OT3bIB
Hay4YHOro PyKOBOAUTENSA Ha AMUCCEPTaLMOHHYO paboTy
Masbiwesor Onbru MuxainoBHbl «MONeKyNsSpHO-reHeTUYecKmne hakTopbl pucka
CYHAPOMa AbIXaTe/IbHOr0 PaccTPOCTBa, GPOHXONErOYHOM AMCnNasumn v
PETUHONATUN Y HEAOHOLLEHHBIX HOBOPOXKAEHHbIX», MPEeACTaBeHHYIO K 3aLluTe Ha
COMCKaHVe YYeHO CTeneHn KaHanaaTa 61Monormyeckmx Hayk rno crnewmanbHoCTu
03.01.07 - monekynapHasa reHeTunka

[ncceptaumonHas pabota Manbiwesoir O.M. noceslleHa akTyaslbHOW TeMe,
AMEIOLLEN BaXKHOE HAyyHOe W MpaKTUYecKoe 3HayeHuWe A9 COBPEMEHHOM
HeoHaToNorMmM W  MeAMUMHCKON reHeTukn. [lpobnema paHHein HeoHaTa/lbHOM
3a60/1eBaEMOCTN  HEJOHOLLEHHbIX [eTel OCTaeTcs OfHOM U3  LEeHTpPa/ibHbIX B
neguarpuu, a paspaboTka MOEKYAPHO-TeHETUYECKMX KpuTepres
MPOrHO3NPOBAaHNA  OCMOXHEHWUI Heobxoauma  Ans  3MEKTUBHOrO  BbINOMHEHUS
rocyfapCTBeHHbIX MNporpamm [AemMorpauyeckoinr 6e30MacHOCTM U OXpaHbl 340P0BbS
matepu 1 pebeHka.

PaboTa OT/IMYAETCH BbICOKOM CTEMEHbKD Hay4yHOW HOBU3HbLI. BnepBble B
Benapycu npoBsejeHa KOMIM/1eKCHas OLleHKa 4acTOTbl pacnpegeneHuns
MOMIMMOPMHBLIX BapWMaHTOB TrEHOB KOMMOHEHTOB CUCTeMbl cypgaktaHTa (SFTPB,
SFTPC), aHruoreHesa u TkKaHeBoro pemogenuposaHna (VEGFA, TGFB1, KDR,
TGFBR1, MMP2, MMP9} y HeOoOHOLIEHHbIX HOBOPOXMAEHHbLIX C CUHAPOMOM
[bIXaTeNlbHOr0  PacCTPOMCTBA  Pa3/IMYHOM  CTEMEHUM  TSHKECTW, OPOHXO0NEerovHom
aucnnasverd 1 peTuHonaTuel, BbISBNEHbI HOBble accouuaumyv OLHOHYK/IEOTUAHbIX
3aMeH W WX COYeTaHWA C PUCKOM U THKECTbIO CUHAPOMA  [bIXaTeNbHOro
paccTpoicTBa, GPOHXOMErOYHOM AMCNNa3ven N PeTUHOMATUER, BKIKOYas reHAepHo-
cneunuyeckme pasnnuma. Bnepsble BbINOHEHO MOMHO3K30MHOE CeKBEHMPOBaHUe
y MaumeHToB C OPOHXONErOYHOW AMcnnasveld N peTMHonaTmend HeLOHOLUEHHBIX, B
pe3yfnbTate KOTOPOro BblBIEHbl PeAKMe U He OnucaHHble BapuaHTbl, BK/IHOYas
HykneotuaHyto  3ameHy  p.GInlOITer reHa TIRAP, accouuMMpoBaHHyH C
peTuHonatuen. AT pe3ynbTaTbl MOATBEPXKAAKT TUMNOTE3y O MHOrogakTopHOCTM W
MOJIMTEHHOCTN NaToreHe3a HeoHaTa/lbHbIX OC/MIOXHEHUA WM (HOPMUPYIOT OCHOBY A/1S
MPOrHO3NPOBAHNA UX Pa3BUTUS.

