Mex/[yHapOJHbIA HAay4HbIH Ky pHaJI Ne 40 (100),49acTsb 1
«Hay4yHbI# UMIyJIbC» Jlekabpsb, 2025

3ABOJIEBAHHMA Y JIETEX ITPH HAPYIIIEHUH OBMEHA BEIIIECTB.

MaauxaHoBa I'ysiyspa AxMaJKaHOBa
AndudcaHcKkull obujecmeeHHblll 30pasooXpaHUMeNbHbI MEeXHUKYM No umeHu A6y
Anu ubH CuHbl, npenodasame.ib

AHHOTaUMA: 3a6os1e8aHusi y demell, C8513AHHbIE C HAPYUIEHUEM 0bMeHa 8eujecms,
npedcmasastom co60l 06WUPHY U aKMYa/abHYH npobJemy co8peMeHHOU neduampuu.
Mema6oauveckue paccmpolicmea mMo2ym 6bimb 8POHCOEHHbIMU UAU NPUOOPEMEHHbIMU U
3ampazusarom o6 MeH 6e1K08, HUpos, y2/1e680008, BUMAMUHO8 U MUHEPA/IbHbIX seujecms. B
cmambe paccmMompeHbl 0CHOB8HbIe NPUYUHbL U 8UJbl HapyuwleHUull o6 MeHa seujecmas y demell,
UX KAUHUYeCKUE Nposi8/eHUSsl, COBpeMeHHble Memodbl JUA2HOCMUKU, d MAkKxce NPUHYUNbl
JAeyeHus U npopusakmuku. PaHHee 8bisigsieHUe Memaboauyeckux 3a601e8aHuli no3goisem
npedomepamums paszgumue MsHceAblX OCAOHCHEHUU U YJAy4WUumsb NPO2HO3 U Ka4ecmeo
JHcu3HU demell.

Kio4yeBble cioBa: HapyweHue ob6MeHa sewecms, memaboiuvyeckue 3a60.1€e8aHUS,
demu, 8poicdeHHble epmeHmonamuu, CcaxapHbulli duabem, OX}cupeHue, paxum,
duazHOCMUKa u s1ie4eHue.

HapymeHnus obMeHa BellecTB y JleTel MPeACTABJIAAIT COO0M OOGLIMPHYIO TPyNIy
3ab0JyieBaHWM, BOBHUKAWILUX B pe3yJsbTaTe cO0eB B Npoleccax MeTabosiM3Ma OeJIKOB,
*KUPOB, YIJIeBOJI0B, BATAMUHOB, MUHEPAJIOB U [PYTUX OM0JIOTMYECKU aKTUBHbIX BELECTB.
O6MeH BelleCcTB WrpaeT KJYEBYH poOJib B 00eciedeHUU pPOCTa, Pa3BUTUA U
HOpPMaJIbHOTO (QYHKLHUOHHUPOBAHUS JETCKOTO OpraHuM3Ma, MO03TOMY JiIoOble ero
HapyluleHUs MOTyT MNPUBOAUTb K Cepbe3HbIM (QYHKIMOHAJbHBIM U CTPYKTYPHbIM
M3MEHEHUSIM OPTraHOB U CHUCTEM.

AKTyaZIbHOCTb JAaHHOW NpoO6JieMbl 00YCJIOBJEHA POCTOM pPaCHpPOCTPAaHEHHOCTH
MeTaboJM4ecKUX 3aboJieBaHUM cCpeAu JeTed, PaHHUM MPOSIBJEHHEM KJIUHUYECKUX
CUMIITOMOB Y BBICOKMM pPHUCKOM pa3BUTHUS OCJOXXHEHUH, BKJOYas 3aJEepPXKKYy
$H3MYeCcKOro U yMCTBEHHOTO Pa3BUTHUS, XPOHUUYECKUe 3a60JIeBaHUS U MHBAJIWAU3ALUIO.

Hapyuienve obMeHa BellecTB — 3TO NATOJIOTMYECKOE COCTOSIHME, IPU KOTOPOM
M3MEHSIOTCA INpOLEecCbl yCBOEHHUs, NpPeoOpa30oBaHWS W BbIBEJEHUSI MUTATEJbHbIX
BellleCTB U3 opraHuamMa. OCHOBHbIMHY MPUYMHAMU MeTab0IMYEeCKUX HapYLIeHUH y leTel
SIBJISIIOTCS:

* HacJie/ICTBEHHble pepMEeHTONaTHUH;

* 5H/IOKpHUHHbIE 3a00/1€BaHUS;

* He/IOCTATOYHOE UJIK HecOalaHCUPOBAaHHOE MUTAHUE;

*3260J1€BaHUS KeJYJOUYHO-KUIIEYHOr 0 TPAKTa;

* BHYTPUYTPOOHbIE HAPYIIEHUSI PAa3BUTHS;

e MHQEKIUY U UHTOKCHUKALUU.

158



Mex/[yHapOJHbIA HAay4HbIH Ky pHaJI Ne 40 (100),49acTsb 1
«Hay4yHbI# UMIyJIbC» Jlekabpsb, 2025

Oco60e MecTo 3aHUMAIOT BPOXK/JEeHHbIe HApYIlleHUs] 0OMeHa BeleCTB, CBSI3aHHBIE C
reHeTUYEeCKUMHU flepeKTaMU GpepMeHTOB.

B 3aBUCUMMOCTH OT BH/Jla HapyUIEHHOr0 OOMeHa pa3J/IM4yalT Cjefyolide TPYNIbI
3ab60JIeBaHUM:

1. HapyuieHnus 6eikoBoro ooMeHa.

K paHHOM rpynmne OTHOCATCA HacJe[CTBEHHble 3a00JieBaHUs], CBfI3aHHblE C
leGULUTOM UJIM OTCYyTCTBUEM OIpeJie/IeHHbIX pepMeHTOB:

e QeHUJIKETOHYPUS;

* raJIaKTO3eMMUS;

* TUPO3UHEMMUS.

