OT3bIB OPUIIMAJTBHOI'O OIINTOHEHTA

nokropa meauunHckux Hayk MBaneu Tatesinbl FOpbeBHBI Ha AUCCepTAIHOHHYIO
paboty Mamenosa Mnberapa Canex ornbl Ha TeMy «XpoMaro-macc-
CIIEKTPOMETpPUYECKasl JUarHOCTUKA HACIeICTBEHHBIX Oone3Heil meraboiusma y
JeTe», TIPE/ICTABIECHHYIO Ha COUCKAHHUEe YUYeHOH CTerneHH JOoKTopa OUOIOrMueCcKrX
HayK 110 CNenuanbHoCTH 3.3.8 - KIIMHUYecKast 1abopaTopHasi IUarHoCTUKA B
auccepTaunonHbii coset 21.2.058.04 na 6aze ®PI'AOY BO PHUMY um. H.J.
[Tuporosa Munsapasa Poccun.

AKTYAJBLHOCTH TeMbl HCCEPTANHOHHOIO HCC/Ie0BAHMSA

Juccepranmonnas pabora Mamenosa Mnbrapa Canex oribl MocBsiieHa paHHen
IMarHOCTHKE HACIIEJCTBEHHBIX Ooie3Hell oOmena BemiecTB. HecmoTpst Ha TO, 4TO
OONBIIMHCTBO JIaHHBIX 3a00JeBaHUI OYEHb PEINKO BCTPEYAlOTCA B MONMYJISLHMHA M
OTHOCATCS K rpynmne opdaHHbIX 3a00eBaHU, OHH UIPAIOT 3HAYMTENBHYIO POJb B
CTPYKTYpe HETCKOW MaToNOruu U cMepTHOCTU. Peakumu 3a00s1eBaHUsIMU O TAHHBIM
BO3 crpanator okono 400 munnnoHoB yenosek B mupe (3,5 — 5,9% wnacenenus).
Oxono 80% rtakux 3aboneBaHMil — HACIECTBEHHbIE U YACTO IPOSABISIOTCS yXKe B
IIEPHOJL HOBOPOKIEHHOCTH.

Pannee Hauano, TsKecTh TeYEHMS, HeCEUU(PUYHOCTh KIMHUYECKUX
MPOSBJICHUH, OTCYTCTBUE CBOEBPEMEHHOTO AJEKBATHOIO JICYEHUS — BCE BTO Jiesaer
npobjieMy HacleICTBEHHbIX HapylleHWi Meraboiu3Ma OYeHb aKTyaJbHOH s
neauatpoB. [TosiBjieHre HOBBIX METOMOB MATOreHETHYECKON Tepanun (CrennaibHbIe
IUEThl, JIeKapCTBEHHbIE TIperiaparbl, TEeHETHYECKOe pEeNaKTUPOBAHUE U [Ip.)
MO3BOJISIOT HE TOABKO CMATYUTH TSDKECTh 3a00JieBaHUs, HO, B HEKOTOPBIX CIy4asx,
JIOCTUTHYTh CTOMKOM PEMHMCCUM WM Ja)ke OTHOCHTEIBHOTO BbI3opoBieHHs. s
CBOEBPEMEHHOI0 Havana tepanuu TpeOyercs ObicTpas, HaleXHas M KavyeCTBEHHAas
naboparopHasi JMArHOCTHKA, KOTOpasi CTajla BO3MOXKHOK Ojarofapsi BHEAPEHHIO B
KIUHUYECKYIO [IPaKkTUKy MeToJa TaHAEeMHOW XpOoMaro-Macc-CIeKTPOMETPHH.
JlaHHBIM MEeTOJ HCIONb3yeTCs Ul BBIBICHHS MapKepoB HapylleHHs oOMeHa
AMHHOKHCJIOT, alMIKAPHUTUHOB, OPraHUYeCKUX KUCIOT, IYPUHOB M MUPUMHUIMHOB
pa3sIM4YHOM CTETNIEHM BBIPAKEHHOCTH W OLIGHKH OHOXMMHYECKOro (eHOTHIa

