Or3biB Ha aBTOpedepaT

aucceprauun Mamenosa Mnberapa Canex ornel Ha TeMy «XpoMaTo-Macc-CreKTpo-
MEeTpHUecKas IMarHoCTHKa HacJIeACTBEHHbIX Oosiezneit merabosmMsMma vy J].E'!“eﬁ))
HpeﬂCTaBHCHHOﬁ Ha COUMCKaHHC yqeuoﬁ CTCNCHHU NOKTOpa OMOIOrMYeCKuX HayK I10
crienHanbHOCTH: 3.3.8. — KniuHHueckas nadopaTropHas IHarHoCTHKA.

BhisiBlieHHEe HOBBIX MapPKepOB HAC/Ie[CTBEHHBIX Ooe3Hel MeTaboIM3Ma, MeToJuue-
CKO€ COBEPLIEHCTBOBAHUE MX OTPE/IEICHUs, HAKOIJIEHUE HOBBIX JaHHbIX 00 UX pe-
depeHcHBIX 3HA4YEHWsIX, pa3pabOTKa HOBBIX AJITOPUTMOB JAMArHOCTHKHM Haciel-

CTBEHHBIX 3a00JieBaHHH 0OOMeHa BEIISCTB Y neTeﬁ, 3HAYHUMbIX TAKKE H OJId Macco-
BOI'O CKpHHHHTI'a, KPpUTHYECKH BaKHas 3aJava.

Teopernyeckasi 3HAYHMOCTB HCCIeA0BAHHS 000CHOBAHA TeM, 4TO:

- HoBble pedepeHcHbIe quanma3oHbl JUArHOCTHYECKUX MapKepOB HAC/IEICTBEHHBIX
OonesHeit oOMeHa y jeTelt nojyyeHHble B padoTe OCHOBa /1Sl IPUMEHEHHS Bau/Iu-
pPOBaHHBIX METOJIOB TAHIEMHOW Xpomaro-macc-crekrpoMmerpuu. [lokasano, 4To
XpOMATo-Macc-CreKTPOMETPHYECKUH aHaTu3 HacleICTBEHHBbIX 00Jie3HEH oOMeHa,
YHHUKAJIbHBII HHCTPYMEHT 110 YIITyOJIeHHOMY HW3yYeHUIO NaToreHe3a HaclleCTBeH-
HbIX HapyueHuid ooMeHa. OH MOXKeT MPUMEHATHCS IIUPOKO KaK IS IMarHOCTHKH
HapylIeHHH oOMeHa y JeTeil pa3iMyYHbIX BO3PACTHBIX IPYIIN, TaK U B paMKax Heo-
HATAJLHOIO CKPUHUHIA.

- pazpaboTtaHbl Hayu4Hble 000CHOBAHHS JUISl AITOPUTMOB AMarHOCTHKH HACJICACTBECH-
HbIX Oosie3Hel oOMeHa aMMHOKHMCIIOT, alUJIKapHUTHHOB, OpPraHW4YeCKHX KHCIOT,
OJILDKK u nypuHoB, 1 nupuMHAKMHOB. JlokazaHo OoJsiee BbICOKAsA IHArHOCTHYECKas
3()HEKTUBHOCTL TPUMEHSEMBIX AITOPUTMOB 110 CPABHEHHIO C CYIIECTBYIOLIMMH.
[MpencTaBieHHbIe AITOPUTMBI, BKIIOYAIOT B ce0s MHOrO3TanH bl aHanu3 dnomare-
puana ckpuHuHrossiMu Metonamu (BDXKX-MC/MC unu I'’X-MC), ¢ yueToM K-
HUYECKMX JaHHBIX M ceMeiiHoro aHamHesa nanueHTa. OnucaHbl cXeMbl JIEHCTBHH
nposeieHns A depeHIHATbHOM UarHOCTHKH C APYTHMH BUIAMH HapyLIeH i 00-

MEHa.

