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AnHoTauus: Ilposeden 0630p 1umepamypuvl no namozenesy, KIUHUYeCKUM NposeileHUIM
U ouacHoCmuKe MUMOXOHOPUAILHLIX 3A00Ne8aAHULL 8 HEBPOLO2UL 3d NOCTIeOHUe NAMb Jien.
Llenvio 0630pa ssnaemcsa 03HaAKOMIEHUe WUPOKO20 Kpyed HeBpOJI0208 C COBPEeMEHHbIMU
UCCNe008AHUAMU NO MUMOXOHOPUANbHLIM OUCEHYHKYUAM, A MAKHCe UX KIUHUYECKOU U
nabopamoprou  ouaeHocmuxe. Haubonee uwacmvimu —KIUHUYECKUMU — NPOSGIEHUAMU
MUMOXOHOPUATILHBIX 3a0071€6aHULL 8 HEBPONO2UU ABTAIOMCA dHYeDATIOMUONAMUY, AMAKCUU,
Cyoopozu, aHOMAUU OP2aHa 3PeHuUs U Cyxa u opyeue Hetipooe2enepamusHvle 3a001e8aHUSL.
Ilo mHenutro aemopos, co8peMeHHAs OUACHOCMUKA MUMOXOHOPUATbHBIX 3a00.1e8anull
NPOBOOUMCS HA OCHOBe COOpA CeMeliH020 aHAMHe3d, KIUHUYeCKUX NpOoseieHuUl,
1abOpamopHuIX U MONEKYIAPHO-2EHEMUYECKUX OAHHBIX.
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B nocnepnuie Togpl B MHUPOBBIX OMOMEAMITMHCKUX UCCIIECIOBAHUSAX OOJBIIIOC BHUMAHUE
yaenseTcs 3a00JIeBaHUSM, 00yCJIOBIICHHBIM pa3IMYHbIMU MOBPEXKACHUSMHU
muToxoHapui[1]. Llenbto o030pa nuTepaTypbl SBISETCS O3HAKOMIIEHHE LIMPOKOrO Kpyra
HEBPOJIOTOB C HOBBIMM JIAaHHBIMA 110 MAaTOT€HE3y, KIWHUKE W JUArHOCTUKE
MUTOXOHIPUATBHBIX 3a00JIeBaHMI B HEBpOJIOTHH. MUTOXOHApUaIbHbIE 3a001eBanus (MT3)
— JTO TpylNIa MAaTOJOTHMYECKUX COCTOSHHMM, KOTOpas XapaKTEPU3YETCS BHYTPUKIETOYHOM
HEJOCTaTOYHOCTbIO SHEPTUHM M3-32 HApPYIIEHHH MeTabONIMYeCKHX MpOLECCOB B
MUTOXOHJIPUSX H SIBJISIFOTCS HAWOOJiee pAacIpOCTPAHEHHOW TPYIION HACIEACTBEHHBIX
METa0O0JIMUECKHUX PAaCcCTPOMCTB HepBHOU cucTtembl. Hacnemyrorcs MT3 1Mo mMaTepuHCKOM
JMHUM WA BO3HUKAIOT CHOPAJAMYECKH 3a CUET CTPYKTYPHBIX MYTAllMH, IYIJIMKALHH,
nenenuu Wik Jersenuud. B ociydwae myranMii MOryT HaOIIOIaThesl  JIIOObIE  THUIIBI
HacnenoBaHua. OHM  NPOSBISAIOTCS  NPU3HAKAMHM  [OPAXKEHUS  LIEHTPAJIbHOM U
nepudepruyeckoil HEPBHOM CHCTEMBbl B aCCOIMALMM C TOBPSKACHUSMU TJa3, CEp.la,

