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Pesiome

BeepeHmne. CnHApOM MUOKNOHyCc-auctoHnn (CMJ) — rpynna reHeTU4eCKy reTeporeHHbIX
HefiereHepaTUBHbIX KINHNYECKUX COCTOAHWI, XapaKTePU3YIOLMXCA COYeTaHWeM MUO-
KJIOHYyCa 1 AUCTOHMM B KaYeCTBE AUHCTBEHHbIX UM Harbonee BblpaXXeHHbIX CUMMTOMOB.
Llensb. lMpoaHanu3npoBaTb KIMHUYeCKre npoasieHna n a¢pdektuBHocTb Tepanuu CMIy
11 naymeHTOB.

Martepuanbl 1 meToabl. PeTpOCNeKTUBHO NMpoaHanvM3npoBaHbl AaHHble 11 naumeHToB
(6 — my>xcKkoro nosna) us 10 cemeli, KOTopbim Obi BbicTaBneH gnarHo3s CM[l. MeguaHa Bo3-
pacTa Ha MOMEHT Pa3BUTKA NePBbIX CMMNTOMOB 3aboneBaHusi coctaBuna 3 roga [IQR: 3,0;
12,5], Ha MOMeHT BbinonHeHna uccnegosaHua — 21 rog [IQR: 19,0; 38,0]. 2pdeKTUBHOCTL
Tepanuu oLeHnBanu cneayowym o6pasom: NosHOe KYNUpoBaHME CUMMATOMOB — BbICOKO-
3¢pPeKTUBEH, KynpoBaHo 6ornee 50% cMMNTOMOB — 3QpdeKTrBEH, MeHee 50% — YaCcTUUYHO
3¢ dekTnBeEH, 6€3 BNMAHUA Ha CUMNTOMbI 3ab0neBaHnsA — HeadpdeKTVBEH.

Pesynbratbl. [epBbiM cMMATOMOM 3aboneBaHuns B 72,7% ciyyaeB ABAANCA MUOKIOHYC,
B 27,3% - AncToHuA. MuoknoHyc B 87,5% HabnogeHnin NepBNYHO BO3HUKAS B BEPXHUX
KOHeyHoCTAX. Ha MOMeHT nocnefHero Hesposornyeckoro ocmotpa y 100% naumeHToB
UMEeNNCb Kak MUOKIOHNYECKNI, TakK U AUCTOHUYECKNA runepkmHesbl. Y 90,9% naumen-
TOB OTMeyvanacb dokanbHasa NMbo cermeHTapHasa ANCTOHUA, Y 9,1% — reHepanv3oBaHHas.
B 54,5% cnyyaeB 6binn 3adprKCMPOBaHbl AOMONIHUTENbHBIE SKCTPaNMpamuaHble Hapy-
weHuA. Y 57,1% onpolueHHbIX Habnoganicb comnyTCcTBylOWMe NCUXMATPUUECKUE CUM-
nTombl. B 18,2% cnyyaeB cMMMATOMbI 3a601€BaHUA NMOMHOCTbIO KyNMPOBaNMCh NPYEMOM
ankorona. B 50,0% HabnofgeHnin oTMeYanca OTArOWeHHbIN HacneACTBEHHbIN aHaMHe3
No CXOXUM rnunepkuHesam. B 100% cnyyaes npumeHanacb cuMmntomaTnyeckas Meguka-
MeHTO3Hasa Tepanus. Micnonb3oBanuncb NPOTMBOCYAOPOXHble npenapatbl (MCM) — 90,9%,
MmnopenakcaHtol — 90,9%, HooTponHble npenapaTbl — 90,9%, nNpenapaTtbl NeBoAONbl —
72,7%, 6eH3o0arazenuHbl — 63,6%, UHbEKLUN 6OTYNIOTOKCUHA — 27,3%, aHTUXONUHEPru-
yeckne cpenctBa — 27,3% 1 MHIMOUTOPbI BE3VKYSIPHOIO MEepPeHOCYKa MOHOAMMHOB
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2-ro Tvna — 27,3%. bbinun a¢ppekTmHbI: NCIM - 20,0%, 6eH304mazennHbl — 14,3%, npenapa-
Tbl neBogonbl — 12,5%. MpoaeMoHCcTpupoBany YactnuHbln 3¢ dekT: MCM - 70,0%, mmope-
nakcaHTbl — 30,0%, 6eH3ogmasenuHbl — 28,6%. IHbeKuumn 60TyNnoTOKCMHa UMENY BbICOKYHO
3bdeKTUBHOCTb B OTHOLIEHNM anucToHUK B 100% cnyyaeB ncnonb3oBaHusa. OnepaTmBHoe
neyeHre No MMNIaHTauum snektpogos ana DBS sbinonHAnocbh 3 (27,3%) nauneHtam um
6b110 3ddekTUBHO B 33,3% criyyaes, BbICOKO3GHEKTUBHO — B 66,7%.

BbiBoabl. CpefHWiA Bo3pacT aebioTa 3a601eBaHUA NPUXOQUTCA Ha NEePBYIO AeKady Ku3-
HW. MauneHTbl YaCcTO UMEIOT OTATOLLEHHbIN HAaCNeACTBEHHbI aHaMHEe3 MO CXOXUM [BU-
raTefibHbIM paccTpoincTeam. MNepBbiM CUMATOMOM OObIYHO ABASAETCA MUOKJIOHUYECKNIA
rMnepKnHes B BEPXHUX KOHEYHOCTAX. K TpeTbel aekafe Xn3H1 BCe NaLNeHTbl UMEIOT Kak
MUWOKIOHYC, TaK 1 ANCTOHMIO. MenKaMeHTO3HOe fleyeHne OrpaHNYeHOo JOCTaTOUYHO HI3-
Ko 3pPeKTUBHOCTbIO. BbicOKYI0 3dPeKTUBHOCTb AEMOHCTPUPYIOT NHBbEKLUN 6OTYNOTOK-
cuHa, DBS.

KnioueBble cnoBa: CHAPOM MWOKIIOHYC-ANCTOHUN, MyTauma SGCE, mnoknoHnuyeckas
JNCTOHWA, AUCTOHMA ntoc, DBS

Kulikova S., Hryshkevich H.4, Charnukha T., Likhachev S.
Republican Research and Clinical Center of Neurology and Neurosurgery, Minsk, Belarus

Myoclonus-Dystonia Syndrome: Clinical Manifestations,
Effectiveness of Therapy Using the Example of 11 Cases

Conflict of interest: nothing to declare.

Authors’ contribution: Kulikova S. - clinical cases analysis, article editing; Hryshkevich H. - clinical cases analysis, review of
publications on the topic of the article, writing the text of the article; Charnukha T. - clinical cases analysis, article editing;
Likhachev S. - article editing.

Funding: the study was not sponsored.

Informed consent: the patients signed an informed consent.

Submitted: 14.11.2023

Accepted: 11.12.2023
Contacts: anng1991@mail.ru

Abstract

Introduction. Myoclonus-dystonia syndrome (MDS) is a group of heterogeneous, non-
degenerative clinical conditions characterized by a combination of myoclonus and
dystonia as the only or most prominent symptoms.

Purpose. To analyze the clinical manifestations and effectiveness of therapy for MDS in
11 patients.

Materials and methods. Information of 11 patients (6 males) with MDS diagnose from
10 families were retrospectively analyzed. The age of first symptoms of the disease is
3 years [IQR: 3.0; 12.5], age at the time of analysis — 21 years [IQR: 19.0; 38.0]. The
effectiveness of therapy was assessed as follows: complete relief of symptoms — highly
effective, relief of more than 50% - effective, less than 50% - partially effective, without
affecting the symptoms of the disease — not effective.

