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BEIylIell opranu3anuy — GpeneparbHOro ToCy AapCTBEHHOrO OF0DKETHOTO YUpPEkIe-
HUst «HanuoHanbHBIA METUIMHCKIH HCCIeI0BATEe/IbCKIA HEHTP AETCKOM remMaro-
JIOT'MM, OHKOJIOTUN ¥ UMMYHOJIoruu um. JImutpus Porayesay MunucrepcTBa 3apa-
Booxpanenus Poccuiickoit ®enepanuu (OI'BY «HMUIL] AI'OU um. [Imutpus Po-
rauesa» Munsapasa Poccun) 0 HayqHO-ITPaKTHYECKOM LIEHHOCTH Auccepraiyu Ma-
meosa Mnperapa Canex orisl Ha TeMy «XpoMaTro-Macc-ClIEeKTPOMETPHUECKas Ira-
rHOCTHKA HACIEACTBEHHBIX Ooyie3Hel Mertabonu3ma y AeTeiy, MpeacTaBIeH oM Ha
COMCKaHME YYEHOM CTENEeHHM MOKTOpa OMOJIOrMYECKMX HayK MO CIeHHaJIbHOCTH

3.3.8. Kiimnuueckas nabopaTopHas AMarHOCTHKA

AKTYyaJIbHOCTH TeMbI MCCJIEJOBAHUS

WnuBuayansHas maToreHeTHYeckas KapTHHA HapyIIeHHid oOMeHa aMHUHO-
KHACJIOT, ALWIKAPHUTHHOB, OPraHMYECKHUX KHCIOT, NYPHHOB M ITMPUMHIAMHOB
OCJIOKHEHA TEM, YTO OTAEIbHBIC KIMHUYECKUE MPU3HAKYA B PA3IIMYHBIX COYCTAHMIX
U B Pa3JIMYHOM CTENEHM BBIPAKEHHOCTHU, MOTYT MPOSIBJISTHCS TIPH PasHBIX THITAX
HaceACTBEHHOro HapyuieHus oOmena. B pesynbrare, HeCMOTPS Ha 3HAUUTEILHEIE
JOCTHIKEHUS MOJIEKYJISIPHO-T€HETHUECKOU AMArHOCTUKM, BBICOKOTEXHOJOTMUHBIE
METO bl XPOMATOrpauueCcKOro aHaanu3a HeoOX0AMMBI IS BBISBIICHHS OMOXMMHUUC-
CKOTo (DeHOTHIA MAIMEHTOB C COOTBETCTBYIOMMMH 3ab0neBanusMu, COBPEMEHHBIE

METOABI  JKUAKOCTHOWM/Ta30BOM  xpomarorpadmu ¢  TaHAEMHOM  Macc-
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CIEKTPOMETPHUEH MO3BOJISIOT OBICTPO U CHEIU(MUUHO BBIABIATE BPOXKIACHHBIE 00-
ne3HU 0OMEHa 10 COACPKAHUIO OMOXUMUIECKUX MAPKEPOB B KPOBU U MOYE.

B cBsi3u ¢ BBILIECKA3aHHBIM YPE3BBIYANHO aKTyaJIbHBIMU SBIISIOTCS. BBISIBIIC-
HHE HOBBIX MapKepOB HACJIEICTBEHHBIX Oosie3Hel MeTabosn3Ma, METOIMUECKOe CO-
BEPIICHCTBOBAHUE WX ONPE/ICIICHNUs, HAKOIUICHHE HOBBIX JaHHbIX 00 ux pedepenc-
HBIX 3HAUEHUAX, pa3padoTka HOBBIX AJITOPUTMOB AMArHOCTHKH HACIEACTBEHHBIX 3a-
Ooneanmii oOMeHa BEIECTB Y ACTEH, 3HAYMMBIX TaKKe W JUIL MAacCOBOIO CKpHU-
HUHTA.

