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AKkTyajabHocTh. Ha 1aHHBI MOMEHT BBISIBIEHO 538 MyTanuil Te€Ha, KOAUPYIOLIETO
opuutuHTpanckapbamunaszy (OTK). Bce oHu BausioT Ha paboOTy Me4YeHH, B YACTHOCTH HA LUK
moueBuHbI [Morgane Couchet, Charlotte Breuillard, Christelle Corne, John Rendu, Béatrice Morio,
Uwe Schlattner, Christophe Moinard, 2021]. OgHOl #3 TakuX MyTalMid CETOMHS SIBISICTCS
OJIHOHYKJICOTHJIHAsl 3aMEHa aJ€HUMHa Ha T'yaHUH 1s6783833, xoTopas XapakTepu3yeTcs 3aMEeHOMN
rJIyTaMUHOBOM KucinoTel Ha rmuuH [R. Magesh, C. George Priya Doss, 2014]. Dra mytauus
NPUBOAUT K JePUIMTY OPHUTHHTpAHCKapOaMuias3hl, y4yacTBYIOIIEH B 00€3BpeKMBAHUN aMMHAKa,
YTO CONPOBOXAAETCS TMIIEPAMMOHUEMHUEH.

Ienab: Ha mpuMepe KIMHUYECKOIO Cly4yass W3Y4YUTh U CUCTEMAaTU3UPOBATh AAHHBIE O
naTorenese MH(aHTHILHONH (POPMBI THIIEPaMMOHHUEMUH, BO3HUKIIECH B pe3yibTaTe MyTallUu I'eHa
OpHHUTHHKapOamomiTpanchepassl.

MaTtepuanabl 1 MeTOAbI. MaTepuaaoM IJisl UCCIICAOBAHUS CITY>KMIIN Ty OIMKAIUY TOUCKOBBIX
0a3 manubix PubMed, Elibrary, Medline, Free Medical Journals, a Takke naHHble MEIMIIMHCKON
KapThl CTALlMOHAPHOT'0 NAIIMEHTA, IOCMEPTHOT'0 AMHUKPH3a U IATOJOT0aHATOMUYECKOTO 3aKII0YECHMSL.
XapakTepHucTUKa MalueHTa: Bo3pacT 1 rog u 1 Mecsll, Moy — My»XCKoi; peOeHOK OT 1 6epeMeHHOCTH
ul ponos, Macca Ttena npu poxaeHun — 3440 rpamm. C poXaeHUS HaxoOWwiIcs Ha TPYJHOM
BCKapMJIMBaHUH, C 5 MECALIEB BBE/ICH OBOLIHOW IPUKOPM, a ¢ 9 MecALEB - MICHOM.

PesyabTaThl M HX 00cy:kaeHue. Pe3ynbraThl KIMHUKO-T1a00paTOPHBIX MCCIIEIOBAHUI
MOKa3aJii TOBBIIICHHBIN YPOBEHb KETOHOBBIX Tel B aHayin3e MouH. [Ipu 3Tom rimoko3a u 6eok B
MOYE€ HE OIpeneeHbl. bHOXMMUYECKHI aHaau3 KPOBM yKa3blBaJl Ha YMEPEHHOE IOBPEKICHHE
KJICTOK TEYEHH, MOCKOIbKY akTHBHOCTH (pepmMeHTOB AJIT m ACT Oblnn moBeieHs! B 3 U 4 paza
COOTBETCTBEHHO, a CoZiepkaHue olIiero Omimpyouna B npenenax pedepeHcHsIx 3HaueHuil. Ha 23-
M€ CYTKHM TIOCJIE MOCTYIJICHHS MalbuMKa B CTAllMOHAp CO3HaHHE peOeHKa ObUIO YrHETEHO, YToO,
BEPOSITHO, CBSA3aHO C M30BITOYHBIM HAKOTUICHHEM HOHOB aMMOHHUSI, TIOCJIEAYIOUINMM CHUKeHneM AT
U HapyLIeHMEM IepeAaud HEPBHOI'O CHUTHaJla M3-3a HEIOCTATOYHOI'O CHUHTE3a HEHPOMEAUATOPOB
(CAMK). ITocnenyromiee HaKOTUIEHHE TOKCUYHBIX MPOIYKTOB OEIKOBOI0 00MEHa CIIOCOOCTBOBAIO
pa3BUTHIO TITyOOKOH KOMBI Y pebenka. [1ockoabKy MpOBOAMMOE JIEYCHHE HE OKa3bIBAJIO JOJKHOTO
s¢dexTa, a B OMOXUMHUYECKOM aHAJIM3€ KPOBU YBEJINUHMBAJIOCH cofiep)kaHue ammuaka (6omnee 1600
MKMOJIB/JT), JIeYallldM BpadyoM OBUIO BBICKA3aHO MPENINOJIOXKEHHE O HAIWYMHM Yy MajbuuKa
BPOXJIEHHOTO HapylieHue OenakoBoro obomena. Ha 34-ple CyTKM CTallMOHAPHOTO JICYEHUS Ha
OCHOBAHMHU JAHHBIX J1A0OpaTOpHOro M (PU3MKAIBHOrO 00CIEeIOBaHUS OBUI BBICTABICH JHWArHO3
runepaMMonuemMusi, cBszanHas ¢ gepunurom OTK. CocTtosHMe mManmueHTa MpPOrpecCUBHO
yXYyJIIaJ0Ch, Pa3BUBAJIACh MOJHOPraHHAas HEIOCTATOYHOCTb, CTaBLIas IPUYMHOM JIETAILHOTO
ucxona. JluarHos TruUNEpaMMOHMEMHH OBLI MOATBEPXKAEH C TIOMOIIBIO ITOJHOT€HOMHOTO
cexBennposanus JJHK peGenka, BEIIBUBIIETO OJHOHYKICOTUAHYIO 3aMeHy ¢.716A> G B rene OTK.

BuiBoabl. PacCMOTpEHHBIN KIMHUYECKUM Cily4all ONMCBIBACT KIMHUYECKUE IPOSBICHUS
MaTOr€HETHUECKUX MEXaHH3MOB Pa3BUTHUSI TUIIEPAMMOHUEMHH, BO3HUKIICH B pe3yabTaTe MyTalluu
reHa, KOJIUPYIOIIET0 CHHTE3 OpHUTHHTpaHCKapOamuiasbl. AHaNU3 JHUTEPAaTypbl M JaHHBIX
amMOyJaTOpHOM KapThl MAlMEHTa, MOATBEPKAAaeT HEOOXOIUMOCTh JAJbHEUIIEr0 H3Y4YEeHUs
TCHETUYECKUX TMPUYMH HapylmieHus paboTbl OPHUTMHOBOTO IIMKJIA ¥  CBOEBPEMEHHOTO
TEeHOTUIIMPOBAHUS POAUTENEH C LiebI0 BbIsiBIeHNU MyTauuii reHa OTK.
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