Results. The first symptom of the disease in 72.7% of cases was myoclonus, in 27.3% -
dystonia. Myoclonus in 87.5% of cases primarily occurred in the upper extremities.
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At the time of the last neurological examination, 100% of patients had both myoclonic
and dystonic hyperkinesis. 90.9% of patients had focal or segmental dystonia, and 9.1%
had generalized dystonia. In 54.5% of cases, additional extrapyramidal disorders were
recorded. 57.1% of respondents had concomitant psychiatric symptoms. In 18.2% of
cases, the symptoms of the disease were completely stopped by taking alcohol. In 50.0%
of cases, there was a burdened hereditary history of similar hyperkinesis. In 100% of cases,
symptomaticdrugtherapywasused. Anticonvulsants were used —90.9%, musclerelaxants—
90.9%, nootropic drugs — 90.9%, levodopa drugs — 72.7%, benzodiazepines — 63.6%,
botulinum toxin injections — 27.3%, anticholinergic agents - 27.3% and the second type
of monoamine vesicular transporter inhibitors — 27.3%. Were effective: anticonvulsants -
20.0%, benzodiazepines — 14.3%, levodopa drugs — 12.5%. Demonstrated a partial effect:
anticonvulsants — 70.0%, muscle relaxants — 30.0%, benzodiazepines - 28.6%. Botulinum
toxin injections were highly effective against dystonia in 100% of cases of use. Surgical
treatment for implantation of electrodes for DBS was performed in 3 (27.3%) patients and
was effective in 33.3% of cases, highly effective - in 66.7%.

Conclusions. The average age of the onset of the disease falls on the first decade of life.
Patients often have a burdened hereditary history of similar motor disorders. Usually the
first symptom is myoclonic hyperkinesis in the upper extremities. By the third decade
of life, all patients have both myoclonus and dystonia. Medical treatment is limited by
a rather low efficiency. High efficiency are demonstrated by botulinum toxin injections,
DBS.

Keywords: myoclonus-dystonia syndrome, SGCE mutation, myoclonus-dystonia, dystonia
plus, DBS

B BBEJAEHWE

CnHgpom muoknoHyc-auctoHun (CMJ) - rpynna reHeTuyYeCcKn reTeporeHHbIX Hegere-
HepaTMBHbIX KINNMHNYECKNX COCTOAHWNN, XapaKTepU3yoLMXCA coYeTaHNeM MUOKIOHYCa r
OUCTOHUN B KauecTBe eIMHCTBEHHbIX UM Hanbonee Bblpa)eHHbIX cuMnTomos [1].

Ona CM[ xapakTepHa reHeTMyecKas reTeporeHHoOCTb. [PUUMHHBIMU MOTYT ObITb My-
Tayuu B reHax: SGCE (OMIM 159900), ADCY5, ANO3, GCH1, GNAL, GNB1, KCTD17 (OMIM
616398), NKX2-1, PRKCG, TH, TTPA, TUBB2B, CAMTA1, CACNA1B, RELN, obnactb 17 cM
mexgy D1851132 n D185S843 Ha xpomocome 18p11 (OMIM 607488), GCH-1, SR, AADC,
TITF1 [2-7].

B HacTosALlee Bpema HO30M10rMA U KNMHMYecKasa knaccudukauma CMJ ssnatotca npea-
METOM INCKYCCMU, @ KPUTEPUY JNArHOCTUKUN He ABAAIOTCA 0OLLEeNPUHATLIMU.

OfHVM 13 OCHOBHbIX FeHOB, OTBeyvalLWwux 3a pa3sutme CMJ, ABnAeTca reH capkornu-
kaHa SGCE. MauuneHTsl ¢ SGCE-accoynmpoBaHHbiM CM[ ABAAIOTCA TUMUYHBIMKW NMPeAcTa-
BUTENAMMN KNUHUYECKOro GpeHoTUNa, HeMPOPU3MONOrMyecKNxX XapakTepmucTnk 1 natore-
He3a cmHgpoma [8].

KnuHuueckne nposasneHunsa SGCE-accoummpoaHHoro CMJ maHudecTupytoT B nep-
BOW feKage XM3HUM 1 noyTn Bcerga Ao 20 net, ofHaKo MOryT BbIABMATbCA B BO3pacTe OT
6 mec. fo 80 net. NepBbIM MOTOPHBIM NPOABNIEHNEM OObIYHO ABAAETCA MUOKIIOHYC, KO-
TOPbIA ONMUCbIBAETCA KaK ObICTPble, «MOMHMEHOCHbIE» MOAEPrMBaHMA MbllL, (cpepHas
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npogomknTenbHocTb 100 Mc, AnanasoH oT 25 fo 256 Mc), peako NpoABAAWMINCA B NOKOe
1 06bIYHO NPOBOLMPYEMbBIN AENCTBUAMY, TPEOYIOWNMUN CITIOKHON MOTOPUKW (pUcoBaHue,
NMcbmo). B OCHOBHOM ruvnepKkrHes 3axBaTbiBaeT LWelo, PYKN 1 TYNIOBULLE, B PeAKMX ClyYa-
AX HOTW U ropTaHb. Y AeTell MUOKJSIOHYC HOT M TYNIOBYLLIA MOXET MPUBOAUTb K NafeHNAM.
MpnbnusutenbHo y 50% naumeHTOB MMeeTcA AOMONHMTENbHAA GOoKanbHaA NN CEerMeH-
TapHaA AWCTOHMA OT JIerkon [0 YMEePEeHHOWN CTeNEeHU TAXKECTU, KOTOpas He MMEeT CKNOH-
HOCTU K MPOrpeccrpoBaHuio Un reHepanmnsaumm co BpemeHem. o gaHHbIM paga nccine-
posatenen, ana geten ¢ gebiotom 3abonesaHua ao 10 net 6onee xapakTepHa AMCTOHWA
HWKHNX KOHeYHocTel, cTaple 10 neT — uepBuKanbHaa AUCTOHUA W/WAM NUCYMIA CNa3M.
B 20-30% cnyyaeB AMCTOHMA MOXET onepexaTb MUOKJIOHYC NO CPOKY noasneHns [9-11].

CyLlecTByeT HECKOJIbKO TECHO CBA3aHHbIX Mexay cOOOM naToreHeTUYeCKUx MexaHus3-
moB pa3sutna CMJ ¢ TpyaHocTbio BblgeneHna segyuero. OCHOBHaA pofb NPUHAZNEXNUT
ANCOYHKLMN MO3XKEUKOBO-TanamMmmnyecknx nyTeii (Bo3moxHo, yepe3 FTAMKepruyeckuin ge-
duumnT Knetok lNypKrHbe), BTopocTeneHHas — ANCOYHKLMN CTpUaTo-Nanimao-Tanamo-Kop-
TUKanbHbIX NyTEN, HAPYLLIEHNIO CEPOTOHUHEPTUYECKOrO 1 odaMUHEPTrMyeckoro romeocTa-
3, BNNAHWIO KOHKPETHOW reHeTuYecKor MyTauum, npueegLuen K 3abonesaHutio [8, 12-16].

B uncne conyTCTBYOLWMX HEMOTOPHbIX HapyLlleHun y naumeHTos ¢ CM[ moryT 6biTb
ankoronbHasA 3aBUCMMOCTb, 06CeccMBHO-KOMNYbcMBHOE paccTpornctso (OKP), genpec-
CMBHbIE 1 TPEBOXKHble paccTponcTaa [9].

AnddepeHLmanbHbI AnarHo3 NPOBOAUTCA C SNUNENTUYECKUMN CUHAPOMaMU, NPo-
ABNAOLMMUCA MUOKNOHNYECKUMY NPUCTYNamMu; C AUCTOHUAMN (B YaCTHOCTU C poda-
3aBMCUMOW ONCTOHUEN, KOTOPasa MOXET UMeTb cxoxune beHoTMNUYecKrne npoasneHuns);
C HelpopjereHepaTuBHbIMK 3aboneBaHuAMU. bnarogapa focTaTouHO y3HaBaemomy de-
HoTuny 3aboneBaHWA AMArHO3 MOXeT ObiTb BbICTaBMIEH KAUHWYECKMW, NPU OTCYTCTBUU
NpoTMBOpeYaLLMX eMy U3MEHEHWNN, BbIABNEHHbIX Npy nposeaeHur MPT ronoBHoOro mos-
ra, sHuedanorpaduu n snekTpoHeripommorpadun. B ganbHeriem MoxeT 6biTb peKOMeH-
[O0BaHO NpoBefeHNe reHeTUYeCKoro TeCTUPOBaHNA, B YaCTHOCTM MyIbTUFEHHOW NaHenun
«dnCcTOoHUU».