Cas13b € IVIAHAMH COOTBETCTBYIONIUX 0TPac/ield HayKu B 3koHomukn Poccun

Paccuurannsie HOBBIE PeepPEHCHBIE AUana30Hbl IMarHOCTUYECKUX MAPKEPOB
HACJIEACTBEHHBIX Oosie3Helt 0OMEeHa y JIeTeil yBeIMUMBAIOT JUArHOCTHUECKHUE BO3-
MoxkHOCTH. [loKa3aHO, 4TO XpOMATO-MAaCC-CIEKTPOMETPUYECKUNA aHAIU3 HACIIE-
CTBEHHBIX OOsIe3HEN 0OMEHA MOJKET YCIIEIIHO UCIOIb30BaH B IPOrpaMMax 1o M3y-
YEHUIO MAaTOreHe3a HACIeICTBEHHBIX HapyeHui obmena. OH MOYKET IPUMEHATHCS
LIMPOKO KaK /s AMarHOCTAKK HapyLIeHUH 0OMEHa y JETEe pa3IMuHbIX BO3PACTHBIX
IPYIII, TaK U B pAMKaX HEOHATAJIBHOI'O CKPUHUHIA.

B nacrosimiee Bpems B Poccuiickoit denepanuu geicryer nporpamma Pac-
[MUPEHHOr0 HeoHaTabHOro ckpuHuHra (¢ 01.2022) Ha BhIABIEHUE HACTIESACTBEHHBIX
Oone3nelt oOMeHa, OCHOBHOW NMPUMEHAEMBIH METOJA AWATHOCTHKUA B PAMKax TIPO-
IpamMMBl, METOJl XpOMaTO-Macc-cnexkrpomerpun. [lomydyennsie B HacTosmed padore
jqanHbie 0 PU 1 HOBBIX Auana3zoHax maTojJOrMuecKuX KOHIEHTpaui Obuti onyomu-
KOBaHbI B HAIIMX CTAThAX M UCIOIb30BAHbI B JHATHOCTUKE, @ TAKIKE [PU COCTABJIC-
HUU MPOrPaMMBbl 9TOI0 CKPUHMHIA HA Pa3/IMyHble BUbI HapyLueHuii oomena. [lomy-
YyeHHbIE B paboTe pe3ysIbTaThl MOTYT YYUTHIBATHCS NMPU Pa3pabOTKe MHIUBHU/IYaJTb-
HBIX JUArHOCTUYECKUX IPOLEAYP B pasimuHbix Jlaboparopusx Poccuiickoi Dene-
paLuu.

HoBu3na ucciie10BaHuSI M TIOJIyYEHHbBIX Pe3yJibTATOB, BHIBOJAOB 1

peKoMeHJauui, cpopMyIUPOBAHHBIX B IUCCEPTALMT

Brniepshie B KOMIUIEKCHOM J1aG0pPaTOPHOM HCCIIEJOBAHUAY Orpe/iernena sddex-

THUBHOCTBb MYJIBTHILIICKCHOI'O OIIPCACJICHUA aKTYallbHbBIX MeTabOoJIUTOB Pa3/IMuYHbBIMH

2



BAJTUAUPOBAHHBIMU XPOMATOrpaPpUuecKuMmu METOJAaMU C MAacC-CHEKTPOMETpHUUE-
CKUM JETeKTUPOBAaHUEM /I PaHHEH M TOYHOM JMAarHOCTUKW HACJIeJICTBEHHBIX
HapyleHui oOMeHa aMUHOKUCIIOT, OPraHMYECKUX KUCJIOT, aliIKapHuTUHOB, O/]-
[DKK, nypuHOB ¥ IUPUMHUIUHOB y AETEH, C UCIOIB30BAHUEM MAIOro obbema ma-
TEpHUana.

PaszpaGoransl HayuHbie 000CHOBAHUS JIJISl AJITOPUTMOB JIMArHOCTUKU HACTIE/I-
CTBEHHBIX 0oJie3HeH 0OMEHAa aMHUHOKHUCIIOT, AllMJIKAPHUTUHOB, OPraHHYECKUX KHUC-
nor, OJIDKK u nypuroB, u nupumumaoB. Onpeenerna 6ojiee BeICOKas JAuarHo-
crudeckast 3pHEeKTUBHOCT NPUMEHSIEMbIX aJITOPUTMOB 110 CPAaBHEHHIO C CYILECTBY-
FOLLMH.

