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HEPBHO-MBILIEYHBIE 3ABOJIEBAHUSI

1 OoJjblllasi TETEpOreHHas rpyImna
HACJICACTBEHHBIX M HEHACJICACTBEHHBIX
3a00JI€BaHUI, XapaKTEPUIYIOIIUXCS
HapyIICHUEM (PYyHKIIUI:
a)MBIIICYHON CHCTEMBI — MHOIIATHU H
MHUOTOHHU ;
0)HEpBHO-MBIIICYHOTO CHHAIITHYECKOIO
arnrapara — MUACTCHHH ;
B)IICpU(PEPUUCCKUX HEPBOB U
MOTOHEHPOHOB MEPEIHUX POrOB CIIMHHOIO
MO3ra.




HTEPCTHUMANLHAR
AKCOHaNLHaR




IMUIEMUOJIOTUS

CyMMapHasi pacrpoCTPaHEHHOCTh HEPBHO-MBIIIIEUHBIX
3a0oneBannii (HM?3) cocrasiasger 27,2 na 100

000 yenoBek;

IIPU OTOM «SIIPO» HO3OJIOTHIECKOIO CIIEKTpa 00pa3yroT
3a00sieBaHus, BcTpevarommecsa ¢ yactorou: 1:50 000 u
game (IIMJD);

OOJIBIIMHCTBO HaclieAcTBEHHBIX HM3 HaciemyroTcs
ayTOCOMHO-PELECCUBHO U HMEKOT BBICOKUH PUCK
nepeaayy 3a00J€BaHUs IO HACIICACTBY;
HacJieACTBEHHbIE HM3- 50% B CTPYKType HACIEACTBEHBIX
3a00JI€BAaHUN HEPBHOM CUCTEMBI.




IIEPBUYHBIE HACJIEACTBEHHBIE MUOITATUUN-
INPOI'PECCHUPYIOINIUME MbIHIEYHDBIE

TUCTPODUU:

3TO OOJIE3HHU , IIPU KOTOPBIX paCCTPOMCTBA
MeTa0oIM3Ma BeIyT K MPOrpecCcUupyroien
MbIneuHoi aucrpoguun(IIM]I):

-HapacTaroIasi MbIIIICYHas ClI1a00CTh ;
-TUMIOTOHUS Y TUIIOTPO(DUS MBIIIIII;

-CYXOXKHJIbHASI U IEPUOCTAILHAS
rurope@uekcusi, mepexoasinas B apeueKcuro;

-OI'PAHHUYCHHC 00beMa aKTUBHBIX ABHUKCHU A



Kiaaccupukanus

ncesporuneprpodudeckas JromeHHa;
ncesaoruneprpodudeckas bexkkepa;
Omepu-/peridyca- Xorana;

Portayda- Mopthe —beiipa (prdpo3upy
MHOIIATHS);

I0OBeHHaJIbHas DpoOa-PoTa;

OKyJIsIpHas (XpOHUYECKas IPOrPECCHPY
odraneMorrerus I pede);

niede-JionaroyHo-auiesas (Jlanmysu -
OKyno(apuHreaabHasi;

HApeiidyca;

MHUTOXOHAPHUAIBHEIC .

y FOIII A1

FOIIIasd

Jlesxepuna);




ITHOJIOT'USL.

Y pOJBHBIX 1IM /1 BBISBISIETCST BPOXIEHHbIM
CTPYKTYPHBII JEGEKT MbBIIIEYHON TKAHU:

npu [IM]] /IronienHa- nedexrt rexa,
OTBEUYAIOILIETO 32 CUHTE3 CTPYKTYPHOTO
MBIIIIEYHOTO O€JIKa- JUCTPO(DHUHA,;

npu [IM]] bekkepa-Kunepa- quctpodux
Kau€CTBEHHO M3MEHEH.