MalHuEeHTOB C€ COOTBETCTBYROILIHMHU 3a00J1eBaHUSIMHU. COBpeMeHHble METO/bI



MKHUIKOCTHOW/Ta30BOM  Xpomarorpagu ¢ TaHAEMHOH  Macc-CHeKTPOMeTpUen
MO3BOJIAKOT OBICTPO M CrHEeUU(PUYHO BBISIBIATH BPOXKACHHbIC O0Jie3HH oOMEHa 110
COZEPKAHUIO OMOXUMHUYECKMX MApPKEPOB B KPOBM M MOYE, YTO MCIHOJB3YETCS HE
TOJILKO JUJISl TIOATBEPKACHUS MPe/IBAPUTELHOIN0 KIMHUYECKOTO JAMarHo3a, HO U JUis
CKPMHUHIA HACJEICTBEHHOH MaToMOTHU OOMEHa BELIECTB B ACTCKHUX IMOIYJISIHIX.
[Ipu 5TOM OY€Hb 4aCTO 3TH JUATHOCTUYECKUE BO3MOMKHOCTH PEAIM3YIOTCS AaJIeKO He
B TIOJIHOW Mepe, He CTaHJapTU3UpOBaHbl JIAOOPATOPHbIE METOJAbI W CIEKTPHI
OMOXMMHMYECKMX  MapkepoB Juis  OOJBIIMHCTBA  HO30JIOTHH,  OTCYTCTBYIOT
o0mmenpuHATEIe peepeHCHble UHTepBaIbl MOKa3zaTelel /s 370pOBOM MOMYJISLUUH
JeTed pasHoro Bo3pacTta. JlaHHble Hay4yHOHW JIMTEpaTypbl O COJIEPKAHHH ATHX
crenupUIHLIX MapKEePOB 3HAYUTEIBHO PA3HITCS, YTO B CBOKO OYEPE/lb TAKIKE MOXKET
3aTPYAHATH NMPOLECC HHTEPIPeTalMK MTOJIyYeHHBIX Jab0paTOPHBIX JaHHBIX.

Takum o00paszom, BbIsBIIEHHE HOBBIX MapKepOB HACJIEACTBEHHBIX Oolie3Hei
MeTabonu3mMa, MEeTOAMYEeCKOe COBepIIeHCTBOBaHWE JabopaToOpHOro  aHaiu3a,
NOJIy4eHHe peepeHCHBIX 3HAa4YeHUi A OMOXMMHUYECKUX MapKepoB W pazpaboTka
HOBBIX AJIFTOPUTMOB JIUArHOCTUKU HACJIE/ICTBEHHBIX 3a00JeBaHmii oOMeHa BEIIeCTB Y
JleTel, 3HAYMMbIX TakKe M Uil MacCOBOTO CKPUHHUHIA, SBISETCS Ype3BbIYANHO

aKTyaJbHbIM.

Hay4ynasi HOBH3HA HCCJIeI0BAHNS

Hayunas HOBU3HA auccepralMoHHOM pabotel MamenoBa M.C. He BbI3bIBaeT
CoMHeHMM. B  KoMmiuiekcHOM — 1abopaTOpHOM — MCCIIEIOBAaHMM  OMpeneneHa
(G dEeKTHBHOCTD  MYJBTUIUICKCHOTO  ONpElesieHrs aKTyalbHbIX  MeTabOoJMTOB
PasiMYHBIMH  BaJMJMPOBAaHHBIMU  XpPOMATOrpaUyecKUMH MeTOJaMH ¢  Macc-
CIIEKTPOMETPUYECKUM JIETEKTUPOBAaHUEM JUIsI paHHEd M TOYHOM JUArHOCTHKH
pasIMYHbIX HACIEJACTBEHHBIX HapylleHuid oOMeHa cO CXOJHOH KIMHHUYECKOMH
kapTuHoW. Co3nanbl naHend OMOXMMHMYECKHX I[OKasaTeNedl sl JAMArHOCTHKH
KOHKPETHBIX HapyweHuii obmena. Vcronb3oBaHue MyJIbTUIUIEKCHBIX MpOQHIIei
OMOXUMHYECKUX MapKepoB 3HAYUTEIIHO [IOBbILLIAET 3 deKTHBHOCTE

mubdepeHIHaNbHON JUArHOCTHKH.



JlokasaHa 1I€HHOCTb BBISBICHUS (4yBCTBHTEIBHOCTB, crenupuuHocts >0,98)
NaTOJNOTUYECKUX 3HAYEHWH MapKepHbIX MeTabonuTOB (CBOOOJAHBIN M CBS3aHHBIN
KapHUTHH, ypaluuj, THMUH) Y NAMUEHTOB ¢ AeGULUTOM AUMTHAPONMPUMHANHAZLI U
MEPBUYHOrO CHCTEMHOro JeuuuTa KapHUTMHA NP HAPYIIEHHWSIX KJIETOYHBIX
OpraHes.

Hayuno  oGocHoBaHbI ¥ pa3pabOTaHbl  QITOPUTMBI  JIHATHOCTUKH
HACJIE/ICTBEHHBIX Oose3Hell 0OMeHa aMUHOKUCIIOT, allMIKAPHUTHHOB, OPraHUuYECKUX
KUCJIOT, OYeHb JIUHHOLENOYeYHbIX JKUpHBIX Kucaor (OALDKK), nypunoB wu
nupuMuauHOB. Ilokasama Oosee BbicOKas JuarHoctuyeckas S(PQeKTHBHOCTH
MIOJIyYEHHBIX aJITOPUTMOB 110 CPABHEHUIO C CYILECTBYIONIMMHU.

JlokazaHa HEOOXOAMMOCTbL BKJIIOUEHMs aHanmu3a KPOBM HA COJIEpIKaHHE
CTaH/IaPTU3UPOBAHHOIO  psija auuiakapHuTHHOB (30 mokaszaTeneil) MeETOIOM
TAHJAEMHON Macc-CIeKTPOMETPUM U aHaIM3a MOYM HA COJAEpP)KAHHE OpPraHMyYecKHX
KUCIOT (28 1mokasaTesieif) METOZOM ra30Boi XpoMmaTorpaduu - Macc-CrieKTpOMETPUH
B aJICOPUTM J1a0OPaTOPHON JHATHOCTUKH HApyIIeHUH 0OMeHA JKUPHBIX KUCIIOT.

