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(denepalibHOrO roCyXapcTBEHHOTO OK0/17KETHOTO 00pa3oBaTeILHOI0
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rocyaapcTBeHHbIH neAuaTpU4ecKui MeIMUMHCKHI YHUBEPCUTET»
MunucrepcTsa 31PaBOOXpaHEeHUS Poccuiickoi @egepauuu 0

HAYy4YHO-NPAKTHYECKOH LEHHOCTH AMcCepTalMOHHON padoTrel UypiomoBoii
H0nuu  AnexcaHapoBHBl «BbICOKONPOM3BOMMTENLHOE CEKBEHHPOBAHHE B
HEOHATaJIbHOM CKPHHHHIE MOHOTeHHBIX HACJEACTBEeHHLIX OoJie3Heil 06MeHay,
npeacTaBjeHHoll B auccepranuonubiii coser 04.1.001.01 na 6aze ®I'BY
«BcepoccuiickHii UEHTP 3KCTPEHHOH M paJHANMOHHONW MeJHIMHBLI MMEeHH
AM. Huxkudopopay MUC P® Ha coHCKaHHe YYEHOHl CTemeHM KaHIWAATA
MEeIHIMHCKHX HAyK no cnenuajbHocTH 3.3.8. KiimHuyeckas naGopatopHas
AHATHOCTHKA
AKTyaJIbHOCTb TeMbl BbINOJHEHHOMH padoThbI

AKTyaJIbHOCTb TE€MBl JAaHHOTO JHUCCEPTALIMOHHOTO HCCIECHOBaHHS PabOTHI
o0ycioBneHa HEOOXOTUMOCTBIO OINpEAeIeHUs JUATHOCTHYECKOH
MH()OPMAaTUBHOCTH  MOJIEKY/IPHO-TEHETUYECKHX  HCCIEOBAHHN B  KauecTBE
MO/ITBEPXKIAFOIIUX J1aDOpaTOPHBIX TECTOB IPH TPOBEJCHHH HEOHATAILHOIO
CKPHHHHIa MOHOTE€HHBIX HACTECTBEHHEIX Gonesteii 0BMeHa.

B Hacrosmiee Bpems pa3paboTka M BHEAPEHHE BBICOKONPOW3BOAMTEIILHBIX
TEXHOJIOTMH  OLIEHKM  I'€HOMa  IpPH  TEHETUYECKHU-IeTEPMHHUPOBAHHBIX
3200/IEBAHUAX CTAHOBUTCSl AKTyaJbHOW 3amadeil KIMHUYECKOH 1abopaTopHOil
AMarHOCTUKH. JIMarHOCTHKAa HAcJIEJCTBEHHBIX Oosie3Helt oOMeHa ocTaeTcs OMHOM

U3 CJTIOJKHBIX npoﬁneM BBUOY Q)CHOTHHHHCCKOﬁ FE€TCPOrcHHOCTH H



HECTEUU(PUIHOCTH KIMHUYECKUX MPOSIBICHHHM, YTO MNPHUBOAUT K TSKEIBIM
KIMHUYECKUM  MOCHEACTBHAM. MacCoBbIl CKPHHUHT HOBOPOXKICHHBIX HA
HaCIIeACTBEHHEIEe Oone3Hn obMeHa sABnseTcs 3bPEKTHBHOM CTpaTerueii mporpamMmm
3IpaBOOXPaHEHHUs, KOTOPLIH CIIOCOOCTBYET paHHEMY BBIABICHHIO 3a001eBaHUA Ha
AOCHMIOTOMAaTHYCCKOM  3Talle W [PELYNPEeXACHUI PpA3BUTHI CePbE3HBIX
OCIOXKHEHUH. HecMoTps Ha BBICOKYHO UyBCTBUTENBHOCTH H CIEHH(PHUYHOCTS
COBPEMEHHBIX JTaDOPaTOPHBEIX METOJOB, IPHMEHIEMBIX B MPOIPAMMax MacCOBOTO
00Ce0BaHks HOBOPOXKJEHHBIX, MOJOKHTENBHBIN pPE3ylbTaT CKPMHHHTOBOIO
TECTa HE MO3BOJISIET YCTAHOBUTH OKOHYATENIBHBIN JMarHo3 U TpeOyeT NpoBeaeHHMs
MOCNIEAYIOIHUX AUATHOCTUYESCKHUX HUCCITCIOBAHMIA.

B Poccunm B Hacrofmiee Bpemsi IPOBEIEHHE  TOATBEPKIAIOIIUX
1abOpaTOPHEIX TECTOB B paMKaX IIPOrPaMM HEOHATAJBHOTO CKPHHMHTA He
perTaMeHTHpOBaHO. B coderanuy ¢ pacIIMpeHHEM IporpamMMbl 00CIEHOBaHUS
HOBOPOXXICHHBIX, MpoOIeMa OTCYTCTBHsA CIEHNH(HYECKHX  TabopaTOpHEIX
HCCIIEIOBAHUN I MOATBEPXKACHHs 3a00JE€BaHMS NPHBOAUT K 3HAYMTEILHOMY
YBEIHUYCHHIO KOJMYECTBA JIO)KHOIOJIOXKHMTENBHBIX PE3yIbTATOB CKPHHHHIA.
HeoqHo3HaYHOCTE  MHTEpPNpPETAlUy  PEe3yAbTaTOB CKPUHHHIOBBIX TECTOB W
OTCYTCTBHE TIPOTOKOJIOB IIOATBEP)KAAIONIEH OUATHOCTHKH HACIEICTBEHHBIX
Oonesneid oOMeHA MHKTYeT HEOOXOOMMOCTh HM3y4YE€HHMsS W BHEIPEHHS HOBBIX
AHAJINTHYECKHUX METONOB /Ul IOBBILUEHHS 3P(PEKTHBHOCTH CKPHHUHIA JAaHHBIX
3a00I€BaHUH.

