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JINCTOHNYECKUE TUTIEPKUHE3bI
y JIETEHU paHHET O JIETCKOI'o BOo3pacTra

M.IO. BoosioBa, B.C. Kakaymuna, E.C. nbuna, N.B. Hekpacosa, H.JI. Ilevarnnkosa,
C.B. Muxaiinosa, M.b. Muponos, K.FO. Myxun

000 «Hrcmumym demckoii Heaposoeuu u anusencuu um. Cesmumens Jlyku» (Mockea);
QI'BY «Poccuiickas demckas Kaunuveckas 6oavhuua> Munsdpasa Poccuu (Mocksa);
TBOY BIIO «Poccuiickuii HauuoranbHuiil uccaedosamenvckuti meduyunckuii yuugepcumem um. H.H. Ilupoeosa» Munzdpasa Poccuu (Mockea)

Y demeii maaduieco o3pacma oucmonueckue eunepkuHesbl MoZym 6X00ums 6 CpYKmypy MHOUX CUHOPOMOB, KOMOpble UMM Pa3AlHble SMUOA0UMECKUe
(haxmopel, npoeHo3 u Aeuerue. B 0030pe npedcmasienbl MH02000pasHble KAUHUYECKUe 6apuanmbl QUCMOHULL: uouonamueckue 0o6poKaecmeentbie (opmbl ouc-
MOHUU ¢ 0e0l0MoM Ha NepeoM 200y JCU3HU, OUCIOHUYECKIUe CUHOPOMYL HA (hoHe Pe3udyanbHo20 NOPAdICEHUs HEPBHOIL CLCMeMbl, HACAeOCMBeHHble UOUOnamuye-
cKue OUCOHUL, CUMNIMOMAMUYECKUe OUCIOHUL, a MAKJce HeKOmopble cXo0Hble cocmosnusA. Juaznocmuxa ducmoruu y demeii mpeGyem npuMeHeHUs. WUpoK02o
cnekmpa 00cae008anull, 8 my. Memo0os HeiposU3yasu3auul, npooosycerHoeo eudeo-II-monumopunea, eenemuyeckux uccaedosanuil. JAughgeperuuansoiii
duaero3 ducmonuii y demeli npo8oOSM ¢ pA3AUMHBIMU NAPOKCUSMAABHBIMU COCTOSHUAMU OemcK020 803paAcma NUACHMUMECKUL] U HeINUACHMUHeCK Ol NpUpodsl.

Kirouesbie ciioBa: TMCTOHMS, paHHUI IETCKUIA BO3pACT, TeHETUUECKAs TeTePOTeHHOCTD, IMArHOCTHKA,
MPT, Buneo-29'-MOHUTOPUHT.

HCTOHMS — 3TO JABUTATENbHOE PacCTPONCTBO, CBS-

3aHHOE C HEMPOTPAHCMUTTCPHBIM AKCOATAHCOM

W XapakTepuaylolieecs IOCTOSHHBIM MM 3IH-

30IMUYECKIM COKpAIIeHWeM MBI ¢ (PopMHIpo-

BaHMEM IIOBTOPHBIX CTEPCOTUITHBIX IBMXKCHMIA
u/vnu o3 [28]. BriepBble TepMUH «IUCTOHMS» ObLT MpeLIO-
keH I. OnmnenreiimoM B 1911 1. 1151 06003HaYeHUS «CUHApPOMA
MOCTOSTHHBIX MBIIICYHBIX COKPAIICHHIT, BRI3bIBAIOIIIX IOBTO-
PSIIOIINECS] CKPYYMBAIOIIUE IBIKEHUS IMOO TTaTOJOTHYECKIe
03Bl TYJIOBUIIA, IeH, PYK, HOT ¥ CIIa3Mbl MBIIIIL Jua» [ 14].
L. Geyer u S. Bressman (2004) BHecliu B omipeieIeHUE TUCTO-
HUY PsIT TOTIOJTHUTEIbHBIX XapaKTePUCTUK, KOTOPHIE CBSI3aHbI
C BO3pacToM, 3THOJIOTHEH,, TOKATM3aIIMel TopakeHHOH YacTn
Tena [23].

[To 3THONOTUY TUCTOHUIO OEJIAT Ha nepeuuHyto (uduonamuye-
ckyio) u emopuunyio (cumnmomamuyeckyro) [26]. IlepBuunas
JUCTOHMSI — 3TO 3a00JIeBaHKME, OCHOBHBIM U €IMHCTBEHHBIM
CHMIITOMOM KOTODOTO SIBJISICTCS IMCTOHMYECKUI TUIIEPKUHES
(momyckaeTcsl Takke Haluyue Tpemopa M MuokimoHui) [10],
TIPX 3TOM JIabOpaTOPHBIC ¥ HEHPOPATIOIOTNUECKIAEC MCCIIENO-
BaHUS B HOPME, a B aHAMHE3¢ OTCYTCTBYIOT MH(EKIMOHHBIE,
TOKCUYECKHEe W WHBIE (haKTOPHI, CIIOCOOHBIEC BHI3BIBATh AMC-
ToHMI0. TakuM 06pa3oM, mepBUYHASL JUCTOHUS — 3TO AUATHO3
UCKIIIOYeHUs. BropuyHas nuCTOHMS BO3HMKAET MpPU OpraHM-
YeCKOM TIOpakeHUH CKOPIYITHI, pexXe — OJeTHOTO Iapa MIn
Tamamyca. K mono0HoMy n301MpoBaHHOMY TIOPaKEHUIO MOTYT
MPUBOAUTH MHCYJIBThI, TPABMBI, TMIIOKCHSI-acHUKCHS, 6ONC3HU
00OMeHa M 9K30TeHHbIC MHTOKCUKaIH. [1pn aToM, KpoMe JTc-
TOHUH, Y OOJBHBIX OOBIYHO OTMEYAIOTCS pa3IIHbIC HEBPOJIO-
TMYECKUe CUMITTOMBI [22].

Knaccuduxamus

Mo MHeHMIO GONBIIMHCTBA YYEHbIX, HE CYLLIECTBYET ONTHMAJb-
Ho#t Kinaccudukaimu auctonud. Haubonee ynaunyto Kiaccu-
(buKaIio, IPUHATYIO B HacTosIIee BpeMs MexXIyHapOmTHBIM
obmectBoM aetckux HeBpojoroB ICNA, mpemroxun S. Fahn
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B 1987 r. [27]. Ee MBI 1 OyneM NMpUaepXUBaThcsl B HACTOSIIIIEM
ob3ope.

1. Houonamuueckue do6poxauecmeennvie dguzamevHole
paccmpoiicmea ¢ 0e610mom Ha nepeom 200y HCUHU

ITapokcu3mMajibHOEe TOHHYECKOE 3aBeJeHHe B30pa XapaKTeph3y-
€TCs1 MOBTOPHBIMMU SIIM30JaMH 3aBeJeHMsI [J1a3 BBEPX, pexe —
BHU3. JleOloT Ha mepBoM Tomy Xu3Hu. Yacto coueraercs
C KOMITCHCATOPHBIM CTHMOAHMEM IIEM W HUCTaIMOM, peXe —
C arakcueii. JImTenbHOCTh AMU30a — OT HECKOJIBKUX YacOB 10
HECKOJIbKUX JHE. [Opr30HTaIbHbIE IBIKCHUS IJ1a3 HE Hapy-
HICHBI. D306l IPOBOLUPYIOTCS BO30OYXKICHIEM, MHTEPKYP-
peHTHbIMU MHbeKunuIMU. COCTOSIHUE UMEET UAMONATHIECKYIO
MIPUPOY, IPEATIONOKUTENBHO ¢ AyTOCOMHO-TOMUHAHTHBIM TH-
TTOM HacJIeIOBaHWS. Y TAKMX ITAI[IEHTOB MOTYT BHISBIIATECS MY-
TallMU B TeHe KanblueBoro KaHana CACNAIA. MPT ronoBHoro
MO3ra B HOpME, PeXe OTMEYaeTCsl TUIIOMUETMHU3ALINS, TIepH-
BCHTPUKYISApHas JeiikoMasauus. Crenudmdeckoe JedeHIe
He pa3paboTaHO; B HEKOTOPHIX Ci1ydasix 3 (eKTHBHA JIeBOIONIA.
JuddepeHInaTbHBINA MarHO3 MPOBOAAT ¢ AMMICITUYSCKUMU
MIPUCTYIIAMH, B YaCTHOCTH, C OKYJIOMOTOPHBIMH TIPUCTYIIaMU
M aTUIMYHBIMKM abcaHcamu. ToHMYECKOe 3aBefeHME B3opa
CIIOHTaHHO YXOIUT B Bo3pacte 1—4 roga. I[IporHo3 Gnaromnpu-
SITHBIH, OMHAKO Ha TMPOTSIKEHUH ITUTEILHOTO BpeMEHH MOTYT
COXPAHSThCS aTakCHsl, KOTHUTHBHbBIE PACCTPOMCTBA M IJ1a30-
JBUraTeIbHbIE HapyleHus [39].

Spasmus nutans (KuBaTelbHas CyIOpPOra) HauMHAeTCS y neTei
B Bo3pacte oT 3 1o 12 mec. [IpeacrasisieT coboii MeIEHHOE
KavaHMe rOJI0BOII (¢ YaCTOTOH 2 B CEKYHIY) B TOPH30HTAIBHOM
(HeT-HeT) WK BepTUKaJIbHOM (#a-ma) HampasieHusx. [lpen-
TOJIAraloT, YTO KaYaHUE TOJIOBOM KOMITEHCHPYET UMEIOIUHCS
HuctarM. Bo BpeMsi ¢ukcaluu B3opa Ha MpeaMeTe KayaHue
ycunuBaetcs. CocTosTHUE KyIUpYeTcs Yepe3 HeCKOIbKO Mecsi-
1LIEB, @ HUCTarM MOXeT coxpaHsThes 10 5—12 ner. MPT B Hop-
Me, B PEIKHX CIyJasX BBISIBIISIOT JUCTCHE3UIO YEPBS MO3XKeU-
Ka. [IporHo3 xopoIuii, ICMXOMOTOPHOE pa3BUTHE HE CTpaaeT.
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HuddepeHnanbHpli [UarHo3 MpoBOAST ¢ MH(DAHTUILHBIMU
crasMaMy IpH SMuIenicuu u crepeotunusamiu |30, 33].