Briepsbie m1s 1eTCKOM NOMyIALMY B HalIel crpane pa3paboTaH JMarHoCTH-
YECKHUIl aIrOPUTM BBISIBJICHUS HapyLIEeHUI 0OMeHa HYKJIEOTHIOB ¢ MOMOIIBIO OIIpe-
JeTICHUST KOHIIEHTPALMIA ITyPUHOBBIX U MAPUMUIUHOBBIX OCHOBAHUHN B MOYE MaIu-
€HTOB METO/IOM TaHJEMHOM XPOMAaTO-MacC-CIIEKTPOMETPHH.

Crenenb 000CHOBAHHOCTH HAYYHBIX NOJIOKEHHH, BHLIBOIOB H PEKOMEHIALHii,
chopmMySIMPOBAHHBIX B AUCCEPTALMU

Hayunpie mogoeHust ¥ MPaKTHYEeCKHEe PEKOMEHIAIMH OCHOBAHbI HA U3yde-
HUU ¥ aHAJIM3€E JIOCTATOYHOro oO0beMa KiuHuueckoro marepuasa. Obcnenopano 695
MAIUEHTOB ¢ MOMeHTa poxaeHus a0 18 ner, uz xoropeix 157 — ¢ kIuHUYIECKOH
KapTUHOM, XapakTepHON Ul BPOXKACHHBIX Merabonuueckux 3aboneBaHuid, 95 —
MPAKTUYECKU 3I0POBBIX JACTEH, BOLIEIUIMX B KOHTPOJIbHYIO rpyminy, u 443 — npak-
TUYECKH 3I0POBBIX JIeTed A pacuera PU.

Onenensl 1aboparopHble MOKA3aTENHU CIIEKTPOB aMUHOKHUCIIOT, allMJIKapHU-
TUHOB, opranudeckux kucnot, OJLDKK, mypruHOB 1 MUPUMUAUHOB B IATHAX KPOBH,
I1a3Me KpoBH U Moue y 695 nereii.

Jlis yeranosnenus PY Ob1u ucnonb3oBaibl pe3ysibTarsl aHanusa 443 npak-
TUYECKH 3J0POBBIX ACTEH Pa3HbIX BO3PACTHBIX IPYIII. B HCClIeI0BaHUM IPUHUMAITN
ydacTue €Ty, npoxkuBaromue B MoCKOBCKOM pernone u Epponeiickoit vactu Poc-
cun. CranuonapHoe HAOMOAEHUE 3a MALUEHTAMH [IPOBOJUIIOCH BpaYyaMH-TeHETH-

KaMU COOTBETCTBYIOILMX YUPEKICHHUMN.



ABTOPOM MCIIOJIB30BAHBI COBPEMEHHBIE METO/IBI CTATUCTHYECKOTO aHaIu3a.
JUtst OLeHKH pa3Iuuuil MEXKIYy BO3PACTHBIMH TIPYIIaMU MCIOIB30BAJCA Herapa-
METPUYECKHI METOJI CPAaBHEHUS MHOMXKECTBA HE3aBUCUMBIX IPyII — memoo Kpac-
kena-Yonnuca. CpaBHeHHE CPEIHUX 3HAYSHUU NPOBOAMIIOCH METOJIOM Hemapa-
METPUYECKONW CTATUCTUKHU C UCNONb30BaHuEM kpumepusi Manna-Yumnu. [1ns
J0Ka3aTeIbCTBA JUArHOCTHYECKONW 3HAUMMOCTH PACCUYMTAHA YYBCTBUTEILHOCTDH M
cnenuUIHOCTh ¢ MCIIOJIB30BaHueM Memooa nocmpoenusi ROC-kpugwvix (receiver
operating characteristic) (MedCalc Software). Taxoke ucnonbp3oBaycs uepapxuue-
CKHMH KJIaCTEPHBIA aHAJIN3 M TEIJIOBLIE KapThl HA OCHOBE KOppessiuu o CriupMeny.

