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Ha aropedgepar auccepraunu Mamenosa Hiabrapa Canex oriibl
Ha TeMy «XpOMaTo-Macc-CNeKTPOMETPHYECKasi IHATHOCTHKA
HACJIeICTBEHHBIX OoJ1e3Hel MeTado/u3Ma y AeTei» npeacTaB/JIeHHOH Ha
COMCKAHHE YYEHOMH CTeNneHH 10KTOpa OHOJIOIrHYeCKHX HAYK

no cnenuansHoctTu: 3.3.8. — Kiimnnveckas 1aboparopHasi AMarHoCcTHKa

AKTYaJIbHOCTb IPOBEJAEHHOI0 JMCCEPTALMOHHOIO UCClIe0Banus 00ycCiloBieHa
MHOTOIPaHHOCTBIO W CIIOKHOCTBIO HACJE/CTBEHHBIX HapylIeHHi MeTaboln3Ma,
KOTOpble XapaKTepHU3yloTCs THKEIbIM TEUEHHEM, OTCYTCTBUEM a/IEKBATHBIX METO/10B
JeYeHUsl, a TaK/Ke€ BBICOKON I'eHEeTHYECKOH IeTepOreHHOCTbIO M BapuadelibHOCThIO
KJIMHUYECKMX MposBieHHit. DT (akTopbl JenalnT npodieMy HacjaeJCTBEHHBIX
3abosieBaHUil 0OOMeHa BellecTB 0COOEHHO 3HAUMMOM [UIsl [e/IMaTPUUYECKON PAKTHKH.
BhisiBieHre HOBBIX MapKepOB HACJeJCTBEHHbIX Oose3Helt mMeTaboin3Ma CTaHOBUTCS
BAXHOM Hay4yHoi 3amaveid. Meroauueckoe COBEpIICHCTBOBAHHE  [0/IXO/10B
onpeJie/ieHdsi W BbIABIGHHE pe(QEepeHCHBIX 3HAYEHHMH [oKasarelied HMEloT
KPUTHYECKOE 3HAYEHHE JUTsl TTOBBILICHHs TOYHOCTH JIMarHOCTUKH. Pa3paboTka HOBBIX
QJITOPUTMOB JUIsi JIMATHOCTHKM HACJIE/ICTBEHHBIX 3a00JeBaHMii OOMEHA BEUICCTB Y
AeTell He TOJILKO paclIupseT BO3MOKHOCTH MEPCOHAIM3MPOBAHHOIO I0JX04a K
J€YEHMIO, HO M OTKpPHIBAeT TNMEPCMEeKTUBBI /I pealn3allMd MaccOBOr0 CKPHHHWHIA,
CrIocoOCTBYs  YIYUIIEHHIO  KayecTBa  MEJIMIMHCKONW  MOMOIIM  JIETAM  C
HacJIe/ICTBEHHBIMU HapyllleHusiMun MeTabosin3ma.

HayuHasi HOBH3HA HCC/I€10BAHHS

Hayunas HOBM3HA JaHHOTO MCCIE0BaHMs 3aKJIIOYaeTCs B KOMIUICKCHOM
MOJX0/e K JMAarHOCTHKE HAacJeJICTBEHHBbIX HapylleHHi oOMeHa BellecTB y JieTeH,
KOTOpbIH BKJIIOYAeT MYJIbTHIUIEKCHOE Onpe/ie/ieHHe MeTaboIMTOB ¢ HCIIOJIb30BaHHEM
BAJIMIMPOBAHHBIX XPOMATOrpaMueckuX METOJ0B C Macc-CleKTPOMEeTPUYECKUM
JIETEKTHPOBAHMEM JUIss paHHell M TOYHOH JMAarHOCTUKM HapylleHud obmeHa
AMMHOKHCIJIOT, OPraHH9YeCKUX KHCIOT, allMIKapHUTHHOB, OYE€Hb JUTMHHOUENOYEYHbIX

xupHbIx Kuciot (OALDKK), mypuHoB ¥ IIMPUMHUJIMHOB Y JI€TEH, C UCIIOJIb30BAHUEM



Majloro 00beMa OHOJIOrMYECKOro MaTepHana, 4YTO CYLIECTBEHHO pacuiMpser
BO3MOXKHOCTH KIIMHUYECKOH JTUArHOCTHKH. OQHHUM M3 KIIOYEBBIX aClCKTOB HOBU3HBI
ABJISICTCA YCTAHOBJIICHHE pCd[)CpCHCHle HHTEPBAJIOB JUIsA JJHArHOCTHYECKUX MapKepoB
B 3/10pOBOIi JleTcKON nonyJasuun Poceuiickoii ®@eepanny B pasinHbIx BO3PacTHBIX
rpynnax, 4ro Mo3BoOIsieT 0ojiee TOYHO WHTEPHPETHPOBATH Pe3ylbTAThl aHANM3A B
KOHTEKCTE BO3PACTHBIX OCOOEHHOCTEH. BbisBNIEHO, UTO pasiMyHas KOHLEHTpALHs
OOJIBIIMHCTBA AMHHOKHMCIIOT, OPraHM4ecKMX KHCIOT M AllMIKAPHUTHHOB B KpOBH
3aBUCHT OT Bo3pacta pebenka, Torza kak kouuentpauus OJILDKK, mypunos u
MTHPUMHIMHOB B KPOBH M MOYe He 3aBMCHT OT Bo3pacTa. J{ist 1eTckoil nonysasuuu B
HalleH cTpaHe paspaboTaH JMArHOCTHYECKHH alirOpHTM BbISBICHHS HApyIICHHI
OOMeHa HYK/ICOTH0B C TOMOIILIO ONpe/AeNeHusi KOHUEHTPALMii [ypPHHOBBIX M
MUPUMHIMHOBBIX OCHOBAaHMH B MOYE MAlMEHTOB METOJOM TaHIEMHON XpoMaTo-
Macc-CIIEKTPOMETPHH.

