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BBenenne. Cuanossie kuciotsl (CK) 00beuHSIOT 00JIBIIOE CEMEWCTBO MTPOU3BOIHBIX HepaMu-
HOBOH KHCJIOTbI, KOTOPBIE BXOJST B COCTAB PA3JIMYHBIX HU3KO- U BEICOKOMOJIEKYJIAPHBIX COCTUHEHU,
ABIISAACH TEPMHUHAIBHBIMU MOHOCAXapUIHBIMA OCTaTKaMH B COCTaBE TIIMKOIPOTEMHOB U TaHTIMO3U-
J0B. B Ononorunuecknx o0beKTax BOZMOKHO ONpe/ie]IieHHE COJepKaHus 00X, CBOOOTHBIX, OJTUTO-,
Oenok- u munuaceszanubix CK, a Takxe aktuBHOCTH PepmeHToB nX oOMeHa. @ynkuuu CK B opra-
HHU3ME HEOOXO0IUMO paccMaTpuBaTh C TOYKU 3PEHUS MX ABOMHON POJH, TO €CTh OHU MO0 MAaCKUPYIOT
caiiTbl pacrno3HaBaHus, 1100, HAIPOTUB, NPEICTABIISIIOT COOOH OMOJIOTHYECKYIO0 MUILICHB, IO3BOJISL
OTIPEJIeNIATh WX PELENTOPHBIM OEJIKOM M BBICTyIAs B poiu jJuranja. [Iporeccsl cuaaminpoBaHus U
JeCUAINIMPOBAHNS U3YyUYAIOTCSl B KQUECTBE TUHAMHYECKOM MOAU(PUKALINH CHATOTTTMKOKOHBIOTATOB,
peryaupyeMyto cuainuiaTpancdepazaMu U cHaqUAa3aMHu B OTBET HA BHEIIHHE WM BHYTPEHHHUE CTH-
MYJIBI.

Leabio Mccae10BaHUs SBUIOCH M3yYeHNE MOTEHIUAIBLHOTO WCIIOIBb30BAHUS OMPEICICHHS CO-
nepxanus ppakuuii CK 1 akTHBHOCTH HEKOTOPBIX (DEPMEHTOB X 0OMEHa KaK MapKEpOB Pa3IHMUHBIX
3a001eBaHUH.

MarepuaJsl u MeToabl. O030p COBpEeMEHHOH 3apy0eKHOH M OTEeUECTBEHHON HAyYHOH JINTEepary-
pHI TIO JaHHOH TIpobieMe, copepKamuxcs B HHGOPMAITMOHHBIX 0a3ax maHHBIX PubMed, elibrary.ru.

Pesyabrarsl. [IpakTiudeckn qr00ble SKCTpEeMaIbHBIC BO3JICHCTBHS Ha OPTraHU3M U BOCIIATUTEIb-
HBIE TPOLECCHI MPUBOAAT K MOBBILICHUIO YPOBHS 001muX u cBobonHbix CK B kpoBu 1 TkaHsx. K Bo3-
MOKHBIM NIPUYMHAM yBEJIMYEHUS CONEPKaHUs MoKa3areiaeil oOMeHa CHaJOTTMKOKOHBIOraToB B OMO-
JIOTHYECKUX 00BEKTaX OTHOCSTCS aKTUBALIMS B FENaTOLNUTAX CHHTE3a U CEKPELIMU Pa3IUYHbIX OCIKOB
OCTpoH (ha3pl, MHOTHE U3 KOTOPBIX SIBISIFOTCS CHAIOTIIMKOIIPOTENHAMH, HapyIICHHUE LEeIOCTHOCTH
MeMOpaH U pa3pyllieHHe KISTOK OpraHu3Ma, BRICOKAs aKTHBHOCTh cuanujas (Heiipomunuaas, NEU)
u cuanuntpancdepas. [Ipu OONBIIMHCTBE OCTPBIX U XPOHUYECKHUX 3a00JIeBaHUI ME€UEHH, B KIETKAaX
KOTOPOH CHHTE3UPYIOTCS U INIMKO3MWJIMPYIOTCS MHOTHE OEJIKH IUIa3Mbl KPOBU, OTMEUAETCS] YMEHBIIIE-
Hue obmero ypoHs CK B chIBOpOTKe KpoBH. AGeppaHTHOE CHATIIIMPOBAHHE SBISICTCS OTHON W3
OCHOBHBIX XapaKTEPHUCTHK 3JI0KaY€CTBEHHON TPaHC(POPMAIUU M OXPaHSIET PAKOBHIE KJIETKH OT TyMO-
PaNBHBIX U KIETOYHBIX 3alIUTHBIX CUCTEM. [JIMKO3MIMpOBaHUE SIBIIETCS HAanboJIee pacpocTpaHeH-
HOM MOCTTPaHCISIHUOHHON MoauduKanrei 0eKOB B BUpYyCe, KOTOpasi He TOJIBKO CIOCOOCTBYET 00-
pa3oBaHMIO crnienn(uIecKol KOH(GOpPMaUK BUPYCHBIX OEJIKOB, HO TAK)KE MOIYIMPYET UX B3aUMO-
JefCTBHE C peuenTopaMu M BIUSCT HA PAcIO3HABAHUE KJIETOK XO35iMHA, PEIUIMKALUI0 BHUpycCa U
nHpexuonnocts. Coaepxanue odmux CK B cbIBOpOTKE KPOBHU MOBBIIIAETCS MPU HEKOTOPHIX J10-
OpOKaYeCTBEHHBIX 1 BOCHIAIIUTENBHBIX COCTOSHUAX, YTO CBUACTEILCTBYET 00 OTCYTCTBUH CHEIH(HY-
HOCTH U OTPAaHUYHMBACT UX HCIOJIB30BAHMUE AJII PAHHETO BBISBICHHUS U CKPUHHMHIA OMYXOJIEBBIX 3a-
OoneBaHui.