KoppesiuuoHHsli aHai3 IPOBOAMIICS ¢ MOMOIIBIO S3bIKA TPOrPaMMHUPOBa-
Hus R. Taxke MpoOBOAMIOCE CPABHEHUE 3HAYCHUN ME/IMaH ¢ MHTEPKBAPTHIHHBIMU
auanazoHamu. PacyeTsl mpOBOAMIIUCH ¢ TOMOIIBIO CTATUCTHYECKHUX TporpamMm. Pe-
3yJAbTaThl UCCIEIOBAHWM, NMPUBEACHHBIE B JUCCEPTALMH, MOTHOCTBIO COOTBET-
CTBYIOT 00BEMY BBHIIOTHEHHBIX UCCIICIOBAHUM.

BBIBOIBI apryMEHTUPOBAHBI M BEITEKAIOT U3 PE3YJITATOB IPOBEACHHOIO UC-
CIIeI0BaHUSI.

3HAYMMOCTD Pe3yJIbTATOB PaboThI A1t HAYKU W MPAKTHKH

Paccuntannsie HOBbIE pepepeHCHBIE Uana30Hbl JUArHOCTUIECKIX MapKEPOB
HACNeACTBEHHBIX OoJie3Hel oOMeHa y Jerell yBeIMYUBAIOT AMArHOCTHYECKHE BO3-
mMoxHOCTH. [lOKa3aHo, 4T0 XpOMAaTO-MAaCC-CIEKTPOMETPUUYECKHE aHaHu3 Hacle-
CTBEHHBIX OoJie3HeH 0OMeHa MOKET OBITh YCIEIIHO UCIIOIB30BaH B IIPOrpaMmax ro
M3YYECHUIO MATOreHe3a HACJIEACTBEHHBIX HapyueHuid oOmena. OH MOXET mpume-
HATHCSA [IUPOKO KaK JUIst AUArHOCTUKYA HapyIeHui 0OMeHa y IeTeil pa3inyHbIX BO3-
PaCTHBIX I'PYIIL, TAK M B PAaMKaX HEOHATAILHOIO CKPHHHHTA.

Briepsbie ycraHOBJICHBI pe)ePEHCHBIC HHTEPBAJIbI JHATHOCTHUECKUX MapKe-
pOB (aMMHOKHCIIOT, allMJIKaPHUTUHOB, oprasuueckux kucnor, OALDKK, mypunos u
MMPUMHIMHOB) HAC/ICACTBEHHBIX HAPYIICHUI 00MEeHa B 30pPOBOM AETCKOM IOIy-
s Poceuniickoit @eaepaiiy B pa3nuyHbIX BO3PACTHBIX rpynmnax. BeisiBieHo, 4To
11si OONMBIIMHCTBA AMHHOKHCIIOT, OPraHUUECKUX KUCIIOT U AlMIKAPHUTAHOB pPas-

JIM4Has1 KOHLCHTpalyA X B KPOBH 3aBUCHT OT BO3pacTa pEGGHKa, TOrJla KaK AJ1d
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OJILIKK v mypuHOB ¥ MTAPUMMAMHOB UX KOHLICHTPALUS B KPOBUA U MOYE HE 3aBUCUT
0T BO3pacTa.
PexoMeHaanuM Mo UCNOJIL30BAHUIO PE3Y JIbTATOB M BHIBOJOB JMCCEPTALNU

1. HoBele anropuTMel 1ab0paToOpHON TUArHOCTHKMU, MPEICTABICHHbIC B AaH-
HOM pabote, mo3BOIIOT 3PPEKTHBHO BBHISIBIATH NATOJOTHIO U TIPOBOAUTE audde-
PEHIMAJIbHYIO JUArHOCTUKY HACJIEICTBEHHBIX 3a00JIeBAHUM, B CBSI3U C YEM MOTYT
OBITH PEKOMEHIOBAHEI K MCTIOJIb30BAHMIO B TMATHOCTHKE U JU(PepeHIHaIEHON T1-
arHOCTHUKE HACJIeJICTBEHHbIX 3a00JIeBaHUIM Y JIeTel B KIMHUUECKHUX | JIab0opaTOPHBIX
nojpaszzenenusix @I'AY HMMUL 3poposesa nereit Mun3zapasa Poccun, ®I'BY ['HI|
HMMUI] sunoxpunonorun Munsnpasa Pocernu, Poccuiickoi T1eTCKOH KIMHUYECKOH
GonbHULEI — 060cobaeHHor0 moapasaenenus GI'’AOY BO PHUMY um. H.U. [1u-
porosa Munsapasa Poccun, ®I'BY «HMUIL] oukonoruu um. H.H. Brnoxuna» Mun-
3apasa Poccun.

