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Ho3onornvyeckas ctpyktypa u yacrorta ¢opm
ayTOCOMHO-A0MUHAHTHBIX CMHOLEPe6enNapHbIX
aTaKCUU, aCCOLUMPOBAHHBIX C 3KCMAHCUEN
HYKNeoTuaHbIX NOBTOPOB, B Poccuu

E.B. Byra, B./I. Ha3zapos, /I.B. Cunopenko, /I.10. banuna, C.B. Jlanun, A.B. Ma3usr

Hayuno-memooduueckuii yenmp Munzdpasa Poccuu no monexyaaprnoii meduyune @I'bOY BO «[lepesuiii Cankm-IlemepOypeckuii
eocydapcmeenHbili meouyuHckui ynueepcumem um. akao. M. I1. Ilaerosa» Munzdpasa Poccuu; Poccus, 197022 Canxm-Ilemep6bype,
ya. JIvea Toacmoeo, 6—8

KoHTakThl: Enusasera BauecnasosHa Byra vuta.elizaveta@mail.ru

BBepeHue. AyTOCOMHO-JOMUHAHTHbIE CNUHOLEpebennspHble atakcuu akcnaHcuoHHoro Tuna (AZICLLA-3) npepcTasnsioT
€060 KNMHUYECKM U TeHETUYECKHN TeTePOreHHyI0 Fpynny HacNeACTBEHHbIX HEPOAereHepaTuBHbIX 3ab0NeBaHui, XapakK-
TEpU3YIOWNXCSA fereHepaunenn Mo3xeyka Mo ero ceaseir. Mo MUPOBLIM MONYASLUMOHHBIM LAHHBIM, OHW COCTAaBAAOT
0K0J10 61 % BCEX ayTOCOMHO-JOMUHAHTHBIX CNUHOLEpe6ennspHbix atakcuii. KnioueBbiM hakTopoM, onpeaensiowmum ne-
HETPAHTHOCTb, 3KCNPECCUBHOCTb M BO3PACT MaHUGbeCTaLmum, ABAAETCA KONNYECTBO HYKIEOTULHbIX TOBTOPOB, 4TO 06YC/I0B-
JIMBAET HEOOXOAMMOCTb TOYHOTO MOJIEKYIAPHO-TEHETUYECKOTO aHanu3a. CywecTBeHHble pasnuyus B ctpyktype ACLA-3
Mexay nonynsuusMu TpebyIoT NpoBEeAEHUS PErMOHANbHbBIX UCCEA0BaHWIA.

Llenb uccnepoBaHuaA — aHanu3 MoneKynapHoit cTpykTypbl v yactotbl AJICLLA-3 B BIGOPKE POCCHIACKMX NALMEHTOB C MO3-
XEYKOBBIMU aTaKCUAMM.

Marepuanbi u metoabl. MpoaHanusupoBaHsl o6pasubl AHK 1272 nauneHTOB C KAMHUYECKMMM NPU3HAKAMKU aTakcuu
(2017-2024 rr.). Onpepenexve yucna noBTopoB B reHax ATXN1, ATXN2, ATXN3, CACNA1A, ATXN7, TBP, ATXN10, PPP2R2B,
NOP56, ATXN8OS BbINOAHANM METOAOM NMOAUMEPA3HOI LIeNHOM peakLumn ¢ hayopecLeHTHON AeTeKuneit U parMeHTHbIM
aHanu3oM. Bo3pacT obpalleHus B n1abopaTopuio paccMaTpuBanCa Kak KOCBEHHbI MapKep arpecCMBHOCTU 6GoesHu.
Cratuctuyeckas 06paboTka BbINoNHANACL C noMoubio GraphPad Prism 10. Pa3nuuns cuutanuch CTaTUCTUYECKM 3HAUM-
MbIMU npu p <0,05. [lns pacueta koppensuuu Obina ucnonb3osaHa hopmyna koppensuuu MupcoHa.

Pe3ynbrartbl. NlaTonornyeckas skcnaHcus BeiseneHa y 102 (8 %) nauueHTos. Hanbonee yactoii hopmoii Gbina cnuHoLe-
pebennspHas atakcus (CLA) 1-ro Tuna (62,7 %), aanee — CLIA 2-ro tuna (17,6 %), 3-ro tuna (5,9 %) u 6-ro Tuna (3,9 %);
OCTasbHble TUMbI BCTPEYannuCh eAMHNYHO. 3adukcupoBaH cayyait coyetaHua mytauui CLUA 1-ro tuna n CLIA 8-ro Tuna
y opHoro nauueHta. fina CLIA 1-ro v 2-ro TMna ycTaHOBEHa BbipaXeHHas OTpULATeNbHAA KOPPeNALNA MeXAY pa3Mmepom
3KCnaHcuUu 1 Bo3pactom obpauieHus (p <0,0001; r = -0,6839 1 —0,8838 COOTBETCTBEHHO).

BbiBoabl. [MonyyeHbl faHHble o yactote v cnektpe AICLLA-3 B Poccuiickoit ®epepaumu, Bkntoyas peakue dopmsl. Moa-
TBEPXKAEHA NPOTrHOCTMYECKAA 3HAYMMOCTb YMCNA MOBTOPOB W NOKa3aHa HeoOXOAUMOCTb MONEKYNAPHO-TEHETUYECKOTO
TECTUPOBAHMUSA C Y4ETOM PErnoHasbHbIX 0COOEHHOCTE PacnpoCcTpaHEHHOCTU 3aboneBaHus.

KnioueBble cnoBa: CI'IVIHOLI,EpE6EJ'IJ'IﬂpHaH arakcus, ayTOCOMHO-,U,OMMHaHTHbIVI TUN HacnepoBaHMUA, SKCNAHCUA TPUHYKNe-
OTUAHBLIX NOBTOPOB, MONEKYNAPHO-reHETUYECKOE nccnefoBsaHue, na60paTopHaﬂ ANArHoCTuKa

Ina uutuposanua: Byta E.B., Hazapos B.[l., Cugopenko [1.B. u gp. Ho3onornyeckas cTpyktypa v 4yactota popm ayto-
COMHO-[OMUHAHTHbIX CNMHOLEPEBEeNAPHbIX aTaKCHii, aCCOLMMPOBAHHbIX C 3KCNAHCUEl HYKNeOoTUAHbIX NOBTOPOB, B Poc-
cuu. HepBHo-MblweyHble 6onesHn 2025;15(3):10-21.
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Background. Expansion-based autosomal dominant spinocerebellar ataxias (ADSCA-E) represent a clinically and
genetically heterogeneous group of inherited neurodegenerative disorders characterized by cerebellar atrophy. According
to global population data, they account for approximately 61 % of all autosomal dominant spinocerebellar ataxias.
The number of nucleotide repeats is a key determinant of penetrance, expressivity, and age of onset, necessitating
precise molecular genetic analysis. Significant differences in the structure of ADSCA-E across populations underscore
the need for regional studies.

Aim. Analysis of the molecular structure and frequency of ADSCA-E in a sample of Russian patients with cerebellar
ataxias.

Materials and methods. DNA samples from 1272 patients with clinical signs of ataxia (2017-2024) were analyzed.
The number of repeats in the ATXN1, ATXN2, ATXN3, CACNA1A, ATXN7, TBP, ATXN10, PPP2R2B, NOP56, and ATXN8OS genes
was determined using fluorescent polymerase chain reaction and fragment analysis. The age at referral to the laboratory
was considered an indirect marker of disease aggressiveness. Statistical analysis was performed using GraphPad Prism
10. Differences were considered statistically significant at p <0.05. Pearson’ correlation coefficient was used to calculate
correlation.

Results. A pathological expansion was identified in 102 (8 %) patients. The most frequent form was spinocerebellar
ataxia (SCA) type 1 (62.7 %), followed by SCA type 2 (17.6 %), SCA type 3 (5.9 %), and SCA type 6 (3.9 %); other types
were rare. A case of combined SCA type 1 and SCA type 8 mutations was recorded in one patient. For SCA type 1 and SCA
type 2, a significant negative correlation was established between the expansion size and the age at referral (p <0.0001;
r=-0.6839 and -0.8838, respectively).

Conclusion. Data on the frequency and spectrum of ADSCA-E in the Russian Federation, including rare forms, were
obtained. The prognostic significance of the repeat number was confirmed, and the necessity of molecular genetic
testing, taking into account regional disease prevalence patterns, was emphasized.

Keywords: spinocerebellar ataxia, autosomal dominant inheritance, trinucleotide repeat expansion, molecular genetic
testing, laboratory diagnosis
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BBepeHue

Bone3Hu akcnaHcuii HyKJiIeoTUAHBIX MOBTOpoB (bD)
MPEJCTaBISIOT CO00M IMPOKUIA KIacC HACJIEACTBEHHbIX
0oJie3Hell, B OCHOBE 3THOIIATOreHe3a KOTOPKIX JEXKUT (be-
HOMEH I1aTOJIOTUYECKOI0 YBEJIMUYEHUST YUca KOMUNA KO-
POTKHX TaHAEMHBIX [TIOBTOPOB BbIIIIE ITOPOrOBOI0 3HAYECHUSI
[1]. C TouKM 3peHUsT MOJIEKYISIPHO-TEHETUUECKHUX OCOOEH-
HocTeil B pa3nensior B 3aBUCMMOCTHY OT TUIIAa HAaCJIea0-
BaHUs (AQyTOCOMHO-IOMUHAHTHBIE, ayTOCOMHO-PELIECCUB-
Hble, X-CLIETIJICHHbIE), pETMOHA PACIIONIOXEHUSI SKCIIaHCUU
B IeHe (pacIiosiokeHUe B 9K30HE, UHTPOHE, 5’ -HEKOAUPY-
IOlIEM peruoHe, 3’-HEKOIUpPYIOlleM peruoHe), MOTUBaA
MOBTOPOB (TpU-, TeTpa-, MEHTa- U TeKCAaHYKJICOTHUIHbIC
TOBTOPHI), a TAKXKE MPU PACITOJIOXEHUU SKCITAHCUU B KO-
IUpyroLIel 00J1acTU TeHa Ha MOJIUTIyTAMUHOBBIE, TTOJTH -
aJJaHUHOBBIE U MoJurauuuHoBbie bD [2]. B HacTosiee
BpeMsi u3BecTHO >50 B, G0ABLIMHCTBO U3 KOTOPBIX Xa-
PaKTEepU3YIOTCSI MOPAXEHUEM LIEHTPAJTbHOI HEPBHOM CH-
cTeMHl [2].

AyTOCOMHO-IOMUHAHTHBIE CIMHOIIEpeOeISIpHbIE
arakcuu (AJICLIA) — rpynma HacJaeACTBEHHBIX HEMpoae-
TeHepaTUBHBIX 0O0JIE3HEH, XapaKTeprU3yIOIIMXCs TereHe-
palmeit Mo3xkeuka ¢ pa3BUTUEM COOTBETCTBYIOIIEH CUMII-
TOMaTUKU, KOTOPasi MOXKET COITPOBOXKIATHCS PSIIOM APYTUX
cnenuuyeckux misd otaeabHbix AJCLA nposBieHuii:
MoJIMHeporaTueii, atpogueii ceTyaTky, AUCTOHUEH, Cy-

JoporaMM u T. 1. BapuabeabHOCTh (heHOTHITA U BO3pacTa
ne0roTa, Kak MpaBUIO, HE MTO3BOJISIET 3all0I03PUTh KOH-
kpeTHbli TUN AIICLIA Ha OCHOBAaHUM KJIMHUYECKON
KapTUHBI, TPeOys1 00s13aTeIbHOM BepU(UKALIUN METOAOM
MOJIEKY/ISIPHO-TEeHETMYECKOro TecTupoBaHus. Pacripocrpa-
HEHHOCTb 3a00JIeBaHMI1 JaHHOM I'PYIIIbLI BAPUPYET B 3a-
BucumocTu oT perrnoHa u Tuna AICLA u cocrasnser
1—5 caydaeB Ha 100 Toic. HaceneHus [3]. K uucny AJICLA,
acCOLIMUPOBAHHBIX ¢ 9KcIaHcueit mosTopos (AIICLIA-D),
OTHOCSATCS 110 MeHbIIei Mmepe 12 tunos: 1, 2, 3,4, 6,7, 8,
10, 12, 17, 27B n 36, npuuem CILIA 1, 2, 3, 6, 7 1 17-T0
TUIIOB SIBJITIOTCS KJIACCUYSCKUMU TOJUTTYTaMUHOBBIMM
3a00JieBaHUSIMU, O0YCIIOBIEHHBIMU 3KcnaHcueit CAG-
noBTopoB [4]. AICLA 3aHuMalOT 3HAYUTEJIbHOE MECTO
B KJIMHUYECKOM CIEKTPEe CIIMHOLIepeOe UISIPHBIX aTaKCUI
(CUA). CornacHO nonyasiiuOHHBIM JaHHBIM, TIPUMEPHO
30 % Bcex caydyaeB CLIA gBISTIOTCST HACIEICTBEHHBIMU,
pu 3ToM >90 % HaclleICTBEHHBIX aTaKCUiA 00YCIOBIEHBI
AJICHA [5]. U3 Hux okono 61,0—61,5 % cocTaBigoT
AJICHA-D, yTto moguepKuBaeT UX KIHOUYEBYIO POJIb B CTPYK-
Type HacJIeJICTBEHHBIX aTaKCUli ¢ TOMUHAHTHBIM TUIIOM
HacjemoBaHud [5, 6].

IMonurnyramuHoBbie AJICLIA xapakTepu3yIoTCs CX0-
KUM TIpoGUyIeM MMOPaXXeHUsT IIEHTPaJIbHOM HEPBHOM CH-
CTEeMBI, MEXaHU3MbI KOTOPOTO JI0 CHX T10P 10 KOHIIA HE M3-
yuyeHbl. HecMOTpst Ha TO 4TO MPH MOJUTITYyTaMHUHOBBIX
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AJICHA skcnaHcUU NOSIBISIOTCS B pa3HbIX reHax (ATXN 1,
ATXN2, ATXN3, CACNAIA, ATXN7, TBP), B ocCHOBe Ma-
TOreHe3a JIeXaT 3 KII0UYeBbIX MeXaHU3Ma:

1. MexaHu3M npuoOpeTeHus1 0eJIKOM JTOMOJTHUTEIbLHOMN
dyHkumu (gain of function), mpu KOTOPOM 3KCITAHCUS
YCWJIMBAeT WX U3MEHSIET HOPMaJIbHYIO (DYHKITHIO OeI-
ka [7, 8]. TpaHncaauus MOJUTIYTAMUHOBOTO yJyacTKa
BBI3BIBAET KOMILJIEKC IMAaTOJIOTUYECKUX M3MEHEHUIA:
MUTOXOHAPUATIBHYIO0 TUCOYHKIINIO, 9KCANTOTOKCHY -
HOCTh, HapylIeHUsT pabOThI KaJbLIMEBBIX KaHAJIOB,
MUTOGAaruu U aKCOHaJIbHOTO TpaHcmopTa [1, 9—12],
a TaKkKe MPYUBOAMT K HApYIIEHMIO AeTpajaliviii Herpa-
BWJIBHO CBEPHYTHIX O€JIKOB, 00pa30BaHUIO IIUTOTOK-
CUYHBIX €CTECTBEHHBIX AHTUCMBICIIOBBIX TPAHCKPUIITOB
(NAT), popmupytomux PHK-ouaru, u Tpanckpuri-
LIMOHHBIM HapyleHusM [13—19].

2. MexaHn3M CHMXeHUsI (DYHKIIUU KOAUPYEMOTO OeiKa
(mexaHu3Mm “loss of function™), KOTOphIii onucaH
15t CHA 1-ro u 6-ro tuma [20—25].

3. HakomneHue 0eJKOBBIX arperatoB, (hOPMUPYIOIINXCS
13 KOMIIOHEHTOB MPOTEacoM, IIMTOCKEJIeTa, TPaHC-
KPUILIMOHHBIX (PAKTOPOB U abeppaHTHBIX OEJIKOB
BCJICACTBUE U3MEHEHUI KOH(OPMAIIMOHHBIX CBOMCTB
1 Kpocc-0eTa-oJIMroMepu3aliuy MociaeIHIX, — XapaK-
TEPHBII MPU3HAK MOJUTITYTAMUHOBBIX 00JIe3HEN [2,
26, 27]. Ponpb arperatoB ocTaeTcs TUCKYCCUOHHO:
C OJHOI CTOPOHBI, OHM MOTYT IIPOSIBJISITH HEMPOMIPO-
TEKTOPHBII 3((PEKT, CeKBeCTpUPYsS] TOKCUYHBIE OJIM-
TOMEPHI, C IPYTOi — HapyLIaTh KIIOYEBbIE KIIETOUHbIE
MPOLIECCHI: TPAHCKPUIIIINIO, AaKCOHATBHBIN TPAHCIIOPT,
IJIyTaMaTepruyecKylo repeaady 1 paboTy yOMKBUTUH -
MPOTEaCOMHOM CUCTEMBI [28—42].

Hnst tunoB AIICLIA ¢ akcnaHcueit B HeTpaHCIUpye-
MBIX 00J1aCTSX (5’ -HEeTpaHCIUPYEMbIX 00JIaCTSIX, UHTPOHAX
WM 3’-HETpaHCIMPYEMbIX 001aCTsIX) XapaKTepHbI TaKUe
MexaHu3Mbl, Kak MPHK-tokcuaHocTs (cBsizbiBaHe PHK-
ces3biBatolux 6enkoB (CUGBP1, ETR3, MBNL) u pa3-
BuTHE craticornatu) 1 RAN-TpaHcasius ¢ obpa3oBa-
HUEM TOKCUYHBIX OeJKOBBIX arperatos [1, 29, 43—49].
Kpowme Toro, akcnaHcuu, 0COOEHHO B 5’-HeTpaHCIUpye-
MBIX 00JIACTSIX, MOTYT U3MEHSTh 3KCIIPECCHUIO TEHOB 3a CUET
METUJIMPOBAHUSA U APYTUMX SMUTCHETUYECKUX U3MEHE-
Huii [50].

Jnsa BD xapakTepeH psii MOJEKYISIPHO-TeHETUYECKUX
ocobeHHocrei [1, 51]. Y mHOorux bD Ts3kecTh NposiBaeHUI
MPSIMO KOPPEIUPYET C KOJIMYECTBOM ITOBTOPOB, a BO3PAcT
MaHM(peCTalMd HaXOAUTCS B OOpPaTHOI 3aBUCUMOCTH
OT pa3Mepa 3KCHaHCcHM. Takasi Koppesiiys XapaKTepHa
st AICHA 1, 2, 3, 6 1 7-T0 THIA, 9TO, BEPOSITHO, CBSI3a-
HO C IOBBIIIEHUEM CKJIOHHOCTU abeppaHTHBIX OCIKOB
K (hOpMUpPOBaHUIO KPYITHBIX OEJIKOBBIX arperaToB Py yBe-
JIMYeHUHU pa3Mepa aKkcnaHcuu [7, 52, 53]. [leHeTpaHTHOCTb
u aKkcrnpeccuBHOCTh AIICLIA-D 3aBUCAT OT pa3zmepa 3Kc-
MaHCUU W HaJIM4UsI IpepbIBaHMI B 3KCITAaHCUOHHOM T10-
cinenoBaresibHOCTU [43—45]. [TokazaHo, 4YTO NMpepbIBaHUS
(Hanpumep, BctaBku CAT B CAG-noBTOpax) MOryT IO-

BBIIIATh CTAOMILHOCTD aJljIe)is M CMeIIaTh IOPOT IaTOreH-
HoctHu [46—49]. Tak, mis CLA 1-ro Tima Kjiaccu4ecKum
noporomM MaHudectranuu cuutaercsd Haauuue 39 CAG-
IOBTOPOB, OAHAKO MPH HAJTUYMU ITPEPHIBAIOIINX DJIEMEH-
TOB aTaKCHsI MOXET He IPOSIBUTHCS Jaxe MpU OOJIbIIeM
yucie noBropoB [54]. Ognako npu CHA 8-ro tumna, mis
KOTOpOI XapaKTepHa CHUXXEHHAas IMEeHETPAaHTHOCTh BHE
3aBMCUMOCTHU OT KOJIMYECTBa IIOBTOPOB, IIPEphIBaHMUsI, Ha-
000pPOT, YBEJIMUUBAIOT IEHETPAHTHOCTD [55]. JlaHHbIE pe-
3yJIBTaThl IIOMYEPKUBAIOT 3HAUYECHHE JETaTbHOIO MOJIEKY-
JISIPHOTO aHaJIM3a He TOJIbKO YKCIa, HO M COCTaBa ITOBTOPOB
MPY MHTEPIpPETAalUK TEHETUYECKUX JaHHBIX X TTPOTHO3M -
pOBaHMM TeYeHUs OOJIC3HMU.

Hna AIICHA, HecMOTpsT Ha HAJTMYME CUMIITOMOB MO3-
JKE€YKOBOI HEIOCTaTOUHOCTH, XapaKTepHa KpaiiHe BhIpa-
>KeHHasl (heHOTUITMYECKasi BapuabeIbHOCTh U Bo3pacTa
MaHudecTanuu 60JIe3HU, a TAKKe CKOPOCTH IIPOrpecCH-
poBaHUs 00JIE3HU, YTO JIeIacT HEBO3MOXHBIM OIpeesie-
Hue tuna AJICLIA ToJIbKO MO KJIMHUYECKON KapTUHE.
JIvib mprMeHeHne METOI0B TeHETUYECKOT0 aHajIr3a Io-
3BoJisieT onpeaeauTh Tun CLA y nammeHTa.

WUccnenosanue BctpeyaeMoctu AICLIA-D B Poccuii-
ckoii Menepalinu sIBIIeTCs KpaliHe aKTyaIbHOM HEBPOJIO-
TMYECKON 3a/1a4eii, 4TO CBSI3aHO C BO3MOXHBIMM OCOOEH-
HOCTSIMM TIpeAcTaBieHHoCTH oTaebHBIX AIICLIA B o61ieit
CTPYKTYpE JaHHOM Ipynmbl 00Je3He, 0COOEHHOCTSIMM
KOPPEJISILIUM Y1CIIa TIOBTOPOB ¢ MaHMGbecTalleii TaHHbIX
COCTOSIHUII M BOBMOXHBIMU PETMOHATbHBIMU OCOOEHHO-
cTaMU pacrpeneneHus pa3auaHbix TunoB AICLIA. TTpo-
BEIICHHbIC OPUTMHAIbHBIC UCCIEIOBAHUS ITOCBSIIECHBI
npoodsemam AJICLIA Ha orpaHMYeHHBIX BBIOOpKAX 00J1b-
HBIX B POCCUICKOM momyssiiyn [S6—61].

Ienb uccienoBaHusA — aHAJIU3 MOJIEKYJISIPHOM CTPYK-
TYypbI U 4acTOThI OTHeAbHBIX (popM AIICIIA-D B BbIOOpKE
POCCUMCKUX MAallMEHTOB ¢ MO3XXEUKOBBIMU aTaKCUSIMMU.

Martepuanbi u metopbl

B uccnenoBanum yyactBoBanu 1272 maiyeHTa ¢ Ha-
MpaBUTEIbHBIM TMAarHO30M MO3XKEYKOBOI aTaKCHH, 00-
cJiefoBaHHbIE B Iepuo ¢ tHBapsi 2017 . mo HOsI6pb 2024 1.
B J1abOpaTOpUU MOJIEKY/ISIPHOM AMAarHOCTUKM HayYHO-Me-
Toauyeckoro 1eHTpa MuH3apasa Poccun o MosekyJisip-
Hoit meauiHe IlepBoro CaHkTt-IleTepOyprckoro rocy-
JIapCTBEHHOTO MEAUIIMHCKOIO YHUBEPCUTETA MM. aKai.
W.I1. IlaBnoBa; 920 mamueHTOB OBLIM OOCJEeIOBaHBI
Ha AJICHA 1, 2, 3, 6 u 7-ro tuma, 243 manueHTa — Ha
AJICLIA 8, 10, 12, 36 u 17-ro Tuna. Ha Bce nzydaembie
B pabore AJICIIA (1,2, 3,6,7, 8,10, 12, 17 u 36-ro TuIIa)
ObUIM 00cIenoBaHbl 147 maneHTOB.

M3 1272 manmeHTOB MoJI OB n3BecTeH y 1206, a BO3-
pact —y 1033 (tabun. 1).

OnpeneneHye KoJIM4ecTBa MOBTOpoB B reHax ATXN I,
ATXN2, ATXN3, CACNAIA, ATXN7, TBP, ATXN 10, PPP2R2B,
NOP56, ATXNSOS nipoBOIviIoch ¢ TIOMOIIBIO METOA TT0-
JIMMEPAa3HOM LIETHOM peaKIvU C IPAUMUHIOM HYKJIEOTUIHBIX
MOBTOPOB C MCIOJIb30BaHUEM (DIYyOPECLIMPYIOIINX METOK
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Y MOCJIEAYIONTUM (PparMeHTHBIM aHAIM30M (TeHETUYECKUIA
ananu3zarop «Hanodop», Poccus). [TocnenoBaTebHOCTD
MpaiiMepoB U YCJIOBUST peaKIIMU MOTYT OBITh MPEI0CTaB-
sneHsl 1o 3ampocy. Hns reHoB ATXNI, ATXN2, ATXN3,
CACNAIA, ATXN7, TBP Ob1110 TIpOBEEHO TOYHOE OIpe-
JIieJieHrue KoaudecTBa MoBTOpoB. s reHoB ATXNI0,
PPP2R2B, NOP56, ATXNSOS oneHUBajioCh Hajaudue
35KCIaHCUM 6e3 TOUHOM OIIeHKU KOJIMYEeCTBA IIOBTOPOB.
IMocnenoBaTeIbHOCTH IIpaiiMEPOB, YCIOBUS peaKIIMU
1 (OPMYJIBI pacyeTa TOYHOI'O KOJMYESCTBA HYKJICOTHU -
HBIX TIOBTOPOB MOTYT OBITh IPEIOCTABICHBI ITO 3aIIPO-
cy. PesynbraTel KoiaudyecTBa ITOBTOPOB IJISI TEHOB
ATXNI1, ATXN2, ATXN3, CACNAIA, ATXN7, TBP oue-
HUBAJIUCh MO KPUTEPUSIM HOPMBI (TabJI. 2) eBpONEHCKUX
peKOMEHAAIIMA MO JICUCHHUIO U JUAaTHOCTUKE aTaKCUil
ot 2016 1. [62].

st oueHku Bo3pacTta MaHupectauuu AJICLIA-D pac-
CUMTHIBAJICS HEMPSIMOIA ITapaMeTp arpeCCUBHOCTU JaHHBIX
3a00JIeBaHUII — BO3PACT MOJIEKYJISIPHO-TEHETUYECKOTO
noarBepxaeHus. OnpeaesieHre TOYHOTO BO3pacTa MaHU-
(hectanu 6osie3HM 3aTPYIHEHO B CBSI3U C Hecneuduyie-
CKUMU MePBUYHBIMU ITPOSIBJICHUSIMM 3a00JIeBaHUS, a TaK-
Xe C TPYIHOCTSIMU cOOpa aHaMHe3a y JaHHbBIX MalleHTOB.
MoekyIsipHO-TeHeTUYeCKasi TUarHOCTHKA SIBJISICTCS
«30JIOTBIM CTaHAAPTOM» TTOATBepKAecHUS auarHo3a CLIA.
Pabor, mocBsIIeHHBIX OLIEHKE BpeMEHM OT MaHU(eCTallu
10 MoJieKyJIapHO-TeHeTnueckoro nuarHo3a AJIICLIA, kpaii-
He MaJio [63], omHAKO OITBIT MCCIEIOBaHW APYTroro mo-
JIUTITyTAMIHOBOT'O 9KCITAaHCMOHHOTO 3a00JIeBaHMsI, 00JIC3HI
[eHTUHITOHA, TTOATBEPXKIACT PALIMOHAIBHOCTh M 00BEK-
TUBHOCTh MCITIOJIb30BaHUSI BO3pacTa MOJIEKYJISIPHO-TEHEe-
THYECKOTO MTOATBEPXKICHUS KaK MapKepa arpeCCUBHOCTH
n Tsexectn CLIA [64, 65].

Craructryeckast 00paboTKa IpoBefeHa ¢ UCIIOIb30-
BaHueM rnporpammbl GraphPad Prism 10 (GraphPad Soft-
ware Inc., CIIIA). CtaTuctryecky 3HaYMMBIMU CYUTAINCh
pasnuumsa npu p <0,05. g pacyeTa Koppeasiiuu Oblia
HCIoJIb30BaHa (hopMyia Koppesaunu [TupcoHa.