HayuyHaa pabota 06a3upyeTca Ha COBPEMEHHbIX MeToAax TeHeTUYecKUX
nccnefoBaHnini - TLP-aHanu3e, cekBeHMPOBaHUM Mo C3Hrepy, MNONHO3K30MHOM
CekBeHMpoBaHMM Ha nnatgopme lllumina - ©  coyeTaeT  reHeTUYeCKue,
KNMHUYEeCKNMe 1 GuonHpopmMaTnyeckne nogxodbl. O6paboTKa [aHHbLIX BbINOHEHA
C MPUYMEHEeHVEM MeXAYHapoAHbIX 6a3 reHOMHbIX AaHHbIX W NPOrpaMMHbLIX MakeToB
OLEHKN MNaToOreHHOCT! MyTauumil K 4YacTOTbl WX BCTPEYaEMOCTM B  MONYALUN.
Jl0CTOBEpPHOCTb  BbIBOAOB  MOATBEPXKAAETCA penpe3eHTaTMBHOW  Bbl6opkon (567



HOBOPOX/EHHbIX) WM KOPPEKTHON  CTAaTUCTUYECKOW  006paboTKOM  MOJyYeHHbIX
[aHHbIX.

MpaKTnyeckas 3HAYMMOCTb AMcCepTauuy  3ak/yaeTcs B paspaboTke U
YTBEpXAeHUM MuHUCTepcTBOM 3[paBOOXpaHeHMS Pecny6nmku Benapycb
WHCTPYKUMM MO  MEeAMUMHCKOM  NpoguiakTuke OPOHXOMEroYHOW  gucnnasum y
HeAOHOLIEHHbIX HOBOPOXAEHHbIX (No 136-1118 ot 30.11.2018), BHegpeHHON B
KMIMHUYECKYIO MNPaKTUKY YUpeXxAeHWA 34paBooXpaHeHus . MUHCKA WU y4yeOHbIN
npouecc  benopycckoro  rocyfapCtBeHHOro  MeAMUMHCKOrO  YHMBepcuTeTa.
CtopmumpoBaHHasa aBTOPOM MaHesfb M3 88 reHoB, acCoOUMMPOBaHHbLIX C MaTOreHe3oMm
OPOHXO0/MIErOYHOM AMCMNasnui U PeTUHONATUM HeLOHOLUEHHbIX, WUMEeT MNepcreKkTuBy
MPUMEHEHN B  AWArHOCTMKE U MPOrHO3MPOBaHWM  TEYEHUS  HeOoHaTasIbHbIX
natonorni. Takum o6pa3om, paboTa WMeeT He TONbKO (hyHAAMeHTabHOe
3HauyeHWe, HO W 06/1afaeT BbICOKON MNPUKNAAHON LIEHHOCTbIO A5 NPaKTUYECKOW
MeLMLUUHbI 1 34paBOOXPaHeHNS.

MonyyeHHble Manbiwesoin O.M. pe3ynbTaTbl CYLWECTBEHHO PacLUMpSAOT
NPeacTaB/eHUs 0 MOMeKYNApHbIX — MexaHu3max  naTtoreHesa  HeOHaTa/lbHbIX
OCNOXHEHWIA, MOATBEPXKAAKOT POSb  MOJIMFEHHbIX B3aUMOAEWCTBUIA B Pa3BUTUU
CMHOpOMa  [AbIXaTeNbHOro  PacCTpoilCcTBa,  OPOHXONEroYHOW  aucnnasum  u
PETUHOMATUN  HELOHOLUEHHbIX, 0O60CHOBbLIBAIOT  HEOOXOAMMOCTb  FEeHETUYECKOro
CKPVHUWHra Ans cTpaTuukaumm pucka y HeLOHOLIEHHbIX HOBOPOXAEHHBLIX. PaboTa
(hopMMpyeT OCHOBY [Ans pa3paboTKM AMArHOCTUYECKUX MaHened U anropuTtMoB
NPeAUKTUBHON OLEHKN B HeOHaTonormu. ABTOP BMepBble MPOAEMOHCTPUPOBa/IA
BO3MOXHOCTb MCM0/b30BaHUA NGS-TEXHONOMNA A/19 OLEHKU TeHeTMYeCcKoro pucka
B peasibHOIN KIMHNYECKOW npakTuke Pecny6nmku benapyce.

MonyyeHHble pe3ynbTaTbl OMYy6AMKOBaHbl B 14 HayyHbIX paboTax, BKIHOYas
7 cTaTeii B peLeH3MpYyeMbIX W3faHWAX. PesynbTaTtbl WUCCNeA0BaHUA MNpPeACTaB/eHbI
Ha MeXAYHapoAHbIX U pecnybMKaHCKUX HayUYHbIX CeMUHapax, KOHMePeHLMAX.

ABTOp NPoAEeMOHCTpUpOBana BflafeHve COBpPEMEHHbIMU MeToZamMu
MOJIEKY/IAPHON  TeHETUKWN, TrNyboKoe MOHMMaHWe MaToreHeTUYeCKMX MpoLLEeCCOoB,
Hay4yHYIO 3pefniocTb U YMeHue (OPMY/MPOBaTb OPUrMHA/IbHbIE HAy4yHble WAEN WU
[0Ka3bIBaTb NX 3KCMEPUMEHTASIbHO.