ITu 3a60/1€eBaHUSA COMPOBOXKAAKTCA HAKOMJIEHUEM TOKCUYHBIX NPOJAYKTOB 0OMEHa,
YTO NPUBOJUT K NOPAKEHUIO HEPBHOW CUCTEMbI U BHYTPEHHUX OPTaHOB.

2. HapyuieHus yrjieBogHOTO 0OMeHa.

Haubosiee pacnpocTpaHéHHBIM 3a00/1eBaHUEM SIBJISIETCA:

e caxapHbIU AuabeT 1 Tuna, XxapaKTepU3yrLUNACcSI abCOMIOTHON HEJJOCTATOYHOCThIO
MHCYJIMHA.

Y neTel Take MOTYT BCTpe4aThbCs TUNOTJIMKEMUYECKHE COCTOSIHUSA U HapylleHUs
TOJIEPAHTHOCTH K TJIIOKO3e.

3. HapyuieHus xxupoBoro ooMeHa.

[IposiBaSitOTCA B BU/JE:

* O)KUpPEHUS;

e HAacJIe/ICTBEHHbBIX JIUTIU/030B;

* aTEPOTEHHBIX AUCIUIUIEMUH.

OxupeHue B J€TCKOM BO3pacTe $BJSETCS CEPbE3HOM MeJJUKO-COLHaJIbHOU
npo6s1eMoil U PaKTOPOM pUCKaA PAa3BUTHUSA CEPLLEUHO-COCYAUCThIX 3a60JIeBaHU M.

4. HapyiueHus MUHepaJbHOI'0 O6GMeHa.

K HuM oTHOCATCA:

e paxuT (HapylleHUe o6MeHa KaibLuusa U pocdopa);

* OCTEONOPO3;

* TUIIO- U TUIIEPBUTAMUHO3bI.

OcobeHHO 4acTo y JeTed paHHEro BO3pacTa BCTpPeYaeTCsl PaxuT, CBA3aHHbIN C
nebunutoM BUTaMuHa D.

5. HapyieHust BOJHO-C0J1eBOr0 06GMeHa.

MoryT nposiBASTbHCS:

¢ 00e3BOKHBAHHEM;

* 3JIEKTPOJIMTHBIMU HapyIIEHUSIMHU;

e MeTab0JIMUECKUM alli/I030M HJIU aJIKaJ030M.

CuMnToMaTHKa MeTaboJIMYeCKHMX 3a00JieBaHUM Y JleTel pa3HOOOpa3Ha U 3aBUCUT
OT THIIa HAPYILIEHUS:

*33/lepKKa poCTa U pa3BUTHUS;

e MbIIIIEYHAs CJ1ab0CTh;
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* Cy/lOpOTY;

* pacCTpPOMCTBA NUILLEBAPEHUS;

* HEBPOJIOTHUYECKHE HAPYILEHUS;

e U3MEHEeHHEe MacCChl TeJia.

PaHHee mosiBJieHMe CMMITOMOB 4YaCTO CBUJETEJbCTBYeT O BPOXAEHHOU ¢dopme
3a00J1eBaHUS.

/luarHocTuKa HapylueHUM 0OMeHa BellleCTB BKJIIOYaeT:

* KIMHAYECKOe 00C/IeJ0BAaHUE;

* OMOXMMHUYECKHEe aHa/IU3bl KPOBU U MOYY;

e TOPMOHAaJIbHbIE UCC/eJ0BAHUS;

* TeHEeTHUYECKHE TeCThl;

* HeOHaTaJIbHbIM CKPUHUHT.

CoBpeMeHHble MeTOJbl JUAarHOCTUKU MO3BOJISIOT BbISABJIATH 3a00/IeBaHUS Ha
JIOKJIMHUY€eCKOM CTaJ|hH.

JleyeHre MeTaboIMYeCKUX 3a00JIeBaHUN Y IeTe HOCUT KOMIIJIEKCHBIM XapaKTep U
BKJIIOYAET:

* IMEeTOTePaIuIo;

e MeIJMKaMEHTO3HOE JIeUEHUE;

*3aMeCTUTebHY0 GePMEHTHYIO TEPANHUIO;

* KOPPEKIMI0O TOPMOHAJIbHBIX HApyLIEHUH;

e IMHAMHUYECKOe HabJII0eHHe CIeljuaJlUuCTOB.

[IpoduakTrka HanpaBJ/eHa Ha:

e paHHee BbIsiBJIeHUe 3a60/1eBaHUH;

* MeIMKO-TeHeTUYeCKOe KOHCY/IbTUPOBAHUE;

e bopMHpOBaHUE PAIMOHAIBHOTO UTAHMUS;

* 3/10pPOBbIM 06pa3 KU3HHU.

3aboJieBaHuA Y JleTell IpU HapyllleHUH 0OMeHa BellleCTB NPe/CTaBJISAIT CEPbE3HYI0
MeJUIIMHCKYI0 P06JieMy, TPeOYIOIIYI0 paHHEeN JUAarHOCTUKUA M KOMIIJIEKCHOTO MOAX0/1a
K JIEYEHHUIO.

CoBpeMeHHble [OOCTHXKEHUSI MeJUIUHbl MO3BOJISIIOT 3HAYUTEJbHO YJYYIIUTh
IPOrHO3 M Ka4yeCTBO ’KU3HM JileTeldl C MeTaboJIMYeCKUMMH HapylleHUs MU MpHu
CBOEBPEMEHHOM BbISIBJIEHHUU U aJIeKBAaTHOU Tepanuu.
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