O13bIB Ha aBTOpedepar
aucceprauun  Mamenosa Mibrapa Canex orisl Ha Temy «XpomaTo-macc-
CNEKTpPOMETpHYecKasi AMarHOCTHKA HAC/IeCTBEHHBIX Oose3Hel Metabosmu3ma y aeTei»
MPEe/ICTaBICHHON HA COMCKaHWe Y4EeHOH CTeNeHH J0KTopa OHOIOrHYeCcKUX HayK Mo crie-
unanbHocTH: 3.3.8. — KnnHuueckas naboparopHas AMarHoCTHKA.

Tsaxects TeueHus, OTCyTCTBHE aJeKBATHOIO JICUYEHHs, T€HETHYECKAs reTeporeH-
HOCTb, Bapuabe/IbHOCTh KIMHUYECKUX TPOsBIEHHI — BCE 3TO Jenaer npobiemy Haclie -
CTBEHHBIX HapylIeHHH MeTabo/M3Ma O4YEeHb aKTyajlbHOW JJIsl MEAMaTpPOB. DTH PEIKUE
3a00JieBaHKs HAXO/AATCS HA OJHOM M3 IEPBBIX MECT B CTPYKTYPE JETCKOM MaTOJOTUH H
CMEPTHOCTH.

CoBpemeHHbIE METOAbI KMJKOCTHOI/ra30BOi Xpomarorpapuu ¢ TaHIEMHOM
Macc-CreKTpoMeTprei NMOo3BOJAIOT OBICTPO U CreUU(UIHO BHIABIIATL BPOXKIAEHHbIE 6O-
Je3HK 0OMEHa 110 CoIepKAHUI0 OMOXUMUYECKIX MapKepoB B KPOBH M MOYE.

B cBA3u ¢ BbllecKa3aHHBIM YPE3BBIYAMHO aKTyadbHBIMH SIBJISIOTCS: BbISABJICHHE
HOBBIX MAapKepOB HACJIEJCTBEHHbIX OoJie3Hel MeTadoau3mMa, MeTOJMYeCKOe COBEpLIeH-
CTBOBaHHE MX OINpe/IesIeH s, HAKOIUIeHHe HOBBIX JaHHBIX 00 HX ped)epeHCHBIX 3HAYEHH-
AX, pa3padoTKa HOBBIX AJITOPUTMOB JUArHOCTHUKH HACIEICTBEHHBIX 3abosieBaHuii oOMe-
Ha BEIIECTB Y JeTel, 3HaUMMBIX TaKXKe U /11 MacCOBOI0 CKPUHUHTA.

Hay4nasi HoBH3HA HCC/1€10BAHHSE

B komniekcHom nabopaTopHOM HcCleOBaHHK onpejesieHa 3()(HeKTHBHOCTh
MYJIBTHIUIEKCHOTO OIpeJeeHHs aKTyalbHbIX MeTabOJIUTOB Pa3inYHBIMH BalHIHPO-
BaHHBIMH XpomaTorpauyecKuMU METOJaMH C MacC-CIeKTPOMETPHICCKUM AETEKTHPO-
BaHWEM JIJIsl paHHEH M TOYHOH JAMAarHOCTUKM HACICACTBEHHBIX HapyuIeHUH oOMeHa aMu-
HOKHCJIOT, OpraHM4Ye€CKUuX KUCao0T, auuiakapHutuHoB, OJILDKK, nypuHoB U nupumuam-
HOB y JIETEH, C HCII0Jb30BaHUEM Majoro obbema Guosoruyeckoro marepuana. Pazpabo-
TaHbl Hay4Hble 00OCHOBAHUS JIUIsl AATOPUTMOB JMArHOCTHKH HACIEACTBEHHBIX Oosie3HeH
oOMeHa aMHUHOKHMCIIOT, alMJIKAPHUTUHOB, opranudeckux kucior, OJIIDKK u mypunos,
1 nupumuanHoB. OnpeaeneHa Oofee BbicoKas aAuarHoctuyeckasi 3(pHeKTHBHOCTD MPH-

MEHSIeMBIX aJIFOPUTMOB 110 CPAaBHEHHIO C CyHiecTBYOmUME (>0,99).



YcraHoBieHbl peepeHCHbIE MHTEPBAIbI IMarHOCTHYECKMX MapKepoB (aMHHOKHC-
JOT, auWIKapHUTHHOB, oprannyeckux kucior, OJILDKK, nypunos u nupummuanHoB)
HaCJIe/ICTBEHHbIX HapyllleHHH oOMeHa B 370pOBOM JeTckoi nonyiusiuuu Poccuiickoii
Denepauyu B pa3IMUHBIX BO3PACTHBIX IpyIinax.