JUts TOYHOH M OBICTPON JAMATHOCTHKHU MEPOKCHCOMHBIX OoJie3Hell HeoOXoauMm
aHalM3 YPOBHS OY€Hb JJIMHHOLIEIIOYEYHBIX JXMPHBIX KUCJIOT B KPOBM, a s
AMArHOCTUKK 3ab0sieBaHui, CBSI3aHHBIX C HAPYIICHUSIMH OOMEHa HYKIECOTHIOB -
BBICOKOUYBCTBUTENILHOE JIETEKTUPOBAHME HU3KUX KOHUEHTPAUHUi MYPHHOBBIX U
NUPUMUIMHOBBIX OCHOBAaHUH B MOY€ MAIlHEHTOB.

Ha ocHoBanuu amnanusa OONBLIONO YuCAa BHYTPH- M MEXIPYIIOBBIX
B3aHMOCBSI3€H XpOMAaTO-MacC-CIIEKTPOMETPUYECKUX TOKa3aTeliel W BhISBJICHHS
CTaTHCTHUYECKH  [OCTOBEPHBIX  BHYTPUIPYNIMOBLIX  KOppeNslUil  MokaszaHa
MEePCNEKTUBHOCTH  CO3/IlaHUsl  IMArHOCTUYECKHX TMaHeled MapKepoB C  LEJbIO
NOBBIIEHHA d(PPEKTUBHOCTH TUPPEPEeHIMATBHON IHArHOCTUKM HACIeACTBEHHbBIX
HapylieHui oOMeHa BelIeCTB, YTO JACT BO3MOKHOCTH IMOCTAHOBKHM JHMArHO3a NpH
HEsCHBIX, NOrPaHUYHbLIX cocTOsHMsAX. Onpenenena noreHuuanbHas dQHeKTHBHOCTD
HAyYHOI'0 HMCII0JIb30BaHUs MPEACTABICHHBIX MHOJKECTB JAHHBIX, KaKk O0OBEKTa s
JaNpHEAMMX HMCCIeoBaHUiH MeTabonu3Ma H  pa3paboTKH  HOBBIX MapKepoB

HacJeICTBEHHbBIX OoJie3Hell oOMmeHa.



Teopernueckas u NPaKTHYECKAA 3HAYHMOCTD THCCEPTANHOHHOMN PaboThI
JlanHele, moNyyeHHBIC ~ JMCCEPTAHTOM, MMEIOT  CYIIECTBEHHOE  Kak
TEOPETUYECKOE, TaK U IIPAKTHYECKOE 3HAYCHUE.

Ha ocHoBanWM MpoBeJEeHHOro HcCle0BaHUs ObUla TPOAEMOHCTPUPOBAHA
BBICOKAsi  JIMArHOCTHYECKas  3HAYUMOCTH  OCHOBHBIX  (KJacCH4YECKHX) H
JOTIOJTHUTENIbHBIX MapKepOB HACJIEJCTBEHHBIX Oose3Hel oOMeHa, onpeieieHHbIX B
«CYyXOM» IISITHE KPOBH, IUla3Me KPOBHM W MOYE METOJOM JKMAKOCTHOM TaHJIeMHOMH
XpOMaTo-Macc-CreKTpPOMETPUM B COYETAaHMM €  ra3oBOM  XPOMAaTO-Macc-
CIIEKTPOMETpHUEH W  HMOHHO-OOMEeHHOH  Xxpomarorpaduei, mpH NPOBEJECHHH
HEOHATAJIbHOIO CKPMHHMHTA W IIPHU IPOBEJECHUU JMArHOCTUYECKOro MOMCKA Yy JieTei
pa3IuYHBIX BO3PACTHBIX rpymni. I[TokazaHa HeoOXOAUMOCTh BAMAAIMHA METOMAMK JUIs
manoro obobema OMONOrHYECKUX Mpobd, 4TO OCOOEHHO BAXKHO IUISi JAMATHOCTHKH B
HEOHATOJIOIMH U TEeIMaTPUH.

[Tomyuensl  3HaueHus peQepeHCHbIX HHTEPBAIOB JUISl  KOHLEHTPALMH
MeTaboJIUTOB HaCJIEJICTBEHHbIX HapylIeHui obMeHa aMUHOKHMCJIOT,
AIUJIKAPHUTHHOB, OpPraHMYeCKMX M JKUPHBIX KHUCIOT B KpPOBH JUIsi 370pPOBOM
nonynsuuu faerei 1o 18 sner. [logydeHHble 1aHHbIe CBUAETEIBCTBYIOT O TOM, YTO JJIs
onpejiesienus peepeHCHbIX 3HaYeHUH MapKepOB aMMHOKHUCIIOT, AllMIKapHUTHHOB
OpPraHUYeCKUuX KHUCIOT LEeNeco00pasHO BLIIENSTh MSATh BO3PACTHBIX TPYINN, & s
OYCHb JTMHHOLEIIOYEYHbIX JXUPHBIX KHUCAOT U NYPUHOB/TIMPUMHUIUHOB 3HAYEHUS
pedepeHCHBIX HHTEePBAIOB He 3aBUCST OT BO3PACTA.

