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aucceprauMd  Mawmenoa Misrapa Canex orael Ha Temy  «Xpomaro-macc-
CMEKTPOMETpPHUYECKas JAMAarHOCTHKA HAC/IeACTBEHHBIX OoJie3Hel MeTabonu3ma y aerei»
NpEeACTaBIEHHOI Ha COUCKAaHUE YYEHOH CTENeHH J0KTOpa OMOIOrHYeCKUX HayK Mo cre-
uManbHocTH: 3.3.8. — Knunuueckas naboparopHas 1MarHOCTHKA.
TsaxecTb TeyeHUs, OTCYTCTBUE A/IEKBATHOIO JEYEHMs, F€HETHYECKas IeTepPOreHHOCTh.
BapuabebHOCTh KIIMHUYECKUX MPOSBICHHH — BCE ITO JenaeT npobieMy HaceACTBEH-
HbIX HapylleHHi MeTaboiu3Ma OYeHb aKTyallbHOW /IS 1eIMaTpOB.
B cBsi3u ¢ BbllIECKa3aHHBIM Ype3BbIYAaHHO aKTyallbHbIMH SIBJISILOTCH: BBIABICHHE HOBBIX
MapKepoB Hac/IeJCTBEHHbIX Oose3Hell MeTabonu3Ma, METOAMYECKOE COBEPLICHCTBOBA-
HHE MX ONpejleNeHHs, HAKOMJIEeHHWe HOBLIX JaHHbIX 00 UX pedepeHCHbIX 3HAYECHMSX,
pa3pabOTKa HOBBIX @JITOPUTMOB JIMAarHOCTHKM Hac/eACTBeHHbIX 3aboseBaHuii oOmeHa
BELLECTB y JIeTeH, 3HAYMMbIX TaKKe W JIIsi MacCoBOro ckpuuiHra. Ilpu 570M 0cobeHHo
BakHa CTaHJapTH3alus 1abopaTOpHOH NPaKTHKH C YYETOM pa3iMyus nokasarenei B 3a-
BMCHMOCTH OT Bo3pacTa. [lo gaHHBIM nuTEepaTypbl, aHaIU3 pa3idyuii B BO3PACTHLIX Ie-
JMATPUYECKUX IpyInax MpoBOAMIICH B MAJIOM KOJIHYECTBE MCCIeJ0BaHUI W HE BCerjia ¢
3
MOJHO# rpajauMeii o Bospactam. B pesynbTaTe, ycnexu 1aGopaTopHOil MeAHLMHbI He
BCerja JOCTATOYMHO M MOJIHO PEau3yloTCs B MEIMLIMHCKOM, B TOM YMC/Ie neauaTpuye-
CKOM, NPAaKTHUKeE, XOTSA UMEIOT JUIsl Hee MepBooYepeIHOe 3HaYeHHE A
BbisiBneHre HOBBIX MapKepoB HacjeACTBeHHbIX Oosie3Hel MeTaboau3ma., qemﬂw[ecn{oe
COBEPLLUIEHCTBOBAHHE UX ONpPEJIEIEHNUs, HAKOIJIEHHEe HOBBIX JaHHbIX 00 UX [?_e(bepE:HCHbIX
3HA4YEHHUAX, pa3paboTka HOBBIX AJIFOPUTMOB JHArHOCTHKH Hacneﬂcmemi_li,}x 3abosieBa-
HWI OOMeHa BeLIeCTB Y JleTel, 3HAYMUMBbIX TaKKe M JJIs MacCoBOIo cxpnﬁﬁﬂra. KPHTH-
YECKM BakHas 3ajayva.
Hay4nasi HoBH3HA HCC/1€10BAHUS ,
Bniepsbie ycTraHOBIeHBI ped)epeHCHbIE HHTEPBAJIbI AHArHOCTHYECKUX MapKLpOB (aMHHO-
KHCIIOT, aLWJIKAPHUTUHOB, oprannyeckux kucaot, OJILDKK, nypuHoB U NHPHMHIMHOB)
HacleACTBEHHbIX HapylIeHHH OoOMeHa B 3/10pDOBOM JETCKOH I'IO[I}’JIHL[HL’I‘: Poccuiickoii
.
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AMHHOKHMCIIOT, OPraHHYeCKUX KUCIIOT H AllMIKADHHTHHOB pa3jiMyHas KOHLEHTPaLns UX
B KPOBM 3aBUCUT OT Bo3pacta pebeHka, Toraa kak ais OJALDKK u nypuHOB U nupumu-
JIMHOB MX KOHLEHTpaLKsA B KDOBU U MOY€ HE 3aBUCHUT OT BO3pacTa.

Paspaboranbl HayuHble OOOCHOBAHUS NSl AITOPUTMOB JHArHOCTHKM HACJIEACTBEHHbIX
Oone3neit oOMeHa aMHHOKHMCIIOT, allIKapHHUTHHOB, opranuyeckux kucaot, OJALDKK u
MypvMHOB, H nupuMuaKnHOB. OnpeneneHa Gosee Bbicokas AMarHocTuueckas IPhexTns-
HOCTb MPUMEHSEMbIX aJITOPUTMOB 10 CPABHEHHUIO C CYIIECTBYIOLLIMMH.