B HacToAwee BpemA sTnoTponHaa Tepanua CMJ HegocTynHa, feyeHne HOCUT CUM-
NTOMaTUYECKMI XapaKTep 1 Yalle AeMOHCTPUPYET HEMOJHbIN 60 NpexoaALmin SbdeKT.
MpenapaTbl BbIGUPAIOTCA CUTYATUBHO, UCXOAA U3 CTENEHU BbIPAXKEHHOCTU MPOABNEHMWNA
N BeJyLWwmx CUMMNTOMOB, a Pe3ynbTaTbl CYLWECTBEHHO OrPaHUYMBalOTCA NEPEHOCUMOCTbIO
npenapaToB U reHeTUYECKON reTeporeHHoCTblo 3aboneBaHua [2]. 3oHMcamua ABnsAeTcA
€[JMHCTBEHHbIM MpenapaToMm, NPOAEMOHCTPMPOBABLUMM BblCOKY0 3GbEKTUBHOCTbL B OT-
HOLUEHMM NeYeHnA N MUOKNOHYCa, U AUCTOHWUW B PaHAOMU3NPOBAHHOM ABOMHOM C/leNoM
nnaue6o-KoHTponMpyemom mccnegoBaHum [17]. Takke MOryT McCnonb3oBaTbCcA Apyrue
npoTusocyfopokHble Nnpenapatbl (MCM), 6eH304Ma3eNVHbI, aHTUXONMHEPrYecKue cpea-
CTBa, MHIMOGUTOPbI BE3VKYNAPHOTO NepeHocYMka MOHOaMUHOB 2-ro TMNa, Mpenaparbl ne-
BOAOMbI, MPON3BOAHbIE HAaTPMEBOW CONN FaMMa-OKCUMACNAHON KUCNOTbl. B oTHOwWeHNN
doKanbHOW ANCTOHUU, CBOMCTBEHHOW CUHAPOMY, CPeICTBOM Bblbopa ABNAIOTCA UHDbEK-
Unm 60TYNOTOKCMHA B BOBJIEUEHHYIO FPYNMY MbILLL.

Mpun HepoOCTaTOUHOM KOHTPOJIE CMMMNTOMOB 3aboneBaHVA MeAUKaMeHTO3HbIMUK Mpe-
napaTtamu BO3MOXHO onepaTuBHOe neyveHune — rnybokasa ctumynauma mo3sra (Deep Brain
Stimulation — DBS). DBS gemoHcTpupyeT ynyullueHre MUOKNIoOHyca Ha 50% u Bbilwe 6onee
yem y 90% nauMeHTOB 1 yyulleHne ANCTOHMUM Ha 50% u Bbiwe 6onee yem y 70% nauu-
eHToB [18].
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B LIESIb NCCNEAOBAHUA

MpoaHann3npoBaTb KANHUYECKNE NpoaBneHna n 3¢deKTUBHOCTb Tepanumn CMJ.

B MATEPWAJIbl N METObI

Hamu 6binn npoaHanusnpoBaHbl 11 MeANLMHCKAX KapT CTaLMOHapHbIX NauveHToB
(6 — myX., 5 — »eH. nona) n3 10 cemeli, KoTopbiM 6bin BbicTaBneH gnarHos CMA. MeguaHa
BO3pacTa Ha MOMEHT Pa3BUTMA NEPBbIX CUMNTOMOB 3a60seBaHus coctasuna 3 roga [IQR:
3,00; 12,5], Ha MomeHT aHanusa - 21 rog, [IQR: 19,0; 38,0]. MNauneHTbl HabAOAANUCH Ha 6a3e
PHIMLU, HeBponorum n Henpoxupyprum B nepuog ¢ 2014 no 2023 rog. [lnarHoctuka 3a-
6oneBaHuA 6asMpoBanach Ha KNMHUYECKOWN KapTuHe 3aboneBaHus, anddepeHumanbHom
[ANarHoCTUKe CO CXOXMMM MATONOMMAMU U UCKITIOYEHWW BTOPUYHOMO XapaKTepa CUHAPO-
Ma. MPT ronosHoro mo3ra BbinonHaAnack 8 11 (100%) cnyyasnx. [laHHble 06 3n1eKTpo3HLe-
danorpaduueckom nccnegosaHum (33 nmenucs B 8 (72,7%) cnydyaax. CeKBeHMpoBaHMe
HOBOrO MoKoneHnaA 66110 BbiNoNHeHO 3 (27,3%) naumeHTam. 3$PEKTMBHOCTb Tepannn
oLeHuBanu cnegyoLWnm o6pasom: NosIHoe KynupoBaHue CUMNTOMOB — BbICOKO3ddeKTu-
BEH, KynupoBaHo 6onee 50% cMmnTomoB — 3ddeKkTrBeH, MeHee 50% — YacTuuHO 3ddek-
TUBEH, 6€3 BNMAHNA Ha CUMMTOMbI 3aboneBaHus — HeadpdeKkTnBeH. OnncatenpHas cTaTu-
CTVKa npefcTaBnieHa abCoNMOTHBIMA 1 OTHOCUTENbHbIMK Yncnamu. BospacT naymeHTos
XapakTepr30oBany MeanaHoln 1 MHTEPKBAPTUIbHbIM MHTEPBASIOM.

B PE3YJNIbTAThHI

OCHOBHble KNMHNYeCKne npossfieHns n apdekTnBHocTb Tepanun CMI npeactaene-
Hbl B Tabnue.