Pe3synbTathbl

[Taronornyeckasi aKcmaHcus B 1 TeHe OATBepANIACH
B8 % (n=102) ciryyaeB oT 00IIETO YKCIa 00CIeTOBAaHHBIX
0osbHBIX. Takke ObUT BBISIBJIEH | MallMEHT ¢ SKCIaHCUen
B 2 reHax: ATXNIu ATXNE/ATXNSOS. Bcero Monekysip-
Ho-reHeTnuyeckuii nuarHo3 CLIA moaTeepxxaeH y 103 ma-
LIMEHTOB.

Yarue Bcero 6buta nuarHoctuponaHa CLIA 1-ro Tuma —
61,8 % Bcex MOATBEPXACHHBIX ciydaeB. CIemyronuMu
1o pacripoctpateHHocTr 6bui CLIA 2-ro tuma (17,6 %), CLIA
3-ro tuna (5,9 %), CLIA 6-ro tuna (3,9 %). Jdpyrue TuIisl
BCTPEYAINCh B CAMHUYHBIX CTydasix. B vcciienoBaHHOM BbI-
6opke He BbIsiBIeHO AJICLIA 10 1 12-ro Tuna (Tata. 3).

Bruta mpoBeneHa ollgeHKa pacipeneieHusT pa3MepoB
SKCIaHCMOHHBIX ayuteneit mg CIIA 1, 2, 3, 6, 7 u 17-to
tuna (puc. 1). IIpu CHA 1-ro Tuma cambIM 4acTO BCTpe-
qaronmmMcs aBisgercs ayuieib ¢ 46 CAG-mosropamu (11 %),

Taomua 1. Dnudemuonoeuveckue dannvle nayuenmos
Table 1. Epidemiological data of patients

Parameter
Myxkckoit
Ion, n Male 576
Sex, n
n=1206 Kenckmii 630
Female
Bo3spacT obpatieHust Min 1
B JJabOpaToOpUIO, JIET
Age at referral Me 49
to the laboratory, years
n=1033 Max 93

Tlpumeuanue. Min — munumanvHblil 3ape2ucmpupo8aHHblil
gospacm; Max — maKcumanvHulil 3ape2ucmpupo8aHtblil
6o3pacm; Me — meduana.

Note. Min — minimum recorded age; Max — maximum recorded age;
Me — median.

KOTODBI JEMOHCTPUPYET HE3HAYMTEIbHOE IpeobIagaHne
HaJ ApYyTMMU aJlJIeIbHBIMM BapuaHTaMu. YacToTHOe pac-
npeaeneHue amnenein npu CLIA 2-ro Tuma xapaktepu-
3yeTcsl SBHBIM IpeBajiupoBaHueM ajuiens ¢ 39 CAG-no-
Bropami (29 %). I[1pu CLIA 3-ro TuIIa mpeobiagaet aieib
¢ 73 CAG-nosropamu (60 %). ¥ npyrux ¢dopm AACLIA
He ObLIO BBISIBJIEHO IIPEBAJIMPYIOLIETO aJLIeIs.

W3 rpynnel ¢ noarBepxkaeHHbIMU CLIA ot ObLT 13-
BecTeH 1151 98 obcemyeMblX, a BO3pacT oOpallleHus B Ja-
oopaTtoputo — mis 83 (Tad. 4).

Bbu1 mpoBeneH KOpPeIILIMOHHBIN aHAIU3 CBSI3H MEX-
JIy KOJIMYECTBOM ITOBTOPOB 1 BO3PAaCTOM OOpaIleHHUs B Jia-
ooparoputo aiust amneneir npu CUA 1, 2 u 3-ro Tuma.
IIpu uccnemoBaHum cBsI3U Mexay koaudectBoM CAG-
TIOBTOPOB 1 BO3PaCTOM OOpaIleHUsI B JJabopaTOpUIo OOHa-
pyXeHa CTaTUCTUYECKU 3HAaYMMast 00paTHasi KOPPEJIsIIs
npu CLA 1-ro tuma (r = —0,683, p <0,0001) u CLIA 2-ro
tna (r = —0,8838, p <0,0001) (puc. 2).

06cyxaeHune

DKcnaHCHOHHbBIE 3a00J1eBaHMS TIPEIACTABIISIIOT COOOM
KpaiiHe TeTepOreHHYO TPYIITY HacJleACTBEHHbBIX COCTOSI-
HUIi, KOTOpBIE Yallle BCETO CBS3aHbI C BOBJICYCHUEM B I1a-
TOJIOTMYECKUIA TIPOLIECC LIEHTPAIbHOM HEPBHOM CUCTEMBbI
M Pa3BUTHEM HelpoaereHepaTUBHBIX IIPOIECCOB. B cBOIO
ouepeab, AIICLIA oTHOCSTCS K IIMPOKOI Tpy1Iie HEMpo-
JIeTeHepaTUBHBIX 00JIe3HEM, XapaKTepU3YIOIIUXCs ITopa-
JKEHMEM MO3Ke4Ka, IIPY KOTOPBIX 9KCHAHCHUHM SIBJISTIOTCS
Haun0oJIee YacTOi 3TUOJIOIMYECKOM IPUINHON pa3BUTHUS
MaToJIOTMYECKOTO mpoliecca. B mmociienHee BpeMst BO3poc
HMHTEPEC K IKCIIAaHCUOHHBIM 3a00JIeBaHUSIM 1 MOJICKYJISIP-
HO-TEHETUYECKMM 0COOCHHOCTSIM HACICACTBEHHBIX aTaK-
CUii, ¢ TMHAMWYECKUMU MYTallUSIMU B YaCTHOCTH.

Cpenu Bcex 00CIeI0BaHHBIX MTAIIMEHTOB ¢ CUMIITOMA -
MM MO3XEYKOBOI aTaKCUU 0O0Iasi pacpoCTPaHEHHOCTh
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Tadauna 2. Kpumepuu nopmbt 0451 cChUHOUEPeOeANSIPHbIX AMAKCUL,
CBA3AHHBIX C IKCNAHCUell NOBMOPO8

Table 2. Reference criteria for spinocerebellar ataxias associated with repeat

expansions

SCA
type/gene

CLAL/
ATXN1
SCALl/
ATXN1

CLIA2/
ATXN2
SCA2/
ATXN2

CLIA3/
ATXN3
SCA3/
ATXN3

CLIA6/
CACNla
SCA6/
CACNAla

CLIA7/
ATXN7
SCA7/
ATXN7

Number

of repeats

6-35

36—38

39-83

14-26

27-32

33-500

12-44

45-59

19

20-33

3-27

28-33

34-36

37—460

Interpretation

Hopwma
Normal

ITpomekyTouHbIE TTOBTOPHI. YBEIU-
YEeH PUCK Pa3BUTHUS y TIOTOMCTBA
Intermediate repeats. Increased risk
of disease in offspring

JlrarHo3 MoATBepKAEH.
TNonmHas meHeTpaHTHOCTH
Diagnosis confirmed. Full penetrance

Hopwma
Normal

[TpomMexyTouHbBIE TOBTOPHI. YBEIU-
YCH PUCK Pa3BUTHUSA Y IOTOMCTBA
Intermediate repeats. Increased risk
of disease in offspring

JlnarHo3 MOATBEePKICH
Diagnosis confirmed

Hopma

Normal

TIpoMeXyTOYHBIE TTOBTOPHI.
VBemueH prcK pa3BUTHSI
Y IOTOMCTBa
Intermediate repeats. Increased risk
of disease in offspring

JInarHo3 MOATBEePKICH
Diagnosis confirmed

Hopma

Normal

TIpoMeXxyToYHbIE TTOBTOPHI
Intermediate repeats

JlnarHo3 MoATBepKIeH
Diagnosis confirmed

Hopma

Normal

TTpoMeXKyTOYHBIE TTOBTOPHI.
[ToBblllIeH pUCK pa3BUTHUS
Yy IOTOMCTBaA
Intermediate repeats. Increased risk
of disease in offspring

JnarHno3 nmoareepxkaeH. HemonHas
TMIEHETPAHTHOCTh, aHOMAJIbHASI CUMIT-
TOMAaTUKa
Diagnosis confirmed. Reduced
penetrance, atypical symptoms

JunarHos noareepkaeH. [TonHast
TMEHETPAaHTHOCTh
Diagnosis confirmed. Full penetrance

CLAL7/
TBP
SCAL7/
TBP

CLIA10/
ATXN10
SCA10/
ATXN10

CLIAS/
ATXNSOS
SCA8/
ATXNSOS

CLIA 36/
NOP 56
SCA36/
NOP56

CLAI2/
PPP2R2B
SCAI2/
PPP2R2B

25—-40

41-48

800—4500

15-50

51-70

71—-1300

15—-649

>650

4-32

33-42

43-78

Hopma

Normal

JuarHo3 moareepxaeH. Hemomras
INEHETPAaHTHOCTb
Diagnosis confirmed. Reduced penetrance

JnarHo3 moarBepkaeH. [TomHas
INEHETPAaHTHOCTb
Diagnosis confirmed. Full penetrance

Hopwma
Normal

Jlnarno3 noareepxaeH. HemonHas
TMIEHETPAHTHOCTh
Diagnosis confirmed. Reduced penetrance

Jnarno3 noarsepxacH. [TomxHast
TMEHETPAHTHOCTh
Diagnosis confirmed. Full penetrance

Hopwma
Normal

TTpomeXyToUYHBIE TIOBTOPHI C HEU3-

BECTHBIM KIIMHUYCCKUM 3HAYCHUEM

Intermediate repeats of unknown clinical
significance

JlnarHo3 noarBepxaeH. HemonHas
MIEHETPAHTHOCTH BHE 3aBUCUMOCTU
OT pa3Mepa 3KCIIaHCUU
Diagnosis confirmed. Reduced penetrance
regardless of expansion size

Hopma

Normal

TTpomeXyTOUHBIEC TIOBTOPHI C HEU3-

BECTHBIM KIIMHUYCCKUM 3HAYCHUEM

Intermediate repeats of unknown clinical
significance

JunarHo3 nmoarBepxkaeH. [TonHas
TIEHETPAHTHOCTh
Diagnosis confirmed. Full penetrance

Hopma

Normal

TTpomeXyTOUHBIE TIOBTOPHI C HEU3-

BECTHBIM KIIMHUYCCKUM 3HAYCHUEM

Intermediate repeats of unknown clinical
significance

JunarHo3 nmoarBepxkaeH. [TonHas
TMIEHETPAHTHOCTh
Diagnosis confirmed. Full penetrance

Ilpumenanue. 3deco u 6 maon. 3 u 4: CL[A — cnunoyepebennsp-
Has amakcus.
Note. Here and in the tables 3 and 4: SCA — spinocerebellar ataxia.

nccaegoBaHHbIX AJICIIA-D coctaBuna 8 %. B pabore
W.Y. Lee u coaBr. (2003) pacripoctpaneHHocTh AJICLIA-D
y AIIMEHTOB C MPOIPECCUPYIONIEH MO3XKEYKOBOI aTaKCH-
eit (n = 253) cocraBuia 20,6 % [66]. B uccienoBanumn
Y. Zhao u coaBt. (2002) pacnipoctpaHeHHocTh CLIA y na-
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Tadauna 3. Dnudemuonocuteckas XapaKmepucmuka pasHvix MUnoe CNUHOUEePedesIsipHON AMaKcuu
Table 3. Epidemiological characteristics of different spinocerebellar ataxia types

SCA type Number Number Percentage of positive
of patients, n of positive cases, n cases, %
' 940 63 6,7
T 937 18 1,9
e 934 6 0,6
o 937 4 0,4
e 930 1 0,1
e 251 6 2,4
TR 252 0 0
TR 247 0 0
e 248 2 0,8
TR 447 2 0,4
Beeeo 1272 102 8

Distribution of SCA
types, % (n = 102)

61,8
17,6
5,9
3,9
1,0

5,9

2,0
2,0

100

a o
<8 <6
s S s
=26 3
S g 4
= 5 =
% 4 % 3
= =
2 3 2,
g 2 2
g 1 S
: . ilnn L, 11 111
= 3 4 42 43 44 45 46 47 48 49 50 51 52 56 57 60 = 3 37 4
Konuuectso CAG-noBTopoB / Number of CAG repeats Konnuectso CAG-noBTopoB / Number of CAG repeats
6
3

Konuuecto anneneii / Number of alleles

2 I
| I I
0

Konuuectso CAG-nogtopos / Number of CAG repeats

Puc. 1. Yacmomnoe pacnpedenenue anrneneii npu cnurnouepebensproii amaxcuu 1-eo muna (a), 2-eo muna (6) u 3-20 muna (8)

Fig. 1. Allele frequency distribution in spinocerebellar ataxia type 1 (a), spinocerebellar ataxia type 2 (6), and spinocerebellar ataxia type 3 (8)
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Taoauna 4. /lemoepaghuueckue Oantvie nayuenmos ¢ NOOMEePHCOCHHOU CRUHOUEpPeOeAIAPHOL amakcuei
Table 4. Demographic data of patients with confirmed spinocerebellar ataxia

Age at referral to the laboratory, years

N
-
-
(=
=
w
Ll
3
=4

16

SCA type

CLA1

SCAI 22 41 63 9 42,5 75
CILIA2

SCA2 6 11 17 25 40,2 66
CIIA3

SCA3 0 3 3 17 34,8 55
CILIAG6

SCA6 0 4 4 37 50,0 66
CLIA7

SCA7 1 0 1 24 24,0 24
CLA8

SCAS 1 6 7 21 45,3 56
CLA10 0 0 0 ITaronornyeckue BapuaHThI HE BBISIBICHbI
SCA10 No pathogenic variants detected

ClLIA12 0 0 0 IlaTomornyeckre BapuaHThI HE BbISBICHBI
SCA12 No pathogenic variants detected

CLA17

SCAL7 2 0 2 47 47 47
CIIA36

SCA36 0 2 2 50 55 60

Tpumeuanue. M — myxncuunot; K — ncenuyunvt; Min — munumanvHulil 3apeeucmpupogantblii 6ospacm,; Max — maxcumanvHolil
3apeeucmpuposantblii 603pacm; Me — meduana.
Note. M — males; F — females; Min — minimum recorded age; Max — maximum recorded age; Me — median.

a 6
80 - 80 -
2g 2¢
%i 60 gii 60 ®
5 2
=S V=S
< S S
> & )
g5 91 g5 1
ge g
8 = 8=
5S 204 c S 20
22 2=
o o
o (=]
0 0 Ll Ll Ll Ll L]
30 40 50 60 70 30 35 40 45 50 55
Konuuectso CAG-noBTopoB / Number of CAG repeats Konuuecrso CAG-nostopos / Number of CAG repeats

Puc. 2. Koppensyus eo3pacma monekyispHo-eeHemu4eckoeo noomeepicoenus u kosunecmea CAG-noemopoeé npu cnunoyepebeanapHoi amakcuu 1-eo muna (a)
u 2-e0 muna (6)

Fig. 2. Correlation between the age at molecular genetic confirmation and the number of CAG repeats in spinocerebellar ataxia type 1 (a) and type 2 (6)
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ureHToB (n = 204) coctaBuna 28,4 % [24]. Yacrora naTo-
JIOTMYECKUX aJUIeJIeii B €BPOIEICKOM MOMYISIIUY B pabo-
te S.L. Gardiner u coaBt. (2019) cocraBuna 1,3 % [54].
PazHulia B 3apervcTpMpOBaHHON PaclpoOCTPaHEHHOCTH
AJICLA-D Mexny ucciefoBaHUSIMU MOXKET OBITh CBsI3aHa
C TETePOTreHHOCTBIO KpUTepUeB (DOPMUPOBAHUS BEIOOPKH
Y 3THUYECKOM CITeIMMDUKOM TTOIYJISLIMIA.

B maHHOM uccieqoBaHUM OBbLT BBHISIBJIEH CIydaii co-
cymectBoBaHusi CLIA 1-ro u 8-ro tTuna. AHaJoru4yHoe
ONnucaHue TaleHTa 56 JIeT, yHac/leTOBaBIIIEro SKCIIAHCHIO
BreHe ATXNSOS ot KTMHWYECKU OECCUMITTOMHOM MaTepu,
a skcnaHcuio ATXN1 — oT oTua ¢ yCTaHOBJIEHHBIM Aua-
rHo3oM CLA 1-ro Tuna, npeactasieHo R.H. Roda 1 coaBr.
(2017) [67]. Teuenue Gose3HM y MpobOaHIa COOTBETCTBO-
Basio ¢peHotuny CLIA1-ro TMNa U He UMEJIO OTJIMYUTE b~
HbIX 4yepT. Takum oopazom, CLIA 8-ro Tumna u3-3a HeroaHoi
MEHETPAHTHOCTU MOXET He OKa3bIBaTh 3HAYUTEJIBbHOTO
BIIUSTHUS Ha (DEHOTUII, U IATOT€HHOCTh 9KCIIaHCHUM OyIeT
3aBUCETb OT HAJIMYUST SKCITAHCHIA B APYIMX TeHaX, UTO CJie-
JIyeT YYUTHIBATh IIPU T€HETMYECKOM KOHCYJIBTUPOBAHUU.
A. Sulek u coaBt. (2003) onucanu HECKOJIBKO CJIydaeB CO-
yetanust CLIA 1-ro u 8-ro Tuma [68], Tpu KOTOPBIX KC-
naHcus B reHe ATXNSOS Takke He BIMsiIa Ha (DeHOTUIT
6one3Hu. Y. Izumi u coant. (2003) HaGaIOHATIU COCYILE-
crBoBanue CIIA 6-Tro 1 8-ro THIa M MPeaITOI0KUIIN,
4yTOo 3KcIaHcus B reHe ATXNSOS MoxkeT BAusITh Ha (PYHK-
uto reHa CACNAIA, 4To MpUBOIUT K Pa3BUTHUIO MO3XKEU-
KOBOI1 aTaKCUM, OCOOCHHO Y TOMO3UTOTHBIX MAallMEHTOB
[69]. DK naHHBIE MOMYEPKUBAIOT BAXKHOCTb BCECTOPOH-
HET0 MOJICKYJIIPHO-TEHETUIECKOTO O0C/IETOBAHMS ITPH T10-
no3peHnun Ha AIICLIA-D, ocobeHHO B CiTydasix ¢ HeTUITAY -
HOM KJIMHMYECKOW KapTHMHOW WM BapuabeIbHBIM
BO3pacToM Jebiota. KoMITIeKCHBIM MOAX0I K MOJIEKYJISIP-
HOIl TMaTHOCTHMKE MO3BOJISIET 60JIee TOYHO YCTAaHOBUTH
KJIMHUYECKN 3HAYMMBblEe MYTAallUd U YTOYHHUTh IPOTHO3
3a00J1eBaHUSI.

AHaJIU3 CTPYKTYPHI NALIMEHTOB C MOATBEPKACHHBIMU
AJICHA-3 (n = 102) B HacToOsI1LIEM MCCIIeTOBaHMY MTOKa3al
3HauuTeabHoe npeobnananue CLA 1-ro tuma, Ha AOJIIO
KOTOpO#i mpuiiock 61,8 % Bcex MOJIEKYISIPHO-TEHETH -
YeCKU MOATBEPKACHHBIX cTydaeB. Ha 2-M MecTe o yacro-
Te Haxomwnach CLIA 2-ro tuma (17,6 %), 4TO COOTBETCTBY-
€T pe3yJibTaTaM MCCIIeI0BaHUii, MPOBEACHHBIX paHee [56,
60]. Ha 3-m MecTe B MccieayeMoii BRIDOpKEe OKa3aiach
CUA 8-ro tuna (5,9 %), 4To 3HaYUTEIBLHO IPEBHIIIACT
JIaHHbIE HEKOTOPBIX POCCUICKUX UccaenoBaHumii. Corac-
Ho pe3yabrataM E.P. Nuzhnyi u coast. (2022), nonas CLHA
8-ro Tua cocrapisuia Uik 1,5 % — 5-¢ MecTo cpeam Bcex
AJICIIA [60]. Beicokas moms CLIA 8-ro THITa B HACTOSIIIIEM
HCCIIETIOBAHIH MOXKET OBITh 00YCIIOB/ICHA TeorpahuIeCKIM
dakTopoM — 6ym3ocThi0 CaHKT-ITeTepOypra K @UHISH-
Iy, Tae, mo gaHHeiM V. Juvonen u coant. (2000), CLIA
8-ro Tuna cocrasiser 10 16 % Bcex ciaydaeB AIICLIA [70].
ClienyoIMHu 10 YacTOTe B UCCIICIYeMOI BEIOOPKE SIBJISI-
muck CHA 3-ro tuma (5,9 %), 6-ro tuma (3,9 %), 17-ro
tuna (2 %), 36-ro Tuna (2 %) u 7-ro tuna (1 %). Pe3ynb-

Tatel 1o CLA 3, 7 1 17-ro TMIIa YaCTUYHO COOTBETCTBYIOT
JaHHbIM, oiydyeHHBIM S.A. Klyushnikov u coaBr. (2022),
COIIaCHO KOTOPBIM pacrpoctpaHeHHOCTb CLIA 3-ro Tuna
cocraBwia 8,03 %, CLA 7-ro tuna — 0,73 %, CLIA 17-ro
tuna — 4,38 % [56]. OngHako mojly4YeHHbIe HaMU JaHHbBIE
o pacrnipoctpaHeHHocTH CIIA 6-TO THIIa U (haKT BBISIBIIC-
Hus ciydaeB CLIA 36-ro TUITa CyIeCTBEHHO PacXOISaTCs
C paHee OITyOJIMKOBaHHBIMU pe3yJibTaTaMU1, COTJIACHO KO-
TopbIM yacTtoTa CLIA 6-ro THIa B pOCCUICKOM MOMYJISIIIAA
He nipeBbimana 1 %, a coygan CLIA 36-ro timna, 1mo nme-
FOLIMCST TAHHBIM JIUTePaTypPhl, SIBIISTIOTCS OMHUMMU U3 TIEp-
BBIX OIMCAHHBIX Ha TeppuTopum Poccuiickoii @enepanun.
B uccnenoBanuu 3.3. Munrazosoii (2009), mpoBeneHHOM
B Pecnyonuke bamkoproctan, nonst CLHA 1-ro tTuna co-
craBuia 4,5 %, 4TO CYIIECTBEHHO MEHBIIE MOTYyIeHHBIX
B JaHHOM pabote pe3yibraToB, monst CLIA 6-ro tuma —
9,1 %, a renetnueckue popmel CLHA 2, 3, 12, u 17-To TH-
rna He ObUTM OOHapyXeHbI [71].

Crpyktypa AIICLIA-D B poccuiicKoit MOMyJIsSILIMU Cy-
IIECTBEHHO OTJIMYAETCsI OT TaKOBOMW B cTpaHax EBpoIibI
n CeBepHoit AMepuKH. B COOTBETCTBUM ¢ MeXAYyHAPOI-
HbeIMU ucciaenoBaHusiMu CLIA 3-ro tuna, mim 00ye3Hb
Mauano—/Ixxo3eda, cuutaeTcs caMoil paclpoCcTpaHeHHOM
dopwmoit, coctasnsis 20—50 % Bcex ciayuae AIJCLA. da-
nee crnenyiot CIIA 2-ro u 6-ro tuma [72]. OgHako OTHO-
cuTenbHas yactora pa3nudyHbix popm AIICLIA BapbupyeT
B 3aBMCUMOCTH OT reorpaduyeckoro perunoHa. Tak, CLHA
3-ro Tuna HauboJjee pacrpoctpaHeHa B [TopTyranuu, oco-
O6eHHO Ha A3opckux ocTpoBax (mo 74 % Bcex ceMeit
¢ CIIA), roe Ha octpoBe Dopuin 3a60JIeBacMOCTh 10~
cruraet 1 ciydas Ha 239 yenosek [73]. CLIA 1-ro tumna
3aHUMAaeT JuaMpyolre no3unuu B [Tonbire (68 % Bcex
cllyyaeB), a Takxe pacrpocTpaHeHa B FOxxHoii Adpuke
(41 %), Cepouu (34 %), Utamuu (25 %) u Uugum (22 %)
[9]. Hanpotus, B EBponie u CeBepHoit AMepuke noiist CLIA
1-ro Tima 3HaYMUTEILHO HIKE — OT 3 10 16 % [74]. CLA
2-To TvIa Tpeobmanaet B Mekcuke (43 %), FOxnoit Kopee
(31 %), a takke pactipocTpaHeHa B Mumnu, Mtamiu u Mc-
manuu (15—27 %), npu 3TOM KpaifHe peiKo BCTpedaeTcst
B Anonuu (5 %) [75]. PacnipocrpanenHocts CLIA 36-To
tuna coctaniseT 1,9 % Bcex dpanitysckux cemeii ¢ CLIA
n 1,5 % Bcex smonckux ceMeit ¢ CLIA, Ho maHHag ¢hopMma
OTCYTCTBYeT y naiueHToB u3 Iepmanuu [8]. Takas Bbipa-
JKEHHasl MOMYJISILIMOHHAs BapUaTHUBHOCTb YaCcTOThI pa3-
JnyHbIX popMm AIICLIA MoxeT ObITh 00BbsICHEHA 3 deK-
TOM OCHOBATEJIs, a TAKXKE MOJICKY/ISIPHO-TeHETUIECKUMM
M 3THOTeOrpacMIYeCKUMU OCOOEHHOCTAMU OTIAEIbHBIX
PETHOHOB.

IIpu ananuse yactotHoro pacnpenencHuss CAG-
noBTopoB npu CLIA 1-ro Tuma npoaeMOHCTPUPOBAHO Mpe-
obnaganue 46-ro amiensd. IlonydeHHbIE TaHHBIE HE CO-
IJIACYIOTCS C pe3yJbraTaMu, paHee IpeAcTaBIeHHBIMU
B €BPOICHCKUX MOMYJISLIMOHHBIX UCCIeNOBaHUX. Tak,
B pabdore S. Nethisinghe u coast. (2018) (oputaHckas Ko-
ropra) HauOOJbIIYIO YacToTy uMel aieib ¢ 39 CAG-
IOBTOPAaMM, TOTJIa KaK BTOPBIM IT0 paCIIpOCTPaHEHHOCTH
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on11 ayutensb ¢ 52 CAG-moBropamu [76]. BelsBiieHHBIE pa3-
JINYUs, BEPOSITHO, OOYCIOBICHBI STTUACMUOJIOTMISCKIUMU
0COOEHHOCTSIMU BBIOOPOK: BO3MOXHO, CPEIHUIM BO3pacT
MaHudecTalnu 3a00IeBaHUsT B OPUTAaHCKOI KOTOPTE BhI-
11Ie, YTO MOXKET OOBSICHATD MpeodiantaHue ajuiesieil ¢ MEHb-
IIMM YUCJIOM TTOBTOPOB. BO3MOXHBI TEXHUYECKHE pac-
XOXIEeHUs B MeTonax orpeneneHus yrucia CAG-1moBTOpOB.
Tak, S. Nethisinghe u coaBt. (2018) yka3bIBalOT MOTEHIIU-
aJIGHYIO TIOTPEITHOCTh M3MEPEHUH B TIpeiesiax 7 TOBTOPOB.
I1pu yyete maHHOI o1IMOKY HanboJIee pacpoCTpaHeHHbIM
aJuie]ib OPUTAHCKOI BBHIOOPKM MOXET COOTBETCTBOBATh
HauboJIee YaCTOMY aJUIeJII0 B HACTOSIIIIEM MCCIeIOBAaHUM
(46 CAG-nioBTOpoB). Takme pacXoXIeHUST MOTYT OBITh
00YCJIOBJIEHBI M MOJIEKYISIPHO-TEHETUIECKUMM OCOOCH-
HOCTSIMU Pa3IUYHBIX ITOITYJISILIUIA, B TOM YHCJIE POCCUIA-
ckoii. BuccnenpoBanuu D. Kumaran u coanrt. (2014), mpo-
BeJICHHOM Ha IOXKHOUHIWMCKOM KOropTe, HauboJiee 4acTo
BcTpevancs amnenb ¢ 44 CAG-nioBropamu [42], 4To co-
IJ1acyeTcsl ¢ TeKYIIUM HCCIIeTIOBaHUEM.