JloOpoKaueCTBEHHbIM MapOKCU3MalbHbIA TOPTUKOJIUC BO3-
HUKaeT B Bo3pacTe OT 2 10 8 Mec. XU3HM, BbIpaxaeTcs Io-
BTOPHBIMM TIPUCTYIIAMK KPUBOIIIEH, KOTOPBIE IUISATCS OT He-
CKOJIBKMX MHUHYT 1O HECKOJIBKMX HeIesb, MPUCTYIIHI MOTYT
COIPOBOXIATbCA BO30YXAeHHEM, OJeMHOCTbIO, aTaKCHeil,
pBoTOii. HeBponormueckuii cratyc BO BHETIPUCTYITHOM MEPUO-
Jie B HOpME. DIU30IbI KYMMUPYIOTCS CITOHTAaHHO K 2—3 rozjam,
pexe — K 5 romaM. B 11kobHOM Bo3pacTe 4acTo pa3BUBAETCS
MUrpeHb. 1 IMarHOCTMKY HEOOXOAMMO MTPOBOMUTH BUIEO-
B3I -Monurtopunr, MPT roJ0BHOTO M CIIMHHOTO MO3Ta, re-
HETUYECKUI aHaau3 Ui moucka MyTauuil reHoB CACNAIA
u PRRT?2. MuddepeHInanbHbIi AUarHO3 TPOBOAAT C SMUIIET-
CHel, TUCTOHUEN, HEUPOIIETICUEN, OIYXOJISIMU 3aIHEN YepeIl-
HOIt SIMKH, TIOBPEXICHUEM IIEHHOro OTAe a CIIMHHOTO MO3ra.
CneunanbHoro JiedeHus He Tpedyercs [13].

Bpoxnennas kpuBomies TIPOSIBIISETCS HAPYIICHHBIM TTOIOXe-
HUEM TOJIOBBI M OTPaHMYEHHUEM IBMKeHUI B miee. [Tomasstio-
1iee GOJBIIMHCTBO CITyYaeB CBS3aHBI C MATOJOTMYECKUM Teve-
HUEM OEpPeMEHHOCTH U POJIOB, MPUBOASIINM K U3MEHEHUSIM
B IIEI{HOM OT/IeJIe TIO3BOHOYHMKA, MBIIIIIAX, TOKPOBHBIX TKa-
HSIX, a TAKKe K Pa3IMYHbIM BapHMaHTaM MMOPaXXeHUs IIEHTpasb-
HOI1 HepBHOIA CUCTEMBI (IO MEXaHM3MY THITOKCUU-aC(HUKCUU 1
TpaBMbI). MeHee 5% cityyaeB BpOXICHHOI KPMBOIIIEW COCTaB-
JISTIOT aHOMaJIMK IIEeHHOTO OTIeNa MO3BOHOYHMKA (CHHIPOM
Knunmnens-Deiins), koTopble BCTPEYAIOTCS U30JIUPOBAHHO
WY B COCTaBe CUHIPOMAJIbHOU MATOIOTUK. [{/1sl AMarHOCTUKH,
MOMUMO HEBPOJIOTMYECKOTO OCMOTpa, MMeEeT 3HaueHue YJb-
TPa3BYKOBOE MCCIIENOBaHKE HICHHOTO OT/eNa TI03BOHOYHMKA,
IPYIMHHO-KTIOYMYHO-COCLUEBUIHBIX MBILIL U TOTOBHOTO MO3-
ra; 1o MOKa3aHUsM MPOBOIST PEHTTEHOJIOTMYECKOe UCCIeNo-
BaHUE LIEIHOTO OT/eNa TO3BOHOYHNUKa [19].

JloOpokayecTBeHHAS HIMONMATHYECKASA ANCTOHHSA MJIaJeHYe-
CTBa — CErMEHTapHasl AMCTOHUS, Yallle BEpXHel KOHEYHOCTH.
BosHukaeT B Bo3pacTe 0K0JI0 6 Mec, CIOHTAHHO KYIHPYETCS K
2 romaM. JInCTOHWYECKAs! YCTAHOBKA KOHEYHOCTHU (IIPOHAIIMS
MIpeAruIeyubs, (peKcus KUCTH) OOBIYHO 3aMEeTHA B TIEpHOJI, KOT-
Iia peOCHOK OCBaWBacT HOBBIE IBUTATCJIbHBIC HABBIKM — ITOJI-
3aHme, Xons0y. PasButie pebeHKa He CTpamgaet, HeBPOJIOTUe-
CKMIi cTaTyc B HopMe. J1J1s1 MCKITIoueHMs 3a001eBaHU I HEPBHOM
cucTeMbl (TIPOTPECCUPYIOIINX TUCTOHUH C IeOI0TOM B IETCKOM
BO3pacTe, Iape30B IUIEYEBOTO CINICTCHHS B pOfax, reMHIIape-
tuueckoit opmbl JLIT) u opronesnueckux mpodieM HeoO-
xoauMo npoBoauTh BT, MPT rosoBHOro ¥ CMMHHOTO MO3ra
[28]. Teuenus He TpebyeTCs.

2. Pe3udyaavnote dgucameavHoie paccmpoiicmea

Jlerckuii nepedpanbhbiii napammg (I1IIT). /{suratensHbie Hapy-
HIEHUS Y AeTeil ¢ MOCAeACTBUEM NePUHATAIbHOTO MOPaXKeHUs
TOJIOBHOTO MO3Ta BKJTIOYAIOT: OMCTOHWYCCKHE aTaKu, TUIIEp-
KMHE3BI, yCUJICHHNE TT03HO-TOHUYECKHX pediekcoB. B HeBpo-
JIOTUYECKOM CTaTyce OTMEYaeTCsl TOBBILICHUE WM TIOHIXKEHHUE
MBIIIEYHOTO TOHYCa, THIeppedIeKcusl, 3aIepXKa pa3BUTHS,
rjaa3oaBurarenbHbie cuMnToMbl. MPT ronoBHOro mMosra Bbl-
SIBJISIET KOPKOBO-TIOAKOPKOBYIO aTpo(uI0, MePUBEHTPUKYJISP-
Hyl0 JiefikoMasiuio [16].

limepkunernyeckas dopma A1IIT u runepOnmMpyOHHOBAs SHIIE-
(danonarusa. B aHaMHe3e y Takux MalMeHTOB HEPEIKO BbISB-
JITFIOTCST HApYIICHNs ITepUHATAIBLHOTO Tieproaa (HeIOHOIIeH-
HOCTb, CETICHC, almmo3, pe3yc-KoH(KT). [IcrmxoMoTopHOE
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pa3BUTHUE MPOUCXOIUT C 3alePXKKOM, oTMevatoTcsl Auddy3Has
MBIIICYHAST TUTIOTOHMSI, BBIPAXECHHBIC THUIICPKUHE3HI (aTeTO3,
JVCTOHMS), MOXET MMEThb MECTO YMEpeHHasl CHacTUYHOCTb
B IMCTaJIbHBIX 0TI ax KOHeuHocTei. Korma pebeHOK HaYuMHaeT
XOJMTh, CTAHOBUTCS OYEBUIAHBIMU rpy0ast TYJOBUILHAS aTaKCHs
1 MOTOPHAs HEJIOBKOCTh. Peub nu3apTpuyHa, HaboaaeTcs r-
nepcaauBauusi. YacTbl HaApyLIEHHUs CIyXa, SMU30/bI 3aBeCHMUS
B30pa BBepX. B comMaTmueckoM craTyce BCTpEYaloTCsl MMCILIA-
3Us1 MU 3y00B, (DYHKIIMOHATbHBIE HAPYLIEHUS KeTyI0UYHO-
kumeyHoro Tpakta. Ha MPT BbISIBAAIOT UM3MeHEHUe
CUTHaJIa OT OJIeMHBIX 11ApOB, CYOTaTaMUUYECKUX SIIEP, pexXe —
orpaibl, a TakXe MEepUBEHTPUKY/ISIPHYIO JelikoMansuuio. Ya-
CTO BCTPEYAIOTCSl HEMPOCEHCOPHAs TYTOYyXOCTb (0COOEHHO MpU
TUTIEPOMIMPYOMHOBOI SHIIE(ATONATUNS), CHIKCHUE TIPOBE-
JIEHUST UMITYJIbca 10 AaHHBIM 3PUTEIbHBIX BbI3BAHHBIX MOTEH-
uuanos [37].

IocTTpaBMaTHYeCKas AMCTOHNS PA3BUBAETCS MTOCNIE TPABMBI TO-
JIOBHOTO MO3Ta, Yallle B BUAE TEMUIUCTOHUU. B HeBponornye-
CKOM CTaTyce BBISIBJISIOTCS CUMITTOMBI, YKa3bIBAIOLIME HA oyar
MOBPEXAEHUS: TJa30BUTaTe/IbHbIe HApYILEHMsI, AU3aPTPUs,
nape3bl. Ha MPT ronoBHoro Mosra BU3yadu3upyeTCsl OQHO-
CTOPOHHEE TMopaxeHHe Oa3albHBIX sfep. XapakTepHa pe3u-
CTEHTHOCTb K MEMKAMEHTO3HOMY JieueHU10. [TonoXUTeIbHBbII
3¢ GhEKT MOTYT OKa3biBaTh MHBEKIUHN OOTYTMHMIECKOTO TOK-
CHMHa, ITpU He3A(POEKTUBHOCTU NMOKa3aHO HEUPOXUPYPIUYECcKoe
BMEIIIaTeNbeTBO [18].

