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HACJEACTBEHHBIE METABOJTUYECKHUE 3ABOJIEBAHUA Y
JAETEU: TATOMOP®OJIOT'NYECKHUU ACIHHEKT

Apunos Xycan Opug:rxoHoBuu
CrygnenT 4 kypca TalkeHTCKOro rocyJapcTBEHHOr0 MEIUIIMHCKOTO
YHUBEPCUTETA

AHHOTAIUA:
HacnencrBennsie MeTtabonuueckue 3a00ieBaHUs MPEACTABISAIOT CO0O0M Tpymmy
IeHEeTHYEeCKH OOYCIIOBJICHHBIX HapylIeHUH oOOMeHa BELIECTB, MPOSBISIONIMXCS
MPEUMYIIIECTBEHHO B JETCKOM BO3pacTe. OTHU TMATOJIOTHH XapaKTEepPU3YIOTCS
HapyllIleHueM OOMeHa aMWHOKHUCIIOT, YIJIEBOJOB, JIMMHIOB, (DEPMEHTONATUAMHU H
HAKOIJICHUEM TOKCHYECKHX MPOJIYKTOB METa00JM3Ma, YTO BEAET K OPraHHbIM U
CUCTEMHBIM HW3MEHEeHUsM. [laTomopdosiornyeckue HCCIEIOBaHUS  TO3BOJSIOT
BEISIBUTHh CTPYKTYpPHBIE M3MCHCHHS B IEUCHHU, TOYKAX, HEPBHOW CHCTEME M JPYTHX
opraHax, OICHHUTh TSKECTh MOPAKCHHUS M IMPOTHO3MPOBATH KIMHUYECKOE TCUCHHE
ooneznu. llenp cTaTtbi — pacCMOTPETh MATOMOP(OIOTHYECKHE OCOOEHHOCTU
HACJIEJICTBEHHBIX META00INUECKUX 3a00JI€BaHUN y IeTel U MX KIIMHUYECKOE 3HAUCHUE.

KJTHOYEBBIECJIOBA :HaciaeacTBEeHHBIC METa0OINIECKIE 3a00IeBaHus, ACTH,
natomopdonorusi, ¢GepMeHTONaTHH, HapylIeHuss OoOMEHa, OpraHbI-MUIICHH,
TOKCUYECKHE HAKOTUICHHUS, MOP(POIOTUUECKHE U3MEHEHUS.

Beenenue:

HacnencrBennsie Metabonuyeckue 3aboneBanus (HM3) — 1o rpynmna peakux, HO
TSDKEBIX TEHETUYECKUX HAPYIICHUH, KOTOPHIE IPUBOJSAT K COOSIM B META0OIMYECKUX
nyTsXx. OHU TPOSIBISIOTCS YK€ B JCTCKOM BO3pacTe€ M MOTYT COIPOBOXKIATHCS
MOpa)KEHWEM HEPBHOM CHUCTEMBI, TIEYEHH, MOYEK, CEPJIeYHO-COCYIUCTON CUCTEMBI U
JIPYTUX OpraHoB. BoJBIIMHCTBO Takux 3a00JI€BaHUM 00YCIOBIEHBI PEPMEHTONATUSIMHU
Wi neexkTaMd TPaHCTIOPTHBIX OEKOB, YTO TMPUBOIUT K HAKOIUICHWIO TOKCHYHBIX
MIPOMEKYTOUHBIX MTPOTYKTOB 0OMEHA BEIIECTB.

KnuHudeckass KapTMHAa HACIEICTBEHHBIX META0O0JUUYECKUX 3a00JIeBaHUM
BapbUPYETCS: OT JErKUX TUCTICNTUYECKUX PACCTPOUCTB JI0 TKETON HEBPOJIOTUUECKOM
NaTOJIOTMM W paHHEW NeTCKOW cMepTHOCTH. IlaToMopdosiornueckue uccienoBaHus
UTPAIOT KIIFOYEBYIO POJIb JUTSl OATBEPKICHUS JUArHO3a, OICHKH TSKECTU OPTaHHBIX
MOPaKEHU U BHIOOpA TEPANEBTUUECKON CTPATETHH.

OcHOBHas 4acTh:

1. Knaccuduxanus u MaTOreHe3:
HacnenctBennsie meTabonudeckue 3a00J€BaHMs TMOAPA3NETSIOTCS HAa HECKOJBKO
OCHOBHBIX T'PYIIIT;

o AMUHOKHCIIOTHBIE ~ OoJie3HH:  (EHUIKETOHYpHUS, TOMOIUCTUHYPHUS,
TUPO3UHEMHUS.
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« bonesan oOMena mummaoB: Oojne3nb Humana-Iluka, Oonesnn ['ome,
ceMelHas TUTIEPX0JICCTEPUHEMUSL.

o Opraanueckue Al Iy pUn: METHUIIMAIIOHOBAS aruaypus,
M30BaJIEPUAHOBAS AITUIYPHSL.

