OT3bIB
odunmansHoro onnorenTa Benvkarosoit Jliogmunsr MocudosHel, 10KTOpa 610II0-
THYECKHUX HayK, podeccopa Ha guccepranuio Mamenosa Mnerapa Canex orisl 1o
TeMe «XPpoMaTo-Macc-CIeKTPOMETpUYECKast IMarHOCTHKA HAaCeCTBEHHBIX Does-
Hel MeTabonu3ma y JieTeit», MpeacTaBIeHHYI0 Ha COMCKaHUe y4EHOM CTENEHHM 10K~
Topa GuoNoruYecKux HaykK no crenpansaoctd 3.3.8. — Kinmuuueckas naboparopHast
AWArHOCTHKa, B AuccepraurorHoM cosete 21.2.058.04 Ha 6aze PI'AOY BO

PHUMY um. H.W. ITuporosa Munsnpasa Poccun.

AKTYaJILHOCTH TEMbI HCCJIeJOBAHHS

WujuBHUIyanbHas aToreHeTHueckas KapTuHa HapylleHHid oOOMeHa aMHHOKHUCIIOT,
AlMIKAPHUTHHOB, OPraHUYeCKUX KUCIIOT, IyPUHOB M IMPUMHIMHOB OCJIOXKHEHA TEM,
YTO OT/ENIbHBIE KIMHUYECKHE MPH3HAKH B PA3IMUHBIX COYETAHMAX M B Pa3iHYHON CTe-
MeHH BBIPKEHHOCTH, MOTYT IIPOSBISTECS IIPH Pa3HBIX THIIAX HACJIEACTBEHHOIO Hapy-
meHus obmena. HecMoTpst Ha 3HAYUTENBHBIE TOCTIKCHUS MOJICKYJISPHO-TeHETHYECKO
JMArHOCTUKH, BBICOKOTEXHOJIOIMYHBIE METOBI XPOMATOrpauyeckoro aHaiuza Heoo-
XOJIMMBI JIJISI BRISIBJICHHs OMOXMMUYECKOT0 (PeHOTHIIA ITALIUEHTOB C COOTBETCTBYIOIIMMHU
3aGoneBaHusiMi. COBpEMEHHBIE METOJIBI )KMIKOCTHOM WIIM ra3oBOi Xpomarorpaduu ¢
TAH/IEMHOM Macc-CIIEKTPOMETPHEH MO3BOJISIOT GBICTPO ¥ CHEU(UYHO BBIABIATH BPOK-
NieHHbIe 60se3HM OOMeHa M0 COIePIKaHHI0 OMOXUMHYECKUX MapKepoB B KPOBH M MOYe.
Oco6oe 3HaUEeHHE METOABI XpoMaTorpauu UMEIOT B COMHUTENIBHBIX CUTYaIHsX, 110JTy-

YEHHBIX KJIACCHYECKUMH METOAaMHU J1a00paTOPHON JHArHOCTUKH.
B cBsi3u ¢ BBIIIECKA3aHHBIM YPE3BbIYAHO aKTyalbHBIM SBJSETCS BBISBIEHHE HO-
BBIX MapKepOB HACJICACTBEHHBIX Ooye3Hel MeTabo/In3Ma, COBEPILICHCTBOBAHHE METOAMK
MX OINpeJIeNIeHHs, MOJlyYeHHe HOBBIX JaHHBIX 00 UX pedepeHCHBIX 3HA4YeHUsX, pa3spa-
6OTKa HOBHIX AJTOPHUTMOB JMAarHOCTHKKA HACIeJCTBEHHBIX 3aboneBaHuii oOMeHa Be-

IECTB Y JeTeil, 0cOOeHHO 3HAYUMBIX ISl MACCOBOTO CKPUHMHIA.