3. Houonamuueckue dsuzamendnbie paccmpoiicmea
HACAeOCMBEHHOU JMU0A02UL

ITepBuynas (umHomaTHyeckass) TOPCHOHHAS AUCTOHMA. [[aHHOE
3a00J1€BaHNE OUATHOCTUPYETCS B CIydyasx, KOrma TUCTOHUS
SIBJIICTCSl SAMHCTBEHHBIM KIMHUYECKAM CHMIITOMOM (33 HC-
KII0YE€HMEM TPEMOpa U MMOKJIOHYCA), OTCYTCTBYET KaKasi-11u00
9K30TeHHas MpPUYMHA, a TaKXKe HEeT IPYIUX HACTeNCTBEHHO-
JeTeHepaTUBHBIX 3a00JIeBaHMI HepBHOI cucteMsbl [9]. B Ha-
cToslee BpeMsl OOLICTIPUHATON SIBSETCS KiIacCubUKAIMsS
MEePBUYHBIX TUCTOHUI MO JIOKycaM MYTaHTHOro reHa. Hyme-
panusi JTOKyCOB MPOBOAUTCS B XPOHOJOTUYECKOM TOPSIIKE MX
otkpbitust (DYT1, DYT 2 u 1.0.). K ceronusiuHemy nH1o oT-
KPBITHI 23 MoJIeKyIpHbIe (hOPMBI TOPCUOHHBIX TUCTOHMN. He-
KOTOpBIE TIEPBOHAYATFHO ONMMCAHHBIE TeHETUYECKIE BapUaH-
Tl TUCTOHUI B HaJbHEHIeM He MOATBEPXKAEHBI (HampuMmep,
DYT7, DYT13). He Bcem hopmam ObLIIO TPUCBOCHO Ha3BaHME
DYT-nokycoB: Hanpumep, Mog00HOro 0003HAYEHUS HE UMEIOT
dopmbl, acconupoBaHHbie ¢ TeHamMu SPR u CIZ1, a HekoTo-
pbIe XOPOIIIO U3YYEHHbIE TUCTOHUYECKUE CUHAPOMBI KJIacCH-
(bunmpyloTcst Kak ocobble BapuaHThI IMTApKUHCOHM3Ma [1, 7].

N3 Bcex hopMm mepBUYHON TOPCUMOHHOM TUCTOHUU B JETCKOM
Bo3pacTe yamie Bcero mpossisgiotess DYT1 u DYT6, npuuem
25% ciyyaeB — 1o 2 JieT; y AeTeil 3aboneBaHNe HAUYMHACTCS
O0BIYHO C JUCTOHUM OMCTANBHOTO OTHETa OTHOM M3 KOHEY-
Hoctu. Ilocie mebroTa 00J1e3Hb MEIJIEHHO MPOTPEecCUpyeT A0
reHepain3oBaHHON (opMbl. 1S DaHHBIX (GOpM MEPBUYHOIA
IVICTOHMH XapaKTePHO OTCYTCTBHE 3¢ deKTa oT ieBonomnsl. [1pu
nposeneHu MPT rojoBHOro Mosra CTpyKTypHBIX HapyLIEHU
He BoisiBisiercs [9, 20].

Muoknonyc-mucronusi (DYT11). [ebror 3aboneBanust — ¢ Ha-
pyiieHus moxoaku B 12—18 mec. Pa3BuBaeTcsl criOHTaHHBIIA
MMOKJIOHYC Ha (pOHE AUCTOHMU MBIIIIL] TYJOBMILA U TIIeYEeBO-
ro mnosica. CUMNTOMBI MCYE3aI0T K MOAPOCTKOBOMY BO3pacTy
WM OCTAIOTCS 10 KOHLA XU3HU. OTMeYatoTcsi KOMOpOUIHbIE
HapyIeHUs MOBEAEHMUS, YMEPEHHAs! MHTEJIEKTyalbHasl Hello-
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CTaTOYHOCTb. B HEBPOMIOTMYECKOM CTATyCe YacTO BCTPEUAKOTCS
Tpemop ¥ MbleuHas runotonus. MPT u O8I B Hopme. 3a00-
JieBaHKe BbI3BaHO MyTanueii B rene SGCE [20].

JTO®A-uyscTButeabHasg aucronns (DYTS, cunapom Cerasbl,
JUCTOHUA-NIAPKUHCOHM3M). J[MCTOHUS CHavyana pa3BUBAETCS
B OJTHO# KOHEYHOCTH, 3aTeM 3aXBaThIBaeT APYTyI0 KOHEYHOCTb.
XapakTepHbl IHEBHbIE KONeOaHUS ABUTATEIbHBIX HAPYLIEHUIA,
VIIydIIeHWe OT TpHeMa HM3KHX 03 JieBomoImbl. HeBposoru-
YECKMIi CTaTyC BKJIIOYAET IPyObIe IBUraTENbHbIE HAPYLICHUS,
TUTIOKMHE3UIO, PUTUITHOCTD, HEPENKO KJIMHMYECKas KapThHa
noxoxa Ha cractuyeckyto aumiervio npu HIIT. OcHoBHOI
TMATHOCTHYECKUI TeCT — Ha3HAYCHHUE JICBOIOIIBI, TIOCTIE KOTO-
POro MPOMCXOAUT ApaMaTUUecKoe YIy4YlIeHUe BIUIOTh [0 MoJ-
HOTo BBI3IOpoBIeHUS. HeitpoBusyanu3sanus B HopMe, B O1o-
JIOTHYECKUX XKUIKOCTSIX BBISIBIISIETCS CHUXEHHE METa0OIUTOB
KaTexoJaMuHOB. [Ipy MoseKyIsIpHO-TeHETUYECKOM MCCIIEN0-
BaHuu y 60% neteit 06HApYK1MBAETCS T€TEPO3UTOTHAS MyTALIUS
B reve GTP-uuknorunpoass 1 (GCHI) [6].

Muanenyeckas IMCTOHMS-NAPKMHCOHU3M. B epuone HoBopox-
JIEHHOCTH y IeTeld ¢ JTaHHOU (hOpMOM TUCTOHHU MMEIOT MECTO
BO30YIMMOCTh W CPBITMBAHUS, 3aIepXKa IICUXOMOTOPHOTO
pasButusi. K 4 mec oTMeuaioTcs TMmoMuMus, OpaguKuHe3 s,
TUTIOTOHHS, TJIa30[BUTATe/IbHbIC M NMUPAMUIHBIE CHMIITOMBL.
MPT B HOpME, B LIepeOPOCTTMHANEHOM XHUAKOCTH BEIPAXXKEHHOE
MOBBILIEHNE TOMOBAHUIMHOBOM KUCTOTHI [11].

ITapokcuzmaibHble TUCKUHE3HH — 3TO HEBPOJIOTMYECKHUE COCTO-
SHUS ¢ Pa3HOOOpPa3HO KIMHUYECKOM KapTUHOM, XapaKTepu-
3yIOIIMECS BHE3AMHBIMM aTaKaMM MaToJOTMYECKON HEMpou3-
BOJILHO# IBUTATEIbHON aKTUBHOCTH B MBILILAX KOHEYHOCTEH,
TYJOBMLIA, JIULA, eu. PazinyaoT mapokCU3MalbHyI0 KUHE-
sureHHyo auckuHe3nto (ITK]I) 1 mapokcu3ManbHy0 HEKMHe-
3ureHHyo muckunesuio (ITHKI).

Ilepsuunas napokcusmanvhas kunezuoeennas ouckunesus (DYT9,
DYT18) nposiBasieTcss KOPOTKUMU aTaKaMu HEMPOU3BOJIBLHOTO
XOpeoaTeTo3a, KOTOPhle BO3HUKAIOT IIPH (PM3MIECKOI Harpy3Ke
1 HE COIIPOBOXMIAIOTCS MoTepelt co3HaHusl. [lepsuunas napok-
cusmanvhas HexuHesuoeennas ouckunesus (DYT8) mpospiser-
CSl HEPOBOLIMPYEMBIMU 3MU30JAMU TUTIEPKUHE30B, KOTOPHIE
MPOUCXOST CIIOHTAHHO B COCTOSTHMM TIOKOSI WJIM TpephiBa-
10T TIOBCEIHEBHYIO JABUTATEIBHYI0 aKTUBHOCTD. YacToTa atak
C BO3pacToM yMeHblIaeTcs. HeBpoaormueckuit cTaTyc Mexmy
aTakaMd B HopMe. 3a0osieBaHMsI OYeHb TPYAHO 3arON03PHUTh
n auarHoctupoBaTb. MPT 0ObIYHO He BBISBJISIET KAKUX-JTM00
M3MEHEHUI B BeElLIECTBE Mo3ra. MeraboaMyecKue TEeCTbl He
U3MeHeHbl. EAMHCTBEHHBIM AMArHOCTMYECKUM METOIOM, I0-
3BOJISIIOIIAM OTJIMYNTh aTaKy ITapOKCU3MAJbHOW THMCKUHE-
3UU OT (POKAJIBHOTO MOTOPHOTO SIMMICTITHIECCKOTO TIPHCTYIIA,
SIBIISIETCS 3anmuch uKTaiabHoit DA [17]. MeankameHTO3HOE
JiedeHue nogodpath cnoxkHo. [ToCKONbKY AMCKUHE3UU SIBJIS-
I0TCS KaHAJIOMATUsIMU, MOTYT OBITh 3(D(PEKTUBHBI KapOamase-
MMH, HEHPONENTUKN WK JIeBoAoMna, aueTazoiamun [4]. Omnu-
caHa (hopMa napokcusManbHoll OUCKUHe3UU co CHACMUYHOCHbIO
(DYT10), xoTopast 00BIYHO IMPOTEKAET IO MACKOI CITACTUKO-
runepkKuHeTHueckoit opmui JLIIT.