KIIMHUKA

Q «YTHHas MOX0AKa» — MALMEHT NpPHU
X01b0e «ImepeBaJIuBaETCA» C HOI'M HA
HOT'Y M3-32 CJIA00CTH SATOAUYHBIX
MbIIIIII;

O nceBaoruneprpopuu «MKpbI THOMA»
—H13-32 )KUPOBOH MHPUJIBTPALIUA
MBIIII, MBIIIIbI IJIOTHBIE, HO CHJIA
UX CHUKEHA;

O «ocuHas TAJIUA»- EPETAKKA
TYJIOBHIIIA B CBA3U C aTpoduen
NPAMBIX U KOCBIX MbIIIIILL
»KUBOTA NPU COXPAHHOCTH

E‘(mepeqﬂblx;
puaaa Tpex «a»:
Tpodun

~aTOHUU
-apeduiexkcuu ;

ryobl Tanupa




K/IMHUKA

0 «Itgryma4yvu >KMBOT»- HU3KHI TOHYC U THIIOTPO(PUA MBIIIIL
JKUBOTA ;

Q Jauno «chpuHkKca»- ¢Jaad0CTh U THNOTPO(PUA MBI JIULA —
«3aCThIBAHUE», OTCYTCTBUE MUMUKH ,POT MOJYOTKPBIT,
nornepeyHas yJblOKa;

Q CunapoMm «BsIOr0 pedeHKa» - pe3kas runorpodus u
TMIOTOHUS MbBIIIII U JIP.
®opma [oweHHa

MBI EYHEA TMNOTOHKMA MNceeaorMNepToP A MEPOHOKHBIX
MbILW L,

dopma NaHayau-HepeHuHa OdTanemonneryyeckan  AMcTansHaa gopma
fopma



CHUMIITOM BCTaBaHUI
«JIECEHKOI»













«KH(POCKOINO3»

«KPBIJIOBUJHBIC JIOIIATKK»




METABOJINYECKUE MUOIIATUU

MM npencraBiastoT coO0KM OOIIUPHYIO
I'PYyIINYy HACJIEACTBECHHBIX U
IIPUOOPETCHHBIX 3a00JICBAaHUM, CBA3aHHBIX
C HapylIeHHMEM OOMEHA BEIECCTB

(rIMKOTeHa, JTUIMUIHBLIX (PpaKIui HiIn
AT®) B MbIIIIIIAX.



IHHPUYHNHDbI

RN

BpoxaeHHbIX IIpuoOpeTeHHBIX
1 HacmencrBenHnas 1 3HJIOKPHUHHBIE
[IPEAPACIIONIOKEHHOCTD 3a00JIeBaHUA

(ayTOCOMHO-PEIICCCHBHO) | XpOHHUECKHE

NMHTOKCHKAIINN

1 XpOHHUYECKHE 00JIE3HU
MOYEK

1 3a00JICBAHHUS [IECUECHU

1 CHHIAPOM MaibaOCOPOIINHU




KIACCUOUKALIUA:

['mrkoreHo3s! ( JedeKThl MeTadoIn3Ma
TJINKOT'€HA)

JIutmanaeie ( medeKThl MeTaboIn3Ma JIUIIHIO0B)

MurtoxoHapHaabHbIe ( 1e(EKTHI
MUTOXOHIPHAILHOTO OKUCIUTEIIHLHOIO
dochopunpoBaHus)

CeMelHBIN ITEpHOAUYSCKHN IMapand (CBSI3aH C
[IaTOJIOTUEN MOHHBIX KAHAJIOB MBIIICYHBIX
MeMOpaH, U3MEHECHHE COJICPKAHUS KaJIus B
KPOBH)



KJIACCI/I(I)I/IKAHI/IH HACJIEACTBEHHbBIX ®OPM

METABOJIUYECKUN MUOIIATHUU
HapyumieHuss MeTa00/11M3Ma MbIIIEYHOT0 ITIMKOT€HA

Jedumut kucaoit Manerassl (00ae3Hb [lomrie)
Jledunut BerBsmero ¢pepmenta (0oae3Hb AHIEpCEHA)
Jedunmt muodochopuiassel (0oae3Hr Mak-Apis )
Hedunut dhochodpykroknnassl (0ome3np Taypu )
Heduuut dbocdhormuneparkuHazbl

JleunuT MaKTaTAeruaporeHassl 1 Jp.