MonekynsapHO-TeHETUYEeCKOEe TECTHPOBAHHE HACIENCTBEHHBIX OONe3HeH
oOMeHa fABIAETCA Ba)XKHOH COCTABMAIOUIEH B JMArHOCTMKE HACJEICTBEHHBIX
OonesHeil obMeHa. VieHTH(UKAIMSA MTATOreHHBIX MYyTalMil B TOMO3UIOTHOM MHIIU
KOMITayH/I-TETEPO3UIOTHOM COCTOSIHMH, CBSI3aHHBIX C Pa3sBUTHEM MOHOICHHBIX
3a00/IeBaHui, UCTIONIB3YETCs UL OATBEPKACHUS quarHo3a. Heasuss paspaborka
u OBICTPOE BHEJPEHHE CEKBEHHPOBaHMS HOBOro mokonenus (NGS) B qtuarHocTuky
IFE€HETHMYECKUX HApyIIEHUH CHOCOOCTBOBANM peaH3aldy IMOJHOIK3OMHOIO U
TIOJIHOT@HOMHOI0 CEKBEHHPOBAHHs B paMKax MMJIOTHBIX HPOEKTOB B IIPOrpaMME

HEOHATANbHOIO CKPMHWHIA pasHeIX cTpaH. OpHako Takue (akTopsl, Kak



CIOKHOCTh OMOMH(OpMaTHIECKOl 00pabOTKN JaHHBIX CEKBEHUPOBAHMUS, BHICOKAS
CTOMMOCTh M HEJO0CTAaTOYHOCTh OHOMaTepHasa B BHAE CYXHX MSATCH KPOBH JIJIs
TIOJJTHOT€HOMHBIX MCCIICAOBaHUMN, a TakxKe NMpobieMa HHTepIpPETAllKi BAPUAHTOB C
HEU3BECTHON KJIMHUYECKOH 3HAaUUMOCTBIO CTaBUT 11eJ1ec000pa3HOCTh NPUMEHEHUS
TaKHX IIOAXOM0B B MacCOBOM 00CIIeIOBAaHHH HOBOPOXKIEHHBIX O BOIPOC.

Bce BBHILEH3NOKEHHOE CBHIETEIBCTBYET 00 aKTyalnbHOCTH HU3YyYEHHS M
BHEAPEHHA 3((EKTUBHBIX  AJIrOPUTMOB  JTaOOPAaTOPHOW  JAMArHOCTHKH M
ONTHMM3ALMK  HEOHATAJIBHOTO CKPUHUHITa MOHOT@HHBIX  HACEACTBEHHBIX
OonesHen oOMeHa.

C oroli To4ukM 3peHus, auccepranuoHHas pabora Uypromosoir HO.A.,
HallpaBJIeHHass Ha OLIEHKY W pa3pabOoTKy aJropuTMa HEOHATaJbHOIO0 CKPUHUHTA
MOHOIGHHBIX  HACJIE[ACTBEHHbIX  Oone3Heil ~ oOMeHa:  MYyKOBHCIIH034,
(EHMIIKETOHYpHH M TalaKTO3eMHHM C  HCIIOIB30BAHHEM  TEXHOJIOIHMH
BBICOKOTNIPOM3BOANTEIIEHOTO CEKBEHUPOBAHHS, COOTBETCTBYET YPOBHIO 3ajad,

peuracMbIX B KaHJAUJATCKHUX JHCCEPTAlHAX.

Hayunasi HOBM3HA HCC/IeA0BAHMS H MOJTY4YEeHHBIX Pe3y/bTaTOR

Hayynast HOBM3HA DAHHOTO KOMIUIEKCHOTO HCCIENOBAaHHUS 3aKII0Yaercs B
TOM, YTO BIIEPBBIE [IPOBEJEHA KOMIUIEKCHAs OLIEHKA KPUTEPUEB HHPOPMATHBHOCTH
OHOXMMHYECKOTO CKPHHHHIAa MOHOI€HHBIX HACJICJICTBEHHBIX OONe3Hel oOMeHa Ha
OonpiioM KiuHHYeckoM Marepuane (196217 HOBOPOXAEHHBIX), IO3BOJISIONIAS
OTpEJENINTh JUATHOCTHYECKYI0 3()(EeKTHBHOCTH HUCIOJIB3yeMBIX JIa00OpPaTOPHBIX
TECTOB.

Brnepseie mpoanammsupoBansl myramuu B remax CFTR, PAH u GALT
METOJIOM BBICOKOTIDOM3BOJUTENRHOIO CeKkBeHHpoBaHHI NGS B HEOHATaILHOM
CKPHHUHIC MYKOBMCLH033, (PEHHIKETOHYpPHH W TaJlaKTO3eMHH, HA OCHOBAHUHU
YEro ONpE/ENIeHa YacTOTa OTHE/ILHBIX MYTAallMH B YKa3aHHBIX F€HAX B IONYIIALHAN
Ceepo-3anagHoro peruona PO.