Hayunasi HOBH3HA HCCJIeJOBAHUS

Hay4nas HOBW3HA JIMCCEpPTALIMK He BBI3bIBAaeT COMHeHuH. B xomrmiekcHoM nabo-
PaTOPHOM HCCIIEAOBAHUHU ompejiereHa 3P PeKTUBHOCTh MYJIBTUIITIEKCHOTO OIIpeesIeHus

1



aKTyaJIbHBIX MeTa0OJUTOB pAa3IMYHBIMH BaJIHAUPOBAHHBIMH XpOMaTOrpauueCKHMH
METOJIaMH C MacC-CIEKTPOMETPHYECKUAM JIETEKTUPOBAHUEM JUIsi pAHHEH U TOYHOM Jua-
THOCTHKHM HAClIeICTBEHHBIX HapylleHud oOMeHa aMHHOKHMCIIOT, OPraHMYeCKUX KHUCJIOT,
anuiikapautiHoB, OJILDKK, mypuHOB M MAPUMUIUHOB y JleTel C MCIIOIb30BaHUEM Ma-
j0ro o0beMa OMOJIOrMYECKOro MaTepualia,

BriepBeie  ycTaHOBIIEHBHI pedepeHCHBIe MHTEepBallbl AHATHOCTHYECKHUX MAapKepoB
(aMHUHOKHCIIOT, alMIKapHUTHHOB, opranudeckux kucior, OAILDKK, mypuHoB u nupu-
MUIMHOB) HaCJIEJICTBEHHBIX HapylleHUi oOMeHa B 310pOBO# AeTckoi nomynsuun Poc-
cuiickol Peneparuu B pa3iW4YHBIX BO3pPACTHBEIX Ipynnax. BeuisieHo, 4to s 60ib-
IIMHCTBA AMUHOKHUCIIOT, OPraHU4eCKUX KUCIOT U allMJIKADHUTHHOB pa3jiiM4vHas KOHLEH-
Tpamus UX B KPOBH 3aBUCHUT OT Bo3pacTa pebenka, Torja kaxk mis OLDKK u nypunoB u
MUPUMUIMHOB MX KOHILIGHTpAlUs B KPOBU M MOYE He 3aBUCUT OT BO3pacTa.

Jloxazana 1IEHHOCTb JUArHOCTUKHM C NPUMEHEHHEM Macc-CIIEKTPOMETPUH Y IMaliy-
€HTOB C JeDULUTOM DUIHAPOTIMPUMUAMHAZEI M NEPBUYHOIO CHCTEMHOTO Ac(UIMTA
KapHUTHHA TPU HAPYIICHUSIX KISTOYHBIX OpraHell, BIEpBbie J0Ka3aHO [IEHHOCTh OIpe-
neneHus (4yBCTBUTENBHOCTD, crierubuynocTs >(0,98) nmaronorudyeckux 3HaYeHHE map-
KEPHBIX MeTabO0JUTOB (CBOOOAHBIN M CBSI3aHHBIM KapHUTUH, ypaLuil, TUMHH) IPU 3TUX
HapyLLIEeHUsX.

Paszpaborans! HayqHbBIe 000CHOBAHUS JUISl AJITOPUTMOB JHATHOCTUKY HACIIEICTBEH-
HBIX Oone3Hell OOMEHa aMUHOKHUCIIOT, AlWIKApHUTHHOB, OPraHUYeCKHX KHCIOT,
OJLDKK u mypuHoB, U nupumuanHOB. Onpenenena 6omnee BbICOKas AMAarHOCTUYECKAs
3¢ (HEKTUBHOCTh MPUMEHSIEMBIX aJITOPUTMOB 10 CPABHEHHIO C CYIIECTBYIOIIUMH.

Jisg neTckoy momyJsilMKM B HAIEH cTpaHe pa3padoTaH [MarHOCTHYECKUM ajro-
PUTM BBISIBJICHUS] HApYILLIEHUH OOMEHa HYKJICOTHIOB C MOMOUIBIO OMpeAeNeHuUsT KOHLICH-
TpaLMH ITyPUHOBBIX U MUPUMUJIMHOBBIX OCHOBAaHUU B MOYE MAI[MEHTOB METOJOM TaH-
JEMHOM XpOMaTOo-Macc-CIIeKTPOMETPUH.