Hapyumienuss MmeTa00m3Ma JIUIKI0B B MbIIIIAX
Jlebuut kapHUTHHA (ICPBUYHBINA WX BTOPUIHBIN)
Jlebunut kapauTHHIATEMUTOHITpaHChepasbl (KIIT)
Jedunut anetnin-KoA-aeruaporeHasbl sKUPHBIX KHUCIOT

MMUTOXOHAPHAJbLHbIE MHONATHH (IMATHOCTHPOBAHBI Yy
B3POCJIbIX)

Hedpumut HAJIH-KoC-penykrassl
Jlebunut nuroxpomMa b

Jepuut mutoxoHapuaabHot ATD u ap.
PaccrpounicTBa MeTad01M3Ma IMMyPUHOB
Hedunut muoanenmnae3amunassl (MAJIA)



HEIOCTATOK KHCJIO MAJILTA3LI B
JIN30COMAX

BoJiesnn IMommne ( uKoreHo3 2 tuma)-
OTHOCHUTCS K PEIKAM MYILTUCHCTEMHBIM
HACJIEACTBEHHBIM OOJIC3HIM HAKOIIJICHUS
CBSI3aHHBIM C JIe(pUIITOM (DepMEHTA ajib(a-
[TIFOKO3KUAAa35l (KUCI0M MalabTasbl) B IM30COMAaX.



boaes3ns I1oMIE

1 IlepBbie npu3Haku U cuMnToMbl MBII nosBiIsitOTCS yKE HA 2-3
MecCAIax KU3HU.

1 Ilpu ocMoTpe Ha eAUATPUUSCKOM IIpHEeMe 0OpaIacT BHUMaHUE
MBIITIIEYHASI TUTIOTOHMS U TIPOTPECCUPYIONTAst MBIIIIEYHAs CIIa00CTb.
JIutio pedeHka nmpuoOpeTaeT XapakTepHbI BUJ: pOT IPUOTKPBHIT,
MOJIOCTh PTa 3aloJHECHA YBEIUMUYCHHBIM S3bIKOM, MUMHKA
ocjabneHa- CHHAPOM «BSJIOTO PEOCHKaY.

1 BosHukaer rioccoMerainus, KapauoMeranus («rUraHTCKoe
cepaLe»).

(:3 maioxasbaby.ru




HEJOCTATOK MUO®OCD®OPUIA3LI.

Muodocdopuiaza (mmkoreHdochopuiaza) paciierisgeT
IJIMKOT'EH JI0 IJII0K030-1-(pocdara u TakuM o0pa3zom
y4aCTBYET B BBIPAOOTKE SHEPIUM JIJISI MBIIIII]

HEJI-K 3TOTO d:>ra [IPUBOIUT K HAKOIUJICHUIO
rukoreHa ( IIMKOreHo3 V THIa)

bone3np Mak-ApaJisi XapakTepus3yeTcsl ObICTPO
MBIIIIEYHOU YTOMJIIEMOCTBIO, PE3KO BO3PACTAIONIEH TTPH
(U3UYECKON HArpy3Ke, U MPUCOCTUHEHUEM
CYAOPOKHBIX HANPSHKEHUM MBI U MBIIIIEYHON 00JIH. Y
MHOTHX OOHApYKUBAECTCSI MUOIJIIOOMHYPHS, BO BpeMs
(uzndeckort Harpy3ku : yBuiandeHue KOK B kpoBw.



MHUTOXOHIPUATBHAS SHIE®AJOMUOIATHS, JAKTAT-
ALINA03, THCYJIRTONOAOBHLIE d1in3016( MELAS-
CHHJIPOM).

< B ocHoOBe maroreHe3a- TOYKOBbIC MyTaIMK
MUTOXOHApHANBHBIX JIHK, KOHTpoIMpyrommx
AbIXaTEJbHYIO Hellb MUTOXOHAPUM.

< HacJjenyercs mo MaTepMHCKOW JIMHUMH.

¢ MyTanus 3aK/JII04aeTCs B 3aMeHe aJIecHMHA Ha
. ryaHHH B HyKJieoTuae 3243.