Hayuynasi HOBH3HA HCCJIeI0BAHHS

BriepBble B KOMIUIEKCHOM J1aG0OpaTOPHOM HCCIIEIOBAHHH Onpe/ienieHa IppeKTHB-
HOCTb MYJIbTUILIEKCHOTO OIpe/ie/IeHHs aKTyalbHbIX METa00IUTOB Pa3InuHbIMH Ba-
JIMIMPOBAHHBIMH XpOMaTOrpau4eCKMMKU METOAaMHU ¢ MacC-CrieKTPOMETPHIECKHM
JIeTEeKTHPOBAHUEM [IUIsl paHHEH ¥ TOYHON JIMarHOCTHKH HACle/ICTBEHHBIX Hapylle-
HUI 0OMeHa aMMHOKHCIIOT, OpraHM4eCKUX KHUCIIOT, allMJIKApPHUTHHOB, OJLDKK, my-
PHHOB M NHPHMHIMHOB y J€Teii, C HCIOIb30BAHHEM MAJIOro 00beMa ouosoruye-
CKOro Marepuasna. YCTaHOBIIEHbl pedepeHCHble HHTEpBallbl JHArHOCTHYECKUX



MapKepoB (aMUHOKUCIIOT, aLlMIKaPHUTUHOB, opranuyeckux kuciaot, OJALDKK, my-

PUHOB ¥ MUPUMHUJIMHOB) HACIIEICTBEHHBIX HApyLIeHUit 0OMeHa B 310pOBOM 1€TCKOM
nonynauuu Poccuiickoit Penepannu B pasiuYHBIX BO3PAcTHBIX rpymnmnax. Bbiss-
JIEHO, YTO /Ul OOJIbIIMHCTBA AaMHHOKHCIIOT, OPraHHYECKHX KHCIIOT H allHJIKapHUTH-
HOB pa3/IMyuHas KOHLIEHTPALIMUs UX B KPOBH 3aBUCHT OT Bo3pacTa peGeHKa, Toraa Kak
st OJJLDKK v nypuHOB M MUPUMHAMHOB UX KOHLEHTpaLMs B KPOBU M MOYe He
3aBMCHT OT BO3pacTa.

Briepsblie [uis JeTCKOM MOMYJISIMK B Halllel cTpaHe pa3paboTaH AMarHOCTHYECKUH
QJITOPUTM BBISIBJICHUS HAPYLIEHUI 0OMeHa HYKJIEOTH/10B C MIOMOILBIO OIIpeIeIeHUs
KOHUEHTPALUH MypHHOBLIX U MUPUMUIMHOBBIX OCHOBAaHHH B MOY€ MALlMEHTOB Me-

TOJIOM TaHJAEMHON XpOMaTO-Macc-CleKTPOMETPHUH.

[IpakTHYecKasi 3HAYHMOCTD

PaccuuranHsie HOBble pedepeHCHBIe aUarna3oHbl JAMArHOCTHYECKMX MapKepoB
HacJIe[ICTBEHHBIX 00Jie3Hel oOMeHa y JeTel yBeIHYHBAIOT AHarHOCTHYECKHE BO3-
MOXKHOCTH. [Toka3zaHo, 4TO XpOMaTO-Macc-CleKTPOMETPUYECKUI aHallu3 Haciel-
CTBEHHBIX 00JIe3HEH 00MeHa, MOJKET YCIELIHO UCMOJIb30BaH, B IPOrpaMMax 1o usy-
YEeHMIO NAaTOreHe3a HaclleICTBEHHBIX HapymeHni ooMeHa. OH MOXKET MPUMEHATHCS
IIMPOKO KaK /UIsl JMarHOCTHKH HapyllleHHH 0OMeHa y JieTel pasinyHbIX BO3PACTHBIX

rpymnm, Tak ¥ B paMKax HeOHaTaJlbHOI0 CKpUHHWHTA.

