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Onuiencuss — 3To oOmee 3a0ojeBaHME C PAHHUM HA4yalloM M BBIPAKCHHON
3aJIepP’)KKOM TICUXOMOTOPHOTO pPa3BUTHS. XOTs BPOXACHHBIC HAapyIIEHUS MeTaboJan3Ma
BCTPEUAIOTCS JIOCTATOYHO PEIKO, YTOOBI MX MOKHO OBLJIO paccMaTpUBaTh KaK MPUUYHHY
pa3BUTHS SIWICIICUHM, CYAOPOXHBIE TMPUCTYIBI SBIAIOTCA YacThIMU CUMITOMAaMH
METa0O0JNYECKUX HAPYIICHUH.

Mumoxonopuanvuas snunencus. B mnepuojge HOBOPOXKJIEHHOCTH M JIETCKOM BO3pacTe
snmiencus BbiBasercss B 20-60% ciayyaeB BCeX MHTOXOHJPHAIBHBIX HapyLIEHUH.
CHwxenue npoaykiuu AT®, BbI3bIBACT HEYCTOWYMBBI MeMOpaHHBIM MOTEHIMAN U
CyJIOPOKHYKO TOTOBHOCTb HEPBHOM CHUCTEMBI, NOTOMY 4YTO OKoJio 40% HeipoHOB
nyxknaotcss B Na-K-AT®aze B mnpouecce npoaykuuu ATD wu nas coxpaHeHHs
MeMOpanHoro mnoTeHiuana. OaHa u3z Mytauuid mutoxosapuansHod JIHK (mTIHK)
00yCJIOBIMBAET MHUOKJIOHHMYECKYIO SMHJIEHCUIO C HPEPHIBUCTHIMU KpPAaCHBIMU BOJIHAMH
(MDIIKB), ¢ mNOBpEXJICHHBIM KaJblIUEBBIM OOMEHOM, BEAYIIMM K ITOBBIIIEHHON
CYAOPOKHOU TOTOBHOCTH.

Hapywenue memabonusma kpeamuna. Hapymenuss Merabosin3ma KpeaTuHa BKJIIOYAIOT B
ce0st TpU pa3InYHbIX JedeKTa: HapyLIEHUE TPAHCIIOpTa KpeaTuHa B FOJIOBHOW MO3T M3-3a
HapyLIEHUsl CLEIUIEHHOIO TPaHCIOpTepa KpeaTWHa, HAapYyIICHWE CUHTE3a KpeaTHHA NpHU
nepekrax ['AMT (ryanmaunaneratmetunrpanchepaza) u AI'AT (apruHUHIIIMLIMH-
amuauHTpancepasza). Tombko apepuuur ['AMT noctossHHO accouuupyercs ¢
SMUJICTICUEH, KOTOpasi Pe3UCTEHTHA K OOIIenpuHATOMY JiedueHuto. Haznauenue 106aBok ¢
KpPEaTMHOM YaCTO NPHUBOJUT K YIIYUILIEHHUIO COCTOSTHUS.

Heguyum 2nym-1. Hapyiienue TpaHcropTa IJIFOKO3bl B MO3I 4epe3 KpPOBb OOYCIIOBIICHO
MyTalliel JOMHMHAHTHOTO TeHa TpaHcnoprepa rioko3sl 1 (I'JIVT-1). Dtot auarnos cieayer
I0JI03PEBATh, €CIIM OOHAPY)KEH CHMYKCHHBIH YpPOBEHb IIIFOKO3bI B KpoBH (< 0,46). /lnarnos
JOJDKEH OBITh TOATBEPXKIIECH MCCIEIOBAaHUEM TPAHCIOPTA TJIIOKO3bl Yepe3 MeMOpaHy
DPUTPOLUTA (3PUTPOLIUTHI MEPEHOCIT TAKKE TPAHCIIOPTEP TIIFOKO3bI) U AHAIM30M T'€HHBIX
MyTanuil. JledueHune uenecooOpa3Ho M BKIIHOYAET B ce0d KETOICHHYIO JHETYy, TaK Kak
KETOHOBBIE TeJla SBJIAIOTCS AIbTEPHATUBHOM SHEPTETUUECKUX CyOCTpaTOB I MO3ra.
