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OEHW/IKETOHYPUS B ACITEKTE IIATOJ/IOTMYECKOVM AHATOMUU

Apunos Xycad Opug»>koHOBUY
CryzeHT 4 Kypca TallKkeHTCKOro rocyapCTBeHHOI0 MeULIMHCKOIO YHUBepCUTeTa

AnHotanus: Denunketonypusi (PKY) — HacneactBeHHoe 3aboseBaHue
obMeHa aMUHOKHCJIOT, CBsI3aHHOE C JnepuiyTom dbepmeHTa
(dbeHWIaTaHUHTUPOKCU/Ia3bl, YTO TIPUBOJUT K HAKOIJIEHWIO (eHWIalaHWHA U ero
TOKCUYHBIX MeTabo/MTOB B KpPOBU U TKaHsAX. OCHOBHOe TopakeHWe HaOmo[aeTcs B
L|eHTpa/JbHOW HEPBHOM CHUCTeMe, TZe pa3BUBAeTCsl JeMUe/MHU3aLusi, JereHeparusi
HEMPOHOB U IIM03, a TaK)Ke B [IeUeHH, Ije OTMeuaeTcs >KUpoBasi Auctpodus. B crartbe
pacCMaTpUBAIOTCs TMaTOreHeTUUeCKWe MeXaHU3Mbl 3abosieBaHusi, MOpGosoruuecKye
MpOsIB/IeHHsI B acCleKTe TMaTo/0rMYeckoil aHaTOMUM, a TakKe 3HaueHWe paHHel
JIUaTHOCTUKU /1J1s1 TIPOPUIAKTUKYA MOP(OJIOTHYE CKMX TTOPayKeHUH.

KiroueBbie c/i0Ba: (eHU/IKeTOHY U, dbeHmIaIaHUHTUAPOKCIIIA3a,
raToJioThyYecKasi aHaTOMUsI, ieMUe/TMHU3allvsl, HeWPOH, T/IM03, KUPoBasi JUCTpodus,
HacJieZiIcCTBeHHbIe 3a00/1eBaHuS.

BBegenue

®ennnkeronypust (PKY) oTtHocuTcs K uMcily Haubomee M3yueHHBIX
Hac/iefcTBeHHbIx3abomeBannii obmMeHa BemmectB. OHa TipefcTaBisieT  cobOoi
BPOXK/IEHHBIM JedekT depMeHTa (eHUIaNaHUHTHAPOKCUIAa3bl, Y4YaCTBYIOIIEro B
npeBpalljeHU aMUHOKHUCIOTHI (peHWIalaHWHA B TUPO3WH. 3abosieBaHue HacaeyeTcst
10 ayTOCOMHO-peLieCCUBHOMY THITY, & er0 UacToTa B CpeJjHeM COCTaB/sieT 1 ciiydaid Ha
8-10 Tbhiciu HOBOPOXJAEHHBIX. KnMHUWYeckoe 3HaueHWe  (HEeHUKETOHYPUU
oripefiesisieTCsl TeM, UTO TIPU OTCYTCTBUM CBOEBPEMEHHOIO JieueHHs pa3BUBaEeTCs
TSDKEs1ast YMCTBeHHast OTCTan0CThb U HEeBPOJIOTUYeCKUi neduLuT.
B acriekre marosoruueckoil aHaTOMUUA (PEHUIKeTOHYPUsI TPe/CTaB/IsieT UHTepeC Kak
Mo/Jiesib MeTab0/IMueCcKoro mopa)keHusl TKaHel, TIpU KOTOPOM OuoxyuMuuecKuii edekT
TIPUBOAUT K BbIpaXKeHHbIM MOpP(O/IOTHYECKHM H3MeHeHHsIM, T7laBHbIM 00pa3om B
HepBHOU crcTeme. [ToHMMaHue MopdosoruuecKUx TMposiBjieHU 60sie3HU TI03BOJISIET
ry0yke pacKphITh MaToreHe3 ¥ MPOTrHO3MPOBaTh UCX0/ 3aboneBaHus. Llenb HacTosIIei
paboTbl — paccMOTpeTh (PEHUIKeTOHYPUIO C TIO3WI[MHM TIaTOJIOTHYeCKOW aHaTOMUM,
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0XdpdKTePHU30BATh THUITMYHLIE MOp(bOJ'[Ol"I/I‘JECKI/Ie N3MEHEHUA OpPrdHOB M TKaHEﬁ, d

TaK)Ke T0Ka3aTb UX JUHAMUKY Y JUarHOCTUYEeCKOe 3HaueHUe.