« YrieBoaHbIe 00JIE3HH OOMEHA: rajlaKTO3eMUsl, TITNKOT€HO3EL.

« MuHepaibHbIE U BATAMUHU3UPOBAHHBIEC PACCTPOMCTBA: HACIIEACTBEHHBIN
nedunuT KopepMEeHTOB, AUCTICTICUU C HAPYIIICHHEM YCBOCHUS BUTAMHHOB.

[TaTorene3 Bcex HM3 cBsi3an ¢ HapymieHHEM (EPMEHTATUBHBIX PEaKIMA WIIH
TPAHCIIOPTa BEIIECTB Yepe3 MEMOpaHbl KJIETOK. DTO MPUBOAUT K HAKOIUICHHUIO
TOKCUYECKHX TPOAYKTOB METa0OJU3Ma, YTO BBI3BIBACT IIOBPEXKICHUE KICTOK H
OpraHOB-MHIIICHEH.

2. [Taromopdonornyeckre U3MEHEHUs B OpraHax:

2.1. Ileuens:
[leyenr dYacTo SABISAETCS TEPBUYHBIM OPTraHOM-MHIICHBIO TIPH HACIIEICTBEHHBIX
MeTaboIuYecKnX 3a0osieBaHUsIX. MaKpOCKONMYECKH HaOIIOAAeTC YBEIMYCHUE
nedyeHu (remaToMeraius), TIOTHOCTh TKAaHU MOXET OBITh M3MEHEHa, IMOBEPXHOCTH
HEpOBHAs. MUKPOCKOTMYECKH BBISBIISIOTCS

o TUCTPO(HUUECKIEC H3MEHCHHUS TeNaTOINTOB;

o KUpOBast 1ucTpodus (cTearos);

¢ HAKOIUJICHUE TJIMKOTEHA WM JIMIHJIOB MPU COOTBETCTBYIOMIMX (hopmax
TJIMKOTEHO30B U JIMITHUJIHBIX 00JIe3HEH;

o O4aroBbie Win AUG y3HbIE BOCTIATUTENbHbIE HHOUIBTPATHL;

o hubpo3 u hopMUpOBaHUE TOPTATHLHON TUTIEPTEH3UU B TSHKEBIX CITyYasix.

OTH  W3MEHEHUS  CONMPOBOXKIAIOTCA  HAPYIICHHWEM  CHUHTETHYECKOM U
JIETOKCUKAIIMOHHON (PYHKITMU TEUEHU, UYTO MPOSBISETCS KIMHUYECKU KaK KeNTyxa,
TUTOTIPOTEUHEMUSI, KOATYJIOTIATHH.

2.2. ITouku:
[Ipyn opraHuveckux anuaypusix U HEKOTOPHIX AMUHOKHUCIOTHBIX OOJIE3HAX IMOYKH
MOJIBEPratOTCs TUCTPOPUUECKUM u BOCITAJTUTEIbHBIM U3MEHEHUSM.

MakpOoCKONTMYECKHA MOTYT OBITh YBEITUYCHBI WJIH YIDIOTHEHBI. MUKPOCKOTTMYECKH:
o TUCTPODUS STIUTEITUS KaHAIIBIICB;
¢ OTJIO’KEHUE KPHUCTAJUIOB METAOOIUTOB B IPOCBETE KAaHANIBIICB;
o 0o4aroBsie Win AUG y3HBbIE BOCTIATUTENbHBIC HHOUIBTPATHI;
e MHTEPCTHUIMAIBHBIN (PUOPO3 MPHU JUTUTEIILHOM TCYCHHUH OO0JIC3HU.

Ot W3MEHCHUS COIPOBOKIAKOTCS MIPOTEUHYPHUEH, HapyLICHUEM
KOHIIGHTPAITMOHHOW ~ (PYHKIIMM TOYEK, WHOTJAA — XPOHUYECKOM TOYCYHOU
HEJI0CTaTOYHOCTHIO.