Mesx 1y KOHLIEHTpaUsIMH HEKOTOPBIX MapKepoB BBISIBIICHA CTATUCTUYECKU JOCTO-
BepHasi B3aMMOCBsI3b. Hanuuue CTaTHCTUYECKH JOCTOBEPHBIX BHYTPUIPYIIOBBIX KOp-
pensuuil MeXay pazIUYHBIMU 1ab0paTOpHBIME TOKA3aTeIsIMH ONpeeNseT MMOTEHIIH-

AJIbHYHO 3(1)(1)BKTHBHOCTB HAay4HOI'O HMCIIOJIB30BaHUs 9THX MHOXECTB JaHHBIX, KakK 005~
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eKTa JUls JaJlbHEMIINX HCCleoBaHMi MeTabonu3Ma U pa3paboTKH HOBBIX MapKepOB
HapyleHui obMeHa BelecTs.
Crenenb 000CHOBAHHOCTH M JOCTOBEPHOCTH HAYYHBIX 10JI0KeHUH, BIBOIOB
M peKoMeHAanu#, chopMyIHPOBaAHHBIX B JHCCEPTALMH

Hayunsle nonoxenus ¥ npakTUYECKUe PeKOMEHAALMA OCHOBAHbI Ha U3YYEHUH U
aHalM3e JIOCTaTOYHOro obbemMa KIMHUYecKoro marepuana, ObcnenoBaHo 695 nanues-
TOB ¢ MOMEHTa poxkaeHus 1o 18 net, u3 xoTopeix 157 — ¢ KIMHUYECKOH KapTHHOM, Xa-
PaKTepHOU ISl BPOXKJIEHHBIX MeTabonu4yeckux 3aboneBaHui, 95 — npakTU4ecKu 310po-
BBIX JIeTel, BOLIE/IINX B KOHTPOJIBHYIO Ipynimy, U 443 — npakTU4YecKy 3/J0pOBBIX JeTei
s pacyera PU.

Ouenensl 1ab60paTOpHbIE TOKA3ATENH CIIEKTPOB AMHHOKHUCIIOT, AllUIKAPHUTHHOB,
opranuveckux kucnor, OJALDKK, mypuHOB M MUPUMHUAMHOB B IATHAX KPOBH, IUIa3Me
KpoBH U Moue y 695 nereit.

Jlns ycranosnenus PU ObutM MCTIONB30BaHBl pe3ysbTaThl aHamu3a 443 mpakrude-
CKH 3[I0POBBIX JIeTel pa3HbIX BO3PACTHBIX IpymIl. B uccienoBanuy NpuHUMANIN y4acTHE
neTu, npoxusaiome B MockoBckoMm pernone u EBponetickoit wactu Poccuu. Crarmuo-
HapHOe HAOJIOIeHne 3a MallMeHTaMU POBOAMIIOCH BpauaMU-T€HETUKAMU COOTBETCTBY-
IOLIUX YUPEIKACHHUH.

ABTOpPOM HCIIOJIH30BaHbI COBPEMEHHbBIE METOABI CTaTHCTH4YecKoro aHanusza. Jls
OLIGHKHA pa3IMuuii MeXJy BO3PACTHBIMH IPyIIIaMH HCIIOIB30BAJICS HemapaMeTpuye-
CKHI METOJ] CpaBHEHUSI MHOXKECTBA HE3aBHCHMBIX Ipymi — memoo Kpackena-Yonnuca.
CpaBHeHHE CpeHHX 3HAUYEHHH IPOBOAMIOCHE METOJOM HellapaMeTpU4ecKOo# cTaTu-
CTHKH C MCTIONb30BaHUEM kpumepusi Manna-Yumnu. JIns noKazaTenbCcTBa AUAarHo-
CTUYECKOH 3HaYMMOCTH PacCYMTaHBl TyBCTBUTEIBHOCTH ¥ CIICIIU(GUIHOCTE C HUCIIOIB30-
BaHHEM Mmemooa nocmpoenus ROC-kpusvix (receiver operating characteristic)
(MedCalc Software). Takke HCHOIB30BAICA HEPAPXUYECKHH KIIACTEPHBIM aHalIU3 H
TeIIOBbIe KapThl HA OCHOBE Koppensiuu no Cnupmeny.