OcHoOBHas 4acThb

ITHOJIOTUSA 71 naroreHes
[TpuunHoii 3abosieBaHus ciyxar mytanuu B reHe PAH, pacrosnokeHHOM Ha 12-#
XpOMOCOMe. OJTOT TeH KogupyeT (epMeHT (peHWIalaHUHIUAPOKCUIa3y, KOTOPBIU
KaTaausupyeT npeBpaljeHue (eHWIasaHWHa B TUPO3UH MPU yyacTHMU KodakTopa —
TeTparupobuonTtepuHa. [lpu  gedekre  depMeHTa TIpPOI[eCC  HapyIIaeTcs,
dbeHWIa/laHUH W ero TMpOoM3Bo/HbIe ((PeHUNMMPOBHUHOIpaiHasl, (eHUITyKCyCcHas u
(dheHrUIMOJIOUHAasE KMC/IOThI) HAKallJIMBAalOTCS B TKAHSAX U OKa3bIBAlOT TOKCHUUECKOe
JeUCTBUE, 0cobeHHO Ha HEpPBHYO CUCTEMY.
TokcruHOCTh (heHMIaTaHHA 00BSCHSIETCSI HECKOBKUMH MeXaHU3MaMH: HapyIlleHueM
TPAHCIIOpPTa AaMWHOKHC/IOT uYepe3 Temaro3Hiledanmiueckuii Oapbep, AedUI[UTOM
TUPO3WHA W TpUNTO(aHa — TIpe/llieCTBEHHUKOB KaTexXx0JaMUHOB W CEPOTOHHMHA, a
TaK>Xe MPSIMbIM TTOBPEeXXAIOIUM /IeMCTBUEM Ha OJIUTOAeHPOLIUTEI U HEMPOHBI. JTU
OvoXMMHUeCcKre UW3MeHeHUs TIPUBOJAT K  MOp(MONOrMYecKUM  HapyIlleHUsM
MUeUHU3ALUY U THOed HePBHBIX K/IeTOK.

ITaTromopdoniorus (eHnIKeTOHYpUM
[Tatomopdosornueckue u3MeHeHnss 1pu PKY  3arparvBarOT TI/71aBHBIM 00pa3oM
LIEHTPA/IbHYI0 HEPBHYI0 CHCTEMY, TeYeHb, KOXXY W, B MEHbLIed CTeIeH!, [pyrue
OpraHbl.

1. N3menenus B T0JIOBHOM Mmo3re.
MakpoCKOTTMUYeCKH MO3T yMeHbIlleH B Macce, OOpO3[bl VIUIOIIEeHbI, W3BUIMHbI
CryiaXkeHbl, 0coOeHHO B JI0OHBIX Jossix. Hepemko HabmiogaeTcss mukpoiiedastus,
TUITOTI/Ia3Usl MO3KeUKa, yMeHbIIIeHre MacChl 6eoro BeljectBa. [1py rucTooruueckom
WCC/IeZIOBaHUY BBISB/ISIETCS HeJOpa3BUTHE MMETMHOBBIX 000/I0UeK, ouaroBasi WA
nuddy3Has feMuenMHU3aIMs, 0COOeHHO B MePUBEHTPUKY/ISIPHBIX 30HaX U MO3KEuKe.
HelipoHbl KOpbl U TIO[IKOPKOBBIX siiep arpodUpOBaHbl, s/ipa UX MNUKHOTHUYHBI,
L[UTOIJIa3Ma BaKyo/lu3upoBaHa. B 0enoM BelljecTBe OTMeuaeTCsi yMeHbllIeHHe
KOJIMUeCTBA MHEJIMHOBBIX BOJIOKOH, 3aMelleHHWe WX [VIMaJbHOW TKaHbl. l[yns
TUnepruiasupoBaHa — HaO/OfaeTCs BbIpaKeHHbI PeaKTHBHBIA IVIHO3, Kak
KOMIIeHCaTOpHast peakuus Ha rubernb HEWPOHOB.
B Mo3xeuke — pereHepanusi Knetok [lypkuHbe, UICTOHUEHHE MOJIEKY/ISIPHOTO CJIOS,
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YMEHBIIIEHWE UMC/la 3€DHUCTBIX K/IETOK. B IMOAKOPKOBBIX CTPYKTYpdX — AereHepauus
HEﬁpOHOB I10J1I0CaToro TeJjia, ruroTajlaMycCd U Ta/JlaMyca. OTU U3MeHeHUs! 00BACHAIOT