ABTOpPOM yOequTensHo NPOAEMOHCTPUPOBAHA BBLICOKasI

KIIHHHKO-AHArHOCTHYCCKan 3[1)(1)€KTHBHOCTB KOMIIJIEKCHOT O IIPUMCHECHHA



OMOXUMHMYECKHX H MOJIEKY/ISIPHO-TEHETHYECKHX J1ab0PaTOPHBIX METOAOB MpH
MaccoBOM OOCIIEIOBAHUM HOBOPOXK/IGHHBIX HAa MOHOTCHHBIC HACJIC/CTBEHHBIC
OonesHn obmena. BxkmroueHue tapreTHoro cekBeHupoBanus NGS mo3BonseT
OIITUMH3UPOBATH AITOPHTM HEOHATAJbHOrO CKPUHUHIA UL pAaHHEH JTHArHOCTHKH
MOHOTGHHBIX HACJIEICTBEHHBIX Oone3Hel obMeHa.

Ha ocHOBaHMM MHTErpajJlbHOH OLIGHKU IIOTYYEHHBIX JaHHBIX ABTOPOM
BIIEPBBIE IPEIIOKEH HOBBIM METOMOJOTHYECKUH MOAXOJ MAaCCOBOTO CKPUHHHTA
HOBOPOXX/IEHHBIX, BKJIFOYAKOILMI UCIIONb30BaHUE MeToaa cekBeHupoBanusi NGS B
KauyeCTBE IOJATBEP)KIAIONIIEr0 OJTana JHAarHOCTHKH HaC/IeICTBEHHBIX OonesHeil

obMeHa.

3HAYHUMOCTh LISl HAYKH M NPAKTHYECKOH AeATeJbHOCTH MOTy4eHHbIX
ABTOPOM JHCCEPTALMH Pe3yJbTaToB PaboThI

[Tokasana pguarHocTUyeckass 3HAYUMOCTH PACIIMPEHHOTO TE€HOMHOIO
TECTUPOBaHUA i1 BepuUKALMM [AMArHO3a MOHOTEHHOTO 3aboneBaHus IpH
IIPOBEJIEHUN CKPUHUHTOBBIX HCClIenoBaHui. [IpelBapuTENbHO MPOBEIECHHOE
BaymaupoBanue Mmerona tapretHoro NGS cexkBenupoBanus reHoB CFTR, PAH u
GALT nokasblBaeT BBICOKYIO aHAJIMTHUYECKYI) TOYHOCTH U KIMHHYECKYIO IOJIB3Y
JAHHOTO  METOZAa, 4YTO [O3BOSIET  BHEAPUTH  BBICOKONPOU3BOIUTEIHHOE
CEKBECHHUPOBAHHE B INPAKTHUKY HEOHATAIBHOTO CKPHHHHTA HACJEICTBEHHBIX
Oonesnei odmeHa.

Briepsrie IPOBEICHHOE UCCIIEOBAHUE BCel KOAMPYIOLIEH
nocnenoBarensHoctd reHa CFTR, mnossonsiomee onpenensts 6onee 600
M3BECTHBIX MYTAllMH, TOKa3bIBACT BO3MOXXHOCTh HACHTU(QHUIUPOBATH pPEIKHE
MyTallid B TeHOTUIIE OOJBHBIX MYKOBHCIHIO30M, OOYCIOBIHBAIOIIMX OCOOBIE
TPYAHOCTH B IHarHOCTHKE MYKOBHUCLH03a.

ABTOpOM IIOKa3aHa JAUATHOCTHYECKAs 3HAYUMOCTH ONPEHEHCHHS «MATKHX)
mytauuii B redie PAH jns BBISIBIEHHS MAalMEHTOB ¢ runepdeHnIasaHnHeMHel,

IIpU KOTOPOH He TpebyeTcsi Ha3HayeHue JIe4YeOHOro IMUTaHKS.



[TponemoHCTpHpPOBAHO BIIUSHUE reTePO3UrOTHOIO HOCHUTEJILCTBA
natoreHHbix MyTauuii B reHe GALT, a Ttawke MyTamui, XapaKTepHBIX I
Ouoxumuyeckoit dopMbl ranakrozemun [lyapre, Ha INOBBIIICHHE YPOBHS OOIIEH
ranakTo3bl B KPOBH HOBOPOXKICHHBIX. DTH JaHHBIE 000CHOBBIBAIOT BO3MOKHOCTH
U HEOOXOAMMOCTb MOJEKYJIIPHO-TCHETHYECKOIO TECTUPOBAHHS B HEOHATAILHOM
CKpHUHHHIE KJIAaCCUYECKOM IraJIakTO3eMHUH.

3HAYUMBIM JUIS IIPAKTHKH SIBIIAETCS MACHTU(DHUKALUS TeTepPO3UTrOTHBIX
HOCUTENEH NAaTOreHHbIX MYyTalUid B TEeHaX MOHOIEHHBIX HaCJIeJICTBEHHBIX
Oone3Heil OOMEHA, YTO OIpeNeNsieT BBICOKMHA PUCK pa3BUTHUs 3a00NeBaHUS B
MMOCHEAYIOIUX  IOKOJNEHUSAX. OTU  JaHHBIE CIIOCOOCTBYIOT — TOBBILLICHHIO
3(HEeKTUBHOCTH MEJUKO-TEHETHYECKOTO KOHCYIBTHPOBAHUS.