KoppensuuoHHbId aHAIW3 MPOBOIAMIICS C MOMOIIBIO S3bIKA IPOrpaMMUpOBaHuUs R.
Taxke NpOBOAUIIOCH CpPAaBHEHHE 3HAUEHUI MeIUaH C MHTEPKBAPTUILHBIMU JUANa30Ha-

MH. Pacuersl MNpOBOAUIIMCE C ITOMOIIBK CTATHCTHYECKHUX IIPOI'paMM. Pe3y.TII:TaTBI HC-
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ClIeJIOBaHUH, TIPUBEJIEHHBIE B JMCCEPTALUM, MOJHOCTBIO COOTBETCTBYIOT O00BEMY BBI-
MIOJIHEHHBIX UCCIIeIOBaHU.

Metoapl MCCIENOBaHUS TOJIHOCTBIO COOTBETCTBYIOT IIOCTaBIEHHBIM 3a/iavyam;
CTelleHb JOCTOBEPHOCTH Pe3yNbTAaTOB TOATBEPIKIAETCS HWCMOJB30BAHUEM OOILEIIPHHS-
TBIX METOJIOB MCCJIEIOBAHUS, a TAK)Ke COBPEMEHHBIMH CII0OCOOaMU CTAaTHCTUYECKOH 00-
pabOTKH IMOTYYEHHOT'0 MaTepualia CoriacHO TpeOOBaHUAM MeAUKO-OMOJIOrHYEeCcKOi cTa-
TUCTUKUA. BBIBOJIBI apryMEHTUPOBAHBl U BBITEKAIOT U3 PE3yJbTaTOB IIPOBEIEHHOIO HC-
ClleIOBaHUsI.

JIMYHBIH BKIAJ COMCKATENA COCTOMT B TOM, YTO aBTOPOM JIMYHO pa3paboTaHbl Me-
TOJMKH KOJIMYECTBEHHOI0 aHajiu3a MeTaboJIMTOB, U3MepseMblx ¢ moMombio BOXKX-
MC/MC u I'’X-MC/MC. Tlox pyKOBOACTBOM M IIPHU JTUYHOM YYaCTHH aBTOPA IOIYYEHBI
pesynbrarbl. CocTaBinensl auddepeHmuansHo-AuarHocTHyeckue Tabauiel u paspabora-
HBl QJITOPUTMEI JTa0OpaTOPHOM IMArHOCTHKY HACJIEICTBEHHBIX Oone3Heil oOMeHa Be-
mecTB. [IpoBeeHBI pacyeThl MO0 YCTAHOBIEHHIO pedepeHCHBIX NHAla30HOB H IPOBE/CH
aHaJIN3 BCeX CTATHCTHYECKHUX NaHHBIX. [IpoBe/ieH cpaBHUTENbHBIN aHAIU3 II0Ka3aTeleH
MapKEPHBIX METAOOIUTOB P PA3JIUYHBIX OOJIE3HAX 0OMEHa 10 JJaHHBIM JTUTepaTypPHBIX
MCTOYHUKOB M JIaHHBIX, IIOJly4YE€HHBIX B HacTosmeM uccienoBanuu. Ha ocHoBanuM mo-
JYYeHHBIX pPe3yNbTaTOB aBTOPOM IIOJATrOTOBIIEHBI M OIyONMKOBAaHBl Hay4YHBIE CTaThbH,
METOAMYECKUe ocoOusi, MOHOrpadus.

