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TEHETUYECKHWE JE®EKTbBI HOHHBIX KAHAJIOB U
HEBPOJIOTHYECKHUE 3ABOJIEBAHUA B KIMHHUYECKOM,
IF'EHETUYECKOM "W ®U3HUOJIOTHYECKOM ACIIEKTAX

KazaHcKHH rocygapcTBeHHBIH MEAHLHHCKHE YHHBEPCUTET

Ha'{m{aﬂ ¢ 90-x rogoB OMUCHIBAIOTCS MyTa-
LMK TEHOB, KOAMPYIOUIMX OCJIKM MOHHBIX
KaHaJIOB. DT MyTallMU OOYCJIOBJIMBAIOT pa3BUTHE
psla HEeBPOJOTMYECKMX 3a0oJieBaHMI, IOTYyYUB-
urMx Ha3aHue KaHanomaruit (KIT) [30, 36]. [pen-
CTABIACT MHTEPEC M3YUYEHHE KIMHWYECKUX OCO-
OeHHOCTEN HaCIEeACTBEHHBIX HEBPOJIOTHYECKMX
3a001eBaHUI, OCHOBOM ITATOr€He3a KOTOPEIX SB-
JSIOTCS  TeHeTH4ecKue Oe(eKThl HMOHHBIX KaHa-
JIOB, TMOJ E€IWHLIM YIJIOM 3pEHMA, a TaKXke TIIo-
MBITKA aHaJIM3a BEPOSTHBEIX (DU3MOIOTMYECKUX
TPOLIECCOB, JIEXAllMX B OCHOBE 3THUX 3abojeBa-
Hui. Takol moaxox MoXeT MMETh BaXKHOe 3Hade-
HMe U1 HOBOM CHCTEMaTH3alluM 3THX 3aboJieBa-
HUI{, OOBIMHO OTHOCSIIMXCS K Pa3TMYHBIM TPYITIaM,
M IUIA pa3BUTHUA COBPEMEHHOM CTpaTeTuM HX Te-
parmuu.

CywectBytor crenyromue kiaccuguxaumy KIT
[30, 36, 50], cocraBieHHBIE

HICXOMA U3 JIOKATM3ALIMU TTOPAXKEHHOIO KaHala —
ckenetHo-MbleyHble KIT u KIT wmentpamsHoit
HEPBHOU CHCTEMBI,

B 3aBUCUMOCTH OT M30MpPAaTETbHOCTH WOHHOTIO
kaHama — KII ¢ mopaxenuem Nat, K*, Cl- wm
Ca?" -xaHaJsOB,

C YYETOM THIIa AKTUBALIMM ITOPaXKEHHOIO Ka-
Hama — KII, BbI3BaHHEBIE MyTallUAMU MTOTEHLAA -
3aBHCHMBIX KaHAJIOB, aKTUBALIMSA KOTOPEIX ITPOMC-
XOIUT IPU M3MEHEHWH MEMOPaHHOIO ITOTEHLMAJIA,
u KII, BEI3BaHHBIE MyTALIMAMM JIMTAHI3aBUCHMBIX
KaHaJIOB, Ul aKTUBAUMM KOTOPHIX HEOOXOZMMO
TIPUCYTCTBUE KaKOIo-TMOO XUMMYECKOIO areHTa
(mraHma).

1. CKEJIETHO-MBIITEYHBIE KAHAJIOIIATUM

1. IlepBuYHBIC NEepHONUYECKHE ITAPATIAIA
(IIIT). 3Dra rpyrma 3a6oeBaHMit, XapaKTePH3YIO-

IIHUXCS TIPEXOAAIIMMM TIPUCTYIIAMU MBIIIESYH O
CIaboCTU PAsIMYHOI JIOKAM3ALMU W BBIpAKEH-
HOCTH, 0€3 COIyTCTBYIONUIMX HAapyIIEHWII CO3Ha-
HUA, YYBCTBUTEJILHOCTH W KoopauHaumu. OHU
KIIaCCHGUUIMPYIOTCS HAa OCHOBAaHMM YPOBHS CHI-
BopoToyHoro K' B MOMEHT Havasla IpMcTyNa Kak
THIiep-, HOpMO- M rurokamemuyeckuii ITIT [1,
2, 20, 41, 43]. B neyenuu I1II, kpoMe KOMITeHCa-
TOPHOIO BBCOCHUA 3IJEKTPOMUTOB, 3 deKTUBEH
TpueM auakapba [1, 2, 6, 20, 41, 43].
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la. I'mmepkaymemuyeckuii TITT (rumeplIIIT).
Cunonumel: K-gyyBctButenbHbiit I1I1, Tamcropn
6onesnn. I'vmepllIl BbI3BaH MyTaumed o-cyob-
eIUHMUBI TOTeHLIMal3aBUcuMoro Na*-kaHaia
MEMOpaHBl cKesleTHOM MeIibl [30, 69]. JlaHHad
MyTalMs IIPUBOIUT K CIIEAVIOIIMM ITaTO(U3HOIIO0-
TMYECKUM U3MEHEHUSAM: HapylleHHe WHaKTUBa-
UMM KaHala — yBeaudeHMe Na'  BXofsuiero
TOKa W cienyiouiero 3a HuM K*  BbIXomsmiero
TOKa BO Bpems NnoTeHLMana gevicteud (K* Ha-
KaIUIMBAaeTCd B MEXKJIETOYHOM IIPOCTPAHCTBE, a
3aTeM B KPOBM, YTO TIPUBOIWT K THMIIEpPKaIHeE-
MMM) — TIOTEHUWAJT HEeHCTBUA 3aTATUBAETCS 10

BpPEMEHH — MBIIIeYHad KJIETKa IJIMTEIbHBIN IIe-

puol pedpakrepHa — ITOBTOPHBIE CTHUMYJBI CO
CTOPOHBI MOTOHEHMpPOHA HE BBHIBIBAIOT COKPpAlllE-
HMA BOJIOKHA. 3aboJieBaHMe OOJIbIlIe pacTIpoCTpa-
HEHO Cpeld MYXXYMH, HaUMHAaeTCs B BO3pacTe [0
10 sner ¥ xapakrepu3yeTcs IPMCTYIIAMM MBIIIeY-
HOM €1aboCTH, OOBIYHO OrpaHUYEHHON OITpee-
JICHHBIMM MBIIIEYHBIMU TpynmnaMu (IperMylLe-
CTBEHHO ITOPaXaloTCsI UKPOHOXHBIE U GeIpeHHEbIe
MBIIILBI), U IMApecTe3MIMM B KOHEYHOCTSIX M B
nepyopanbHoi obactu [20, 41]. TIpycTyITEL 0OBIY-
HO BO3HMKAalOT B OTHEBHOE BpeMA WIM B Hayale
HOYM, WIATCA OT 10 MMHYT IO OZHOro 4Yaca, HO
Moryr aocturath 12 yacoB. Yacrora — oT exen-
HEBHBIX IO OOHOIO pa3a B HENEJIO M, KaK IpaBu-
JIo, ¢ Bo3pacToM ymeHsblaercs [20]. ITpoBowyipyro-
ImMU GakTopaMH SIBJISTIOTCS OTALIX ITocie (U3d-
YECKOI HArPy3KU, IIPUEM KAJIMsl, OXJIAXKIEHHE, CTPECC,
COH, aHectesus [l, 2, 6, 20, 30, 43, 69]. B mMex-
TNIPUCTYITHOM II€pUOLE BO3MOXHBI 3aMeJJICHUE
peYy, TILKECTh BEK, MHOTHA IITO3, MOXET OBITh
(UKCHMpPOBaHHAS MBIIEYHAs ca6OCTh, BO3MOXHO
[43] moaBneHHMe MMOTOHMM BeK, JOMLA, A3LIKA,
MBILUIL] IIPENIUIEYbs U OOJBIIOrO Malblia, KOTOPYIO
MOXHO BBIIBUTE OXJIAXICHUEM YKa3aHHBIX TPYIII
MBIIILL. Y MaJeHBKMX [IeTeil 3a6oieBaHue TIPOSB-
JIAeTCA TIPeKpallleHUEM WIH HM3MeHEHMEM Xapak-
Tepa IUIaYa; HEKOTOPEIE POMMUTENM 3aMeYaloT, YTo
MX peOEHOK, OCOOEHHO IIOC/e OXTAXKICHHS, Ha-
YMHAET CMOTPETh HEOOBIYHO IpUCTAIBHO [20, 43].

16. Hopmoxarmemuuecxuit ITIT (sopmIII).
Oror Tun III1 BBI3BaH MyTaumell o-CyGbeau-
HHMIIBI TIOTEHIIMaI3aBUCMMoro Na't-KaHama MeMO0-
PaHBl CKeNeTHOM MbIuipl [30]. Myraigis BbI3H-
BAeT CIEAYIONINe IMaTO(PUINONOTUYECKIE U3MEHE-
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HUS: HapyIUeHMe MHAKTMBAUMM KaHaja (BeposiT-
HO, H4apylleHHe MeHblue, yeM Ipu rumepllll) —
yBesmyeHrMe Na' BXOASIILEro ToKa M CIeAyIOUIero
3a HuM K* BeIXomsiuero toka (He3HaUUTEILHOE
komuectBo K' HakarummBaeTcs B MeXKIETOUHOM
MPOCTPAHCTBE) — TOTEHLMA JAeHUCTBUS 33TATHBRA-
eTCcsd MO BPEMEHU — MblleuHas KJIeTKa IJIUTENb-
HBIA NIEpUOA pe)paKTEPHA — TOBTOPHLIE CTUMY-
JIBl CO CTOPOHBI MOTOHEHPOHA He BBHIZBIBAKOT COKpa-
HIEHHUs BOJIOKHA.

HopwmIlIl - aBnsiercss HambGonee penkum Bapu-
antom IIIT [1, 2, 41]. 3aGojieBaHUEe HayMHaeTCsl B
Bospacte 1o 10 yieT, ¢ oIMHAKOBOM YacTOTOM cpe-
I KaK MY>XUMH, TaK M XEHLIMH W XapaKTepuay-
eTcs MPUCTYTIAaMU. PACIPOCTPAHEHHOM MBILIEYHOM
c1aboCTH, KOTOPDbIE BOZHUKAIOT OOLIYHO YTPOM ITpU
MpoOYXIEHUM, TIPOAOIKAIOTCA OT 2 OHeW no 3
Helelb M IIOBTOPSIOTCA Kaxapie 1—3 mecsua [20].
IpycTynbl IIPOBOLIMPYIOTCS OXJIaXIACHUEM, TIpU-
€MOM aJIKOTOJIsI, HEepPelKO BO3ZHUKAIOT BO BpeMs
OTIBIXa TIOCIIE UHTEHCUBHOM (DM3UUYECKOM Harpy3Ku,
yewmBatotcss nocie Tipuema KCl. B mexripuc-
TYITHOM TEPUOIE Y HEKOTOPBIX OOJILHBIX MMeeTCs
MBIIIeYHas cIab0CTb; MUOTOHUM OOBIYHO Het [20].
VY HEKOTOpBIX ITALIMEHTOB HAOMIONAIOTCSA TUIIep-
Tpo()MsI OTHEJILHBIX MBILUILL, aTJIeTUYECKOe TeJo-
cnoxeHue [2, 20]. TeueHue 3abosieBaHMsA HETPOr-
peccupyomee [6].