200



TA’LIM, TARBIYA VA INNOVATSIYALAR
Il son, Yanvar

MEYEHHU, TIOYCK, CaXapHbIM THa0EeTOM M HEHPOCEHCOPHOW TYroyXxocThio. MT3 y ManueHTOB
HEYKJIOHHO MPOTrPECCUPYIOT CO 3HAYUTEIBHOM 3a00J€BAaEMOCTBIO M MPEKAECBPEMEHHON
CMEpPTHOCTHIO. B HeBposiorun Hanboliee n3BecTHEIMU MT3 sBisit0TCS Oosie3Hb [lapkuHCcOHA
(bIT), Oonesnr Ambrreitmepa (bA), ©6onesnp I'entunrrona (BI')) wu  ngpyrue
HeliponerenepatuBHble 3a0oneBanHus. I[lo manueiv P.F. Chinnery, pacnpocTpaHeHHOCTb
Mt3 cocraBaser okono 11.5 : 100 000 [2]. Ilowck mnuTepaTypbl HPOBOIUICSA C
WCIIOb30BaHUEM cieayromux pecypcos: Cochrane, Medline (Pubmed), Web of Science.
Jliig HanucaHus 0030pa JIUTepaTypbl Mbl

KOHCYJIbTHUPOBAJINCh CO CHeNHaTucTamMu B JaHHOM ob6mactu. A. Eckert et al. [3]
MOTYEPKUBAIOT BAXHYIO POJIb MUTOXOHAPUNA M UX BHYTPEHHHUE CBSI3U C ABYMsI TNIABHBIMU
MaTOJIOTUYECKUMH OCOOCHHOCTSIMU, JIekKAIIUMHU B OCHOBE bA: 00pa3oBaHreM aMUJIOUIHBIX
Onsmiek ¥ HEHpOPUOPHIUIIPHBIX KIyOOYKOB. ABTOpPBI CYMMHPYIOT JOKa3aTelbCTBA U
MOKa3bIBaIOT, YTO $-aMUJIOU U tau-IPOTEHH 3aIyCKAIOT MUTOXOHAPUAIBHYIO TUCHYHKIIHIO
3a CYeT TMOBPEXACHHUS MeXaHH3Ma OKCHJIATUBHOTIO (QochopuimpoBaHusi, MOBBIIICHUS
MPOAYKIMU PEAKTUBHBIX (OPM KHCIOPOJa, M3MEHEHUS MHTOXOHIPHAIBLHOW JMHAMHUKH U
B3aMMOJICHCTBHUS C MUTOXOHIPUAJIbHBIMU IIpoTenHaMu. DopMuUpyeTcst MOPOUHBII KPYT, PU
KOTOPOM IPOUCXOJUT CHHEPTUYHOE YCYryOJieHHE MOBPEXKICHUN MEXIY tau-mpoTeMHOM U
B- ammmommom. F.N. Niu et al. [4] uccmenoBanu ympomuieHHble Kputepun MT3 B BHUjE
CYETHOM cucTembl Juisi mnainueHToB B Kurae. 78 mNanMeHTOB € MOJO3PEHUEM Ha
MUTOXOHAPUANBbHYIO JHIE(PATOMUONATHIO OBUIM OIEHEHBI YIPOIICHHBIMU KPUTEPUSIMU
MT3 u kiaccu(uuUpoBaHbl HA KATETOPUH «BO3MOXKHBIN (2-4), «BepOosATHBIN» (5-7)

«ompeneneHHbl» (>= §). 3HauuTeNbHBIC PA3NUYUS HAOMIOJAINCH MEXIY CYETOM B
Tpynmne MHUTOXOHJPHAIbHON »SHUE(aToOMHONATUU W TPYyHNmol apyroil muonartuu. B
sHuedaroMuonaTiu 73,5% NauuMeHTOB MMENH CUET BbILIE 8, B TO BpeMs KaK B Ipymme
JIpyTroil MUOMATHH, TOJBKO 3,2% OBUIH B KaTETOPUHU «OMPEIEICHHBINY, MOATBEPKIAsI, YTO
MIPEIJIOKEHHBIE YIPOIIEHHbIE KPUTEpUU MT3 HMEIOT BBICOKYIO UYBCTBUTEIBHOCTH JIJIS
JIMAarHOCTUKHA MUTOXOHAPUAITBHOM