OueHKa 10CTOBEPHOCTH Pe3yJbTATOB HCC/IeI0BAHUS BbISIBH/IA:

Hay4Hbl€ MOJIOKEHHUS! U NPAKTUYECKHE PEKOMEHJAlMK OCHOBaHbl Ha M3Y4YCHHH U
aHallW3€e JI0CTaTOYHOro o0beMa KIIMHUYECKOro MaTepHara,

METO/IbI MCCIIeJOBAHHUS TOJHOCTBIO COOTBETCTBYIOT MMOCTABJIEHHBIM 3a/1adaM; CTe-
[eHb JOCTOBEPHOCTH PE3yJIbTATOB [IOATBEPKIACTCS UCTIONB30BaHHEM OOIIeNpHHS-
TBIX METOIOB HCCIII0OBAHMS, 2 TAKIKE COBPEMEHHBIMH CIIOCOOaMH CTATUCTHYECKOH
06paboTKH MOMy4eHHOro MaTephasa CorjacHo TpeGoBaHHAM MeAHKO-OHooruye-
CKOM CTAaTHCTHUKH; BBIBOJIbI ApIyMEHTHPOBaHbI M BBITEKAIOT M3 Pe3yJIbTAaTOB MPOBE-
J€HHOI'O UCCIIe/I0BAHNUS.

ABTOPOM BEITIOJIHEH PETPOCTIEKTUBHBIH aHAIN3 MEUIIWHCKON JI0KyMEHTALliH, CTa-
THCTHYEcKas oOpaboTKa, Mpe/CcTaBlIeHUe PE3yJbTaToB, COMOCTABJICHHE C paHee
ony06IMKOBaHHBIMU paboTaMHu.

Ha ocHOBaHMH MOJYY€HHBIX Pe3yJIbTaTOB aBTOPOM MOATOTOBICHBI H omy6auKo-
BaHbl HAy4YHbIE CTAThH, METOJHYECKHE Noco6us, MoHorpadus. 1o ntoram paboTsl
ony6IMKOBaHO 56 HAYUHBIX TPYNOB, U3 HUX 32 Hay4Hble pabOThI NIPE/ICTABICHBI B
JKypHANaxX, BXOASAUIMX B MepedeHb BelyIMX PEleH3UPyeMBbIX HayYHBIX JKypHAIIOB,
BKJTIOUEHHbIX BbIciIeil arrecTalMOHHONW Komuccuell Poccun B CNMCOK M3JaHUH,



PEKOMEHIYyE€MBIX JJIsi Oy OJIMKOBAHMsA OCHOBHBIX Hay4HbIX PE3y/IbTaTOB AMCCEPTa-
IMM HA COMCKaHUE Y4YCHOM CTeNeHM KaHauaaTa W JOKTOpa Hayk, | MeTroauueckoe
nocobue ais Bpauei, 1| MoHOrpadus, 3aperucTpPHPOBaHbl 2 HOBbIE MEIUIIHHCKHE
TEXHOJIOTHH.

ABTopedepar MOJHOCTBI COOTBETCTBYET OCHOBHBIM IMOJIOKEHUSAM JUCCEPTALMH.
[To aKkTyaJbHOCTH TEMbI HCCIICOBAHMS, HAYYHON HOBU3HE M NPAaKTHYECKON 3HAYH-
MOCTH pe3y.1bTaToB pabota Mamenosa M.C. MONHOCTBIO COOTBETCTBYET TpeOOBa-
HusM BAK, npeabsaBaseMbIM K AMccepTalMOHHBIM paboTaM Ha COMCKAHUE YYEHOH
CTeINeHH JOKTopa OMOJOrn4ecKuX HaykK, a MaTepHallbl JUCCepTallMi COOTBETCTBYET
crenunanbHocT 3.3.8 — Kiimnudeckas naboparopHas 1MarHoCTUKa.

3amecTUTElb JUPEKTOpa

M0 Hay4YHO-KJIMHUYECKON AEATEIbHOCTH
denepanbHOro rocy1apCcTBEHHOTO
OIOIKETHOIO HAYYHOT'O YUPEKIACHHUS
«PenepalibHbli HAYYHO-KJIMHHUYECKUH
LEHTP PeaHUMAaTOJIONMH U PeadUIUTONIOTHHY /
JOKTOP MEIAHLMHCKUX HayK, Ipogeccop / /
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