IB. Iunoxanmuemuueckuii [T (runollIT)
IpyauHOl ero SBNsIETCS MyTaLUsd a-CyObeauHM-
bl MoTeHUMan3aBucumoro Ca?'-kaHama L-tura
MeMOpaHbl ckeneTHoi Mprmisl [30]. TToBpexneH-
HBII KaHaj obyageT cHuxeHHoil Ca?'-mpoBonu-
MOCTLIO. DTO NMPUBOIUT K TOMY, YTO KOHLIEHTpa-
umst Ca2! B MMOIUTa3Me HE JOCTUIAeT BEJIMUYMHEIL,
HEOOXOAMMOM I 3aryckKa MBILIEYHOIO COKpa-
meHvsd. BoaMoXHO, TMIioKaaIMeMusa BLI3BaHa TeM,
yro MyTaHTHBIN Ca?*-KaHas TporryckaeT Na® B
xierky — Na*, K'-AT®d-a3a mnbiTaercs IepemMec-
™rh Na’® BO BHEKJIETOYHYIO CpelLy, IpU 3TOM
K' axkkyMymipyercs B KJIETKe. DTOT BapHaHT
[ITT — Haubonee yacTuiil M TsXenbiit [1, 2, 6, 30,
4], 43]. OH MeIJIEeHHO MpPOrpecCUpyeT, Yalle IMo-
paxaeT MyxuuH [43] (cooTHOIIEHHME MYXUVMH U
XeHIMH — 3:1). B 60% ciyuaeB 3aboneBaHue
HauMHaeTcd B Bo3pacTe A0 16 JIeT M MpoABiAeTcs
MIPUCTYIIaMU  ca60CTU M TUIOTOHWM MBILIIL C
apedreKcHel, KoTopble OOBIYHO HE pPacrpocTpa-
HSIOTCA Ha JIMLIEBBIE M IbIXaTebHbIE MBILILGL [20].
B HEKOTOPLIX CIIyyasx M3-3d BLIPAXEHHOM c1aboc-
TW TIALMEHTHL He MOTYT CaMOCTOSTENLHO MOWMTH
10 IOGTEI VUM TTOMHATL TOJIOBY € Toayiuku. ITpu-
CTYIN OOBIYHO HAYMHAETCS C MyBCTBA TSKECTU MM
GonM B HOrax WIM CITMHe, oOLIel crabocTH, Io-
TIMBOCTH, COHJIMBOCTHU, 3aTPYAHEHHOTO OOJE3HEH -
HOTO MOYEHCITyCKaHMs WM Xaxapl. PasBuBaeTcA
OH HOYBIO WIM IOJ YTpO, IPOIOJDKAETCSd OT On-
HOro yaca o 8 mHeil (0O6bruHO He Gonee 72 4va-

COB) M MpekpauiaeTcsl TaK Xe BHE3arHO, KaK U
HauyuHaeTcs. Yacrora TNpUCTYIIOB — OT e€XeHe-
JIEbHBIX OO OXHOTO pa3a B XU3HU. [IpoBoimpy-
oMy ¢akTopamMy ABIIIOTCS Oosblive GuzM-
YecKUe HAarpy3Ku, MIMTEIbHBIA TIOKOM, W30BITOK
yriesogoB wiM NaCl B muville, BBelleHMe aJipeHa-
JIMHA, HOpaJpeHaIMHA, TIIOKOKOPTUKOCTEPOUIOB.
V XEHIIMH HepeIKO BO3HUKAET 3a 1-2 IHA WM B
NepBblil 1eHb MeHcTpyawmu [1, 2, 6, 20, 30, 41,
43]. AKTUBHBIE OBWXEHUA CIIOCOOCTBYIOT IIpeE-
KpalleHuto Tnpuctyna [1]. B MexaipuctyrmHoM me-
pUOIE MOXET COXPAaHAThCH JIeTKas MEIIICYHAs
c1abocTh, BO3MOXHA MMOTOHMSA BeK [2, 20].

2. Bpoxnennpie muoronuu (MT). 3abonesa-
HMSL TaHHOU TPYII XapaKTepU3YIoTcd 3aMeJICH-
HOM penakcallMe MBI TO0Cje ITPOU3BOIBHBIX
COKpAllleHWA WIM BHEIUIHErOo BO3IEWCTBUA, TIPO-
ARITIOTCS KITMHUYECKUMU, 3IEKTPOdU3UOIIoThIec—
KMMU U TIepKycCMOHHBIMU (heHoMeHamu [37]. [lpu
ITOBTOPHBIX IBWXKEHUAX CHUMIITOMBl MWOTOHMM
yMeHbLIaloTcAd. 3aboieBaHKe OOBIYHO HayMHAaeTCs
B paHHEM IETCKOM BO3pacTe M BCTpEYaercs C
yacroroil 3—6 Ha | mumH. Hacenenusa [70]. MT
MOXET IPOABIATLCS B JIOOBIX MBIIIILIAX, HO Iopa-
XKAIOTCS TIPEMMYLIECTBEHHO MBIILILIEI HOT, 9TO 0Byc-
JIOBJIMBAET 4YacThle MadeHUs TaiueHToB [37].
bompupie MT oTimyaroTcs aTieTUYECKUM TeJo-
cJI0XKeHUeM (MCTUHHasA TUITepTpoGhrsa MBIIILL) TIPU
HebosplIoN (uauueckoit cwie. IlepkyccroHHas
MMOTOHMS JIydllle BCEro BBIpaXK€Ha B ABYIVIABOM,
JEJIGTOBUIHOM MBIIILE M B MBIIILAxX s3bKa [37].
Dnexkrpomuorpadus (BOMI) c wucmosb3oBaHUEM
KOHLIEHTPUYECKUX WTOJIbYATHIX 3JIEKTPOAOB B BHI-
apjeHu MT BbICOKO TMarHocTWuHa. B nedeHmM
MMOTOHMM MCITOJIb3YIOT MEKCUTWICH, IHU(EHMH,
HOBOKaMHaMMI, OuakKapO, OJIOKaTOphl KaJbLIMA,
[IIOKOKOPTHKOCTeporabl, musormpamun [41]. Ilo
TUITy HacJIEIOBAaHMS BBLICJLIIOT ayTOCOMHO-IOMM-
HaHTHYIO M ayTOCOMHO-pelleccuBHylo (bekkepa)
(popMBI MHMOTOHMH.

2a. AyrocomHo-gomuHaHTHas MT (aMT)
BbI3BaHa MyTauuei Cl- -KaHajla MEMOpaHBI CKe-
neTHoit mpmuel [30, 34]. IToBpexXaeHHBIN KaHal
06J1a1aeT CHIDKCHHOMN TIPOBOAMMOCTEIO UL MOHOB
xJIopa. DTO MIPUBOIUT K CIIEAYIOLIMM (PU3HOJIOTH-
yecKMM Mpoleccam: ymenbuieHvio Cl- mpoBoau-
MOCTH MEMOpAHBI B TIOKOE — YMEHBIIEHMIO MEM-
OpaHHOro TIOTEHLMAla IOKOS — YMCHBIICHHMIO
[OPOrOBOrO TMOTEHIMATA, KPUTUIECKMIA Xe YpO-
BEHb JEMONAPU3ALMM HaXOOWTCA Ha TMpPEXHEM
YPOBHE — YBEJMYECHMIO BO3OYAMMOCTH MBIIIEY-
HOroO BOJIOKHAa — Ha ONHO pa3ipaXeHWe MBIIILIE!
BO3ZHMKAeT pas3pal ITOTEHLMAJIOB IEMCTBUS —
MBIIIEYHOE BOJIOKHO IIMTEJIbBHOE BpeMs HaXOMUT-
cd B COKpPAILlEHHOM COCTOSHMWM.

INposeingercs tMT criasMaMy MBI JIMLIA, A3BI-
Ka, TJIOTKM, KOHEYHOCTed (Jalle HOr), oOyc/IoB-
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JIMBAIOIIMMHK TPYIHOCTH TIpU BCTaBaHWM I10CJIE
IUTMTENIEHOTO TIOKOS, HEYKIIOXKYIO (“‘OmepeBeHeNy0”)
ITOXOIKY B HayaJie DBIDKEHMS Y TTAXEHUS TIPU XOALOE.

.Y, MQIEHBKMX IOeTeH MEHsSeTCd ToJloc IMpU Tulaye,

OHU HauMHaloT 3ambixathes [1, 2, 41, 43]. Beime-
,nsllloT‘f,HecxomaKo, TUIIOB 3TOW (DOpMBI 3a0oJeBa-
ts [37): T um — MT ToMceHa, XapaKTepuayercs
0e300/1E3HEHHOCTHI0 MMOTOHMYIECKMX COKpallleHWI U
cTauMoHapHBIM TedyeHueM;  II um — MT ¢ 6ones-

HEHHBIMM MBILISYHLIMU cokpaureHusmMu; 11T tim —

MT c xoJ010BOM 3aBUCHMMOCTLIO M IOPaXeHUEM
mpiw Jvua. . [lo uMerouwmmMess gaHHbIM [11],
y 90% OonbHBIX HabmonaroTes MArkue (OpMEI 3a-
GoneBanus; 10% HocuTeleil MaTOJIOrMYECKOro reHa
HE MMEIOT KJIMHUYECKMX MPOSBICHMI, ITEpKyCCH-
OHHAs MUOTOHHUSA OTMedaeTcs B 55% ciydyaeB; or-
cyrctBue DMTI -npusHakoB 3aboneBaHuss — B 6%.

