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ITUOJIOI'US, HATOI'EHE3 U METABOJIMYECKUE ITPU3HAKHN
HEJOCTATOYHOCTHU YIVIEBOAHOI'O OBMEHA B IEYEHHA
Hayunwtii pyxoeooumens: accucm. Kynuxkoeckasn B. I1.
Kagheopa namodghusuonozuu
Kypcxuii 2ocyoapcmeennviii meouyunckuil ynusepcumem, 2. Kypck

HenoctatrouHocTh yrijaeBoJHOro OOMEHa B IE€YEHH, HapyIIeHHE €€ TJIIOKOCTaTUYecKOoil
(GYHKIIMM MOKET HOCUTb NEPBUYHBIM HACJIEACTBEHHbIN W BTOPHUUYHBIM MPHOOPETEHHBIN XapakTep.
[Tpuuem npuoGpereHHble (HOPMBI NMEUEHOYHOW HETOCTATOYHOCTH B IMOAJIEPKAHUU YIJIEBOIHOTO
rOME0CTa3a MOT'YT BO3HUKATh KaK CJIEJCTBUE IPSIMOI0 HUTOTOKCUYECKOT O IEUCTBUS Ha MAPEHXUMY
MIEYCHU MTaTOT€HHBIX (PAaKTOPOB OAKTEPHUATIBHO-TOKCUYECKOH, MIMMYHHOAJICPIHYECKOI, OHKOT €HHOM
IPUPOJBl 3K30T€HHOINO WJM HHJOTEHHOIO MPOMCXOXKIEHUs. B psne cimyuaeB paccTpoiicTBa
yIJIEBOJHOr0 OOMEHa B MEYEHM BO3HMKAIOT B pe3yJIbTaTe HapyLIIEHUH OKCUT'€HAI[MH MapeHXHUMBbI
NIEYEHU WM PA3BUTHA XOJIeCTa3a.

Crnenyer OTMETUTh Ba)KHOE 3HAUEHME HAapyLIEHUH rOpMOHAJBbHOro OajlaHca, B YaCTHOCTH
M3MEHEHUI COOTHOIIEHUS B OPraHU3Me UHCYJIMHA U KOHTPUHCYJISIPHBIX TOPMOHOB B pacCTpoicTBax
IPOLIECCOB TJIMKOJIM3a, INIMKOI'€HOJN3a, TIIMKOreHe3a, IIIMKOHEOreHe3a, OKUCIEHUs CcyOcTpaToB B
nukie Kpebca u Apyrux peakuusix.

XapakTep 1 ME€XaHU3Mbl HapylLIEHUH yrIeBOAHOr0 OOMEHa B IEUEHU IIPU HACIEICTBEHHbBIX
dopmax naTojaoruu

HacnencrBeHHble HapylieHNs MeTa0o0JIM3Ma yrieBOA0B B I€YEHU UMEHYIOT INIMKOT€HO3aMHU
(Oosie3HN HAKOIUICHHS) U arJIMKOT€HO3aMU (OTCYTCTBUE IJIMKOTEHA B TICYCHH ).

CrnenyeTr OTMETUTh, YTO INIMKOT€HO3bI MOT'YT OBITh HE TOJILKO [TEYEHOYHOI'0 IPOUCX 0K IEHUS,
HO U MBILIEYHOI0, @ TAK)K€ HOCUTh CMEIIAHHBIN U 1a’Ke T'€HepaJIn30BaHHbIN XapakTep.

[TepBas nneHTH(UKAIIUS TIMKOTCHO30B U UX Kiaccu pukarus Obliia MpeiokeHa CynpyramMmu
Cori (1957). B mocneayromemM ObUIO yCcTaHOBICHO XI pasNu4HBIX JSH3UMATHUECKUX Ne(hEeKTOB
MeTabonM3Ma YIieBOJOB, MPHBOMSIIMX K KadeCTBEHHBIM M KOJMYECTBEHHBIM HapyIIECHHUIM
cofiep’KaHus TIMKOreHa B opraHax M TkaHsx. Hambosee yacTo BCTpeyaromMMUCS TIIMKOT'€HO3aMU
ABIISIIOTCSA TeNaTOpeHaIbHbIN TarKoreHo3 la tuna (6one3ns ['upke), onucanHslii Biepssie von Girke
B 1920 .

3a0osneBaHuEe BBIABIAETCA B pPAHHEM JE€TCKOM BO3pPacTe, XapaKTepU3yercsd pe3KUM
CHIDKEHHEM COJepKaHUs TIIOKO3bl B KpoBU (MHOraa no 0,55-1,1 MMOmb/I) U COmpOBOXKAAETCs
pPa3BUTUEM CYAOpOT, pBOTHI, KOJIIAIICA.

OcHoBHOI reHeTnyeckuil JedeKkT, Jexalluii B OCHOBE JaHHOro 3a00JIeBaHUS — 3TO
HEJI0CTaTOYHOCTh (pepMeHTa TIIIH0K030-6-pocaTas3sl, HacaeqyeMas ayTOCOMHO-peneccuBHoO. IIpu
9TOM B TKaHM T[I€YEHU HaKaIUIMBaeTcs IUIIOKo30-6-¢hocdar, axtuBupyroumii J[-dbopmy
IIMKoreHcuHTeraspl. IlocneqHee mpuUBOAUT K MPOTrpecCHpPYIOMIEMY BO3pPAaCTAHMIO COJIECpPKaHUS
IJIMKOreHa B nedeHu. OJHOBPEMEHHO BBISBISETCS] U30BITOYHOE OTJIOKEHUE INIMKOI'€Ha B KaHAJIbLAX
HOYeK.

CHuxeHue colepkKaHus TIF0KO3bl B KPOBY MOJIABJISIET IPOAYKIMIO UHCYJINHA, YTO IPUBOJUT
K aKTUBALIMH JIMITI0JIN3a, PA3BUTHIO TUIIEPIIUITUAEMHUH, HAPYIICHUIO YTHIIM3ALUU CyOCTPAaTOB B IIMKJIE
Kpebca. OnHOBpeMEHHO BO3HUKAET HAKOIJICHHUE TPOMEXYTOUHBIX MPOJYKTOB paciaja yrieBol0B U
KUPOB: MOJIOYHOM, MUPOBUHOTPAJHON KHUCIIOTHI, JKUPHBIX U KETOKHUCIIOT, a TaK)KE XOJECTEepHHa,
TPUTJIELUPUJIOB, MOYEBON KHUCIIOTHI.

Hoctatrouno  OwvicTpo  dopmupyercs  Merabonmuueckuii — anmumgo3.  DopmupoBaHUe
rernaTopeHaIbHOr 0 TIIMKOr€H03a HEPEAKO MPUBOANT K PA3BUTHIO TAKUX OCJIOKHEHMH, KaK 1ojarpa,
ypOJIUTHA3.

[Tporuo3 3a0osieBaHUs HEONATONPUATEH BIUIOTH O Pa3BUTHS JETAIbHBIX UCX010B (B 50%
HaOIIIO/ICHNI) B paHHEM J1€TCKOM Bo3pacTe. OHaKO B APYTUX CIydasx BO3MOKHO OTHOCHTEIHHO
OyaronpUsTHOE TEYEHHE MATOJIOTUU U POXKJIEHHUE 3/I0POBBIX JETei B TOTOMCTBE.

865