Oncceptauma  O.M. ManblweBo  NpeAcTaBnseT  CcOO0M  3aBepLUEHHOe
HayyHOe UCCNnefoBaHVe, COAepXKalllee HOoBble W (PYHAAMEHTA/IbHO  3HAYMMble
pe3ynbTatbl, VMEHLME BaXHOEe TEOPETUYECKOE M MNPaKTUYeCKoe 3HauveHue A1
MeULUMHCKOW TeHETUKW, a ee aBTOp 3aCNyXXMBaeT MPUCYXAEHUA YYEHON CTemneHu
KaHaugata Ouonornyeckux Hayk no cneuuansHoctn 03.01.07 - MonekynspHas
reHeTVKa 3a BblsiB/IeHHbIe Hay4YHble U NPaKTUYeckue pesy bTaThl:

* Brepsble B Pecnybnvke Benapycb npoBefeHa KOMMIEKCHas MONeKynsapHO-
reHeTUYeckass XapakTepucTMKa HeLOHOLUEHHbIX HOBOPOXAEHHbIX CO CPOKOM
rectaumm 28-36 Hefenlb C CMHAPOMOM [bIXaTe/lbHOrO0 PacCTPOMCTBA Pa3/IMUHON



CTEMeHN TSHKECTW, BKIKYaKOWAs aHain3 MoAMMOPGIHbLIX BapuvaHTOB FEeHOB
cUCTeM  Ccyp(akTaHTa, aHruMoreHesa W TKaHeBOro pemMofennpoBaHus, B
pesynbTate KOTOPOW BbISIB/IEHbI MapKepbl PUCKa pasBUTUS U TSXKECTU TeYeHMs
3a00NeBaHUS;

* YCTaHOB/IEHO, 4YTO MOMeKyNnapHble HapyweHua B reHax SFTPB, TGFB1,
MMP9 xapaKTepusyrloTcs pas/iMyHbiM BfIUAHMEM Ha BepPOATHOCTb pPasBUTUSA W
CTEMeHb THXKECTM CUHAPOMA AblXaTe/IbHOro pPaccTpoucTBa Y  HeLOHOLLEHHbIX
HOBOPOX/[EHHbIX pasHoro nosa: nokyc 2660A>G reHa MMP9 densetcs
MapKepoM puUCKa pas3BUTUS OCNOXHeHWa Yy aeBoyek; nokyc -18A>C reHa SFTPB
n nokyc -509A>G reHa TGFB1 accoummpoBaHbl C TAXKECTbHO TeyeHuA
MaTosiorMmn y eBoYeK 1 'y Ma/lb4MKOB COOTBETCTBEHHO.

* OKa3aHO BMNAHME TEeHETUYECKOW W3MeHYMBOCTM GefikoB cypgaktaHTa SP-B
n SP-C Ha pa3BuTue OPOHXONIErOYHOM [AMCMNa3un: MapKepbl PUCKa - FEHOTMN
413CC reHa SFTPC 1 ero KkombuHauus ¢ reteposuroton nokyca 1580C>T reHa
SFTPB-,

* ONpegeneHbl TeHeTUYeckne (akTopbl pUCKa pPeTUHONaTUM HeAOHOLUEHHbIX:
nokyc 2660A>G reHa MMP9 u KomGuHauuMyM NOMMMOP(HBLIX BapuUaHTOB rEHOB
TKaHeBOro pemogenuposadma (MMP2, MMP9, TGFBRIy,

e BrepBble B benapycu npoBefeHO MOMHO3K30MHOE CEKBEHWpPOBaHME Y
HEJOHOLLIEHHbIX ~ HOBOPOX[EHHLIX  C  OPOHXONErOYHON  Aucnniasven n
peTuHonatuei, U C WCMOMb30BaHMEM CHOPMUPOBAHHOW MaHenn u3 88 TreHos,
accoLMMPOBaAHHbIX C MaTtoreHe3oM 3TUX 3ab0neBaHWn, BbIAB/EHbI  pefKue
MOTEHUMANbHO NAaTOreHHble BapuaHTbl (B TOM  4uC/le  HOBbIA  BapumaHT
p.GInlOITer B reHe TIRAP) y paeter C peTUHONaTUe, KOTOpble MOTYT UrpaTtb
onpeaenieHHYHo PO/b B Pa3BUTUM U TAXKECTU TEUYEHNS OCNOXKHEHWS.
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