Hosbie anropurmel nabopaTopHON JHArHOCTHKH, TPEACTABIEHHBIE B AaHHOM
pabore, nosBonAlOT  AGQEKTUBHO  BBISBIATH  MATOJOTHIO W TIPOBOHUTH
audpepeHManbHyl0  AMarHOCTHKY —HACHIEACTBEHHBIX 3a00JeBaHMil € y4eToMm
KIAHAYCCKUX JaHHBIX W CEMEHHOro aHaMHe3a manueHTta. [lo CcpaBHEHMIO ¢
CYLWICCTBYIOIIMMHM  JUATHOCTUYECKUMM alrOPUTMAMHM MHOIOKPATHO YBeIU4YeHa
CKOpPOCTh ¥ JIOCTOBEPHOCTH JAMACHOCTHKH, YTO OYEHb BaXHO JUIsl Hayana
CBOEBPEMEHHOM TAPreTHOMN Teparuu.

[Tonyuennsle B Hacrosiiell paGoTe naHHBIE MOTYT OBITH HCHONB30BAHBI B

paMKax MpOrpaMMbl PacUIMPEHHOr0 HEOHATANbHOIO CKPUHHMHTA, MPOBOAMMOIrO Ha



teppuTopun Poccuiickoii ®enepauun ¢ siuBaps 2023 roma, IMOCKOJIBKY OCHOBHBIM
METOJIOM J1a0OpaTOPHOM AUArHOCTHKH, IPUMEHSIEMbIM B paMKax JaHHOM MPOrpamMMEbl
ABJIAETCS METOJI TAHJAEMHOM Macc-ClIeKTPOMETPHH.

PesynibraThl JaHHON Hay4yHOU paboOThl BKIIIOYEHBI B MaTepuallbl 00ydyeHus Ha
kadenpe knuHuyueckoit nabopatopHoit muaraoctuxku /IO B PI'AOY BO PHUMY
uM. H.W. TTuporosa Munsapasa Poccun.

[TpakTHyeckue peKOMeHJalluy, COCTABJIEHHbIE MO PEe3yJbTaTaM IPOBEJACHHOTO
HCClIeIoBaHus, BHeApeHbl B pabory HayuHo-uccienoBarebekoro KJIHHHYECKOro
MHCTUTYTA TNEeAUaTPUU U IeTCKOW Xxupypruv uMenu akajemuka lO. E. Benbruinesa,
obocobnenHoro crpykrypHoro mnoxapasmeneaus ®IAOY BO PHUMY um. H.U.
ITuporosa Munsapasa Poccun, B I'bY3 «Mopo3zosckas JAI'’Kb JI3My, B ['BY3 «HIIL]

criel. Mez1.moMoluu aersm J3M».

J0CTOBEPHOCTD MOJIyYEeHHBIX Pe3yJIbTATOB H CTeNeHb 000CHOBAHHOCTH
HAYYHBIX [0JI0KEHHH, BLIBOJAOB H NPAKTHYECKOH 3HAYHNMOCTH,
c(pOpMYJIHPOBAHHBIX B IHCCEPTALUH

JlucceprauonHoe MCCNEOBAHUE BBINOJHEHO C COONIIOZEHHEM IPaBUII
MPOBEIEHNWsT  HAay4YHBIX  WCCJIEIOBAHMM, OTHYECKHMX TPUHLHUIOB U  HOPM.
OO60CHOBaHHOCTh HAYYHBIX MOJOKEHHI, BBIBOJOB M MPAKTHYECKON 3HAYAMOCTU He
BBI3BIBAET COMHEHMH. JlOCTOBEPHOCTH pe3ynbTaTOB OIPEAENSIeTCs J0CTATOYHBIM
00beMOM KIMHMYECKUX JIAHHBIX, BHIOOPOM COBPEMEHHBIX JIA00PATOPHBIX METOJIOB
MCC/IeJOBAHMS, a TAKXKe CTATUCTUYECKAM U MaTeMaTUYeCKHUM aHAIM30M TMOJTyYeHHBIX
pe3yJibTaToOB € MNPUMEHEHHEM COOTBETCTBYIOIIETO MporpaMMHoro obecrneuenus. B
WCCleoBaHue ObUIO BKITIOYEHO 695 MauueHTOB ¢ MOMEHTa poxaeHus no 18 ner,
KOTOpPBIE COCTaBHIHM 5 oOcneayeMbIX Tpynn (3 rpynnbl MaqUeHTOB ¢ KIMHUYECKOH
KapTHHOM, XapakTepHOW A BPOXKAEGHHBIX MeTabonuueckux 3aboJieBaHUM,
KOHTpOJIbHAsE TpyInma © TIpynna [IpaKTHYeCKd 3J0pOBbIX JeTed i pacueta
pedepeHCHBIX HHTEPBAJIOB).