[apokcusmanvhas KuHezuoeennas duckunesus. Tlpu naHHON
(hopmMe TMCTOHNH B BO3PACTE OKOJIO 2 JIET IeOI0TUPYIOT TeHepa-
JIM30BaHHBIE SMUIECHTUYECKME MPUCTYIIBI (a0CaHChI, TOHUKO-
KJIOHMYECKUE CYIOPOTH, aTOHMYECKMEe ¥ MHOKJIOHWYECKHUE
npucTynbl). OTMEYaloTCs SMU30/BI JUCTOHUM B HOTAX IMOCTE
X0IbObl, UIMTEILHOCThIO He 6ojiee 15 MMH, KOTOphIE MPOXO-
JAT TOCJIe TIpMeMa MUIIM. XapaKTepHbl 04aroBble HEBPOJIOTH-
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YecKre CHMITTOMBI, XOpeoaTeTo3, BereTaTUBHEIC HApYIICHMS,
AIBTePHUPYIOIIAS TeMUILTETHS. JIeTH OTCTAIOT B IICMXOPEYEBOM
pazButun. MPT ronoBHoro mo3ra B HopMme, Ha DOI BbIsIBIISAET-
s TeHepaTM30BaHHas SIIIENTA(OPMHAsT aKTHBHOCTb. XapaK-
TepHA YMEpEeHHAs TUIOTIMKeMUs. [{MarHo3 ycTaHaBIUBAeTCS
C TTOMOIIIBIO UCCNIEIOBAHUS TTI0OKO3bl B OMONOIMYECKMX KM -
KOCTSIX: y TAIlIEHTOB OOHApY:XMUBaeTCsl HOpMalbHasl KOHIICH-
TpaIys TIOKO3H B KPOBU M HM3KAasl — B 1IepeOPOCITMHAIBLHOI
KMAKOCTH, COOTHOILIEHHE TJIIOKO3bI KPOBb/11€peOpOCIMHAD-
Hasl XUAKOCTb 00bIYHO MeHblIe (,4. OOHapyXeHue reTeposu-
TOTHOHM MyTaIly (WU peaKo, OMaeIbHBIX MyTalliii) B TeHE
SLC2A1 mnoxartBepxnpaeT auarHo3. JleueHue oOcCylIecTBIseTCs
C MTOMOIIbIO KETOTeHHOM 1ueThl [20].

Bmopuunas napoxcuzmanvhas OuckuHesus pa3BUBAeTCS Y Ie-
Teil, IePeHECIINX YePEITHO-MO3TOBYIO TPAaBMY MJIM HapylleHUe
MO3TOBOTO KPOBOOOpAILIEHHS, a TaKXe Ha (hoHe OoJIe3Hei MIn-
TOBHIHOM M MApalIMTOBMIHON Xejie3, THITOTJTMKEMIH, THIIO-
KanblueMuu. [IoMHMO aTak XopeoaTeTo3a MOTYT OTMEYaThCs
(hoKasbHBIC SMMJIENITHIECKUE IPUCTYIIH (Yamie — (GoKaIbHbIe
MOTOpHEIE). B HEBPOIOIMUECKOM CTaTyce MOTYT OBITh 09aro-
BbI€ HEBPOJIOTMYECKUE CHMIITOMBI, B YaCTHOCTH, FeMUIIApe3.
Ha 93T obHapyxXuBaeTcsl permoHalbHas 3MuIenTuhopMHas
aKTUBHOCTh WJIM 3aMeIJIeHNe OCHOBHOTO puTMa. M3MeHeHust
Ha MPT 3aBucdr ot atnonoruu [2, 4].

ANlbTepHUpYIONIAs reMUILIErns aeTcKoro Bo3pacta (A1) xapak-
TepU3yeTCsl TIOBTOPHBIMU TPUCTYIIAMK TPAaH3UTOPHOM TeMH-
WM TeTpariernu. 3aboneBaHue AeOI0TUPYET B MHTEPBAJIE OT
poxneHust 1o 4 net xu3Hu (B cpemHeM B 3—5 mec) [40]. AT
SIBJISIETCS KaHamonmatuei. 75% ciydaeB 00yCJIOBIICHO MyTallHei
B reHe ATPIA3, KomupytomeM cyobenuaniy Na+/K+ Haco-
ca [31]. laHHBIif TeH OTBEYaeT TaKKe 3a pa3BUTHE TUCTOHUM-
MapKUHCOHM3MA C paHHUM ne0ToM. OcTajbHbIE Clydyau
MPUXOAATCS Ha MyTalmu B TeHe ATPIA2, konupyioteM anbha
2 cyobenunuiy Na+/K+ AT®a3bl [32] u reHe KaabLEBOIO
nonHoro kaHana CACNAIA. C myranueit reHa ATPIA2 cBs-
3aHa remMurIernyeckas MurpeHs 2 tuna. Myrams CACNATA
BBI3BIBACT CEMEITHYIO0 FeMUITJIETMYECKYI0O MUTPpeHb 1 Tuma [25].
[epBBIMM CHMIITOMaMU, KaK TIPaBUJIO, SIBJISIOTCS TTAPOKCHU3-
MaJIbHbIE IBUKEHUSI TJ1a3 — HICTarM W TePUOIMIeCcKOe KOCO-
rnasue. [lo3zxe MpUCOEAMHSIOTCS 3MU30IbI TUCTOHUYECKUX
aTaK JUTMTEbHOCTIO OT HECKOJNBKMX CEKYHI IO HECKONBKHX
4yacoB. COOCTBEHHO TPUCTYITBI TEMUTIETUM B OOJBIIMHCTBE
CJy4aeB MPUCOEIUHSIIOTCS K IUCTOHUYECKUM aTakaM U I71a30-
JIBUTaTeIbHBIM HapYLIEHUSIM CITYCTS TOJl Mocye Aebrota 3a00-
neBaHusl. Bce cMMNTOMBI OOBIMHO YHUIIATEPATBHBI (HAa CTOPO-
HE TeMUIIIernu). DMU30bl TEMUTUIETUM MOTYT JIUThCS Oonee
ontHO# Heneny. YacToTa MX BapbUpPYET OT HECKOJIBKUX B IEHD 10
OJTHOTO 3MM30/1a 32 HECKOJIbKO MecsiieB. CTOpoHa TeMUTIIETUI
MOKET MEHSIThCSI BO BPEeMsI OJIHOTO MIPUCTYTIA, TAKXKE MOXET OT-
Medarbcs Tetparierusi. [pumepro y 50% manueHToB Hapsiay
C TIPUCTYNIAMM TEMUILUIETMM OTMEYAIOTCS IMUJIENTUYECKIE
npuctynsl [40]. B teuenun ATJ] Boipensitor 3 craguu. [ns 1-it
cramuu (1—3 Mec XM3HM) XapaKTepHBI MaTOJOTMYECKUE TBUKE-
HUS TJ1a3 U TUCTOHUSE; BO 2-ii cTamuu (4 Mec — 6 JieT) TosIBs-
I0TCSI TEMUTLIETMYECKME aTaKU U YTPAYMBAIOTCS TICUXOMOTOP-
HBIe HaBBIKM, NEOIOTUPYIOT SMWIENTHYECKME TPUCTYIBL. 3-5
cramus (Tocie 6 JIeT) XapaKTepu3yeTcsl CTOMKMM HeBpOJIOTHYe-
CKUM Je(DULIUTOM, CHUXEHUEM YaCTOThI TIPUCTYIIOB TeMUTLIE-
TUU W TUCTOHMYECKUX aTak [36, 43]. JInarHocTHKa OCHOBaHa
Ha xputepusix J. Aicardi u coasrt. (1993) [24]. [1pu nanHO# HO-
3onmornyeckoii popme MPT ronoBHoro Mo3sra B HopMe MY Bbl-
SIBIISIET YMEPEHHYIO CTeTeHb KOPKOBO-TIOAKOPKOBOM aTpodhui.
Wnrepukransias OO B Hopme, ukTanbHas DA (Bo Bpemst
MPUCTYTA FeMUTIETHH) BhISIBISIET PETMOHANBHOE 3aMe/JIeH1e
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putma. CieyeT MOMHUTb, 4TO y mauueHToB ¢ Al Hepenko oT-
MEYaloTCs SIMWIETITUYECKUE TTPUCTYIIBI, MO3TOMY BUAe0-DII
MOHUTOPHHT SIBJISIETCS 00sI3aTeIbHBIM METOJIOM O0CIIEIOBAHUSI
[24]. Tpenapatom BbIOOpa mis nedeHust ATl sBasercs Gmo-
KaTop KaJbIIMEBBIX KAaHAIOB (hIyHApU3UH, KOTOPBI CHIKAET
YaCTOTY, TSDKECTh W MPONOJKMTENBHOCTh TE€MUILIETMYECKUX
aTak y 0OJIbIIMHCTBA MaLueHToB [24, 36, 41]. Tonupomar, Heii-
ponentuku HedddeKTuBHbI [43].