B mHacrosmiee BpeMs NOpHU YBEAWYCHHHM KOJHYECTBA HACICACTBEHHBIX
3a00JIeBaHHUI B MPOrpaMMe MaccoBOro oOcie0BaHUsI HOBOPOXKEHHBIX B Poccuu
pe3yabTarthl AucCepTalMOHHOM paborel YypromoBoi HO.A., mokassIBaroiue
BBICOKYIO  D((QEKTHUBHOCT U  KIMHHKO-JMAarHOCTUYECKYI0  3HAYHUMOCTH
IPEAIOKEHHOTO  JIaDOpaTOpPHOro  aJropuTMa HEOHATAJIbHOTO CKpPUHHHIa C
UCIONB30BAHUEM METO/la CEKBEHHPOBAHHUS HOBOIO MOKOJEHHA, HAWIYT HIHPOKOE
NpHMEHEHHE B MEIMLMHCKHUX YYPEXICHHSIX, MUMEIOIUX B IUTaTe J1abopartopuu
HEOHATaJbHOI0 CKPUHUHTA.

BHenpenne METON0B BBICOKONMPOM3BOAUTENBHOIO CeKBeHHpoBaHHs NGS B
KayeCTBE TECTOB BTOPOTO YpOBHs OyaeT criocoOCTBOBATE KOPPEKTHOMN IHArHOCTHUKE
HACJIEACTBEHHBIX OOJe3Hel oOMeHa, YTO MpPUBENET K CBOEBPEMEHHOMY Hadyaly
1e4eOHO-NPOQHIAKTHYECKUX MEPONPHUATHA W YIYYIICHUIO MPOTHO3a JIaHHBIX
3a00eBaHHUIA.

CdopmynupoBaHHBIE IPaKTHYECKHE pEeKOMEHIAIN UMEIOT
HAyYHO-NMPAKTHYECKYI0 3HAYUMOCTb [JIsl Bpadell KIMHHYECKOH gaboparopHoit

JUArHOCTUKH, TCHETHUKOB, NIEAHATPOB, HEOHATOJIOTOB.



JlocToOBEpHOCTH M 000CHOBAHHOCTH HAYYHDIX MOJIOKEHHIH, BLIBO/I0B,
pexoMeHaanuil c)OpMyTHPOBAHHBIX B JHCCEPTANMHU

ITony4yeHnnsle pe3ynabTaThl, BBIBOABI M PEKOMEHJAAIMM HCCEPTAHOHHOIO
uccnenosanusa Uypromosoit IO.A. oTBewaoT KpUTEPUSAM JIOCTOBEPHOCTH.
HuccepranuonHas pabota npoBeneHa ¢ COOMIONEHHEM STHYECKHX HOPM HAy4YHBIX
HCCEIOBaHUN U 0100peHa 3THYECKUM KOMHTETOM.

CoopmynupoBaHHbIE 1I€Nb, 3aa49H, HAYYHbIC TIOJIOKEHHUS U PEKOMEH ALK
paboThl 00OCHOBAHBI M TOATBEPIKJAAIOTCS MarepuaNaMu JUCCEPTAlUd. BBIBOIEI
0a3upylOTCsl Ha pe3ynbraTax MPOBEASHHBIX UCCIEIOBAHUM M TOTHYECKH BHITEKAIOT
U3 MOCTaBIEHHbIX 3afa4. CTaTHCTHYECKas 3HAUUMOCTb PEe3y/IbTaTOB UCCIIETOBAHUS
obecneyeHa nyOokoil MpopabOTKOH Kak OTEYECTBEHHBIX, TaK M 3apyOexmHBLIX
JUTEPATYPHBIX HCTOYHMKOB, ITOCBSIIEHHBIX M3y4aeMoil mpobieme, MpUMEHEHHEM
COBOKYITHOCTH COBPEMEHHBIX METOJOB COOTBETCTBCHHO II€JIM, 3aauyaM H JIOTHKE
UCCIIE/IOBAHUS, KAYECTBEHHBIM U INIYOOKUM CTaTHMCTHYECKHM aHAIN30M JaHHBIX,
penpe3eHTaTUBHEIM 00bEMOM BBIOOPKH 00CIeTIOBAHHBIX JIHII,