Bpoxnennsie Hapymenus raukosminpoBanus (CDG) 6enkoB 1 IUMIKHI0B, B TOM YHCIE CHATHPO-
BaHUS, MPEACTABISIIOT COO0H OONBIIYI0 TEHETUYECKH U KIMHHYECKH TeTEPOreHHYIO TPYIIy M3 3a-
0oseBaHUH, BBI3BAHHBIX Ae(eKTaMK Ha pa3IUYHBIX dTalax MIyTH MoguUKauy riukaHoB. [logasis-
oliee OONBIIMHCTBO 3TUX MOHOTEHHBIX 3a00JI€BaHUN SIBISIFOTCS ayTOCOMHO-PELIECCUBHBIMU U MMeE-
10T MYJIBTHCUCTEMHBIE IPOSIBICHNUS, [TIaBHBIM 00pa30M HEIOCTaTOYHOCTh POCTA, 3aACPKKY Pa3BUTHS,
JucMOp(U3MBI JINIIA, a TaK)Ke Pa3IMYHbIe HAPYIISHHUs] CBEPTHIBAEMOCTH KPOBHU U 3HIOKPHUHHBIE Ha-
pyuerns. OHU SBISIOTCSA PE3ylIbTaToM J1e(heKTOB JINOO B Mpolecce OMOCHHTE3a NPEAIIECTBEHHIUKOB
OJIUTOCaxXapua0B, JINOO HAa ONMPEJENICHHBIX CTaANUAX COOPKHU ITIMKAHOB, YTO MPUBOAMUT K OTCYTCTBHIO
WIM CTPYKTYPHBIM M3MEHEHMSIM liered minkaHoB. Hampumep, npuunHON cuamypuu, Ipu KOTOPOM
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HaOII0MacTCs MTOBHITIICHNE YPOBHS CBOOOMIHON CHAIOBON KUCIOTHI, MOKeT OBIThH AchekT reHa GNE u

CHHTE3 HETOJTHOIEHHBIX (dbepMeHTOoB

Y D-N-aneTHIroKko3aMuH-2-3nuMepasbl/ N-aneTunmanao3aMuH-kuHa3el (OMIM 269921). ledu-

uut NEU denoBeka MpUBOIUT K Pa3BUTHUIO JIM30CcOMalibHOTO cuanuao3a (OMIM 256550), npuso-

JISIIIET0 K BHYTPUYTPOOHOM MU MIIAJICHYECKOW CMEPTHOCTH.

HecMotpst Ha ycriexu B BBISIBIICHHH M TUATHOCTHKE BPOXKJICHHBIX HAPYIICHUH ITTMKO3UIHMPOBAHUS,
BO3MOXXHOCTH JICUECHUSI OCTAIOTCSI OTPAHUYEHHBIMU M 9aCTO CBOJSTCS K CUMIITOMATHYECKOMY Jiede-
HUIO MIPOSIBICHUH 3a00JIeBaHUS.

3akawyenne. KInmHUKO-THArHOCTHYECKAs IEHHOCTD UCCIIEIOBAHUS TTOKa3aTene 0OMeHa cHao-
IJIMKOKOHBIOTATOB, B TOM YHCIIC U3MEHCHHS COJIepIKaHus Kak oTaenbHbIX ¢pakiuii CK, Tak u crer-
npudeckux OENKOB, B Pa3IMUHBIX OHOJIOTHYECKUX YKUIKOCTAX M TKAHSIX 3aKII0YACTCsl B YCTaHOBIIE-
HUU XapakTepa OMOXMMHYECKUX U3MEHEHUH B OpraHu3Me TPH OINpeIeIEHHOM MaTOJIOTHYECKOM MPO-
necce. Onpenenenns ypoBHst CK, a Takke akTHBHOCTH (pepMEHTOB MX 0OMEHA B KPOBU B COUETaHUHU
C M3MEpPEHHEM KOHIICHTPAIMU CYIIECTBYIONUX MApKEPOB MOTYT OBITh MCIOIB30BAHBI JUIsl yAydUIle-
HUS TOKa3aTeliel TUarHOCTHKH, CTAJIUPOBAHUS 1 MOHUTOPHHTA TEPANeBTHYECKOTO OTBETA NIPU pa3-
JUYHBIX 3200JIeBaHMX, B TOM YHCJIE IPU HEKOTOPBIX THUIAX paka, Korjaa MoTpeOHOCTh B crienupuy-
HOCTH MEHBIIIE, YeM JIJIsl TIOCTAHOBKH TOYHOTO JUAarHo3a.
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