OT3bIB
Ha aBTopedrepaT auccepraunu Mansimesoit Onbru MuxaiaoBHOH
«MoJieKyIspHO-TeHeTHYeCKHE PAaKTOPhl PUCKA CHHAPOMA ABIXATEIbHOr0
paceTpoiicTBa, OPOHX0EroYHOH JHUCILIAIHHE W PETHHONATHH Y HeIOHOMEHHBIX
HOBOPOXKAEHHBIX», IPEACTABJICEHHOH HA CONCKAHHE YYeHOH CTeleHH KaHAUIaTa
OHOIOTHYeCKHX HAYK Mo crnennaabHocTH 03.01.07 — MoJieKy/1apHasi reHeTHKA

CHHIpOM JBIXATENBHOTO pacCTpoiicTBa, OpoHXONErovHas AUCIIIA3WS M pETHHOMATHA
HEJIOHOMIEKHBIX OCTAIOTCS OXHAMHM M3 BeAYMIHX IPHUYHH HEOHATANLHOW 3a00IeBaEMOCTH,
HHBATHAH3AMMH H HeOMaronpHATHEIX OTHAJIeHHBIX HCXOIOB Y HEJOHOWEHHBIX JeTell. HecMoTpa
Ha 3HAQYHTENBHBIH NPOTpece B NEPUHATATEHON U HEOHAaTalnbHOM MEIHUHHE, NPOTHO3UPOBAHUE
TeYEHHS M MCXOZOB IAHHBIX MATONOTHYECKHX COCTOSHUHN MO-TIPEXKHEMY 3aTpyZHEHO, CHHAPOM
ABIXATEABHOrO pACCTPONCTBA Y HEJOHOIICHHBIX HOBOPOIKASHHBIX NPE[CTABIAET CoOOH
MY:IBTUGAKTOPHOE COCTOSHHE, B OCHOBE KOTOPOTO JIEXUT AePUUHT CypdaKTaHTa B COUSTAHHH €
oucHanTaHCcOM KHCIOPOXHOTO W JHEPreTHYECKOro roMeocTasa. B maroreHese OpoHX0NEro4HOH
OUCILIA3WH M PETHHONATHH HEZOHOLICHHBIX CYILIECTBEHHYIO DOJIb MIPAIOT OKHCIHTENBHBIH
CTpecC, BOCHAIMTENbHBIE peakUMH H HapyIICHHA aHTHOreHe3a. B 3TOH CBA3H IOMCK
MOJIEKYJIAPHO-TEHETHYEeCKUX (aKTOpOB PHCKA CHHAPOMA [BIXAaTENBHOTC PacCTPOHCTBA U €ro
OCTIOKHEHHH ABJACTCS aKTYATLHON M COLMATRHO 3HAYUMOM Hay4JHO-TPaKTHUECKOH 3a1a9eH.

Tema muccepraunoHHOH paboTel Maneimesoit O.M. sBnseTcd akTyalnbHOH, NOCKONBEKY
MOCBAIIEHA HM3YYEHHIO PONH TeHETHUECKUX M CPENOBBIX (PAKTOPOB B pPa3BUTHH CHHIOPOMA
RBIXaTeNBHOIO paccTpoicTBa, OPOHXONETOYHON QUCINIA3MK H PETUHOMATHY HEOOHOLICHHBIX Y
HEIOHOUICHHBIX HOBOPOKICHHBIX, BBIABIEHMK) MOIEKYJSIPHO-TE€HETHUECKHX IeTePMHUHAHT,
ACCOLMMPOBAHHBIX C pPa3BUTHEM M TMHKECTBIO TEUCHUsS YKA3aHHEIX COCTOAHHMH, a TakKke
pa3paboTKe KpUTEPHER TIPOTHOZHPOBAHUSA UCXOO0B YV NaHHOM KaTeTrOpUH NaLMeHTOB.