ABTOpPOM BBITIOTHEH PETPOCHEKTUBHBIN aHAIW3 MEUIMHCKON JOKYMEHTAlUH, CTa-
THCTHYeCKass 00paboTka, NpejcTaBlIeHle pe3ybTaToB, COIIOCTaBlIeHHe C paHee OIy6-
JTMKOBAaHHLIMM paboTamu.

Copepxanue padboThbl, ee 3aBEPIICHHOCTh H 0(opmileHHe

Jluccepraius COCTOUT U3 BBeIEHHs, 0030pa JUTepaTypbl, IiaBbl, ONUCHIBAIOLIEH,
MarepHalibl U MeTO/bl, UCIIOJIb3yeMble B paboTe, IJIaBbl ¢ COOCTBEHHBIMH KCIIEPUMEH-
TaJbHBIMH U PACYETHBIMU Pe3yJIbTaTaMM, IJIaBbl ¢ 0OCYXKICHUEM IOJIyYEHHBIX pe3ylib-
TaTOB, 3aKJIIOYCHHS, BBIBOJOB, MPAKTHYECKUX PEKOMEHAALMH, CIUCKA COKpAIEHHH,
CIIMCKA JIMTEpaTyphl ¥ Npuiiokenus. Pabora npencrasneHa Ha 265 crpaHuiiax MalliHO-

IIMCHOI'O TeKCTa, BKunodaeT 36 Tabmun u 43 pucyHKoOB, a Takxke lIpunoxenue A, BKIto-



qaromee 16 Tabnun u 18 pucynko. CiMcok nuTepaTyphbl COAEPKUT 268 HCTOUHUKOB,
U3 KOTOPBIX 43 oTe4ecTBEHHBIX M 225 MHOCTPAHHBIX.

Ilo uroram paboTs! omy6nuKoBaHO 56 HAyYHBIX TPYIOB, U3 HUX 32 Hay4HbBIE pabo-
ThI MPEACTABIIEHEI B XXypHAaJIaX, BXOJAALMX B IIepeYeHb BEAYIIUX PeLeH3UpYyEeMbIX Hayd-
HBIX )KypHaJIOB, BKIIFOYEHHBIX BrIciiel arrecTaliMOHHOM Komuccued Poccuu B CrMCOK
U3JIaHUM, peKOMEeHIyeMbIX AJI OMyOJIMKOBAaHUS OCHOBHBIX HAayYHBIX pe3ylbTaTOB JHC-
cepTaluy Ha COMCKaHHWE YUYEeHOMN CTeleHM KaHOuaaTa U JOKTopa Hayk, | MeTomudeckoe
nocobue s Bpayeit, 1| MoHorpadusi, 3aperucTpupoBaHbl 2 HOBbIE MEIUIIMHCKHE TeX-
Hojoruu. Marepuainsl ucciaeoBaHus TaKKe JOJI0KEeHbI Ha MHOTHX €XEroJHBIX KOHpe-
PEHIIMSX.

Teope’n«mecmaﬂ H MPaAaKTHYECKasl SBHAYHUMOCTb HAYYHBIX Pe3yJ/ibTATOB

Paccunrannble HOBBIE pedepeHCHble [IUama3oHbl JHATHOCTUYECKHX MapKepoB
HACJIeCTBeHHBIX Oone3Hell oOMeHa y JeTeill yBelIWYMBAIOT JUATHOCTUYECKUE BO3MOXK-
HoctH. [lokazaHo, 4TO XpoMaTo-Macc-CIeKTPOMETPUYECKUI aHalu3 HaclleJCTBEHHBIX
Oone3nelt 0OMeHa MOXKET OBITh YCIEIIHO HCIIONB30BaH B IIPOrpaMmax Mo M3y4eHHUIo na-
TOreHe3a HACIeJCTBeHHBIX HapylleHud oOMeHa. OH MOXET MPUMEHSATHCS LIHPOKO Kak
IJIsl IMAarHOCTHKH HapylleHWH oOMeHa y JeTeil pa3lnu4HbIX BO3PACTHBIX IPYII, TaK U B
paMKax HEOHATAJIbHOIO CKPUHUHTA.