MepBbIM cumnToMoM 3aboneBaHus B 8 (72,7%) cryyanx ABNANCA MUOKIIOHYC, KOTOPbIN
B 7 (87,5%) HabnofeHAX NepBNUYHO BO3HMKAN B BEPXHUX KOHeYHocTaX. B 3 (27,3%) cny-
yanax NepBbIM CUMNTOMOM 3abosieBaHMsA Oblna AUCTOHMA (MO 1 CiyYato Ha LiepBUKaSbHYO
LAVCTOHUIO, MACUYUNI CNa3Mm, akCManbHYI0 ANCTOHMIO). B ganbHenwem npy pa3suTnm KNnHM-
yeckon KapTuHbl Y 11 (100%) NnauneHTOB UMENNCh KakK MMOKIIOHNYECKNIA, TaK 1 QUCTOHU-
yeckui rmnepkmHesbl. Y 10 (90,9%) naumeHToB oTMevanach ¢pokasibHasa nnMbo cermeHTap-
HadA gucToHusa, y 1(9,1%) — reHepanusoBaHHasa gMcToHusA. B 6 (54,5%) cnyyasax oTmeyanuco
LONONHUTENbHbIe SKCTpanMpamuniHble HapylleHna (xopes, TMKKU, TPemop, HapylueHuA
TOHYCa MO 3KCTpanupaMmmugHoMy TUMy, rMNepKnHesbl A3bika). U3 7 (63,6%) onpoLleHHbIX
naLneHTOB CONYTCTBYOLME NCUXMATPUUYECKEe CUMNTOMbI OTMeYanu B 4 (57,1%) cnyJasax:
B 2 — TPEBOXHOE PacCTPOWCTBO, MO OAHOMY — PAcCTPOMCTBO ajanTauuun 1 genpeccus.
Y 2 (18,2%) naumeHToB CMMMNTOMbI 3a60/1I€BaHNA NOTHOCTbLIO KYNUPOBANNCh NpYemMomM arn-
KOrons, y TOro »e Konn4yecTBa ankorofib He BAMAN Ha KnvHuyeckre nposasneHua CMI.
Cemb (63,6%) naumeHTOB NMOO He Gblv ONPOoLUEHbI, TG0 OTBEYaNM YKNOHUMBO. Ha npeg-
MET OTArowWeHHOCTN aHaMHe3a no CM/] 6binm onpotueHbl 10 (90,9%) naunMeHToB, U3 HUX 5
(50,0%) yka3anu Ha OTAroweHHbI HaCNIeACTBEHHbIN aHAMHE3 MO CXOXKNM rmnepKuHesam,
13 HUx 4 (80,0%) — no oTuyoBckom nuHKUK, 1 (20,0%) — no maTeprHCcKon nnHUK. Matb (50,0%)
oTpULIANY NONOXKUTESIbHYIO0 CeMelHyto nctoputo. Gakropamu, yCUnmBaoLWMMy rmnepKu-
He3 C oAnHaKoBOW YacToTon — 8 (72,7%) cny4yaes, ABNANMCH CTPECC U LienieHanpaBsieHHble
LBUXeHUA, pexe — 3 (27,3%) — ¢dusmyeckas akTuBHOCTb. B 100% cnydyaeB nprvmMeHanach
CMMNTOMaTUYeCKasa MefKaMeHTO3Haa Tepanus. Yawe scero ncnonb3opanucb MCM1. Mpe-
napaTbl BajlbNMpOeBO KNCNOTbl HazHavyanucb 8 (72,7%) nauneHTam v 6binmn 3GpPeKTUBHbI
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B 1(12,5%) cnyuae, yacTnuHo 3ddeKTnBHbI — B 4 (50,0%). B 4 (36,4%) cnyyasax npumeHsanca
neBeTMpaLeTam, KOTOPbI MPOAEMOHCTPUPOBAN YacTUUHyo 3ddeKkTuBHOCTb Y 3 (75,0%)
nauwueHToB. MperabanuH ncnonb3osanca B 1 cnyyae (12,5%) n 661 yactnuHo 3dbdekTn-
BeH. [pyrue MCI (kapbamasenuH, NamoTPUIXMNH) Ha3HaAYaNuUCb PEAKo, N UX NPUMeHe-
Hue 6b1n10 HeappeKTMBHO. beH3oamazennHbl (KNoHasenam, Anasenam) NPUMEHANNUCL B 7
(63,6%) cnyuasnx, peMoHcTpupys adpbekTuBHOCTb y 1 (14,3%) NaumeHTa, YaCcTUUHOE yNyu-
weHune -y 2 (28,6%), otcytcTBue adpdekTa — y 3 (42,8%), yxyaweHne MMoKoHyca — B 1
(14,3%) cnyuae. MNpenapaTbl 1eBOAOMNbI (Magonap, Hakom) NPUMeHANUCL B 8 (72,7%) Ha-
6nofeHnAxX, NPUBOANAN K BblpaxkeHHOMY obnerueHutio B 1 (12,5%) cnyyae, He OKa3blBanu
a¢pdekTa - B 7 (87,5%). MmnopenakcaHTbl (6aknodeH, Mmngokanm) HasHayanmcb 10 (90,9%)
nauueHTam, npmem 6bin YacTmuHo 3ddekTmaeH y 3 (30,0%), HeabdpekTBeH -y 7 (70,0%).
AHTUXONMHEpPruyeckme cpeacTsa (TpurekcudbeHnann, UMKNO[0N) N UHTMOUTOPBI BE3UKY-
NAPHOro NepeHoCYMKa MOHOAMUHOB 2-Fo TuNa (TeTpabeHasnH) npumeHsanuco y 3 (27,3%)
naumeHToB 1 6b1n HeaddeKTBHBI. HooTponHblie npenapatbl (peHnbyT, HoodeH) Nprme-
HAnncb B 10 (90,9%) cnyuasx. JleueHne gaHHON rpynnoi NnpenapaToB He BAVANO Ha NPo-
asneHna CM/. MonoxxmTenbHbin 3$pPeKT B OTHOLEHUN GOKaNbHOM AUCTOHUN NPOAEMOH-
CTPVPOBAIM MHbEKUMM BOTYNOTOKCKHA, KOTOpble NpUMeHANNCh y 3 (27,3%) nauneHToB 1
6b111 BbicOKO3PdeKTMBHBI B 100% cnyyaes. B 3 (27,3%) cnyyasax npoBogmioch onepaTui-
Hoe neueHne — yctaHoBKa DBS. B 100% cnyyaeB AaHHbI MeTo fleYeHNA NPOAEMOHCTPU-
poBan 3¢deKkTnBHOCTL — oT addekTrBeH ¥ 1 (33,3%) nNauneHTa fo BbICOKOIGDEKTMBEH Y
2 (66,7%) NnauMeHTOB — Kak B OTHOLLEHNN MUOKIOHWI, Tak U B OTHOLLIEHUWN ANCTOHMK. Ha
npegmeT UHBanMAHocTK No gnarHosy CM/[ onpoweHbl 8 (72,7%) nauneHToB, 13 HUX y 4
(50,0%) ycTaHoBReHa rpynna MHBaAMAHOCTU.

B ObCYXAEHUE

CMJ asnaetca pegko BCTpeyalowenca natonorvren. CornacHo oueHKaMm, pacnpocTpa-
HeHHocTb B EBpone cocTtaBnsaet 1:500 000 [19]. 3a kKnaccuueckyto KapTuHy 3abonesaHus,
BBMAY Hambonee uacTon BCTpeyaemocTw, NpuHAT deHotun SGCE-accoummpoBaHHOro
CMZA. MyTauun B reHe SGCE obHapyxunBaeTca B 21-80% cnyyaes [10]. [1na Hee xapaKTe-
peH ayTOCOMHO-LOMUHAHTHbIM TN HacnegoBaHua. GeHoTun 3aboneBaHus peanunsyerca
He BCerfa, YTo CBA3aHO C dKCMpeccmen reHa no OTLOBCKOW JIMHUN U NOAABNEHNEM JKC-
npeccmm (UMNPUHTMHIOM) — MO MaTEPUHCKOMN. BepoATHbIM anureHeTMYeCcKMM mMmexaHus-
MOM, BbI3bIBAOLMM UMMAPUHTUHT, ABAAETCA annefb-cneunduryeckoe MeTUINPOBaHUe,
KOTOpOe YCTaHaBNMBaeTCA BO BPEMA MYMCKOMO U »KeHCKOoro rametoreHesa. Yactb CpG-
OCTpOBKa BOKpYr nepBoro 3k3oHa SGCE meTunupoBaHa No MaTepMHCKOMY anfienio IMMm-
bobnacTHbIX KNETOYHbIX MUHUIA, NENKOLUTOB 1, CKOpee BCEro, B TKaHW FOIOBHOMO MO3ra,
TOrfa Kak OTLOBCKMIA annesib He meTunmpoBaH. Okono 5% peten, yHacnegoBaBLUMX MATO-
NOrnMYecknii BapmaHT reHa ot maTtepw, OyayT MMeTb CUMNTOMbI 3aboneBaHWA, BEPOATHO,
nposasnaowreca B 6onee nerkon popme. HeperynapHbiii NaTTepH MMAPUHTUHIA MOXET
6bITb 06bACHEH MeTacTabuSIbHbIMK 3NMANNeNAMu, NPUBOAALLMMUA K GEeHOTUMMYECKOMY
MO3auLM3My MeXAY KNeTKamu, a TaKkke mexay NioabMu. Takxke MyTauma MOXKeT BO3HU-
kaTb de novo [20]. B Habnogaemoi Hamun KoropTe MyTauums B reHe SGCE 6bina BbiAiBeHa
y 2 uenoBek (18,2%). Y ueTBepbix nauMeHToB y 6abyliek No OTLOBCKON IMHMN OTMeYa-
NNCb CXOXMe rMnepKNHeTMYeCcKme ABuraTtesibHble paccTponcTea. B 3 n3 4 cnyyaes cum-
NTomMoB 3aboneBaHNA y OTLIOB NaLUeHTOB He 6b110. OnncaHHan cUTyauusa MOXeT cauae-
TeNbCTBOBaTb 06 MMMPUHTUHIE FeHa, BbI3BaBLUErO AUCKMHE3NIO MO MaTEPUHCKON NINHIK,
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N ero sKcrnpeccuun npu nepegave npobaHay ero rerepo3nroTHbIM OTLOM — 6eccMnToM-

HbIM HOCUTENEM.

CornacHo npeanoxeHHbIM Emmanuel Roze et al. 8 2018 rogy Kputepusam ans ycTaHOB-
neHuA KnrHuyeckoro anarHo3a SGCE-accounmpoaHHoro CMJ TpebyeTca cobniofeHune
yeTblpex OCHOBHBbIX IMOO TPeX OCHOBHbIX U 1BYX BTOPOCTEMNEHHbIX KpUTEPUEB, NPU OTCYT-
CTBUW UCKJTIOYAOLLNX KpUTepmres B 06oux cnyyasax. OCHOBHble KpuTepuun:

MuroKnoHyc n3onvupoBaH nnu npeobnagaeT Hag ANCTOHWEN.

[BrratenbHble HapyLleHUA JOMUHUPYIOT B BEPXHE YacTu Tena.

OTCyTCTBME TYNOBULLHOW AUCTOHUMN.