26. AyrocoMHo-peueccuBHas MT (pMT).
CHHOHMMBI: MUOTOHUA Bekkepa, BpoxIeHHad Te-

 HE€pamM30BaHHAsAT MMOTOHMA. DTHOJIOTHUS U TIAaTO-

. TeHe3 Takue Xe, Kak npu aMT. Berpewaerca pMT

MPEUMYILIECTBEHHO Y MYXUMH, OOBIYHO HayuHa-

©€TCd B BO3pacTe OO 6 ner c MbBILILL HOI, TTOCTe-

TIeHHO oXBaTbIBasg Bce MbILml [2, 37, 41, 50].
Moryr  HabGmonaTbcss He3HauuTe bHas aTpodusd
MBIIILI, OTCYTCTBUE TIIyOOKMX peduiekcoB, y 60%
OOJBHLIX — IIOCTOSIHHAs MBILIeYHass caabocTh,
Y OCTIbHBIX — TOJLKO BO BPEMS MHOTOHMYEC-
KUX TIpUCTyToB. TeueHue 3aboseBaHMUA Iporpec-
cUpyollee, U TIPOTHO3 XyXe, YeM MpPH MUOTOHWH
Tomcena [1, 2, 37, 41.

2B. AvnMyHass muortoHus (AM). CuHOHUM:
K" -oboctpsiemas Muoronus. AM smigercd criei-
CTBUEM MYTAlLMM o-CYOBEAMHMIILI [MOTEHLIMAN3aBH-
cumoro Na'-KaHata MeMOpaHBI CKEJIETHOM MBI~
ust [30]. MyTaums nNpuUBOAMT K cCIEIYIOLIMM
HaTO(l)]/IBHOJ'lOI‘I/I'-lSCKMM HUBMEHEHUAM: HapymeHMIO
MHaKTUBALIMM KaHajla — yBeJqM4YeHuto Na* Bxoms-
mero Toka, K* BeIXomsiuero Toka — ymwMHEHMIO
MMOTEHLMaNa AelCTBUA PE3KOMY YBEJIMUYEHUIO

. KOHUeHTpaln Ca** B MHOIDIa3Me — MBILIEYHOE

BOJIOKHO UTMTEIIbHOE BpEMS HAXOOUTCI B COKpa-

- JUEHHOM cocTosiHUM. BepogtHo, BBenenme K ymenn-
 aet, K*-rpamieHT Mexny LIMTOIIIa3MOM KIIeTKU U

MHTEPCTULIMEM, YTO IIPUBOAMT K YMEHBLICHHIO
K* BpIXO#AIIIEro TOKA, a 3HAYMT, K YIIMHEHMIO 1TO-
TeHLMaa AEHCTBUA U elile GOJbILEMY YBEMUCHITIO

. KoHLieHTpalmu Ca’' B LMTOIUIasme.

- AM — 3aboneBaHue, xapaKTepuayioliieecs 3a-
TPYOIHEHUEM pacclabieHHsT MBILIL, IPUCTYIIaMH
PE3KMX MBIIICYHBIX GOJIeH, TIOABIEHUEM TMepKyc-
CHOHHBIX U DMI-(eHoMeHOB MuoTOHMM [37].
XapakTepHO YCHICHHE CHMITOMATHMKU TIPU TIPH-
CME KaJlid, OTMEYAaeTCs] XOPOLIMH JIeUeOHBIN 3()-
ekt or auerasonamuna [2, 30, 37, 43].

.. 2r.. Bpoxpennas mapamuoronus (BII). Cu-
HOHMM: GostesHb DitnenGypra. BIT BeI3BaHa MyTa-
LMed o-CyOBEeNMHULIBI MOTeHLMAI3aBUCHMOro Na't-
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KaHaJla MeMOpaHBI CKeJleTHOW Mbiusl [30, 69],

. TIOJ BJIMSTHYEM KOTOPOI pa3BUBAIOTCS CJIENYIOLINE

NAaTO(OU3NOIOTHYECKUE U3MEHEHHWA: HapyLIEHUe

HHaKTUBAlMM KaHaja — yBeJudyeHue Na* Bxomd-
miero Toka, K* BEIXOHAIIEro ToKa — yIUIMHEHUE
TMOTEHIIMAIa ACHCTBUA — PE3KOE YBEJIMUYEHUE KOH-
ueHTpaimu Ca?* B MUOIUTa3Me — MBIIIEYHOE BO-
JIOKHO IUIMTEJIBHOE BPEMS HAXOOUTCA B COKpa-
IEHHOM COCTOSTHHM. :

.BIl — penxkoe 3aboneBaHME, XapaKTepH3ylO-
1Ieecss paHO BO3HMKAIOLIEH M HEIIPOrpeccUpylo-
L€l MMOTOHMEN, NPOBOLUPYEMOI OXJIAXKIEHUEM
[1, 2, 37, 41, 43]. IloBTOpHbIE ABVKEHHUS YCWIM-
BAlOT NPOSRICHUS MUOTOHUM (TTapagoKCabHad MUO-
ToHWs1). Hampumep, 1mociie IMOBTOPHBIX CMJIBHBIX
3aXXMYPHUBAHWI MALMEHT B TeYeHUE |-2 MMHyT HE
MOXET OTKpHITh IMa3a [l]. OxmaxmeHue cHayaia
TMPOBOLIMPYET TOHUYECKWE KOHTPAKTYPHl MBIMIL]
LIeW, KUCTEH, MpeaIUieuMii, pexXe HOI, a 3aTeM
TMOSIBJIEHME MBILIEYHOM c1aboCTH, KOTopas UIT-
cA [oJIbLIE BO3AEWCTBUA XOJIOHA, TPOXOAMT IIO-
CTETIEHHO M HHUKOIAa He paclpoCTpaHseTcs Ha
MLILILBL JTMLIA, JKEBAaTEeJIbHBIE M JIBIXATEJIbHBIC
MbILILB! [43]. BelpaxkeHHOCTE MUOTOHMM TTPOITOp-
LIMOHAJIbHA CTETIEHU U TIPOHOJDKUTEILHOCTH BO3-
IEMCTBHUA XOJIONA, a BOCCTAHOBJIEHME 3aBUCUT OT
OBICTPOTHI cOrpeBaHMs MmaimeHTa [37]. Boigemmor
JBa BapvaHTa ItapamyoroHuit: 1) BII, rpu koto- |
POM CIIOHTaHHBIE TIPUCTYITHI MBILIEYHOI ciaboc- |
TH TIPOBOLIMPYIOTCS TaKXKE IMPUEMOM KaJUsd U CO- |
TPOBOXAAIOTCS TUIICpKaJIMEMUE, a TIpH JIEYEHUH
3(pGeKTUBHBI alleTa30TaMUA WM THUAa3UIOBHIE IH-
ypetvku; 2) BII, npu KoTopoil crioHTaHHBIE TPU-
CTYIIBI MBIIIEYHOM CJa0OCTH COIPOBOXAAIOTCH
TMITOKaIMeMHen, a npu JjeyeHun BIT addexru-
BEH CITMPOHOJIAKTOH.

2x. 3nokavecTtBeHHas rurneprepmusa (3T)
BBISBIBACTCA MyTallMeil PUAHOXMHOBOIO  peLel-
TOpa CapKOIUIa3MaTUYECKOTO PETHKYJIyMa CKeJIET-
Hoii mbiue! [30]. IMaTodusmonormyeckue peak-
LM, pa3BUBAIOIIMECA IO BIMSHUEM MyTALMH:
TIOBPEXKIECHHBIH PELIETITOP BHI3BIBA€T AKTUBALMIO
corpsbkeHHoro ¢ HuM Ca?f-kaHana — TTOBBILIAET-
¢s1 KoHUeHTpaimsa Ca?' B Muorviasme — Ca?* 3a-
ITyCKaeT alloNTo3 KJIETKHU — pa3pylleHUe MBI~
HOT'0 BOJIOKHA — MUOIVIOOMHEMUS. — TUTIEPTEPMUS,
pabmpomuomma, aupno3. TpurrepaMu JaHHOTO Kac-
KaJla MaTo(U3MONOTMYECKMX peaKLii - SBISIOTCS
HEKOTOPHIE aHECTETUKM M MBIUIEYHEIE -PeIaKCaH-
Tol [1]. : Fao, 4 !

3T — penkoe 3aGoneBaHME U TTPOSRIILETCS JIMILE
TOr4a, KOraa ITallMEeHT ITOABEpraeTcd AciCTBMIO
NPOBOLIMPYIOIMX areHTOB (HapKo3 JIETYYMMM Ta-
JIOTCHaMH M [AETIONIIPUIYIOUIMMH . MBILLIE YHBIMH
penakcaHTamu). Ilpy 3ToM pasBuBalOTCA THIIEP-
TEpMMs, MBIIIEYHasA PUTHUAHOCTE (B 25% ciy4aeB —
HEpUTHIHBIE (opMBI) M pabmoMmomu3 [1, 2, 12].
B Hayane Hapkosa y Takmx GOJBHBIX OGBIMHO He
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yaaeTcss JOOMTHECH YIOBJIETBOPUTENBHOM MBIIIEY-
HOW penakCallMM, HAapacTaeT TOHYC KeBAaTEILHBIX
MBI, 3aT€M OBICTPO TIOBBILIAETCSA TeMIlepaTypa
Tena. YBeqmueHHe ee Gomee 40°C mpuBoOAMT K
PECIIMpaTOPHOMY M METabOJIMYECKOMY aLMI03y,
TMIIEpKATTMEMUM, (PUOPWIIALMM XENYIOUYKOB U
cMepTU. BBICOKMIT PUCK pa3BUTHSA 3710KAYECTBEH-
HOY TMIIEPTEPMHUM OTMEYEH y GOJIbHBIX, CTpajaro-
LMX MUOTIaTUEH LIEHTPAJILHOIO CTEPXKHSA U XOHMA-
ponycTpoduyeckoit MuoToHuen [1, 2, 12].

2e. bonesnp uentTpampHoro crepxHsa (BIIC).
BIC BeI3BaHa MyTalLMeil CKeJIETHO-MBILIETHOTO
puaHogMHOBOro  peuenropa [30]. YBemrueHue
noroka Ca’* 4yepe3 aKTUBHMpOBAHHBIE W3MEHEH-
HbIM PMAHOOMHOBBIM pelernropoM Ca’f-KaHaJbl
CapKOIDIa3MaTUYECKOTO PeTUKYIYMa — KOHLIEHT-
paimg Ca?' B MMOIUIa3Me BO3pacTaeT — 3aboje-
BaHMWE HAYMHACTCSI B HEOHATAJIBHOM IIepHUOJE,
II03TOMY IO BO3AEWMCTBUEM BBICOKOM KOHIIEHT-
pawm Ca?* HapylaeTcs Iipolece GopMUpOBaHUS
MEBIILIEYHBIX BOJIOKOH, TIPEUMYILIECTBEHHO 3aTpa-
TMBAIOUIMIA KJIETOYHBIE BJIEMEHTHI B CEpALICBUHE
BOJIOKHA (MUTOXOHIPUH, BJIEMEHTHI capKOIUTa3Ma-
TMYECKOTO PETUKY/ITYMA), UTO IIPOSBISACTCS HaIU-
YMeM LEHTPAJIBHBIX “CTepXKHel” B OMONTaTe CKe-
JeTHOU MBI, KpoMe Toro, oTCyrcTByeT aKTUB-
HOCTb MHOIMX ¢epMeHTOB. Bce 310 B MTOre IIpH-
BOIUT K CHIDKEHMIO TOHYCA CKEJIETHBIX MBILIILL.