sanedanomuonaruu B Kurae. S. Saleem et al. [5] onucanu penkyio popmy MT3 Gone3nn
Fahr, xotopas xapaktepusyeTcsi MpU3HAKAMH T[OPAXEHUS  HEPBHOM  CHCTEMBI,
0oOyCJIOBJICHHOM KanmblUPUKaIMel Oa3albHBIX TaHTJIMEB W KOPHI TOJOBHOTO MO3Ta.
JIMarHOCTUYECKHE KpPUTEpHH 3a00JE€BaHHUs MOTYT OBITh KPAaTKO MPEICTABICHBI B BHJIE
OounatepanbHOM KanmblMdukanuu 0a3albHBIX TaHTJIMEB, TICUXWYECKUX HapYIICHUH,
MPOrPEeCCUpYIOIIed  HEBPOJIOTHYECKOW  AUCPYHKIUHU, OTCYTCTBUS  OHOXMMHYECKHX
OTKJIOHEHUH ¥ WHQEKUIWHU, TPAaBMBbl WM WHTOKCHUKAIIMU, a TaKXKe 3HAYMMOTO CEeMEWHOTO
aHamHe3a. 3aboyieBaHue HE

U3JIEYMMO, HO OBUIM TMpEICTaBIEHBbI JI0KA3aTeNbCTBA, YTO PAHHSIS JAHATHOCTHKA U
JICYEHHE MOTYT NpPEeNOTBPATUTh MpPOLECC KalbIU(pUKALUU U MOJHOCTHIO BOCCTAHOBUTH
ncuxudyeckue QyHKuuu. UeHsl ceMbU C M3BECTHBIM CEMEWHBIM aHaMHe30M Oone3nu Fahr
JOJDKHBI OBITh TPEIBAPUTENILHO HPOKOHCYIbTUpoBaHbl. D. Luque-Contreras et al. [6]
MIPOBENIM MCCIIEIOBAHUS, YTOOBI OMPENENUTh, YTO MEPBUYHO OKCHUIATHUBHBIN cTpecc u
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MeTa0oNMMuecKuid cuHapoM uiad BA. ABTOpbl OOHapyXWJIH, YTO OKCHUJIATUBHBIC
MOBPEXKACHUSL MPEIIICCTBYIOT Hadally KIMHUYECKUX U MATOJOTMYECKUX CHUMITOMOB BA,
BKJIIOYAsl HaKoIJIeHHEe [-amuiouga, (GopmupoBaHue HEHpPOOUOPHILISAPHBIX KIYyOOUYKOB,
COCYAMCTON AUCHYHKIUHU, METabOJIMYECKOro CHUHApOMa W KOrHUTHBHOro cnazaa. Ilo
nanaeiM C. Nogueira et al. [7], cunapomsr uctomenus (mermernus) mt/IHK xmmanueckn
reTeporeHHas Irpymnmna pacCTpOMCTB ¢ ayTOCOMHO-PEIIECCUBHBIM HACIEAOBAaHUEM, KOTOPHIE
HAYMHAIOTCS B PAHHEM JIETCTBE M XapaKTepu3yroTcsi yMmeHbuieHueM konuit MT/IHK B
MOPAKEHHBIX TKAHIX U OpPraHax.