pa3BUTHE Cy[OPOT, TPEMOpPA, TUITePKUHE30B U 3a[|eP>KKU MICUXOMOTOPHOI'O Pa3BUTHSI.
2. Mopdonorus MeYyeHu.
[Teuens yBenuueHa, Apsbsas, LiBeT CBeT/IO-kKenTbli. [Ipyu MUKpockonuu HabmopaeTcst
)KUpOBasA JAMCTPOo(dus renaronuToB, BaKyO/IM3alL[Usl LMTOILIa3Mbl, pacllipeHHue
CUHYCOUZIOB, OYaroBble HeKpo3bl. HapyilieHre 6enkoBO-IMMUAHOTO 06MeHa CBSI3aHO C
TOKCUYECKUM  JlelcTBUeM  (eHWallaHMHA U CHWDKEHWeM  aKTHBHOCTH
MUTOXOH/IpHa/IbHBIX (hepMEHTOB. B MeXX[10/IbKOBBIX MPOCTPAaHCTBAX BO3MOJKHA JIErKast
mimormtapHass ~ WHOWIbTpALUMsi U - HauaJbHble — TIpU3HakKu  ¢ubpo3a.
3. N3meHeHus KOXH U NUrMeHTaLuM.
Koka 1 Bosmochl y Go/MbHBIX JieTell 0OBIYHO CBeT/ble, pafly’kka a3 — rosyoasi.
Mopdonornueckd B KO)Ke BBISIBJIIETCS YMeHbILeHHe KOJIMYeCcTBa MeIaHOLMTOB U
CHIWKeHUe COZiep>KaHUsl MeJlaHWHA B HUX. JTO 00yC/OB/IeHO TeM, YTO THPO3UH —

Tipe/illieCTBeHHUK MeJlaHMHa — CHUHTe3upyeTcsl u3 (deHwnananuHa. [Ipu geduiure
dbepmeHTa ripowiecc HapylaeTcs, u MeJlaHOTreHe3 CHWKaeTCs.
4. N3menenus B APYrux opraHax.

B cepaue — auctpodus KapAMOMHUOLIMTOB, MeCTaMU JIMIMU/IHbIE BK/IHOUeHUs. B moukax
— 3epHUCTas AUCTPOGUs MUTeNUs] MPOKCHMAaJIbHBIX KaHasblieB. B mompkenyqouHoi
)Keje3e — yMepeHHasi aTpo(usi allMHapHbIX K/IeTOK ¥ HePaBHOMEDPHOCTb Pa3MepoB
OCTPOBKOB JlaHTepraHca. JTH U3MeHEHWsI BTOPHYHbI M OTPa)KalOT O0OL[ui
MeTaboueckuii aucOamaHc.

Mukpockonuueckas XapaKTepucTUKa MopakeHNu IHHC
Ha ypoBHe cBeTOBOM MUKPOCKOITHUHY OTpe/e/IsieTCsl yMeHbllIeHUe TIJIOTHOCTU HEUPOHOB,
nedopManiys ¥ pa3pylileHre KJIeTOYHbIX Tes, MepuHyKieapHasi Bakyonu3sauus. benoe

BeII[eCTBO COJIEP)KUT YYaCTKU JieMUe/IMHU3alldid — BOJIOKHA peJlKhe, TOHKUe, C
HepaBHOMEDHOM OKpackoWl Mwue/nvHa. B cepoM BelljecTBe — ouaru I/iMo3a |
MUKPOT/Ia/IbHOU riposivgeparuu.