KiamHn4eECKkuE cumntoMel (1994 r):

KapaunaiabHblie: Yacro BCTpeyaromuecs:
HenepeHOCUMOCTb (DU3NYECKUX HopwmanbsHOe panHee
Harpy30k(100%) passurre (90%)
Jle6roT 3a00/IeBaHNS B BO3PACTE Jemennus (90%)

1o 40 ner (100%) CnaboCTh MBIIIIIL]
HCYIETONON00HEIC SITH30/IbI koHeunoctei (89%)
(99%) I'emumnapes ( 83%)
Cynoporu ( 96%) Huszkopocaocts (82%)
«pBaHbIE» KPacHbIE BOJIOKHA ( Temuanoncusi(79%)

0
95%) ['osmoBHasg 06016, TONIHOTA |,
Jlakrar —auuno3 psora (77%)



KiamHn4YECKUE cuMnToMBl (1994 1):

JApyrue cuMnromoi:

MELAS Cu_unpon

A

1 Kanpuudukanus 0a3albHbIX
ranrues (45%)

1 OTATOIEHHBIN CEMEUHBIN
anamue3(44%)

1 Muoxknonyc(38%)
1 MoO3KEUYKOBEIE CUMIITOMBL

(33%)
1 Onuzonasl koMbl (20%)

i ATpO(l)I/I}I 3pPUTEIBHOIO HEPBA MposeaeHHbi NoNKbIA cukeenc MTAHK, HaineHs: MyTauum
(20%) 144707/C, 14766C/T, 15326A/G. &l MyShared
0 LAl .

1 CepaeyHas HEJOCTATOYHOCTh .
(18%)




J

J

JIABOPATOPHBIE U OYHKIINOHAJIBHBIE

UCCJIEJOBAHUSL:

Jlaxrar-amuno3 B kpoBu U LICXK ( y mOI0BHHBI
OOJILHEIX IOBEIIICHO COAECPKaHUE JIAKTaT U OCIKa B
JTUKBOPC);

ccnenoBaHue SH3MMOB JIBIXATEIIBHOM 1EIH (
HapyIICHHE aKTUBHOCTH (DEpMEHTOB B KoMIuiekce I
—NADH: CO-Q-penyxrasza) ;

¢eHOMEH “pBaHBIX KPACHBIX BOJOKOH — BBISIBIICHHUC B
MBIIICYHBIX OMONTATax MPH CIEIHaTbHOM
OKpalllMBaHUM MHOMDUOPHUILI CO CBOCOOPA3HO
M3MEHEHHBIMU KpasMH BCIEACTBHE Mponudepaun
MUTOXOHJPUNA U (POPMHUPOBAHUS MUTOXOHIPHATHHBIX
arJIOMepaToB MO nepudeprUn MBIIIEYHOIO BOJIOKHA;



JIABOPATOPHBIE U OYHKIINOHAJIBHDBIE
NCCIEJOBAHUA:

1 OKI': 12% OonpHBIX — cuHApOM Bonbda-
[TapknHCOHA — YaiTa

1 KT-mo3ra ( 30HBI HH(DAPKTOB B 001MacT reMucdep ,
pEXe MO3KEUKA, KaablIU(UKAIUA Oa3albHBIX TAHIJINCB
, aTpo(Hs TOJTOBHOIO MO3ra)



MuoToHMH

(] compoBokaaTCs HApYILIEHHEM Paccaa0JIeHusI
MBIIIIL MOCJIe MX COKPAIleHUsI MPH
1eJeHaNnPaBJIeHHbIX JIBHKEHUAX.

Kiaaccudpukanus:

= MHOTOHHS TOMCEHA;

" MUOTOHUS bekkepa;

= JlucTpopuueckass MUOTOHHUS
(barrena-Kypuimana);

= HeOHaTaJbHas JUCTPOPHUUECKas
MHOTOHHUS;

= BPOKJICHHAs ITapaMUOTOHMS;

" [IEPUOJINYECKUMN
TUIIOKAJIMEMHAYECKUM Mapainy;

" [TAPOKCHU3MaJIbHbIE MUOILJIETUH 1

Ip.