Boinensitor 4 TPYIIIbI Mr13: renaTouepedpaibHasi, MUOIATUYECKas,
sHIedaIoMUonaTHueckasi W HEHpOracTpoMHTECTUHANbHAas. ABTOpPHl  AHAIU3ZHPYIOT
KJIIMHUYECKUE (PEHOTUIIBI BMECTE C YaCTOTOM, CIIEKTPOM MYTalliii U BO3MO>KHBIMU HJIECSIMHU
JUTSL YAYYILIEHUS] TUAarHOCTUYECKUX cTpaTeruil. MI3BecTHO, YTO TOUEUHBbIE MYyTallUM B T€HaX
tparcnoptHoii PHK (TPHK), a

nMeHHO A8344G, orBercTBeHHHI 3a IouTH 90% cinydyaeB MERRF. Tunuunsle npu3Haku
MERRF BkI104atOT MHOKJIOHUH, T€HEPATU30BAHHYIO SIHIICTICUIO, MO3KEYKOBYKOATAKCHIO
WIN «pBaHHbIe KpacHbie BoJokHA» (RRF) mpu mbrmeunoit 6uoncuu. P.J. Lorenzoni et al.
[8] aHaNM3UpYIOT AAHHBIE JHUTEPATYpPhl MO JUATHOCTUYECKUM KPUTEPHUSIM MHUOKIOHYC-
SNWJIETICUM ACCOLIMMPOBAHHOW C «pBaHHBIMU KpacHbIMH BosiokHamMu» (MERRF) u
MIPOBOJIAT KOPPEISIIIMKM MEXAYy paHHeH KIMHHUYECKON MaHu(ecTanuend 1 natopuznonoruei
mpoiiecca. R.J. Ramezani et P.W. Stacpoole [9] mpoBenu aHaim3 pacCTpONCTB CHa Ha

npumepe 54 nmauueHToB ¢ M3, KOTOpble OBLIM OLIEHEHBI KaK MMEIOIIHUE paccTpoicTBa
CHa.

[To nanHbIM noaKcOMHOTrpaduu GOIBUTMHCTBO UCCIIEAYEMbIX UMEIH alTHO? CHA

LIEHTPAJIBHOTO TE€HE3a W TOJBKO 5 TAIMeHTOB HMMENU OOCTPYKTUBHBIE amTod CHa. 24
MalMeHTa TOKa3ajdy CHIDKCHHE BEHTUJISIMM B OTBET HA TUIOKCUIO W/WIM THUIIEPAITHOD.
HenoctaTouHOCTh KJIETOYHOM »HHepruu mpu M3 mpencTaBisieTcs Kak amHoO? CHa
LHEHTPAJILHOTO I'eHe3a U HeJOoCTaTOYHasi BEHTWJISILUS Mpu runepanHod. M. Mancuso et al.
[10] mpoBenu 0030p IUTEPATYPHI MO AMATHOCTHKE HACIIECICTBEHHBIX (JOPM MO3KEUKOBBIX
aTakCMil B T.4. aTaKkCUMd acCCOUMUPOBAHHBIX C MAaToOJOrMed MUTOXOHApuil. OHu
PEKOMEHAYIOT oOpallaTh BHHMAaHHME Ha CIEAYIOIIMe JTamnbl JAMArHOCTHKHU: 1. Haudajo
3a00JIeBaHMS U €r0 KIIMHUYECKOE TEUEHUE; 2. XapaKTepHbI€ MPU3HAKU; 3. HEBPOJIOTHYECKUE
OCOOCHHOCTH C aKI[EHTOM Ha TpU3HAKW mnepudepuueckor Hewpormatuu; 4. pe3ylbTaThl
HEWpOBU3YyaIU3allUH;