beumn  onenensl  nabopaTopHble  MMOKa3zaTelW  CIIEKTPOB  aMHUHOKHCIIOT,

AUHJIKAPHHUTHUHOB, OpTraHHUYECKHX KHUCIIOT, KUPHBIX KHCIIOT, IIYPHUHOB H



MUPUMHUMHOB B «CYyXHMX» IISITHAX KPOBH, Ila3Me KpOBU U moue y 695 nereid. [lns
ycranoBinenuss PM Obuii ucnosb3oBaHsl pesynbTaThl aHaim3a 443 mpakTH4ecku
3/I0POBBIX JE€TEH pa3HbIX BO3PACTHBIX Ipyril. B uccienoBaHuu NpUHUMANN y4acTHE
JETH, TpoXuBarouue B MockosckoM pernone u EBponeiickoii wactu Poccun.

MeTozbl ncce10BaHus TIONHOCTBIO COOTBETCTBYIOT MOCTABICHHLIM 3a71a4aM. B
COOTBETCTBMM C IMOIYYEHHBIMH PE3YJIbTaTAMU aBTOPOM JIOTMYHO CHOPMYITHPOBAHEI
BBIBOJIbI, pa3paboTaHbl AJrOPUTMBI J1AOOPATOPHON NMAIHOCTHKH HACJEICTBEHHBIX
Oonesnelt o6MeHa BEIIECTB, MOJy4eHbl COYCTAHMUS PA3JIMUHbIX BAPUAHTOB XpPOMATo-
macc-crniekrpomeTpudeckux  MetofoB (BOXX-MC/MC u I'X-MC/MC) s
onpejejeHus TIpYINI MapKepoB IO TUNaM MeTa0olu3Ma - aMHUHOKHCIOT |
allMIKapPHUTUHOB, opraHuyeckux kucnor, OJILDKK, nypuHOB M NHPUMHUIAMHOB,
copMUPOBAHO ONTUMAJIBHOE COYETAHHE W KOJMYECTBO MapKepoB IO TIpyrnam
MeTaboaMTOB (AMHUHOKHCIOTBI — 12  nokasartesnei, auuikapHUTUHB — 30
nokasarelieid, opranndeckue kucnotel — 28 nokaszareneii, OJILDKK — 5 nokazarenei,
MypUHOBBIE U MUPUMHIMHOBBIE OCHOBaHUS — 19 moka3zareneir).

PesynpTaThl JUCCePTALIMOHHOIO HCCIEJOBAHUA U OCHOBHBIE TIOJOKEHUS
paboTel ObIIM HEOJHOKPATHO IPEACTABIEHbl U OOCYKAEHBI HA BCEPOCCHMUCKHX M
MEXKIyHapOIHbIX Hay4HbIX KoHpepeHuusx. [To Teme nuccepraimn onyoaukosaso 56
HAYYHBIX TPY/IOB, U3 HUX 32 MyOauKauuu NpeacTaBlieHbl B )KypHAJIaX, BKIOYEHHBIX
Briciie# arrecTauponHON KoMuccuei Poccuu B CIUCOK W31aHWii, PEKOMEH YEMBIX
IJ1s1 OIyOJIMKOBAHUSI OCHOBHBIX HAYUYHBIX Pe3yJIbTATOB JAUCCEPTAIIMM HA COMCKAHUE
YYEHOM CTeleHu KaHauaaTa ¥ J0KTopa Hayk, | MeTomauueckoe mocobue s Bpavei,

1 MmoHOrpadus, 3aperucTpupoOBaHbl 2 HOBbIE MEUIIMHCKME TEXHOIOIHH.

Ouenka coaep:kaHusi, 3aBePIIEHHOCTH H 0OPMIEHHS JHCCEPTAIHH
Huccepraums Mawmenosa Mnbrapa Casex oribl H3JI0XKeHA B TPaAMLIMOHHOM
crune Ha 265 CTpaHMLax, COCTOMT W3 BBejeHMs, 4 rnaB (0630p IuTeparypsl,
MaTepualibl M METOJbl, PE3yJbTaThl, OOCYXJIEHHE I[OJy4YEeHHBIX pEe3yJIbTaTOB),
3aKJIFOYEHHUs], BBIBOJIOB, CITMCKA COKPALLEHWMH, CIUCKA JIUTEPATypbl U MPUIIOKEHHUI.

Pabora umnoctpuposana 36 tabnuuaMu U 43 puUCyHKaMH, MPUIOKEHHE A COCTOUT



13 16 tabmun v 18 pucynkos. Cniucok nUTepaTypsl COAEPKHUT 268 MCTOYHUKOB, U3
KOTOPBIX 43 OT€YeCTBEHHBIX U 225 WHOCTPAHHBIX.

Bo BBenenun aBTopoM 000CHOBaHa aKTYalbHOCTH TEMBbl MCCIIEHOBAHMS,
OXapaKTepu30BaHbl €€ HOBU3HA W MPAKTUYeCKas 3HAYUMOCTb, C(HOPMYTHPOBAHBI
Uefb 1 3a71a491 UCCIIeJOBaHNs, @ TAKIKe MOI0KEHHs, BBIHOCHMBbIE HA 3alIUTY, JTUYHBIHA
BKJIJl aBTOpA.