B paGore  wuWcnonp30BaHBl  pe3yasTaThl  obcnemosaHus 196217
HOBOPOXJIeHHBIX. 1I0 pe3ynbraTam npoBeAeHHBIX OMOXUMUYECKHUX HCCIEAOBaHUMI
ObUIO BBIZEICHO 858 HOBOPOKAEHHBIX C MOBBIICHHBIMHU PE3yJIbTaTaMU TECTOB Ha
MYKOBHUCIH/I03, (PEHUJIKETOHYPHIO U raJakTO3eMHI0. MOJIeKyIIpHO-TeHeTHYE CKU
aHaiuM3 MeTonoM cexkBeHupoBaHusa NGS a1g onpenencHus TeHOTUIIA B IeHax
CFTR, PAH n GALT npoBomuics mpH CpaBHEHHHM YETBIPEX TIPYIII: OMBITHOM
TpYIIIbL C TOBBINIEHHBIMH 3HAU€HUAMH OMOXHMUYECKOI0 MapKepa MyKOBHCIIH103a
(264 HOBOPOKIECHHBIX), OIBITHOW TPYNNBl C TOBBIIEHHBIMH 3HAYEHHSIMHU
ouoxumuueckoro mapkepa (GeHwIKeToHypud (80 HOBOPOKIEHHBIX), OIMBITHON
TPYIIIEl C TOBBIICHHBIMUA 3HAUYCHUSAMHU OHOXMMHYECKOTO MapKepa raJaKkTO3eMUH
(514 HOBOPOXXIEHHBIX) M KOHTPOJIBHOH TPYIIIBI 3J0POBBIX HOBOPOXIEHHBIX C
HOPMAaJbHBIMH  3HAuUEHHSAMM  OHOXMMHMYECKHX MAapKepOB  MYKOBHCIHI03a,
denunkeTonypun 1 ranaktozemMu (110 HOBOPOKIEHHBIX ).

Craructuyeckasi 3HAYUMOCTD MOTYYEHHBIX JJAHHBIX HE BBI3IBAET COMHEHHIA.

ITo marepuanam guccepraluu onyonukoBaHo 13 Hay4yHbIX paboT, B TOM 4YucIe 3 -



B PEUEH3HPYEMBIX  HAy4yHBIX JKypHajlax, pPeKOMEHIOBAHHBIX  BrIcmieii
aTTECTAllHOHHON KoMHccHed MuHHCTepcTBa 00pa3oBaHus M Hayku Poccuiickoit
@enepauuu 1 OMYOIMKOBAHUS OCHOBHBIX PE3YIBTATOB JIUCCEPTAMOHHEIX
ucciuefoBanud 1Mo cmenuansHocTH  3.3.8.  KimmHuueckas — nmabGopaTtopras
OUarHoCTHKa. B omy0nuKoBaHHBIX paboTax B MOJTHOM MEpe M3JI0KEHBI OCHOBHBIE

ITOJIOXKEHHS AUCCEPTAIHH.

OO0mas xapakTepucTHKa padoThl

Hducceprauus NOCTpOEHA MO TPAAMIMOHHOMY IUIaHY M COCTOUT M3
CIIEAYIOUIMX Das3/ie/ioB: BBEAEHUE, 0030p IHTepaTyphl, raBa «Marepuansl u
METOZBI MCCIIEAOBaHui», IaBa «Pe3ylnsTaThl UCCIENOBAHHA B MX 00CYXKICHUEY,
3aKJIFOYEHHE,  BBIBOABI,  NPAKTHYECKHE  PEKOMEHMALMH,  IEePCHEKTHBEI
JaJIbHEHIIeRn pa3pabdOTKH TEMbl, CIHMCOK COKPAIEHHH, CIHCOK IUTUPYEMOM
nuteparypsl. Jluccepranus usnoxkena Ha 105 crpanunax, conepxur 40 pucyHkoB
u 21 tabnumy.

Bo  BBenzeHMHM  H37IOKEHa ~ AKTyalbHOCTh  TEMBI  HCCIIEOBaHUS,
OXapaKTEpPU30BaHAa HOBU3HA M IpaKkTHYecKas 3HAYAMOCTh IPOBEIEHHOIO
MCCIeIoBaHuA, C(HOPMYIHPOBAHBI LEAb W 3a/laid HCCICIOBAHHS, OCHOBHEIE
I10JIO’KEHHUS, BHIHOCUMbIE Ha 3aIllUTY.

OO630p sMTEpaTypsl COOTBETCTBYET TEME HCCIEIOBAaHHUS M CONEPIKUT
Mpo(eCCHOHANBHO TIPOBEJCHHBIH aHAJIM3 COBPEMEHHBIX MPEICTABIECHUN O
pPacnpoCTPaHEHHOCTH HACICACTBEHHBIX Oone3Hed oOMeHa M MOAXONOB K
JUATHOCTUKE JAHHOH Trpymnsl 3aboseBaHul. ABTOPOM OINMCAHBI Pa3INYHEBIE
MOAXOABI B INPOrpaMmax MacCOBOIO OOCHEIOBaHHS HOBOPOXKICHHBIX Ha
MYKOBHCUHMI03, (EHMIKETOHYPHUI0O M TajlakTo3eMuIo. [IpoaHaIu3upOBaHbBI
JIUTEPATYPHBIE JaHHBIE O COBPEMEHHBIX JIAOOpaTOPHBIX METOAAX HEOHATAILHOIO
CKPHHUHTIA, BKJIIOYAIOIMX OLEHKY OHOXMMHYECKHX MAapKepoOB, METOI0B
TaHJEMHOW MAaCC-CIIEKTPOMETPHH M MOJEKYISPHO-TeHETHYECKOT0 aHaJIM3a.
IloguepkHyTBl NMPEMMYLIECTBA METOAA TApPreéTHOTO BBICOKOMPOH3BOANUTEILHOIO

CCKBECHHPOBaHHuA JId HOHACHOCTHKH HaCICACTBECHHBIX 3a00JICBaHUA. O630p



HAMKUCaH XOPOIIMM JMTEPAaTypHBbIM A3BIKOM M OXBATHIBAE€T JOCTATOYHO IIHPOKMIA
criekTp JaHHbIX. OTmedeHo, 4Yro B Poccum [0 Hacrosliero BpeMeHU
MO-TIPE)KHEMY  HE  pEUIeHbl  BONPOCH  MHOATBEPXKAAIONICH  JHATHOCTHKH
HCOHATAJIbHOIO CKPHHMHIA, YTO JENacT aKTyaJbHBIM M BOCTpPeOOBAaHHBIM
IPOBEJEHHE HACTOSALUEIO JUCCEPTALMOHHOTO HCCICI0BaHMU.