[MonoXuTenbHbIN CeEMENHbI aHaMHe3.

Hauano B Bo3pacTte go 18 net.

BTropocTeneHHble KpuTepuu:

O6ceccnBHO-KOMMYNbCYBHOE PACcCTPOWCTBO, TPEBOXKHOE PacCTPOMCTBO MW anko-

ronbHasi 3aBUCUMOCTb.

2. CnoHTaHHaA pemMuccna GUCTOHUN KOHEYHOCTEN B AETCKOM MM NOAPOCTKOBOM BO3-
pacTe.

3. Peakuus Ha ankorofb.

Nckniovatowwme Kputepum:

1. [pyrve HeBponormyeckne NposaBeHNsa B AOMONHEHNE K MUOKJIOHUW U/VN NCTOHUN
(3a ncknoueHnem snuNenTUYeCKMX NPUCTYNOB), KOTOpble MOTyT NPUCYTCTBOBaTb Yy
HekoTopbIx ntogent ¢ CM, accoyumpoBaHHbiMm ¢ SGCE.

2. Hanwuuwne nameHeHnin no aaHHbIM MPT ronoBHOro mosra.

3. Helpodusmonornueckne gaHHble, He NOATBEPXKAAOLME ANArHo3 (onpeaenalTca Kak
MblLLEYHble COKpaLLeHUA NPoAomKUTeNbHOCTbIO 6onee 300 MC, KOTOpble MOTYT BO3-
HVKaTb B YaCTAX TeNa, He MOpPaXXeHHbIX AUCTOHWeN) [8].

HeB3umpana Ha 6onbluoe KonnyecTso Nyo6nmKaLmi, CCbiNaloWmxca Ha AaHHYo CTaTblo,
KpuUTepuun, NpeacTaBneHHble B Hel, He ABNATCA OOLWEeNPUHATLIMA 1 He YNOMUHAIOTCA B
KINUHUYECKNX peKOMEHAALMAX.

YactoTta 3aboneBaHnA NPUMeEPHO oAMHAKOBA AnA Nu 06omx nonos.. B Hawem Habnto-
LEHUW BbIABIEHO He3HauuTenbHoe npeobnajaHvie NUL MyXCKoro nona (Myx. — 54,5%,
XeH. — 45,5%). B uccnegosaHuu, npegctasneHHom Deborah Raymond et al., noguepku-
BAeTCA, UTO MOJ TECHO CBA3aH C Bo3pacTom AebioTa 3aboneBaHna 1 y JeBOYEK CPeHUN
BO3PacT COCTaBNAET 5 fieT, Mo CpaBHeHMIO € 8 rofjaMm y ManbumKkoB [21]; B Hallen KoropTe
y 1L, XeHcKoro nona — 6,9 roga, My>ckoro — 8 net, ofHako HabnogeHNa orpaHuyeHbl
ManbiM pa3mMepoM BbIGOPKM.

®enotun CMJ B onucbiBaemori rpynne B 100% cnyyaeB Ha MOMEHT aHanu3a BKoYas
B ce0A Kak MUOKNOHYC, TaK U INCTOHMUIO.

Y nauyueHToB C yCcTaHoBneHHON MmyTaumen B reHe SGCE (naumeHTbl 3 1 4) KnnHNYe-
CKMe NpoAB/ieHNA OUCKUHE3NW COOTBETCTBOBANM JaHHbIM APYrMX aBTOPOB, OMKUCbIBato-
LMX KNaCcCUYECKYH0 KIMHNYECKYI0 KapTUHY 3aboneBaHuns, Korga MMOKIIOHYC B BEpPXHEN
YyacTu Tena ABNAETCA NepBbIM CMMNTOMOM 3aboneBaHuWA, a ANCTOHUS NPUCOEAMHAETCA
nose. BaxxHOCTb GOKaNbHOWM ANCTOHMM KaK NepBOro npr3Haka 3abonesaHnaA 6bina noa-
yepkHyTa Correa-Vela, Marta et al. B aHanuze 49 cnyuaes SGCE-accounnposaHHoro CMJ
y NaLMeHTOoB JeTcKoro Bo3pacTa. Mucunid cnasm, pa3BUBLLUIACA B AETCTBE, a Takke AnC-
TOHMA xoabbbl 1 Hera B BMAeE Kpyroson TpAcku Horon «circular shaking leg», BonoueHus
Horu «dragging leg» 1 noxogkn nowagu-niobutena «<hobby-horse gait» 661K BbigeneHsbl

uhwn =
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KaK paHHue npu3Haku Bo3moxkHoro SGCE-accoymmpoBaHHoro CMI [22]. Cxoxue gaH-
Hble ObiNN NpefcTaBneHbl paHee. B ctatbe, onybnukosaHHow B 2014 rogy B Journal of
Neurology, 66111 BblgeneHbl TP OCHOBHbIX NaTTePHa [ BUraTeNibHbIX HaPYLLEHWUI, XapaK-
TepHbIx gna SGCE-CM[. OanH 13 HUX BKNtoyan B cebA nauneHToB mnaawe 10 feT ¢ uso-
NMPOBAHHOW UV BblPaXX€HHOWN ANCTOHMEN HUMHIUX KOHEYHOCTEN, Y KOTOPbIX MO3Xe pas-
BucA 6onee BbipaXKeHHbIV MUOKNOHNYECKMNI KOMIMOHEHT C NPerMyLLeCTBEHHbIM Nopa-
XeHreMm BepxHel yacTu Tena. [ina BToporo xapakTepHo Hanumne MUOKNOHYCa U AUCTOHUN
BEPXHEel YacTu TeNa, KoTopble Pa3BMANCE B paHHeEM AeTcTBe. TpeTuil NaTTepH BKIoYan
NnaumMeHTOB C MMOK/IOHYCOM B BEpPXHeN YacTu Tena, febloTupoBasLimm B 6onee nosgHem
LETCTBE, 1 ropasfo 6osee BblpaXKeHHON LiepBUKabHON ANCTOHMEN. BblleckasaHHoe no-
3BOSIANIO aBTOPaM NPeANOJIOKUTb, UTO Jaxe MPW OTCYTCTBUM KIUHUYECKMX NPOABNEHNN
MWOKJIOHYCa cnefyeT pacCMOTPEeTb BO3MOXKHOCTb MPOBeeHNA reHeTUYeCKOro aHanm3a
reHa SGCE y getein mnagwe 10 net c n301MpoBaHHON GOKanbHOWM AUCTOHUEN HUMKHUX KO-
HeYHoCTen unu NucymMm cnasmom [10]. U3 Habnogaembix HaMn 0CobeHHOCTeN AUCTOHNA
KaK nepBbli CMMNTOM 3aboneBaHNA oTMevanach B 27,3% cnyyaes CMJ.

B nccnepgoBaHmm ogHom 13 KpynHenwmnx Koropt naumeHtos ¢ CMJ, npoweawmnx cn-
CTeMaTUYECKYI0 KIMHNYECKYI0O U FeHeTUYECKYI0 OLUeHKy nop pykosogactsom Kathryn J.
Peal et al., o cnyuasax Tpemopa, xopeun nmbo TUKOB Y NaumeHToB ¢ MyTauuen SGCE He co-
obulanoco. B KoropTe ¢ oTpuLaTenbHbIM pe3ynbTatom MyTaumm B SGCE oTmeyanmcs MHo-
XecTBeHHble 3KCTpanupamugHble HapylweHus [10]. B npeactaBneHHbIX HamMu AaHHbIX
LOMNONHUTENbHbIE SKCTPanMpaMmaHble HapyLeHUa oTMevanucb 6onee Yem B NONTIOBMHE
C/lyyaeB, B TOM umncsie B BUAE reHepann3oBaHHbIX KOMOMHUPOBAHHbIX TUKOB C UX CaMo-
NPOW3BOJIbHBIM KYNMPOBaHMEM Yy OAHOIO 113 NaLMEHTOB C BbIABEHHOW MyTaLMel B reHe
SGCE (nauneHT 4) n pebiotom 3aboneBaHua B 2 roga. Takum obpasom, Hanuume fonos-
HUTENIbHOrO 3KCTPanMpPaMMaHOro PacCTPONCTBA, B HalleM Cllyyae TUKOB, He MOXeT pac-
cMaTpumBaTbCA Kak ucknovatowmin SGCE-accounmnpoBanHbin CMI KpuTepnin n B KaXkaoMm
cnyvae 3aboneBaHUA JOMKHO TPaKTOBaTbCA UHANBUAYANbHO.