[IpakTnyeckasi 3HAYUMOCTH

[TpakTiieckasi 3Ha4MMOCTb JIAHHOTO MCCIIENOBAHMS 3aKitouaeTcs B pa3paboTke
HOBBIX pe()epeHCHBIX JIMANA30HOB /Ui AHArHOCTHYECKMX MapKepOB HACIIEACTBEHHbIX
3a00s1eBaHMii OOMeHa BEILECTB y JeTel, YTO 3HAUMTETBHO PACHIMPSIET BO3MOKHOCTH
JMAarHOCTUKM M MOBBIIIAET €€ TOYHOCTb. YCTAHOBJIEHHBIE JIMANA30HBI MO3BOJSIOT
bosee a(hexTHBHO HHTEPIPETHPOBATH Pe3y/IbTATHI AHAIM30B, YYHTHIBAs BO3pacCTHbIE
OCOOEHHOCTH, 4YTO OCOOEHHO BAXKHO /Ul PAHHEro BhISBICHHS 3a00JeBaHMil,
XpomaTo-Mace-CreKTpOMEeTPHYECK Ui aHau3 JE€MOHCTpUpYeT BBICOKYIO
P PeKTUBHOCTb U HAJIEKHOCTD B JIMArHOCTHKE HACIEACTBEHHBIX HAPYIICHHI 0OMeHa.
OTOT METOJ MOMKET ObITh YCNENIHO MHTErPUPOBAaH B KIMHHUYECKYIO MPaKTHKY, YTO
MO3BOJIUT HE TOJILKO YJIYYLIMTh JHATHOCTHKY, HO U YIIIyOUTh IOHMMaHKUE NaToreHesa
pasznuuHbIX  3a0oseBanuil. Kpome TOro, BO3MOXKHOCTb INPHMEHCHHS JAHHOIN
METO/I0JIOTHH B paMKaX HEOHATAIbHOIO CKPMHMHIA OTKPbIBAET HOBBIC [1EPCIIEKTHBbI
AJISi PAHHETO BBIABJICHUSI METADONMYECKUX HApYyLICHHH Yy HOBOPOXK/JICHHBIX. JTO, B
CBOIO 04epe/lb, CIIOCOOCTBYET CBOEBPEMEHHOMY Havally JieYeHHs H CHUKEHHIO pPHCKa
Pa3sBUTHS CEPLE3HBIX OCIOKHEHUH, CBA3AHHBIX C HACJIEJICTBEHHBLIMU 3a00JIeBAHUSMH

oOMeHa BelleCTB.




Hayunble n0105KeHls 1 MpakTHYCCKUEe PEKOMEHAALMKM OCHOBaHbI Ha U3Y4YEHUH
W aHaJlu3e JI0OCTaTOYHOro odobema KIIMHHUYE€CKOrI o MarcepuaJja. Me‘l‘()ﬂbl HCCJIC/IOBAHU A
ITOJIHOCTBKO  COOTBETCTBYIOT IIOCTABJIEHHbLIM 3ajlayaM; CTelneHb JOCTOBEPHOCTH

PeE3yJbTaToORB MOATBEPIKAACTCS HCITOJIb30BaHHUEM OﬁlLlEHPHHﬂTbIX MCTO/10B

ACCIIC/I0BAHMSA, @ TaKKe COBPEMEHHBIMH CIHOCOOAMH CTATHCTHYECKOH 00paboTKH
[OJIyYEHHOI0 ~ MaTephayia  COrJacHoO  TpeOOBaHMUSIM  MEIAMKO-OHMOJIOrHYeCKOM
CTaTHCTHKH. BBIBO/IbI apryMEHTUPOBAHbI 1 BBITEKAIOT U3 PE3yJIbTATOB MPOBEICHHOIO
MCCIIeIOBAHMS.

Ilo akTyambHOCTH TeMbI MCClIe0BaHMS, HAY4YHOH HOBM3HE M IPAKTHYECKOM
3HAYUMOCTH  pesynbTaTtoB pabora Mawmenosa M.C. MOJIHOCTBIO COOTBETCTBYET
TpedoBanusiM BAK, npenbsBisieMbiM K JMCCEPTAMOHHBIM paboTaM HA COMCKAHHE
YYEHOH CTCIeHH [OKTOpa OHWOJIOTMYEeCKMX HayK, a Marepuaibl JUCCepTalnu

COOTBETCTBYET criennanbHocTH 3.3.8 — Knmnunyeckas naboparophas JIMarHoCTHKA.

3aBejyronlas jabopaTopueii KCIepuMeHTATbHOI
M TPAHC/IIMOHHOI HEHPOXUMUN

HUucturyra mosra

Dej1epanbHOIO rOCY 1apCTBEHHOIO OI0KETHOTO
HAYy4YHOI'O YUpEekK/ICHUS

«Hayunplii HeHTp HEBPOJIOTHIY

JIOKTOP MEJIMIIMHCKUX HayK, AOLEHT

/ Konorbesa
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Poccus, 125367, r. Mocksa, Bonokonamckoe mocce. 11.80.,
Ten. +7(495)9170999; e-mail: kolotveva.ni yandex.ru

Hommies aokTopa MemunHeknx Hayk, aouenta KosorseBoii H.A. yioctoBepsio:
Yuenslii cekpetaps DerepajibHOro IOCY 1apCTBLHIOFe:

«HayuHblil LUEHTP HEBPOJIOTHMY», CTapIIHii Hayt
HayK
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