'BIIC — BpoXIeHHOe Herporpeccupyolee 3a-
GoneBaHUe, OTHOCUTCS K BPOXIEHHBIM HETIpPOr-
PECCUPYIOLMM MUOITAaTUSAM U IUarHOCTUPYETCA Ha
OCHOBAaHMM HAHHBIX MBINIEYHOM Ouoncuu [2, 6,
12, 41]. THIAYHBIMM KJIMHUYECKMMMU TIPOSIBIICHY -
AMM 3200JIeBaHMA SBIISIIOTCS BPOXIEHHAA MBIIICY-
Had cjabocTh, Oosiee BBIpaXeHHAsd B HIDKHHUX KO-
HEYHOCTSX, 3a[epXKa MOTOPHOIO Pa3BUTVS, MBIILIEY-
Has TUTIOTOHMSI, HOpMAaJIEHBIE TIIyOOKHE CYXOXWIb-
HBIe peqUIEKCHI M OTCYTCTBME MBILICYHBIX I'MIIO-
Tpouii, YyBCTBUTEIHLHBIX U MHTEJUICKTYaJIbHO-
MHECTUYEeCKMX HapyureHUH. Yacto umewTcs
BTOPMYHEIE KOCTHO-CYCTaBHBIE Aedopmain (Ha-
NpUMep, BpoXaeHHas ndedopmains Oenpa, pes
cavus) [12]. B HekoTOpBIX Cydasx 3aboyieBaHHe
MOXET TIPOSIBJISIThCA CYIOPOraMH Iocie pusmdec-
KMX TIEPErpy30K, JIOKAIHGHOM MBINIEYHON THMITOT-
podHeit WM KIMHWYIECKOW KapTUHOM, CXOOHOM ¢
TMPOTPECCUPYIOLIEHT JIMLIE-IONAaTOYHO-IUIeYeBOM
MBIIIEYHOM qucTpodueit [12].

3. Bpoxnennas muacteHus (BM). Cuno-
HUM: KOHT€HUTAJIbHBIE MHUACTEHUIECCKHE CHUHIPO-
Mbl. BM — reteporeHHast Ipyruia peIKMX reHeTH-
YecKMX HapyLIeHMIT HepBHO-MBILICYHOI Nepeaaty,
XapaKTepU3YIOLIMXCS IATOJIOrMYECKOM MBIIISYHOU
yrommseMocteio [2, 3, 4, 21, 30, 57]. Hamrane

CEMEIHOro ,AHAMHe3a U OTCYTCTBUE TeparneBTU-
yeckoro 3¢p@eKra oT IMOKOKOPTUKOCTEPOMIHEIX
TIpernaparoB U 1uiasmadepe3a MOXeT OBITh MCTIONb-
30BaHO i auddepeHIMaIbHOM ararHocTuku BM
OT TpuoOpeTeHHOM MuacTeHuM [2, 3, 57]. Panee
BBLIEILUTM ABe KIMHUYeckue ¢opMel BM [3, 4]:
JIOOPOKAYECTBEHHYIO BPOXICHHYIO MUACTCHUIO C
orameMorape3oM WM O(QTATLMOIUIETUEN U ce-
MEMHYIO [ETCKYI0 MHUACTEHMIO, HEPEIKO TIPOTEKA-
IOLYI0O C TAKEIBIM TIOpaXeHUEeM OYIbOapHBIX |
IBIXaTeNbHbIX MBIINL. B HacTosiee BpeMs ycTa-
HOBIIEHO, YyTo BM obycioBiieHa ropaxeHueM VOH-
Hbix KaHasoB [30]. TTo Tury narodusnonormyec-
KMX MEXaHMU3MOB, JIEXalllUX B OCHOBE 3a00JI€BaHMA,
BBIAEJISIIOT YETBIPE BPOXIEHHBIX MUACTEHUYECKMUX
cuHapoMa [2, 3]. Haubornee pacripocTpaHeHHBIMU
MMacTeHWYecKuMu cuHapoMamMu (MC), obycioB-
JIECHHBIMY TIOPaXEeHUSIMH MOHHBIX KaHAJIOB, SBJIA-
I0TCS CUHAPOM MeUIeHHBIX KaHaioB U MC c ne-
(vumTOM aLIEeTWIXOMMHOBEIX PELIETITOPOB.

3a. CuHIpOM MEUICHHBIX KaHaJOB BBI3BaH
TEHETUYECKUM Ne(eKTOM MBIIIEYHOTO H-XOJIMHO-
peueniropa [28, 30, 68]. Myraumda NpUBOAUT K
HapYIIECHUIO TIPOLIECCa aKTUBALIMM COTIPSIKEHHOIO
MOHHOTO KaHajla. OJTOT IIpoliecc oOecIieyrBaeT
BOCXOSIIYIO a3y MOTEHLIMATa IEHCTBUS, ITO3TO-
My IIpU CUHAPOME MEUIEHHBIX KaHaJIOB MMEET
MECTO HapylIeHHe TeHepalliM TToTeHLMaIa IeicCT-
BUS, a 3HAYMT, U MBIIIEYHOIO COKpalleHMd.

36. MC c nepuimdToM aleTHIXOIMHOBEIX
peUenTOpOB BHI3BaH MyTallMell MBILIEYHOTO
H-xonuHopeuenTopa [30]. BepoaTHo, moBpeXaeH-
HEIA peUenTop OOYyCIIOBIMBAeT ayTOMMMYHHYIO
peaKkiMio C TIOCNIEAYIOIIMM pa3pyllieHMEM  alle-
TWIXOJIMHOBEIX PELIENTOPOB.

CHHIOpPOM MEUICHHBIX KaHAIOB — ayTOCOMHO-
IIOMUHAHTHO HacjexyeMoe 3aboleBaHMe C Hava-
JIOM KJIMHUYECKHX TIPOSRICHUI B JIOOOM BO3pac-
Te, HEIPOrpecCHUpYIOLMM TeUYSCHUEM C 3MM30IaMU
060CTpEHMIA M TIPEUMYILECTBEHHOM JIOKaIM3aLMen
cmabocty U atpoduii B MBIIIAX IIEH, JIOMATo4-
HOM MYCKyJaType, pasrubatensax namsues [2, 25].
IIpu OMTI HabmomaloTcs IOBTOPHBEIE OTBETHI
MBIIIBI Ha ONWHOYHBIE CTUMYyJBl. OTMedaeTcd
VIIyYIIEHHE COCTOSHUS B OTBET Ha TYHUIMHA CYIIb-
¢aT, KOTOpEIM In Vvitro cokpalraetr BpeMsd OTKPbI-
THS MOHHBIX KaHaioB, M yxyauleHue Ha AXD
TIperniapaTtel U aMuMHoOrMpuauH [31].

3s. MC c pgedHimTOM alIeTWIXOJIHWHOBEHIX
PELIETITOPOB — ayTOCOMHO-PELIECCUBHO HACICy-
eMoe 3a0oJeBaHUe, IMPOSBISAETCA TpU POXIECHMMU
M B JaJbHEHIIIEM MEUICHHO ITPOrpecCHpyeT. Xa-
PaKTEpPU3YETCA OHO NTO30M, HapyIICHWEM IJIOTa-
HMSI, MBILICYHOM TMITOTOHMEH, 3aIepXKOW MOTOP-
HOTO pa3BUTHA, a Y HEKOTOPHIX OOJNBHBIX —

55



OB30PbLI

BPOXICHHBIM apTPOrPUITO30M; OTMEYAaeTCsl XOpo-
it a¢dexkT Ha AXD Tipenapathl U AMUHOITMPH-
ovH [2, 26, 66].

II. KAHAJIOIIATUU L EHTPAJIBHOH
HEPBHOW CHCTEMBI

la. HacnencrBenHnas rumnepakcrutekcus (HI).
CuHoHuM: crapTi-6one3nn. HI' Bbi3BaHa Myta-
e ol-cyObeAMHULILI TIMUIMHOBOIO peLEITopa
MeMbpaHbl MoTOoHelpoHa [30]. B Hactosiuee Bpe-
MA ONpEeAcJIEHbl XPOMOCOMA, I'eH M, 0 KpaiHei
Mepe, 3 Tura MyTalMii, oOyCIOBIMBAIOIIUX pa3-
Bute HI' y uyenomeka [55, 56]. Coobmaior o
JIETAJILHOCTU MOJOOHOT0 TeHEeTHUYecKoro Ae(ekra
U1 eTyurx Mblei [33, 58], Myraumsa rmim-
HOBOTO pELIENTOpa BBI3BIBAET HAPYUICHWE TOCT-
CHHAITTHYECKOTO TOPMOXEHUST MOTOHEHUPOHOB TJIH-
LIMHEPTMYECKMMU HEeHpOHaMH CIIMHHOIO MO3ra
(MpenIToNoXUTeIbHO, KiIeTKaMu PeHioy) — Mo-
TOHEMPOHBI HE 3aTOPMaXXWBAIOTCA — BO3HMKAIOT
HEKOHTPOJIMpYeMble KonebaHUS aKTUBHOCTH MO-
ToHelpoHOoB. [To uMelomumes gaHHBIM [35], nipu
HI' Takxe u3MeHserca (yHKLMOHMpPOBaHUE
Cl-xaHanoB. OOHUM M3 OCHOBHBIX ITPOSIBJIEHMIA
3TOro 3aboJIeBaHUS ABJISIETCA TATOJIOTMYECKAS IBU-
rarenbHasg peakuus (B3apardBaHue) TP BHEI-
HEM, IPEUMYLIECTBEHHO CIyXOBOM WJIM TaKTWIb-
HOM BO3IEICTBUM, OOYCIORIEHHAs TTOBBIILIEHHEIM,
M3-3a HENOCTATOYHOM WHTMOMIIMM €ro BBICLIMMU
LeHTpaMH, startle-pedpnexcom [1, 5]. Startle-ped-
JeKc (aHri. startle — wucryr) — (puaMonornyec-
KW TTOJIMCUHAIITUYECKUI pediiekc, BO3HMKAIOLIMIA
B OTBET Ha HEOXMIAHHBII pa3npaXXuUTelb U ITpo-
SBTSTIOMIMIACA B BUIE COKpalleHUS MHUMWYECKMX
MBIIIILI, CTUOAHHA TOJIOBBI, MOATATUBAHUA HAITUTIC-
4Mif BBEPX W BIlepel, HaKJIOHaA TYJOBMINA BIICpEI,
CrubaHMsA B JIOKTEBBIX, Ta306eAPEHHBIX U KOJICH-
HEIX cycraBaX. Brimemsior Gosbuiyio M Manyio
bopmer HT [5, 16, 64, 65]: manas ¢dopma rposs-
JLIETCS] TOJIbKO HETIOCTOSTHHO TTOBBIILIEHHEBIM startle-
pedrexcom. bombias opMa KIMHUYECKH Xapak-
TEpU3YeTCs] MOBLILIEHHDLIM startle-pediekcom Ha
MUHV- MaJIbHBIE CJIyXOBLIE WJIM TaKTWJILHBIE CTU-
MYJIBI, MBIIIEYHOW TMIIEPTOHMEN (WM reHepam-
30BaHHOW PUIMITHOCTLIO), BO3HMKAIOLIEH ITPU POX-
ACHWM, He Habmonamolielici BO BpeMs CHa U
TOCTENEHHO YMEHbLIaKoIeENcs ¢ Bo3pacToM. [Ipu-
CTYIMLI MAZCHUSA COYETAIOTCS ¢ MTHOBEHHOI TeHe-
PAIM30BAHHOM MBILIEYHON PUTUAHOCTLIO, OOBIU-
HO WMEIOTCS TIaXOBBI€ WIM TYIIOYHEIE IPLIKH.
Hepenko m3-3a reHepammM3oBaHHON MBIIIEYHOH
PUITMIHOCTH HACTyIlaeT BHe3allHasg CMepTh MJla-
IeHleB. MarHutHo-pesoHancHas (MP) criekrpo-
CKOIMA BLIABWIA JIOOHYIO HEMPOHAIBHYIO AUC(HYH -
KLU0 NpH JaHHOM (dopme ruriepaKerviekcuu [15].
O6cyxnaloTcss BO3MOXHEIE MEXaHU3MBI COYETAH-
Horo HaciemoBaHUs HI u HacnencTBeHHoro cra-
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cTuyeckoro Iaparnapesa [11]. Ilpeamonarator exuH-
CTBO MMaTOr€HETUIECKUX MEXaHU3MOB HacJIeICTBEH-
HOM TMIEPIKCIUIEKCUMM U CHHIPOMaA PUTHUIHOIO
(WM HemoJBIDKHOTO) pebeHka [22].