[lo HacTosALero BpeMeHn BeayTCA AUCKYCCMU O TOM, ABNAETCA NN NPUYMHON NCUXM-
YecKMx paccTponcTs y nauyneHTos ¢ CMJ] HOCUMTENBCTBO, Kak CUMMNTOMHOE, Tak 1 6eccum-
nTomHoe, MyTaLmm B reHe SGCE, nn6o npuyrHa B KOMMNNEKCe ABUraTesibHbIX HapyLLUEHWH],
CBOWNCTBEHHbIX CUHAPOMY. BONbLWNHCTBO NpefCcTaBeHHbIX B IUTepaType nccnefoBaHuii
CpaBHMBanNu Mexgy cobol 4YacToTy MCUXMYECKUX PacCTPOWCTB Yy HOCUTeNen MyTauuu
SGCE, umeioLnx KNUHNYECKMe NPOABNEHMSA, C YNeHaM/ CEMbW, He HeCYLUMK MyTaLuio,
C HOCUTENAMW MyTaumKn 6e3 KNMHUYECKMX NPOoABNeHun NMbo C NaureHTamn C gpyrumu
3KCTpanMpaMmaHbiMK HapyweHuamn (goda-3aBUCMMON ANCTOHUEN, UAMONATUYECKON
LepBUKanbHON ANCTOHMEN, 3CCeHUManbHbIM Tpemopom) [23-25]. Bo Bcex cnyyasx 6b110
NPOAEMOHCTPUPOBAHO MOBbILWEHKE YaCTOTbl CneLmdruUecKmX NCUXNYECKUX PacCTPONCTB
cpean Hocntenen myTtaumm SGCE ¢ moTopHbiMK NnpoasieHnamm. OgHaKo NPOTVBOMNOIOX-
Hble pe3ynbTaTbl OblNN NONyYeHbl B NCCIIefOBaHUN, B KOTOPOM Mexay coboi cpaBHIBa-
nuck nauymnenTbl ¢ CM/1, pa3geneHHble Ha iBe rpynmbl MO HANNYUIO U OTCYTCTBMIO MyTaLum
B reHe SGCE. Mexay rpynnamu He Obino BbIABIEHO HUKaKMX CYLIECTBEHHbIX Pa3nnymnii
C TOYKM 3peHnA X 6aNNoB No NCUXMATPUYECKUM OMPOCHUKAM M YacToTe MCUXUYECKNX
paccTponcts [26]. B Hawem nccneaoBaHMM Ha BOMPOC O HANMMUUKU NCUXNYECKOTO pac-
CTPOWCTBa YTBEPANTENbHO OTBETUNN 4 YenoBeKa: 1 NauueHT, UMeoLWMiA MyTaLuio B reHe
SGCE, 1 nauneHT c oTpuLUaTenbHOM MyTauuel B yKa3aHHOM reHe 1 2 nauueHTa, KOTopbim
He BbIMOMHANOCH FeHeTUYecKoe TecTMpoBaHue. MccnefoBaHue pacnpoCTpaHEHHOCTH
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NCUXMYECKUX PAaCCTPONCTB BbiNo OrpaHNYeHO AeNCTBYIOLNM B CTPaHe 3aKOHOM O MCUXU-
aTpNYeCcKon NOMOLLM N HEOCTYMHOCTbIO TeNledOHHOrO NHTEPBLIOUPOBAHUA /11 HEKOTO-
pbIX NaLNeHTOB.

C yyeTom OTCYTCTBUA 3TUOTpONHOM Tepanum CM]I pekomeHAyeTca cMMMTOMaTuye-
CKas Tepanus ¢ NepBOHayvanbHbIM BbIOOPOM MpenapaTta B 3aBUCUMOCTU OT BblpaXKeHHO-
CTV NpeBaNMpPYOLLMX CMMNTOMOB. OfHaKO MefMKaMeHTO3HOE fleYeHne MOXET ObITb orpa-
HUYEHO HN3KOMN 3 PEKTUBHOCTBIO 1 YAaCTOTON Pas3BUTUA NOHOUHbBIX 3pdeKToB [8].

Hanbonee wvpoko ucnosnb3lyemol rpynrori NpenapaToB ABAAIOTCA NPOTUBOCYAO-
poXHble. BanbnpoeBas KMCNoTa 1 ieBeTpaLieTam BBUAY CBOEW JOCTYMHOCTM U XOPOLUeNn
NMepeHOCUMOCTY Ha3HaYanMcb NaLuueHTaM 13 aHanmM3MpyemMon rpynnbl Hanbonee yacTo.
BanbnpoeBasa Kncnota AeMOHCTpMpoBana 3$PeKTUBHOCTb OT BbICOKOM [0 YaCTUYHOW
yaule, Yyem 6bina HeappeKTBHA. DHDEKT OT Nprema aHHOTO Npenapara, BEPOATHO, Obin
CBA3aH C ero MexaHn3mMoM [eCTBUA, BINAIOLLMM Ha OLHO 13 3BeHbeB natoreHeza CM/ —
NOBbILEHNE KOHLEHTPALUN raMMa-aMnHomacnaHon kmcnotbl (TAMK) n BocctaHoBneHme
npoueccoB TopmoxkeHuna B LIHC. JleBeTnpaueTtam — BbICOKO3pEKTUBHbIV NpenapaT and
nleyeHma MMOKNOHYCa KOpKoBOro npoucxoxgenus. Npu CMJ ero ncnonb3oBaHue nveet
OrpaHUYeHHYy0 3$PeKTUBHOCTb, OAHAKO OH BAUAN Ha TeyeHue 3ab60sieBaHUs, YaCTUUYHO
obneryas ero B OONbLUMHCTBE C/lydaeB NCMosib3oBaHuA. KapbamaszenvH — 6riokaTop Ha-
TPUEBbIX KaHaNI0B, HO MOXeET 6bITb 3ddEKTUBEH 1 BBMAY CBOUX CEPOTOHUHEPINYECKOTO 1
podamurHepruyeckoro a3¢pdeKkToB [27], Ha3HaYanca eanHOXAbl Y HUKAK He BAWAN Ha AuUc-
KUHe3un. 30HUCamMng He NCMoNb30Bancs BBUAY OTCYTCTBUA PEFUCTPALUN B CTPAHE.

BTopoi rpynnoi Hanbosee 4acTo UCMOJIb3YEMbIX MPENAPATOB ABMAOTCA 6eH304Ma3e-
NuHbL. KnoHasenam 3¢ $eKTNBEH B OTHOLLEHUM MUOKJIOHMI 1 TPeMopa 3a CYET BAUAHMA
Ha TAMK-A-peuenTopbl, yBennumsas nx 4yyBctamtenbHocTb K TAMK. B Hawweli KoropTe aaH-
HbI MpenapaT C OAUHAKOBOWN YaCTOTON AEMOHCTPUPOBA YacTUYHY0 3GDEKTUBHOCTD U
6b11 HeaddEeKTMBEH, NP 3TOM B OAHOM 13 CJlyYaeB Bbi3Bas yCuieHve AUCTOHUN.