Ilosmyyennsie B HacTosei pabore nanusie 0 PY aMUHOKHCIIOT, al{UIKapHHUTHHOB,
OpraHM4YecKuX KUCIoT, IypruHOB U mupumMuanHoB, O/ILDKK 1 HOBBIX Auana3zoHax MX Ia-
TOJNIOTHYECKUX KOHILEHTpanuii ObUIM OIMyOJMKOBAHEI B CTATHIX W MCIIOJIE30BAHEI B JAa-
THOCTHKE, a TaKXKe MOTYT YYUTHIBATHCS IIPU COCTABJIEHHM MPOrpaMMbl HEOHATAIBHOI'O
CKPHHUHIA Ha pa3iMyHble BU/bl HapylieHuit oOMeHa. [Tony4yeHHsle B paboTe pe3yibra-
TBI IIOMOTYT IIPH pa3paboTKe WHAUBHUAYATBHBIX JUATHOCTUYECKUX IPOLEAYP B pa3iidy-
HBIX nabopatopusix Poccuiickoit denepanum.

PaspaboTtaHbl anropuTmMsl 1a60paTOPHON AMArHOCTUKK HACIEACTBEHHBIX 3a00J1eBa-
HHM aMUHOKHCJIOT, al[MJIKAPHUTHHOB, OPTaHUYECKUX KHUCIIOT, IIyPUHOB U ITHPUMUIAHOB,
OJILDKK Ba ocHOBe MyJBTHILIEKCHBIX Tpoduiiel atux mapkepos. IIpencraBnenusie aj-

TFOPUTMBI, BKJIIOYAIOT B ce0s1 MHOTO3TAITHBIN aHaIu3 GHOMaTepHaﬂa CKPUHHHI'OBBIMH MeE-



togamu (BOXXX-MC/MC umu I'X-MC), ¢ y4eToM KIMHUYECKHX NAHHBIX U CEMEHHOTO

aHamMHe3a nanueHTa. OnucaHbl CXeMbl JeHcTBHA rpoBeneHns tuddepenmansHoi nua-

THOCTUKH € IPyTUMH BUJIaMH HapylIeHHH oOMeHa.

Hogssle anroputmsl 1a6opaTOpHOM AMarHOCTHKH, IPEe/ICTaBIeHHbIe B NaHHO# pabo-
Te, MO3BOJISIOT 3((PEKTUBHO BBIIBISTE MATONOTHIO W MPOBOAUTH IUQdepeHIMaNBHYIO
JMAarHOCTHKY HACJICACTBEHHBIX 3a00JIleBaHUH; MO CPaBHEHUIO C CYLIECTBYIOIIMMM J(1a-
IHOCTHYECKUMH aJI'OPUTMAMH MHOT'OKPATHO yBeJIHYeHa OBICTPOTA U JOCTOBEPHOCTD JH-
arHOCTHMKHM, YTO OYEeHb BaYKHO JUIsS Hayasia TapreTHOMH Teparuu.

PazpaboTaHHble COOTBETCTBYIOLIME AITOPUTMBI KIMHUKO-Ia00paTOPHOrO aHANIM3a
BPOXKJIEHHBIX METa0OIMYECKUX HapyLICHWH y AeTedl M pe(epeHCHble 3HaYeHHs WC-
NOJIB3YIOTCS B Mpouecce oOyueHus: ciymuareneidl Ha kadezape KiMHMYeckoil jabopa-
topaoi auarHoctuku ®JII10 na PI'AOY BO PHUMY um. H.H. IIuporosa Munsapasa
Poccum.

ABTopedepaT COOTBETCTBYET OCHOBHBIM IOJIOKEHUSIM JHCCEPTALIHH.