ITpu CLIA 2-ro TuIia 4aCTOTHOE pacripeAesieHue aie-
Jieli xapakTepusyeTcs npeodaanaHueM ajuieneit ¢ 39 CAG-
roBTopaMu. JlaHHBIE pe3yJIbTaThl KOPPEIUPYIOT C TIpe-
CTaBJICHHBIMU paHee paboramu. COrIacHO MCCIeI0BaHMIO
S.-M. Pulst u coaBrt. (2005), HauOOJBIIIYIO YACTOTY UMEIOT
ayutenu ¢ 37—39 CAG-noBropamu [25]. dannsle P. Giunti
u coaBT. (1998), ocHoOBaHHbIE Ha aHaIU3e 89 OPUTAHCKUX
cemeli ¢ ¢peHoTunoM, xapakrepHoiMm mist CLIA 2-ro tuma,
JIeMOHCTpUpPYIOT npeobaaganue aniens ¢ 41 CAG-noBTo-
poM [77]. Takas pa3Hu1ia, BEpOSITHEE BCETO, CBSI3aHA C Me-
TOJIOM ONpeAe/IeHUS KOJTMYeCTBa ITOBTOPOB 1 BOBMOXHOM
IOIPEITHOCTBIO.

Jta CLIA 3-ro Tvna B HaCTOSIILIEM MCCJIEIOBAaHUM Hau-
Oosbllas yacToTa 3adukcupoBaHa y ajeneit ¢ 73 CAG-
ITOBTOPaMU, YTO COOTBETCTBYET HEKOTOPBIM UCCIICIOBAHUSIM.
Y O6pa3suiIbcKUX MalEHTOB MOPTYTATLCKOTO ITPOMCXOXKIECHUS
B ucciaenoBanuu G. Stevanin u coanT. (1995) Haubosee
pacmpocTpaHeHHBIM 0Ka3aJjicsl ajllieIb ¢ 74 TIOBTOpaMu,
a BTOPBIM 110 yacToTe — ¢ 72 nmoBTopamu [78]. B kyOuH-
cKoli koropTe B uccieaoBanuu Y. Gonzalez-Zaldivar u co-
aBT. (2015) yaie Bcero BcTpevaiics aienb ¢ 68 CAG-11o-
BTOpamu [79].

Kpowme Toro, B xone paboThl Obljia TOATBEPKACHA 00-
paTHast KOppeISIMOHHAs CBSI3b MEXIY BO3PacTOM MOJIe-
KYJISIPHO-T€HETUYEeCKOTro rmonTeepxxaeHus u unciom CAG-
noBTopoB. st CLIA 1-ro Tuna Oblia BhISIBJIEHA CUJIbHASI
obpaTHas Koppessaius (r = —0,683; p <0,0001), 4yro co-
IJIaCYeTCsI C PAHHUMM JaHHBIMU, B YaCTHOCTH C pe3yJ/IbTa-
tamu L.P. Ranum u coaBt. (1994) (r = —0,8145), a Takxke

S. Nethisinghe u coasrt. (2018) (r = —0,7751) [76, 80].
L.G. Goldfarb u coasr. (2019), moMHUMO KOPPEISLIMOHHbBIX
CBsI3eil MEeXIy BO3pacTOM Hayvajla 00JIE3HM U pa3MepoM
SKCITAHCUU, TAKXKE YCTAHOBWJIM, UTO C YBEIIMUEHHEM KO-
mmyectBa CAG-TIOBTOPOB YBEJIMYMBAETCS YaCTOTA KMU3HE-
YIPOKAIOIIMX CUMITTOMOB, TAKMX KaK qucarvs U arpodust
CcKeJIeTHBIX MbII [58]. OOpaTHast Koppeasiuus Oblia ycTa-
HosjnieHa u 1t CHA 2-ro tuna (r = —0,8838; p <0,0001),
YTO nMoATBepxkaaercs naHHbIMU P. Giunti 1 coaBT. (1998),
a TakKe pe3yJbTaTaMM, MOJIyYeHHBIMU B UCCICIOBAaHUMN
S.-M. Pulst u coast. (2005) [25, 77]. K.P. Figueroa u coast.
(2017) Takxe yCTaHOBUJIU, YTO IOMUMO pa3Mepa dKCITaH-
cunu CAG-11oBTOpa Ha BO3pacT MaHUGecTauuu 00JIE3HU,
10 BCEil BUNIMMOCTH, BIUSIET HAJTMYUE PELIECCUBHBIX MO-
nudbunupyoimx aenei [7]. Takum odpa3oM, MoaydeH-
HbIE JaHHBIC TTOATBEPKIAIOT HAJTMYME 3aBUCUMOCTH MEX-
Iy TSKECThbIO KIMHMYECKON KapTUHBI U pa3MepoM
MOJIUTIYTAMUHOBOI'O y4acTKa. DTO IMOAYepKUBaeT 3HaUe-
HHME MOJIEKYISIPHO-T€HETUYECKOTO aHaIn3a KaK UHCTPY-
MEHTa IIPOTHO3MPOBAHMS TSKECTH 3a00JIeBaHUSI.

BbiBOAbI

B nanHoI1 paboTe ObLIa MpoaHAIM3UPOBaHA KPYITHAs
BBIOOpKA MAlIMEHTOB ¢ KIIMHUYeCKUMMU TTpu3Hakamu CLIA,
YTO TO3BOJIMJIO YCTAHOBUTDH YaCTOTY Pa3JUYHBIX TUIIOB
AJICIIA-D Ha tepputopuu Poccuiickoit @enepanum,
BKJIIOYast penkue hopMbl. OTHUM U3 IIEPBBIX HAa TEPPU-
topum Poccuiickoit @enepaliiy ObLUT BBISIBJICH CITydail
CLA 36-ro Tumma. AIICIIA-D xapaKTepH3ylOTCsT 3HAUM-
TEJbHBIM MOJICKYJISIPHO-TEHETUYECKUM U KIMHUYECKUM
pa3zHooOpa3ueM. OcoOblii MHTEpEC MPEACTaBISIET BbI-
sIBJICHHAsI B JaHHOI paboTe cuiabHasi oOpaTHass Koppe-
asauus Mmexay koandectBom CAG-ToBTOpOB U Bo3pac-
TOM OOpallleHusI B 1aG0paTOPUIO, UTO MOXKET CIIYKUTh
KOCBEHHBIM MapKepOM arpecCHMBHOCTH 3a00JIeBaHMSI.
Kpowme Toro, ciayuait couetanust myrauuii CLHA 1-ro
M 8§-TO TUITIa Y OMHOIO MallMeHTa JEMOHCTPUPYET CIOXK-
HOCTh (DEHOTUITMYECKOM KapTUHBI TP MHOXKECTBEHHBIX
9KCIMAHCHUSIX U MOAYEPKUBAET BaXKHOCTb KOMIUIEKCHOTO
MOJIEKYJIIPHO-T€HETUYECKOTO aHajnu3a KaK B JUarHo-
CTHKE, TaK M B OLICHKE HAaCJIEACTBEHHOTO pucka. Takum
00pa3oM, pe3yJbTaThl pabOTHl MOMYEPKUBAIOT 3HAYM-
MOCTb MOJEKYJISIPHO-TEHETUYECKOTO TECTUPOBAHUS
KakK KJIF0YeBOr0 MHCTPYMEHTa B IMAarHOCTUKE, CTPaTH-
¢ukauuu u nporHozupoBanuu AJICIA-BD, ocobeHHO
B YCJIOBUSIX MX IIIMPOKOM T€HETUYECKOM TeTePOTeHHOCTH
M O'PaHUYECHHOM M3YYEHHOCTH B IOMYJISIIMsIX Poccuii-
ckoit depepanum.
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Puck nageHus, accouMnMpoBaHHbIA C ABUraTeNIbHOM
(DYHKLUMEN YV NALUEHTOB C HaCcNeACTBEHHbIMU
MO3)KEUYKOBbIMMN aTaKCUAMU

0O.A. Kupuuenko, A.E. Cioruna, E.I1. Hyxnsiii, E.C. UkonnukoBa, H.A. Cynonesa

DI'bHY «Poccutickuii uenmp Hegpoaoeuu u Heiiponayk»; Poccus, 125367 Mockea, Boaokoaamckoe wocce, 80

KoHTaKThI:

AHacracus EsrenbesHa CnoTuHa slotina@neurology.ru

BBepeHue. Benywum nposBneHnemM Hacne[CTBEHHbIX MO3XKEYKOBbIX aTaKCHil ABAAETCA NPoOrpeccupyloliee HapyleHue
KOOpAMHALMK ABWUKEHWI U paBHOBECUSA, NPUBOJALLEE K CHWXEHUIO KAuecTBa XU3HU U YBEIMYEHWUIO PUCKA NaJeHMil.
[ins OLEHKU HapyLleHNi i paBHOBECUSA NPUMEHSAIOTCA 06LMe KTMHUYECKNE U CeLNann3npoBaHHbIe WKabl, N03BONA0LNE
LETaNU3MpoBaTb UMEIOWNECH CUMNTOMbI.

Llenb uccnepoBanma — nsyyeHue KIMHUYECKUX U CTAOMIOMETPUYECKMX XapaKTEPUCTUK paBHOBECUA U (HaKTOPOB puCKa
najieHnii y NaLuueHToB C HACNELCTBEHHBIMU MO3XKEUKOBLIMU aTaKCUAMK.

Marepuanbl u meToabl. B nccneposanue 6bi10 BKNOYEHO 38 NALMEHTOB C HACNEACTBEHHBIMU MO3XKEYKOBbLIMU aTakKCUAMU
M 22 CONOCTaBMUMbIX MO BO3PACTY 3[J0POBbIX JOOPOBONbLA KOHTPONbHOI rpynnbl. [1s OLEHKM HapyleHWii paBHOBECKS,
MOBUILHOCTY, PUCKA NafeHN NpUMeHAUCL obwme knuHuyeckue (Tect «Bctanb 1 nam» (Timed Up and Go test, TUG),
wkana 6anaHca bepr (LLBB), 10-meTpoBbIi TECT X0A4b0bI) U CeLManN3MpoBaHHbIE (WKaNa OLEHKU U ONpPefeNeHns cTe-
nenu atakcum (Scale for the. Assessment and Rating of Ataxia, SARA), mexxayHapoaHas o6befMHEHHas LWKana OLEHKU
atakcun (International Cooperative Ataxia Rating Scale, ICARS)) wkanbl. CtabunomeTpuyeckue nokasatenu peructpu-
poBanuch ¢ nomolblo nnarhopmsl ST-150. Ha 0CHOBaHUM KNMHUYECKMX WKAN NPOBOAMNACH CTPATU(UKALMA NALMEHTOB
no PUCKY NageHunn.

Pesynbrarbl. Mpu cTpatuduKaumm pucka NafgeHus y NalMeHToB UCMNONb30BaHWe OOWMX KIMHUYECKUX LWKAN NMPUBENO
K pa3Hoi Knaccudmkalmm no ypoBHAM pucka: no tecty TUG 6onblumnHCTBO (65 %) NaLMeHTOB MMenW HU3Kkuii puck, no LUB6
76 % OTHOCUIUCb K Fpynne BbICOKOrO pucka. AHanu3 noxXonKu noATBEPANA CHUXKEHUE CKOPOCTU KOMGOPTHOW 1 GbICTPOI
XOAbObI C YBENMYEHMEM PUCKA NafieHUs, bonee BbipaxeHHoe npu cTpatudukaumm no Tecty TUG, 4To oTpaxaeT guHamu-
Yeckue HapyweHus paBHoBecus. Mpu npumeHeHumn cneunduyeckux wkan (SARA u ICARS) yctaHoBeHo, YTo € yBenuye-
HUEM pUCKa NafileHNUs HapacTaloT CUMNTOMbI aTakCuK, 0cobeHHo npu pasaeneHun no Tecty TUG, KoTopslii fy4lle oTpaxa-
€T KNUHUYeckne 0co6eHHOCTM NALMEHTOB, CBA3aHHbIE C PUCKOM napgeHus. (TabunomeTpuyeckuini aHanus BbIABUA
3HAYMMble U3MEHEHWA NapaMETPOB CTAaTUYECKOTO W CTaTUKO-AMHAMUYECKOTO PaBHOBECUSA Aaxe y nauneHToB 6e3 pucka
napenus no tecty TUG, a Takxe nokasan, yto LGB Hanbonee YyBCTBUTENbHA K AAHHLIM HApYLWEHUAM.

BbiBoabl. CoBmecTHOe npumeHeHue LLIBB v Tecta TUG no3BonseT NoAHOLEHHO OLEHUTb HapyLWeHNA PaBHOBECUA U UH-
IMBUAYanu3upoBaTh NPOrpamMmbl peabunutaum u npouNakTMKM NafeHuit B JaHHOW rpynne nalueHToB.

KnioueBble cnoBa: HacneCTBEHHAA MO3XEUKOBas aTakCcUsA, PUCK NafieHus, cCTabunomeTpus, noctyporpadus, HapyleH1e
paBHOBeCHs

IOna uutupoBaHua: Kupunuenko 0.A., Cnotura A.E., HyxHbiii E.TT. v ap. Puck nageHns, accouumpoBaHHbIi € gBUratenb-
HOM (YHKLMEN Yy NALMUEHTOB C HACNELCTBEHHBIMU MO3XXEUYKOBBIMU aTakcusamMu. HepBHO-MblWweyHble GonesHu 2025;15(3):
22-37.
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Fall risk associated with motor function in patients with hereditary cerebellar ataxias

O.A. Kirichenko, A.E. Slotina, E. P. Nuzhnyy, E.S. Ikonnikova, N.A. Suponeva

Russian Center of Neurology and Neurosciences; 80 Volokolamskoe Shosse, Moscow 125367, Russia

Contacts:

Anastasiya Evgenyevna Slotina slotina@neurology.ru

Background. The main clinical manifestation of hereditary cerebellar ataxias is a progressive loss of motor coordination
and balance, leading to a reduced quality of life increased risk of falls. Balance impairments in patients are assessed
using both general clinical and specialized scales, which allow for a detailed characterization of symptoms.
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Aim. To investigate the clinical and stabilometric parameters of balance and risk factors for falls in patients with
hereditary cerebellar ataxias.

Materials and methods. The study included 38 patients with hereditary cerebellar ataxias and 22 healthy volunteers
in the control group. To assess balance impairments, mobility, and fall risk, general clinical scales (the Timed Up and Go
(TUG) test, the Berg Balance Scale (BBS), the 10-meter walk test) and specific scales (the Scale for the Assessment and
Rating of Ataxia (SARA), the International Cooperative Ataxia Rating Scale (ICARS)) were used. Stabilometric parameters
were recorded using the ST-150 platform. Based on the clinical scales, patients were stratified according to their risk
of falls.

Results. When stratifying patients by fall risk, the use of general clinical scales led to different risk level classifications:
according to the TUG test, the majority of patients (65 %) had a low risk, while according to the BBS, 76 % were classified
as high-risk. Gait analysis confirmed a decrease in comfortable and fast walking speed with an increase in fall risk, which
was more pronounced when stratified by the TUG test, reflecting dynamic balance impairments. The use of specific scales
(SARA and ICARS) established that ataxia symptoms worsen with an increase in fall risk, especially when grouped by
the TUG test, which better reflects the clinical features of patients associated with fall risk. Stabilometric analysis
revealed significant changes in static and static-dynamic balance parameters even in patients with no fall risk according
to the TUG test, and also showed that the BBS is the most sensitive to these impairments.

Conclusion. The combined use of the BBS and the TUG test allows for a comprehensive assessment of balance disorders

and enables the personalization of rehabilitation and fall prevention programs for this patient group.

Keywords: hereditary cerebellar ataxia, fall risk, stabilometry, posturography, balance disorder

For citation: Kirichenko 0.A., Slotina A.E., Nuzhnyy E.P. et al. Fall risk associated with motor function in patients with
hereditary cerebellar ataxias. Nervno-myshechnye bolezni = Neuromuscular Diseases 2025;15(3):22-37. (In Russ.).
DOI: https://doi.org/10.17650/2222-8721-2025-15-3-22-37

BBepeHue

BenyniyM KIMHUYECKUM CUHAPOMOM B CIIEKTpe Ha-
CJIEICTBEHHBIX MO3XEUKOBBIX aTaKCHI SIBJISIETCS MOCTe-
MeHHas yTpaTa KOOPAVMHALIMU ABUKEHUI M paBHOBECHUSI.
CornacHO TaHHBIM JIUTEPATYPhl, 3a00J1€BaHNE MOXET Jie-
O10THPOBATh KaK B JETCKOM, TaK U B MOXWJIOM BO3pacTe,
OXBaTbhIBasl MPAKTUYECKM BCE BO3pacTHbIE Ipymmbl [1].
C y4yeToM HEYKJIOHHOTO MPOrpecCUpOBaHMSI CUMIITOMOB
y NalM€HTOB 3HAYMTEJIbHO HapyIIAIOTCs (DYHKIIMOHATbHAS
aKTUBHOCTb, TPYIOCIIOCOOHOCTh, CHUXKAETCS KaueCTBO
KU3HU U ee TIPOJOKUTEILHOCTD [2, 3]. B OoabIIMHCTBE
clTyyaeB HauOoJiee YaCToM 1 MepBOit 3Kano00i y MallMeHTOB
CO CIUHOLIEPeOE/UISIPHON aTaKCuel 1 APYyrMMM Haciel-
CTBEHHBIMU aTaKCUSIMU SIBJISIETCS HEYCTOWYUBOCTH
npu xoawoe [1]. IIpuuuHoO# cunTaercsl mopaxkeHue Mo3-
>X€YKa, YTO MPOSIBIISIETCS XapaKTEPHOI MOXONKON Ha «IIIH-
POKOI1 6a3e», a TAaKXKe HEYCTOMYMBOCTBIO TP BBITIOJTHEHUH
TMOBCEIHEBHBIX IEVCTBUA.

7151 00BbeKTUBU3ALIMY BhIPAXKEHHOCTU aTaKCUU B KJIU-
HUYECKOI HEBPOJOTMYECKOI U peabUIMTallMOHHOM MpaK-
TUKE MPUMEHSETCS P KIMHUYECKUX IIKaj, KOTOphIe
MOXHO YCJIOBHO Pa3ie/IuTh Ha 2 TPYIIIbI: OOIIME Kb
OLICHKU paBHOBECUS U crieliMduyecKue mKaibl (mpeaHa-
3HAYEeHHBIE IS CIIELIMATM3UPOBAHHOM OLICHKU MallMeHTOB
¢ arakcueit). K o01yM KIMHUYECKUM IIKajJaM OLIEHKU
paBHOBecUsl U OajaHca OTHOCATCS IIKajia 6anaHca bepr
(IO0BbB) [4—7], Mini-BESTest [8], Tect «Bctanbp u nanu»
(Timed Up and Go test, TUG) [4, 9]. Hanbonee yacto
B uccinenoBanusx npumMensiercst LIbb — ynuBepcanbHas
11IKaJja, IMO3BOJISIONIAs OLIEHMBATh CTATUYECKOE U JUHA-
MHYECKOe paBHOBECHE, a TaKXke MPOrHO3MPOBaTh PUCK
nageHus [10]. Kpome Toro, LIIBb nemoHCcTpupyeT BhIcO-
KYI0 YYBCTBUTEJIbHOCTh K HApYIIEHUSIM (DYHKIIUU paBHO-

BECHSI MUMEHHO Y TTAalIUEHTOB C HACIEACTBEHHBIMU MO3XeU-
KOBBIMM aTakcusiMi [11]. OmHako, HECMOTPS Ha XOPOLIYIO
YYBCTBUTEILHOCTb OOIIMX IIKAJA B OLEHKE HapyIICHUI
paBHOBecHs 1 OajlaHca, OHM He YYUTBIBAIOT crieruduye-
CK1E 0COOCHHOCTH MPOSIBIICHUI HACIEACTBEHHBIX aTakK-
CHUii, TaKue KaK KOOPIMHATOPHBIC, Ta30ABUTaTeIbHbIC
HapylIeHUsI, TPEMOp, HapyllleHus peuu. beumi pa3zpabo-
TaHBI CTICIMATM3UPOBAHHBIC IJIsT JaHHOM MaTOJIOTUU UH-
CTPYMEHTBI: IIIKaJIa OLIEHKY U OIPee/ICHUS CTENICHU aTaK-
cum (Scale for the Assessment and Rating of Ataxia, SARA)
[12] n MexayHapomHast 0ObeAMHEHHAs I1IKaja OLUEeHKHU
arakcuu (International Cooperative Ataxia Rating Scale,
ICARS) [13]. OHU NO3BOISIOT AETATbLHO OLIEHUTh BhIpa-
JKEHHOCTh CUMIITOMOB M CTEIIEHb TSKECTU ITPOSIBJICHUS
MO3XEUKOBOU aTaKCUM, OAHAKO, KaK 1 OOJIBIIMHCTBO Me-
TOJIOB KIIMHUYECKOI OIIEHKH, OCTAIOTCS CYObEKTUBHBIMMU.
B cBs131 ¢ 3TMM Bo3pacTaeT 3HAYMMOCTb MHCTPYMEHTAIb-
HBIX METOJOB, 00ECIIEUMBAIOIINX OOBEKTUBHYIO OLIEHKY
HapylIEHUI paBHOBECHSI, YTO HEOOXOAMMO IJIs CBOEBpE-
MEHHOI TUarHOCTMKM M MOoA00pa MporpaMM peaduiiTa-
LMY MTAIIUEHTOB C HACJICICTBEHHBIMU aTaKCUSIMMU.

Cpeny MHCTPYMEHTAJIbHBIX METOIOB TMAarHOCTUKU
KOOPIMHATOPHBIX HAPYIIEHUI OMHUM U3 CAMbIX PACIIpO-
CTPaHEHHBIX SIBJISIETCSI KOMITbIOTEPHAsI CTAOUIOMETPHS —
METOJl 00bEKTUBHOI OMOMEXaHUYECKOM OLIEHKU MOJIIeP-
J)KaHUS paBHOBecHsi. KoMmbloTepHas cTabWIOMeTpHUs
ITO3BOJISIET PETUCTPUPOBATh MPOEKIIMIO OOIIEro eHTpa
Macc 4yeJIoBeKa Ha IJIOCKOCTh OTIOPHI, a TAKXKe €ro KoJjie-
GaHU B IIOJIOKEHUU CTOSI Y TP BBITTOJIHEHUM PA3IMIHBIX
JUArHOCTUYECKUX TecToB [14]. TakuM 00pa3oM, KOMITbIO-
TEepHasl CTaOMJIOMETPUS TO3BOJISIET U3YYUTh OCHOBHBIE
CTpaTeruu MoaaepKaHusl PaBHOBECUSI B BEPTUKAJb-
HOIi T103¢ (OCHOBHAsI CTOIKA) ¥ CTAaTMYECKOE PABHOBECHE
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B Pa3JIMYHBIX YCIIOBUSIX. METOI KOMIIBIOTEPHOI CTaOMIIO-
METPUU T0Ka3all CBOIO 3(P(HEeKTUBHOCTh B KAUYECTBE CITO-
c00a OlLIEHKU (PYHKIUKM PaBHOBECUS Y MAlIMEHTOB C pa3-
JIMYHBIMU HeWpoJereHepaTUBHBIMU 3a00eBaHUSIMU [ 15,
16]. HecMOTpst Ha TO YTO y TTALIMEHTOB C HACJICACTBEHHBI -
MU aTaKCHSIMU JaHHasI METOAMKA MCIIOIb3YeTCs peKe BBU-
JIy HEBBICOKOW PacIpoCTpaHEHHOCTH 3a00JIeBaHUM, PsIIT
HCCIIeIOBaHUI MOATBEPXKIAIOT €€ OOBEKTUBHOCTD U 3~
(beKTUBHOCTB IS OLIEHKH CTeTICHU TSKECTU HapyIIeHUI
(byHKIIMM paBHOBECHS, PUCKa MaleHUI, a TAKXKe JUT aHa-
JIM3a BIMSHUS Pa3IMIHBIX METOMIOB JICUCHUS Y peaOIm-
tauuu [15, 17]. [ToHOLIEHHOE U3yYeHUe CTpaTeruii Mo -
JepKaHUs paBHOBECUA Y MTALIMEHTOB C HACIEACTBEHHBIMU
MO3XEYKOBBIMU aTaKCUSIMU ITPU TTOMOIIM KJIMHUYECKUX
1 MHCTPYMEHTAJIbHBIX METOIUK MO3BOJIUT pa3paboTaTh
MepCOHM(PUIIMPOBAHHBIE TIPOrPaMMBbI TPOMUIAKTUKY TTaze-
HMIA, CBSI3aHHBIX C HapyIleHreM (hYHKIIMY PABHOBECHSI.

CliemyeT OTMETUTD, YTO OLIEHKA PUCKA MaJeHU — Bax-
Helmas MeaULUMHCKas U COLIMAJIbHO 3HaYMMasl 3aJava.
HapyimeHnust paBHOBecUsl, BO3HUKAIOIIWE MTPU Haced -
CTBEHHBIX aTaKCUsIX, SBJISIIOTCSI KITIOYEBBIMU (DAKTOpaMU
pUcKa NafieHusl B JaHHOM Tpyrine rnaiueHTos [18]. Kak mo-
Ka3bIBAIOT UCCIeAOBaHMs, OT 73 1o 84 % malmeHTOB C Ha-
CJIEICTBEHHBIMY MO3XXE€UKOBBIMU aTaKCUSIMU TEPEHOCSIT
MMHUMYM | TafgeHue B TeueHue roaa [19], npu aTom y HuX
HaOJII0AaeTCSl BHICOKUIA YPOBEHb TPaBM OIIOPHO-IBUTa-
TeabHoro anmnapara [20]. B ¢cBoro oyepenb, CBoeBpeMeHHast
JIMAaTHOCTHUKA U CTPaTU(MUKALIMS pUCKa MaleHYsI TaI0T BO3-
MOXHOCTh MOA00paTh MepPhI MTPOGUIAKTUKYA U peaduIv-
Talliu, YTO MO3BOJISIET 3HAYUTEJIbHO CHU3UTh PUCK [18].
OIHUM 13 MOJIE3HBIX I peabMIMTallMOHHON TTPaKTUKU
BBIBOJIOB CTAOMJIOMETPHUH SIBJISIETCSI OIIPEICICHUE CTpaTe-
MU MO PKaHWsI PaBHOBECHST, TOHUMAaHUE MeXaHU3MOB
KOTOpOI OIpefesisieT HallpaBjeHue nepcoHuMULIMpOoBa-
HBIX TIOJIXOIOB K TPO(UIaKTUKE U peaOIMTALIVN.

Ienb uccnenoBanuss — U3yIUTh KIMHUYCCKUE U CTa-
OMIOMETpUYECKHE XapaKTePUCTUKHU (YHKIIMU PAaBHOBECHST
y TTALIMEHTOB C HACICACTBEHHBIMU MO3XKEYKOBBIMU aTaK-
CHSIMU, a TaK3Ke OIPEACIUTh PUCK TaJeHUsI, aCCOLIMUPO-
BaHHBII ¢ HApYIICHUEM ABUTATSIbHOM (DYHKIIMU.

Martepuanbi u metopbl

B HacTog1ee uccnenoBaHue ObUIO BKIIIOYEHO 38 ma-
LIMEHTOB C HAC/IEACTBEHHBIMU MO3KEUKOBBIMU aTAKCUSIMU
(12 My>X4rH 1 26 XXEeHIIWH); KOHTPOJIbHAS TPYIIa OLIEHK!
CTaOMJIOMETPUIECKMX IT0KAa3aTe ek BKIrovYasa 22 3M0pOBbIX
J06poBoJibla (5 My>KUMH U 17 XKeHIIuH). MeauaHa Bo3-
pacra InaieHToB coctaBuia 45,5 [37; 59] rona, MmennaHa
BO3pacTa 3J0pOBbIX N10OpoBosblieB — 34 [29; 43] roaa,
IPYIIIBI OBUIM COITOCTaBUMEI 11O Bo3pacty (p = 0,06).

JnarHo3 HacjIeICTBEHHOM aTaKCUM YCTaHABIMBAJICS
Ha OCHOBaHUM CEMEHOro aHaMHe3a, KIIMHUYeCKOM Kap-
TUHBI, Pe3yJIETATOB HEMpPOBU3yaIu3alny (aTpodust pa3HbIX
OTIEJIOB MO3X€EYKa U APYTUX CTPYKTYP FOJIOBHOTO MO3ra
I10 TaHHBIM MarHUTHO-PE30HAHCHOI ToMOrpadum), a Tak-
xe JJHK-nuarnHocTuku HauboJjiee pacnpoCTpaHEHHBIX

ayTOCOMHO-IOMWHAHTHBIX U PELIECCUBHBIX (POPM HacJe/i-
CTBEHHBIX aTtakcuii. Y 18 (47,4 %) manueHTOB OBLIO BbI-
SIBJIECHO HOCHMTEJbCTBO BapMAHTOB B Kay3aJbHBIX I'€HaX:
RFCI(n="7),ATXN1(n=5), ATXN2 (n=1), ATXN3 (n=3),
FXN (n=1), SETX (n = 1), y ocTaJbHbIX OOJIbHBIX BEpH-
(ukarys tuarHosa IpoBOIMIaCh HA OCHOBAHMU KJIIMHUKO-
MHCTPYMEHTAJIbHBIX KPUTEPUECB.