Bo II mase, mnocBsumeHHON MaTepuanaM M METOAaM, MOAPOOHO
NPEACTABIEH JM3aiH HCCIENOBAHMS M XapaKTEPHCTHKA HCCIEeIyeMbIX TpYIIIL,
IIPUBE/ICHB] Y€TKUE KPUTEPHUU BKIIIOUEHUSI/HCKIIIOUEHUSI, OMTHCAHBI HCIIONIB3YEMbIE
naboparopHBIE METONBl C yKAa3aHHWEM TPOM3BOAMTENIEH TECT-CHCTEM U
00opyaOBaHus, AETANBHO ONMCAHBl CTATUCTUYECKUE METO/IBI, IPUMEHIEMBIE MIPH
00paboTKe pe3ylsTaToB HcclefoBaHMsA. [loxpoOHO OIMHCaH IIPeIOoKEHHEIH
QJITOPUTM HEOHATAJIbHOIO0 CKPUHHUHIA C BKIIOUEHHUEM BBICOKOIPOU3BOAUTEILHOTO
CCKBEHHPOBAaHHS B KAa4eCTBE IIOATBEP)KAAIOIIECr0 3Tala TECTHPOBAHMA,
IpeACTaBIeHa CXeMa aJIrOpUTMA.

Tperss rmaBa nmocesuieHa 00CYKISHUIO PE3yJIBTATOB UCCIIEI0BaHMs. B Hell
IIPEJICTABIEHbl  PE3yAbTaThl OLIEHKH JUAarHOCTHYECKOM MH(POPMATHBHOCTH
OMOXMMMYECKHX  TaDOpaTOpHBIX  MapKepoB, HCIIONB3YEMBIX B  paMKax
CTAaHJApTHOIO aJrOpUTMa HEOHATAJILHOTO CKPHUHMHIA. YCTAHOBJIEHO, YTO
OHOXHMHYECKHE MapKephl MyKOBUCIU/I03a H (EHWIKETOHYPHH XaPaKTEPU3YIOTCS
BBICOKMMH  TIOKA3aTEISAMH YYBCTBUTEJIBPHOCTH H CHELM(PUYHOCTH, MapKep
raJlakTO3eMHH  MMEET  HHM3KYID  YYBCTBUTEIBHOCTH.  [loka3aHo,  4TO
OMOXMMUYECKHUE TECTBI, HCIIONB3YEeMbIX B  HEOHATANIBHOM  CKPHHUHTE
MYKOBHCIIH/103a, )EHUIKETOHYPHH U T'aJJaKTO3EMHUHU, XapaKTEPU3YIOTCS HU3KHMHU
NOKa3aTeIsAMHU IIPOTHOCTUYECKON I[EHHOCTH ITONIOKUTENBHOTO pEe3ylabTaTa, 4TO
NPUBOAUT K IOAYYEHUIO OOMBIIOTO KOJWYECTBA JIOXKHOIMOIOKHUTETBEHBIX
pesynsraroB. OnpeneneHsl ONTHMAaIbHbIE TOPOroBble 3HAYECHUST OHOXHMHYECKOTO
MapKepa MYKOBHUCLHI03a - UMMYHOPEAKTUBHOTO TPHIICHHOTEHA, IOKA3aHO, 4TO
HapylwIeHHe  NPEaHAJIUTHYECKOro  STarna [pd  [OpPOBEACHHH  IOBTOPHOIO
TECTHPOBAHUS MMMYHOPEAKTHBHOIO TPUIICHHOTE€HA CIOCOOCTBYIOT YBEIWYEHUIO

JJOXKHOIOJIOKHUTCIIBHBIX ~ PE3VYIILTATOB CKPHHHHIa Ha MYKOBHCIHOO3. ITo



pesyabraram uccinegoBanuss  paspaboran W HaydHO — 00OCHOBaH
KITMHUKO-1ab0paTOPHBI aJTOPUTM HEOHATAJIbHOIO CKPHHHHTA MYKOBHCIIHIIO3a,
(EeHMIKETOHYPHH M raJaKTO3eMHH C HMCIONB30BAHHEM METO/Aa CEKBEHHPOBAHMSA
NGS B xauecTBe IOATBEPIKJAIONIETO 3Tana JUATHOCTHKH. ABTOPOM ITOKA3aHEI
NPEUMYIIECTBA  MPEIJIOKEHHOTO ~ alrOpuT™Ma [yl MacCOBOTO CKPHUHHHIA
MOHOTEHHBIX HACIIEACTBEHHBIX O0JIe3HelH 00MeHa.