Boaesnp Ilemumuyca-Mepudaxepa. Tun HacnenoBaHust —
X-ClUeIUIeHHbII pelecCUBHBINA. 3a00jieBaHUe NeOI0TUPYET Ha
TIEPBOM TOJy XM3HU C OTICOKIIOHYCA, TTO3Xe MPOSIBIISTIOTCS 3a-
JIepXKa TICMXOMOTOPHOTO pa3BuTHs, Muddy3HasT MblIeUHas
TUTIOTOHUS, UHTEHUMOHHBIA Tpemop. C mporpeccupoBaHueM
3a00JIeBaHMS HAPACTAIOT CTIACTUYHOCTD, aTPO(UST 3pUTETBHBIX
HEpBOB, MOSIBISIIOTCS AUCTOHMYECKUE aTakh, XOpPEoaTeTos.
MPT BbisisieT nuddy3Hoe nopakeHue 6e0ro BellecTsa mno-
JyIIapyuii 1 KOPTUKOCTIMHATBHBIX TyTell. J[MarHo3 moareepx-
naercst mpoBeneHueM JIHK-aHanu3a Ha BbIBIeHUE MyTallUMK
B reHe GJC2. DpdekTuBHOrO eueHust He cylecTByer [14].

Cungpom Perra. Tunm HacinemoBaHus — X-CLETJIEHHBI 10-
MHUHAHTHBIH. OTMEUAlOTCS TMATOTHOMOHWYHBIC CTEPEOTUITHN
(«MBITBE PYK»), ayTU3M C YMCTBEHHOH OTCTalOCTBIO, TYJO-
BUIIIHAsI aTaKCHSI U arpakcusl, TUCTOHUYECKHE THUIEPKIHE3bI,
MuKpotedanust. XapaKTepHbl HESMWICITUICCKIE SII30IbI
aITHO? TPOIOJIKUTENBHOCTBIO 1 —2 MUH, COMPOBOXIAIOIINECS
IIM1aHO30M ¥ MHOTIA 00OMsIKaHWeM Tejia. Bo3MOXHO pa3BuTHE
SIWIETICHU ¢ TeHEPaTM30BAHHBIMUA TOHHMKO-KIOHIMIECKUMU,
(hoKaJTbHBIMM, MUOKJIOHUYECKUMM TIPUCTYIIAMH, 4aCTO UMEI0-
1eii (hapMakope3MCTeHTHOE TeueHKe. 3a00IeBaHKe TPOTeKaeT
C MeIICHHBIM HEYKJIOHHBIM PErpeccoM ICHXMUeCKHUX (DYHK-
uuii. Ha B3 xapakrepHa smnuienTu@opMHasi aKTUBHOCTD,
YCUIIMBAIOIIASACS BO BpeMsl HOYHoro cHa. [Ipu HeiipoBu3ya-
JIM3alUK BRISBISIETCS JIOOHO-BUCOUYHAs aTpodus. K 3adome-
BaHMIO TIPUBOAAT MyTanuu B reHe MECP2, Bo3MoXHa Tpsimast
JHK-nuarnoctuka [20].

4. Hacaedcmeennvie Goae3nu obMena, npomexarouue
¢ Ogu2amenbHbIMU HAPYUIEHUAMU U INU1encuel

Oprannmyeckue AmMIYPHA W AMHHOAIMIYPHH COIIPOBOXIAIOTCS
MOBBILIEHHON 9KCKPELMEN OPraHUIECKUX KUCIOT C MOYOM U3-
3a HapylleHus KaTaboau3ma. XapakTepeH HOpMaJbHbIii epy-
HaTalbHBIA aHaMHe3. MaHudecranyst — B Bo3pacTe oT 1 Hex
10 1 roma XuU3HU B BUJE METa0O0IMIECKOro Kpr3a, HapyleHuit
BCKapMJIMBaHUsI, PBOTHI, HAPYILEHUsI CO3HAHUSI, CYI0POT, U3-
MEHEHUS MbILIEYHOro ToHyca. [Tocne Kpu30B yacTo OTMEYaeT-
Csl perpecc MpUoOPETEHHBIX HABBIKOB, Pa3BUTHE KJIMHUKU €T~
cKoro 1epedpabHoro napaiuya. [pu aediorte y neteit crapiie
1 roma KJIMHMYECKAs! KapTMHA XapaKTepU3YeTCsl SIBJCHUSMU
ayTu3Ma, TYJOBMIIHOW aTakCUel, OTUCTOHMEH, SMUICIICUECH.
JluarHocTuka: ompeiefeHrue YPOBHS OpraHMYECKMX KHMCJIOT
MOYM C MOMOLIbIO TAHAEMHOI Macc-CIEKTPOMETPUU KPOBHU.
Cneuuduyeckoe JeyeHue: 1ueTa ¢ orpaHnYeHEM aMUHOKHC-
JIOT (HM3KO00€eIKOBas AueTa), MeTaboIMuecKue mpenaparsl, Bu-
TaMuHoTepanus [12, 42].

Imoraposas aumaypus 1 Tuna. BoinenstioT 1Ba OCHOBHBIX THIA
TeueHUs1 OOJNE3HU: C OCTPbIM/«3HIEDATUTONOA0OHBIM» HaYa-
JIOM ¥ TIONOCTPHIM/MOOPOKAYECTBEHHBIM TEUEHUEM, KOTOPOE
«MacKUpyeT» KIMHUKY CHaCTHKO-TMIEPKUHETHYeCcKOoit Hop-
MOIi IETCKOTO 1iepedpanbHOro napainya. B HeBponornyeckom
cTatyce BBISBISIOTCS Makpouedanus, muhdy3Hast MbIIEIHAsT
TUIOTOHMUSI, TOPCUOHHASI IUCTOHMSI, XOPE0aTeTo3, IMUIETICHUSI.
B Guonornyeckux XuakocTsX (Moya U KpOBb) MOBBILIAIOTCS
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KOHLEHTpaluu riayrapoBoii, 3-OH-riayrapoBoii KUCIOT U T1y-
tapwikapauTHa. MPT/KT. yBemmuenue cydoapaxHOMIATbHBIX
MIPOCTPAHCTB B BUJIE JIOOHO-BUCOYHON aTpObuM, TUTOIEHCH-
tuBHOCTh (KT) wau runepunreHcuBHocTs (MPT) XxBocTaTO-
TO Spa M CKOPIYIIbI, XpOHUYECKAsT CyOmypaabHas reMaToMa.
[MTatoreHeTnyeckas Tepanusi BKJIIOYAET CIELMATU3MPOBAaHHOE
JieueOHOe MUTaHKE, IMeTOTepaNuIo, Ha3HaYeHUe L-KapHuTHA
u pubodmaBuHa. [IpenmapaThl BaabIIpoeBOM KUCIOTHI IS Jie-
YeHUs SMUJIETICUU JOKHBI IPUMEHSThLCS KpaiiHe OCTOPOXKHO,
MOCKOJIbKY OHA CBSI3bIBAET JIEBOKAPHUTHUH.

MetuwimanonoBasi anuaemus. 3200J€BaHUE XapaKTepU3yeTCs
MeTa0OMMYECKUMI KpU3aMU C Pa3BUTHEM YIIOPHOI DPBOTHI,
JieTuIpaTaliy, COHIMBOCTH, AbIXaTeIbHbIX HApYyLIeHWIt. B He-
BPOJIOTUYECKOM CTaTyce OTMEYAIOTCSl TMIIOTOHMS MBI, 3a-
JepKKa TCMXOMOTOPHOTO Pa3BUTHUS, TUCTOHMYECKUE aTaKH,
TYJOBMIIHAS aTakcus, smuiencus. Yacto obHapyXuBaloTCS
MopaxkeHue TMoYeK IO THUIY TyOyTOMHTepPCTUIIMATBHOTO He-
(hpuTa, KapaMOMHUOIATHS, DPUTEMATO3HBIN NEPMaTUT, KaTa-
pakta. MPT BbIsIBIsIeT MH(APKTHI B 0a3aibHbIX sapax (0Jen-
HBI 11ap, 4epHoe BEUIECTBO, KpacHbIe sifpa), AUGQYy3HYIO
arpouio Kopbl. JIMarHocTMKa OCHOBaHA HA BBHISIBICHUHM I10O-
BBIIIEHUSI METUMAJOHWI- U TPONMOHMIKAPHATUHOB M aHa-
JIM3€ YPOBHSI aMUHOKUCIIOT M30JIEHIIMHA, BaIMHA, METUOHWHA
U TpeOHHMHA B KpoBuU. JIeueHHWEe BKIIOYAET CHEHUGBUUESCKYIO
JMeETY, Ha3HAueHWe JTeBOKAPHUTHHA U TIIUIIMHA, KOPAKTOPHYIO
Tepanuio BuTaMuHoM B12.

Jleiimuno3 (0osie3Hb ¢ 3aMaX0M KJIEHOBOTO CHPONA MOYH) YacTO
JeOITUpPYeT ¢ MepBOil Hedean XU3HU B BUIE OTKa3a OT €IIbl,
MOBTOPHOIM PBOTHI, CYAOPOT, JeTapruM, XapaKTepHbI perpecc
MICUXOMOTOPHOTO Pa3BUTHSI, MbILIIEYHASI AUCTOHUSI, CTEPEOTH -
MUY TIO TUITY «IIeJaTUpPOBaHUS» WK «OOKCUpOBaHuUsI». B He-
KOTOPBIX CTydasx 00Je3Hb MaHU(PECTUPYET MO3XKeE ¢ MEPUOAU-
4yecKoi atakcueit. Moya 1 MoT UMeIoT crieUMUUHBINA CTaaKuii
3amax. JlmarHocTrka: moBbIlIeHMe JIeilnHA, U30JIeiIIMHa, Ba-
JIMHA B KPOBH M X METAOOJUTOB B MOUE (YaCTO TOJIBKO B TIEPU-
on Kpu3oB). [lameHTaM Ha3HavaeTcss HU3KOOEIKOBas JMeTa,
TUAMUH, B HEKOTOPBIX CJIyYasiXx MPOBOAUTCS TPAHCIJIAHTALIMS
MEYCHHU.