16. Hoynas nobHas smmunencus (HJID). 3a-
OoyeBaHME NEPBOHAYAJBHO OBUIO OIMMCAHO IpY
00CIIeloBAHUN YWICHOB OOJBLION aBcTpaymiickod
CeMbM, U TIPUUMHON ITaTOJIOTHM CUYMTAIM MYTa-
Mo (3aMeHa cepyHa-248 Ha (eHWIalaHHMH) BTO-
poro TpaHCMeMOpPaHHOIO JOMeHa reHa o4-cy0p-
€AWMHULIBI HEVPOHAIBHOIO HUKOTUHOBOI'O allETWI-
XOJIMHOBOTO PELIENTOPaA, JIOKAJIM30BAHHOIO Ha XpO-
Mocome 20q 13.2—13.3 [53]. JlaHHag MyTalLUs BBI-
3pIBA€T HapyUIEHWEe AaKTHBALMU COIIPSXEHHOrO
Na*-kaHaya (HEMocpeACTBEHHO KaHaJl HE 3aTpo-
Hyt) [30]. IIpennonaraercsa HapyireHue npolecca
MPECUHANTUYECKOT0 TOPMOXEHMSA HEMpOHa, BBI-
IeJAoUIEero Bo30yxXaalouit Mmeauatop. B pesyin-
TaTe MIPOUCXOIUT YCHWIEHHOE BBICBOOOXIEHUE BO3-
OyKIalollero MeauaTopa ¢ IoC/IeAyIOINIMM B CBSI3H
C 3TUM IOSBICHUEM OYaroB 3ITAIEITTMYECKOrO BO3-
o6yxneHud. Jlajee ObUIO BBISBIEHO, YTO B OCHOBE
HJI® Moryr ObITP U Apyrue BapUaHTHI MyTaLMH,
HEKOTOpEIE M3 KOTOPHIX BIUSIOT TaKXKe Ha TPaHC-
MeMOpaHHBIe NepeHOochl Kaiblmsa [13, 33, 59].

HJID — Hosonornmyecku caMocrostesibHasa (op-
Ma JOOpOKaYeCTBEHHON TaplLMaIbHOMN 3IIUIETICUI
C HayaJIoM KJIMHWYECKHX TpPOSBICHMII B BO3pacTe
OT 2 MecsleB 0 52 JieT, NPEUMYLIECTBEHHO B
BO3pacTe 2—8 NEeT, U MEPCUCTUPYICIIMX B 3PEJIOM
BospacTe. OHa XapaKTepU3yeTcs KjlacTepamM (1o
8 NMpHUCTYIOB) KOPOTKHX (MEHEee MHMHYTHI) HOYHBIX
MOTOPHBIX IIPUCTYITOB C TUIIE PKMHETUYECKUMHI WIH
TOHWYECKMMM TiposBieHMsMU [6, 30, 42]. Tlpu-
CTYITHI OOBIYHO BO3HMKAIOT Cpa3y XK€ IT0CJIe 3aChl-
TTaHWA WIA HENOCPEICTBEHHO TIepen ITpoOyXie-
HHMEM M 4YacTO HeOIOTHPYIOT KPMKOM, BHE3AITHBIM
3aTPYIHEHWEM AbIXaHWs, TPOMKHUM BCXJIMIIBIBAHM-
€M, XpIOKaHbEM WIM cTOHOM. Ilo wuMeromwmmMcs
naHHeIM [44], B 42% crnyyaeB MaHU(ECTHHIMU
CUMIITOMaMM OBLIO BHE3aITHOE ITpOOYXKIEHUE C
IVICTOHNYECKU-TUCKUHETUYECKUMM JIBVDKEHMAMH,
B 13% — crnoxHoe moBemeHue, B 5% — cBA3aH-
Hoe co CHOM OyitHoe moBemeHue. Hanbosnee vac-
TBIMU aypamMu ABJISIIOTCSI TOJIOBHAsA OOJb, CIIYXO-
BBI€ FaJUNOLUMHALIMK, KOTOPHIE CITOCOOCTBYIOT BHE-
3aITHOMY IMpoOYXIeHMIo TTaLeHTa. MHorna o6 aype
TMalMeHT BCIIOMUHAET JIMIUb MPU LieJeHaTIpaBIcH-
HOM OIIpOCe.

B MoMeHT mpHcTyria BO3MOXHBI pa3Ho06pas-
HBIC ABUTATEJIbHBIE PacCTPOMCTBA (THITEPKUHESHI,
KIIOHMYECKHE TONEPrMBaHHs, TOHWYECKME BBITH-
TMBAaHUA), TOBEIEHYECKHE M3MeHeHMs (ITOTBITKa
CECTh, HACWILCTBEHHASI THIIEP3KCTEH3UI, IIOJO-
XEHHMEC Ha YETBEPEHbKAaxX), INla3a OOBIYHO OTKpHI-
TBI, B3IJIAN HeTNomBWOKEH [6]. 70% OONBHEBIX He
TEPAIOT Co3HaHMe. [IpUCTyrT MOXET TpOSRIATbCS
TOJIBKO MPUKYCOM sI3bIKa [67]. TeueHne 3abosneBa-
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HUS LMKJIOJIETITUIECKOE (TIPUCTYITLI €XECHEIe b~
(Hble Wn exeMecaAuHble). CHIDKEHUE VHTE/UIEKTA
M HapyWeHW B HEBPOJIOTMMECKOM CTAaTyCe, Kak
“MpaBwio, He Habmonaetcs [6, 53]. Heitpopaayo-
TpaduyecKyie MCCIENOBAHUS HE BBISBIISTIOT, U3Me-
HeHMi{, SMUIECNTUYECKUI TmarTepH Ha DO B
MEXTIPUCTYITHOM MEPUONE OTCYTCTBYET y 84% ma-
LMEeHTOB. [JIMarHo3 ycTaHaB/IMBAlOT HA OCHOBAHWU
CBEIEHMIA O HACJIEACTBEHHOCTH, ZAHHBIX ‘KIIMHU-
gecknx U D3I -uccnenoBanuii (Hamume 6udpoH-
,TAIBHBIX SIMWIEIITUYECKUX pa3psanoB Ha O3 B
MOMEHT npucTyrna). OcoOeHHO BLIAECISIOT BBICO-
KYI0O IMarHOCTUYHOCTDL BHIEO-TTONMCOMHOrpadu-
4yeckoro MoHUTOpyrHIra [44, 45, 53, 71]. [Ipenapa-
TOM BBIOOpa IPH JIEUEHUU ABIAETCA KapOaMaseriH.
BricTpoe KynupoBaHMe TMPUCTYITOB MPOTUBOSITU-
JIENITUYECKUMMU TIperapaTaMyu Habmoxanocsk y 73%
OOJILHBIX HOYHOI JIOGHOM armerncueit [44]. Pac-
CMaTpMBAalOTCd BO3MOXHOCTH ITaTOreHETUYECKOM
XoJMHepruyeckon teparmviu [6, 13, 30, 42].

- 1B.. CeMelfHas TeMHUIUIErMYecKas MUIPEHb
(CI'M). laHHBIH BapMaHT MWIPEHM BBHI3BAH My-
TallMel HEMPOHAJILHOIo ITOTEHLMAI3aBUCUMOIO
Ca**-xaHama P/Q-tuma [30, 32, 47]. IIpu 3TOM
HabMoJAITC CIEAYIOUINE U3MEHEHMA:  YBEJU-
YeHHE MPOHMULIaeMOCTH KaHana aad Ca’t — rnoBbl-
lIEHWEe BHYTPUIJIETOYHOM KOHUeHTpaumu Ca*t —
afonTo3 KJIETOK TOJIOBHOTO Moara. IlepBoHa-
yaneHo CI'M cBsa3pIBaM ¢ MyTalmeii pacriono-
XEHHOTro Ha 19p xpomMocoMe reHa, KOIMpPYIOLIETO
al-cyopenuHuIly KarbLuMeBoro KaHaia P/Q-tuma
[30]. KpoMe HecKONbLKMX TUITIOB MyTallMii B TIpe-
genax 19-it xpoMocoMbl, B TIOCHIEAHEe BpeMs TaK-
Xe ObUM BhIsiB/IeHBI cBA3aHHBIe ¢ CI'M u3meHe-
HUd, JIOKAMU3YIolIMecss Ha [UIMHHOM Iuleye 1-it
XPOMOCOMBI, KOTOpbLI€ KOHTPOJMUPYIOT KaJlbLME-
BBI€ M KaimueBble KaHaibel [30, 32].