Hapywenue  obmena  amumoxuciom. Y — 1eTel,000bHBIX  (DEHUIIKETOHYpPUEH,
nuienTuYeckue mnpuctynsl nosiBisitorcs B 40-60% cioyuaeB. Cunapom Becra c
TUICApUTMHUEH U UH(PAHTUIBHBIMU CYIOPOTaMHU SBIIIETCS HAauOOJee YaCThIM CHHAPOMOM
y  HOBOPOXIEHHBIX, KOTOPBIA  IMOJHOCTBIO  pPErpeccUpyeT NpH  Ha3HAYEHUU
cuMIromaTuyeckoil repanuu. Cyqoporu MOTYT COMPOBOXKIATHCS OO0JE3HBIO «KJIEHOBOTO
CHpOIa» B HEOHATAJIbHOM IIEPUOJIE.

Hapywenue obmena opeanuueckux xuciom. Yaiie Bcero CynopoXKHBIE MPUCTYIIbI
HaOIIOMAIOTCA TIPH  METUIMAJIOHOBOM aIlJeMHH W TPONUOHOBOM armuaemu. Ilpu
TJIIOTApOBOM anuaypuu 1 TuUma MpUCTYNbl MOTYT Pa3BUBATHCS B OCTPOM cllydyae, HO OHH
OpOXOASAT TMOcie Havajna ajaekBaTHoro Jedenus. [lpm nedunwure 2-mermn-3-
ruapokcuOyTupar-CoA-meruaporenassl, OTBeHaronel 3a OpaxuonedanbHoe OKUpPEHUE U
HapyleHue oOMeHa U30JIeHIMHA, BEIPAKEHHAS! SMUJIETICUS TTPOSIBIISIETCS 4aCTO.
Hapywenue obmena nypunogvix u nupumuounogvlx Hykieomuoos. llpu nedunurte
aJICHWICYKIIMHATA, PETYJUPYIOIIEr0 CUHTE3 IyPUHOB, SMWJIEICHS YacTO PAa3BUBAETCS Ha
MEPBOM TOJAY W3HU WIM B HEOHATAIIBHOM IepHoje. Y TMalMEeHTOB AONOJHUTEIBHO
00HapyKUBAIOTCS BHIPAXKECHHBIEC TICHXOMOTOPHBIE HAPYILIEHUS U ayTH3M.
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Hapywenus memaboruzma I'AMK. Jlepumur ['AMK-TpancamuHasel — BBI3BIBACT
CyJIOpOTY y MAIMEHTOB C JaHHOW matosiorueit ¢ poxaeHus. Yposenb 'AMK B LICXK u
ia3Me IMpu ATOM MoBblaeTcs. JlepuuuT CyKIMHAT-MOIyalbAeru/-1eruIporeHasbl
BBI3bIBAET TSDKENYIO 3aJ€P’KKY YMCTBEHHOTO PAa3BUTHUS M AMWIENCHI0. buoxuMmuueckuii
MPU3HAK — HAKOIUICHHUE B )KUJIKOCTSX OpraHu3Ma 4-rufpooKkcudyTupara.
Iupuooxcunsasucumasn  snunencus. B kmaccudukanuu  NUPUIOKCHH3ABUCUMOMN
STUJICTICUH BBIJEISIOT TUMTUYHYIO, PAHO HAYMHAIONILYIOCS, TIOSBIISIONIYIOCS B TIEPBBIC JTHU
KU3HW, W aTUIUYHYIO, TII03JHO HAYWHAIONIYIOCS, TMPOSBISIOMYIOCS K 34-JIeTHeMy
Bo3pacty. [Ipu panHem Hauane MOTyT OBbITh NMpPEHATAIbHBIE CYJOPOTH, BO3HHUKAIOIINE B
cpok recraimu okojso 20 Hemenb. [lupumokc(am)undocdar-okcumaza (I1PO)
KaTalu3upyeT TMpeBpalleHue nupuaokcuHpochara B  akTUBHBIM  KodakTop —
nupunokcanbochar. Jepumur I[IDO oO0ycnoBiuBaeT HEOHATAIbHbIE  IPUCTYIIHI,
MOXO0’KHE Ha TAaKOBbIE MPHU MUPHUIOKCUHICPUIIUTHON SMUIETICUU C PAaHHUM Je0I0TOM, HO
OHM HE€ TMOJJAIOTCA JICUCHUIO MUPUIAOKCUHOM, a JieyaTcsi nupuaokcaibdocharoMm B
cyrouHoit mo3e 10-50 mr/kr.