Ha 371eKTpOHHO-MUKDPOCKONIMUECKOM YDOBHE B HeWpPOHAaX BBISB/ISETCS pacllIUpeHre
9H/IOT/Ia3MaTUYeCKOr0 PEeTUKY/IyMa, MUTOXOHZpHUa/bHas AeCTPYKLUsl, YMeHblleHue
KOJIMYeCcTBa CUHANTAUECKUX Be3UKy/Jd. B onuroseHApoLMTax OTMeuaeTCs pachaf
MHEeTMHOBBIX MeMOpaH, uTo MO TBEPKAaeT HapyllleHre Mye TMHU3aI|H.
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JMHaMHKa Mop ¢ o10rnuecKux U3MeHeHUHU
CDEHI/IJIKETOHypI/IH XapaKTepI/IByETCH HpOFpECCI/IpyI-O]_U"I/IM paBBI/ITI/IEM

Mop@dosioruueckux HapylileHHd. Ha paHHUX cTafusx (B TepBble MeCsiibl YKHU3HU)
HabO/roflaeTcsi ymMepeHHast AUCTPo(Us HEMpOHOB, cyabast JeMuenuHU3aldsg U OTEK
TkaHell. K 1 rogy 6e3 yeuenusi popmupyeTcs BbipaykeHHasi aTpodusi, Trbesib HeHpOHOB
U 3aMelljeHre 0Oesloro BelllecTBa IVIMaJbHOM TKaHbIO. Y JeTel cTapiliero Bo3pacTa
Mopdosiorruueckasi KapTUHa [IOTIOHSeTC (MOP030M COCYAUCTHIX CTEHOK, aTpodueit
MO3KeuKa u CTOMKUM TJTMO30M.
[lvHaMyKa U3MeHeHU NPsSIMO CBsi3aHa C YpoBHeM (heHWsIalaHUHA B KPOBU. UeM BbIilie
ero KOHI[eHTpallsl U 4UeM JOoJblile COXPaHseTCs MeTabonuueckoe HapyllleHHe, TeMm
BbIpa’KeHHee Mop@o/ioruueckue rnoBpexxaeHus. [Ipy paHHeM jieueHUU ueToTepanue
CTPYKTYPHbIE U3MeHeHUs] MUHUMaJTbHBI ¥ MOTYT OBITH 00paTHMBIMH.

JTuarHocTuyeckoe 3HaYeHHe naromopdosioruu
[TaTomopdosiornueckoe Mcc/iefoBaHHe UMeeT 0O0JIbIIIoe 3HauUeHHe sl AUArHOCTHKH
(heHUTKeTOHYPUH, 0COOEHHO TPHY ayTOTICUsIX HOBOPOXKAEHHBIX C HESICHOM 3TUOOTHel
nopakeHusi mMo3ra. OOHapy)keHHe XapaKTepHbIX TIPU3HAKOB — JeMHUeTMHU3alliY,
711034, aTpo HEMPOHOB Y JKMUPOBOW AUCTPOMWY [TIeYeH! — MO3BOJIsIeT 3ar0f03PUTh
BPOKJEHHBIN nedekt obMeHa aMUHOKHCJIOT.
CoBpeMeHHble  MOp@Qonorunyeckre  MeTOAbl, BK/IHOUasi  UMMYHOTMCTOXUMMIO,
TO3BOJISIFOT YTOUYHSITh XapakTep udMeHeHul. Vcrionb3oBaHue aHTUTeN K MUETUHOBBIM
6eskam (MBP, PLP) BhIsiB/ISIeT CHIPKeHIe HHTEHCUBHOCTH OKPaCKH B 0e/I0M BelljeCTBe,
a okpacka Ha GFAP noka3sbiBaeT yCUIeHHBIM [JIM03. DTU METO/bI MOBBILLAOT TOUHOCTh
1aToMOpP(OI0THUeCKOU TUarHOCTUKHU.