KpureprssMy BKITIOUEHUST B MICCIIe0BaHUE ObLIY ITOJTY-
YeHHOE pa3pellieHre Ha 00paboTKy IepCOHATbHBIX JaHHBIX
U TIOATIMCaHHOE MH(POPMUPOBAHHOE COIIacHe Ha y9acTue
B MICCJICIOBAHMY, BO3paCT MAallMEHTOB cTapiie 18 jet, ycra-
HOBJICHHBI TMarHO3 HACI€ACTBEHHOM MO3KEUKOBOIM aTak-
CHM.

Kputepuu HeBKIIIOUEHMST B MCCIIEAOBaHNE: BO3PACT
Mianie 18 jieT, oTcyTcTBUE IBUTaTebHBIX HAPYIICHUIA,
JIexkayue TalueHThl, YCTAaHOBJIEHHBIE IPYrUe MPUYMHbBI
artakcuu (IIpUOOpEeTeHHbIE aTaKCUM, MYJBTUCHCTEMHAast
atpodus u ap.).

Kputepun UCKII09eHUS: OTKa3 MAllMEeHTa OT y4acTHsI
B MCCJICIOBAaHUHU Ha JIIOOOM 3Talle, BhIPaXKEHHBIC TICUXH-
YeCcKUe pacCTPOICTBA, KOTHUTUBHBIC HApYyIICHUS U Ha-
JINYME TSDKEI0 COMaTUYeCKOM MaTOJIOTUH.

Pa6ota BeInonHsiack Ha 6a3e Poccuiickoro neHTpa
HEBPOJIOTMM U HelipoHayK. Bce maneHTBI M 310pOBbIE
JIOOPOBOJIBIIBI ObUIM O3HAKOMJIEHBI C MCCIIEIOBaHUEM
U TTOANMCcaIX MHQOPMUPOBAHHOE COTJIACHE Ha yJacTue.

C 1ebl0 KIMHUYECKOW TUarHOCTHKM, OIPEIeICHUS
CTEIEeHU BBIPAXXEHHOCTU HapylleHUH QYHKIIMU PaBHO-
BEeCHS U TMAaTHOCTUKU PHMCKA MaAeHUI MCIIOJb30BAIUCH
JIaHHBbIE HEBPOJOTUYECKOTO OCMOTPA, a TaKKe 2 TPYITIThI
KJIMHUYECKUX KA

* O0IIME IIKAJbI;
1) Tect TUG. IlepBoHauanbHO JAHHBIN TECT OBLT pa3-
paboTaH I AMarHOCTUKM pUCKa MaJeHUI U OLIeH-
K1 6€30I1aCHOCTH CaMOCTOSITETbHOTO TIePEIBYLKEHUST
MOXUJBIX JtoAei Ha ynuue [21]. B mocaenytoniem
OBLIO MOATBEPXKICHO €ro 3HAYeHUE IJIST OLEHKU
MOOMJIBHOCTU U 3¢ (HEKTUBHOCTU peadUIUTALIMN
y MaluueHToB ¢ 6ojie3Hbio I[lapkuHcoHa [22, 23],
paccessHHBIM cKJiepo3oM [24], mHcynbToM [25]
U IpyTUMU 3a00JIeBaHUSIMA HEPBHOU CHUCTEMBI,
B TOM YHCJIe HACJIEACTBEHHBIMU MO3KEYKOBBIMU
aTakcusaMH [26]. MeTonuka poBeAeHUs 3aKII09a-
€TCsI B TOM, YTO MALIUCHT B YTOOHOM JIJIsT HETO TeMIIe
BCTaeT CO CTyJja, IPOXOAMT ¢ KOM(MOPTHOI CKOPO-
CTBIO 3 M, pa3BOpaYMBaETCsl, BO3BPAIIACTCSI 0OpaTHO
M caiuTCs Ha CTyJI. Bpems BuImoHeHUST QUKCUPY-
€TCsl CIeMaaucToOM. B psine poccuiickux u 3apy-
OEKHBIX ITyOIMKAIIMI, B TOM YKMCJIE B KIIMHUYECKUX
PEKOMEHIAIMSIX 10 OLIEHKE pUCKa MajgeHus, 3a 10~
POT pa3ae/ieHUsI NallMeHTOB Ha IPYIIIbI C BBICOKUM
M HU3KUM DHMCKOM MaaeHUs MPUHITO 3HaYeHUE
13,5—14,0 ¢ [27, 28]. OgHako 3TO ObLJIO OCHOBAHO
Ha uccieaoBaHuM ¢ BeIoopkoit 30 mauueHToB (15 —
C PUCKOM MajneHus u 15 — 6e3 pucka najaeHust), 1e-
JIBIO KOTOPOT'O OBLIO M3yYeHWE BIMSHUS TOMOJTHM -
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TEJbHBIX KOTHUTUBHBIX XU MOTOPHBIX IapagurM
Ha BbinosiHeHMe Tecta TUG [29]. Haubonee 060-
CHOBaHHO MPECTABISICTC METOAMKA pa3IeICHUS
MMallMEHTOB Ha TPYIIIBI, NMPEUIOKEHHAA TIPpU pa3-
paboTKe LIKaJbl U almpoOMpoBaHHas Ha BHIOOpKE
u3 70 U1, BKJIIOYast MallMeHTOB C Pa3IMYHBIMU 3a-
0oJieBaHMSAMM, B TOM YHUCJIE HEBPOJOIMYCCKUMU
[21]. B mpemyioxkeHHOM METOAMKE MPOBOIUTCS pa3-
JeJIeHKe Ha 4 TTOATPYIIIHI B 3aBUCHMOCTH OT BpEMEHU
BBITIOJTHEHMSI TECTa, CBSI3aHHOTO ¢ (hyHKIIMOHAIb-
HBIMU BO3MOXKHOCTSIMU TIAIIUEHTA IO CAMOCTOSITEITb-
HOMY TIEPEIBIKCHUIO 1 ITOMIEPKaHUIO PABHOBECHSI.
B HalreM Mccie0BaHMM TPYIITBI ObUTHA paCIIMPEHbI
KpaiiHeli CTeleHbIO HapyIIeHUI, TP KOTOPOil He-
BO3MOXHO TOJTHOE BBITTOJIHEHUE TECTa U COOTBET-
CTBYIOIIE abCOTIOTHOMY HapylIeHU0 GyHKIMU
no MexayHapoaHo# Kiaaccupukauu ¢GyHKIIHO-
HupoBaHus (MK®) (tab6i. 1). Ha ocHOBaHMM 3THX
KPUTEPUEB M PE3YIbTaTOB OLIEHKU HapyIIeHUI
dynkimii mo MK® 6bia BeIIoIHEHA cTpaThduKa-
LIWST pYCKa TafeHUsI B UCCIIeAyeMOI IpyIine 60Ib-
HBIX (HET pUCKa, PUCK HU3KUI1, BHICOKMIA, OYCHD
BbICOKMIT) (cM. Tab:1. 1). Takum 00pa3oM, BHITIOJHE-
Ha OLIEHKA TSDKECTU HapylIeHU (pyHKIIMY paBHO-
BeCUsi, MOOMJIbHOCTH Y TTIOXOJIKH, YCTAHOBJICH (hyHK-
LIMOHAJNIBHBIN AMAarHo3 B cooTBeTcTBUU ¢ MK®
M BBINIOJIHEHA CcTpaTU(UKALIMS 110 TPYIIaM pHUcKa
najaeHui;

2) lIbb. JlanHasa 1mkaja mpeAacTaBisieT co0oi Hau-
0oJice BaMIHBIM MHCTPYMEHT ISl OLIEHKW CTaTH-
YeCKOTO0 ¥ TUHAMUYECKOTO PaBHOBECHSI, IIMPOKO
MPUMEHSIEMbIN y TTAlIMEHTOB C HEBPOJIOTMYECKUMU
HapywmeHusmu [10, 30, 31]. HecMoTpst Ha oTcyT-
CTBUE OOILIEMPUHSTON Tpagallii prcKa NaacHUs
10 JaHHOM IIIKaJjie, B IUTePaType YacTo MPUMEHSI-
eTcsl IOPOroBoe 3HaueHue 45 0alJIoB, pa3aesiolee
MMallMEHTOB Ha TPYIIbI ¢ HU3KUM U BBICOKUM PH-
ckoMm [10, 32]. OnHako TaKoi MOJXOI He BCeraa oT-
paxaeT (haKTUIeCKOe COCTOSTHUE 1, CKOPEE, MOXKET
BBITIOJTHATDh (DYHKIIMIO CKPUHUHTA C pa3aeicHueM
Ha 2 IpyInbl: 6e3 pyucKa MajgeHui U ¢ PUCKOM Iaje-
Huii. B opurnnansHoM uccienosanuu K. Berg u co-
aBT. [33] ObL1a peaioxeHa 6oJee auddepeHupo-
BaHHAs CUCTEMa paclpelesieHus NalMeHTOB Ha
TPYIIIBI IO YPOBHIO HE3aBUCUMOCTH MPU TIEPEIBH-
KEHMU U cTaTycy (byHKIMU paBHOBecHs (Tabu. 2).
AnanornysbM ¢ TectoM TUG cnocoboM, Ha OCHO-
Banun MK®, ObIIM MpoBeAeHBI pas3ie/ieHre Ha-
PYLICHUI paBHOBECUS 1 YCTAaHOBJICHUE pHCKa IMa-
nenus o LIBD ¢ monoaHUTeIbHBIM BKJIIOUEHUEM
2 KpalfHUX TOYeK: 56 6atoB (MaKCHUMAaJTBHBIN Oall,
KOTOPBII COOTBETCTBYET HOPMaJIbHOMY TOJIepKa-
HUIO paBHOBecusi) u (0 OamioB (MUHUMAaJbHBIN
0aJI1 — ToJTHAsl 3aBUCUMOCTb OT ITOCTOPOHHEIH 1Mo-
MOIIIH, JIeXKaurii MalMeHT 0e3 CIIOCOOHOCTH K Iepe-
MeIlleHWI0). BhIMmojiHeHa ollgHKa COIIacCHO KoJaaMm

MK®, a takxe cTpatudyKalys MalkueHTOB 110 Y-
cky nageHuii IIIBb (orcyrcTBue pucka, HU3KUIA,
BBICOKUI1, 04eHb BBICOKHIT) (CM. Tab1. 2);

3) 10-MeTpoBbIif TeCcT XOALObI. JIaHHBIN TECT MPUMe-
HSIETCS ISl OLICHKM CKOPOCTU XOObOBI, €€ paBHO-
MepHOCTU (KoaudecTBo Iiaros 3a 10 m). B Ha-
CTOSIIIEM MCCIeA0BaHMM Oblda MCIIOJb30BaHa
KJIacCHYeCcKasl BEpCUSI METOIUKU: TALIMEHT ITPOXO0-
IuT 14 M B 00yBM, cHauyajla B KOMPOPTHOM, 3aTeM
B MaKCMMaJIbHOM TeMiIte. [1pu aTom 13 aHanm3a uc-
KJTIOYAIOTCS TIEPBbIC U TIOC/IETHUE 2 M, OTHOCSIIIIAECS
K (azaM MHULMALMU U TOPMOXEHUS XOObObI [34].
CornacHo JaHHBIM MeTaaHaJIi3a, UMEHHO TIepevrC-
JieHHbIe BhIlIe oo1ue mKanbl u Tecthl (TUG, IIBb
U 10-MeTpoBBIi TeCT XOIbOBI) TPOAEMOHCTPUPOBA-
JIA HauOOJIbIIYIO YYBCTBUTEIBHOCTD M CIIELIM(bHY -
HOCTb MpHY IMAarHOCTUKE pUCKa mafaeHuii [35], uto
00yCIOBWIIO UX MIPUMEHEHME B Hallleil paboTe;

° CHCLII/I(I)I/I‘ICCKI/IC IIKaJibl, KOTOPbIC OBLUIM UCITOJIb30-

BaHBbI IS JCTATbHOM CITen(PUIECKON OLICHKY aTaK-
CUU B HCCJIEAyeMOil TpyIiIe ¥ aHaiu3a BKIaga Hapy-
LIEHUI B ¢(pOPMUPOBAHHBIC PUCKU TTAJICHMIA:

1) SARA. Illkana 6wu1a pazpadoTaHa sl OUEHKU MO3-

JKEYKOoBO#1 atakcuu [12], HO B majibHeiilleM Hallljia
TIPMMEHEHNE U NIPU APYIMX 3a00JIeBaHMAX C Hapyllle-
HUSIMU KOOPJIMHALIMY 1 XOIbObI, TAKUX KaK MHCYJIBT,
JIN30COMHBIE 0O0JIe3HM HAKOIUIEHUS M T. 1. [36—38].
Oma BKJIIOYaeT 8 MyHKTOB: 1 — moxoaka (MakcuMaJllb-
HbIH 6a11 — 8); 2 — nmoJioxkeHue cTosl (MaKCUMAaJIbHBII
Garut — 6); 3 — noyoXkeHye g (MAaKCUMATBHBINM 0auT — 4);
4 — HapyleHne peuyr (MaKCUMaJIbHBIN 0aiT — 6); 5 —
najable-TajablieBas poda (MaKCUMalIbHbIN Oat — 4);
6 — majblie-HOCOoBasI MPoda (MaKCUMAaJTbHBIM Gaut — 4);
7 — npoba Ha AMCAMATOXOKHUHE3 (MaKCUMaabHBII
6ann — 4); 8 — NATOUHO-KOJIeHHAs1 Mpoba (MaKCUMallb-
HbIi 6ann — 4). CymmapHasi olieHKa BapbupyeT oT 0
(otcyrcTBue aTtakcun) no 40 6amioB (MakcUMasbHast
BbIpaXk€HHOCTh aTakcum). M3 40 BO3MOXHBIX 0aJIJIOB
18 oTpaxaror HapyleHre QYHKIMU PABHOBECHS U I10-
CTYPaJIbHOTO KOHTpoJist. OcTalbHbIC pa3lesibl TaKXKe
OLICHMBAIOT (DYHKIIMM, OKAa3bIBalOIIME BIIMSIHUE
Ha PUCK MaaecHUs MallueHTOB;

2) ICARS. OgHa 13 niepBbIX LIKaJ, pa3pab0TaHHbIX IS

creurIecKoil KOJUYEeCTBEHHOM OIIEHKM aTaKCUU
[39]. OHa Gonee meTanu3vpoBaHa B CPaBHEHUU CO
mkagoit SARA 1 o3BoJisIeT OLIEHUTh BBIPaKEHHOCTh
KJIMHUYECKUX CUMIITOMOB aTakcuu 1o 100-6aiibHoit
mkajne. B ICARS Boigensiior 4 pasnena: 1 — Hapyiie-
HUS paBHOBeCUs U XOAb0bI (7 IyHKTOB, MaKCUMaJlb-
HbIl 0ann — 34); 2 — oueHkKa ABMKeHU (7 MyHKTOB,
MaKCUMaJbHBIN 0amia — 52); 3 — HapylleHUs peuu
(2 myHKTa, MaKCUMaJbHbI 6ann — 8); 4 — ria3oaBu-
ratejbHble HapylieHus (3 IMyHKTa, MaKCUMaJIbHbBIMA
Gayr — 6).

Hns nmonydeHUs 0ObeKTUBHBIX JaHHBIX CTaOUJIOMe-

TPUIECKOTO MTPOGUIIS MAIIEHTA CO CITUHOLIEPEOeUTIPHOIA
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arakcuen ucroJjib3oBajach Imiatgopma ST-150, mpeaHa-
3Ha4YeHHasI ISl UCCIEMOBaHMS BEPTUKAIbHOM MO3bI U MO~
JIiepKaHusI paBHOBECHSI 1O OINopHoii peakiyu [40]. Beiss-
JIEHHbIE U3MEHEHMSI ObLIU TAKXKE COMOCTABJIEHBI C PA3HBIMU
pUCKaMU MafeHUN U (PYyHKIIMOHAbHBIMU HapylIEHUSIMU
TS ONIpeeSICHUSI YyBCTBUTEIbHOCTU OOIIMX KITMHUYECKUX
1IKaJI, UCTIOJIb30BAHHBIX VTSI CTPaTU(hUKALIVY.

IIpu crabunoMerpun ObLIM TPUMEHEHDI CIEIYIOLINE
MPOObI;

1) nmpo6a Pombepra (¢ «aMepuUKaHCKOI» YCTaHOBKOI1
CTOIl — MapaJlJICJIbHO APYT APYTY HA paCCTOSTHUU KU -
HMYECKOI 0a3bl) — TECT, MO3BOJISIONINIA OLIEHUTD POJIb
3pUTesibHOI addepeHTalu Py MoAAepKaHUY YCTOM -
YUBOCTU B BepTUKaJbHOI 1o3e [41]. [TauueHT cTaHO-
BWICS Ha IUIaTopMy ¢ apajieIbHO YCTAHOBJIEHHbI -
MM CTONaMU, B3MISIA (DUMKCHPOBAJICS MPsSIMO Mepen
co0oi1, pyKM pacroJyiarauch BIOJb TyJoBulla. Tect
BKJIIOUas 2 mocienoBarejbHble (as3bl: 1 — raaza or-
KpbITHI (30 ¢); 2 — rna3a 3akphIThl (30 ¢). AHanu3 cTa-
OMJIOMETPUUYECKUX ITapaMeTPOB ITPOBOIUTCS pa3aesib-
HO 1151 2 (a3 OTHOCUTEIBLHO APYT ApYra;

2) ctaTuueckas npobda. SIBisieTcs: BTOpoi 4acThio KOM-
OMHUPOBAaHHOI MPOOBI MO MCCIEI0BAHUIO (DYHKIIUU
paBHoBecus [42]. Ucnionb3oBanach Ijisl OLUEHKH CITOCO0-
HOCTH yIepKMBaTh paBHOBECHE B 3aJaHHBIX YCIOBUSIX.
[ManueHT pa3melnaics Ha riaTdopme aHaJTOTMYHO
npeapiayieMy Tecty. Ha skpaHe BuU3yanusupoBajcs
roJIy0Oii Kpyr, 0003HavaloIMi rPaHULIbI TOITYCTUMOMN
obnactu nepeMeleHuit eHtpa nasiaeHus (LIJ1), ko-
TOPBII OTOOpaxascs B BUAE XKEITOM METKU. 3afayeil
nanyeHTa o110 yaepxkusath LI/l BHYTpH; Tpy MOJIHOM
BBIXOJIe METKH 3a MpeAesibl KPYyT OKpalllMBaJICs B Kpac-
HBII LIBET, YTO CAYXWJIO UHAMKATOPOM HapylIeHUS
paBHOBeCUS;

3) nuHamuueckas npoda. [IpenHa3zHayeHa 11s1 aHAIU3a
crnocooHocTH nepeHocuTs L1 mo 3agaHHO TpaeKTo-
puu [40]. B xoae BbINMOJHEHUS 3aJaHUsI HA 9KpaHe
BOKPYT LIEHTPAJIbHOM KPaCHON MUILIEHU B CIIy4YafHOM
MOPSIAKE MOSIBJISUIUCH CUHUE MUILIEHU MEHBIIETO A1a-
Metpa. [1aiuenT, ynpasisig nonoxeHnueM LI, nomkeH
OBLT IIEPEeMECTUTh METKY M3 LICHTPa Ha MOsSIBUBIIIYIOCS
neprdepruIecKyIo CUHIO MUILIEHb, JOXKAAThCS €€ 1C-
Ye3HOBEHUS U BEPHYTHCS B UICXOIHOE MOJIOXKEHUE.
Io pe3ynbraTam Kaxkaoi mpoObl aHATU3UPOBAJICS CTa0u -

JiorpaIeCcKuii CUTHAIT 1 BBIYUCIISUTUCH KITIOUEBbIE CTAOMITO-
MeTpUUECKUe TToKa3aTeau U Koah@uuueHThl. JIs nanbHei-
11IETO UCCIEeIOBaHNs ObUTY BRIOPaHbI CJICIYIOIIME TapaMeTphI;

1. dnuHa ctatokuHe3uorpamMmsbl (L, Mmm). OnpenensieT
JUTMHY IIyTU LIEHTpa JaBJEHUSI BO BpeMsl cTabuioMme-
TPUUYECKOTO UCCIEAOBAHMS.

2. Cpennsis ckopocthb nepemerenus L (V, mm/c) —
CpelHeaMIUIUTYAHOe 3HaueHue mnepemerneHus LI
3a BpeMsI MCCJIeOBaHMSI.

3. TI01maab CTATOKMHE3UOTPaMMBI (S, MM2) — TII0IIAb,
3aHUMaeMasl ctabujiorparyecKuM CUTHAJIOM, OT-
paxatoliasi paboydylo IJIoIaab OIOpPHI.

4. Cpennee nonoxenue LIJI mo ocu X (X, MM) — ycpen-
HeHHasl koopauHaTta LI/ mo ropusoHTaibHOM ocu X.

5. Cpennee nonoxenue LIJI mo ocu Y (Y, MM) — ycpen-
HeHHas koopauHaTa LIJI mo BepTukanbHoit ocH Y.

6. Ducnepcus LIJI o ocu X (Dx, MM2) — cTemneHb pas-
o6poca (paccenBanusi) LIJI otHocuteabHo ocu X. AB-
JISIeTCs TToKa3aTeJeM, aHaJIOTMYHBIM ILIOIIAIH,
HO TOJIBKO ISl TOPU30HTAIBHOTO IBVXKCHUSI.

7. Ducnepcus LJI o ocu Y (Dy, MM2) — cTereHb pas-
opoca (pacceuBanus) LI otHocutenbHO ocu Y. AB-
JISIeTCS TToKas3aTesieM, aHaJOTMYHBIM ILIOIIAAU, HO
TOJIBKO JUISI BEpTUKAJIBHOTO JABUKCHUS.

8. [NokazaTenb 3aTpauyeHHON paboThl (A, JIX) — 00beM
MEXaHU4eCKOli paboThl, HEOOXOAMMOM ISl TTOIAep-
>KaHMS BEPTUKAJIbHOM TO3bI.

9. MomHocTh craTokuHe3uorpammsel (P, MBT) — xa-
PaKTEepHCTHKA MOIIHOCTHU CIIEKTpa CTaATOKWHE3UO-
IPaMMBI.

JIOTIOJTHUTENIPHO PAaCCUMTHIBAIMCH CITeU(pUUYecKre
rnokaszaTesu, BKJIo4dast KoadgduiueHt PomOepra u 6anib-
HbIE OLICHKU BBITIOJTHEHUST 3aJaHUI1 B CTATUMECKOM 1 1~
HaMuyeckoii mpodax. B nanbHeiiieM aHaau3 JaHHBIX TPO-
BOJIMJICSI 110 TpYIIIIaM pUcCKa IaJeHMsI, BbIIEICHHBIM
Ha ocHoBe knuHn4eckux mwkan (IIbb u TUG), ¢ uenbio
OIpeAe/ICHNS] YYBCTBUTEIIBHOCTU JaHHBIX IIKaJ K pa3-
JIMYHBIM IBUTaTeIbHBIM HapYIIEHUSIM, KOTOPbIE BHOCST
BKJIAJl B CTPYKTYPY PYCKa TMaJeHUs MallMeHTOB ¢ HaCJIe -
CTBEHHBIMM aTaKCUSIMMU.

CTaTUCTUYECCKUI aHAIU3 MPOBOIUJICS C UCIIOJIb30-
BaHUEM HelapaMeTpU4ecKuX MeTofoB. st cpaBHEHUs
HE3aBUCHMBIX BEIOOPOK IMMPUMEHSIJICS KpuTepuii MaHHa—
YUTHH, 1T OLEHKM B3aMMOCBSI3M MEXIy IOKa3aTe-
JgMu — Koo puLmeHT koppeasuun CnupmeHa. Obpa-
00TKa TaHHBIX OCYILIECTBJISIaCh Ha TIEPCOHATLHOM KOM-
MbIOTEPE C IIPUMEHEHUEM TTaKeTa IIPUKJIaIHBIX IIPOTPaMM
Statistica v.13.0 (Statsoft, CIIIA). Pe3ynbraThl npeacran-
JISUIUCh B BUJE MeAWaHbl 1 MEXKBAapTUJILHOIO pa3Maxa
(25-11 1 75-1 nepueHTUIN). CTaTUCTUYECKU 3HAYUMBIMU
cunTanu paznuaus npu p <0,05.

Pe3synbrathbl

Crpatudukanus pucka najaeHus y maiueHToB C Ha-
CJIeICTBEHHBIMH aTAKCHSMHU C TIOMOIIBIO 00IMX KJIMHHYE-
CKHMX HIKaJ U TecToB. [lepBoHavyanbHas OlleHKa pUCKa
MMajieHusI IPOBOAMIACH ¢ Ucmojb3oBaHueM tecta TUG.
CoriacHO NOJIyYeHHBIM NTaHHBIM, OOJIBIIMHCTBO TAIlM-
€HTOB UCCJeIyeMOoit rpyniibl (65 %) OTHOCUIIUCH K TPYII-
e HU3KOI'O pHUCKa, B TO BPeMsI KaK K TPYIIIIE BHICOKOTO
M OYeHb BBICOKOTO pHCKa ObLJI0 OTHeCeHO Jiuib 20 % ma-
LUEeHTOB (cM. TabJ. 1).

IIpu ucnonszoBanuu LIBbB pe3ynbraThl OKa3zanuch
MPOTUBOMOJIOXHBIMU: 76 % MalMeHTOB ObLIN Ki1acCUy-
LIMPOBAHbI KaK TPYIINa BBICOKOTO prcKa, 18 % — Kak rpyIi-
1a HU3KOTro pucka (cM. Tadi. 2).