5. Jlabopatopusie mamnbie. F.G. De Felice et S.T. Ferreira [11] paccyxmnaroT, 49To
pacTylee Yucio 10Ka3aTeNIbCTB OOIMIHOCTH MATOTEHETUIECKUX MEXaHU3MOB TOJICPKUBACT
MHTPUTYIOIIYIO KIMHUYECKYI0 M ASIUAEMHUOJIIOTMYECKYI0 CBA3b MexAy BA U caxapHbIM
muaberom 2 tuna (CJ 2). [Tauuentsr ¢ CJl 2 UMEOT 3HAYUTENbHBIA pUCK pa3Butus bA u
HaoOopoT. [1o MHEHHIO aBTOPOB, METOIBI OMPEACIICHHUS IEHTPATHHOTO U Mepu(epruIecKoro
BOCHAJICHUSI KaK MOTEHIMAJIBLHBIX MEIUATOPOB MUCHYHKIMU TOJOBHOrO Mo3ra BA moryt
MPUBECTH K YIYyULIEHUIO 3PGEKTUBHOCTHU JICUEHHS ISl TOTO IIMPOKO PACTIPOCTPAHEHHOTO
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u Tsokenoro 3aboneBanus. K. Sofou et al. [12] mpeactaBuim MyJnbTHIIEHTPOBOE
uccienoBanue teueHus cuaapoma Leigh u npenukTopoB BeDKMBaHMS nipu HeM. CHHIpOM
Leigh accoumupyeTcsi ¢ mepBUYHON WM BTOPUYHON AUCHYHKIIMEH MUTOXOHApUH. [lenpio
ATOr0 PETPOCIEKTUBHOTO UCCIEAOBAHUS OBLJIO OLIEHUTh €CTECTBEHHBIN (DEHOTUNHYECKUI U
TCHOTUITMYECKUN CIIEKTp NMPHU3HAKOB IMAIIMEHTOB ¢ CHHIpOMOM Leigh, oxapakrepu3oBaTh
KIIMHUYECKOE TEYEHUE M OMNPEACNIUTh MPEIAUKTOPhl BBDKMBAHUS B OOJIBIION KOTOpTE
MalMEeHTOoB. B ncciie1oBaHnM NPUHSIO yYacTue 8 LIEHTPOB, CIEUAIN3UPYIOIIUXCs 1o MT3
B EBporne. beuto BxitoueHno 130 nmanuenToB (78 MyX4uH U 52 XKeHIIUH), Y 77 U3

KOTOPBIX OBbUIM HUJEHTU(GUIIMPOBAHBI MATOTeHHbIE MyTanuu. CpeaHuil BO3pacT Haudaja
3a0oneBanust — 7 wmecsueB. OOmuMe KIMHUYECKHE IMPU3HAKM BKJIIOYAIM JIBUTaTelIbHbIC
paccTpoiicTBa U aHOMAJMHU CO CTOPOHBI IJa3. Jnuientuyeckue cyaoporu Ovun y 40%
narueHToB. Y 44% manueHToB ObUIH OCTPBIC OCJIOKHEHUS, TPEOYIONNEe TOCTIUTATN3AINN B
teueHue | roxa. [lo naHHBIM aBTOPOB, HAMYKE MATOJIOTMYECKUX 3HAKOB MPHU POXKICHUU U
aHaMHe3 SMUJIENTHYECKUX CYAOpPOr ObLI aCCOIMUPOBAH C BBHICOKHUM MPOSBICHHUEM OCTPBIX
penuanBoB w/miu oOocTpeHuil. [loBbIIEHHE akTaTa B CHUHHO-MO3TOBOM IKUIKOCTH
(CMX) 3Ha4UTEEHO KOPPETUPOBAIIO C 0OJIee TSHKEIIBIM TeUEHUEM

00J1€3HH1, XapaKTePU3YIOIIMMCS] paHHUM Ha4yajoM /10 6 Mec. )KU3HU, OCTPbIMU

penHIMBaMu 1/MiM 000CTPEHUSIMH, a TAK)KE BOBJIICYCHHEM CTBOJIa Mo3ra. 39%

MAlMEHTOB YMepin K 21 rony kxu3HH, B CpEJHEM B Bo3pacTte 2,4 roja )KU3HU.