MeToanyeckuii [OOXOO HCCHASOOBAHUS SIBIAETCS OOOCHOBAHHBIM U afeKBAaTHBIM
MOCTABNEHHBIM  33jayaM. ABTOPOM MCIIONB30BAH KOMIUIEKC MOJEKYIAPHO-TEHETHYECKHUX
METO/IOB [/ aHATH3a OJHOHYKIEOTHIHBIX 3aMEH M MHKpOCATE/UIUTHBIX IOBTOPOB. Ocoboro
BHHMAHHS 3aCiIyKHBAET BBINOJIHEHHE M @HAIHU3 MAHHBIX MONHOIK30MHOIG CEKBECHUPOBAHMS —
BBICOKOTEXHOJOTHYHOIO M PECYPCOSMKOrG METOJA, YTO ITO3BOJIHJIO IPOBECTH aHAH3 BCeX
CMBICJIOBBIX HYKJICOTHAOB I'€HOB, BK/IIOUEHHBIX B [aHENIb HCCICHOBAHMA H BBLABHTD DPEIKHE
reHEeTHYECKHEe BApHaHTHI, HE OMpefeTdeMble JPYTHMH MeTojaMH HccnenoBanus. KoppekTHoe
(GOpMHPOBaHHE TPYON HCCNEJOBAHHS M CPaBHEHHS, a TAaKkKe NOCTATOUHBIA 00BEM BBIGOPKH
00ECTIEYHIIH BBLIABJICHHE CTATHCTUYESCKH 3HAUUMBIX acCOLHKALMHA M BBICOKYIO JOKA3aTEeNBHYIO
LIEHHOCTh pE3y/IbTATOB, YTO MO3BOJMET pacCMaTpuBaTh OOHapyKeHHBIE (AKTOpPBI Kak
NOCTOBEPHBIE, a HE cayyaiiHble HaXOIKH.

HayyHas HOBH3HA IOWCCEPTALIMOHHOrO HccneqoBaHuss Mamsmmesoit O.M. aBngercq
HEeOCIIOpYMON H O0YCIOBI€HA TEM, YTO BIEpBBIE 1 OENOpYCCKOH MONYISANMM NpoBeleHa
KOMIUIEKCHAS OLCHKA YaCTOTHI paclpeneNeHus MOTMMOPQHEIX BAPUAHTOB B PA3BUTHH CHHIPOMA
JBIXATENBHOTO PaccTpolicTBa, GPOHXONErovHON OUCITA3HK U PETHHONATHH HEXOHOLIEHHBIX Y
HEMOHOIIEHHBIX HOBOPOXJEHHBIX. YCTaHOBJEHA MPOrHOCTHUECKAs 3HAYUMOCTb KOHKPETHSIX
anneneil U coueTadui reHOTUIoB reHos SFTPB, SFTPC, MMP2, MMP9 v TGFBI, a Takxke nona
pefeHKa, M1 OUEHKH pHCKA pPa3BUTHA M TOKECTH TEYEHHA CHHAPOMA JBIXATENBHOrO
paccTpoitcTBa. J0Ka3aHO BIMAHHE MEHeTHUECKOM u3MeHUHBOCTH OenkoB cypdaktaHta SP-B u
SP-C na pazsuTe OpOHXONErouHo#i qUCINa3uy U TOKa3aHa aCCONHAIIMI HOCUTEIbCTBA EHOTUTIA
413CC rewa SFTPC wun xoMmOuHaumii renotunos SFTPC/SFTPB ¢ BBICOKHUM PHUCKOM
$HOPMHUPOBAHHA NAHHOIO COCTOAHUs. Y CTAHOBNEH BKIAA KaK PaclpOCTPAHEHHBIX, TaK ¥ PEOKHX
BApUAHTOB [€HOB AHTHOTEHE3a, TKAHEBOTO PEeMOSIHPOBAHUA M BOCIAICHUA B GOPMUpOBaHHE
OPOHXOJIErO4HON JHCTUIA3HH H/UJIH PETHHONATHH HeIOHOIEHHBIX HOBOPOKICHHBIX.

Ocobbiit HHTepec MpencTaBseT BLLBIEHHE paHee HEONHCAHHOTO HOHCEHC-BAPUAHTA F'eHa
TIRAP y nalUdeHTa ¢ peTHHONATHEH HEOOHOIIEHHBIX, YTO PacIiHpPAeT MpPeJCTaBlICHHA O



BO3ZMOXHOM BKJIal€ TETEPO3UIOTHOIO HOCUTENLCTBA BADHAHTOB I€Ha BPOXKACHHOTO HMMYHHUTETA,
paHee ONMUCAHHOIO y NAUMEHTOB C NEPBAYHBIM UMMYHOOEQHUMTOM ¢ 2y TOCOMHO-PENECCHBHEIM
TUNIOM HAC/IeNOBaHus, B GOPMHPOBAHME MUMMYHHOH JHCPEryIsiUMM, MOTEHUMANLHO 3HAYUMOMN
/151 IaTOreHe3a PeTHHONATHH HEJJOHOIIEHHBIX.

