acCily’KuBacT



HPUCYKACHUS CTCIICHM KaHAMJATa MEIMLHUHCKAX HAyK 10 CIeNHaNbHOCTH 3.1.6.

Omnkosorusi, iydesast Teparusl.

JleTckuii oHKOJIOT
000 «JleyeOHO-AMarHOCTUYECKUHN TIEHTP Mex1yHapoHOTro
MHCTHTYTa OHONOrHYecKuX cucremM umenu Cepres bepesumay

e

KaHAUJaT MEAUMIUHCKUX HayK e

e

/.

\'_ﬁ/ ®aceesa Haranbs JIMutpuenna
2703204 ¢

ObuiecTBO ¢ orpan é@goﬁ%ﬁs RCIBEHHOCTLIO «JIeueOHO-quarnoctuyeckuii LEHTP
s TOTHUECKUX CHCTEM HMCHH Ceprest bepesunay
Anpec: 197373, Canxkr-Ilerep6ypr, yoir. I ayxapckas, A. 16 k.2 ¢rp.3;

Ten.: +7 (812) 333-31-70; e-mail: faseeva@ldc.ru; odurmansueiii caiit: https:/Idc.ru/