3aboneBanue, HayaToe 10 6 MecC. )KU3HHU, C SBICHUSMU HEAOCTATOYHOCTH B PAa3BUTHUH,
MIOBPEXKJACHUEM CTBOJIA MO3ra IpPHU HEHWPOBU3YaIW3allMM WM HWHTECHCHUBHOM Tepanuen
3HAYUTEIbHO KOPPEIUPOBAIO C IUIOXOM BBIKMBAEMOCTHbIO. JlaHHBIE ABTOPOB MOMOTaroT
MpOCJeIUTh aHAMHE3 MalMeHTOB C cuHapomoM Leigh u wunentuduumupoBaTh HOBbBIE
MPEAUKTOPHI 3a00J€BaHMS TIPU TSHKEJIOM TEYEHUU W JOJTOCPOYHBIM mporHo3. IlaTtorenes
MT3 cknampiBaeTCs W3 TEHETUYECKH JETCPMUHHPOBAHHBIX HApYIIEHUH MeTaboam3Ma
SJIEPHOTO WMJIM MUTOXOHJIPUAJIbHOTO F'€HOMOB, a TaK)Ke€ MX B3aumojencTBus. B cnydae BA
MEPBUYHBIMUA MOTYT OBITh HApYIICHHS MPOILIECCOB OKUCIUTENHHOTO (hochOopuIupoBaHus u
HAKOIUICHUS PEAKTUBHBIX (OopM KucIopona, a Takke MeTabOIMYeCKUud CHHIIPOM.
Juarnoctrka MT3 10KHA OpelyCMaTpUBATh

THIATEBHBIN COOp aHaMHe3a, JAHHBIX KIMHUYECKOTO OCMOTpA, MBIIICYHONW OHOIICHH,
oTpeJieJICHUEe TUIIA MYTAallNH, Pe3yJIbTaThl HEMPOBU3yalIU3allMU U J1a0OpaTOpHbIE JaHHBIE. B
psane caydaeB MT3 COMpOBOXKIAETCA PACCTPOMCTBAMM CHA, YTO MOXET MPUBECTU K arHO?
CHa ILEHTPAJIBHOIO T€HEe3a W HEAOCTaTOYHOW BEHTWIALMM IpU TUIEPANHOd. BaxHoi
MIPEJICTABIISIETCS. BO3MOXHOCTh TPEAYNPEXKACHUS pa3BuTHs Oosne3nn Fahr nns wieHoB
CeMbH C HW3BECTHBIM CEMEHHBIM aHamMHe30M 3a0onieBaHus. CTaHgapTHbIA HaAOOp
WHCTPYMEHTAIBHBIX U JJA0OPATOPHBIX AHHBIX JUI TUAarHOCTUKH cuHapoMa Leigh yrounsier
poiib noBbiieHus JakTata B CMOK kak mpeaukropa 0osee TsHKeIoro TeUeHHs mpolecca ¢
paHHUM HaYaJoM J0 6 MeC. )KU3HH U HEOJIarONMPUSTHBIM ITPOTHO30M.

BHoBb ObuTa MOATBEP)KJEHA BBICOKAS YYBCTBUTEIBHOCTh YIPOIIEHHBIX KPUTEPUEB
€BpOIEUCKON CUETHOW CUCTEMBI JIJIsi fuarHocTuku MT3 B KuTtae.
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Takum 00pa3om, 715 IPAaKTUKYIOIIETO HEBpoJjora B iuarHoctuke Mt3 ocraercs

BaXHBIM cOOp aHaMHe3a, 00HAPYKEHNE XapaKTEPHBIX KIMHUYECKUX MMPU3HAKOB

MUTOXOHAPUATBHBIX TUCHYHKIHIA B T.4. C TOMOIILIO0 €BPOTIEHCKOMN YIPOIIEHHOMN

CYETHOM CHCTEMbl NHArHOCTHKM MT3, ompeneinenue ypoBHsA Jiaktatra B CMOK, DOMI
nociie (usuveckol Harpy3ku. CaMbIMH YyBCTBUTEIBHBIMU W HAJC)KHBIMUA KPUTEPHSIMHU
OCTalOTCSI aHANIM3 OpraHuYecKux KuciaoT B Moue mo J.A. Bralley et R.S. Lord [13] u
MOJIEKYJISIPHO-TEHETUYECKHE UCCIIEI0BAHNS TEHOMOB KJIETKHU.
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