TakuM 006pa3oM, MCIIOIb3yeMbIe IIKaIbl IOKAa3aJIK
KapIWHAJIBHO pa3Inyaloliuecs pe3yabsTaThl cTpaThhuKa-
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Tabmua 1. Pazdesenue nayuenmos no mecmy «Bcmars u udu» Ha epynnvl pucka
Table 1. Stratification of patients by fall risk according to the Time Up and Go test

Parameter Group 1

Group 2

Yucno nmanueH-

TOB, 1 (%)
Nurber 6 (15) 25 (65) 5(13)
of patients, n (%)
Bpewmst BoITON-
SR HEE, O <10 10-19 20-29
Test performance
time, s
MozkeT moTpe6oBaThCS
HE3HaYuTeJIbHAas I0-
He tpebyeTcs momolilb  MOIIb TPY NIEPEMEIICHUN
IPU BCTaBaHUU CO CTY- CO CTyJa; peAKO TpedyeTcs
Jia; He TpeOyeTcs Mmo- TIOMOLb MPU TTOCELEe-
MOIIb IPU TTOCEIIEHUUA  HWUU TyaJleTa U YMEPEH-
TyajieTa; yMepeHHast Had IpU TIpUEME Iy111a;
TIOMOIIb IPU IIPUEME  HCITOJIb30BAaHUE TPOCTH
QyIlla; He TpeOyeTcsl TP XOap0e, penKo Xomap0a
MOJIepXKKa MPHU XOb- IO MPUCMOTPOM (C ac-
0€, peIKO NCTIOb30Ba- CUCTEHTOM); HY>K/IaeTCsT
HUE TPOCTH; CIIOCOOEH B HE3HAUYUTEJIbHOIM IMO-
TMIPOXOJIUTH O€3 MO- MOILLH IIPUA IIPOXOKACHUUN
MOIIIM TUCTAHIINIO IUCTaHIMU 45 M; TpeOy-
XapaKTepHCTHKA TMonHas 45 M; criocoOeH caMo-  €TCsl yMepEeHHast ITOMOIIb .
TPYIITBI 1 (yHK- (YHKITNO- CTOSTEJILHO HO,I[HI/I—. TIPU TIOABEME T10 JIECTHULIE;
LUK PABHOBECHS HaJlbHas He- MaThCs 110 JIECTHUIIE; Yallle TpeOyeTcsl MoaIepXK-
Crone 3aBUCUMOCTb CIOCOOEH 0€30MacHO  Ka M MOMOIIIb [PY BBIXO/E
characteristics and Complete BBIXOIWUTH Ha YJIMIy Ha YJIULLY, MOXET BBIXOAUTH
. functional CaMOCTOSITEJIbHO ~ CaMOCTOSITeJIbHO, HO Hebe3-
balance function . . .
independence  No assistance required OITaCHO
to rise from a chair; no  May require minimal assistance
assistance required for  to transfer from a chair; rarely
toilet use; moderate requires assistance for toilet
assistance required for use and moderate assistance
showering; no support for showering; uses a cane
required for walking; rare for walking; rarely requires
use of a cane; able to walk  supervised walking (with an
unaided for a distance assistant); requires minimal
of 45 meters; able to climb  assistance to walk a distance
stairs independently; able of 45 meters; requires moderate
to go outside safely and  assistance to climb stairs; more
independently frequently requires support and
assistance to go outside; can go
out independently but not safely
Konpt MK®
d410—d429
«A3meHeHne 0 — Her 3a-
M TIOAAEPKaHUE TpyAHEHUI | — Jierkue 3aTpyaHe- 2 — yMEpeHHbIe 3aTpyIHe-
MIOJIOKEHUS 0—4 %) aud (5—24 %) Hud (25—49 %)
TEeJIa» 0 —no 1 — mild impairment 2 — moderate impairment
ICF codes d410— impairment (5-24 %) (25—49 %)
d429 “Changing (0—4 %)

and maintaining
body position”
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2(7)

HeBo3moxHo
BbIIIOJIHUTDH TECT
Unable to perform

the test

YacTto Tpedyercs mo-
MOIUb [IPU TIEPEMELLIEHUN
CO CTyJa, PeIKO He MOXKET

BCTaTh; YMEpEHHas I10-
MOIIb IMPU IMOCCIICHUN
TyaJjieTa; 4acTo TpeoyeTcst

TIOMOILb [IPU IIpUEMe
Jylia; Bceraa ucrioJib30-
BaHUE OTIOPHI IIPU XOIb0e

(TpOCTh, XOMYHKHU, CO-
TIPOBOXICHNUEC aCCUCTCH-
TOM); YaCTO HE MOXET

HpOfITI/I JUCTAHLIUIO

45 M, TpedyeTcs IMOMOIIb
IIPU MPOXOKACHUU TUC-
TAHIOWW, 9aCTO HYKIACTCA
B IIOMOILHU [IPU TOABEME

110 JIECTHULIE, MHOTI'Ia

HE MOXET IMOIHSTh-

csl; Bceraa TpedyeTcst

IOoAACPKKa 1 COIMPO-

BO)Kz[eI;I/EIleygEI/LI[;LIXOHe EPXKOi
. . Can only be
Frequently requires assistance . . .
to transfer from a chair; rarely na _31_ttmg or lying
position; Cannot
unable to stand up; moderate
. . . stand up or walk,
assistance required for toilet .
. even with support
use; frequently requires
assistance for showering;
always uses a walking aid
(cane, walker) or requires
assisted walking (with
an assistant); frequently
unable to walk a distance
of 45 meters; requires
assistance to walk this
distance; frequently requires
assistance to climb stairs;
sometimes unable to climb
stairs; always requires support
and assistance to go outside

MoxeT Haxo-
JIUTHCS UC-
KITIOUUTEJIBHO
B MOJIOXXKEHU U
CUJIS UJIU JIeXKa,
HE MOXET
BCTaTh W MIPOM-
TH JaXe C MOMI-

4 — abcomoT-
HbI€ 3aTpyaHE-
aus (96—100 %)

3 — TKENbIE 3aTPyIHE-
Hust (50-95 %)

3 — severe impairment 4 — absolute
(50-95 %) impairment
(96—100 %)
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Parameter

Puck mane-

HUS, acCOLU-
MPOBaHHBIN

C IBUTATEIbHOMN
(bYHKIMEHR 1 MO-
OUJIBHOCTBIO

Fall risk associated
with motor
function

Her pucka
TManeHUsT

No fall risk Low fall risk

Huzknit puck nmageHuss BbICOKMIA pUCK MageHNS

Okonuanue maon. 1
End of table 1

OueHb BBICOKUI PUCK
TaIeHUA
Very high fall risk

Her pucka
TaIeHUs

High fall risk No fall risk

Ilpumenanue. 3decv u 6 maba. 2: MK® — Mexcdynapoduas kaaccugpukayuss (pyHKYUOHUPOBAHUSL, 02PAHUMEHUIL JCU3HEedessmeabHOCmU

U 300p06bs.

Note. Here and in table 2: ICF — International Classification of Functioning, Disability and Health.

LIMM pucKa. BeposiTHee Bcero, 3To CBA3aHO C TeM, UTO IIKa-
JIbl HalpaBJIeHbl Ha OLIEHKY Pa3HbIX acleKTOB (DYHKIIMKU
paBHoBecus: TecT TUG olieHMBaeT UCKITIOUUTETHLHO BPEMST
BbIMNOMHEHUs 3anaun, a [IIbb no3Bosisier olieHUTh Ka4eCTBeH-
HbIE XapaKTePUCTUKN CTATUYECKOTO U IMHAMUYECKOIO paB-
HoBecusi. TeM He MeHee HeoOXOAMMO IOHUMAaTh, KaKou
WMEHHO MHCTPYMEHT peJieBaHTEH UIS OIpeaesieHUs] prcKa
NaJeHW B TaHHOM IpymIie, C LEeJbI0 KOPPEKTHOM TUArHO-
CTUKU 1 CBOEBPEMEHHO MPO(hUIaKTUKU 1 peabUIUTaIINH,
KOTOPbIE BO MHOT'OM 3aBUCST OT CTEIIEH! pyrcKa.

Kak u3BecTHO, HapyllleHHs paBHOBECHsI, 0COOEHHO
CBA3aHHBIE C ABUTATENLHOM (DYHKLIMEH, 1OCTATOYHO CUTb-
HO CKa3bIBalOTCS Ha KauecTBe Mmoxonku. C Lesblo onpeae-
JICHUSI CTEIIEHM BbIPa’KEHHOCTU HApYIIEHUN MOXOIAKU
B BbIIEJIEHHBIX IPYyTIIIax pUcKa MaJeHMs U C YIETOM UX re-
TepPOreHHOCTM HaMM ObLJ MPOBENEeH aHaJIU3 CKOPOCTHU
XOABOBI M KOJIMYECTBA 111aroB B MUHYTY (110 JaHHbIM 10-Me-
TPOBOTO TECTa XOJb0bI) B 3aBUCUMOCTHU OT paclpeacsIeHUs
no tecty TUG u LB (tada. 3). [Ias cTaTUCTUYECKOTO
aHaJIM3a TPYIIIbI BHICOKOTO M OY€Hb BBICOKOT'O pPUCKa ObI-
JIM 00bEIMHEHBI BBUAY MAJION YMCIIEHHOCTH.

[TomyyeHHBIE pe3yabTaThl O aHAIU3Y IMMOXOAKHU Tallu-
€HTOB Ipu rToMolu 10-MeTpoBOro TecTa XoaAbObI IoKa3a-
JIX, YTO OCHOBHBIM MapKepoM U3MEHEHMUS TTIOXOJIKU C YBe-
JIMYEHWEM pMCKa MageHMWs Mo o0eruM KIMHUYECKUM
LIKajIaM SIBJISIETCSI CKOPOCTb KOM(MOPTHOM XOIbObI, KOTO-
pasi 3HAYMMO CHIXAEeTCsl B 3aBUCUMOCTH OT CTETIEHU pUCKa
naneHus. Ilpu aToM HauboJiee OJTHO HapYILIEHUS MO-
XOJKU OTpaxaloTcs MpU OLIEHKE pUcKa MaJeHU 1o TecTy
TUG, Tak Kak UMEHHO B 9TOM TECTE€ OTMEYaeTCsI He TOJIb-
KO 3HaYMMO€E YMEHbIIIEHNE CKOPOCTHU XOIbObI, HO I YMEHb-
IIeHMEe KOJIMYECTBa I11aroB, CBUIAETEILCTBYIOIIEE O pac-
IIMPEHUHM Ga3bl I1ara B TPYIIIE ¢ BHICOKMM,/O4YeHb BHICOKIM
PUCKOM.

Crpatudukanus pucKa najeHus y nanieHToB ¢ HacJje-
CTBEHHbIMH ATAKCHSIMU C MIOMOIIBIO cremu(rIecKux mKaI
U TecToB. [lanee maiMeHThl ObUTU pacIipefesieHbl 10 CTe-
MEeHM TSIKECTU aTaKCUM COIIACHO CIeUUMUIYECKUM IS
arakcuu mkajgaM: SARA u ICARS. B otiuuue ot 601b-

IIMHCTBA MCCJISTOBaHWIA, TIe aHAIU3UPYETCS TOJIBKO CyM-
MapHBIIA OaJIT 110 TaHHBIM IIIKaJaM, B HACTOsIIIel paboTe
OTIEIbHO BBIIEISUTUCH CICAYIONINE TPYIIITbI CUMIITOMOB:
CTaTUKO-JIOKOMOTOPHBIE, TMHAMWYECKIE HAPYIICHMS IBU-
JKEHMI1 KOHEUHOCTEH, HapyLIeHUs PeYU U, TOTIOJTHUTE b~
Ho s mkansl ICARS, rmazogsurarebHble HApYLICHUS.
O11eHKa IMTPOBOAWIACH KaK MO 0011eMy 0aJuTy, TaK U O BbI-
PaXXeHHOCTU OTIEIbHBIX CHUMIITOMOB aTaKCUM B 3aBUCH-
MOCTH OT pUcKa naneHusi (Tad. 4).

IIpu craTUCTUYECKOM aHaIU3e pacIpeneIeHUs CUM-
IITOMOB B 3aBUCMMOCTH OT CTEIIEHM TSKECTH HapyIIeHU
paBHOBecus U pucka nageHus 1o LIBb Obl10 BBISIBIICHO,
YTO CTATUCTUYECKM 3HAYMMBbIC PA3IM4IMsT MEXKIY TpyIamMu
C HU3KMM PUCKOM U BBICOKHMM/OY€Hb BEICOKMM PUCKOM
MPOSIBJISIIOTCSI TOJIbKO B YBEJMYCHHMU BBIPAaXXECHHOCTH
CTaTUKO-JIOKOMOTOPHBIX HapyleHU# mo mkaie SARA
(p =0,01), mpu 3TOM pa3aIMunii B CHMIOTOMAaX HapyIIeHUs
JIBUXKCHMI KOHEYHOCTEU BBISIBJICHO He OBLIO. AHAIu3
noka3zateneii mKanbl ICARS B rpynmax, BeleJIeHHBIX 10
BB, nocToBepHBIX pa3nIuuuii He BhIABWI. B rpymmax,
BBbIZIEJICHHBIX Ha ocHOoBaHuM Tecta TUG, ynanoch OLEHUTh
BKJIaJT OOJIBIIIETO KOJIMYECTBA IPYIIIT CUMIITOMOB T10 IIIKa-
e ICARS B ¢popMupoBaHUe pUcKa MageHUsI.

ITonyyeHHBIE U3BMEHEHUSI CBUIETEILCTBYIOT O TOM,
YTO OLIEHKA MAIlMEHTOB C HACJEACTBEHHBIMU aTaKCUSIMM
o pUCKy nafaeHust, ocHoBaHHoMY Ha Tecte TUG, 1mo3Bo-
JiieT 6oJiee TOYHO OLIEHUTH POJIb CUMIITOMOB M MX BKJIal
B HapylleHre (PYHKIIMU PaBHOBECUS Y NaHHOW I'PYIMITbI
nauueHToB. Tak, oneHka mo mkaise SARA mokazana,
YTO IIPU NIepPeXojie MalreHTa U3 TPYIIIbI 0e3 prcKa maje-
HUSI B TPYNIY C HU3KUM PUCKOM OOJIBIINIA BKJIaI B (hop-
MUPOBAHUE PHCKA BHOCST IPOSIBJICHUSI TMHAMUICCKOM
aTakcuM (HapylleHUs ABMXKeHUI KoHeuHocTel) (p =0,04),
3a CYET KOTOPBIX IMTPOUCXOIUT TAaKKE M3MEHEHUE TSIKECTH
aTakCcuy — 3HaYUMoe yBermdeHue obiero 6amia (p =0,03).
B cBo10 ouepenb, CTaTUKO-JTOKOMOTOPHBIE CUMIITOMBI
WTPalOT B JaHHOM CJIydae MEHBIIYIO pOJib, TaK KakK, He-
CMOTpSI Ha UX 3HauMmoe yBeaudeHue 1o mkane ICARS
B IPYIIE ¢ HU3KUM PHUCKOM, JOCTOBEPHOTO M3MEHEHUS
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Taoauna 2. Pazdesenue nayuenmos no wikane 6asanca bepe
Table 2. Stratification of patients on the Berg Balance Scale

Parameter

Group 1

Group 2

Yucno nmanueH-

1B, 1 (%)
Number of patients, 0 6(18) 30 (76) 2(6) 0
n (%)
baz o miare 56 41-55 21-40 1-20 0
Scale score
BripackeHHOE Hapy-
YMepeHHOE HapylleHHe  IIeHHE OIS PKAHMUST
Xopolree moaep- — MOAAEPXKAHUS paBHO- paBHOBECHSI; TPyObIe
2KaHUE paBHOBECHS, BE€CUs1; UMECIOTCs BbI- HapylmeHuAa (byHKI.II/II/I
OTCYTCTBYIOT HNMCIOTCA JICTKUEC PaXECHHBIC HAPYILICHUS PABHOBECHUA,; HE CIIOCO- OHCHKa
HapyIlIeHUs HapyieHus QyHK- (GYHKIUM paBHOBECHSI;  OEH K CAaMOCTOSITE/b- paBHOBECUS
X GYHKIINA LIV PaBHOBECHS;  CITOCOOEH K CaMOCTOSI- HOI1 X01p0e, MOXET HEBO3MOXKHA;
apaKTCpUCTHKA ; 0! - i 0e C iC-  TIEPEIBUTATHLCS TOJIBKO TIPUKOBAH K I0-
e PaBHOBECHS, CTIOCOGEH K camMo TEJILHOM XOJIb! pex s p
Group HOpMaJibHasdA CTOATEJIBHOU XO)1]>6C I10JIb3OBaAaHUEM CPEICTB C IIOCTOPOHHEU ITOMO- CcTeIin
. Xombp0a 6e3 CPENICTB OMOPHI  OTOPHI (TPOCTh, XOAYH- IO U/WJIA IPUKOBAH Balance
characteristic .
No balance Mild balance KU, KOCTBIIU U . ) K UHBAJIMHOMY KPECITY assessment
impairment; impairment present; Significant balance Severe balance not possible;
normal gait able to walk impairment present; able impairment; unable bedridden
independently without to walk independently with to walk independently,
assistive devices the use of assistive devices can only move with
(cane, walker, crutches) personal assistance and/or
is confined to a wheelchair
Kompst MK®
d410—d429
«M3meHeHne 4 —abco-
u monaepxanve 0 — HeT 3aTpyn- | — Jerkue 3aTpya- 2 — yMEpeHHBIe 3aTpyd- 3 — TsDKeJIble 3aTpyaHe- JHOTHbIC
TTOJIOKEHUS HeHuit (0—4 %)  Henwms (5—24 %) HeHus (25—49 %) Hus (50—-95 %) S(agTé)le[gg I',I},H)ﬂ
TeJIa» 0 — no impairment 1 — mild impairment 2 — moderate impairment 3 — severe impairment 4_ comple:e
ICF codes d410— (0—4 %) (5-24 %) (25—49 %) (50-95 %) S
d429 “Changing (96—100 %)
and maintaining
body position”
Puck manenus,
aCCOLIMMUPOBaH-
HBII ¢ IBUTA- Her pucka mame- Hwuskwmit puck ma- Beicokuit prcK maze- OueHb BEICOKMI PUCK Hert pucka
TeJIbHOU (DYHK- HUA JCHUS HUSA MageHUs TageHUs
nuen No fall risk Low fall risk High fall risk Very high fall risk No fall risk

Fall risk associated
with motor function

o0I11ero 6ayuia o JaHHOM 1IKasie rmostyyeHo He obuto (p =0,01).
[Ipu nepexone MalMEHTOB B TPYIIITY BHICOKOTO/O04YeHb BbI-
COKOT0 pYCKa 3HAaUMMOE BIMSTHUE Ha ero (hopMHpOBaHUE
OKa3bIBalOT CTATUKO-JIOKOMOTOPHBIE CUMIITOMBI, KOTOPbIE
kak 1o mkaie SARA (p =0,01), Tak u no mkane ICARS
(» =0,01) oka3bIBaIOT CYIIIECTBEHHOE BJIMSIHUE Ha TSDKECTh
aTaKCUU B JaHHOM IpyIINe M0 U3MEHEHMIO 0011ero Oamia
(» =0,04).

g TOMOJHUTENBHOIO IETaJbHOIO ONpeaesIeHUs
CTPYKTYpBI HapyILIEHW paBHOBECHUS M CTPATEeTUid €ro Mo~
Jiep>KaHusl, BIMSIONIMX Ha PUCK IMaJeHU IMallMeHTOB ¢ Ha-
CJICICTBEHHBIMM MO3KEUYKOBBIMU aTaKCUSIMU, OLICHUBAe-
Mmbiit 2 cocodamu (IIBb u TUG), ObL1 IpoBeneH aHaIu3

JIaHHBIX CTaOUJIOMeTpuHU Mo 3 TectaM: npode PomOepra,
CTaTUYECKOMY TECTY Y TMHAMUYeCKOMY TecTy. KpoMe Mex-
TPYIIIOBBIX CPAaBHEHMI IOKAa3aTeJUd COIOCTAaBISIIUCH
C HOPMaTUBHBIMM 3HAYEHUSIMHM,, TIOTYYEHHBIMU B PE3YJIb-
TaTe TECTUPOBAaHUS Ha CTaOMIOTLUIaTDOPME 3MOPOBHIX 10-
OGPOBOJIBILIEB, COITOCTABUMBIX I10 IOy ¥ BO3PACTY C Mallu-
€HTaMM, BKJIIOYCHHBIMU B CCIICIOBAHUE.

Ha nepBoM atane aHam3a JaHHBIX TPOBOAMIOCH CPaB-
HEHYeE KaXKI0i TPYIIIbI pYcKa IMajieHUs ¢ TPYIION 310POBBIX
JI0OPOBOJIBLIEB, COIMIOCTABUMBIX T10 TIOJTY U BO3PACTY.

B rpynmne ¢ Huskum puckom mnaneHus no ILIBb Ha-
6JII0aJIOCh 3HAYMMOE U3MEHEHME CIICIYIOIIMX IoKa3aTe-
Jieit B Ipobe PoMOGepra ¢ OTKpHITBIMU TJIa3aMU: YBEJIUYEHE
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uj Taoauna 3. [Toxazamenu ckopocmiu X00b0bl U YUCAO WIA208 6 3AGUCUMOCIU OM PUCKA NAOCHUS.

e Table 3. Gait speed and step count by risk of falling

w0

E Berg Balance Scale Time Up and Go test

Parameter
Lowrisk (=6 High,/very high ri Lowrisk (=6 g 7 - e
ry high risk Low risk (n =25 | High/very high risk
(Lesif ) (n=32(84.2 %)) (eid0) (65.8 %)) (n="1(18.4 %))

CKOpOCTb XOIbOBI
KOMGOPTHO, M/C . 0,75 [0,54; 0,92] . . 0,42 [0,40; 0,50]
Sl st e — 1,15[0,62; 1,17] =001 1,13[0,95; 1,16] 0,84 [0,65; 0,93] =001
comfortable, m/s
Yucio 1maroB B MUHY-
Ty KOM(POPTHO . . . . 78 [71; 96]
Step rate in minute, = 106 [102; 125] 100 [89; 114] 114 [103; 125] 105 [95; 114] =003
comfortable
CKOpOCTb XOIBOBI . . .
BbICTPO, M/C — 1ps1s  MOIMTE LI 3y ;e 107 10:85:1.23] 0561023 0,68]
Walking speed, fast, m/s =Y =Y, =0,
Yuciio 1aroB B MUHY- 93 [93: 115]

124 [113; 129] 116 [98; 134] 124,16 [113; 135] 122 [115; 134]

Ty OBICTPO
Step rate in minute, fast

p=0,03

Ilpumenanue. p — yposernv 3Hauumocmu.
Note. p — the significance level.

Ta6smua 4. BoipasicenHoCms CUMIMOMOG 8 3A8UCUMOCTIU OM PUCKA NAOeHUs.
Table 4. Severity of symptoms by risk of falling

Berg Balance Scale Time Up and Go test

Parameter
Low risk (n =6 High,/very high ri Low risk (n =6 : i g PR
ry high risk Low risk (n =25 | High/very high risk
(L) (n=32(84.2 %)) (5T 5) (65.8 %)) (n="1(18.4 %))
OG6mmii 6amT . .
1o SARA —10.25(9; 12,5] 12 [10; 14] 91(9; 11] 200 T R, o]
Total SARA score P ? p >

CTaTKO-JIOKOMO-

TOPHBIE HApYLIEHU 515: 6]
mo SARA — 414, 6] _ 6 01
Postural and stance P ?
disturbances SARA

7 [6; 8]

414 5] 514; 6] p=t0l

Peus mo SARA . . . . .
Speech disorders SARA 2[1;2] 201,5;2] 2(1;2] 2(1;2] 21158
Hapyienust nBuxe-
HUH KOHEYHOCTEN 15[12; 18]
mo SARA — 12,75 [12; 15] 15 [12; 18] 12 [9; 13,5] =y

Li p=0,04

imb movements

disturbances SARA

15[13,5; 16,5]

OO6wwii Gasn , , ) i 43 [41; 45]
o ICARS 31[31; 33] 39,5 [34,5; 44,5] 31[29; 33] 36 [34; 43] =001
Total ICARS score p >
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Berg Balance Scale

OkoHuanue mabn. 4
End of table 4

Time Up and Go test

Her - Boicokuii/04eHb Huskuii puck  Bbicokwmii/04eHb
Parameter pucka anzl‘z?Sp;c%)) BBICOKHIA PUCK i Eg’r([ilgcga%» (n=25 BBICOKHIi PUCK
(n=0) ’ (n=32 (84,2 %)) ? (65,8 %)) (n=17 (18,4 %))
CTaTKO-JIOKOMO-
TOpPHBIE HAPYIIIEHUS . .
1o ICARS - 9,59 11] 14,5 [13; 17] 10,5 [9; 1] 1413 16] 18 1% ]
Postural and stance p i p >
disturbances ICARS
Hapyiuenust nBuxe-
HWUIA KOHEYHOCTEN
no ICARS — 16,5[10; 19] 17,5[15,5; 20] 14,519; 18] 18 [16; 20] 18 [15; 20]
Limb movements
disturbances ICARS
Peun o ICARS . . . . .
Speech disorders ICARS a 212;3] 312,5;4] 312;3] 312;4] 4[2;4]
[nazonBurarenb-
HbIE HApYIICHUS
no ICARS — 212;2] 312;4] 2,512; 3] 21[2; 4] 312; 4]
Oculomotor disorders
ICARS

Ilpumenanue. SARA — wikana oyenku u onpedenenus cmenenu amarcuu; ICARS — mexncoynapoonas 06sedunennas wkaia oueHKu

amaxkcuu,; p — ypo8eHb 3HaYumMocmu.

Note. SARA — Scale for the Assessment and Rating of Ataxia; ICARS — International Cooperative Ataxia Rating Scale; p — the significance level.
|

IHb (p = 0,04) 1 nIomany cTaTOKMHE3UOTrpaMMBblI (p =
0,04), ckopoctu nepemerenust LI (p =0,01), aucnepcuu
LI otHOCUTEebHO ocu X (p =0,01) u Y (p =0,01), mexa-
HUYECKOM paboThl, 3aTpauyMBaeMOii Ha IOIICPXKaHKUE
paBHoBecus (p =0,02), oTMeyaaoch 3HAYMMOE CMEIleHUe
nojoxeHus LI o ocu Y Bnepen (p = 0,01). Takum 06-
pa3oM, aHa/Iu3 JaHHOI yacTu mpoosl Pombepra mokasai,
YTO C OTKPBITHIMU TJ1a3aMM MAILMEHTHI ¢ HU3KUM PUCKOM
nageHus no BB 3HaunMo HeycTONYUBBI, HO CITOCOOHBI
KOMITEHCHPOBAaTh JaHHbIC HAPYIICHUSI, YTO IPOSIBIIICTCS
3HAYMMBIM YBEJIMYCHUEM TTOKA3aTe sl IUIMHBI CTATOKUHE-
suorpaMmbl: Me 490 [184; 541] (N 189 [147; 240])
MPY MEHbIIIEM yBeIudeHuu 1omanu: Me 209 [155; 297]
(N 40 [24; 70]). Takxe B JaHHOM ITOJIOXKEHUU LICHTP TSI-
JKECTHU, KOTOPHIA B HOPME CMellleH Ha 4—5 cM KITepeau OT
JIMHUH JIOABDKEK, 3HAYMTEJBHO CMEIAJICS BIIepes 10 ca-
TMTTAJILHOM OCH, YTO CBUICTEIBCTBYET O PeaTM3aLii KOM-
IEHCATOPHOM cTpaTeruu (M30eraHue OTKJIOHSHUS Ha3am).
B npo6e PombGepra ¢ 3aKphITBIMM IJ1a3aMU B CPaBHEHUU
CO 3M0POBBIMM 3HAYMMOE YBEIMUYCHME HaOTIOIaI0Ch TOJILKO
T10 TTOKAa3aTeJIsIM TUTOIaau CTaTOKMHe3rorpammal (p =0,04)
u pucnepcuu L otHocutenbHo ocu X (p = 0,03), uTo
CBUIETEILCTBYET 00 YBEJIMYECHUU OOKOBOIA (TOPU30HTAIb-
HOI1, 110 ocH X) HEYCTOMYMBOCTH ITPH BHIKJIIOYEHUH 3PESHMUSI
y IaHHOM TPYIIIbI alieHToB. [Ipr 3TOM OTCYTCTBME 3HA-

YUMBIX pa3In4uii B koappuumneHte Pombepra mexmy ma-
LIMeHTaMU ¢ HU3KUM puckoM no I1IBb 1 3mopoBbiMu 106po-
BOJIbIIAMU TIOKA3bIBAET, YTO POJIb 3pEHUS B MOIAECPKAHUU
paBHOBECHsI, HECMOTpPSI HA OTMEUEHHYIO HEYCTOMYUBOCTb,
ocTaeTcs B Ipefieiax HopMaJTbHbIX 3HaUeHu . B craTiueckoit
npoo6e Hab0JaIOCh CTATUCTUYECKY 3HAUMMOE pa3indue
10 BCEM aHAIM3UPYeMbIM TTOKAa3aTeIsIM MEKITy 3M0POBBIMU
JTOOPOBOJIbLIAMY U MALIMEHTAMU C HU3KUM PUMCKOM Iaje-
Hus no IIBbB (p <0,05), npu 3TOM yBEJIMYUBAJIUCH BCE
CTabUJIOMETpUYECKIUE MTOKa3aTeIu U CHUXXAJIOCh KOJTnJe-
CTBO YCITIEIITHO BBIIMOJIHEHHBIX 3aa4 B ITpo6e. DTO TOBOPUT
0 3HAaYMMOM U3MEHEHMU QYHKIIMU CTaTUYECKOTO paBHO-
BECHS yKe Ha CTauy ¢ HU3KUM prckoM MageHus o H1bb
U CJIOXKHOCTH C yAep>KaHUEM paBHOBECHS B OHOM CTaTU-
yeckoil Touke. B nuHamMuuyeckoil mpobde cTaTUCTUYECKU
3HAYMMBbIX U3MEHEHUI ITapaMeTPOB He BBISIBJICHO, OHAKO
OTMEUYEHO CHMIKEHME YMCia YCIIEITHO BBIITOJTHEHHBIX 3a-
nanuit (p =0,01), T.e. naHHas rpynmna sBisaach A0CTaTOY -
HO KOMIIEHCUPOBAHHON B CTATMKO-TMHAMUYECKOM 3a1aue
TepeMeleHsT paBHOBECH S, OTHAKO BBITIOIHSLIA TECT TO-
pa3no MeIJIeHHe TpyMIbl 310POBBIX JOOPOBOJIBIIEB,
YTO CKa3bIBAJIOCh HA CHMKEHUH YMCJIAa YCIIEIITHO BBIMOJI-
HEHHBIX 3aJaHUM.