Donuesozagucumvie npucmynvl. ITO peAkKoe 3a0ojeBaHUE, JIEYEHHE KOTOPOIo
npoBoauTcs: (ponueBoit kuciaotoil. HoBopoxkaeHHBIM ¢ (HOTMEBO3aBUCUMON AMUICTICUEH
HEO00XO0IMMO MPOOHOE Ha3HAaueHHE (POJTMEBOM KUCIOTHI B TOM Cilyyae, eciau HeT 3¢ dexra
OT MUPUJOKCUHA U MUPUIOKcanbpocdara.
Jledpuyum Ouomunudazvl u 2onokapookcunazcunmasvl. buotuHugaza — KO(haKTOP
pazMyHbBIX KapOokcwia3d. B Moue HakamiuMBaroTCs pa3Hble METa0OIUTBI M 4YacTO
pa3BUBaeTCs JiakTaT-anuno3. llpu neduimure OMOTHHMIA3Bl PAa3BUBAIOTCS JHIOTCHHBIC
HapylieHuss oOMeHa OWOTHHA. DMUJIENCUS HAYMHAETCs OOBIYHO Tociie 3—4-MecsS4HOTO
Bo3pacTta. Kitouom K nuarHo3y sIBISIETCS HalW4HWe ajlomnenuu u aepmatuta. [lpuctyms
OOBIYHO KYMUPYIOTCS IPY Ha3HAYEHUHU OUOTHHA B 03¢ 5—20 Mr/cyT.
Manvgpopmayuu 6 2onognom moszee. Cpenu TNEPOKCUCOMHBIX HapYIICHUH TsKEIbIN
cuHApOM 3eibBerepa XapakTepusyeTcss Malb(opmanusMu B KOpPE TOJOBHOTO MO3ra.
Onuiencus OpU CUHApPOME 3elbBerepa TUIMYHO BKIIOYAeT B Ce0s MapuuaIbHbIE
MOTOpPHBIC MIPUTIAIKH, KOTOPBIE MO/ ITAF0TCS JICYCHUTO CTaHIapTHBIMHU
MIPOTUBOAUIIENTUYECKUMHU TIpenapaTaMyi U YKa3bIBalOT, B KAKOM 00J1acTH MO3ra UMeeTCsl
Manspopmanus. Hapymenne O-rauko3unupoBaHust (cunapoM Bankepa—BapOypra,
3a00€BaHUE MBIIII] TJa3, MoO3ra, MbIedHas auctpodus DykysMbl) NPUBOAUT K
Masnb(hopmalusaM Mo3ra, BKItoUas JUCCIHIEPATHIO.
bonesnvb Menkeca. Jletn ¢ Takum JeeKTOM pelecCCUBHON X-XpOMOCOMBI — BCerja
CTpaJlat0T AMUJIETICUEH, YaCTO C PE3UCTCHTHBIMU K JICUCHUIO WH(DAHTHIBHBIMUA CITa3MaMH.
JlnarHos moATBEPIKIACTCS MPHU BBISBICHUH HU3KOTO YPOBHSI MEIW U IIEPYJIOIJIa3MUHA B
CBIBOPOTKE KpoBH. Ha3zHaueHWe TMOJKOKHOTO BBEICHUSI THCTHIAWHATA MEIU MOXKET
BBI3BATh MPEKPAIEHNE TPUCTYIIOB U MTPUOCTAHOBUTH PA3BUTHE 3a00JI€BaHUS.
Heguyum 6uocunmesa cepuna. buocuHTE3 cepuHa Hapymiaercs Nnpu JePUIUTE IBYX
depmenToB: 3-docharrmuneparneruaporenassl 1 3-pochocepundocdaraszpl. Jletn ¢
JTAHHOW TIATOJIOTHEN POXKIaroTcs ¢ Mukpoiedanueid. [Ipuctynsl y HUX pa3BUBAIOTCS HA
NEepPBOM IOy *KHU3HHU, Yallle 3T0 CUHIpoM Becra.
Wrtak, meTaboauyecKkue paccTpOMCTBA MOTYT ObITh MNPUYMHOM DSNMIIETICUU, €CITU
3a0071€BaHUE PE3UCTEHTHO K CTAHJIAPTHOMY JICUEHUIO U €CIIU €CTh TAKUE CUMIITOMBI, KaK
3a/iepKKa YMCTBEHHOTO pPa3BUTHUS W JIBUTaTeNbHbIE HapylueHus. Eciau mepBblii npuctyn
UMEET MECTO BO B3POCIOM BO3pAacTe MalMEHTa, CIEKTP METa0OJMYECKUX PaCCTPOMCTB
0oJiee y30K 10 CPAaBHEHUIO C TAKOBBIM Y JIETEH.
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