OT3bIB
Ha aBTopedepar gucceprauuu Yypromosoii FOunu AnexkcaH/IpoBHbI
«BBICOKONIPOU3BOAMTEIbHOE CEKBEHUPOBAHUE B HEOHATAJIHLHOM CKPMHUHTIE
MOHOI'€HHbIX HaCJIeNCTBEHHbIX 00JIe3Hel oOMeHay,
IpeacTaB/JICHHON HA COUCKAHNE YUYEeHO! CTelleHH KAaHAHAATA MeIUIHHCKUX HAYK
no cnegnanbHocTu 3.3.8. - Knunuyveckasi iaboparopHas IMarHOCTHKA

Hacnencreennsle Oone3nn obmena (HBO), npu xoropeix chermmduueckue
dbepMeHTaTHUBHBIC neeKTsI IPENSITCTBYIOT HOpPMAaJIbHOMY MeTabonu3My
OMOXUMUYECKUX BEIIECTB B OpraHu3Me, MPEACTaBISIIOT COOOH  CEephEe3HYIO
MEIUIMHCKYI0O W COLMAIBHYI MpobiaeMy Ajis COBPEMEHHOTO 3ApaBOOXPaHEHUS.
N3BectHO yxe 6omee 500 pasmuunbix HBO, xapakTepu3yronuxcs MyITHCHCTEMHBIM U
NOJIMOPTAHHBIM IOPAXKEHUEM, KIMHUYECKMM ¢ TEHETHYECKHUM IMOIHUMOP(OHU3MOM, U
SABIAIOIIUXCA Hanbosiee paclpoCTpaHEHHOW MPUUYMHONW CMEPTH JETEH Ha MEpBOM TOIY
YKH3HU, THO0 MPUBOAAIIUX K JalbHEHIIeH HHBaNHAR3aK. [103THIS TUarHOCTHKA 3THX
3aboyneBaHui, MHOTHE M3 KOTOPBHIX MOANAIOTCSA JIEYCHUIO, MPUBOMUT K HEOOPATHMBIM
OoCJIeACTBUAM. BO MHOrux crpanax, B TOM uucie u B Poccuiickon Denepauuw,
IIEJbI0 MaKCUMaJIbHO paHHero BwisiBieHusi HBO, ocymiecTBnsroTcss HaluOHANIBHBIC
MEIUIIMHCKHAE IIPOrpaMMBbl, MpeaycMaTpUBAIOIINE IPOBEJEHUE MACCOBOI0 CKPHUHHHTA
HOBOpOXIeHHbIX. B Poccun maccoBeiii HeoHartaibHbId cKpuHUHT ¢ 2006 roma (B
paMKax MPUOPUTETHOTO MPOEKTa «3I0POBBEY») OBUT PACHIMPEH A0 5 HACIEICTBEHHBIX
3abonmeBanHuii, a ¢ | suBaps 2023 roma AOMOJHUTENIHHO MPOBOAUTCS HCCIEHOBAHUE
METOJIOM  TaHJIEMHOM  MacC-CIIEKTPOMETPHH  OHOXMMHYECKUX  MapKepoB 36
3a00JIeBaHUM, JIJIs1 KOTOPBIX pa3paboTaHbl U YCIEUIHO MPUMEHSIOTCSI CXEMBI JICUCHHUS.