DddeKT OT NCMONb30BaAHNA aHTUXOJIMHEPIMUYECKUX CpeacTB (TpurekcnbeHngnn, 6eH-
30TPOMVH), UHIMONTOPOB BE3UKYJIAPHOIO NMEepPeHOCYMKAa MOHOAMMHOB TUMa 2 (TeTpabe-
Ha3VH), NpenapaToB JIeBOAOMbl (Magonap, HAKOM), KOTOopble MOTyT 065ieryaTb Kak AUCTo-
HUIO, TaK 1 MUOKJIOHYC, YaLle 6bli cnabblii, yem yMepeHHbI. OnncaHbl eGUHNYHBIE CITyYan
MOMHOro KYynMpoBaHMWA Kak MUOKNOHYCa, Tak 1 AUCTOHNK Ha doHe nprema Tpurekcnde-
Huamna B fo3se 6 mMr/cyTkn y naumeHtkm ¢ SGCE-CMU [28] u npu npueme TeTpabeHasmnHa
B f03e 25 Mr 3 p/g, KOTOPbI OKa3blBan BbIPaXKeHHbIN 3PpPeKT B OTHOLLEHUN MUOKIIOHYCA,
obneryas AUCTOHMIO yMepeHHO [29]. TpurekcudeHngmn n TeTpabeHasuH NPUMEHSIINCD Y
HalMX MNALMEHTOB B AUHMNYHBIX CITyYasiX U HUKaK He BAUANM Ha TeueHne 3aboneBaHus.
MpumeHeHWe NpenapaToB 1eBOAOMbI ONPABAAHO HA HayanbHbIX CTaanAX 3aboneBaHus,
Korga Befetca anddepeHumanbHaa anarHoctka CMI ¢ poda-3aBUCUMON AUCTOHMEN,
KOTOpas MOXET UMeTb CXOXMIN deHoTun. Npu HanuuumM pesynbTaToB FreHeTUYeCKoro Te-
CTUPOBAHWA NpenapaT MOXeT ObITb PeKOMeH0BaH BBUAY HU3KOWN 3GPeKTVBHOCTU Me-
ANKAMEHTO3HOro nevyeHusa B oTHoweHun CM/[] B uenom, HO He B pamKax NepBON IMHUN
Tepanuu. JleBogona WNPOKO Ha3Hayanacb OMNMcbiBaeMblM HaMK MauMeHTam, HO Obina
3¢ deKTMBHa NNLWb eANHOXAbI, AEMOHCTPUPYA NONHOE KYyNMPOBaHME MOTOPHbIX NPOAB-
nenmn CMJ. MNauneHTKa Obina BbIHYXAeHa NPEKPATUTb ee NpUem B CBA3U C BO3HUKHOBE-
Huem No6oYHbIX 3 HEKTOB.

SddeKTMBHOCTL OT NPUMEHEHUSA MPENAPATOB C HOOTPOMHbIM AeNCTBMEM B NUTEPATY-
pe He onKrcaHa, Ha NpMMepe Hallel KOropTbl MpenapaTbl yKa3aHHOW rpynmnbl NPOAEMOH-
CTPVPOBaNM abCOMOTHYO HE3DDEKTUBHOCTb B OTHOLLIEHUN CUMIATOMOB 3ab0neBaHuA.
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CM[] oTHOCUTCA K ABUTaTeNbHbIM PaCCTPONCTBAM, BbICOKOUYBCTBUTENIbHLIM K STAHONY.
Mo nuTepaTypHbIM JaHHbIM, MOTOPHbIE KIUHUYECKME MPOABNEHMA 3aboneBaHNA 3Haun-
TeNIbHO YNnyyllalTca nocne ero ynotpebneHuns y 76,9% naumeHToB, YTO CBA3AHO C BNK-
AHMEM aNiIkorosiA Ha OJHO U3 OCHOBHbIX 3BEHbEB MaToreHesa — AUCOHYHKLMNIO MO3XKeUKo-
BO-Tanammuyeckux nyten. ObneryeHne MOTOPHbLIX CUMNTOMOB MOA AENCTBMEM asIKorossa
HOCUT 10303aBMCKMbI XapaKTep 1 YCKOMb3aeT MPU CHUXKEHUU ero KOHLEHTPaLmMmn B KPo-
Bu. CyllecTByeT paj npenapatoB ¢ 3dpdpekTamm U MeXaHM3MaMK BO3AENCTBUA, CXOXKMMU
C 3TaHONIOM, — NPOW3BOAHbIE HAaTPMEBOW CONMN ramma-oOKCMMACIAHON KUCIOThl (okcmbaTt
HaTpus, HaTpreBas Conb). B page onybnukoBaHHbIX PaboT NpYMeHeHe MPOU3BOLHbIX
ramma-oKCMMacCiAHOWN KUCNIOTbl C MedJIeHHON TUTpauwmen fo3bl obneryano nNposasieHns
runepkmHesos 6onee yem Ha 50,0%, npu 3ToM 3dpdeKT NoABNANCA Ha NEPBOM Yacy npu-
€Ma, HOCUJ1 0303aBMCUMbIN XapaKTep 1 4Nnnca nopagka 3—4 yaco.. [MaBHbIM NOOGOUYHbBIM
3¢ ¢deKToM 6bI1 CefaTUBHDIN, CXOXNI C cefaTUBHbIM 3 deKTOM OT Nprema 6onbLnX 403
sTaHona [30-32]. Cpean HabnogaeMbix HaMU NaLUEHTOB Ha BOMPOC O BAVAHWMW ankorons
Ha CMNTOMbI 3a60nieBaHNA GONbLUMHCTBO OTBEYANN YKIIOHUMBO NGO NaLmeHTbl He Hbinu
onpouueHbl. 13 oTBeTMBLWNX Ha Bonpoc 50,0% NauneHTOB OTMETWN YiyJlleHne MOTop-
HbIX CMNTOMOB 3ab0neBaHuA BNIOTb 10 MOJIHOIO UX KynupoBaHuA. CteneHb obneryeHus
Hocuna fo303aBrcumbIn 3ddeKT. NpenapaTbl raMMa-OKCMMACAHOW KUCIOTbI He Npume-
HANNCb, OfHAKO BO3MOXHOCTb NX NCNOJIb30BaHMA MOXET pacCMaTpMBaTbCA y MaLMEHTOB,
OTMEYAIOLLMX MOSIOXKUTENIbHOE BAVAHKE afIkorosa Ha CMMMNTOMbI 3abonieBaHuA.

NHbeKummn 60TyNnoTOKCUHA ABNAIOTCA CPeACTBOM Bblbopa AnA neveHna GpokKanbHON
OUCTOHWUW. BBepgeHMe npenapaTta B AMCTOHUYHbIE MbIWLbl OCNabnAaeT CoKpalleHne NHb-
euMpyeMbiX MbILLL, YTO NPUBOAUT K YMEHbLUEHUIO runepkuHesa. dddeKkT oT BBEAEHUA
AnTCca okono 3-6 mec. [MobouHble 3ddekTbl 60TyNMHOTEPanuK Bcerga NpPexomAwm u
06bIUHO nerkme, B CBA3M C YeM ANUTeNnbHOEe nNpumeHeHne 6esonacHo. OgHako npu pe-
rynAapHOM MCNOb30BaHMK NpenapaToB 60TYNOTOKCKHA CYLLeCTBYeT pUCK 0bpa3oBaHuA
HeNTPanu3yLWmMx aHTUTeN, U NaumueHTbl MOrYT NepecTaTb pearmpoBaTb Ha UHbEKLUN.
(MakTOpamu, KOTopble NOBbILIAIT PUCK PA3BUTUA YCTONYMBOCTH, ABAAIOTCA: BblcOKas ben-
KoBas Harpyska B HEKOTOpbIX Npenaparax, 6onbluvie NHANBUAYanbHbIE U KYMYNATUBHbIE
[03bl, @ TaKXKe KOPOTKNE UHTEPBasbl MeXAY MHbeKUMAMU, 0cobeHHO BycTepHble BBeAe-
HuA [33, 34]. BBefeHre 6OTYNOTOKCMHA NaLeHTaM 13 ONUCaHHOW KOropTbl MPOAEMOH-
CTPVPOBASIO BbICOKYH 3GOEKTUBHOCTb M HE COMPOBOXAANnocb No6oYHbIMU 3bdeKTamu.