CI'M nposiBngeTcs roJIOBHBIMU GOJISIMU, KOTO-
PbIM B OOJILIIMHCTBE CIyyaeB TPeAIIecTBYET aypa,
NPEXONALIMM TIeMMITApe30M, IJIUTEIBLHOCTBIO 10
HECKOJIBKMX JHEM, HepedKO TOJOBOKPYXEHHEM U
APYTMMM CHMIITOMaMM 3aJHEH 4YeperHoM AMKH,
YTO, BEPOSATHO, CBA3aHO C JIOKAIM3aLIMEN TTOBPEXK-
JaeMbIX TIpY JaHHOM 3aboneBaHun P/Q-KaibLmye-
BBIX KaHAJIOB MpPEUMYILECTBEHHO B Moaxeuke [30,
32, 47]. B MeXIIpyUCTYITHOM II€pHUOAE MOTYT Ha-
Gmomathcd HMcTarM, ausapTpus, a y 50% Gomn-
HBIX — Mo3XeuykoBas atakcuss u MPT-nipusHaku
arpodym Mosxkeuka [30].

Ir. Ommsommueckas atakcus 1 Tvma (BA 1).
CHMHOHMM: 3MM30JMYECKasi aTaKCUd ¢ MHUOKHMMM-
eif. I'eHeTMueckM mepeKTOM, CBA3aHHBIM C JaH-
HOW TMAaTOJNIOTUEN, ABJIACTCA MYTalMs I'eHa Kaie-
BOr0 KaHajla (B HacTosllee BpeMsS BBISBICHO
HECKOJIBKO BapMaHTOB MYTallMii, COOTBETCTBYIO-
IIMX TaHHOMY (DEHOTMITY, UTO CBUICTEJILCTBYCT O
reTeporeHHOCTH JaHHOM marosoruu) [23, 30, 52].
Myralwst HelipoHanbHoro - K'-rmoTeH1man3aBUCH~

8. “HeBposornueckuit BecTHUK”, No 1—2.

MOTO .KaHajla BBIGBIBAET YMEHBIIIEHHE KaIUEBOro
TOK4 BO BpeMs TIOTCHUMAIA ACHUCTBUI — YIUIMHE-
HUE TIoTelMalla AeHCTBUA U3-3a. YMEHBIIEHUS pe-
MOJIAPU3YIOLLETO aecTBUsA - K ToKa: ‘B eauHuiy
BpEMEHU — TIpeObIBaHUE KJICTKM B TE€YCHUE . [ -
TEJILHOTO TIEpUoJa BpPEMEHM B  pedpakTepHOM
nepuozie (He OTBEYAeT Ha BO3IEHICTBUE CO CTOPO-
HBI Ipyrux HelpoHoB). Byryuu peakum 3abonera-
HueM, DAl OOBIYHO AEOIOTUPYET B HETCKOM BO3-
pacTe U TIPOAOIDKAeTCsd B TeYCHUE -BCEI KU3HMU.
JIng Hee XapakTepHBI IPUCTYITBI TeHEPaTM30BaH-
HOM aTakKCUM, KOTOphIE MOTYT TIPOBOLIMPOBAThHCA
3MOLIMOHAJIEHBIM TEPEHATTPIKEHUEM -UJTM BHE3ar -
HBIM HayaJlOM OBVDKCHUs, a B MEXIIPUCTYITHOM
repyuofie — MMOKMMME U HETpephIBHON CITOH-
TaHHOU aKTMBHOCTbIO Ha D3I, He Bceraa MposB-
Jsgouleiica kavHudecku [10, 18, 29, 30, 38].
B ommmume ot DA2, MpOOODKUTELHOCTD TIPUCTY-
MoB arakcuu Ipud DAl cocTaBsge€T HECKOJIBKO
MMHYT, TPUCTYITHI MOTYT TTOBTOPSTBECS HECKOJBKO
pa3 B JeHb. B MeXIIpUCTYITHOM I1€pUOAE OOBIYHO
He Hab/mojgaeTcsl HUCTarMa, MO3XCEYKOBOM AMC-
¢dysxipm. MPT ronoBHoro Mosra — B Tpelesnax
HOpMBI, B 1e0i0Te DAl TOIOBOKPYXEHUA HE ObI-
Baer [10, 17]. DddeKTUBHEIM TTpernapaToM B Jie-
yeHMHM Kak DAl, Tak 1 DA2 ABiseTcs aleTa3osna-
mun [10].

1n. Drm3oanyeckas atakcus 2 tuma (DA 2).
CHUHOHUM: HacJIeICTBEHHAas ITapOKCU3MalbHas
MO3X€E4YKOBas aTakcusi. B HacTosillee BpeMs OImu-
CaHO HECKOJBKO (PEHOTUITMYECKHX BapUAHTOB DA2,
CcBSI3aHHBIX ¢ 19-1 xpomocomoit [10, 30]. Myra-
1M HEWpPOHAILHOTO MoTeHlMan3aBucumMoro Ca?*-
KaHaja P/Q-TuIta BBI3BIBAaET CIECAYIOLIME CIBUIU:
yBeJIMUEHME TIPOHHULIaeMOCTU KaHana wia Ca*® —
[OBHIILIEHWE  BHYTPUKJIETOYHOM KOHLIEHTPALMKA
Ca?* — aronro3 KIeTOK MO3XeukKa DA2 SBisder-
csl penkuM 3a6oJIeBaHMEM, BOSHMKAIOIIMM B BO3-
pacte oT 3 1o 44 ner (wawe o 20 ser). Xapak-
TEpPU3yeTCS 3TOT BAPUAHT IPOJODKUTENLHEIMHU (OT
HECKOJILKMX 4acoB OO 3 CYTOK) IPUCTYNaMH, TH-
MUYHBIMU KJIMHAYECKUMM TTPOSBIIEHUSIMM KOTO-
PBIX SBJISIETCS aTaKCHsA TYJIOBMIIA M KOHEYHOCTEM,
HEBHATHadA peyb, TOJIOBOKPYKEHME, TOLIHOTA, PBO-
Ta, IBYCTODOHHSS CJIAbOCTh KOHEYHOCTEMH, MBYCTO-
pOHHEE CHWXKEHHE 3PEHUs, TTPOBOLIMPY- EMBIE (U-
3UYECKUM IIepeyTOMIIEHUEM, 3SMOLIMOHAIbHEIM
TepeHanpsDKeH|eM, TipreMoM ankororns [10, 17, 30].
B MEXITPHMCTYITHOM TepHojie HabMoIaeTCsl HUCTAarM
(v 80%), atakcus (TIpeMMYIIECTBEHHO Cabo BEI-
paxeHHas W JIyullle BBIABJAeMas IpU Xoxbbe mo
OOHOI JMHMHK). B ceMbsiX ¢ ITO3IHMM HaYaJloM
3a00JIeBaHUS OTMeuaeTcsd Ooyiee BBIPAXEHHAd M
TMIPOrpecCUpYIOLIas MEXITPHCTYITHAA aTakcud. Boa-
MOXHO OECCHMITTOMHOE HOCHTEJILCTBO JaHHOIO
reHotvmna. Y 13% GONBHBIX BHISBIISIOT HETIApOK-
CU3MAJIbHOE TeYeHHWEe aTakKCMM B COYETaHHM C
HucTarMoM. 50% OGOJNBHBIX XAJIYIOTCSd Ha MMIpe-

51



‘OB30PbI

HO3HEIE TOJIOBHLIE OOJM, Y HEKOTOPHIX BBISBIIS-
I0TC MPU3HAKM OasuapHoi murpeHu [10]. Bos-
JIEYeHHE B TMATOJIOTMUYECKUI TpoLece ITPU JaHHOM
3a00JIleBAHUM HECKOJILKWX CTPYKTYP MO3ra — MO3-
XeyKa, CTBOJIA MO3ra M KOPHI OOJIBIIMX TOJTylIa-
puit — BBIABIAETCA KaK [0 KIMHWYECKOW KapTH-
He, TaK ¥ MO JaHHBIM MMO3UTPOHHOM 3MHCCHOHHOMN
ToMorpahuu, OInpenelaIolleli CHYDKEHUE MeTabo-
JIM3Ma TVIIOKO3LI B MO3XEUKE, HWDKHEH 4YacTu BU-
COUHBIX noyie M B oboux Tajmamycax, rmo MPT
FOJIOBHOTO MO3ra — MpPU3HAKK aTpodHM MO3KeuKa
[10, 30]. IIpeobnamaHue MO3KEUKOBOI CHUMITTOMA-
TUKM MOXET OOBACHATLCA TpEeUMYILECTBEHHOM
nokanuzatmei Ca’*-kaHayoB P/Q-tuma MMeHHO B
MO3XEUKE.

le. CriuHouepebeiapHag aTakcusa 6 TuIia
(CIHA 6). DroTr THIl aTakcuM OOYCIOBJIEH MyTa-
Med (yBEJIMYEHUEM YMCIIa TPUHYKIJIEOTHIHBIX
CAG-1i0OBTOpPOB) HEHPOHAILHOIO IMOTEHLMAI3a-
Bucumoro Ca’*-kaHatoB P/Q-tuma [30,54], Bcnen-
CTBHE KOTOpOI YBEJIMUMBAETCS ITPOHMUIIAEMOCTE
KaHasma mid Ca** — TIOBBILIAETCS BHYTPUKIIETOY-
Has KoHuUeHTpauymsa Ca’’ — BO3HMKaeT arlorro3
kietok [lypkuHbe, KIeTOK-3epeH, KJIETOK 3ybya-
Toro smpa, HyokHeil omuBel. CIIA 6 — BapuaHT
HacJIeICTBEHHBIX MO3XEUKOBBIX aTakcuil 6e3 pe-
THHAJIbHOM HmereHepauu (xots B 30% ciyvaes
MMUTUpYET CITOpaIUUeCKUe aTaKCWH) W IPOABJI-
eTCA INPOTPECCUPYIOLIEN MO3XKEUKOBONH IUC(DYHK-
umei. [TocnemHsas BeneT K aTaKCUM XOILOBI, O3B
M KOHEYHOCTEMH, AM3aPTPUU U TJIa300BUTaTEIbHBIM
HapyllIeHUAM M coyeTaeTcs ¢ OOLIEMO3TOBBIMH,
9KCTPANTMPaMUIHBIMM, OYILOapHBLIMM, CITMHAJTBHEI-
MU U NepU(ePUYECKUMHU TTopaxxeHUamMu [27, 54].
Coobwaror o napoxcusmaibHocTy TeueHus CLIA 6
y Hekoropbix 60bHEX [27]. [Ipy MPT ronosHoro
Mosra y OombHBIX CIIA 6 OOGBIYHO BHIABISETCH
arpoua YepBs U TOJIyIIapUii MOBXKEUKa, a B 25% —
aerkas ouddysHas uepebpanabHas aTpodus.