HeobxonuM0O OTMETHTH XOpPOLIYI0 HAMNSAHOCTH MATepHaia: Pe3ysIbTaThl
PEICTABIEHEl B BUJE TaOMHI[ U PHUCYHKOB, KOTOPHIE OXBAaTHIBAIOT BECh MACCHB
MOJNYYEHHBIX HaHHBIX. OOCYKIeHHE pPEe3yIbTaTOB H3JIOXKEHO MOCIEI0BATEIBHO,
COIEPIKUT COIOCTABJIEHHE IONYyYEHHBIX PE3YIBTaTOB C JAHHBIMU JIUTEPATYPHI U
coOcTBeHHbIE 000CHOBAHUS aBTOpA.

BeIBO/IBI M IIPAKTHUECKUE PEKOMEHAALMH, CACTaHHbIE aBTOPOM, MOTHOCTHIO
COOTBETCTBYKOT  IOCTaBJIECHHBIM  3aJadaM ¥  TOJYYCHHBIM  pe3yJIbTaram
MCCIEOBAHUs, XOpOIIO OOOCHOBaHBI M JIOTMYHO BBITEKAIOT M3 OCHOBHOTO
COAEP KAaHUS IUCCEPTALIMOHHOMN paboOTHL.

Apropedepar  muccepTalMM  IIONHOCTBIO  OTP&XKaeT  Pe3yJILTaThl
BBIIIOJIHEHHOM pabOThI, pACKPHIBAET OCHOBHBIE IIOJOXKEHHS IPOBEIECHHOTO
uccnenosanus. Juccepranus U asTopedepar MO CTPYKTYpe U O(OpPMIIEHHIO

COOTBETCTBYIOT TpeboBaHusM BAK.

3H2YMMOCTD MOJIYYECHHBIX COMCKAaTe/IeM Pe3yJIbTATOB /ISl PA3BUTHSI
KJIMHHYeCKOMH J1a00paTOPHOH IHATHOCTHKH
3HaYMMOCTh  JHCCEPTALMOHHOrO  HccienoBaHus  Uypromosod  HO.A.
ONPEJEIIAETCS TeM, 4YTO IONyYEHHbIE TaHHbIE PACIIUPSIOT TPEICTABIEHHE O
JINArHOCTUYECKOI 3HAYUMOCTH IPUMEHCHHS TEXHOJIOTHU
BBICOKOIIPOHM3BOAMTEILHOTO CEKBEHHPOBAHUS B KauyeCTBE IIOATBEPXKIAIOIIETO
JTana JUArHOCTUKU HACJIEICTBEHHBIX Oojie3HEH oOMEHa, a TakK)Ke yKa3bIBaloT Ha
HEOOXOOMMOCTh JaNbHeHIIero u3ydeHus: BosmMoxkHocteii NGS cexBeHHpOBaHHs B
CKPUHMHIE APYTUX 3a00JeBaHMM, BXO/SIIIMX B COCTaB MAacCOBOTO 00C/I€OBaHUSs

HOBOPOXIACHHBIX.



npaKTl’IHeCKaH LHEHHOCTB HCCIICAOBAHMA OGYCHOBJICI-IEI o0ocHOBaHHEM
KOMITJICKCHOTO JUAarHOCTHYCCKOro aJropuTtMa C IMpuMCHCHHEM OMOXUMHUYIECKHX H
MOJCKYIAPHO-TEHETUUCCKHX MAapKEpOB B IIporpamMMax CKpPHHHHIAa MOHOI'€HHBIX

HACJIEACTBEHHBIX 00Jie3Hel obMenHa.

PexoMeHIaU MK O HCIOJIL30BAHUIO PEe3YAbLTATOB H BHIBOJOR
AUCCEePTALMOHHOM padoTsI

Pesynprarel MCCIENOBaHUSA MOTYT OBITH HCIIONB30BaHBI B MPAKTHYECKOM
NEATENBPHOCTH J1ab0paToOpuii HEOHATaNbHOTO CKPUHWHTA MEIMKO-TeHETHYECKUX
LIEHTPOB, Bpayei-IeHETHKOB, MNEAMATPOB, HEOHATOJIOTOB, & TaKXKe B Yy4ueOHOM
IIpoLeCcCe Ha 3aHATUAX CO CTYyNCHTAMH, OpAMHATOPAMH, ACIIHPAHTaMH, BpadaMu
KITMHHYECKOH J1abOpaTOpHON QHAarHOCTHKM, MaTepuaiax JIEKIIHH ¥ CEMHHApPORB 110
cnienuaibHOCTH «KimuHuueckas nabopaTopHas JHATHOCTHKAY.

Pe3ynbraTel HCCIENOBAaHHSI YCIELIHO BHEIPEHbI B MPAKTHKY pPabOTEI
onoxumuueckonn  naboparopun CII6 T'KVY3  «llmarHoCTHYECKHMH  LIEHTP
(MEAMKO-TeHETHUECKUI)», a TaKKe HCIONb3YIOTCS JUIS TEOPETUYECKOH U
[PAKTUYECKOM IOATOTOBKM MEJUIIMHCKUX KaJPOB Ha J0- U IMOCTAUIIIOMHOM
ypoBHE Ha Ka(eape ynadbopatopHOd Memuuunbel U renetukd OIBY «HMMUILL um.
B.A.Anmasosa» Munsgpasa Poccnmu, B mporpammax oOydeHus Kadeaps
KJIIMHUYECKON 1abopaToOpHON AMArHOCTHKH, OMOJOTHYECKON B OOIIeH XUMHH HM.