2. Co3jiansble ranes OMOXUMHUYECKUX MOKa3aTellel Mo CPaBHEHHIO ¢ CyLIe-
CTBYIOILIUMHU JAMATHOCTHYECKUMH AITOPUTMAMMA MHOIOKPATHO YBEJIMYMBAOT ObICT-
POTY U AOCTOBEPHOCTH IMArHOCTUKHU, YTO NIPU COOTBETCTBYIOLIEM HAYUHO-KIMHUYE-
CKOM 000CHOBAHUM MOKET OBITh BBEJICHO B COOTBETCTBYIOIME KIMHUUECKUE PEKO-
MEH/IALUH.

3. YcraHoBieHHBIE pePEPEHCHBIE MHTEPBAIBl JUATHOCTUYECKAX MAPKEpPOB
(aMHUHOKHMCIIOT, alWJIKAPHUTUHOB, opranudeckux kucinot, OJLDKK, mypusoB u rmu-
PUMUIMHOB) HACJIEACTBEHHBIX HAPYyIIEHWH OOMEHAa MOIYT MCIIOJIB30BATHCS B
HAy4YHO-KIIMHUYECKOW pabore nmpu 000CHOBAHUM HOBBIX JAMATHOCTHYECKHX aJro-
PUTMOB Y IETEH.

4. TTonyuyeHHbie B JUCCEPTALIMU PE3YJILTATE MOTYT OBITH UCIIOIB30BAHBI IPH
IIOArOTOBKE y4eOHBIX U31aHui, 00pa30BaTENbHBIX [TPOrPAMM BBICILIETO U JOMOTHH-
TENBHOrO 00pPa3OBAHMS, MOTYT UCIIOJIB30BATHCS MPU MOJATOTOBKE OPAMHATOPOB IO
cnermanpHocTH  KimHuueckas maboparopHas JMArHOCTHKA, ACHHPAHTOB 10
HaIpaBIeHHUIO NOAroTOBKHU 3.3 Meauko-0uonornyeckue Hayku, npodumo « Kimau-

yeckas 1abopaTopHas THarHOCTHKAY .



3ameuanns

IIpu O3HaKOMIJIEHMM C paccMaTpuBaeMOM JMCCepTalMOHHOM paboToil BO3-
HUK Psi/l 3aMEYaHUi U BOIIPOC:

1) cosjlaercst BIieYaTIICHUE TEPErpy)KEHHOCTH JAHHBIMH, YTO SIBISCTCS
CJICJICTBHEM HEJA0CTaTKa UX CTPYKTYPUPOBAHMS;

2) Ha pucynkax 7 1 8 He IPEACTaBJIEHbl KOJIMYECTBEHHBIC JAHHbIEC 110 YyB-
CTBHTEJBLHOCTH (1IPEJICTABJIECHBI TOJILKO B OINMCAHUU K PUCYHKY);

3) B psijie BLIBOJIOB 110 JIACCEPTAIMK XOTEI0Ch Obl BUAETh OOJIbIIE KOJIUYe-
CTBEHHBIX JIaHHBIX;

4) paboTa UMeEeT OYEBMJIHOE IMPAKTHYECKOE 3HA4YeHHe, HYXKHO Ooliee pas-
BEPHYTO MIPOIIUCATL [PAKTHYECKHUE PEKOMEHIAIMHY BHEIPEHUSI pe3yJIbTaToB pado-
ThI B IIPAKTUYECKOE 3[PaBOOXPAHEHUE.

OjiHako, BbICKa3aHHbIE 3aMeYaHusi He HOCST NPUHIUITHAILHOTO XapakTepa 1
HUCKOJIBLKO HE yMaJSIIOT OOJIBIIOr0 HAYYHO-IIPAKTHIECKOIro 3HaueHus paboTel U ee
aKTyaJIbHOCTH.

B npopoimkennu AUCKyCccuu X0Tenoch Obl I0JIy4UTh OTBET HA BOIPOC:

Kakyio poJib B JIMarHOCTUYECKHUX aJllopuTMax Bbl OTBOAMTE MOJIEKYIISIPHO-
IreHEeTUYECKOMY aHaauzy?