[Ipu mpoBeNEHUM CKPUHMHIAa OTMEUAeTCs JIOCTATOYHO BBICOKUH IIPOIEHT
JIO)KHOIIOJOKUTENBHBIX PE3YJIbTATOB, CIOKHOCTY, BO3HHUKAIOUIUE IIPH HHTEPNPETALNH
HEOTHO3HAYHBIX PE3YNBTaTOB OHOXMMHYECKUX TECTOB, HEOOXOAMMOCTH MPOBEICHHUS
MOATBEPKAAIOMHNX, Ooyiee CHerUUYHBIX TECTOB, a TaKXKEe OTCYTCTBHE CIUHBIX
IIPOTOKOJIOB MOATBEPIKAAIOIIEH AUArHOCTUKH, CO3al0T HEOOXOOUMOCTh ONTHMU3AIUN
aJITOPUTMOB HEOHATAJIBLHOIO CKPUHUHI HACJEICTBEHHBIX 3abojieBaHuil. B cuiry aroro,
auccepTralMoHHas pabora UYypromoBoit IOmmu AnekcaHIpOBHBI, IOCBSIICHHAS
pa3paboTke M oOueHke d((EKTUBHOCTH alNropuTMa HEOHATAIBHOTO CKPHUHHHTA
MOHOTEHHBIX HACJIECTBEHHBIX 00Jie3HEeH 00MeHa: MyKOBUCIHI03a, PEHUIKETOHYPHUH U
TaJIaKTO3EMUH U HCIONB30BAHHUEM  TEXHOJNOTUH  BBICOKOIPOU3BOAUTEIHLHOTO
cekBenupoBanus (NGS) B momynsiuu HoBopoxaeHHbIX B CankT-IleTepbypre, sapisercs
aKTyaJIbHBIM HCCJIEIOBAaHUEM.

B pamkax nuccepranuoHHOro uccuenoBanusi UypromoBon [O.A. BmepBbie B
Poccun Ha OoinpiioM KIMHHUYECKOM Marepuane (196217 HOBOpPOXKIEHHBIX) IpOBeIeHA
ormeHka 3()PEKTUBHOCTH MPOTpaMMbl HEOHATAJBHOTO CKPHUHUHTA Ha MYKOBHCIIHAO3,
(EHUITKETOHYPHIO U TaJIaKTO3EMHUIO, [TPOBOJMMBIX II0 CXEME JBYKPATHOTO ONpEIEICHIS
COOTBETCTBYIOUIHX Onoxumuaeckux mMapkepos (MPT1/UPT2, DAT/DA2, TAO1/TAO2).
[TpoBenen pacder KpuUTepueB MHOOPMATHBHOCTH MPOTOKOJIOB CKPHMHHUHIA, TAKHX KaK:
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9yBCTBUTEIBHOCTD, CIELHU(PUYHOCTD, IOJOKUTEIbHAS TPOrHOCTHYECKAs LIEHHOCTD,
OTpHLATENbHAsT IPOTHOCTUYECKAs LEHHOCTh, IOJIOKHUTENPHOE M OTPULATENIEHOE
OTHOILIEHUE IpaBIOMNOA0OHs. ABTOpPOM BIEpPBbIE B paMKaX CKPHHHHIA ITPOBEAEHO
uccnenoBanue  Mytaquii B remax CFTR, PAH wu GALT MetomoMm
BBEICOKOIIPOM3BOIUTENILHOIO CEKBEHHpOBaHWs. IIpoBeneH aHamM3 49acTOT M CIEKTpa
OTIENBHBIX MyTallMi YKAa3aHHBIX TeHOB B momyisiiuu CeBepo-3amagHoro peruona Pd.
OCylIecTBIIEH CPABHUTENBHBIN aHAIW3 aIrOPUTMOB JIMAarHOCTHKH MYKOBHCIIHIO3a,
(EHIIKETOHYPUH M TAaKTO3EMHHU C IMPUMEHEHHEM HCKIIOYUTEIHFHO OMOXHMHYECKUX
WIH XK€ KOMIUIEKCa OHOXHMHUYECKHX/MONEKYSIPHO-TEHETUIECKHX METOIOB CKPUHHHTA
HOBOPDOXIEHHBIX.  ABTOPOM  JOKa3aHO, YTO  HCIIOJIb30BAHUEM  TapreTHOTO
MYJIETHUIIIEKCHOIO aHaln3a I'eHOMa C HCIONB30BaHUEM MeEToAa CekBeHuposaHusi NGS
IIO3BOJIIET MUHUMH3UPOBATh JIOXKHOIIOJIO)KUTENIBHBIE PE3yNbTaThl OMOXHMMHUYECKUX
TECTOB 0€3 CHIDKEHHS KIMHUYECKOW UYYBCTBUTENBHOCTH, UYTO IOAYEPKUBACT
B3aUMOJIOIIONHAEMOCT, OOOMX METOAOB NPH IPOBENECHUM JUArHOCTUKHU. BriepBnle
pa3paboTaH alIropuT™M M TIOKa3aHa Meaeco00pa3HOCTh WUCIONB30BAaHUS METOMda
BBICOKOIIPOM3BOIUTEIBHOTO CEKBEHUPOBAHUSA B MPOrpaMME HEOHATAILHOTO CKPUHUHTA
MOHOT'E€HHBIX HaCJeICTBEHHBIX 00Jie3Hel 0OMeHa.

