Ot3biB Ha aBTOpedepar
nuccepraunn  MameznoBa MWnerapa Canex ornel Ha Temy «XpomaTo-Macc-
CHIeKTpOMEeTpUYecKas JUarHOCTHKA HAcje/CTBEHHBIX Oose3Hel MeTadosu3Mma y JaeTei»
l'lpe,E[CTaBHeHHOﬁ Ha COUCKaHHE yLlEHOﬁ CTENEeHH NOKTOpa OMOJIOrHYEeCKUX HayK I10 cIie-
uuanbHocTH: 3.3.8. — Knnnanueckas nadboparopHas AMarHOCTHKA.

TsxkecTb TedeHUs, OTCYTCTBHE a/€KBAaTHOIO JIeYeHHs, reHeTH4YecKas reTeporeH-
HOCTb, BapHadeIbHOCTh KJIMHUYECKHX MPOSIBICHHH — BCE ITO JenaeT npodieMy Hacinea-
CTBEHHBIX HapylIeHHH MeTa0oJM3Ma O4YeHb aKTyallbHOM Ul MeAMaTpoB. DTH peAKHE
3a00J1eBaHMsl HAXOAATCS HA OJHOM M3 NEPBbIX MECT B CTPYKTYpPE JeTCKOH MaTo/IOruy U
CMEpPTHOCTH.

CoBpemeHHBbIE MeTOJBI KMIKOCTHOI/ra3oBoH Xpomarorpaduu ¢ TaHIEMHOM
Macc-CreKTPOMeTpUeil Mo3BOAOT ObICTPO U creun(pUYHO BbISBIATH BPOKIAEHHbIE 0O-
Je3HU oOMeHa 1o COACPIKAHHUIO OHOXUMHYECKHX MAapKepoOB B KPOBH H MO4€.

B ¢Bsi3u ¢ BbILIECKA3aHHBIM YPE3BbIYAHHO AKTYalbHBIMHU SIBJISIOTCS: BbISBIIEHHE
HOBBIX MapKepoB HacleACTBEHHbIX Oose3Held MeTabosiM3Ma, METOUYeCKOe COBEpLIeH-
CTBOBaHHWE MX ONpe/iesleHHs, HAKOTUIEHHe HOBBIX AaHHBIX 00 MX ped)epeHCHbIX 3HaYeHH-
X, pa3pabOTKa HOBbIX QJIFOPUTMOB JMarHOCTHKH HAC/IeACTBEHHbIX 3a00seBaHuii 0OMe-
Ha BEUIeCTB Y ,ue‘rei‘l, 3HAaYUMBIX TAKXKE U JI MacCOBOI'O0 CKpHHHUHTIA.

Hayunasi HOBH3HA Heciie10BaHus

B kommnexkcHoMm naboparopHOM HccleNOBaHUM onpeaeneHa 3P(PEeKTUBHOCTH
MYJIBTHIUIEKCHOI'O ONpE€ACICHUsA aKTyallbHbIX MeTab0JIUTOB pa3JIMdHBIMH BaJIHUIHUPO-
BaHHBIMHM XpoMaTorpaduyecKuMH METOJ1aMHU C Macc-CIEeKTPOMETPUUECKUM JeTeKTUPO-
BaHHEM /Ul paHHEH U TOYHOM AMAarHOCTHKH HACJIEJACTBEHHBIX HapyllUeHU oOMeHa aMu-
HOKHMCJIOT, OpraHuyYecKux kuciaotT, anuakapHutuios, OJILDKK, nmypunoB ¥ nupumuau-
HOB Yy JIeTei ¢ HCrosIb30BaHueM Majioro odbema Ouosornueckoro martepuana. Paspabo-
TaHbl HayuHble 0OOCHOBAHMS IS aJIFTOPUTMOB IHArHOCTUKU HACIIEICTBEHHBIX Oose3Hen
oOMeHa aMHHOKHUCIIOT, allMJIKapHUTHHOB, opranndeckux kuciaor, O/ILUDKK u mypuHos,
¥ MUpUMUAMHOB. Onpeenena 6ojee BbICOKas AMArHocTHyeckas 3G (peKTHBHOCTH MpH-

MEHSEeMbIX aJITOPUTMOB 110 CPaBHEHHIO C cyllecTByommumMi (>0,99).



YcraHoBleHbl peepeHcHbIe HHTEPBAJIBI AMArHOCTHYECKHX MAPKEPOB (AMUHOKHC-
JOT, auWJIKapHUTHHOB, opranuyeckux kuciaor, OJALDKK, nypuHOB M NMUpUMHIAMHOB)
HacJIe/ICTBEHHBLIX HapylleHWi obOMeHa B 370poBOH JeTckoi nomnyiasuuu Poccuiickoi
Genepaunu B pa3iuyHbIX BO3PACTHIX rpynmnax.

JlokazaHa LeHHOCTb AUarHOCTHKH C MPHUMEHEHHUEM Macc-CNEeKTPOMETPHH Y Mallu-
€HTOB ¢ JAePHUUUTOM AUrHAPONMMPUMMIAMHA3BI M MEPBHYHOIO CHCTEMHOTO Ae(uuUTa
KapHUTHHA NPY HApYLIEHUSIX KJIETOYHBIX OpraHell, BlepBble J0Ka3aHa eHHOCTb Orpe-
JeNeHus (4yBCTBUTENBHOCTD, crieunduyuHocTs >0,98) natonoruueckux 3HaYeHWH map-
KePHBIX METa00JIUTOB (CBOOOAHBIN M CBS3aHHBIH KapHUTHH, YpaLWl, TAMHH) IIPH 3THX
HapyLIEHUsIX.