Jloxa3aHa 11eHHOCTh JMArHOCTUKU C [IPUMEHEHHEM Macc-CIeKTPOMETPUHU Y Mallu-
eHTOB ¢ JAeQULUTOM AWUTHIPONUPHMHIMHA3BI W MEPBHYHONO CHCTEMHOro aeduuMTa
KapHUTHHA [TPY HAPYUIEHHUSIX KIIETOYHBIX OpraHesul, BIepBble J0KAa3aHO LIEHHOCTH OIlpe-
nejeHus (1yBCTBUTEIBHOCTD, crieuupuuHocts >0,98) naronoruueckux 3HaYyeHH Map-
KEPHBIX MeTabOIMTOB (CBOOOIHBIN M CBA3AHHBIN KAPHUTHH, ypaLWil, THMHH) MPH 3THX
HapyLICHUSX.

IIpakTHYecKasi 3HAUMMOCTD
Paccuurannbie HOBbIE pedepeHCHble qHana3oHbl JUArHOCTUYECKHX MapKepOB Haclejl-
CTBEHHbIX Oosie3Hell oOMeHa y JeTeil yBeIWYMBAIOT JUArHOCTHYECKHE BO3MOYKHOCTH.
[loka3aHo, 4TO XpoOMaTo-Macc-CeKTPOMETPUYECKUI aHallu3 Haclie/ICTBEHHbIX Oose3HelH
oOMeHa, MOXeT YCIEIIHO MCIOJb30BaH, B IporpaMmax [0 H3Y4YeHHIO [aToreHesa
HAcJIeICTBEHHBIX HapyleHuid oOMeHa. OH MOKeT NMPUMEHSTLCS HIMPOKO Kak JUls Jida-
FHOCTUKM HapylleHHi oOMeHa y JieTeil pa3lM4HbIX BO3PACTHBIX IPYIIN, TaK U B paMKax
HEOHATAJILHOI'O CKPUHMHTA.

- Hay4HBIE MOJIOXKEHUS U NPAKTHYECKHE PEKOMEH/Iallii OCHOBaHbl Ha U3YyYeHHHU U aHa-
JIU3€e 10CTaTOYHOro o0beMa KIMHUYECKOTO MaTepuara;

- METO/Ibl MCCJIEIOBAHMUs MMOJHOCTBIO COOTBETCTBYIOT ITOCTABJIECHHBIM 3a/1a4yaM; CTeleHb
JIOCTOBEPHOCTH Pe3yJIbTAaTOB MOATBEPIKAACTCH UCIOIB30BaHUEM OOIICIIPHHATBIX METO-
JIOB MCCJIE/IOBAHMS, @ TAK)Ke COBPEMEHHBIMHM CIOCOOAMU CTATHUCTUYECKOH 00paboTKH
MOJYyYEHHOI0 MaTepuasa corjiacHo TpeOOBaHUsIM MeIMKO-OMOI0OrH4eCKON CTaTUCTHKH;
- BBIBOJIBI apryMEHTHPOBAHbl U BBITEKAKOT U3 PE3YJILTATOB IPOBEJEHHOIO HCCIIE10Ba-
HUS.

[To utoram padorbl onyO0JMKOBaHO 56 Hay4HBIX TPYAOB, W3 HUX 32 Hay4yHble padOThI
MpeACTaB/IeHbl B KypHaIaX, BXOAAIMX B [EPEUYCHb BEAYLUHUX PELIEH3UPYEMbIX HaAyUHbIX
’KYpPHaJIOB, BKJIIOUYEHHbIX Bbicuiei aTtecTalMoHHON Komuccuei Poccun B CriMcok u3aa-
HUH, pEKOMEHYeMbIX ISl OIyOJHKOBaHHs OCHOBHBIX HAay4YHBIX pe3yJbTaTOB JAHCCEpTa-

[[MXM HA COMCKaHHue yT-IEHOﬁ CTCICHU KaHAHaaTa U JJOKTOpa HaykK, 1 meTonuyeckoe 1moco-



Oue i Bpayeil, | MoHorpadus, 3aperucTpupoBanbl 2 HOBbIE MEJMLMHCKUE TEXHOJIO-

TUH.

ABTOpedepar MONHOCTBIO COOTBETCTBYET OCHOBHBIM MOJIOKEHUSIM AHCCePTALIHH.

1o akTyanbHOCTH TeMbl UCCIIeIOBAHMUS, HAYYHOM HOBH3HE M MPAKTHYECKONW 3HAYMMOCTH
pe3yiabtaToB pabora Mamenoa M.C. nonnoctbio cootBercTByeT TpeGoBanusM BAK,
NpeAbBISEMbIM K JIMCCEPTALIMOHHBIM paboTaM Ha COMCKaHHE YUeHOI CTeNeHH A0KTopa
OMOIOrHYeCKHX HayK, a MaTepHalbl JUCCEPTALlUU COOTBETCTBYET ClieLHaIbHOCTH 3.3.8

— Knnnunveckas naboparopHasi AMarHoCTHKA.
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