B rpyrmne ¢ BHICOKHMM/04eHb BHICOKMM PUCKOM Taje-
Huii 1o LIIBB BbIsIBIEHO 3HAUMMOE U3MEHEHUE CJIETYIOIIIX
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ToKasarejieil cTabuaorpaMmel Tecta Pombepra ¢ OTKphbI-
THIMU IJIa3aMU B CPAaBHEHUU C HOPMOIi: YBETMYCHUE TN -
Hel (p = 0,01) ¥ IOIIAAU CTAaTOKUHE3MOTPAMMBI (p =
0,01), ckopoctu nepemetenus LI (p =0,01), aucnepcuu
L otHOCcUTenbHO ocu X (p =0,01) u Y (p =0,01), mexa-
HUYECKOM paboThl, 3aTpauyMBaeMOil Ha IOIICPXaHHUE
paBHoBecus (p = 0,01), a Takke oTMeUyaaoCh 3HAYMMOE
cMeteHue nojoxeHus LI mo ocu X B ctoponsl (p =0,01).
Taxkum oOpas3om, qaHHas rpyIIia B CpPaBHEHUM C MPEIbITY-
IIei MoKa3aja, YTO IPH BEICOKOM/O4eHb BEICOKOM PUCKE
KOMIIEHCATOPHBIE BO3MOXKHOCTU CHIZKAIOTCSI, TTPOSIBIISISICH
B MOSIBJIECHUM OOKOBOI1 HeCTaOMJILHOCTU U cMeleHun LI
B CTOPOHBI 110 TOPU3OHTAIbHOI ocH. Takke B TaHHOM
rpyrrme (B OTJIMYME OT IPYIIIbI HU3KOTO PUCKa MageHus)
OTMEYAJIOCh 3HAUMMOE yXyauIeHre (GYHKIIMY PAaBHOBECHS
C 3aKPBITBIMM IJIa3aMU 1O BCEM CTAOMIOMETPUIESCKIM I10-
KazaresiM Tecta Pombepra B cpaBHEHUU CO 3I0POBBIMU
nob6pososbiiamu: Me 210 [121; 316] (N 87 [57; 113]) (p <0,05),
YTO CBUACTEILCTBYET O BO3PACTAHUM POJIM 3PEHMS B TTOJI-
Jiep>kaHnK paBHOBecHsl. B cratnyeckoii mpobe Habmonanoch
CTAaTUCTUYECKU 3HAUYMMOE PAa3IMIKE IO BCEM aHAIM3KpYye-
MBIM ITOKAa3aTe/IsIM MEXIY 3IO0POBBIMU JTOOPOBOJIBIIAMM
U TAlIMEHTaMM C BBICOKMM /OY€Hb BHICOKMM PUCKOM ITa-
nenust o BB (p <0,05), mpu 3ToM B JaHHO IpyTiIie Bce
ToKa3aTe/I1 ObLIM YBEJIMYEHBI B 2 1 O0JIee pa3a, a KoJaude-
CTBO YCIICIITHO BBITTOJIHEHHBIX 3aIaHUI CHU3MUJIOCH 10 MU~
HUMaJIbHOTo YpoBHS (p = 0,01). DTo monTBepKaaeT 3Ha-
YUMOE YXYALIEHUE INPU NOAAEPXKAHUU CTaTUYECKOIO
paBHOBecHs. B muHaMudeckoi ipo0e BhISBICHBI JOCTOBEP-
HOE yBeJIMYEHUE JJIMHBI CTaTOKMHe3uorpaMmsl (p =0,01),
ckopoctu nepemetnenus LI (p =0,01) u MexaHUyeckou
paboTHI, 3aTpauMBacMOl Ha TMOIAePXXKaHUE PaBHOBECUS
(p =0,01). KonryecTBo yCIEIIHO BBIITOJIHEHHBIX 3aaHUI
TakKe OBbLIO CHMXEHO 0 MUHMMAJbHBIX 3HAYCHUI,
Kak M Ipu ctaTuyeckoii mpode (p =0,01), yTo yKkasbiBaeT
Ha CHIXeHUe 3(PGEKTUBHOCT KOMIIEHCATOPHBIX MeXa-
HU3MOB M IOSIBJICHUE BBIpaXKeHHOW HEYCTOMYMBOCTH
TIPY BHITIOJTHEHUU CTATUKO-IMHAMUYECKMX 3a1a4d. O0 3ToM
TOBOPUT U TOT (haKT, YTO HAMOOJIbIIIME PA3INYUS B TPYIIIE
C HU3KUM U BBICOKMM/OY€Hb BBICOKMM PUCKOM IafeHUs
OBLIY ITOJIy4eHbl MMEHHO I10 TMHAMUYECKOM Ipobe: yBe-
JIMYEHME JTMHBI cTaToKMHe3uorpammsl (p =0,01), ckopo-
ctu nepemetenus L (p =0,01), MexaHu4eckoit paboOThI,
3aTpayMBaeMoii Ha roaaepxaHue paBHoBecus (p =0,01),
a TaKKe 3HAaYMMOE YMEHbIIICHHE OaJIJIOB YCIIEIIHOTO BbI-
nojaHeHus tecta (p =0,01).

PasneneHue nanyeHTOB IO PUCKY MaleHMsI, OCHOBAH-
Homy Ha IIIBb, nokazano cBOO YyBCTBUTEIBbHOCTD K BbI-
SIBJICHUIO OCHOBHBIX CTATMYECKUX U CTATMKO-TUHAMUYE-
CKUX HapylIeHW paBHOBECUS MpPU IOAIEPXKAHUU
OaJlaHca B OCHOBHOI CTOMKE Y ITAlLIMEHTOB C HACJICACTBEH-
HBIMU aTakcHusiMU. Takoke Mpy TaHHOM pa3iesieHUW HaMU1
OBLIY BBISIBJICHBI 2 CTPATeTUH OIS PXXKAHUS PABHOBECHSI
B OCHOBHOI CTOMKe: KOMIIEHCMPOBaHHAsI y MallUeHTOB
C HU3KMM PUCKOM (YBEJIMYEHME TUIOIIANM M JJIMHBI CTa-
TOKMHe3uorpamMmel, cMeltieHue L1/1 Briepen o caruTraib-

HOI ocH, yBeJIMYeHUEe MEXaHWYeCKOW pabOThl ISl MOMI-
Jep>KaHUs paBHOBECUS ITPU HOpMaJIbHOM K03 dUIeHTe
PombGepra u HopMalbHBIX TTOKa3aTeIsIX CTaTUKO-IAMHA-
MHUYECKUX MPo0) U AEKOMIIEHCUPOBaHHAsl ¥ MallMEHTOB
C BBICOKMM/OY€Hb BBICOKMM PUCKOM (IIPUCOEAUHSIETCS
3HaYMMoe yBenandeHue Koadduurenra Pomoepra, mosis-
JsmoTcsg 6okoBoe cMelieHue LIJI oTHocuTenbHO ocu X
W 3HAYUTEIbHOE YXYALIEHNE OONBIIMHCTBA MOKa3aTenei
CTaTUKO-IUHAMUYECKUX MPO0).

Ananu3s o Tecty TUG mokasai, 4To Ipu CpaBHEHUU
I'pyMITbl 6€3 prcKa MajeHus C IPYIoi 310pOBBIX 100pO-
BOJIbLIEB OBUIM BBISIBJICHBI U3MEHEHUS B TecTe PoMOepra
C OTKPBITBIMU IJ1a3aMU: yBeJudeHue miauHbl (p = 0,01)
U TIoIany craTtokuHesuorpammsl (p = 0,03), ckopocTtu
nepememeHus LI (p = 0,01), MmexaHuyeckoit paGoTHI,
3aTpayMBaeMoil Ha nmoaaepxanue papHosecus (p =0,01),
a taxxke nucnepceuu LIJI moocu 'Y (p =0,01). B npobe c 3a-
KPBITBIMU TJ1a3aMU ObLIU MOJYyYeHbl aHATOTUYHbIE U3ME-
HEHUsI ToKa3aTesield, TOMOJIHUTEIbHO OTMEYaIoCh CMeEIIe-
Hue cpeaHero LI/ mo ocu X (p =0,01) B cTOpOHBI, a TaKXKe
yBeaumdyeHue aucnepcuu mo ocu X (p =0,01). Dro cBume-
TEJBCTBYET O TOM, UTO JaXKe B rpyIrie 6e3 pucka MaaeHusl,
BoigesieHHol 1o Tecty TUG, HaGmogaloTcsl HapylueHust
CTaTMYECKOTO paBHOBECHSI, OTHAKO OHU KOMITEHCMPOBaHbI
nocpencTsoM cMeleHus L1 Bepen ¢ OTKpbITHIMU IJ1a3a-
mu. [1pu 3aKpbIBaHUY TJ1a3 TTOSIBJISIETCS OOJIbIIAsT HEYCTOM -
YUBOCTh B BUJE YBEJIUYECHUS BBIPAXKEHHOCTH OOKOBBIX
cMeteHuii. Koadpuunuent Pombepra ocraeTcs B ripeneax
HOPMaJIbHBIX 3HAYEHU I, YTO TOBOPUT O COXPAaHHOCTU PO-
Jii 3peHus1. B ctatuyeckoit mpobe TakKe oTMeJaIuCh 3Ha-
YUMBbIE YXYIIIEHUST QYHKIUY pPAaBHOBECUS y TTALIMEHTOB
0e3 pucka nageHus no Tecty TUG B cpaBHEHUHU CO 3[0-
POBBIMHU 10OPOBOJIbLIAMU: YBEIMYECHUE MTOKa3aTeaei Jin-
Hbl (p =0,01) v Iwomanu craTokuHe3rorpammsl (p =0,01),
ckopoctu nepemeitenus L (p = 0,01), aucnepcuu 1o
ocaM X (p =0,01) uY (p =0,01) u MexaHUUYECKOI pabOTHI
(p = 0,01), yMeHblIeHHEe OOIIEro KOJIMYEeCTBa YCIEIIHO
BBITIOJIHEHHBIX 3afaHuii B mpobe (p =0,01). DTo rmokasbi-
BaeT, UYTO, HECMOTPSI Ha OTCYTCTBUE PMCKa IMaaeHUs IO
tecty TUG, y nanueHToOB HaOMI0Aal0TCSI 3HAYMMbIe Ha-
pylieHus: GyHKIMKU CTAaTUYECKOT0 PaBHOBECHSI B OCHOBHOM
croiike. B muHaMuyeckoli mpoOe BhISIBICHBI YBEJIUUECHUE
TUTOLIAAM cTaTOKUHe3uorpammel (p = 0,04), yBennueHue
nucnepcu 1o ocu Y (p = 0,02) (KoMrneHcaTOpHOE cMe-
IIIEHKE BIepe), a TAKXKE YMEHbIIIeHUE 0011ero KOJMIecTBa
YCIICIIHO BBINTOJIHEHHBIX 3aaaHuii B Tecte (p =0,01). dan-
HbIe U3MEHEHUSI MMO3BOJISIIOT CAeNaTh 3aKII0YEHUE O TOM,
YyTO B TpyIine 6e3 pucka naaeHus o tecry TUG Habmona-
I0TCS 3HAYUTEIbHbIC U3MEHEHUST CTATUIECKOIO paBHOBECHS],
KOTOpPBIE JOCTAaTOUHO KOMITIEHCUPOBAHbI U IMPOSIBISIOTCS
B CTaTUKO-AMHAMMYECKUX MPOOaxX YMEHbILIEHUEM KOJIJe-
CTBa YCIEIITHO BBIMIOJTHEHHBIX 3alaHNI, a TAKXKe yBeIruJe-
HMEM TUTOIIAIU CTATOKMHE3UOTPAMMBI.

YV mauueHToB ¢ HU3KUM pucKoM nanaeHus o recty TUG
BBISIBJICHO 3HaUMMOE YBEJIMYeHVEe 3HAaUeHUs BCeX MoKa3a-
TeJei CTaTOKMHE3UOTPaMMBbI C OTKPBITBIMU U 3aKPBITHIMU
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mtazaMu (p <0,05), 3a uckimoyeHueM cMmeteHuii L1 ot-
HocurelibHO oceii X 1 Y. 1o psany mokasateneit 3HauYeHUS
MPEBBIIIAIN ITOKA3aTeIN 300POBBIX JOOPOBOJIBIIEB Oojice
yeM B 2 pasa. Koadbduiment Pombepra Takxke ObLI yBe-
JudeH B 2 pa3a (p =0,01). B cratuueckoii mpo6e Hab110-
JaJIMCh aHAJIOTMYHbIE TOCTOBepHbIe U3MeHeHus (p <0,05),
3a UCKJTIOYEHWEM TOJIOKEHHSI LIEHTpa TaBJIeHUs 110 ocH Y.
B nuHamuyeckoil IpoGe BBISIBICHBI TOJIBKO YBEIMUEHUE
IUTUHBI cTaToKMHe3rorpammel (p =0,01), ckopocTu nepe-
MeteHus LI (p =0,01), mexanudeckoit padbotsl (p =0,01)
U CHIDXKEHUE 00IIero 06ajuia yCIeIIHO BhIMOJTHEHHBIX 3a-
nanuit (p =0,01). TakuM ob6pa3oM, MalMEHThl ¢ HU3KUM
puckom nageHus 1o tecty TUG neMOHCTpUpoOBaIn 3Ha-
YUTEIBHO OOJIbIIINE M3MEHEHUS B TTOKA3aTeIIsIX, XapaKTe-
PUBYIOIINX CTATUYECKOE U CTAaTUKO-TMHAMUYIECKOE PaBHO-
BeCue, B CPaBHEHUM C TPYIIION MAallMeHTOB ¢ HU3KUM
puckoM, onpeaeneHHbIM 1o 11IBb.

ITalmeHThI ¢ BHICOKMM/O4eHb BEICOKMM PHUCKOM 10 Te-
cty TUG neMOHCTpUPOBaIX MPaKTUYECKU MIEHTUYHBIE
M3MeHeHMs 1o mpobe Pombepra u ctatudyeckoit mpooe
B CpaBHEHMM C IPYIIITON 3M0POBBIX JOOPOBOJIBLIEB, OIHAKO
HabJIoaIcs MEHBIIMI TTPUPOCT IO MOKa3aTelIsaM C 3a-
KPBITHIMU TJ1a3aMU (TI0 CPaBHEHUIO C IPYIINON ¢ HU3KUM
puckoMm). B tuHaMmnueckoii mpobe JOCTOBEpHBIMM OKa3a-
JIMCH JIVIIIb YBEJIUUEHUE AUCIIEPCUM CTATOKMHE3MOTPAMMBbI
noocu Y (p =0,01) u yMeHbIlIEHHE KOJUYECTBA YCIIELTHO
BBITMIOJIHEHHBIX 3agaHuit mpoosl (p = 0,01). [Tpu ananuze
MIPUYMHBI OTCYTCTBHUSI GoJiee BhIpAaXKEHHBIX U3MEHEHUIT
OBLIO OIPENEICHO, YTO C 3aKPHITHIMU TJ1a3aMM U TIPH BbI-
MOJTHEHWH CTAaTUYECKUX U CTAaTMKO-TMHAMUYIECKHX TIPOO
MallMeHTHl BBIHYXICHBI OBLIM ONMMPAThCS Ha XOAYHKH
IUIST 130eXKaHWUS TTafeHUsI BO BpeMsl TecTa.

CpaBHEeHHUE CTAOMIIOMETPUYECKUX ITOKa3aTes el MeXTy
rpynmnamMu prcka naaeHuii rmpu momouy tecrta TUG noka-
3aJ10, YTO MALIMEHThI Oe3 PUCKA Y ¢ HU3KUM PUCKOM JIOCTO-
BEPHO Pa3IMYaICh JIUIIIb 10 TUCTIEPCUM CTATOKMHE3MO-
rpaMMbl 110 ocu X (p =0,03), KoTopasi Ob1a HUKE B TPYIIIe
6e3 pucka nageHus1. CpaBHeHUeE IPYIITbl 0e3 prcKa C rpyIioi
BBICOKOI'0/04YeHb BBICOKOTO PUCKa BBISIBUIJIO YBEJIMYCHUE
IUIOIIAAN CTATOKMHE3UMOTPAMMBI C OTKPBITHIMU TJIa3aMU
(p = 0,03) u qucnepcuu Mo ocu X C OTKPHITHIMU IJIa3aMU
(»p = 0,01) B npobe PombGepra, a Takxe CHIKEHUE yurcia
YCITEITHO BBIMIOJTHEHHBIX 3aJaHUii B CTATUYECKOM ITpode
(p =0,01). Ilpu aTOM MEXIY IrPyIIIIaMU ¢ HU3KUM U BbICO-
KVM/O4YeHb BBICOKHM PHCKOM JOCTOBEPHBIX pPa3IMYMii
I10 CTAOMJIOMETPUYIECKMM TTapaMeTpaM He BbIsiBIIeHO. Kpome
TOro, MeIMaHbl IoKa3aresieii Tecta PoMOepra ¢ OTKpBITHIMU
M 3aKPBITHIMU IJIa3aMU 1 AMHAMWYECKOM IPOOBI OKA3aIUCh
MPaKTUIECKU ONMHAKOBLIMU B 00euX rpymrmax. Takum o0-
pa3oM, aHaIu3 MaluMeHTOB, pasaeseHHbIX o Tecty TUG,
1oKa3aJl, 4YT0, HECMOTPSI Ha XOPOIIYIO YYBCTBUTEIBHOCTh
JTAHHOTO pa3Ne/iCHHs K U3MEHEHUIO TIOXOIKM 1 TIoKa3aTesieit
1ara, OH 00J1alaeT MEHbIIIel YyBCTBUTEIBHOCTBIO K U3Me-
HEHMIO CTATUYECKOTO PAaBHOBECHS 1 HE TIO3BOJISIET TIOJTHO-
LIEHHO OLIEHUTb (PAKTOPBI pYICKa MAaAeHWsI, CBSI3aHHbBIE C TTOI-
nep>kKaHKeM paBHOBECHS B OCHOBHOI CTOMKE.

06cyxaeHune

Hacrosimee uccienoBaHue ObUIO HaIlpaBJIEHO Ha
OLICHKY pYCKa IMafcHUsI U aHAJIN3 CTPYKTYPbl HapYIICHUIA
paBHOBECHS Y MAIIUEHTOB C HACJIEICTBEHHBIMU MO3XKeU-
KOBBbIMU aTtakcusiMu. C LIeJIbI0 CHCTEMAaTU3alluy Hapylie-
HUIi HaMu ObLIa MpeIioXeHa MEeTOAUKa ONpeneeHus
pYiCcKa MafeHusl, OCHOBaHHAs Ha OLICHKe (PYHKIIMOHAJIb-
HOTro craTyca ¢ nmomonipio kareropuiit MK®, o IIIBb
u tecty TUG.

MeTtoauka onieHkU pucka nageHus 1o tecty TUG ObI-
Jla BbIJIeJIeHa Ha OCHOBE IPEeIJIOXKEHHOI pa3paboTynmKaMu
IIKaJIbl XapaKTEPUCTUKU TPYIIT MAllMEHTOB 110 MOOWJIb-
HOCTHU U cKopocTu [21]. B 3aBUCUMOCTU OT CTEIEHU Bbl-
PaXXeHHOCTHU IBUTATEIbHbBIX HAPYIIICHUI allUeHThI ObUIN
pasiesieHbl 110 TTOATPYIaM pUcKa MaaeHUsl, IIPU 3TOM
OBLIO YCTAaHOBJICHO, YTO 3HAYMTEJIbHAS YaCTh MAallMCHTOB
OCHOBHOI1 I'PYIIITBI OTHOCSTCS K TPYIIIE C HU3KUM PUCKOM
nageHuii. OmMHOBpeMeHHO ¢ 3TUM MpumeHsiach IBb,
KOTOpasi 3apeKOMEeHIoBajia ce0sT KaK HaJeXKHbI MHCTPY-
MEHT OIICHKH pUCKa MaleHU I, CBI3aHHOIO C HapyIlleHUeM
JIBUTATEIbHON (DYHKIIMU IIPY HEBPOJIOIMYECKUX 3a00J1e-
BaHUsIX [43, 44]. JloNTOJHUTENBHO UCMOJIb30BaaCh METO-
JVKa Kjaccu(uKaluy B 3aBUCUMOCTH OT CTETICHU BhIpa-
JKEHHOCTHM HapyIIeHW paBHOBECHS IPU TECTUPOBAHUM
[33]. ITo maHHBIM MEPBUYHOIO aHaaM3a, OOJBIIMHCTBO
MalueHTOB ¢ HacAeACTBeHHbIMM aTakcusmu o BB,
B oriimume oT Tecta TUG, oKa3anuch OTHECEHBI K TPYIIIe
C BBICOKMM PHUCKOM TafeHus1. [lojlydeHHBbIE pa3Iuaus
IIPU UCITOIB30BaHMM 2 BAJTUIHBIX Y CIICLIUMPUIHBIX METO-
JIMK, BEPOSITHO, 0OYCJIOBJICHBI Pa3HOI HAIIPaBICHHOCTHIO
oueHku: TecT TUG xapakrepusyeT 00l11yI0 MOOMIBLHOCTD
¥ MOOMJILHOCTB MpU Xoab0e, B To BpeMs Kak IIIBb oue-
HMBAET CTaTMYECKOE PABHOBECHE U BBITIOJIHEHUE CTATUKO-
JUHAMUYECKHUX ITPO0.

C y4eToM IOJTy4YeHHBIX HEOTHOPOIHBIX TaHHBIX ObLIA
MpoBe/icHa AeTajbHasl OlleHKa KIMHUYECKUX OCOOEHHO-
CTEil aTaKCUU MO Crelr(pUIeCKUM IIKaJIaM, aHaIu3 I10-
XoAKu Mo 10-MeTpoBOMY TeCTy UIsl OIpeAesIeHUs] XapaK-
TEPMCTUK Iara M CKOPOCTHU XOALOBI B BBIIEICHHBIX
noarpynmnax (GpyHKIUU, CBSI3aHHBIC C TMHAMUYCCKUM
paBHOBECHEM), a TAKKE CTAOMIIOMETPUUYECKOE HCCIIeI0Ba-
HUe ((PYHKUUM, CBSI3aHHBIE CO CTATMYECKUM M CTaTUKO-
IMHAMUYECKUM PaBHOBECUEM) C IIEJIbI0 ONpeae/IeHUs
CTPYKTYpBI HapyIIeHUH, JIeXalllluX B OCHOBE CTpaTH(hUKa-
MM PUCKA TMaAeHUs MO KaXIO0i M3 UCIOJb30BaHHBIX
IIKaJI.

JJ1s1 omipeieIeHUST B3aMMOCBSI3U MEXIY PUCKOM ITajie-
HUS 1M 0a30BBIMM ITapaMeTpaMU XOAbOBbI MPOBOIUIICS
10-MeTpoBsIii TecT. OH MO3BOJWA ONPENETIUTh CPEIHIO
CKOpPOCTh KOM(OPTHOI U OBICTPOI XOAbObI, a TAKXKE KO-
JIMYECTBO IIarOB B MUHYTY, YTO XapaKTEPU3YeT ILMPUHY
mara. I3BecTHO, 4TO ¢ yBeIMUeHEM PUCKa IMafieHUs y He-
BPOJIOTUYECKHUX MAllMEHTOB aCCOLIMUPYETCS YMEHbILIEHNE
CKOPOCTH XOIbObI, 0235l 11ara U IMpUHEI 1ara [45]. On-
HaKO XapaKTep U3MEHECHUI IIIMPUHBI 1IIara HETIOCTOSTHEH:
Mpu psiie HO30J0TUll HabomaeTcs ee yBennyeHue [45],
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IIpY IPYTUX — yMeHbleHue [46—48]. B HacrosiieM uc-
CJIeJOBAaHUM YCTAaHOBJICHO, YTO IPU HaCJeACTBEHHBIX
MO3XEYKOBBIX aTaKCHX C ITOBBIIIICHUEM pYICKa MafaeHUs
CHIXKAETCSI CKOPOCTh XOAbOKI (KaK KOM(MOPTHOI, TaK U ObI-
ctpoit). Kpome Toro, no nanusiM Tecta TUG, ripu Bo3pac-
TaHUM PUCKA OTMEYAIOCh HE TOJIbKO YMEHbBIIIEHUE CKOPO-
CTH, HO M CHIDXEHME KOJudecTBa IaroB. [lomydyeHHBIC
pe3yJbTaThl COMOCTaBUMBI C JAHHBIMU IPYIUX aBTOPOB,
YKa3bIBAIOIIMX Ha JOCTOBEPHYIO KOPPEJISILIMIO MEXIY I1a-
paMeTpaMu XOIL0bI Y TSDKECTHIO 3a00J1eBaHMsl Y TIALIMEHTOB
C HACJICACTBEHHBIMM aTaKCUSMU, IIPU 3TOM ITOKa3aTeIn
CKOPOCTH XOIIbOBI Y TAaKMX OOJILHBIX TOXE 0Ka3aJIUCh 3HA-
YUTEJIBHO HIXE B CPABHEHMH CO 3I0POBBIMM JI0OPOBOJIb-
1amu [49]. Takxke onrcaHo, 4YToO IO Mepe MporpeccupoBa-
HUS 3a00JIeBaHUST YBEIMYMBACTCS CPENHS JIMHA 1ara,
IIpY 3TOM 0co00¢ 3HaUYCHUE ITPUAAETCST BapradeIbHOCTH
IapaMeTpoB Ilara, acCCOIMMPOBAHHOM C MOBBIIIICHHBIM
puckom naneHus [50]. B Haileit paboTe cBSI3b MEXIY KU~
HMYECKOI KapTUHON U KWHEMAaTUIeCKMMU XapaKTepUCTH -
KaM{ He TMPOBOAMWJIACH, OJHAKO IOJyYEHHbIE JaHHbIE
o 10-MeTpoBOMY TeCTy XOAbObl CBUIETEILCTBYIOT O B3a-
MMOCBSI3M pUCKa IMafeHUs ¢ IPOrpeCcCUpYIONIMMM Hapy-
IIEeHUSIMU TOXOAKW y JAHHOUW KaTeropuu MaideHTOB.
ITpu atom Tect TUG mponeMoHCTpUpoBa 00Jiee OTYeT-
JIUBYIO Ipafaliio prckKa 1o CPaBHEHUIO C IPYTUMU METO-
nukaMu. TakuM o0pa3oM, TaHHBIA TECT MOXKET YCITEITHO
MIPUMEHSTHCS C LENIBIO OLIEHKN TUHAMUYECKUX (haKTOPOB,
JIeXallx B OCHOBe (DOPMUPOBAHUS pUCKa ITaIeHUs y Ta-
LIMEHTOB C HACJICACTBEHHBIMU aTaKCUSIMU, KOTOPbIC UMe-
10T 00JIbIIIOE 3HAYEHNE, OCOOCHHO ISl pa3pabOTKU Mep
MpoUIaKTUKKU U peaduInTaluU.

151 OLIEHKM CTETIeHU BBIPAXKCHHOCTHU M BKJIaaa CUM-
IITOMOB 3a00JIeBaHMSI ITPUMEHSIIUCH CIIELIUAIM3MPOBAHHbBIC
KauHU4eckue MHCTpyMeHTHl (1kaabsl SARA u ICARS),
PEKOMEHIOBaHHbBIE /IS JAHHOW KaTeropuu IalleHTOB.
IIkabl MO3BOJSAIOT OLIEHUTD (PYHKLIMOHAILHOE COCTOSTHHUE
MalMEHTOB NIPY HACICACTBEHHBIX aTaKCUSIX U COOTHECTH
BKJIaJl OTAEIbHBIX CUMIITOMOB C TSIKECThIO 3a00JIeBaHUS
[51]. TIpy >TOM BCe CUMITOMBI B JaHHBIX IIKaJlax
JUTSL yIOOCTBA OLICHKU pa3ielieHbl 110 TPYITIaM: CTaTUKO-
JIOKOMOTOPHBIE CUMITTOMBI (CUMIITOMBI, CBSI3aHHBIE C Ha-
pYILIEHUEM PaBHOBECHSI U XOIbOBI), TMHAMHUYECKHE Ha-
PYILIEHMS TBUXKEHUI B KOHEYHOCTSIX (KOOPAMHATOPHBIE
HapyIlIeHUs IIPY BLITIOJIHEHUHM CIIeLIMATIbHBIX MP00), CUM-
IITOMBI HapYIICHMSI PEUU, IJIa30IBUTaTeIbHBIC CUMITTOMBI.
B Hairem uccnenoBaHu ObUTa TPOBeAcHA OLIEHKA CTPYK-
TYPBI CHMIITOMOB aTaKCUM IPU Pa3HBIX pUCKAX MaACHUs,
OlLICHMBaeMbIX 2 KJIMHWYEeCKMMU criocobamu: o BB
u no Tecty TUG. Ananus nio IIIBb He BbIsIBUI cTaTuCc-
TUYECKM 3HAYUMMBIX Pa3IMUMii MEXIy IpyIramMu, 3a Hc-
KJIloueHueM obiero 6aana. OmHako pachpeaesieHue
B IpyIINax, BbIIeJeHHbIX Ha ocHoBaHuM TecTa TUG, 110-
3BOJIMJIO OXapaKTepu3oBaTh npoduib manueHTta. I[lpu
BO3pacTaHWU PUCKa MaleHUs B TIEPBYIO O4epelb 3HAYMMO
YXYILIAIMCh MTapaMeTphl IBUKEHHUI B KOHEYHOCTSIX, 3a-
TeM HapacTaJli IMPOSBICHUS CTATUKO-JTOKOMOTOPHBIX

HapylieHuit. OmHaKo MpH Mepexoe MalreHTa B TPYIILy
BBICOKOT'0/04€Hb BEICOKOTO pHUCKa OIpeAesionee 3Ha-
YeHHe MPUOOPETATN CTATUKO-JIOKOMOTOPHBIE CUMIITOMBI,
B TO BpeMs KaK poJib HapylIeHU NBMKEHU B KOHEY-
HOCTSIX cHUXaznach. Takum oopa3oM, umeHHo TecT TUG
Jaet 6oJiee TOUHYIO XapaKTepUCTUKY (YHKIIMOHAIBHOTO
COCTOSTHUSI TAIIMEHTOB C HACIEICTBEHHBIMU MO3KEYKO-
BBIMM aTaKCHUSIMM C YYETOM KJIMHUYECKOI KapTUHBI 3a-
GoJieBaHMS 1 TTO3BOJISIET OLIEHUTh (haKTOPhI pYCKA ManeHUsI,
B 3HAYMTEIbLHOM CTEICHU BIMSIONINE Ha TMHAMUYECKOE
paBHOBECHE.