Tomomuctunypus. [l 3a00neBaHUs XapaKTepHbI HAPYIIEHUS
3peHusi (Kocoriasue, KarapakTa, IJIayKoMa, MUOIIHS, TOJ-
BBIBUX XPYCTaJMKa, acTUTMATHU3M), CKENeTHbIe NedopMaluu
(MapdbaHOMon00HBI (PEHOTUIT, OCTEONOPO3), COCYAUCTHIE Ha-
pymeHus (TpomM003bl), MOPAXEHHs TOJOBHOTO MO3Ta BCIE-
CTBME TOBTOPHBIX HapyLIEHU! MO3TOBOTO KPOBOOOpALIEHUS,
MOBEJIEHYECKUE PACCTPOIMCTBA, SMUIENICHS, TOPCUOHHAS TUC-
ToHMS. lMarHOCTUKA MTPOBOMUTCS MYTEM OTIPEIENeHUSI TIOBbI-
IIEHUST YPOBHSI TOMOILIMCTMHA ¥ METMOHMHA B KPoBU. B neve-
HUW UCTIOIb3YIOT MUPUIOKCUH, OETauH, AUETY CO CHUXEHUEM
CONEPXaHUS METUOHWHA.

Muroxonapuaibhbie 3HHeanomuonatan (M3D). XapakTepHHI
TUIIOTOHUS, 3aepKKa Pa3BUTHS, HEHPOCEHCOPHASI TYTOYXOCTb,
CHCTeMHbIE HApyIleHWsI, TOBBIIICHWE JaKTaTa M THpyBaTa
B kpoBu U JukBope. MPT u KT BbISBASIOT 3a1epKKy MUEIHU-
HU3aLUK, KalbUubUKauuo 0a3zalbHbIX sep, JeliKosHleda-
JIOTIATUIO C KUCTAMM MY TIOCTUHCY/IBTHBIMU TIOBPEXKIEHUSMM,
CUMMETPIYHBIC YIACTKH IaTOJOTUYECKOTO CHTHAlA B OEJIOM
BEILlECTBE, KOPKOBO-TOIKOPKOBYIO aTpoduio. [eHeTuueckue
AHAJIM3bl TIO3BOJISIOT OOHAPYXUTH MyTAllMM MUTOXOHAPUAITb-
noit JIHK [12, 42].

Cunzgpom JIn. B GospimHCTBE crydaeB MaHU(eCTAIMs TIPU-
XOIUTCSl Ha TePBble TObl XU3HU. 3a00J1€BaHUE MPOSIBISETCS
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CUHAPOMOM Majibabcopbiyu (pBOTa, HENOCTATOYHAS TpU-
0aBka B Bece, CIabOCTb COCAHMSA, HApYIICHUS TJIOTaHUS)
n JUTT-nogo6HOM KIMHUYECKON KapTUHOW B BUAE MbIIIEY-
HOU TUITOTOHNH, TUCTOHWMIECKHX aTaK, TYJTOBUIIHON aTaKCUH,
SIIIETICHH, KaK MPABIJIO, ¢ MUOKIIOHMIECCKIMU TIPUCTYIIAMH,
perpecca HaBbIKOB. Ha MPT BbIsIBISIIOTCSI OMaTepaibHbIe He-
KpO3bl B 00JIACTH TTOOKOPKOBHIX SIEp, TaJaMyca, MOCTa, Ipo-
TOJTOBATOrO MO3ra, CIIMHHOrO Mo3ra. OMI ompenenser cHu-
>KEHHE CKOPOCTH MPOBEAEHUS TI0 epu(hepuyecKUM HepBaM.

GMI1-ranrmmo3ua03. B mepBble MecsIlbl XU3HU OTMEYAloTCs
IJIOXOM anmeTuT U HeaocTaToYHas npubaBka B Bece, MbIIIEY-
Has TMIIOTOHMS M Majasl akKTUBHOCTb peOEHKA, TOBBILICHHAS
COHJIMBOCTb, OTEYHOCTb JIMLA M KOHEYHOCTEH, IemaTocruie-
HoMeranus. Yacto BCTpeyaroTcsl KapaMOMMOIIATHSI, MHUOIA-
THUS, MaJlbaOCOPOLINsI, TOPCOTIOMOANBHBIN CKOMMO3, OPOHXO-
MHEBMOHUM. XapaKTepHO IOCTeNeHHOe (hOPMUPOBAHUE
CIIACTUYECKOTO TeTpamapesa, AUCTOHUM, CTapTa-pedIeKCOoB,
OynbbapHO-TICEeBIOOYIH0aPHOIO CUHIAPOMA, KOPKOBOM IIy-
XOTHl U CJIENOThI, pa3BUBAETCS SMUJeNcus. B TepMuHanbHOIM
cranuu GopMuUpyeTcs AeliepeOpaloHHas puruaHocTsb. Y 50%
0O0JIBHBIX HAOMIOTAIOTCS BUITHEBO-KPACHBIE TISITHA HA TJIa3HOM
nHe B obsnactu xentoro nsatHa. MPT Beiseisier auddysHyio
TUTIOMMETMHU3AINIO ¥ TIOBBIIICHNE WHTEHCUBHOCTH CHTHANA
B 0azabHbIX gapax. [ToaTBepxkneHueM AMarHo3a CIYXUT 10-
BBIIIEHWE B MOYE TaJaKTOOJUTOCaXapyuaoB U HE3HAYMTEIbHOE
TOBBIIIICHNE KepaTaHcyabdaTa. [Ipu uccnenoBanuy Ouomnrara
KOCTHOTO MO3ra, MEYEHW BBISIBISIOTCS «TIEHUCTBIE KIIETKU».
JleyeHue CUMIITOMAaTUYECKOE.

Nndantuapnbiii  GM2-rannmosuno3  (0onesnp  Tes-Cakca
n Canaxo(da). XapakTepHBI yTpaTa NPHOOPETEHHBIX HABHI-
KOB M MHTEpeca K OKpyXarolieMy, ycuieHue pediekca Mopo,
HapyIIeHNs] 3pEHNs], TUIIOTOHMS MBI TYJIOBUINA, CIIACTUKA
B KOHEYHOCTSIX, TUTIeppedieKcrs, papMaKope3UCTCHTHAS SITH-
Jericus. B coMaTHueckoM cTaTyce OTMEYarOTCs TeMaToCIIeHO-
Meranust M aedopmaimst Kocted. [ImarHocTuka: npu odraiib-
MOCKOITHY BBISBIISTIOT MaKY/JIOOUCTPOMUIO IO TUITY «BUIITHEBOI
KOCTOYKM»; Ha MPT — noBblllIeH1e CUTHANA OT 6a3albHbIX sAep
1 6esoro BellecTBa, CHUKEHME CUTHAA OT TajlaMyca, IMo3Xe —
aTpous KOpHI, pacIIMpeHHe 00po3d, BEHTPHUKYIOMETATIUS.
JInst yctaHOBNIEHMST AMarHO3a TIPOBOANTCS MCCIeI0BaHKe OeTa-
TeKCOo3aMMHMIA3bl A 1 B B JefiKoIMTAaX (XapaKTepHO CHIDKCHHUE
AKTUBHOCTH), a TAKXKe OMOIICHSI KOXM, KOHBIOHKTUBEI, CIIN3H-
CTOW MPSMON KMIIKM C OMpPEAeIEeHUEM MEMOPAHO3HBIX LIUTO-
TUTa3MaTUIecKuX Tesell. JleueHue He pa3paboTaHo.

MetaxpomaTtuyeckas Jeiikoauctpous. 3adoneBaHue ne0OTU-
PYeT C TUIIOTOHUM MBI KOHEYHOCTEH, aTaKCUU, OTCYTCTBUS
CYXOXWJIbHBIX pedIeKCOB, HAPYILEHUs TICUXOPEYEBOTO U MO-
TOPHOTO pa3BUTUA. [103Xe MOSBIAIOTCS CMACTUYECKasd HIK-
HSIST TIAparuierusi, HUCTarM, HapyIieHne MOBeNeHUs, AUCTOHMU-
yeckue aTaku. JIMarHocTHKa OCHOBBIBAETCSI HA XapaKTEpPHbIX
naHHbiX MPT B Bume 0yaroBbIX U3MEHEHUI MEPUBEHTPUKY-
JIIPHOTO OEJIOTO BEUIECTBA C MOCHEAYIOMUM (DOPMUPOBAHNEM
«TUTPOUITHOTO TaTTepHa». B 11epedpocnuHaIbHOM KUIKOCTH
BBISIBJISIIOT BBICOKMI ypoBeHb Oenka, Ha DHMI — cHuxeHue
CKOPOCTH TIPOBENCHUSI MMITyJbca 10 TieprdeprieckuM He-
pBaM. OCHOBHBIM METOOM TMOATBEPKACHUSI AUATHO3A SIBJISI-
€TCS ONpe/ie/IeHNEe aKTUBHOCTU apuCyab(aTasbl B JEHKOLUTAX
KpoBu. B Hacrosiiiee Bpems He pazpaboTaHo 3¢hGhEeKTUBHOTO
nevyeHus: 3adoneBaHusi. [TpoBomuTcsl TpaHCIUIAHTALMS TEMO-
MOSTUYECKUX KIIETOK.