IIpakTHYecKkasi 3HAYHMOCTH

PaccuntanHbie HOBble pedepeHcHble JHana3’oHbl IHArHOCTUYECKMX MapKepoB
Hac/leICTBeHHbIX Oone3Hell oOMeHa y JeTed YBeJMYMBAIOT JHArHOCTHYECKHE BO3MOXK-
HocTH. [lokaszaHo, 4yro XpomaTo-Macc-CrieKTpOMeTPUYeCKUH aHaiu3 HacjeACTBEeHHbIX
Oose3Hell oOMeHa MoXkeT ObITh YCIIEUIHO MCIIOJIb30BaH B MPOrpaMMax 1o U3y4eHHUIo na-
TOr€He3a HAClIeACTBEHHBIX HapylueHHii oOMeHa. OH MOXeT NMPUMEHSTHCS ILIMPOKO Kak
JUISL IMarHOCTHKM HapylleHui oOmeHa y AeTel pasiIn4HbIX BO3PacTHBIX IPyMM, Tak U B

paMKax HEOHATAJILHOIO CKpHHHHTA.

Hayunble nonoxeHuss ¥ NMpakTHYECKHe PEKOMEHJALMH OCHOBAHbI HA H3Y4YEHUH H
aHaJu3e J10CTaTO4YHOro 00beMa KIMHUYECKOro MaTepualia.

MeTozabl Mccleq0BaHUS MOJHOCTBIO COOTBETCTBYIOT MOCTABJACHHBIM 3ajgadyaM; cTe-
MEHb JIOCTOBEPHOCTH Pe3yIbTAaTOB MOATBEPIKIACTCS HMCIOJIb30BaHHEM OOLIENPUHATHIX
METOJIOB HCCIICOBAaHHs, a TaKkKe COBPEMEHHBLIMH CIocodaMu cTaTHCTH4YeCcKol obpa-
OOTKM MOJIy4EHHOIro Marepuasia COIJacHO TpeOOBaHHSAM MeIHKO-OHOJIOrHYecKo# cra-
TUCTHKH.

BeIBO/IbI apryMeHTHPOBaHbl U BBITEKAIOT U3 Pe3yJIbTATOB [POBEAECHHOr0 HCCIe10Ba-
HUs.

[To uroram paboTtsl ony0anKoBaHO 56 HAY4YHBIX TPYAOB, U3 HUX 32 Hay4yHbIe pabOTbI
NpeAcTaB/IeHbl B KypHaJaX, BXOASALIUX B [lepeyeHb BeAYIIHUX PEUEH3UPYEMbIX HaYYHBIX

KYPHAJIOB, BKJIHOYEHHBIX Bbicuiel arrectauMoHHoN KomMmuccuel Poccuu B CriMcok u3aa-



HUii, peKOMeH/1yeMbIX 715l OMyOIMKOBAHHS OCHOBHBIX HAYYHBIX Pe3yTbTaToOB JUCCEpTa-
[IMM HA COMCKaHMe YYEeHOW CTerneHu KaHAuaaTa | J0KTopa Hayk, | MeToauyeckoe noco-
Oue st Bpaueil, 1 MoHorpadus, 3aperucTpupoBaHbl 2 HOBbIE MEIMLIMHCKHE TEXHOJIO-
THH.

ABTope(bepaT [TOJTHOCTBIO COOTBETCTBYET OCHOBHBIM ITOJIOKCHHAM JUCCEPTALUHU,

[To akTyasibHOCTH TeMbl MCCIIeJOBAHUS, HAYYHOW HOBH3HE M NPAKTHYECKOH 3HAYM-
MOCTH pe3yabTaTtoB pabora Mamenosa M.C. nojaHOCTbIO COOTBETCTBYET TpPeOOBaAHHUAM
BAK, npeabsBisieMbIM K JAMCCEPTALMOHHBIM paboTaM Ha COMCKaHHE YYEHOH CTENeHH
JIOKTOpa OMOJIOrMYECKUX HAyK, a MaTepHallbl AMCCEPTALIMHM COOTBETCTBYET CIELMAIbHO-

cti 3.3.8 — Kiinnuueckas 1abopatopHasi IMarHOCTHKA.

JIOKTOp MEAMLMHCKUX HayK, UCIIOJHUTEIbHBINH AUPEKTOP-1epBblii 3aMeCTHTEb I'eHe-
pajIbHOTO JIUPEKTOpa

OO11ecTBO ¢ OrpaHUYEHHON OTBETCTBEHHOCTHIO «KIMHMKA HOBBIX MEAMLIMHCKHUX TEX-
HoJlorui ApxuMen»

119435, Mocksa, CaBBuHCKas HaOepexHas, 23¢2, tenedon +7 (499) 288-07-26, 1006.
305; +7 (903) 532-38-81
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Cnienmanuct 1no kajapam
O6uiecTBO ¢ OrpaHUYEHHOMN OTBETCTBEHHOCTHIO «KJIMHHKA HOBBIX MEIMLIMHCKHX TeX-

HoJloruii ApxuMen»
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