OG30p nMTEpaTypsl B IODKHOH Mepe OTpaaeT COBPEMEHHOE COCTOSHHUE
npodiieMbl, aKUEHTUPYET BHUMaHMe Ha TPeOYIOLIMX paspelieHus BOMPOCax,
0DOCHOBBIBAET COZMEpPXKaHWEe W JIOTHKY HWCclenoBanus. [IpeicTaBneHsl HaydHble
J@HHBIE O  COBPEMEHHBIX  BO3MOXHOCTAX  1a0OpaTOpHOW  JUArHOCTUKH
HACJIC/ICTBEHHBIX Oosesneli oOMeHa ¢ HCIONL30BaHHEM BbICOKO3()(HEKTHBHOI
Xpomarorpapuu ¢ pasIMYHBIMH TUMAMH JIETEKLUH, TAHAEMHOMW IKHUIKOCTHOM
XpOMaro-Macc-CreKTPOMETPUH, Ia30BOM Xpomarorpapum Macc-CreKTPOMETPHH.
Kpome TOro, oleHeHsl CylecTBYIOIIHE alrOPUTMbl JHATHOCTHKH HACIEOCTBEHHBIX
Oostesnedl o6MeHa aMMHOKHCIOT, OPraHUYeCKUX W JKMPHBIX KHCIOT, IIYyPHHOBBIX H
MUPUMHUMHOBBIX OCHOBaHMWA M NOAPOOHO ocBelleHa Tpobiema pedepeHCHBIX
MHTEPBAJIOB ISl 3/I0POBOM MOMYJISALMH JIeTEH.

B rmase «Marepuansl W METOAB»  NpEACTaBIEHA  KIHHUYECKAs
XapakTepuCTUKa MaUeHTOB - 695 nerei B BO3pacTe ¢ MOMEHTa poKaeHHs 10 18 jer,
M3 KOTOPBIX ObLTH cHOPMUPOBAHBI CIEAYIOLIUE TPYIIbL: TepBast rpynma 80 geteil or
6 MmecsleB 10 16 jer ¢ NOAO3peHHeM HA AMUHOAMAONATHM U OpraHMYecKHe
auuaypun/aluiemMun, BTopas rpynma - 35 gereif oT 4 MecsineB g0 6 JeT ¢
MOLO3PEHUEM Ha IMEPOKCHCOMHbIE O0Ne3HH, TpeTbs rpynmna — 42 pebenka or 8
MecsieB g0 12 gler ¢ mojospeHMeM Ha HapyimeHue oOMeHa IypUHOB M
[MPUMHUIMHOB, KOHTPOJbHAS rpynna - 95 NpakTU4ecKH 3J0POBBIX HeTel pasHbIX
BO3PACTHbIX I'PYIIN U rpymnmna /Ui pacyeTa pedepeHCHBIX HHTEPBATIOB HCCIIEYEMBIX
nokasaresei - 443 npakTUYECKM 30POBBIX JeTeil Pa3HbIX BO3PACTHBIX IPYIII.

B 3aBHCHMOCTH OT THIIA ONpe/ieNseMbIX METaO0INTOB B «CYXHX» MSTHAX KPOBH,
IiasMe KpOBH W MOYE€ JUISI MX KOJMYECTBEHHOTO ONpEeNeNieHUs] MCIOJb30BAIUCEH

pasHele MeTozonorudeckue noaxoasl BOXX-MC/MC u I'X-MC, kotopsie oueHb



MOAPOOHO TIpe/ICTaBIeHbl B METOIMYECKOH 9acTi paboThl, YTO MIPAET HECOMHEHHYIO
pOINb MpH JlalbHEHIIEM MCIONb30BaHUM MOJYYEHHBIX Pe3yJIbTaThl B IMPAKTHYECKON
ACATENIbHOCTH  KIMHMKO-JMAarHocTuueckux  jaboparopuii. Takxke  onucaHbl
CTaTHCTHYECKHE U MaTeMaTHYeCKue MeTO bl 00pabOTKH JIAHHBIX.

['naBa 3 mocesiieHa pesyibrataM coOCTBEHHBIX HcCienoBaHuil. B pamkax
onpezesnenuss pe(epeHCHLIX HHTEPBANOB Yy JeTedl pasHbIX BO3PACTHBIX TPy
MpeAcCTaBjeHbl  BO3PACTHBIE  JUAIA30HbI Ul pasjiMyHbBIX  MeTabOIMTOB
(aMMHOKHCTIOT, alWIKAPHUTHHOB, opraHuyeckux kucnor, OJIDKK, mypuHoB n
NUPUMHUIMHOB), KOTOpbIE MOTYT OBITh MCHOJb30BaHbI B JalbHEHIIEM, B Ka4ecTBe
OpPHEHTHpA Ul COOTBETCTBYIOLIMX HOPMATHBHBIX [OKa3aTeleil, onpenenseMbX B
JIMarHOCTUYECKMX  jaboparopusix,  paboTalomMX B paMKax  MPOTrPaMMEI
PacCIIMPEHHOI0 HEOHATAJILHOIO CKPUHHUHTA U IpYrux jJabopaTopuii.