Boaesns Humanna-ITuka, Tun C, D. 3a0oneBaHue nposiBisieT-
Cs1 3aTSKHOM XeNTyX0i HOBOPOXIEHHBIX, T€MaTOCIIEHOMeTa-
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nieii. B HeBPOJIOTMYECKOM CTaTyce BHISBISIIOTCS TYJIOBUIIIHAS
aTakCHsl, TMIIepIMHAMMICCKII CHHIPOM, 3aIepkKa IICUX0pe-
YEBOTr0 Pa3BUTUA, PaHHASA NEMEHLIMS, MBILEYHAS IUCTOHMS,
TUTepKuHe3bl. [TaTOrMOHMYHBI ATIM30/IBI KATarieKcuii BO Bpe-
MsI CMexa, Tapajiy B3opa BBepx. Xapaktep usMeHeHuit Ha MPT
BKJTIOYAeT B ce0s1 KOPKOBO-ITOAKOPKOBYIO aTpoduio, aTpoduio
MO3Xeuka, MepUBEHTPUKYISPHYIO JielikonaTuto. Jlabopartop-
Hasl IMarHOCTMKA OCHOBaHA Ha OOHAPYXXCHUU CHIDKEHUS aK-
TUBHOCTU C(OUHTOMUENMHA3HI B JIEHKOILUTAX, a B OMOTICUITHOM
Marepuaje MeyeHu WM ceje3eHKU — cuHromuenuHa. s
6onesnn Humanna-TTuka Tun C pa3padotaHo crienimduyeckoe
JieueHKe — mpenapaTr MULIycTaT (MHTMOMTOP CUHTE3a TIIMKOC-
(bUHTrONMUNNAOB).

HeiiponasbHble nepouanbie TMI0(YCIMHO3bI TPOSBISAIOTCS (ap-
MaKOPE3UCTEHTHBIMY MUKIIOHYC-3MUIETICUSIMU, HapyIlIeHUEeM
3peHusi, TeTpanape3oM, AMCTOHWYECKUMU aTakaMu, XOpeoa-
TETO30M, MUOKJIOHYCOM, IMOJWHEBPUTUYECKAM CHHIPOMOM,
CTEPEOTUIUAMU, cuMnToMaMu aytusma. MPT obHapyxuBaeT
KOPKOBO-TOIKOPKOBYIO atpoduio, aTpoduio Mozxeuka. T
BBISIBJISICT TIOTEPIO aTTEHYalluu TPYU OTKPBIBAHWM TJa3, CTJa-
XMBaHUE «BEPETEH CHA», BBICOKOAMILIMTYIHBIC 3aThLIOYHBIC
craiiku npu GOTOCTUMYJISIIMU Ha HU3KKX yacToTax (2—4 Tir).
Jl71st monTBEpXIEHUS TMArHO3a OTPENeNsIoT aKTUBHOCTD (ep-
MEHTa MAIbMUTOIIIPOTEMHTUOICTEPA3bl B ICHKOLIMTAX KPOBU
WM KYJIBTYpe KJIETOK KOXHBIX (hruOpobsacToB, Takxke MpPOBO-
ISIT MOJIEKYJISIPHO-TeHeTMYECKMe UccenoBanue. JledeHne —
TOJIBKO CUMIITOMATHYECKOE.

Cunmpom 2KakeHa — OTHOCUTCS K HapyIICHUSIM TIJUKO3M-
JpoBaHus [12, 42]. [Ing 3aboneBaHUsI XapaKTepeH MYJbTU-
CHUCTEMHBII XapakTep MopaxeHus1 (BOBIEUECHUE TMEUYEHHU, MO-
YeK, KOCTHO-MBIIIEYHOM CHCTEMBI, TepUKapaa, HEPBHOU
cucTeMbl). BpIsBISIOTCS KpaHMObaluaibHble IU3MOPhUL
(M3MeHEHMEe KOXU 10 TUILY «TaJIOBOIO Cajia» MM HIATPEHEeBOI
KOXM), 3aepXKKa (PM3MIECKOTO U IICUXOMOTOPHOTO Pa3BUTHSI,
MBIIIIEYHAsl TUIOTOHMSI, SKCTPAITMpaMMIHBIE PacCTpPOHCTBA
(TOpcMOHHAsT JMCTOHWS, XOPEOaTeTo3), KOCOTJIa3ue, OIH-
Jiericusi, TylOBUIIHAs aTakcusi. B psime ciyyaeB pa3BuBaioTCs
MHCYJBTONONO00HbIE 3TU30/bl C YTHETEHUEM CO3HAHMUS JI0 CO-
mopa ¥ KOMbI. J[Jisl IO3MHUX CTaauWit XapaKTepHO TMOSIBIEHME
KuhOCKOM03a, CUMITOMOB TPEXIEBPEMEHHOTO CTapeHMsI.
HeiipoBusyanuzanusi BBISBISIET aTpouio MOCTa, MO3KEUKa,
MH(APKTHI TOJIOBHOTO MO3Ta, MPEUMYIIECTBEHHO B BUCOYHBIX
nossix. OTMeuaeTcst CHIKEHYEe CKOPOCTU MPOBENCHUSI UMITYITb-
ca o nmaHHeiM ODHMI. [Ing 3a0oneBaHus XapaKTepHbl U3Me-
HEHUsI B TOPMOHAIBLHOM TIpo(uiie: MOBBIIIEHNE MPOIAKTHHA,
COMATOTPOMHOTO U (HOJTUKYJIOCTUMYITUPYIOLIET0 TOPMOHOB,
uHcyarHa. OCHOBHBIMM METOIAMM TTOATBEPKIEHUS TUarHo3a
SIBJISTIOTCSI AHAJIN3 CBIBOPOTOYHOTO TpaHcheppuHa (u30(hoKy-
cupoBanue) u Meroasl JIHK-ananu3za (myrauuuu rena PMM?2
Ha xpomocoMe). DhdheKTUBHBIX METOIOB JIeUeHUS He pa3pabo-
TaHO, IPOBOIUTCS] CUMITTOMATIYECKAsT TEPaTusl.

Hapymenns o0MeHa MeTamioB — BKJIIOYAlOT 0OJE3Hb
Bunbcona-KonoBanosa (bBK) u [14] u maHToTeHaTKMHa3a-
accolLMMpOBaHHYO HelponereHepauuio. Ilpu BBK wumeer
MECTO HapylIeHIe MeTaboMM3Ma My, TIPUBOISIIIEe K HaKO-
mieHuto Metaina B LIHC u BHyTpeHHUX opraHax. B xiuHuke
HaOJTIONAIOTCS TTOpaXeHNe TIeYeH!, SKCTPAITMPAMUIHBIE CHUM-
NTOMBI (IVCTOHMS, MBIIICYHAS PUTHIHOCTD, TPEMOp, XOPEo-
aTeTo3, 0aJlIM3M), ICUXUYECKME HApyLIEHMSI, peKe pa3BUBACTCS
anumnerncust. JJnarHocTnka OCHOBBIBAETCS HA BBISIBICHUM CHU-
KEHUS YPOBHS LePY/UIOIIa3MIHA B KPOBH, TIOBBIIICHUS 3KC-
KpeLuy MeIy ¢ MOYOiA, TAaTOTMOHUYHBIM ITPU3HAKOM SIBIISIETCS
obHapyxeHue komblia Kaitzepa-®neitimepa mpu odTaibMo-
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ckonuu. [TaToreHeTnyeckoe JedeHrne — MOXU3HEHHBIH MprueM
D-nenuummnamuHa.  IlaHToTeHaTKMHA3a-acCcOLMMPOBAHHAS
HelipoiereHepauusl MpOSIBISIETCS  3aePXKOil  MOTOPHOTO
U Pe4yeBOro pa3BUTHSI, MPOTPECCUPYIOIIMMM HapyLIEHUSIMU
MOXOJAKM M MEJIKOM MOTOPUKM, JTUCTOHMYECKMMH aTaKaMHu.
Ilo3nHee mpucoeqHSIETCS XOPeoaTeTo3, Pa3BUBAIOTCS AU3ap-
TpUsl, MUpaMUIHAs HEAOCTATOYHOCTh, MBILLIEYHASI PUTUTHOCTb.
B nmarHocTMKe BakHa HEHpOBM3yanm3alysl, KOTOPas BbISB-
JIIET XapaKTEpHBIN TPM3HAK — «IJla3a TUTpa» (HaKOIICHWE
KeJie3a B 0a3abHBIX TAHIIMSIX BOKPYT HEKPOTU3MPOBAHHOTO
OemHoro mapa). [Ipu odTaIbMOCKOIMK YacTO BCTpEYaeTCs
MUTMEHTHBIN peTUHUT. OCHOBHBIM METOIOM MOATBEPXKICHMUS
JMarHosa snsiercst aHanu3 reHa PANKZ2. Crnieuuduyeckoe jie-
YyeHue He pa3paboTaHo.

Hapymenue oOMena mypaHOBBIX OCHOBaHMii — CHHAPOM Jlerma-
Huxana [15]. XapaktepusyeTcsi moBeeHUECKMMU HapyIIeHUsI-
MU (arpeccusi U ayToarpeccusi, CTEPeOTUINM, MOBPEXICHUE
COOCTBEHHBIX YacTeii Tena), 3aepKKoi (PU3MIEeCKOTro 1 MCUXO-
MOTOPHOTO Pa3BUTHUS, TMTIOTOHKMEH, TUCTOHNYESCKUMU aTaKa-
M. 3a00JIEBAHUIO COTYTCTBYIOT aPTPUTHI, MOUYEKaMeHHas 00-
JIe3Hb, YpaTypusi, OpaHKeBble KPUCTAILTBI MOYEBON KHUCIOTHI.
B aHanm3ax KpoBM OTMeYaeTcsl MOBBIIIEHHBIM YPOBEHb MOYe-
BOIl KMCIOTBI. JIJ1s1 IMaTHOCTUKY TIPOBOIMTCS TIOUCK MYTAllWii
B reHe HPRT. B neyeHun UCIOIb3yeTCsl aJIONMYPUHOI, OTHAKO
€ro pUMeHeHNe, KaK IMpaBUIo, He YMEHbBIIAeT BHIPAXXKEHHOCTD
HEBPOJIOTUYECKOTO AePUITHUTA.