BnepBbie 15 1eTCKOM Momy/siuMy B Hallei cTpaHe pa3paboTaH AMarHOCTHYECKMH ajl-
FOPUTM BbISB/ICHUS HapylIeHHH 0OMeHa HYK/ICOTH/IOB C MOMOLILIO ONpEeseHHs KOH-
LEHTPaUXi MypHHOBBIX W NMUPUMHIHHOBBIX OCHOBAaHMI B MOY€ IMALUEHTOB METOAOM
TaH/IEMHOH XpOMAaTO-Macc-CleKTPOMETPHH.

Bniepsbie Meskly KOHUEHTPALMAMH HEKOTOPLIX MAPKEPOB BbISBICHA CTATUCTHYECKH 10
CTOBepHas B3auMOCBs3b. Hanuuue cTaTUCTHYECKHM I0OCTOBEPHbBIX BHyT]?HprHHOBbiX
KOppenslUMid MeKAy pasiM4HbIMH J1a00OpaTOPHBIMH MOKA3aTe/sAMU OIpeaeNseT NOTeH-
LUHabHYIO 3(P(hEKTHBHOCT HAYHYHOIO MCIIOJNB30BaHUS ITHX MHOKECTB AAHHBIX, KaK
00beKTa A5 Aa/lbHEHIIMX McClel0BaHui MeTaboau3mMa U pa3paboTkH HDB:]:IX MapKepoB
HapylIeHHH oOMeHa BellecTB.

[IpakTHYecKasi 3HAYHMOCTDb

PaccunTaHHble HOBbIe ped)epeHCHbIe IMaNa30Hbl AHArHOCTHYECKHX MapKepOB Hacle/l-
CTBEHHBIX Oosie3Hed oOMeHa y JeTel yBEeJIMYMBAIOT AMArHOCTHYECKHE BiO3M0}KHOCTH.
[Tokazano, 4To XpoMaTo-Macc-CNeKTPOMETPUYECKHIi aHAIU3 HACIeICTBEHHbIX Dolle3Hen
obMeHa, MOXKeT YCMeLIHO HCMOJb30BaH, B MpOrpaMmax IO H3Y4YEHHIQ MaToreHesa
HacCJIeACTBEHHBIX HapylleHUH oOMeHa. OH MOKET NPUMEHATBCH LIMPOKO lKaK JUls JiMa-
FHOCTHKM HapyllueHui obMeHa y JieTell pasiM4HbIX BO3PACTHBIX IPYIIN, TaKk W B pamkax
HEOHATaJIbHOIO CKPUHMHTA. 1
Pa3paGoTaHbl airopuT™bl TabOPAaTOPHOH JMArHOCTHKH HAC/eACTBEHHbIX 3ab0seBaHuMil
AMMHOKMCIIOT, ALMIKAPHUTUHOB, OPraHUYeCKUX KHUCIOT, MYyPUHOB U HideMHIlHHOB._
OJLDKK Ha ocHOBe MyJbTHIUIEKCHBIX MPO(QUIEH ITUX MapKEPOB. l‘lpe,a,cf BJIEHHbIE aJl-
FOPHTMbI, BKJIHOYAIOT B ce0si MHOrO3TalHbIi aHa/in3 GuomMartepuana CKpHHUHIOBBIMH Me-

Tonamu (BOKX-MC/MC unu I'X-MC), ¢ yyeToM KIMHMYECKMX JAaHHBIX u cemMeiHoro
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aHamHe3a natenTa. OnMUcaHsl CXeMbl JIeHCTBHI poBe/ieHns auddepeHiianbHoi ana-
FHOCTHKH C APYTMMHU BUJAMU HApyLIEHUI oOMeHa.

Hosble anroputmbl nabopaTopHOH AWArHOCTHKH, MpeACTaBleHHble B JIaHHOH padote,
Mo3BOJSAIOT I()PEKTUBHO BBIABIATH MATOJOTUIO U NPOBOAUTH AM(B(epeHHalbHYIO JIna-
FHOCTHKY Hacl/leZICTBEHHBIX 3a00JeBaHMil; 110 CPaBHEHUIO C CYILECTBYIOLIMMH AHArHo-