B crpykrypax MosroBoro croja B IiepBbie 10:meT
3abosneBaHusa nipy MPT matosnoruy, Kaxk rpaBuino,
He obGHapyXuBaeTcsA OaXe Y OOJIbHBIX ¢ Hapyure-
HUEeM B30pa M TJIoTaHMsA. [ucTonormyeckoe: uc
CIIeTOBaHHe TTOKA3BIBACT BBEIPAKEHHYIO MO3XKEYKO-
BYI0 aTpo(hmio ¢ yMeHbllIeHHeM KieTok [lyp- KiHbe
U TPAHYJSIPHBIX KJIETOK, a TakoKe KIJIETCK 3ybyarto-
ro sapa v HvxHeit omeel [30]. CLIA 6 cocraBier
12-13% or uMcia Bcex ayTOCOMHO-IOMMHAHTHEBIX
MO3XEUYKOBBIX aTaKCHIf U TI0 CPaBHEHMIO C JIPYTU-
mu CILIA vame HayuHaetrcda nocie 50 JieT (mpu
npyrux ClIA cpeapHuii Bo3pacT Hayajia 3aboJeBa-
HMS TipyxoauTcd Ha 32—37 jier), 3HaYMTEIIHHO Yalle
TPOSIBIIETCS OTBOSHUEM W MO3XKEUYKOBBIMMU IJIA30-
JIBUTATEJIbBHBIMU HapYIIEHUAMH, PeXe — IUpaMu-
HOW M 3KCTparMpaMHIHONM cUMITTOMaTukoil. Ha-
PYLUEHMS MHTEIJUIEKTa OTCYTCTBYIOT [54].

PacctpoiictBa (pyHKIIMIT MIOHHBIX KaHAJIOB, SB-
JUIOIIMeECT pPe3yIbTaTOM TIeHEeTHYECKU-IeTEPMU-
HHUPOBAaHHBIX KAHAJOMATUN U JIEXallMe B OCHOBE
X I1aTOreHe3a, IpeNcTaBJIeHBl Ha PUCYHKE U
TabMLE. :

[IpoBeaeHHEBINM aHaM3 TIO3BOJISET BBIIEIUTH
CJICAYIOINEC 0COOEHHOCTH TeHETHYCCKU-AECTCPMM-
HupoBaHHBIX KIT:

1. OvnuUTeNnEHOM KIIMHMYIECKOI OCOOEHHOCThIO
KII sBnsgerca mapoKCHU3MalbHOCTh TEYEHUS MaH- |
HOM I'pyIITel 3a00IeBaHMIA; 32 UCKIIOYEHHEM BPOX- |
AEHHBIX MUACTeHUIECKUX CUHAPOMOB. Kpome Toro, |
TP HEKOTOPBIX 3a00JIEBaHUSIX HMEETCA COYeTa- |
HME TTAPOKCH3MOB Pa3JIMYHOro XapakTepa (Hampy- |
Mep, IIPUCTYNBI aTAaKCUM U MUTPEHO3HBIX TOJIOB- |
HBIX Ooseit mipu DA 2).

2. 3aboneBaHMA HAYMHAIOT ITPOSBIATHCS, Kak
MpaBUJIO, NIPH POXIEHUM WIU B IETCTBE. 3HauU-
TeJIbHO peXe Hab/moNaloTcs IO3THUE 00Tk
TeYeHUe 3a00JIeBaHMIA NTPEUMYIIECTBEHHO HETIpor- |
peccupyollee WIM MEIJIEHHO MPOrpeccUpyollee,

Tabunyg

HOKEUIPIZ%&LU/IH T€HETHUYECKOTro [[C(I)EKTa, Ha3BaHUE TI€HA U TUII HacCHeOOBAHUS MPpU HEBPOJOTHYECKUX
3a6OJ'ICB€lHPIﬂX, 06yCHOBJ’I€HHbIX FCHETHYECKN-AETEPMUHUPOBAHHBIMU KaHaJ0IaTUsIMU

3abonesaHus l HoHHbDI KaHaT l Tun Hacnenosarus I Xpomocoma i T'en

[CumnepIIIT Na+(I13)* OMUHAHTHBIH 17q23.1-q25.3 SCN4A

HopmolIIIl Na+(I13) TOMMHAHTHBIH 17923.1-g25.3 SCN4A

TunollIl CaZ*™(113) JIOMHHAHTHBIN 1932 CACLN]A3

IMT CL-(T13) JOMMHAHTHBIH 7q35 CLCNI1

pMT CL-(I13) PELECCUBHBIN 7q35 CLCNI1

M : Na+(I13) JIOMMHAHTHBIN 17q23.1-q25.3 SCN4A

AM Na+(T13) JOMHHAHTHBIN 17q23.1-q25.3 SCN4A ‘

3r Ca2+(ﬂ3)** JIOMUHAHTHBIH 19q13.1 RYR1, MHS |

BLIC ca2tU13) JOMUHAHTHELA 19q13.1 RYRI, MHS |

BM Na+(JI3) IJOMMHAHTHBIN 2q CHRNA, CHRND, 1
PELECCUBHBIN 17p CHRNB, CHRNE |

HI CL-(J13) JOMHMHAHTHBIA 5q32 GLRA-1 |

HIID Na+(J13) JOMUHAHTHBIA 20q13.1-13.3 CHRNA4

BA 1 K+(I13) JOMHUHAHTHBIA 12p13 KCNAIL

CIA 6 Ca?*(113) . AOMMHAHTHBIH 19p13 CACLNI1A4 r

DA 2 Ca2t(113) JTOMMHAHTHBIA 19p13 CACLNI1A4 5

I'M WL 3) TOMMHAHTHBIH 19p13 CACLNIA4 |

lIprymedanme. * TIOTENUNAN3ABUCUMBINA MOHHELI KaHasL; ** JIMTaH3aBUCUMBIA MOHHBII KaHaL.
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Puc. Cxema pacnosiokeHuss U (GyHKIIMOHMUPOBAHMA MOHHBIX KaHAIOB, TCHETHYECKME Ne(DEKTH KOTOPHIX IPUBOIAT K
Pa3BUTUIO HACIEACTBEHHBIX HEBPOJOTMYECKMX HapyueHu# [30, 49].

llpumevausd:

1. BesmpiM 1BETOM TNIPEACTABJICHB! ITOTCHIMAI3aBUCUMBIC KAHAJIBI, YEPHEIM — nura}{nsanncymmc KaHaJIbl. C’IIJCT[KaMM 0003HaueHE!
HAlPABICHNS MOHHBIX TOKOB IIPU aKTHMBAalMU KaHAIOB. B pamMKax yKa3aHbl HEBPOJIOTMYECKUE HAPYIIEHUS, BEI3BAHHEIE T€HETUYECKUMHU

nedeKTaMU KaHaja.
2. OyHKUMM KaHAJIOB:

- NOTEeHUMaN3aBUCUMBIN Na-KaHaT obecleyrBaeT MHHUMALMIO U AETOJSIDU3ALMOHHYIO da3y NoTeHLHMaIa JIEACTBUS;
- Na-kaHaier H- XOJIMHOPELETNITOPa, NIMLMHOBOIO peLENTOopa: ODECIeYUBAIOT ITOCTCHHANTHYECKUH no‘remman JIEXAlUHi B

OCHOBE TIpoliecCa MHULIMALMM ITOTEHLMaIa JEHUCTBUA,

- Ca’*-Kanan: obecrieyMBacT 3aITyCK TAKMX BAXHEUIUINX BHYTPUKIETOUHBIX IPOLIECCOB, KaK MEBIICYHOE COKPAICHME, BEIICICHUE

MEIMaTOpa B CHHAIITUYECKYIO WICIb U IP.;

- K*-kanam: obecnmeunBaer (ha3el PermoaApM3alMy U TUTICPIOTIAPU3ALUH TP TIOTEHIMANE NEHCTBUS;
- Cl-KaHa1 yBeaMYMBAET MEMOPAaHHBIA MMOTEHUMaT MeMGPaHbl MBILIEYHOTO BOJIOKHA.

3. IlpemaparomM BeIOOpa ITPU JIEUEHUU KaHaJIO-
MaThi{, OOYCIOBJIEHHBIX ITTATOJIOTMEI ITOTEHLIMAI-
3aBMCUMBIX MOHHBIX KaHAJIOB, SBISACTCS AUAKapO
(auerasomamun). I1peArorOXUTENEHO OH JeHCTBYET
cTabMITM3UPYIOIIE Ha IMAaTOJOTHYECKU U3MEHEHHEIE
WOHHBIE KaHaIbI ITyTeM M3MEHEHUsSI BHEKJIETOY-
Horo pH (cosmaerca MeTaGoMUYecKMiA aLMIO3,
KOTOPEII MOIynIHMpyeT (DYHKIIMIO 3aBUCHMEIX OT
HAMpSCKEHWS MOHHBIX KaHasoB) [54]. 3amedeHo
[10], 4TO 3aGosieBaHMA, XapaKTEPUIYIOLIUECT IIa-
POKCHUBMAIBHOM CHUMITTOMATUKOM, IIpU KOTOPHIX
HabmonaeTca xopournii 3¢ deKT oT alera3ogaMH-
ma (oMakap6a) U pyv KOTOPBIX OBLTM MAEHTU(GH-
IMPOBaHEl OOYCIIOBIMBAIOLIME MX IEHBI, COYeTa-
IoTCA C IaTONOrHeit MOHHBIX KaHaJOB.