SAKJIIOYEHHUE

Jluccepranus MawmejioBa Unsrapa  Canex OIJIBI «Xpomaro-mace-
CIIEKTpOMEeTpUYECKasl JMarHOCTHKA HACJIeACTBEHHBIX Oosie3Heil Meraboin3zma y
JieTei» SBJISICTCS CaMOCTOSITENIbHOM 3aBepIHICHHONW HAyYHO-KBAIH(UKAIIMOHHON
paboTol, cojepKalleil COBOKYIMHOCTL HOBBIX HAYYHO-ITPAKTUYECKUX PELICHHH 110
OlIpECIICHMIO 3HaUYCHUS U YPDEKTUBHOCTH XPOMATO-MACC-CIIEKTPOMETPUN B Jla-
OOpaTOpHON JIMArHOCTHKE HACHEeJICTBEHHBIX OoJie3Hell oOmMeHa aMUHOKHUCIIOT, Op-
IaHMYeCKUX KUCJIOT, allMJIKAaPHUTHUHOB, XUPHBLIX KUCIIOT, IIyPUHOB U IHUPUMU/IHU-
HOB € OLIEHKON pedepeHCHbIX UHTEPBAJIOB JUIS ITUX I0Ka3aTeNeH, a TakKe paspa-
0OTKE COOTBETCTBYIOIIMX aJIFOPUTMOB KIMHUKO-1a00paTOPHOrO aHajin3a BpOK-

JICHHBIX METabOJINICCKUX HapymeHHﬁ Yy HGTGFI, BHCAPCHHUC KOTOPLIX B MCIHUILIUHY



MOJKET PacCMaTPHUBATHCS KaK PEIICHUE KPYITHOW HAy4YHOH MpOONeMBI, MMEIOLIEH
OoJIbIIIOE 3HAYCHME /Ul KIIMHUYECKOH JIabopaTOpHON AMArHOCTHKH.

[To HOBM3HE, aKTyaJIbHOCTH PEIIaeMbIX 3aja4, 00bEMY U METOJUYECKOMY
YPOBHIO IPOBE/ICHHBIX MCCIICIOBAHUMN, TEOPETUYECKON U MPAKTUYECKOW 3HAYUMO-
CTH TOJIyYSHHBIX PE3yJIbTaTOB AuccepTanuonHas pabora Mamenosa Minbsrapa Ca-
JIex orjisl cooTBeTcTBYeT TpeboBanusam 11. 9-11, 13, 14 «Ilonoxenus o nopsake npu-
CY)XICHHUM YUCHBIX CTENEHEH», YTBEPXKAECHHOro rnocraHosieHueM [lpaBurenscrsa
Poccuiickoi ®eneparmu ot 24.09.2013 Ne842 (B pedcTByIOMEH peaaKian), MPeab-
SBJISIEMBIM K JIUCCEPTALMSAM HA COUCKAHME YUSHOU CTEIEeHM JIOKTOpa HayK, a €€ aB-
TOP 3aCIy)KUBAET MPUCYIKJICHUS YICHOM CTEMECHU JOKTOpa OMOIOrMueCKuX HayK I10

cnenmaneHocTH 3.3.8. Kitnnnueckas naboparopHas AMarHOCTUKA.

OT13b1B 00CYXK/I€H U YTBEPIKACH Ha 3aceaanuu jabopaTtopuu apMaxkoJIoruu

¥ OLIEHKH TEXHOJIOTHH 3/1ipaBooxpanenus (nmporokos Ne 3 ot «17» mapra 2025 r.).

3aBeayromuii raboparopueit hapMakoIOrui U OLCHKHA TEXHOJIOTHH 3IpaBOOXpaHe-
aus OI'BY «HMMUIL] JAI'OU um. [Imutpus Porauera» Munsapasa Poccun, 1okTop
MEIMIIMHCKUX HAYK, JOICHT

Jmutpuit Cepreesuu biaunos

Anpec: r. Mocksa, yn. Camops! Mamena, 1. 1;
Tenedon: (495) 287-65-70;

anekTpoHHas noyra: info@dgoi.ru
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