B.B. Coxonosckoro ®I'bY BO C3I'MVY um. .M. Meunukosa (Cankt-IleTepOypr).

3amMeyaHus o padorte
[IpunuunuanpHBIX  3aMEUaHMH [0  CYWIECTBY  JIHCCEPTALMOHHOIO
UCCIEIOBAHMS M €ro AW3aiHy, B TOM 4HuCle 10 OGOPMICHHUIO AUCCEPTALIHOHHOM
pabotel 1 asropedepara Uypromosou FO.A. Her. B pabore umerorcs eInHUYHBIE
CTHJIMCTHYECKHE H opdorpauyecKkue IMOTPELIHOCTH, KOTOPHIE HE BIHSIOT Ha

HaY4YHYIO HEHHOCTE MPOBEACHHOIO UCCIIEIOBaHHA.



3aknouenue

Hucceprauuonnas pabora Yypromoso# Ommum AnexcaHApoOBHBI Ha TeMy
«BBICOKOTIDOM3BOAUTENFHOE CEKBEHUPOBAHME B HEOHATAIBHOM CKPUHHHIE
MOHOTCHHBIX HACICICTBEHHBIX Oone3Hed oOMEHa», BBHIIOIHEHHas Ha kadeape
1a0OparOpHOH MEAWIWHBl C KJIHHHKOH (peaepansbHOro  ToCYAapCTBEHHOTO
O10mKkeTHOTO yupexaeHus "HaunoHaTbHBIT MEIUIUHCKHN HMCCIEI0BATENIbCKHIH
ueHtp umenu B. A. Anmazosa" MuHucTepcTBa 3apaBOOXpaHEHHs Poccuiickom
Denepauuy, M0J pPYKOBOACTBOM JOKTOpa MEIHIMHCKHX Hayk mpodeccopa
Bapunosoil TaresHbl BiaguMUpOBHBI, NPEACTABICHHAS K 3alllUTE Ha COMCKAHUE
YYEHOW CTENEeHM KaHaujaTa MEQHIMHCKMX HayK Mo chenuanbHoctd 3.3.8.
Kiunnueckas nabopaTtopHas JUAarHoCTUKA, SIBJIAETCS 3aKOHYEHHOH
Hay4YHO-KBAJIU(MKAIIMOHHOH pPabOTOH, B KOTOPOH pelIeHa akTyalibHasi Hay4Has
3a7laya — pa3paboTaH M Hay4yHO OOOCHOBAH AJITOPUTM HEOHATAIBHOIO CKPHHHHIA
MOHOT€HHBIX HACJIeICTBEHHBIX Oonesnei obmeHa: MYKOBHCLIHJ1034,
(EHWIKETOHYpHMM W TaJakTO3eMHUM C  KCIOJB30BAaHHEM  TEXHOJOTHH
BEICOKOIIPOM3BOUTENBHOrO cekBeHupoBaHusa (NGS), 4To HMeeT CyIeCTBEHHOE
3HAYEHWE JUIS KIMHUYECKOM MEOUIMHBI W KIMHUYECKOW 1abopaTopHO
JUArHOCTHUKH.

ITo cBoell akTyaabHOCTH, 0OBEMY BBLINOJHEHHBIX UCCIIEIOBAHUIM, HAYYHOH
HOBH3HE U IIPAKTHYECKOH 3HAUMMOCTH IIPEJCTaBICHHAs paboTa COOTBETCTBYET
TpeboBanmsam nn.9-14 «[lonoxkeHuss o NPHCY)KACHHHU YYEHBIX CTEMEHE,
yrBepxkaeHHoro [loctanosnennem Ilpasurenscrea PO «O nopsiake npucyskaeHms
yueHbIX creneHen» oT 24.09.2013 r Ne@42 (B aeHCTBYIOIIEH pemakiiuu),
MpeaBABAAEMBbIM K JUCCEPTALIMAM Ha COMCKaHHE YYCHOH CTENeHu KaH/IuiaTa HaykK,
a ee asrop, Yypromosa IOmust AJsieKCaHIPOBHA, 3aCIY)KHBACT IIPHCYKIECHHS
HCKOMOH Y4YEHOH CTEleHU KaHAHJaTa MENUIHHCKHUX HayK I10 CIICHHAIBHOCTH

3.3.8. Kiinanueckas naboparopHas JUarHOCTHKA.



Or3piB Ha guccepranuo YypromoBoit IOnuu AnexcaHapOBHBI 3aCITyIlaH,
00CYXKJICH M YTBEpXKJIEH Ha 3aceJaHWM Ka(eapbl KIHHUYECKOH IabopaTopHOM
IUATHOCTHUKH (PeAepanbHOr0 roCyJapCTBEHHOrO OIOMKETHOTO 00pa30BaTEIbHOIO
y4ypexaeHnus Beiciiero obpaszoBanus «Caskr-IlerepOyprekuii rocymapcTBeHHbIH
NeIUAaTPUYECKUN MEIUUUHCKUA YHHBEPCHTET» MMUHHCTEPCTBA 3IPaBOOXpPAHEHHS

Poccuiickoii ®exepauun, mpotokon Ne/ot «gf&f /¢ 2023 r.

3apenyromui kahenpoit KITHHUYIECKOMH
1ab0OpaTOPHON THATHOCTUKU
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