Cesa3b Mopdo1orugyecKux U3MeHeHU! C K/JIMHUKOHU
Mopdonoruueckve usMeHeHuss pu PKY TecHO KOppeJMpYyHOT C KIMHUYECKUMU
TIPOSIBJIeHUsIMU. []eMyeTMHU3aIus ¥ ru0esib HeMPOHOB B JIOOHBIX Y TEMEHHBIX JI0JIAX
OOBSICHSIFOT YMCTBEHHYIO OTCTa/IOCTh, HapyllleHHWe peud, CYJOPOXKHbIA CHUHJIPOM.
V3MmeHeHUs1 MO3KeuKa 00yC/IOBIMBAIOT TPEMOP U aTakCuio. [71M03 U yTpaTa HeMpOHOB
TIOJIKOPKOBBLIX CTPYKTYP CBsI3aHbl C MOBe/IeHYeCKUMH HapyllleHussMU. Takum oOpa3om,
MOpdo/IoTHs OTpaXkaeT KIMHUUYeCKUM (peHOTHIT 60/1e3HM.

3ak/iroueHue

@DeHWIKeTOHYpUsT ~ SIB/ISIETCS  TUMNWYHBIM  [PUMEPOM  Hac/le[[CTBEHHOTO
MeTabonmueckoro 3aboeBaHus], TIPU KOTOPOM TIePBUUHBIN (hepMeHTaTUBHBINA Ae(eKT
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MIPUBOJUT K T1yO0KUM MOphosioruue CKUM MOCIeCTBUSIM. B acriekTe raTo/ioruyuecKom

aHatomun DOKY xapakTepu3yeTcsi KOMILIEKCOM CHelU(PUUeCKUX HW3MeHEeHUU:
atpopueri W JeMUe/IMHU3al[Meld TOJIOBHOTO MO3ra, AUCTpoduer TremnaToluTOB,

HapyIlIeH{eM ITUTMEHTHOr0 0OMeHa ¥ CUCTEMHBIMU TTPOSIBJIEHUSIMH MEeTab0/IMueCKOro
mvcbanaHca.

[TaTomopdosiornyeckasi KapThHa Oosie3HHM WMeeT UETKYH [JWHAMUKy: OT paHHel
AUCTpo@UM U OTEKAa KJIETOK 0 BbIpaKeHHOM aTpoduu U ramo3a. Mopdosorus
TI03BOJISIET OL[eHUBATh TSHKeCTh 3a00/eBaHUs, YPPEKTUBHOCTD JieueHus] U TIPOTHO3. B
YCJIOBUSIX COBPEMEHHOW MeAWIIMHBI, TAe BHEeAPEH HeOHaTa/SbHBIA CKPUHUHI,
raToMopdoJsiorusi TIpuodpeTaeT HOBOe 3HAYeHWe — OHa TIOMOTAaeT OLIeHUTb CTeTeHb
obpaTMoCTH TTOpa’KeHUi u 000CHOBAaHHOCTh Teparuu.
V3yuenvie peHWIKETOHYPUU B acIieKTe TIaTOMIOTAYeCKOW aHaTOMUU JeMOHCTPUPYET,
KaK reHeTHue CKUM ieeKT Ha MOJIEKY/IIPHOM YPOBHE OTPakaeTcsi B MOP(OIOrHdeCKUX
HM3MEeHEeHHUSIX TKaHel W OpraHoB. JTO MOJYEPKUBAET HEOOXOAMMOCTb KOMIIJIEKCHOTO
MoAxofla K JUArHOCTHKE, COYeTAION[er0 TeHeTHYeCcKHe, OHOXUMHUeCcKHe |
MopdoslorThuecKre MeTOZbl, UTO B KOHEUYHOM WTOre TIO3BOJISIET TPeAOTBPATHUTh
TSDKE/Tble HeoOpaTrMble TI0CTeCTBYS 3ab0/eBaHMs.

CIIMCOK HCITIO/Ib30BAHHOM JINTEPATYPBI 110 TEME
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