Jluccepramys 3acily)KUBaeT IOJ0XKHUTEIBHON oleHkH. B npouecce o3HaKoMIICHHUS €
paboTOi BOBHUKIM HEKOTOPBIE 3aMEYaHusl ¥ BOIPOCHI, HA KOTOPbIE XOTENOCh OBl YCIlbl-
I1aTh MHEHHE aBTOPA.

3amMeuyaHus O AUCCePTANHOHHOI pabore.

1. B rabmunax muccepranuu 18, 19, 21 u 23 npencraBneHs! pedepeHCHbIC HHTEPBAIIEI
aHAIUTOB U 4-X BO3PACTHBIX IPYIII C yKa3aHUEM OJHOIO 3HAYCHHUS «P» - YPOBHS
craTucTU4eckoit 3HauumMoctu. K KakuM rpynnam cpaBHEHUSI OTHOCUTCS 3TOT ITOKa3a-
TeJb «p»?

2. B nuccepranuy 4acTO MCIIONB3YETCs CIOBO «TE€HACHIM 6e3 yKa3aHHUs ypOBHs CTa-
THCTUYECKOH 3HAYMMOCTH OTIHIHHN «pP».

3. Ha ROC xpuBBIX He IpejcTaBIeHbl JJaHHBIE 110 YyBCTBUTEIBHOCTH, CIIEUPHUIHOCTH
¥ IIOPOTOBbie 3HaYeHUs (IPeACTaBIeHbI TOJIBKO B ONMCAHUN K PUCYHKY).

Bonpocsl no aucceprauuonHoi pabore.
1. B marepuanax ¥ MeToAax MpUBOAATCS XapaKTEPUCTUKU BaJIMAMPOBAHHBIX XPOMATO-

rpapuueckux MeToauK. B kakux JoKyMeHTax onmyOIMKOBaHa BaJIU/IALNs METOIUK
BOXX/MC u I'X-MC?



2. B npennoXeHHBIX aBTOPOM aJIFOPHUTMAaX JHArHOCTHKH 3aKIFOYUTEIbHBIM 3TallOM 5B-
JSIeTCS TeHETUYECKOe UCCIIeIOBaHue, KOTOPOE SBISAETCS 30JI0ThIM CTAaHAAPTOM B AH-
arHOCTHKE HACJIeJICTBEHHBIX HApYIIEHUI 0OMeHa BeIIeCTB, pHU ieeKTax pa3ind-
HBIX (pepMeHTOB U Ap. Bamu paspaboransl PU Hanboiee 3HaYMMBIX MapKePHBIX Me-
TabOIUTOB HACIEICTBEHHBIX HAPYLICHHH 0OMeHa BEIIEeCTB C IIOMOIIBIO METO/[0B
Macc-criekrpomerpun. beutu B Bamei npaktuke cirydan, korna Bel Ha ocHOBe MeTO-
0B XpoMaTorpapuu MOXKeTe MOCTaBUTh JUarHo3 6e3 moATBepIkKIeHHs FTeHeTHYeCKO-
ro MCCIIeIOBaHMS?

Hecmotps Ha 3ameqanus, auccepranuonsas pabora WU.C. Mamenosa npezacrasiser
GompIION MHTEpeC, KaK B HAYYHOM IUTaHe, TaK U Ui MPAKTHYECKOTo 37paBOOXpaHeHMS.
3aaHHbIe BOIIPOCHl HE CHMXKAIOT JOCTOMHCTBA HACTOSLIETO JUCCEPTALHOHHOIO UCCIIe-
NOBAHUS ¥ HE BIMAIOT Ha IMOJOKHUTEIbHYIO OLEHKY paboThl.