[IpakTydeckas 3HaY¥MMOCTh pPabOTHI 3aK/IOYaeTCd B BO3MOXKHOCTH HCIIOJIB30BAHHUA
BBIABJCHHEIX 3aKOHOMEPHOCTEH /Ui MHOrO(GaKTOPHO#i CTpaTU(QMKalMK PHCKA Pa3BHTHA M
NPOTHO3UPOBAHMS TEYCHMA CHHAPOMa [bIXaTEbHOTO pPaccTpOHCTBA W €r0 OCTIOXKHEHHH Y
HEJOHOLIEHHBIX HOBODOXAEHHBIX. [IpaxTHyeckas NpPMMEHMMOCTD PE3yNbTAaTOB MNOATBEPIKACHA
aKTaMH BHEIPEHHS pe3yJIbTaTOB MCCIENOBAHHUS B KIMHUYECKOH ¥ 00pa3soBaTeIbHOH NPaKTHKE, a
TAK)XXE€ OTpPaKeHa B y4eOHO-METOONYECKOM HOCOOMH, PEKOMEHAOBAHHOM JULT HCITOJIB30BAHHS B
CHCTEME 3/IpaBOOXPAHEHHUS,

ABTOpehepaT AUCCEPTALIMM HAMUCAH [PAMOTHBIM JIHTEPATYpPHBIM S3BIKOM, JIOTMYHO
CTPYKTYPUPOBAH; OCHOBHBIE pE€3y/JbTaThl HCC/ICNOBAHMA HU3JIONKEHBl IIOCNEJOBATENBHO U
WUTFOCTPHPOBAHBl BOCEMbI® PHCYHKAMH, BBEIBOJBI APryMEHTHPOBaHbl M COOTBETCTBYFOT
NpEACTABICHHBIM JaHHBIM. B KavecTBe 3aMeqaHHsl CllefyeT OTMETHTh, YTO NPH 3HAYHTENBHOM
oObeMe JuccepTalMOHHOIO HccnenoBanus (179 crpaHui) omyOIMKOBAHHOCTEL pPE3YNIBTATOB
cocTaBiigeT 3,6 aBTOPCKUX JIMCTA, 2 MAaTCPUallbl AMCCEPTALNH IPEACTABIEHB] Ha IISITH HaYYHBIX
KOH{EpeHIMAX, 9TO MOKET KOCBCHHO YKA3bIBATH Ha HEJOCTATOYHYIO CTEIIEHB PaclpOCTPaHEeHHS
NOJIy4€HHbIX pe3y/1bTaToB B podeccHoHanbHOM coobuecTBe. BMecre ¢ TeM JaHHOE 3aMeYaHue
He YMaJseT HayYHOH M NPAKTHHECKOH IEHHOCTH PaboThl, a MHULIbL NOJYEPKHBAET O BBICOKOM
MOTEHLIAIE TIOMYYEHHBIX JAHHBIX M L{eeco00pasHocTh HX 60liee NIMPOKOTO OCBEIIEHHMS.

Taxum obpasom, nucceprauuoHHas pabota Maneinesoit O.M. siBisieTcs 3aBEpUICHHBIM
HAYYHO-KBATH(UKALMOHHBLIM HCCIENOBAHHEM, B KOTOPOM peElIEHbl AaKTYalbHBIE 3aJayd,
MMEIOLINE CYILEeCTBERHOE 3Ha4deHME VI HEOHATOJNOTMH M KIMHHYeckoH reneTuxu. [lo csoek
AKTy&IbHOCTH, HaydHOH HOBM3HE, METOXOJIOTHYECKOMY YPOBHIO, TCOPETHYECKOH W
TMPAKTHYECKO 3HAYMMOCTH NOJIYYEHHBIX pe3y/NbTaTOB AMCCEPTALMOHHA paboTa COOTBETCTBYET
TpeboBanusM BAK, npenpspiseMhiM K KaHAMIATCKUM JMCCEPTAMAM IO CHELMANTBHOCTH
03.01.07 — MoneKynspHas FEHETUXKa, 8 €¢ aBTOp 3AaCJyXHBACT NPHCYXKACHUS YHYEHOU CTemneHu
KaHAKRAaTa OMOJOTHYECKHX HAYK.

3aBenyrommii nabopaTopueil MONEKYIAPHO-
reHeTUYECKUX HCCIEeJOBaHUM HayYHOTo
otaena Llentpa aeTckoi OHKOMOrHH,

reMaToJIOTHY H HMMYHOJIOTHH, K.G.H., JCIEHT prbxﬂosa H.E.
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