CTUYECKHMH QITOPUTMaMH MHOTOKPATHO YBeluyeHa OBICTpOTa U JOCTOBEPHOCTH /Ma-
FHOCTHKH, YTO OY€Hb BaXKHO /I Hayasia TapreTHOM Tepanuu. '
B nactosiee Bpems B Poccuiickoit denepaunu neictByer nporpamma Paciumpennoro
HeoHaTajbHOro ckpuHuHra (¢ 01.2022.) Ha BbIsiBNIeHHE Hac/eACTBEeHHbIX Dosie3Heil 00-
MEHa, OCHOBHOW NMPUMEHSIEMbIH METO/1 JIMArHOCTUKHK B paMKax MporpamMmmbl, METO/L XPO-
maro-macc-cnektpomerpuu. [lomyuennsie B HacToseid padore naHHbie 0 PU 1 HOBbIX
JMana3oHax MaTtoJOrMuyecKUX KOHUEHTpauuid OblIM MCMOJb30BaHbl B JIMArHOCTHKE, a
TaK’Ke MpH COCTABJICHHH NPOrPaMMbl 9TOrO CKPHHHHIA HA PasIHYHbIC BHU/IbI HapylleHuH
obmena. [TonyyenHsie B paboTe pe3ynbTaThl MOTYT YYMTHIBATLCS MPH pa'spé60TKe HHIH-
BUlyallbHbIX IMarHOCTHYECKUX NpOLEayp B pasiHuHbIX Jabopatopusx Poccuiickoii Pe-
JepaLuH. t
Ha ocHOBaHWM 1OJIyYeHHBIX pe3y/JbTAaTOB ABTOPOM MOArOTOBIEHbI U OMYyOJIMKOBAHDI
Hay4yHble CTaTbH, MeTOAMYecKHe nocobus, moHorpadus. [lo utoram paborsl onyoamnko-
BaHO 50 Hay4yHbBIX TPYAOB, U3 HHUX 32 Hay4Hble pabOThI HpeﬂCTaB.ﬂeHbl-;B KypHasax.,
BXOJSALIMX B MEPEeYeHb BEAYLIHMX PELEH3UPYEMBbIX HAY4YHBIX KYPHAJIOB, BKJIIOYCHHBIX
Beiclueii atrectaumoHHOM KoMuccuen Poccun B CIMCOK H3aHHH, pexomeﬁ,uyemux JUIS
OnyOJMKOBAHMS OCHOBHBIX HAYYHBIX Pe3y/bTATOB JMUCCEPTALMH HA COUCKAHME Y4CHOI
CTENEHW KaHJuJaTa U JOKTOpa Hayk, | mMeToaumyeckoe nocobue s Bpa:tleii. | MOHO-
rpadus, 3aperucTpupoBaHbl 2 HOBblE MEULIMHCKHE TEXHOIOTHH. '
[lonoxurenbHas oleHKa AMCCEPTALIMK, BbITEKAKOLIAs W3 €€ aKTyalbHOCTH, J10CTO-
BEPHOCTH MOJIy4YEHHBIX JaHHbIX, 00OCHOBAHHBIX BBIBOJOB M MPAKTUYECKUX PEKOMEH/1a-
LUMHA MO3BOJISIIOT OTMETHTH TEOPETHYECKYK) U MPAKTHYECKYIO 3Haan0c:T§ uccie108a-
Hus. Ilpu Beimonnennn muccepraunn Mamesno W.C. nposiBun cedsi HCKIIOUHTEIILHO
|

ﬂOGpOCOBECTHbIM, BAYMYHBBLIM H 3pPEJILIM HCCJIEl0OBATE/IEM, l'IpOFIBHBI.IJHM [IpH BbITOJI-

HEHMHM HcclleloBaHus riiybokue TeopeTHYecKne 3HaHHs, TBOPYECKHI M10]XO0A K peLle-



HUIO MOCTaBNeHHbIX 3a1ay. [To cBouM npodeccHoHANbHBIM U MOpAlbHBIM KauecTBaM
Mawmenos M.C. 3aciyKuBaeT UCKOMOM CTENEHH JOKTOpa OHOIOrHYECKUX HAyK.
ABTtopedepaT MOJHOCTHIO COOTBETCTBYET OCHOBHBIM MOJIOKEHUSIM JIMCCEPTALIMK.

[To akTyanbHOCTH TeMbl HCCIIEA0BAHMS, HAYYHOW HOBH3HE W MPAKTHUYECKOH 3HAYUMMOCTH
pezynbraTtoB padora Mamenosa M.C. noJHOCTBIO COOTBETCTBYET TpeﬁoﬂaHHﬂM BAK,
MpeaAbsBIASEMbIM K TUCCEPTALMOHHBIM paboTaM Ha COMCKaHUe yYeHOH CTeleHH J0KTopa
OMOJIOrMYecKnX HayK, a MaTepHalbl AMCCEpPTALMH COOTBETCTBYET CrielHalbHOCTH 3.3.8

— KJIHHHYE€CKas na6opampnaﬂ JAHAarHoOCTHKa.
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3aBeayrowuii kadenpoi nerckoi onkosnoruu I'bY3 Mockosekoit obnactu «Hayuno-

MCCIe10BaTeIbCKUI KIMHUYECKUH HHCTUTYT AeTcTBa MUHHUCTEPCT aHeHust
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I'bY3 Mockosckoi obnactu «HayuHo-HCCe10BaTe IbCKH KITMHUYECKHH
creperBa 3/paBooxpaHeHus MockoBCKoi 061acTH.
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