3akiouenne

[TonoxuTenpHass OLEHKA AUCCEPTALldU, BBITEKAIOIAs U3 €€ aKTyalbHOCTH, JOCTO-
BEPHOCTH TIOTYYEHHBIX JaHHBIX, 000CHOBAHHBIX BHIBOJOB U NPAKTUYECKUX pPEKOMEH/ 1a-
L{H [TO3BOJIAIOT OTMETUTH TEOPETUYECKYIO U IPaKTUYECKyI0 3HAYMMOCTh MCCIe0Ba-
aust, [Ipu Beimonnenuu gucceprauuun Mameno M.C. mposiBuil ce0si MCKIFOUUTEIBHO
NoOpOCOBECTHBIM, BJIyMYMBBIM M 3peJIBIM HCCIeloBaTeNeM, MPOSBUBIIMM MPU BBIIOI-
HEHUU HCCIIeIOBaHMs IIyOOKHe TeopeTHdecKHe 3HAHHs, TBOPYECKUH IOOXOJ K pelle-
HUIO IIOCTABJIEHHBIX 3a/1ay.

Takum ob6pasom, muccepranuonHas pabora M.C. Mamenosa «Xpomaro-macc-
CIIEKTpPOMEeTpHUecKasi AMarHOCTUKA HACleJCTBeHHbIX OoJie3Hell Metabonusma y aereily,
ABJISETCS 3aKOHYEHHBIM HAYYHBIM TPYJIOM, B KOTOPOM Ha OCHOBAHUH BBITOJHEHHBIX aB-
TOPOM HCCJIEIOBaHUMA M pa3pabOTOK OCYIIECTBICHO pelleHHe HAayYHOH MpobieMbl —
omnpezeneHo 3HaueHue U 3P (HEeKTUBHOCTH XpOMATO-Macc-CIIEKTPOMETPUH B JrabopaTop-
HOM JMarHOCTHKE HacCJeICTBEHHBIX Ooje3Heidt oOMeHa aMMHOKHCIIOT, OpPraHHYeCKHX
KUCJIOT, Al[AJIKAPHUTHHOB, JKUPHBIX KUCJIOT, IIyPUHOB ¥ IIHPUMHUIAUHOB, OLICHEHBI pede-
PEHCHBIE MHTEpBaJIbI IS 3TUX TOKa3aTelel, a TakkKe pa3paboTaHbl COOTBETCTBYIOIIUE
AIFOPUTMBI KIIMHUKO-1a00paTOPHOro aHalnu3a BPOXKASHHBIX MeTabOMHYeCKUX HapyIle-

HUMN Yy ﬂeTeﬁ, HMEIONIeNd BaXKHOE 3HAa4Ye€HHe IS CIelUaJIbHOCTH 3.3.8 — knuHMYecKas
I



nabopaTopHas JUarHOCTHKA.

ITo axTyalbHOCTH TE€MBI HCCIIEIOBAHMU, HAYIHOW HOBU3HE U IIPAKTHYECKON 3HAYH-
MOCTH pe3ynbTaToB aucceprauusi Mameznosa WM.C. monHOCTEIO cOOTBeTCTBYET Tpebo-
BaHMAM I1.9 I1oI0KeHUs O IPUCYIKACHUH YICHBIX CTEIIeHEeH, yTBeP)KASHHOTO TIOCTaHOB-
nenneM IlpasutensctBa Poccuiickoit @enepanun Ne§42 or 24.09.2013r. (¢ uameHeHus-
MH B peJIaKili¥ [I0CTaHOBJIEeHWH mpasutTenscTBa Pocculickolt ®eneparum Ne335
0121.04.20161., No748 ot 02.08.2016r., Ne 650 or 29.05.2017r., Ne 1024 ot
28.08.2017r., Ne 1168 ot 01.10.2018r.), npebsBisieMbIM K AUCCEPTALIMOHHBIM paboTam
HA COMCKaHHWEe YYEHOM CTENEHH JOKTOpa OMOIOrHYecKUX HayK, a MaTepHalbl AUCCEepTa-

MY COOTBETCTBYHOT CIICLIMAJIbBHOCTH 3.3.8 — Kiiunuueckast naﬁopa'ropﬂaﬂ JUArHoCTHKa.
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