IMocnenyroniast olleHKa Oblja MOCBAIIEHA OmNpeaese-
HUIO peJieBaHTHOCTU M uyBcTBUTEAbHOCTU ILIBB 1 TecTa
TUG K BBISIBIIEHMIO PUCKOB TaJICHUST, CBI3aHHBIX CO CTa-
TUYECKMM U CTaTUKO-AWHAMUYECKUM PaBHOBECHUEM.
J1s1 3TOr0 GBLJIO TPOBEACHO ONPEAeICHUE CTPYKTYPhI Ha-
pYIICHUI paBHOBecHs, (DOPMUPYIOLINX PUCK MaaeHUs
y MalMEHTOB C HACJICACTBEHHBIMU MO3XXEUYKOBBIMM aTaK-
CHMSIMM, TIPY TIOMOIIM KOMITBIOTEPHOI CTaOMIOMETPUM.
JaHHBIM MHCTPYMEHT IIMPOKO ITPUMEHSIETCS Y HEBPOJIO-
TMYECKUX MAallMEHTOB, B TOM YKCJIE TIPU Pa3IMYHbBIX HEli-
polereHepaTUBHBIX 3a00JICBAaHUSX, U TIO3BOJISIET BBISIBUTD
OCHOBHbIE HapylIeHUs B (DYHKIIMU PaBHOBECHSI, a TAKKe
KOMIIEHCATOPHBIE CTPaTeruu, UCIIOJIb3yeMbIe TTallueHTaMK
npu ero monaepxaHuu [16]. PesynpraTel mokasaiu,
YTO Y BCEX MallMEeHTOB (JaXe MpU OTCYTCTBUU pUCKaA
nageHus o Tecty TUG) HabOMogaaMch HapylIeHUs cTa-
TUYECKOTO PAaBHOBECHS, KOTOPBIE TIPOSIBIISIIOTCS B BUIE
YBEJIMYEHMS TUTOIIAIA CTATOKMHE3MOTPaMMBbl, €€ JUTMHHI,
ckopoctu nepemMenieHus LI, a Takke MexaHUYeCKOi
paboThI, 3aTpayMBaeMOil IIPU MOJACPXKAHUU PaBHOBE-
cHsl. AHAJIM3 JTUTepaTyphl ITOKa3ajl JOCTaTOYHO OTpaHM -
YEeHHOE KOJIMYECTBO NMyOJMKALMii, aHAJIU3UPYIOIIMX
CTaOMJIOMETPUIO MPU HACIEICTBEHHBIX aTakcusiX. OaHa-
KO HEMHOTOYHMCJICHHBIE OITyOJIMKOBaHHBIC TaHHbIE COTIO-
CTaBUMBI ¢ HalllMMU pesyiabTatamu [15]. Haubomnbinyo
JMarHOCTUYECKYIO U MIPOTHOCTUYECKYIO IIEHHOCTh MPO-
JeMOHCTpupoBaja nmpoba Pombepra, oqHaKo JOMOIHU-
TEJIbHOE NIPUMEHEHNE CTATMYCCKMX U TUHAMMYECKUX
Mpo0 MO3BOJUJIO BBISIBUTh HApYIICHMSI KOOPAWHALIUK
IIpU TIPOrPeCCUPOBAHUM pYCKa NaneHus. JJuHaMudeckast
mpo6a 1rmokasaja ceds1 Hanboiee YyBCTBUTEIbHOM U I10-
3BOJIMJIA OTIPEAC/IUTD, YTO Y MALlMEHTOB C BLICOKUM PU-
cKkoM maneHus KonebaHus LI BbIXOASAT 3a Mpeaesibl
paboueii 06J1aCTH, YTO MOXET CBUAETEIbCTBOBATH O IO~
BBIIICHUU PUCKa MaJeHMS IIPU TIepeHOoCce Beca Tea.

IMpu aHanu3e CTPYKTYpPHl HapylICHUI paBHOBECHS
B 3aBCUMMOCTH OT pYICKa IMafeH1s HanboJiee MoKa3areib-
HOM ¢ TOYKU 3peHMSI BBIIEICHUS TPYII pUCcKa OKa3anach
HIBB. ITpu cpaBHEHUM CO 300POBBIMU YYaCTHUKAMU ObI-
JIO BBISIBJICHO, YTO TP HU3KOM PUCKE MaleHUs y Hallu-
€HTOB Ha paHHUX CTaIMIX yKe HaOI0maeTcs CMeleHUe
LIJI Briepen OTHOCUTENBHO caruTTalbHO# ocu. [1pu mo-
BBILIEHUM PUCKa MaJeHUS YCUIMBAJIOCh BIMSTHUE Ha CTa-
TUYECKOE PaBHOBECUE TOPU30HTANbHBIX KOJICOaHUI
(B cTopoHbI). BaxkHBIM pe3yIbTaTOM CTajO BBISIBICHUE



Opueunanvhsie uccaedosanus | Original reports

HepBHo-mbiweyHbie 5OJIE3HH

BO3pacTalolleil posiu 3puTebHOU acddepeHTaluu: pas-
JIMYUST MEXAY TpyHIaMy HU3KOTO M BBICOKOTO pucKa
ObUTM HauOoJiee BhIpaXkeHHBIMU IIPU TECTE C 3aKPHITHIMU
m1azaMu. TakuM o6pa3oM, pasaeeHre NauueHTOB 10 PU-
cKy mageHus, ocHoBaHHomy Ha IIIBbB, mokasano cBolo
YYBCTBUTEJIBHOCTH K BBISIBJIEHUIO OCHOBHBIX CTATUYECKUX
U CTaTUKO-IMHAMMYECKUX HapylLIEHUI paBHOBECUS IpU
nojepXKaHuy OajlaHca B OCHOBHOI CTOIKeE Y TalIUEHTOB
C HACJIeACTBEHHBIMU aTakcusIMU. [laHHOe pa3ieseHue Io-
3BOJIAJIO BBIACJUTD 2 CTpaTeryu MOAAepKaH s pPAaBHOBECHS
B OCHOBHOW CTOWMKE:

1. KomrnieHcupoBaHHas1 y MalleHTOB C HU3KUM PUCKOM:
YBEJIMYECHUE TIJIOIIAAM U JUTMHBI CTATOKUHE3MOTpaM-
MbI, cMmenieHue LI Brepen mo caruTTaibHON OCH,
YBEJMYCHUE MEXaHUUECKOM paOOThI 7151 OIS PKAHUS
paBHOBecUs TpU HOpMaJIbHOM Koa(dduimeHte Pom-
Oepra 1 HOpMaJIbHBIX ITOKA3aTesIsIX CTAaTUKO-IUHAMU -
YeCKMX Ipoo.

2. HeKoMITIeHCUpOBaHHasl Y AlEHTOB C BLICOKMM,/OUeHb
BBICOKHMM PMCKOM: K HapylIEHHUSIM, aHAJIOTUYHBIM
HU3KOMY PUCKY, TPUCOEANHSIETCS 3HAUUMOE YBEIM-
yeHue koadunrenta Pomodepra, mosiBisiioTcst 60Ko-
Boe cMeltieHue L1J1 oTHocuTebHO ocr X 1 3HAYUTETbHOE
yXyalleHue OOJIbIIMHCTBA IMOoKa3aTejJeil CTaTUKO-
JTMHAMUYECKUX MTPo0.

CTOUT OTMETUTh, YTO MALMEHTHI C BHICOKUM/OYEHb
BBICOKMM puckoM naneHus o trecty TUG npu 3aKpbITUA
a3 B npobde PomOepra ObLIM BBIHYXIEHBI ONUPAThCS
Ha XOMYHKH, YTO OTPa3WJIOCh Ha KaYECTBE CTa0MIOTPaMMBbI
U OTCYTCTBUU Pa3IMUMii MEXIY IpyMHIiaMy HU3KOTO U BbI-
COKOro/04YeHb BBICOKOIO pUCKa.

—
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BbiBOAbI

[IpoBeneHHOE MCCIIeNOBaHUE MO3BOIMIIO OLICHUTh BO3-
MOXHOCTb MCIIOJIb30BaHUs KJIACCHIESCKUX IITKAJ [T OLICH-
KM pUCKa MaJeHUs y MallMeHTOB ¢ HaCJAeACTBEHHBIMM
MO3XEUKOBBIMM aTakcusiIMU. Ha OCHOBaHMU KJIMHMKO-
CTaOMIIOMETPUYECKOTO aHaIM3a ObLIU ONpeIe/IeHbI OCHOB-
Hble KIIMHUYECKUE U OMOMeXaHU4YeCKHe mapaMeTphl, hop-
MUPYIOIIME CTPYKTYPY prcka naaeHust. CTOUT OTMETUTb,
yto 0o6a nHctpyMmeHnta — IIIBb u rect TUG — nokazanu
BBICOKYIO 3(()EeKTUBHOCTD TUarHOCTUKM PUCKA TaACHU,
OITHAKO JTOJIKHBI OBITh UCITOJIB30BaHBI ISl OLICHKU pa3-
JIMYHBIX IBUTATEIbHBIX KOMIIOHEHTOB. bblTa ycTaHOBIIEHA
POJIb HapYILIEHMI CTATUYECKOTO M MMHAMMYECKOTO PaBHO-
BeCH, a TakKKe KIMHUYECKUX CUMIITOMOB 3a00JIeBaHUs
B (DOPMUPOBAHUY pHCKA MMaACHUs Y MAIMEHTOB C HACJIe/I-
CTBEHHBIMM aTakCHSAMU. TakuM 00pa3oM, IMOJyYeHHBIC
pe3yabTaThl UCCIIENOBAHMS 1 ITOAPOOHOM (QYHKIIMOHAb-
HOM XapaKTepHUCTUKHU MMAllMEHTOB MOTYT OBITh MCIIOJIb30-
BaHBI B OlIEHKE 3 (PEKTUBHOCTU TeparieBTUICCKUX U pe-
a0WJIMTALIMOHHBIX METOIUK JIJISI KOPPEKLIMY HapYIICHUIA
paBHOBECHSI U CHYDKCHUSI pPUCKa NaJIecHUI B TaHHO KaTe-
ropuun nauueHToB. IIIBb 1 tect TUG B kauHM4ecKoi
MPaKTUKE MPH OLIEHKE MallMEHTOB C HACICACTBEHHBIMM
aTaKCUSIMU JOJKHBI MCITOJI30BATHCS COBMECTHO C 1IEJTbIO
TTOJIHOLIEHHOM cTpaTU(dUKALMKA PUCKa MAAEHMS, YTO 10~
3BOJIUT OLICHUTb BCE KOMIIOHEHTHI (DYHKIIUKM PaBHOBECHSI
(craTnyeckye, IMHAMUYECKKE U CTAaTUKO-IMHAMUYECKHE),
a TakKe ITOJTHOLIEHHO CHelaTh BBIBOJ O CTEIIEHM pHCKa
MafCHUS B PA3IMYHBIX YCJIOBUSIX M MHIUBUIYAIU3UPOBATh
MPOrpaMMbl peadIUTauy ¥ MPOGUIaKTUKU TTaaeHUI
y JaHHOM KaTeropuuy NalueHTOB.
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MuULEeHN 3NUreHeTUYECKON perynauum

npu nporpeccupyiouiein mMmbilweyHou guctpocdpun
[liolleHHa: naToreHeTMYeCcKas U KNMHUYeCcKas
LLeNnecoo6pasHOCTb NPMMEHEHMA MMONPOTEKTUBHOM
NPOTUBOBOCNANINTENIbHOU M AHTU(NOPO3HOM
Tepanuu

JI.B. Bioxasen

Hayuno-uccredosamensvckuil KAuHuMecKul uHcmumym neduampuu u demckoil xupypeuu um. axad. fO.E. Beavmuwesa @PILAOY BO
«Poccuiickuii nayuonanvhulil uccaedosamensckuti meduyunckuil ynugepcumem um. H. . Ilupoeosa» Mun3zdpaea Poccuu; Poccus,
125412 Mockea, ya. Tandomckas, 2

KoHnTakTel: [mutpuii Bnagumuposuy Bnopaseu mityaus@gmail.com

Mporpeccupyiolwas MbieyHas aucTpodus [liolweHHa — Hacne[CcTBEHHOe X-CLenneHHoe 3a00NneBaHue, xapakTepusyolle-
€CAl NPOrpefneHTHbIM 0cnabneHneM MycKynatypel, noTepeit CNoCOGHOCTH K CaMOCTOATENIbHOMY NepeiBUKEHNIO U T1benbio
OT KapAMOPECNMPaTOPHbIX OCNOXHeHMUiA. OTcyTcTBME (yHKLMOHaNbHOTo 6enka AUCTpoduHa Npu nporpeccupymoLyei
MblLEYHOI AUcTpodum [lloleHHa ONoCPefOBaHHO 3anyCKaeT KacKaf NaTtoaoruyeckux cobbITUi, BKIOYAOWMIA XPOHNYe-
CKOe BOCMaNeHue, HapylieHNe pereHepaLmumu 1 3aMecTUTeNbHy hrUbpPo3HO-XUpoByto AUCTPodUIo. MOAXOAb], HaNpaBeH-
Hble Ha BOCCTAHOBJIEHME U 3aMelleHNe CUHTE3a AUCTPOGUHA, NO3BONWIYN YBENUYUTL OTCPOUKY NOTEPU aMBYNaTOPHOCTH,
FOCTUTHYTYIO CTaHAAPTHOM Tepanueit rMIOKOKOPTUKOCTEPOMAAMU, OfHAKO COXPAHACTCA BbICOKAs NOTPEOHOCTL B Tepaniu
C OTNIMYHBIM MeXaHWU3MOM JeliCTBMSA BHE 3aBUCUMOCTY OT BapuaHTa MyTauum B reHe DMD. [MBUHOCTAT — NepBbIi UHTUOU-
TOp MMCTOHAEALETUNA3bI ANA TEYEHNSA NPOrpeccupyloLeil MblleyHoi AucTpodum [foleHHa, OKasbiBaKOL Wil MONOXKUTENb-
HbIli MUONPOTEKTUBHbIN 3 EKT Ha KIOYEBbIE NAaTOreHeTUYECKUe NOCNEACTBUA AUCHYHKLMM QUCTPODUHA BHE 3aBUCH-
MOCTU OT MyTauuu B reHe DMD. Mo faHHbIM KNMHUYECKWUX UCCNeR0BaHUM, NPUMEHEHWE TMBUHOCTATA YAIY4LIAET MOTOPHYIO
(YHKLMIO, CHUXKAET BOCNANUTENbHYIO UHBUALTPALMIO U GUOPO3HO-XUPOBYIO AEreHepaLMio MbILIEYHOI TKaHK, a TaKxKe
MO3BONIAET OTCPOYMUTL NOTEPIO aMOYNATOPHOCTU MOYTH Ha 3 rofa.

KnioyeBble cnoBa: nporpeccupyiowas mbileyHas guctpodus [ioweHHa, MUONPOTEKUMS, aHTUGUOPO3Han Tepanus,
rMBMHOCTAT

Ina untupoBanusa: Bnopasey, [.B. MuweHnn anureHeTnyeckoii perynsauuy npu NporpeccupytolLei MbllieyHoi AucTpodun
JlioweHHa: natoreHeTMYECKanA M KNMHUYECKas LenecoobpasHoOCTb NPUMEHEHNS MUONPOTEKTUBHOI NPOTUBOBOCNANUTE b=
HOI 1 aHTMdMOPO3HOI Tepanumn. HepBHO-MblweYHble 6one3Hn 2025;15(3):38-46.

DOI: https://doi.org/10.17650/2222-8721-2025-15-3-38-46

Targets of epigenetic regulation in Duchenne muscular dystrophy: pathogenetic and clinical
background for myoprotective anti-inflammatory and antifibrotic therapy

D. V. Viodavets

Y.E. Veltishev Research and Clinical Institute for Pediatrics, N.I. Pirogov Russian National Research Medical University, Ministry
of Health of Russia; 2 Taldomskaya St., Moscow 125412, Russia

Contacts: Dmitriy Vladimirovich Vlodavets mityaus@gmail.com

Duchenne muscular dystrophy is an inherited X-linked disorder characterized by progressive muscle wasting, loss
of mobility, and death from cardiorespiratory complications. The absence of functional dystrophin triggers a cascade
of pathological events in muscles including chronic inflammation, impaired regeneration, and substitutive fibroadipose
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degeneration. New approaches aimed at restoring or replacing dystrophin synthesis increased the delay in loss
of ambulation achieved with standard corticosteroid therapy, but high demand for a different mechanism of action
regardless of the DMD mutation variant remains. Givinostat is the first histone deacetylase inhibitor for Duchenne
muscular dystrophy treatment, showing a positive myoprotective effect on key pathogenetic consequences of dystrophin
dysfunction regardless of the mutation in the DMD gene. In clinical studies, givinostat improves motor function, reduces
inflammatory infiltration and fibroadipose degeneration of muscle tissue, and allows to delay the loss of ambulatory
function by almost 3 years.

Keywords: progressive Duchenne muscular dystrophy, myoprotection, antifibrotic therapy, givinostat

For citation: Vlodavets D.V. Targets of epigenetic regulation in Duchenne muscular dystrophy: pathogenetic and clinical
background for myoprotective anti-inflammatory and antifibrotic therapy. Nervno-myshechnye bolezni = Neuromuscular

Diseases 2025;15(3):38-46. (In Russ.).
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BBepeHue

IIporpeccupytomas meieyHast gucrpogus (ITMJIIL)
HiomieHHa — HacJeACTBEHHOE X-CLIETUICHHOE 3a00JIeBaHKE,
XapaKTepU3YIOILEecs IPOrPeIMEHTHBIM OCIa0IeHUEM MYCKY-
JIATypBbl, TIOTEpeit CITOCOOHOCTH K CaMOCTOSITEIBHOMY TIepe-
JIBVDKEHUIO Y TUOEIIBIO OT KapAMOPECIMPATOPHBIX OCIOXKHE-
Huii [1]. B ocHoBe TIM]I /lromieHHa jiexkaT pa3JIUuHbIE
MyTaumu B reHe DMD, pacrionokeHHOM Ha X-XpOMOCOME,
YTO TIPUBOIUT K HAPYIIIEHUIO CUHTe3a Oeika AUCTpodhrHa,
COCIMHSIONIETO aKTUH LIUTOCKeEJIeTa C capKojieMMoii. MyTa-
mu B reHe DM D, nnpuBoasiye K CUHTe3y YaCTUYHO (hyHK-
LIMOHAIBHOTO OeJTKa AUCTpoUHA, OTIPEAeISIIOT 00Jiee MITKoe
kiamHudeckoe TeueHue — [IM/] bekkepa [2]. B peanbHoit
KJIMHMYECKO MPaKTUKE MPU OLIEHKE MTPOrPeCCUPYIOIIETO
teyeHus [IM]I drolieHHa KII0Ye€BOI XapaKTepUCTUKOM Ma-
LIMEHTA SIBJISIETCST aMOYJIaTOPHOCTb, T. €. CIOCOOHOCTh CaMO-
CTOSITEJIBHO XOAUTh 0€3 MCITOJIb30BaHMSI BCIIOMOTaTeIbHBIX
CPEICTB, a VIS ITPOTrHO3a €€ IMHAMMKU UCTIONB3YIOTCS (hyHK-
LIMOHAJIbHbBIE TECThI OLIEHKU MOTOPHBIX HABBIKOB [ 1].

ITo maHHBIM GOJIBIIOTO SMUAEMUOJIOTUIECKOTO METa-
aHanu3a, npoBeaeHHoro B 2020 r. S. Crisafulli u coaBr.,
o0beauHuBLIETO 40 MccenoBaHUI, COBOKYITHAS IJ100aTb-
Hasg pacnpocTtpaHeHHocTh [TIMJI JllomeHHa cocTtaBuia
7,1 cnydas (95 % noBeputenbHbId MHTepBan 5,0—10,1)
Ha 100 TeIc. My:X4uH, vH 2,8 ciaydast (95 % noBepuTeb-
HbIil nHTepBan 1,6—4,6) Ha 100 ThIC. HaceJIeHUS B 1IEJIOM,
B TO BpeMsl KaK OObeIMHEHHAs II00ajbHasl yacToTa 3a-
ooneBaecmoctu IIMJ] JlomeHHa NpuU POXAECHUU —
19,8 (95 % noBepuTedbHBIN HMHTEpBand 16,6—23,6)
Ha 100 ThIC. XMBOPOXIECHHBIX MAJIBYNKOB, YTO COCTABJISI-
e1 nmpuMepHo 1:5000 [3]. YacTora 3a6oneBaemoctu [TM]]
bekkepa B Mmupe coctapisieT 1:20 000 HOBOPOXKASHHBIX
MaJb4yuKoB [1].

OrcyTrcTBUe (DYHKLMOHAJIBbHOTO Oejika aucTpoduHa
npu [TM]I IioiieHHa onocpeaoBaHHO 3aIlycKaeT KacKa/l
ITaTOJIOTMYECKUX COOBITUI, BKIIIOYAIOIINI XPOHUYECKOE
BOCHaJIeHUE, HapyIlIeHUEe pereHepaliuy U 3aMeCTUTEIbHYIO
GuOPO3HO-KUPOBYIO nucTpoduio (puc. 1) [4].

MyTauwsa 8 rene DMD / DVID gene mutation

\

OTcyTcTBue/CMHTE3 ledeKTHOrO AUCTpoduHa /
Loss of dystrophin/dystrophin defective forms

Y

loBpexpeHue AUCTPOYUH-TMKONPOTEMHOBOIO KOMMIEK(a
capkonemmbl / Collapse of the sarcolemmal dystrophin-
glycoprotein complex

v

[porpeccvpytoLLuil MbILLEYHbII HeKpo3 /

/ v

PeakTuBHbIii Gubpo3 / 3ameLLieHIe X1POBOiA TKaHbHO /
Reactive myofibrosis Fat substitution

v v

MNoteps snacTuyHocTy / 3ameLLieH1e HeCOKpaLLAKLMMUCA
Loss of elasticity Kknetkamu / Substitution
with non-contractile cells

Progressive myonecrosis

v

MbiweyHas
cnabocrb /
Contractile

weakness * *

y y

NIncdyHKuMA catennuTHbIx
Kknetok / Satellite cell dysfunction

VIMMyHHbIiA 0TBeT /
Immune response

HapyLenue perenepauum /
Impaired regeneration

XpoHuueckoe BocnaneHue /
Chronic inflammation

Puc. 1. Ilamoeenes nogpexcoerus Molule4HbIX 8010KOH NPU npoepeccupyoujell mviueyHoi oucmpogpuu Jrowenna. Adanmuposano u3 [4]

Fig. 1. Pathogenesis of muscle fiber damage in progressive Duchenne muscular dystrophy. Adapted from [4]

TOM 15

39



TOM 15

40

HepBHo-mblweykbie OJIE3HH

Jexuyuu u 0630por | Lectures and reviews

Mytauus B reHe DMD npuBOIUT K OTCYTCTBUIO
WY CUHTE3y He(YHKIIMOHAJIBHOrO OejIKa TMCTPOpUHA,
YTO HapylIaeT CTaOMIbHOCTh TUCTPOMUH-TIIMKOIPOTENHO-
BOT'0 KOMITIEKCA CapKOJIEMMBbI; KJIIETOYHAsE MeMOpaHa CTa-
HOBUTCS KpaiftHe XpYIKOI M 4acTo MOBPEXIAETCs TPU CO-
KpaIleHMSIX MIOHOB, YTO TIONTBEPIKIACTCS] BHICOKMM YPOBHEM
pabIoMKOJIM3a U TOBBIILIEHUEM aKTMBHOCTH B KPOBU (ep-
MEHTOB: KpeaTnH(hOCHOKMHA3KI, JTAKTAaTACTUAPOreHA3HI,
aJlaHMHaMUHOTpaHcdepasbl, acapraTaMUHOTpaHChepasbl.
HapyiieHue 11eJI0CTHOCTU capKOJIEeMMbl COIIPOBOXKIAETCS
nusperyisityeit NO-cuHTa3bl U KaJdblMEBOIO OOMeHa, Ha-
pyLIaeTcss MeMOPaHHBII ITOTEHIIA, TPOUCXOIST TU3PETYJIs-
1LIMsI MUTOXOHIIPMIA Y CHYDKEHUE CMHTE3a alcHO3MHTPH(OC-
(hopHOIi KMCTOTBL. DTOT MpoLecC 3aIycKaeT JaTbHEeNIIniA
Kackap rmatoreHesa [TM/] diomreHHa [4—6].

CkeseTHasi MBIIIIIa B HOPME MMEET OCTATOYHO IPH-
BUJICTMPOBAHHBI UIMMYHHBII CTAaTyC ¢ HEOOJIBIIMM KOJIV-
YECTBOM AaHTUTCH-TIPE3CHTUPYIOIIMX U TPOBOCHIATUTEBHBIX
KJIETOK, C MUHMMAJIBHOM 3KCITPECCHEi IJTaBHBIX KOMILIEKCOB
TMCTOCOBMECTUMOCTHU. TaKoii 3BOIOLIMOHHBIN MEXaHW3M
JKECTKOT'O TTPOTHBOBOCIIAIMTEILHOTO KOHTPOJISI TTO3BOJISIET
IIPY TPaBME MBIILIEYHOTO BOJIOKHA OBICTPO OrpaHMYMBaTh
(baroTapHy0 (hyHKIMIO, CMEHAIOLIYIOCS aKTUBALIUE (-
OpoamnITo3HBIX NpeamecTBeHHMKOB (PAIT) 1 caTeIIIMTHBIX
KJIETOK U TTOCTIEYIOIIEH pereHepalvieil MBIIIEYHBIX BOJIOKOH
1 BHEKJIETOYHOTO MaTpuKca [4—6].

ITpu ITMJI, dro1ieHHA ¥ BPOXKIEHHbIN, U aTalITUBHbBII
MMMYHUTET XPOHMYECKU HATIPSDKEHBI B 30HAX TTOBPEK/Ie-
HUST MBIIICYHBIX BOJIOKOH, HAa0IIOMAeTCSA X MH(MWIBTPa-
s Makpodaramu u T-numMmdpornmramu. [Ipenmnonararorcs
HapacTalolas poJjib alaliTUBHOIO UMMYHUTETA 110 Mepe
MpOrpeccupoBaHusl 3a00JIeBaHusI, ITATOJIOTUIECKOE pe-
MOJIEJIMPOBaHNE METa00IMIECKOTO U SIMUTCHETUYECKOTO
Ja”amadTa MakpoharoB, MUTPUPYIOIIMX B 30HbI TTOBPEX-
JIeHUST MBI [7].