4. PasiuyHble MyTalMd B TIpEIeNiaX OXMHAKO-
BLIX T€HOB MOTYT BLI3BIBaTh PaIM4HBIE 3aboJsieBa-
Hua. Tak, MyTaLig reHa HeMpOHAJIbHOTO H-XOJH-
HOpELIETITOpa OTBETCTBEHHA 33 Pa3BUTHE IO KpalHeH
Mepe Tpex (eHOTUITOB: MOOPOKAYECTBEHHBIX CE-
MEMHBIX HEOHATAILHEIX CYHOPOr, ayroCOMHO-AO-
MMHAHTHOH HOYHOI1 JIOOHOM SITWIEIICMKM U CHHI-

poMa HusKoamruaryrHoi 3T [60]. MyTaims reHa
HEpOHAILHOro IoTeHIMa 3aBucuMoro Ca’*-ka-
Haima P/Q-Tuma MoXeT OHITh IIPUYMHOM ceMeli-
HOM TeEMMIUIETMYECKOM MMIPEHHU, SIMM30INYECKOMU
aTakCuM 2 TMIIa, CIIMHOLIEpeOeIUIIpHOW aTak-
cuv 6 TvIa, a TakKe HETeMHIUIETMYECKOM MUT-
penu [40, 47, 62, 70]. Myralmu B TeHax pas3ifd-
HBIX KaHaJIOB ‘MOTYT NMPUBECTH K OYE€HBb CXOTHBIM
deHoTUNaM (TeHETMYeCKU TrereporeHHbM) [19].
HarpymMep, TIp¥ MUOTOHMU TIaTOJOTMYESCKUIA I'€H
MOXeT JIOKaJIM30BaThcd B 7 WM 17-i1 xpoMocoMe,
u3MeHsd aegrensHocTh Nat- wm Cl--kaHasnos [34],
IIpY 3MMM30AMYECKOi aTakcuy — B 1, 12 wmm 19-i
xpomocoMe [10, 29], mpu smwtencuu — B 8§, 20
wm 21-it xpomocoMe [14, 48, 60, 61], mpu remu-
IUIETMYECKOil MUTPeHH — B | wm 19-it Xpomoco-
me [30, 46, 62]. HekoToprie TreHETHIECKH HETep-
MMHMPOBaHHBIC KaHAJIOTIaTHH UMEIOT KIIMHMYEeCKHE
IPOSIBJIEHHs, CXOIHBIE C aYTOMMMYyHHBIMH 3a00-
JIEBaHUAMHN, — ayTOMMMYHHEBIE (eHOKOIMHU (Ha-
MMpUMep, MUACTeHMsI M HelipoMuoToHus) [30].
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5. U3 Bcex M3BECTHBIX KaHasomatvid, muddys-
Hoe (MHOTOCHCTEMHOE) LiepebpaslbHOe IMOopakeHHe
XapaKTepHO TOJBKO Uil 3a00JIeBaHViA, OOYCIOBJIEH-
HBIX MyTalMeidl TIeHOB, JIOKAIM3ylmMxcsad B 19-i
xpomocoMe. MIHTepecHO, YTo ¢ 3TON XK€ XpoMOoco-
MO#1 cBs3aHBI OonesHb AublreitMepa, LIAJTACHII
(omHWUM U3 TPOSRIIEHWI 3TOro 3aboyeBaHUs SBIIS-
eTcsl MHOTOOYaroBoe IMopaXXeHHe ToJIOBHOTO MO3ra)
M ceMelHasl THUIIePXOJIECTEPUHEMHUS (CITOCOOCTBYET
HapYILIEHHUIO MO3IOBOTO KpoBooOpalleHust) [7].

MaydyeHue xaHasonmaTui npopospkaercs. KaH-
OMIaTaMU Ha BKJIIOYEHMWE B TPYITITY 3a00JIeBaHMUIA,
B TATOT€HE3€ KOTOPLIX MATOJOTMs MOHHBIX KaHa-
JIOB MTPAeT BEOYLIYyIO pOJb, SBJSIOTCS HEBPOJIO-
THUYECKUE 3a00JIEBaHUSI, UMEIOLINE TTapOKCU3MAaJTb-
Hoe TeyeHHe. Hanbosiee BEpOATHLIMU FeHETUYECKU
netepMuHUpoBaHHEIMM K, uccrenoBaHue Koro-
pLIX ceiyac MPOBOOUTCS, MPEACTABIAIOTCSA Tapo-
KCU3MAJIBHEIA XOPE0aTeT03 CO CIACTUYHOCTHIO
(maToNorvIo CBSI3LIBAIOT C MyTallMel, JIOKAIM3YIO-
LIeHCcS B CBA3AHHOW C KaJMEBBIM KaHaJIOM 30HE
1-i1 XxpOoMOCOMBI), CEMEUHBII Cra3M IoabopoaKa,
XOHIpoAMCTpO(UUECKass MapaMUOTOHHUSA (MHOTO-
Huyeckuii cuHapoMm Ieapua-—/Ixammnerna) [30].
CoBpeMEHHBIE UCCICIOBAHUS KAaHAIONMATUI — HO-
BOM M TEPCIIEKTUBHON 0O0JIaCTH MEIULIMHLI, Tpe-
Oyiolell MPUMEHEHUS CJIOXHBIX M IOPOrOCTOSI-
IIMX OMOJOTHMYECKMX M (DM3UYECKMX TEXHOJIOTHUIA,
HE OrpaHWYMBAIOTCS ITOMCKOM OOBSICHEHMUII MaToO-
Te€He3a MMapOKCH3MAJILHLIX cOCTOSHMM. [lomydeH-
HbBIE PE3YJIbTaThl CIIOCOOCTBYIOT TOMCKY CPEACTB
a[IeKBaTHOM Teparmiyi MHOTMX IPYTMX ITaTOJIOTH-
UECKMX ITPOLIECCOB U 3a00JIEBaHUIA, B TOM YMCJIE
VI TEHETUYeCKU-1eTEPMUHUPOBAHHBIX HEBPOJIOIU-
YECKUX 3a00JIeBAHMIA.
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BHYTPHUYEPEITHBIE APTEPUAJIbHLIE AHEBPHU3MBI

KasaHcKMH rocyaapcrseHHbIH MEIHUHHCKHE yYHHBEPCHTET

ApTCpI/[EU[beIe aHeBpU3MEBI (AA) — 3TO BHI-
MSIYMBAHUS TIaTOJIOTUYECKU U3MEHEHHOM
CTEHKU apTepUy Ha OrpaHMYEHHOM Yy4acTKe. BHyT-
pyYepenHble aHeBPU3MBI AEAT Ha TpU Mopgo-
JIOTUYECKUX TUTIa: |) MelIoTYaTble — BBINISYMBA-
HUE CTEHKM cocyla UMEET BUI HEOOJIBIIOTO MeILKa
c bomee WM MeHee c(HOPMMPOBAHHOMN IIEHKOI;
2) dysubopmMHbIE — BBITTYUBAHUE ITPOUCXOIUT
Ha TIPOTSDKEHUU OIpeIeJICHHOTO CETMEHTa Cocyaa
0e3 oOpa3oBaHMs 1IEMKHU; 3) pacciavBaloUIde —
00pa3yeTcsl JIOXKHLIA ITPOCBET B CTEHKE apTepyUU
Ha HEKOTOpPOM €€ TIPOTSAXKEHHM, IT0 KOTOpOMY
YCIPEMILIETCS KPOBD.

MewoTyateie aHeBpU3MBI SIBIIIIOTCS CaMBIM
PacrpoCTPaHEHHLIM MOP(OTIOTHUECKUM TUITOM AA.
Boripoc 06 ¥x mpoucXoXZEHUM IO CMX IIOp OT-
KpHT. VIMEloT MeCTO HECKOJILKO 3THOJIOTMYECKHX
(axTOpoB MernoTyaTerx AA. Bo-TIepBhIX, 3TO BpOX-
JeHHasd MpenpacroioXXEHHOCTL B COYETAHMM C
reMOIVMHAMUYECKMMM HApYLIEHMSIMM . (TaK Ha3bl-
BaeMble OM(pypKalLlMOHHO-TEMOIMHAMUYECKHE),
Korma AA TOABIAIOTCSA BCJICACTBHE BPOXIEHHBIX
Ae()EKTOB B MBILIEYHOM  CJIO€ LIepeOpabHBIX ap-
Tepui, Yalle Hab/ogaeMbIX B MecTax Mx 6Mdyp-
KallMii 1 BO MHOTOM OOYCJIOBJIEHHBIX Ae(HULIMTOM
kommtareHa 111 turra. OgHAKO KaKMMM Obl 3Ha4M-
MBIMM He OBLTM BpOXICHHDIE CTPYKTYpPHBIE TIPeX-
MOCBUIKM pasBuTus AA, BENYLIYIO POJIb B MX

BO3BHMKHOBEHHH UTPAIOT TEMOAUHAMMIeCKIe (hakK-
TOpBI, Haubosee BBIpaXEHHbIE MMEHHO B MecTax
oudypkainii cocymoB [14]. @opmmpoBaHmio AA
MOTIYT CIIOCOOCTBOBAaTh KaK CHCTEMHBIE (IMITEPTO-
HUYyeckasl 60J1e3Hb, MONMKUCTO3 ITOYEK, KOApKTa-
LIMSI AOPTHI), TaK U perMOHapHbIe (apTepHUOBEHO3-
Hble Manbdopmauuu, (UOPO3HO-MEIIICYHAT
JIUCIUIA3US U Ip.) TeMOAMHAMHUYECKME HapyILIEHYs.

“ATepOCKIIEpOTUUYECKUE” aHEeBPU3MEI 00pa3sy-
I0TCq M3-3a JIETeHEPAaTUBHBIX U3MEHEHMIT COCYIMC-
TOU CTEHKM, NPUBOIAIINX K €€ OcabeBaHMIO.
OueHb penko AA pa3BUBAIOTCS TIPU METacTa3upo-
BaHWM HEKOTOPBIX OIyXOJIeH (MUKCOMEI MPEACEp-
1A, XOpPUOKApPLIMHOMBI U HeduddepeHIMpoBaH-
HOM KapLUMHOMBI), KOI[a OIyXOJieBhle 3MOOJbI
MEHETPUPYIOT SHAOTENMIA MOZIOBHIX COCYIOB M
HAYMHAIOT BEreTHPOBaTh, pa3pylllasl CTEHKY COCY-
na. Tlonx BMaHMeM MHGEKIMM BO3HMKAOT TaK
HasplBaeMble MMKOTUYECKUE aHEBPU3MBI BCIEI-
CTBME aIre3uy MHQMUUMPOBAHHBIX 3MOOIOB (6aK-
TepUAJIEHBIX, PeXe IPUOKOBEIX) K MHTUMHON 0060-
JIouke apTepuil. Yalie Bcero oHU HabMmoOmaloTCT Y
OOJILHBIX C TTOJOCTPHIM OaKTE€pUAJIbLHBIM 3HIOKap-
JTAUTOM M XapaKTEepU3YIOTCA pACIIONIOXEHWEM Ha
KOHBEKCHTATBHOM MOBEPXHOCTH Mo3ra (4—5% Bcex
BHyTprueperHex AA) [30]. CymectBylor AA, o0yc-
JIOBJIEHHBIE 3aKPBITON WIM TPOHMKAIOLIEW Yeper-
Ho-MozroBoi TpaBmoit (YMT). OHM cOCTAaRISIOT
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