Mpun HepoOCTaTOUHOM KOHTPOJIE CMMMNTOMOB 3aboneBaHVA MeAUKaMeHTO3HbIMUK Mpe-
napaTtamun BO3MOXXHO onepaTtusHoe neyeHne — DBS. DBS - 310 meTog neyeHus, npm KoTo-
POM MCNOSb3yeTCA BbICOKOUACTOTHAA 3MIEKTPUYECKas CTUMYNALMA A1A NoAaBneHus naTo-
NOrnYeckom akTMBHOCTU 6a3zanbHbIX Afep ronoBHOro mosra. OCHOBHbIMU MuLeHAMN DBS
MOryT ObITb BHYTPEHHUI cermeHT 6negHoro wapa (GPi) nnbo BeHTpanbHoOe NpoMeXyTou-
Hoe Aagpo Tanamyca (VIM). 3bbdeKT oT ycTaHOBKM CTUMYyNATOpa HabntofaeTca BHe 3aBUCU-
MOCTW OT reHETUYECKON STUOSIOTMN CUHAPOMa U 30HbI Bo3faencTeuA. DBS gemoHcTpupyet
ynyulleHne MUOKNOHYca Ha 50% 1 Bbiwwe 6onee yem y 90% nauMeHTOB 1 ynyJlleHre anc-
TOHMM Ha 50% u Bbilwe 6onee uem y 70% nauueHToB. YnyulueHre nokasaTenen MUOKIIO-
Hyca npvMmepHo oamnHakoso ana CPi-DBS n VIM-DBS, ogHako Bblpa)KeHHOCTb AUCTOHUN
nog gencrenem GPi-DBS ocnabeBaeT foctoBepHo nyuyule. O6Lme 0CNOXHEHWSA, CBA3aH-
Hble co ctumynauuen npu DBS, BKnoyaloT napectesuto, AnsapTputo, aucdaruio, anpak-
CUI0 MPY OTKPbITUKN BeK, reMnbannn3m, rofloBOKpy>keHue, ronosHyto 6onb, ancbanaHc
NOXOAKM, yXyfLleHe AUCTOHUN, AUCKUHE3MNIO Y MMUYECKME COKPALLEHUA, 1 Yalle OHU
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peructpupytotca npu VIM-DBS. Kak npasuno, oHun nerkue 1 MoryT 6biTb cBefieHbl K MU-
HUMYMY UN YCTPaHEeHbl MyTeM KOPPEKTUPOBKU NapameTpoB ctumynauun. OguHakosoe
BAUAHNE HA MMUOKIIOHYC, NyULLN 3PEeKT B OTHOLIEHUN YMEHbIUEHMA ANCTOHUU, MEeHb-
LIaA YacToTa OCJIOKHEHUN, CBA3AHHbIX CO CTUMYNALMEN, AENAOT CTUMYNALMIO BHYTPEHHe-
ro cermeHTa 6n1ejHOrO LWapa NPeAnoYTUTENIbHBIM METOAOM ONepaTUBHOro nedeHuss CM/.
B cnyuaax pedpaktepHoro 3aboneBaHmA UM HeAOCTaTOYHO YYBCTBUTEIbHOMO K YCTaHOB-
ke GPi-DBS moxeT ObITb BbiNMonHeHa AononHuTeNbHaa yctaHoBka VIM-DBS [35, 36]. He-
CMOTPSA Ha BbICOKYI0 3ddEKTUBHOCTb, ONepaTMBHOE fleYeHne MOXET ObITb He NoKa3aHo
MO NPUUYMHE TAXKECTM COMYTCTBYIOLLErO NCUXMYECKOrO HapYLUEHUS, a TaKXe Mpu HeTaxe-
NbIX cMMnToMax 3aboneBaHunsA. Bo Bcex onmcaHHbIX HaMK ciyyasx ycTaHoBKa DBS npo-
M3BOAMNIACh NMaLMeHTaM C OrpaHMYEHUEM NMOBCEAHEBHOWN aKTUBHOCTU 1 OOCTYXMBaHUA
ce6s B 6bITy. Micnonb3oBaHne DBS-GPi oka3biBano 3pdpeKT oT ymepeHHOro Ao BbICOKOro.
Jlnwb B ogHOM 13 clyyaeB NoTpe6oBanocb AOMONHUTENbHOE BO3AENCTBUE — ABYCTOPOH-
HAA nannupgoToMma. OKOHYaHWe 3apsaga HelpocTumynaTopa 3adbuUKCMpoBaHO ABaxbl, BO
BCEX CNyYanx CMMNTOMbI 3aboneBaHnA BO3BPaLLanncb, U NPOU3BOAUIIACH Ero 3aMeHa.

TeueHne CM[] Henpepackasyemo. Bo3pacTt febtota nposABneHni oKa3blBaeT BAUsAHME
Ha TedyeHune CM[ n 6naronosyuyme naymeHTa B AaNbHENLIEM, TaK KaK MAaTOreHHble Mexa-
HU3Mbl 3ab60n1eBaHNA MOTYT BAUATb Ha CO3PEeBaHNE MO3ra, a ABUraTesibHble NPOABNEHNA —
3HAUMTENbHO YXYALATb KaueCTBO »KM3HW, OrPaHNUYMBaTb KU3HELEATENbHOCTb, CHUXaTb
camooueHKy. W ecnu y HekoTopbIx NauueHTOB 3aboneBaHWe xapakTepu3ayeTca Nerknumu
HenporpeccrpyoLwnumMm CUMITOMaMU, BbIXOAALMMY Ha CTaAuIo NaTo B 3pe/ioM BO3pacTe,
W OHM He BbI3bIBalOT GYHKLMOHANBHOWN NHBANUAHOCTY IMGO BOBCE OTMEYAETCA CMOHTaH-
HOe yNyyLeHne CUMMTOMOB AVUCTOHWUN, TO B OTAENbHBIX CllyYasx 6051e3Hb Nporpeccnpyet
J10 TAXKEeNoWn ABUraTesibHoM HegocTaTtouHocTy [8]. B Hawmx HabnogeHnaX He 0TMevanocb
CjlyyaeB CNoHTaHHoro perpecca cumntomos CM/. MpoueHT nauneHToB, BbileWnX Ha
CTapuio NnaTo NMbo UMeloLLKX HeYKIIOHHO Nporpeccupyiollee TeyeHre 3abonesaHuns, He
oueHuBancsa. Mpu aHanmse 6biIK NONyYeHbl JaHHbIE O TOM, YTO NCUXONOTMYECKIUI CTpecc
W LeneHanpaBleHHble ABMKEHMA B OOMbLUMHCTBE CilyyaeB OOOCTPANM ABUraTesibHble
CUMNTOMbI 3aboneBaHnA. BbicOKas yacToTa UHBaNMAM3aUny B Hawen Koropte obycnoB-
neHa 1em GU3nMYeCKMM, AYLLEBHBIM M COLMaNbHbIM AUCKOMPOPTOM, K KOTOPOMY NPUBOAUT
nobasn AUCKNHe3mns, 0CO6EHHO He MMeloLLas STUOTPOMNHOW Tepanum 1 Tak TPyAHO noaja-
IOLLAACA CUMMITOMATUYECKOMY JIeUEHMIO.

B 3AK/THOYEHNE

AHanus KnuHnyeckux ocobeHHocteln TeyeHmsa CM/[] B Halwell Koropte No3BoNuA cae-
natb cnepylowme BbiBofbl. CpeaHnii Bo3pacTt aebioTa 3aboneBaHnA NPUXoOAMTCA Ha nep-
BYIO ieKaZy »KM3HW. [lepBbiM CMMNTOMOM Yalle ABAAETCA MUOKIOHUYECKUA TUNepKuHe3
B BEPXHUX KOHEYHOCTSAX. K TpeTben aekaae »M13HU BCe NaLUEeHTbl MMEKT Kak MUOKIOHYC,
TaK U OUCTOHMIO. Hannune [ONONHWUTENbHOIO 3KCTPanMpaMUAHOro PacCcTponcTBa (Tpe-
MOpa) He MOXEeT paccMaTpuBaTbCA Kak uckntovawowmin SGCE-accounmnpoBaHHbin CM
KPUTEPUI 1 B KaXAOM Cllyyae JOSHKHO TPaKTOBaTbCA MHAMBKAYanbHO. LleneHanpasnex-
Hble ABMXKEHUSA U CTPeCC ABNAITCA BefyluMy GpakTopamy, YCUANBAKOLWMMU TUNepKUHe-
3bl. ConyTcTBylOLWME NCUXMATPUUECKE pacCTPonCTBa y nauyneHtoB ¢ CMJ HabntopatoTca
BHE 3aBUCMMOCTU OT NPUCYTCTBUA MyTaumm B reHe SGCE. TeueHne 3aboneBaHnsA Henpea-
CKasyeMo 1 JOCTaTOYHO 4acTo NPMBOAUT K MHBaNUAHOCTU. MegukameHTO3HOe neve-
HMe orpaHMyeHo HU3KoW 3dbEKTUBHOCTBIO. BbiCOKY 3bPeKTUBHOCTD EMOHCTPUPYIOT
WHBEKUMM 60TYNOTOKCMHA, OnepaTBHOE NleyeHrie No UMMNAaHTaumy snekTpoaos ana DBS.
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