B nmenom, pabora UYypromoBoir HO.A. BHIIONHEHA C HCHOIB30BAaHHEM
COBPEMEHHBIX  BBICOKOYYBCTBUTEJIBHBIX M HMH(DOPMATUBHBIX JITAOOPATOPHBIX U
TEHETHYECKUX TEXHOJNOTUH, METOJOB OHOMH()OPMAIIMOHHOTO M CTATHCTUYECKOTO
aHaJIu3a, HEOOXOOUMBIX IS pealu3alldd IIOCTABICHHOW IIeJIM HCCIIEeTOBAHMSI.
[Tomy4yeHHsle pe3ynbTaThl MPEACTABIAIOTCS JOCTOBEPHBIMH, Onaromaps OOIIMpHON
BBIOOpKE M OONBIIOMY OOBEMY OSKCIEPHMEHTATBHBIX MOJEKYISIPHO-TEHETUUECKUX U
OMOXMMHYECKUX HUCCIEeOBAHUHN, BBHITIOJHEHHBIX JTUYHO aBTOPOM. ABTOPOM PEIICHBI BCE
IIOCTaBIEHHBIE B paboTte 3amaun. ABTopedepar HamucaH JOCTYITHO, COACPIKUT TaOIHIBI
U PUCYHKH, HOAPOOHO M HANAJHO WUIIOCTPHUPYIOMIME pPE3YNbTaThl HCCICTOBAHHU.
ABTOopedepar  NOJHOCTBIO  OTpakaeT  OCHOBHBIE  ACIEeKThl  BBHITOJHEHHOI
JUCCEPTALMOHHON paboThI, 110 pe3y/IbTaTaM KOTOPOi onmyOnukoBaHo 13 HaydHBIX padoT,
Cpellu KOTOPBIX 3 CTaTbH B JKypHaJax, yaosieTBopsromux Tpeboanusim BAK MOH P®
JUIS COMCKATENEel YYEHOM CTEeNEHU KaHIuJaTa HayK. Pe3ynbTaThl HCCIIeNOBaHUS OBLIH
JOJDKHBIM 00pa3oM TMpPEACTABICHBI W BCECTOPOHHE OOCYKIEHBI Ha Pa3IHYHBIX
Poccuiickux ¥ MeXIyHAapOAHBIX HayuHbIX (opymax. CremaHHBIE aBTOPOM BBIBOJIBI
JIOTHYHBI, apTyMEHTHUPOBAHBI, KOPPEKTHB U 00OCHOBAHBI PE3yNbTaTaMU COOCTBEHHOTO
UCCIIECIOBaHUSI M NPOBEJEHHOIO aHaju3a. Pa3paboTaHHBIM alropuTM U JIAHHEIE,
MOJIyYEHHBIE IIPH BBIIOJIHEHUU JAMCCEPTALIMOHHOTO HCCHENOBAHMS, MOTYT OBITh
HCIIONIb30BAHbl OpPraHAMM YIPAaBICHUS 3APABOOXPAHEHHEM M MEIUKO-TCHETUYECKHMHU
cayxbamu cyObexToB Poccuiickoit ®enmepanuu A ONTUMM3AIUK  THATHOCTHKH
HaCJIEICTBEHHLIX O0Ie3HeH 0OMeHa.