5. lucmonuueckas 6ypa (status dystonicus)

JucTonnyeckass Oypd — peIKoe OCIOXHCHME TEUCHMS IHC-
TOHWM, SIBJISETCS XU3HEHHO YTPOXAIOUIMM COCTOSTHHEM. Xa-
pakTepu3yeTcsl TMOCTOSHHBIMM TUCTOHWYECKUMM aTaKaMM,
CICAYIONIMMHU OfHA 3a APYroil MpaKTHIECKH Oe3 IepephiBa.
DTHONOrYSl pa3anyHa: K IUCTOHMYECKOI Oype CKJIOHHBI TOp-
cuoHHas muctoHusa | tuma (DYTI1), maHToTeHaTKMHa3a-
acCOIMMPOBaHHAS HeMpomeTeHepalus, K JAHHOMY COCTOSTHHIO
MOTYT TIPUBOAUTHL COOM B paboTe 0aKI0(heHOBOI MOMIIbI, Me-
JMKAMEHTO3HbIE TIPETIaparhl, B T.4. IPUMEHSIEMbIE TS JIeUSHUsT
muctonuu [21, 34, 35, 38, 44]. XapakTepHO pa3BUTHE HEKOH-
TPOJUPYEMOI TUIIEpTEPMUN (HEPEAKO MPUBOISLIEH K CMEPTU
B TeYeHME HECKOJIbKUX YacoB), METAOOIMUECKUX HApYIICHUH
U pabIOMHUONM3a C OCTPO MOYEYHOH HETOCTATOYHOCTHIO.
JlMarHo3 sBJseTcsl KIMHUYECKUM. [IIs MCKITIOUeHMs SMUIIen-
THUYECKOTO CTaTyca MpOBOAIT BUaeo-DOI-MoHuTOpUHT [8].
JledyeHME OCYIIECTBIISETCS B OTACJACHUN PEAHUMAIINI; BHYTPH-
BEHHOE BBeleHUe OEH30IMa3eNMHOB, TpernapaToB Ajis o0Liei
aHecte3uu (Hampumep, ToneHTana) [34, 35]. B HekypaGenb-
HBIX CJTy4asxX aJbTepPHATHBHBIM METOIOM JICUCHHMS SIBISACTCS
HENpOXUpypruyeckoe BMEIIATENLCTBO (YCTaHOBKA Oakiode-
HOBOU TIOMITHI WM Ty0OKasi CTUMYJISILIASL BHYTPEHHEH 4acTh
OemHoro mapa) [35, 44].

6. Jlpyeue cxoonvte cocmosanus

Cunnpom Canmndepa — crubaHue 1€y, CIIUHBI, OIMMCTOTOHYC,
coyeTarouimecs ¢ ractpodsodaraibHbIM pediekcoM U Tpbl-
Kell muieBoa. 3abojieBaHNE YacToO NEOIOTUPYET B BO3pacTe

10 1 roga Xu3HU, MPOSBISACH TUIIEPKUHE3aMH ITOCIE TTPHeMa
muny. OTMeYaroTes TPYIHOCTU IIPH IJIOTaHWM, HEBPOJIOTHYE-
CKWMii cTaTyc B HopMe. TouHast pacrpocTpaHeHHOCTb HEU3BECT-
Ha, HO y JIeTell C racTpo33odaraibHbIM pedIIOKCOM CHHIPOM
Canpudepa Berpeuaercs B 7,9% cilyyaes, a 10 OTHOILEHUIO KO
BCEM HEMUICTITUYECKUM MAapOKCH3MaM Y IeTel 10 5 JIeT CHH-
apom Canpudepa cocrabisieT 15%. B OonblUMHCTBE Ciiydyaes
XUpYypruyeckoe jeyeHue pediokca IPUBOIUT K IIOJHOMY Ky-
MMPOBAHMIO TAPOKCU3MOB. Y OCTAJIbHBIX MALUEHTOB TPEOYeTCa
JieueHIe 0JJ0KaTopaMy To(aMUHOBEIX PELICTITOPOB U ITperapa-
TaMU C aHTUKOMITYJIbCUBHBIM AeUACTBUEM [5].

CrepeoTHnuu — MEXaHMYECKIE TTOBTOPEHUS ONHUX M TeX Xe
JIBUXXEHMIA, XXECTOB, 1103, CJIOB M 000POTOB peyuu, HabIonaeMble
MPEUMYIIECTBEHHO MPH IICUXUYeCKUX 3a00neBaHmsax. Ctepeo-
THUIIAU MOTYT OBITh OYSHDb Pa3HOOOPA3HBI: TPUMACHI (BBITATHBA-
HUe pTa B X000TOK, HAMOpILMBaHKe J10a 1 OpoBeii, 6eCpUIrH-
Hasl YIIBIOKa), pa3IMyHble IBIDKEHUS PyKaMM (TTOITaXXUBaHUE
TI0 JIMITY, MaxXaHWe, OXJIOMBIBAHUE U Ip.), CBOCOOpa3HbIE MO3HI
U ToxofiKa (MOKayuMBaHUE TYJOBMINA, KPYXEHHWE Ha OTHOM
MeCTe), CTEPEOTHUITHOE IIOBTOPEHHME OECCMBICTICHHBIX CJIOB
1 dpa3. [IcuxonornyeckuM ycaoBreM BOSHUKHOBEHUS CTEPEO-
TUnui, no MueHuto E. breiinepa, sBiseTcs «MOHUXEHNE BHU-
MaHUSI ¥ TICUXMIECKON aKTUBHOCTH, KOTma 0ecco3HaTelIbHOe
BBIXOIUT M3-TTO KOHTPOJISI CO3HAHMSA ¥ BoMu». CTepeOTUITHH
MOTYT HabJIONAThCS M Y 30OPOBBIX JIIONCH BO BpeMsl 3aayMuH-
BOCTH WJIH TIPY BOJTHEHUH, a TAKKE Y 3MOPOBHIX IeTeii 10 1 Toma
Kak 3Tan (opMUPOBaHUA MOTOpUKHU. CTEPEOTUNHU IISITCA
HECKOJIbKO MUHYT, TIOBTOPSISICh HEOMHOKPATHO B TeUEHUE JHS,
ONHOTHUITHEL (YTO OTpaXeHO B Ha3BaHUS), IMPOBOLMPYIOTCS
CTpeccoM, BOJIHEHMEM, pasapakeHHueM U Bo30yxmeHueM. Ya-
CTO COYETAIOTCS C ayTM3MOM, CHHIPOMOM THIIEPaKTUBHOCTH,
00CeCCUBHO-KOMIYIbCUBHBIM PACCTPOMCTBOM M THKaMu [3].
Tlepsuunvie (mpansumophoie) cmepeomunuy BO3HUKAIOT Y Jie-
Teit oT 6 Mec 10 2—3 jieT. HeBpostornueckuii cTatyc v pa3BuTue
B HopMe. JleueHne He TpeOyeTcsl. Bmopuurbie cmepeomunuu xa-
PaKTEPHBI JUIS TAKAX COCTOSTHMH, KaK ayTU3M, CHHIPOM ACIIep-
repa, NepBa3uBHOE PacCTPOCTBO, CUHAPOM PeTTa, yMCTBEH-
Hasl OTCTAJOCTh, CCHCOPHAs ACIPHMBAIlMs, TJIYXOTa/ClIeToTa,
HacJIeNCTBEHHBIC 0oyie3Hn oOMeHa (bone3Hb Jlema-Huxana),
TeHeTUYECKHME CUHAPOMBI, OITYXOJIM, TIPMEM TICUXOCTUMYJISITO-
POB, HEHPOJIETITUKOB, TIOCIEACTBIE HEPOUHMEKIINN, TPAaBMEI,
MICUXUYECKUE paccTpoiicTBa (IM30(peHNs, KaTaTOHUS, HCTe-

pus).

3akmoyenue

VY nereil Miamiiero Bo3pacTta IMCTOHMYECKHUE TMIEPKUHE3BI
MOTYT BXOJWTb B CTPYKTYPY MHOTHX CUHIPOMOB, KOTOPBIC IME-
10T pa3aM4Hble STHOJOrMYecKue (HaKTOPhI, IPOrHO3 U Jieye-
HuUe. DTO TpeOyeT MpUMEHEHUS BCETro CreKTpa 00Cae0BaHMUIA,
BKJTIOYAIONIETO TPOBENCHUE METONOB HEMPOBU3YaTU3aIINH,
MPOAOIKEHHOTO BUIe0-DD MOHUTOPHMHTA, TCHETUICCKUX MC-
CIIeIOBaHUIA C 1IEJIbI0 YTOUHEHUS nuarHo3sa [§8]. s mpaBuib-
HOU IMArHOCTHKY HAIO TAKKe TOMHMTH O JPYTHX Pa3TNIHBIX
MapOKCU3MAJIbHBIX COCTOSIHMSIX IE€TCKOTO BO3pAcTa, KIMHUYE-
CKM OTJIMYATh UX B 3aBUCUMOCTH OT CONMYTCTBYIOLIMX HEBPOJIO-
TMYECKHUX CIMIITOMOB C YY4ETOM BO3PACTHBIX OCOOCHHOCTEIA.
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Dystonic hyperkinesias in children of early childhood
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Dystonic hyperkinesias in children of early childhood may be
involved in the structure of many syndromes that have different
etiological factors, prognosis, and treatment. This review pre-
sents various clinical types of dystonias: benign idiopathic forms
of dystonia with onset in the first year of life, dystonic syndromes
associated with residual damage to the nervous system, heredi-
tary idiopathic dystonias, symptomatic dystonias, and also some

similar conditions. Diagnosing of dystonia in children requires
the use of a wide range of examinations, including neuroimag-
ing, continuous video EEG monitoring, and genetic studies. The
differential diagnosis of dystonias in children is carried out with
different paroxysmal conditions of childhood that can be of epi-
leptic and non-epileptic nature.
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