Kianauka

] CHUMIITOM MBIIICYHOI'O BAJIMKA- IIPUA yHAapeE
MOJIOTOYKOM IO MBIIIIIE HA MECTE yaapa HEKOTOPOE
BpEMS COXPAHAETCS SIMKA WJIN BAJIUK;

1 JOXHBIA cuMmnToMm Ipede;

0 (eHOMEH MpUCEIAHUsI- OOTBHOM MPU MPUCETAHUU
CTAHOBUTCS Ha HOCKH ;

1 (€HOMEH MUOTOHHYECKOTO Cra3Ma pa3ruoarese;
1 CHMIITOM BO3BBIIICHUS OOJIBIIOTO HajbIa ;

] MepoHeabHas moxojka (qucrpoduyeckas
MHUOTOHUS) U JIp.

Steppage gait with
foot drop




MWUACTEHUMN

] xapakTepu3yroTcs HapylIeHHEM
HEPBHO-MBIIICUYHOMN Mepeaadyn 1
IPOSIBISIOTCS MaTOJIOTHYECKOM
MBIIIIEYHONU YTOMJIIEMOCTBIO,
C1a00CTHIO.




ITHOJIOTHUS U TIATOT'EHE3

HEPBHOE OKOHYAHHWE

HEPB
&
MBIIIIIA
__AHTHUTEJIA BJIOKHMPVIOT
‘ ‘ AITETHIIXOJTHMH
H ITPOBEJJEHWE HEPBHOI'O

PELIETITOPBI BO35Y X JEHHBIE VMITYJIbCA K MBIIIIE
AIETHIIXOJIMHOM TTPH MMACTEHMH .




KiAccuoukaums

| HeonarasipHast MuacTeHus ;

| FOBeHmanbHas ( BpOXKJIeHHAS , PaHHSS
AETCKasl, IOHOIIECKAs);

[l Muacrenus B3poCbIX .




@D oPMbI MUACTEHUM B3POCJIBIX:










CIIMHAJIBHASI AMUOTPO®US

-XAP-CSl JJETEHEPALIUEN ABUTATEJIbHBIX HEPOHOB

MHNEPEJHUX POI'OB CIIMHHOI'O MO3TIA.
Tunel:

= | Tuna (6osae3nb Bepauura-I'odppmana);

» II Tunma (cnmaanbHast aMuoTpOdus
JAE€TCKOr0 BO3PAcCTa);

= JII Tuna (60e3nn Kyreanoepra-
Benangep);

= IV tuna (B3pocias)




110. Pebenok co cnunaaivrold amuorpo-
¢ueil Bepdruea—Iopghmanna. Ilo-
3a ageywiku. Oepanuvenue obrema
AKTUBHLLX deumcerul

Amuotpodus 111 tuna

DnekTpoMuorpaMma pu CIMHAIBHOW aMUOTpOohUn —
«PUTM YaCTOKOJIA»




HEeBPAIBHASI AMUOTPO®US THIAPKO-
Mapru-TytAa

[ mpeobmamaror arpodudeckre N3MEHEHUS MBIIIIL]
JUCTAJIBHBIX OTJIEJIOB KOHEYHOCTEH ;

0 crpamaror pasrubareny roJaeHu, a TAaK)Ke THUIBHEIC
cru0aTe/iv CTOMBl  CTOIBI HAYMHAIOT OTBHUCATS
( crona @puapeiixa);

[ mepomneanbHas Moxoaka ,pa3BHBAETCs BaJblyCHas
YCTaHOBKA CTON (pOoTamusi UX KHAPYKH);

HCTBE CJIy4aeB OTMEYAKOTCS
1€ PACCTPOMCTBA YYBCTBUTEIBHOCTH 10
YaTOK» U «HOCKOBY;

0 moryt HO}.ITBCH OOJIM U TIAPECTE3NH, a TAKKE
CHH [IyOOKOM 4yBCTBUTEIbLHOCTH;
0 dop BaHUC «KOITHUCTOM JIaribDy




JINATHOCTHUKA

OMOXUMHUYECKHUE;
ANECKTPOPU3NOIOTUICCKUE;
naToMOpP(OJIOTUIECCKUE;
JIHK-mmnaraocruka .



Cnacuoo 3a Baumanue!