Takum oOpaszoMm, aHanus aBTopedepara TO3BOJIIET yTBEPXKIaTh, dTO
OUCCEpPTALIMOHHAS pabora YypromoBoi [Onun AnexcanipoBHBI
«BBICOKOIIPOM3BOAUTENEHOE  CEKBEHHUPOBAaHME B HEOHATalbHOM  CKpPUHHUHTE
MOHOTE€HHBIX  HACJENCTBEHHBIX  Ooyie3HEH  OOMeHa»  SBIIETCA  3aKOHYEHHOM
Hay4YHO-KBATH(MUKAIIMOHHON paboOTOM, HANMpaBIEHHOM Ha pelIeHUue aKTyaJbHOMH
HAay4YHOM 3aJauu, UMEET HAyYHOE U MPaKTUYECKOE 3HAYEHHUE [JI1 MEIUIIMHCKON HAayKH,
7a00paTOPHOW MEIULIMHBI, MPAKTHUYECKOTO 3[APaBOOXPAHCHUSA, PACHIMPAET 3HAHUSI O



OMOXMMHYECKOH U MOJEKyISpHOL npupoje OosesHeidl oOMeHa, COOTBETCTBYET
Tpebosanusam mm. 9-14 «Ilonoxenus o mopsimke NPUCYXXIEHUS YYEHBIX CTeleHei)
(ocranosneHue IlpaBurtensctBa Poccuiickoi QOenepaunun ot 24.09.2013r. Ne842 ¢
HOCNIENYIOIUMH PEIaKIUAME), NPEIbSBISEMBIM K IUCCEPTALMAM Ha COHCKaHUE
YYEHOH CTCNECHN KaHAWJaTa HayK, a ee aBTop 3aclyKUBaeT HPUCYXKICHUS yHCHOMH
CTCICHM KaHAuAATa MEIOULMHCKUX HayK II0 cneumanbHocTd 3.3.8. - Knuauueckas
nabopaTopHas JUarHOCTHKA.

Cornacen Ha c6op, 06paboTKy, XpaHeHHe U IMepefady MOMX MepPCOHANBHBIX
JNaHHBIX B pabore nuccepramuoHHoro cometa 04.1.001.01 Ha 6a23¢e ®OIBY
«BcepoccuiCKHM IEHTP SKCTPEHHOM M palHMaliOHHOW MENMUMHBI HMeHH A.M.
Huxudopora» MUYC Poccun.

3aBenyromuii 061aCTHOI HAYYHO-TPAKTHIECKOI n1aboparopueit
AHK-Irar1ocTuky rocy 1apeTBeHHOTO GFOKETHOTO yUpEkK IeHHS
3apaBooxpanenus HoBocubupcekoii o6nactu

«I"opojickas KnuHIYecKas 6opHHLA Nely,

3aciyKeHHbI} paGOTHHK 37paBooXpaHeHust Poccuiickoit Denepaunn,
KananjaaTr MEAUUMHCKHX HayK, 4wi.-kopp. PAEH N7

e-mail: mab2000@mail.ru , MacieHHUKOB
/-?v’/ &
Y (Ve Apxanuit Bopucosuy
«04» oexabps 2023 e.

HanHble 00 opraguzaimu;

I'ocynapcTBeHHOE OrOMKETHOE yapexaeHue 3apaBooxpanenust HoBocuOupckoi
obnactu «I'opojcKas KITHHUYECKas! oospHuLa Noly

630047, HoBocubupck, 3anecckoro .6

Ten./dakc: 8-383-226-07-02

Caiir: http://www.gkb1nsk.ru/

e-mail: gkbl@ngs.ru

IToonuce Macnennuxosa Apradus Bopucosuya 3asepsio

Havanvnux omoena xadpoe )
IBY3 HCO «I'KF Nely 0 177, H.D. Ilpubvineyosa

«04» dexabps 2023 2.

s