[IpejcTaBnensl pe3yabraTsl aHanu3a OuoxuMuyeckux Mapkepos HEO meronom
BBICOKOI(Q(GEKTUBHOH KUAKOCTHOW Xpomarorpaduu ¢ Macc-CleKTpoMeTpuel |
ra3oBoi XpomaTtorpa@uu ¢ Macc-CIEeKTPOMETpHEH, OIeHeHa JMarHOCTHYeCKas
3HAQUYUMOCTh  OCHOBHBIX (KJIaCCHYECKMX) M JOMOJHHUTENbHBIX MapKepOB C
COCTaBJICHHEM TEIUIOBBIX KapT M IpOBeAE€HHEeM MNOAPOOHOr0 KOPPENsMOHHOrO
a”anusa.

IlpencraBnsier uHTEpec pasjied, TNOCBSIIEHHBI KIHHHYECKHM [IPUMEpaM
5Q(YEeKTUBHOTO NPUMEHEHUS XPOMATO-MACC-CIEKTPOMETPUM MPH  MPOBEJICHHUH
JAUArHOCTUKH pa3IMYHBIX HAC/IEICTBEHHBIX Oo/le3Hell oOMeHa BEIEeCTB y JeTel.

3aBepuiaet riasy 3 pasjien ¢ nopoOHBIM OMMCAHUEM AITOPUTMOB JAUATHOCTUKH
HACJIE[ICTBEHHBIX OO/Ie3Hel oOMeHa BeIecTB ¢ MCIOIB30BAaHHEM XPOMATO-Macc-
CIEKTPOMETPUIECKHX METO/IOB aHAIH3A.

B rnaBe «OGcyxneHue pe3ynbTaToB» aBTOPOM Oblla MPOBEJEHA OLEHKA
BapualbeNbHOCTH 3Ha4YeHMil pedepeHCHbIX HHTEpBaioB Juisi Mapkepos HBO B
3[0POBOM JETCKOH MOMyJSIMM W IPOaHATU3MPOBAHBI 1aTOJOTHYECKHe 3HAYEHHS
MapKepHbIX METa0ONUTOB y JIeTell C pa3IMuHbIMU HACIEICTBEHHBIMY HAPYIICHUSIMH

obmena. [IpoBesieH cpaBHUTENBHbIN aHAIN3 MOKa3aTeNed MapKEePHBIX METabOIUTOB



Ip¥ PasjM4HBIX Oosie3HsX oOMeHa MO JaHHBIM JIHTEPATYPHBIX MCTOYHUKOB M
JIaHHBIX, OJy4YEeHHBIX B HACTOSIIEM UCCIEAOBAHMH.

B 3akmouenun aBTop 0000IIaeT Bce TNPHBEICHHBIC BHIIE PE3YJILTATHI,
aHaIM3UPyeT U O0OCYXKJAeT MOJyYEeHHBIE JAaHHBIE C TOYKH 3PEHHs COBPEMEHHBIX
TeHJieHIH, (Qopmynupyer coOCTBEHHOe MHEHHE O JalbHEMIIHX MeperneKTHBaX
pa3paboTKu TEMBI.

BeiBo/(bl HCCEpTALIMM HAyYHO OOOCHOBAHBI, JIOTMYHBI U BBITEKAIOT U3
pe3yIbTaToOB MCCICHOBAHUSA, AICKBAaTHBI IMOCTABJICHHOW LEIW M 3a7a4aM Hay4dHOM
paboThl.

Apropedepar B TOJTHOW Mepe OTpaKaeT COAEpPIKAHWE MCCEPTALMOHHOM
paboThbl, MO3BOJNSET CyAUTh OO OCHOBHBIX pe3yJbTarax, MOJYy4eHHLIX ABTOPOM,
pacKpbIBaeT HAy4YHYH) HOBHM3HY, BBIBOAbl M [MPAKTUYECKYK) 3HAYMMOCTD
KBaTH(PHUKALTHOHHOIO TPy Ja.

Pabora wu3nokeHa JOTMYHO W JOCTYNHA Ui TOHMMAaHHUS CIIeNHUaIucTaM
MPaKTHYECKOI0 3/IPABOOXPAHEHUs] PA3IMIHBIX KIMHUYECKHX CIIEHaIbHOCTEM!.

[IpuHIMNMANLHEIX 3aMeYaHUi, KOTOpble MOraM Obl MOBJMATH Ha OOLIYIO
NIOJIOKUTENIBHYIO OLIEHKY peueHsupyemon paboThl Her. M3 He3HAYMTENbHBIX
3aMEYaHMid MOXKHO BBIIEIUTh U30BITOYHOE KOJIMYECTBO MOJIOKEHUH, BHIHOCUMBIX Ha
3am|ry. Yacte M3 HUX MOXHO ObUIO OBl OOBEIMHUTH 1O CMBICIY M C/eNaTh
noJIoKeHus1 6osiee BecoMbIMU. Tak jxe obpainaer Ha ce0Gs BHUMaHKWE OYeHb OOJIBIIOE
KOJIMYECTBO 1M(POBBIX JAHHBIX, NIPUBE/IEHHbIX B pabore. HecMOTps Ha TO, 4TO OHH
BBIBEJICHbl B OTHENIBHOE NPUIOKEHHE, CO3/aeTCs BIEYATICHHE HEKOTOPOi

neperpy’>kKeHHOCTH.