2.3. HepHas cHUcTeMa:

Hetipomaronorus xapaktepHa uisi (EHUIKETOHYPUM, TUPO3UHEMUH M HEKOTOPHIX
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OpraHuYecKux anuaypuil. Mo3r U COMHHOM MO3r MOTYT OBITh YBEIWYEHBI WIH
YMEHBIIICHBI B pazMepax. MUKpOCKOMYECKU:
o IEMUEIIMHU3ALIMS OCJIOr0 BEIIECTRA;
¢ OTEK HEMPOHOB;
e OTJIOKCHHE METAOOIMTOB B HEMPOHAX M TIHAIBHBIX KJIETKAX;
e ACTpOIMTAapHAs Tponudeparus;
¢ OYarOBbIC HEKPOTUYECKHE W3MEHCHHUS TpU TOKETBIX  (dopmax
3a00JIeBaHUSI.
Ot MOp(hONOrHYecKne H3MEHEHHUs CBS3aHbl C HApPYIIEHHUEM KOTHUTHBHOTO
Pa3BUTHS, CYIOPOKHBIMH CUHJIPOMAaMH U TICUXOHEBPOJIOTUYECKUMH HAPYIICHUSIMHU.
2.4. Cepneuno-cocynucras cucrema:
HacnencrBennsie nunuaHble OO0JE3HM MOTYT MPUBOAUTH K >KUPOBOM JUCTpoduu
MHOKap/ia, aTepOCKIEPOTUYECKUM H3MEHEHUSIM COCYJOB YK€ B JIETCKOM BO3pacTe.
MUKPOCKOTTUYECKH BBISBIISIOTCS:
o JTUTIATHBIE OTJIOKEHHUS B MHTUME COCY/IOB,;
« (huOpPO3 CTEHOK apTepuil;
¢ OYAroOBbId BOCHAIUTEIBHBIA MPOIIECC B MHUOKap/€ MNPU HAKOIUICHUU
TOKCUYECKUX META0OJIUTOB.
2.5. Iipyrue oprassi:
o Kumieunuk: auctpoduueckue H3MEHEHHUS OHIUTENHMS U CIU3UCTOM,
HaKOIJICHUE METabOJIMTOB;
o [Toxenynoynas sxenesa: creaTos, TMCTPO(Us allMHAPHBIX KIETOK;
o Cenesénka: rumepruiazus wid ¢GuOpO3 MNpU HEKOTOPHIX JIUTHTHBIX
OOJEe3HSX.
3. Knunuko-naromopdomnoruyeckas KOPPETSIIU:
[TaroMopdooruueckue N3MEHEHHs TECHO CBSI3aHbI C KITMHUYECKOW KapTHHOM:
o 'emaToMeranusi M cTeaTo3 TEYEHU COMPOBOKAAIOTCS HAPYIICHUEM
MIUIIEBAPEHUS U ICTOKCUKAITMOHHOW (DYHKITHH;
« Heiiponatonoruueckue naMeHeHUs: OOBSICHSIOT YMCTBEHHYIO OTCTAJIOCTb,
CYJIOPOTH U TICUXOMOTOPHBIE 3aJICPKKH;
o [lopaxkeHusi MoYeK BBI3BIBAIOT MPOTCUHYPUIO, THUMOATBOYMUHEMHUIO U
TUIIEPTEH3HIO;
« Hapymenus cepae4Ho-cOCyUCTON CUCTEMBl MPOSIBISIOTCS PAHHUMU
MpU3HAKaMU apTepUATBHON TUTIEPTEH3UU U KapIUOMHOIIATHH.
DTa B3aMMOCBS3b MO3BOJISIET UCIIOIH30BATH MATOMOP(OIOTHUESCKUE JAaHHBIC IS
MPOTHO3UPOBAHUS TSHKECTH O0JIC3HU U TUTAHUPOBAHUS JICUCHHSI.
3aKIIIOueHUE:
HacnenctBennsie metabonuueckue 3a00JieBaHUST y JIETEH  XapaKTEPU3YIOTCS
MHOKECTBEHHBIMH OpPTaHHBIMH U CHUCTEMHBIMH HW3MEHEHUSIMHU, OO0YCIOBICHHBIMH
HAKOTUICHUEM TOKCHYECKMX MeTabosuToB. IlaTomopdonornyeckue wuccieroBaHus
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BBISIBJISIIOT JUCTPOUUECKHE, BOCTIATUTENbHbIE U (DUOPO3HbIE U3MEHEHUS B MEUYCHH,
MOYKaX, HEPBHOM CHCTEME M JPYrMX OpraHax. OTH HM3MEHEHHS ONpPENeIsoT
KIMHUYECKOE TeUeHHe O0JIe3HU, TSKECTh CHMITOMOB U MPOTHO3. PaHHAsS AMarHoCTHKA
U TOHMMaHMe maromMopdonornueckux ocobennocreit HM3 wumeroT kioueBoe
3HaYeHHE JJIi CBOEBPEMEHHOTO BMEIIATENbCTBA, MPOQPMIAKTUKH OCIOKHEHUN U
YIIyUIICHHS Ka4eCTBA )KU3HU MMallUEHTOB.
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