3ak/ioyenune
JluccepranuonHas pabora Mawmenosa n.C. «Xpomaro-macc-
CIICKTPOMETPUYECKas JIMarHOCTHKA HACIEJICTBEHHBIX Oone3Heil Merabonusma y
JeTei» SBJIAETCS 3aKOHYEHHBIM HAyYHBIM TPYIOM, B KOTOPOM Ha OCHOBAHUH
BBIMIOJIHEHHBIX aBTOPOM MCCIIEIOBAHMI M pa3pabOTOK OCYLIECTBICHO pEIICHUE
Hay4yHOW mpoOnembl - onpejeneHue 3HaueHUs W 3(GEKTHBHOCTH XpPOMATO-Mace-

CTIIEKTPOMETPUHM B 1aOOpaTOPHOI NMAarHOCTUKE HaclelCTBEHHBIX Ooyie3Hell oOMeHa



AMHMHOKHMCIIOT, OPraHUYeCKHUX KUCIOT, allMJIKAPHUTUHOB, JXUPHBIX KUCIOT, IIYPUHOB
¥ IMAPUMUIMHOB, OLEHKA pedepeHCHBIX HHTEPBAIOB Ul 9THX [ToKa3aTelel, a TaKkxKe
pa3paboTKa COOTBETCTBYIOILUX QJITOPUTMOB KIMHUKO-T1a00paTOPHOro aHaau3a
BPOXK/IEHHBIX METaboNMYecCKuX HapylleHUd y JeTedl, YTO HMeeT HECOMHEHHOEe
CYLIECTBEHHOE 3HAYeHWEe IS KIMHUYECKOW NTabopaTopHON [IHATHOCTUKH, Kak
CIEUAILHOCTH.

Ilo aKkTyanbHOCTH TEMBbI HCCIEJOBAaHUS, HAYYHOW HOBH3HE M IIPAKTUYECKOM
3HAYUMOCTHU pe3ysbTaToB Jucceprauus Mamenosa W.C. NOJHOCTBIO COOTBETCTBYET
TpeboBanuaM 1.9 TTonoxeHust 0 NPUCYXKIEHHH YYEHBIX CTENEeHEH, YTBEPKIAEHHOro
nocranosiennemM IlpasurensctBa Poccuiickoit @enepaunn Ne842 ot 24.09.2013r. (¢
M3MEHEeHUsIMU B PeaKlUK MOCTaHOBIEHHWH MpaBuTenbeTBa Poccniickoin Menepaiiyu
Ne335 ot 21.04.2016r., Ne748 ot 02.08.2016r., Ne 650 ot 29.05.2017r., Ne 1024 ot
28.08.2017r., Ne 1168 or 01.10.2018r.), npeabsiBiaseMbiM K JAMCCEPTALIMOHHBIM
paboTaM Ha COHMCKAaHUWEe YYeHOH CTeNmeHH JOKTopa OWOJIOrMYecKHMX HayK, a
MaTepualibl JINCCEPTALMKU COOTBETCTBYIOT crneuuanbHocT 3.3.8 — KiuHuudeckas

J'l‘dﬁOpElTOpHaﬂ AUAarHoCTHkKa.

OduunanbHblii ONMOHEHT:

JIOKTOp MeMLIMHCKUX HAYK CV/ pe2~ ~  Hpaner Tarbsina FOpbeBHa
(14.03.10 — knuuuyeckas nadboparopHas

JUArHOCTHKA), 3aBeAYIOLIMN KIMHUKO-1HAarHOCTUHYECKOM

nabopatopueit PI'BY «HMUIL AT'TI

M. B.M. Kynakosa» Munszapasa Poccuu

«ao » 03 2025r.
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[Toanucs Uanen T.1O. 3aBepsio

Vuensiii cekperaps PI'BY « HMULFALF '
um. B.M. Kynakosa» Munsnpasa Poceni, Codfisy /o5 575
KAHIUIAT MEJUIIMHCKUX HAYK, T01EE _, et A [Tanosuu C. B.

MdenepanbHOEe  rOCylapcTBeHHOe — OrofpkeTHoe — yupexnaeHue «HaumoHansHbli
MENMIUHCKUAN  UCCIEJOBAaTeNbCKUNH  LEHTP  aKymIepcTBa, TIHHEKOJOTHH U
nepuHatonorud  uMmeHu  axkagemuka B.UM.  KynmakoBay — MunucTepcTBa
3apaBooxpanenus Poccuiickoir ®@enepauuu, 117997, r. MockBa, yi. AkageMuka
Onapuna, 1. 4, renedon: +7 (495) 531-44-44, e-mail: info@oparina4.ru
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