CywecTByouiMe TepaneBTUYECKUE ONLUU

HecMoTtpst Ha MHOTOJIETHUE UCCIIENOBAHUS, PaavKalb-
Horo yiedeHus [IM]] droiieHHa He cyiecTByeT. CucTeMHOe
npuMeHeHue rmokokoptrukocteponaoB (I'KC) ¢ npotuBo-
BOCITAJIUTEILHOM 1IEJTBIO TIO3BOJIIIO 3aMEUTUTD Y TIALIMEHTOB
¢ [IMJI droiieHHa yTpaTy MbILLIEYHOM CHJTBI U (DYHKLIMIA U OT-
CPOYUTH ITOTEPIO aMOYJIaTOPHOCTH B CpeHeM Ha 2—4 rona,
a HOBBIE TIOKOJICHMSI ITPENapaToB 3TOM IPYIIIIBI 1A BO3MOX-
HOCTb CHU3UTb OpeMs1 HexXeslaTeIbHbIX siBIeHul [8, 9]. B Ha-
crosiiee BpeMst mpumeHeHre I'KC sisrsieTcst «3010ThIM CTaH-
JapToM» JiedeHus nauyeHToB ¢ [TM/I dromenHa [1].

[Torck BapuaHTOB JIeUeHYsI, HallpaBJICHHBIX Ha yCTpa-
HeHUe NIepBUYHOM TTpodJeMbl — aedekrta reHa DM D v Boc-
CTaHOBJICHHE CUHTE3a OesiKa AucTpodrHa, IpUBES K hop-
MMPOBAaHMIO HOBBIX TATOI€HETUISCKMX TePAIIeBTUYECKIX
MOJAXO0MI0B, TAKMX KaK 3K30H-CKUITMUHT (exon-skipping,
MPOIYCK 3K30HOB), CYIPECCUS CTOI-KOJIOHOB U reHO03a-
MecTuTesibHasg Tepanus [10].

Jtst mpomycka pa3IMYHbIX 3K30HOB reHa DM D tipu-
MEHSTIOTCSI aHTUCMBICJIOBBIE OJIMTOHYKJICOTHABL. MexaHn3M

WX JEWCTBUS 3aKJTIOYAETCS B «M3BbITUH» OIPEACIICHHOTO
3K30Ha, YTO IIPUBOIUT K BOCCTAHOBJICHUIO PAMKM CYMTHI-
BaHUS TIPU TPAHCISILIUM Ha pubocoMe. DTOT MeXaHU3M
TO3BOJISIET OCTABIICICS YaCTU I'eHa Y9acTBOBATh B ITOCTPOE-
HUM HECKOJIBKO YKOPOUYEHHOI, HO (PYHKIIMOHUPYIOIIEi
BepcuM Oenka auctpoduHa. [Ipenmapar atermimpceH Ha-
MpaBJIeH Ha IIPOITycK 51-T0 9K30Ha, TOJIOAUPCEH U BUIITO-
JlapCeH — Ha MPOITYCK 53-ro 3K30Ha, KACMMEPCEH ITPUBOIUT
K ckunmaHTy 45-ro 3k30Ha [10]. B Poccuiickoit @eneparn
M3 TIperapaToB TaHHOI IPYIIIbI 3aperMCTPUPOBAH TOJIBKO
BWITOJIApCeH. B KIIMHUYECKUX UCCIIeNOBaHUSIX BBEIACHUE
MpenapaToB 3TOM IPYIIITLI CONTPOBOXAAIOCH YBEIIMICHUEM
aKcnpeccuu Geska AMCcTporHa B GUONTATaX MBIIICYHOM
TKaHM nauueHToB ¢ ITM /] TiolieHHa 1 3aMeJIeHUEM yraca-
HUSI MOTOPHBIX HaBBIKOB 10 CPAaBHEHUIO ¢ KOHTPOJIbHOM
TpYIIoi, TTonyJasiieit 6aszucHyio Tepanuio I'KC. J1s rono-
JIMPCEHA U 3TEIUIMPCEHA OIMyOJIMKOBaHbI JaHHBIE 1O UX BJIU-
SIHUIO Ha OTCPOYKY MOoTepu aMOynaropHocTH [11, 12].

Tepanust, HarpaBJIeHHAs! HA CYMPECCHIO CTOI-KOIOHOB
npernapaToM aTajlypeH IMpY HOHCEHC-MYTallUsIX B TeHE
DMD, 3aperucrpupoBaHa B Poccuiickoit @enepannm
¢ 2020 r. [Ipenapar meiicTByeT Ha 3Tarie TpaHCISILIUKU Oel-
Ka B pubOCOMe, MO3BOJISIST ITPOIYCTUTD ITPEXACBPEMEHHO
BO3HUKILIMIA CTOI-KOAOH U cuuTaTh MaTpuuHyto PHK mon-
HOCTBIO, YTO IIPUBOIUT K CUHTE3Y ITOJIHOpa3MEPHOTo Oesika
nuctpoduHa. B KIMHUYECKMX UCCIeq0BaHUSIX ObLIO TMO-
Ka3aHo, YTO MpHUMEHEHUE aTajypeHa IPUBOIUT K YacTUY-
HOMY BOCCTaHOBJIGHUIO 3KCIIPEeCCUM OesiKa TUCTpohrHa
B MBIIIIEYHBIX BOJIOKHAX, a, IT0 JaHHBIM CPaBHUTEIHEHOTO
ucciaenoBanus peructpa STRIDE, y nauuenTon ¢ [TM]]
HrollleHHa, ITMTEeJIbHO HAXOASIIUXCS Ha TepaIiiy aTaaype-
HoMm, 1 peructpa CINRG DNHS nauuenTon ¢ ITM/I dio-
[IEHHA, TOJyYaBIIMX TOJbKO CTAHIAPTHYIO TEPAIMio, OT-
CpouKa noTepu aMOyIaTOPHOCTU cocTaBuaa 5,4 rona [13].

Cy1ecTBylolliasi reHo3aMecTuTebHas Tepanust [TM/]
oleHHa OCHOBaHA Ha JJOCTaBKe T'eHa MUKPOIUCTPOdhrHA
C TIOMOIIIBIO CITELIMAJIbHO OTOOPAaHHOTO aAeHOACCOIMUPO-
BaHHOro Bupyca. Pazmep camoro reHa DMD nipumepHO
B 3 pa3a IpeBhIIIaeT eMKOCTh aJeHOaCCOLIMMPOBAHHOIO
BUpYCa, MO3TOMY MCIOJIb3YeTCs JOCTABKA YKOPOYCHHOTO
reHa, KOIUPYIOILEro YKOpOYeHHBI BapuaHT OejiKa, ¢ 1ie-
JIblo (popMupoBaHUs Gosiee Markoro ¢peHoruna — [MM/]
bekkepa [10]. ETMHCTBEHHBIM 3aperucTpUPOBAHHBIM
B MUpE TIperapaToM B HACTOSIIIIEe BPEMSI SIBJISIETCS JeJIaH-
JIVCTPOreH MOKCENapBoOBeK. B KIIMHMYECKMX MCCIea0Ba-
HUSIX OH IPOAEMOHCTPUPOBAJ BBICOKYIO 3KCIIPECCUIO
MUKpOIUCTpOUHA B OMONTaTax MBIIIEYHONW TKaHU
M YIIy4dlIeHre MOTOpHOM yHKIK. OXKMIaeTcs MOJI0XM-
TeJbHOE BIMSHME JEJaHIMCTPOTeHa MOKCenmapBOBeKa
Ha OTCPOYKY MOTepy aMOynaTopHoCcTH [14].

Taxkum obpazom, mpu [TM/I JTtolieHHa cylLecTBYOIIas
B HacTosIIIIee BpeMsl KOHIEIIIMS CTaHIApPTHOM Tepanuu
npu nomowu 'KC, nmo3Bonsioiias oTCpOUYUTh MOTEPIO
aMOyIaTOpHOCTU Ha 3—5 JieT, Oblj1a JOMOJHEHA HOBBIMU
BUIAMM TTaTOT€HETUYECKOU Tepanuu, HarpaBJeHHbIMU
Ha TOBBIIICHUE 3KCIIPECCUU TUCTPOGUHA WIM CUHTE3
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Tepanua CTBONOBbIMM KneTkamu /
Stem cells therapy

[eHHad 3amecTuTenbHas Tepanus /
Gene therapy

BocctaHonenue/
3ameLLieHve AncTpoduHa /
Restoration/replacement of dystrophin

PepnakTupoBaHue rewa DMD /
DMD gene editing

IK30H-CKUNMUHT /
Exon-skipping

lponyck cTon-KoAoHoB /
Stop codon read-through

MyTauws B rene DMD /
DMD gene mutation

Tepanua npoTuB Bocnanexua v gubposa /
Anti-inflammation and anti-fibrosis therapy

laToreHeTuueckan Tepanus noCeACTBI
ANChYHKLMM/OTCYTCTBUA AUCTPOGUHA
(muonpotekuna) / Pathogenetic therapy
of the consequences of dystrophin
dysfunction/absence (myoprotection)

Kapanonportekuus /
Cardioprotection

bopb6a ¢ XpynKkocTbio MOHOB /
Therapy against myofiber fragility

Puc. 2. Pazauunvie mexanuzmol 8030elicmaus Ha 36eHbs NamozeHe3a npu npoepeccupyroueli mviueyHot oucmpoguu Jrowenna

Fig. 2. Different mechanisms of pathogenetic paths influence in progressive Duchenne muscular dystrophy

MUKPOAMCTPO(HHA, YTO ITO3BOJIMJIO eliie OOJIbILIE OTCPOYUTh
yTpaTy caMOCTOSITEIbHOM XOAbObI Y TAKMX MalueHTOB [1].
B 10 ke BpeMsl UCIOJIb30BaHUE B KIIMHUYECKMX UCCIIEIO-
BaHMSIX CYpPOTaTHBIX KOHEYHBIX TOYEK M MaJIbIX BBIOOPOK
BMECTE CO CJIOKHOCTBIO CTaHIAPTU3AIIUY U3MEPSHUI 1 He-
JOCTIDKEHUEM TIEPBUYHBIX KOHEUHBIX TOYEK B UCCIICI0BA-
Husx 111 ¢asbl 111 oTIeNbHBIX IPENnapaToB MPOAOJIKAIOT
OBITh MPUYMHAMU KPUTHKHU KPYIHEHIINX PEryJIsITOPOB
CIA u EBpocoro3a [15]. DTo mpuBesio K pa3inyusM B pe-
TYJISITOPHOM cTaTtyce npernapartoB ajis iedeHust [TMJI Tio-
meHHa Ha Tepputopuun CIIA u EBpocoro3a, yacTb mpe-
IapaToB 3apeTUCTPUPOBaHbI Ha TeppuTopuun Poccuiickoii
Denepauuy (aTarypeH ¥ BUITONApceH) .

TakKe XOUeTCsI OTMETUTD, YTO B PA3JIMYHBIX TTOITYJIS-
LIMSIX TUITBI MyTalluii MOTYT BapbUpOBaTh. B O0IbIIMHCTBE
CTpaH HanboJiee pacIPOCTPAHEHBI IEICLIMU, KOTOPBIE CO-
craBysiioT 10 80 % myrauuii [16—18]. B EBpornie u Poccun
JIEJICLIMN COCTABIISIOT OKOJIO ITOJIOBUHBI MYyTaIlUid, UMEET-
Csl 3HAUMMO BBICOKOE KOJMYECTBO HOHCEHC-MYTallUid,
Takxe B Poccuu oTMevaeTcst HOBOJIBHO TTO3IHSISI MOJIEKY -
JIIpHO-TeHeTUuYecKas Bepudukaius nuardosa [18, 19].
CylI1ecTBYOIIME B HACTOSIIIEE BPEMST BUIIBI 9K30H-CKHII-
MMMHT-TEPAMy MOTYT OXBaThIBaTh COBOKYITHO /10 27 % ma-
mvenToB ¢ [TM/] dxomenHa, 10 18 % malyeHToB ITOIXOIsIT
IIJIST Tepariiy METOIOM MPOIycKa CToI-KoaoHoB [19, 20].
TeHo3aMecTHTE IbHAS TEpaITvs B HACTOSIIIIEE BPEMST JOCTYITHA
I10 YETKO OIMMCAHHBIM KPUTEPUSIM, BKITIOUAIOIIMM BO3PACT,
OTCYTCTBUE aHTUTE K CTIeLIM(DUIECKOMY aleHOACCOLIMUPO-
BaHHOMY BUPYCY U OTCYTCTBUE Neeliuu 8—9-ro 3K30HOB
reHa DM D?. TakuM o6pa3oM, UMeeTcs 3Ha4UTeIbHAs He-
3aKphITasi MOTPEOHOCTh POCCUNCKUX MaLMeHToB ¢ [TM]]
[ollleHHa B TepalleBTUYECKUX MOAX0AAX, ACHCTBYIONINX
BHE 3aBUCHUMOCTHU OT MyTauuu B reHe DMD. ITponoka-
I0TCSI IOMCKU aJIbTepHATUBHBIX BUOB TepaIvu, 00JIbIIre

HaJeXIbl BO3/IaraloTCcs Ha HOBbIE BUBI aHTUCMBICIIOBOM
Tepalliy, BapuaHThl 00X0/1a OrpaHNYEHMIA pa3Mepa aleHO-
BUpycHOIt BekTopHoit nocTtaBku U CRISPR-Cas9-
miatdopmel [10, 21].

C y4eToM BBICOKOI IMOTPEOHOCTH B TATOTCHETUYECKOM
sneyeHuun [TM]I TromieHHa BHE 3aBUCMOCTH OT BapUaHTOB
MyTallii MHOTOYMCICHHBIC MCCIIEIOBaHM ObLIM HApaB-
JICHBI Ha U3y4eHUE SIMUTEHETUYECKOM PETYIIAIIMI U KacKa-
JIa TIATOJIOTMIECKUX M3MEHEHMIA, TIPOMCXOISIINX B MbIIICY-
HOI TKaHM BCJIEACTBUE OTCYTCTBMSI WM JedekTa Oeska
nuctpoduHa. B ¢BsI3u ¢ 3TUM, KpoMe MperaparoB I1aTore-
HETUYECKOM Teparuu, HalpaBJIeHHbIX Ha BOCCTAHOBJICHUE
3KcIpeccuu Oelika TMCTpoduHa, OOJIBIIOe KOJTUISCTBO
MpenapaToB ¢ OTIMYHBIM MEXaHU3MOM JIEHCTBHSI UCCIIEY-
€TCsI C 1IeJIbI0 BO3ICMCTBHS HA BTOPUYHBIC ITATOTCHETHYE-
ckue npotecck [5, 10, 22]. CxemaTuyeckoe n3o0paxkeHue
MEXAHU3MOB LIEJIEBOM KOPPEKLIUU MTAaTOTEHETUYECKUX 3BE-
HbeB [ITMJI dtomieHHa nipeAcTaBieHO Ha puc. 2.

MMcToHAeaueTuNasa — CBA3YIOWMUI

3NUreHeTUYECKUl PerynaTop KnyeBbix

3BeHbeB NaToreHesa nporpeccupytoweit

MblweyHou guctpotdumn lloweHHa

Tucronpeanerunasa (IIALL) — peryasiTopHbIii arIUre-
HETUYECKUI (DepMEHT, OTPE3aloIINii alleTUJIbHBIC TPYIIITHI
C JIM3MHOBBIX OCTATKOB TMCTOHOB, YTO MPUBOAUT K CBOpA-
YUBAHUIO CTPYKTYPBI THCTOHA U CHYKEHUIO TOCTYITHOCTH
JHK. 1 Hao6opoT, hepMeHTHI TMCTOHALIETUITpaHCc(epa-
3bl TOOABJISIOT TAKKE TPYIIIbI, pa3BOpauyMBasi CTPYKTYphI
ructoHoB, aenas JIHK 6onee nocTynmHoI aj11 TpaHCKPUII-
LUOHHBIX (pakTopoB. CoOTHOIIEHEe MOAN(PUKALIVIA TH-
CTOHOB aKTUBUPYET WU MHTMOMPYET TPAHCKPHUIIIIUIO,
obecnieunBas noctyrnHocTb JJHK B Hy>XkHOE BpeMsI U B HY K-
HOM MecTe [5].

TTo naHHBIM rocynapcTBeHHbIX peecTpoB. JlocTymHbl no: https://www.accessdata.fda.gov/scripts/cder/daf/index.cfm, https://www.ema.europa.eu,/

en/medicines; https://grls.rosminzdrav.ru/Default.aspx.

2®onn «Kpyr 106pa». Kateropuu aeteit, KOTOPbIM MOKAa3aHO Ha3HAYEHME JIEKAPCTBEHHOTO MperapaTa AeJaHIuCTPOreH MOKCENapBoBeK. JIoCTyIHO

o: https://boHnkpyrnodpa.pd/mepeytu,/mepedeHb-KaTeropHii-neTei.
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HapyiieHue cTpyKTypbl IUCTPO(PUH-TTUKOIPOTEMHO-
BOT0 KOMILJIEKCa CapKOoJeMMbl COITPOBOXKAAETCS MHIMOM-
poBaHueM cBsi3aHHOro ¢ HUM (depMeHTa NO-CUHTa3HI,
a HU3KUIA ypOBEHb OKCHIA a30Ta, B CBOIO OYepe/lb, TPUBOIAUT
K TMIIepaKTUBAIIMA BHYTPUKIIETOUHBIX TUCTOHIEAlIeTHIA3
[23, 24]. ToBbieHne aktuBHocTu [JIALL accounupyetcs
C MoJaBJIeHUEM PEryIsAITOPHBIX T-TuM@OIUTOB U CHUXKE-
HUEM MX CYITPECCUBHOM (PYHKLIMU, YTO [IPUBOAUT K XPOHU-
YecKOMy IucOasaHCy MpO- U MPOTUBOBOCHATUTENbHBIX
LIMTOKVMHOB U MOANEPXKAHUIO BOCIIAJIEHUs] B MbIIICYHOMN
TKaHH [6, 25, 26]. B 1OKIMHNYECKNX UCCIeI0BAHUSIX ITPO-
JIEMOHCTPUPOBAHO CHUXXEHHE MOHOIIMTapHO-MaKpoda-
TraJIbHOM MHMUIBTPALIMM MBILIL] Ha (DOHE MPUMEHEHMUS
uHruoutopos I'JTALL [27].

TunepaktuBHocTh ITTALl cHUXKaeT ypoBeHb MUOTEH-
HBIX MUKPOPUOOHYKJIEMHOBBIX KUCIOT U CTUMYJIUPYET
DAII x muddepeHIIpoBKe B hUOPOOIACTHI Y aAUIIOLIMTHI
W JaJIbHEHUIIEH MPOayKIIMK COEIUHUTEIbHOM 1 XXKMPOBOM
TKanu. bes BoBieuenns AT nuddepeHIMpoBKa KIIETOK-
CaTeJUIMTOB B MUOLIMTHI OTpaHUYEHa, KPOME TOr'0, BBICO-
kuii ypoBeHb ['JIALL cHMXXaeT 3KCIpeccU0 MUOTEHHBIX
¢akTopoB MyoD u MEF2 [24]. Takum 06pa3oM, BbICOKUIA

DD
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@ ; Adipogenesis @
Oubpobnact/ S S
Fibroblast
OubporeHes/ .
Fibrogenesis 2
OubporeHes / r
Fibrogenesis P 4 = 0AN/
FAP
r/ F‘CHT Bocnanetme /
2 I/Ca .4 o Inflammation
C ~AD
o & OJ
WNmyHHble kneTkn /
Immune cells

0o 00)

ypoBeHb I'JIALI urpaet BaxkHyI0 poJjib B ITaTOT€HE3€ MbI-
mevYHoi nuctpodun [doleHHa U He TOIbKO MOAIePKI-
BaeT XPOHMUYECKOE BOCIIAJICHUE, OTPAaHUYMBAET MBIIIICUYHYIO
pereHepaluio, Ho U CTUMYJIHUPYET (pUOPO3HO-KUPOBOE
3aMelleHre YyTpauyeHHOI MBILIEUHOM TKaHu [5].

MMBUHOCTAT — NepBblit MHTMOUTOP

rMCTOHAeaueTuna3sbl Anda snureHeTu4yecKoro

naToreHeTUYeCKOro JieyeHua nporpeccupyiolyen

MbiweyHou anctpocduu AoweHHa

B noxnuHUYecKUX ucciaenoBaHUsIX (apMakosornye-
ckas 6iokaga I'TALL mpoameMoHcTpupoBajia CHUXEHUE
VHGUIBTpayu, ¢pudpo3a U yaydlleHre KOMIIEHCAaTOPHOI
pereHepalyy Ha MBIIIIMHOK MOJIEIU, BMECTE C COKpallle-
HUeM 30H Hekpo3a [28]. Takke ObLIO TPOAEMOHCTPUPO-
BaHO TOJIOXKUTENbHOE BIUsIHUEe MHruoupoBanust I'JTALL
Ha YPOBHM MUOTEHHBIX MUKPOPHUOOHYKJIEMHOBBIX KUCJIOT,
MPOAYLIUPYeMbIX Me3eHXxuManbHbIMU DATT, mpomMoTupyo-
IIMX pereHepaTopHyIo MudhepeHIIMPOBKY KIETOK-CaTeII-
JIUTOB MUOLIUTOB [29]. MHOXecTBeHHbIE 3(DDEeKThHl UHTU-
oupoBanus IJTALL u ux BiusgHue Ha maToreHes rmpu [TM/],
JromieHHa mpeacTaBieHbl Ha puc. 3.

YcuneHue TpaHcKpunumum
MblLLEYHbIX reHoB / Increased
transcription of muscle genes

9]

(yLLecTBytoLLMe BONOKHA 1 CATENNUTHbIe KNeTKu /
Existing myofibres and satellite cells

YBenuuenue 3B / MNoBbileHHas
EVincrease NPOAYKLMSA MbILLEYHbIX
CaTeNNNTHBIX KNeTok /
S Increased production
- of muscle satellite cells @
ﬂ
< [popykuma muobnactos /
Myoblast production ~ Mwobnactl / Myoblasts
) Ycunenme
L3 anddepeHunpoBkn /
B/ Increased formation

EV

L

HoBble MblLueyHble
BONOKHa / New myofibres

Puc. 3. Muoocecmeennoie sghghexmoi uneuOUPOBaAHUS 2UCMOHOeAUeMUAA3blL U UX 8AUSHUE HA NAMo2eHe3 npoepeccupyroueli mviueurot oucmpoghuu Jrouien-
Ha: a — CHUJCeHUe KOHOCHCAYUU XPOMAMUHA U 80CCMAHOBAEHUE MPAHCKPUNUUU 2eH08; 0 — yeeauueHnue koauuecmea IB, npodyyupyemoix PAII, komopuie
codepycam MUKpopubOHyKAeUHOBble KUCAOMbL, AUSIOUWUE HA OUOA02UMECKUE NPOUECChl, KOHMPOAUPYIOUsUe DeceHepauuio Moy, ubpocenes u 6ocnanenue;
6 — cHudcenue ougpepenyuavuu PAII 6 adunoyumor u GudpodaacmbL; e — CHUNCEHUE XPOHUHECK 020 80CNANCHUSL U NPOOYKUUU 80CHRANUMEAbHbIX YUMOKU-
HO8, YMo makdice cHuycaem Quopos; 0 — yeeauuerue MpaHCKPUNYUU MblUeHHbIX 2eHO8 U YMeHbUleHUe OeeeHepayuu/HeKpo3a Muopuopui; e — nosvluieHue
CAUSHUS MUOOAACMO08 6 QudhepeHUUpo8aHHble MUOHDL; HC — NOBblUUEHUE 00PA308AHUS PeeeHEPUPYIOUWUX YEeHMPOHYKAeAPHbIX MUoguopuii. OB — sxcmpa-
yennionsprvle eesuxyavt; PAIl — ¢ubpoadunosnwiii npeduwecmeennuk. Adanmuposaro us [5]

Fig. 3. Multiple effects of histone deacetylase inhibition on progressive Duchenne muscular dystrophy-related pathogenesis: a — reduction in condensation
of chromatin and restoration of gene transcription; 6 — increase in the number of EVs produced by FAPs that contain microribonucleic acids that influence
the biological processes controlling muscle regeneration, fibrogenesis, and inflammation; 6 — decrease in the differentiation of FAPs into adipocytes and fibroblasts;
2 — decrease in chronic inflammation and reduction in inflammatory cytokines production, which also reduces fibrosis; 0 — increase transcription of muscle genes
and decrease of degeneration/necrosis; e — increasing the fusion of myoblasts into differentiated myotubes; sc — increasing formation of regenerating, center-
nucleated myofibers. EV — extracellular vesicle; FAP — fibroadipogenic progenitor. Adapted from [5]
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IIpenapatel st unruoutopoanus I'JTALL uccneny-
IOTCSI B MEAMIIMHE TOCTaTOYHO AaBHO, IPEUMYIIIECTBEHHO
IJIsI TIpUMEHEHMsSI B OHKoreMartojoruu. Mx kiacc-
crienuduIecKre TUITMYHbIE 3(PGEKTHI U HeXelaTeIbHbIe
SIBJICHUST U3BECTHHI U U3ydyeHbl. MHruouposanue IJTALL
OKa3bIBaeT MOJIOXKUTEIbHBII 3()(heKT Ha OCHOBHBIE TAaTO-
TeHETUYECKUE TTOCIIENCTBIS OTCYTCTBUS WU TUCHYHKIIMA
Oenka qucTpoduHa M MMEET OYEeBUIHBIE TTEPCIIEKTUBEI
B 1eueHuu [TM]I JdromeHHa, ogHaKO MpenapaThbl JaAHHOTO
KJIacca MMEIOT OTHOCHUTEIBHO Y3KOE TepareBTUIeCKOE OK-
HO, a IOCTOSTHHOE ITPUMEHEHME UX BHICOKUX 103 OTPaHU-
YEHO TUIMYHBIMM HEXeIaTeIbHbIMU SIBJICHUSMU B BUIC
TOILLHOTHI, PBOTHI U TpoMOoLuToneHuu [27, 30].

[BUHOCTAT — NMEPCIEKTUBHBIN TTePOPaTbHBII MHT -
outop I'IALL, paspadorannsbiii anst neyenus [TMI dro-
IIIeHHA, MPOJAEMOHCTPUPOBABIINIA B IEPEHOCUMBIX 103aX
BBIpaKEHHBIC 1IeJIeBble MUOIIPOTEKTUBHBIE ITPOTHBOBOC-
najuTeSbHbie U aHTU(GUOpo3HbIe 3¢ dekThI [27]. B noknu-
HUYECKUX UCCIICAOBAHMIX Ha MBIIIMHOM MOJIEIA TUBUHO-
CTaT MoKa3ajl 0303aBUCHUMOE ITOJIOXKUTEIbHOE BIMSHUE
Ha MOTOPHYIO (DYHKIINIO, CHU3WI BOCHIAJIUTEIBHYIO 1 K1~
POBYI0 MHGUIBTpALIMIO 1 (PMOPO3, TAKXKe OTMeYasioch OJ1a-
TONpUsITHOE U3MeHeHre YpoBHS MuoreHHbIXx PHK, pyHk-
LIMOHAJBbHO CBS3aHHBIX C pa3BUTHUEM CEPACYHOM
HegocTaTouHocTH [31].

B ximaunyeckoM uccnenoBaHuu I ¢pazbl TiBUHOCTATA ObI-
JIM TIPOJEMOHCTPUPOBaHbl 0e3oracHocTh 103 50 1 100 Mr
U CHWDKCHUE MPOAYKIIMK ITPOBOCIIATUTEIBHBIX IIMTOKM-
HoB [32]. B uccnenoBanuu I ¢pa3pl nepBuyHasi KoHeUHast
TOYKA THCTOJIOIMYECcKOro 3deKTa JeUeHUS MalueHTOB
¢ [IM/ JTrorieHHa TMBUHOCTATOM ObLJTa JOCTUTHYTA C YBEIU-
YeHHEM Pa3MepPOB MUOHOB U JOTTOJTHUTEIEHBIM CHIKEHHUEM
HeKposa, (puodpo3a 1 XKUpoBOro 3ameleHus (puc. 4) [33].

WcxopHo / Baseline

Mocne nevenus / Post-treatment

TuBuHOCTAT MOCaeAOBaTEIbHO MoKa3aad 3(pdHeKTUuB-
HOCTb 1 B MYJIBTULICHTPOBOM PaHIOMU3UPOBAHHOM JBOM-
HOM CJIETIOM ILJIalleO0KOHTPOIUPYEMOM KIMHUYECKOM
uccnegoBanuu III ¢aser EPIDYS (Epigenetic Rescue
of Dystrophin Dysfunction — anureHeTnueckast ToMoIlb
npu aucyHKuuu auctpoduHa). B ucciaenoBanum yuya-
cTBOBaJ 41 1IeHTp, ObLI0 BKIIOYeHO 179 marmenToB ¢ [IM]]
JroeHHa ¢ paHgoMu3anueit 2:1 B Tpyniibl TpyeMa TMBU-
HOCTaTa U IUIaledbo COOTBETCTBEHHO, Ha (poHe IpreMa
I'KC B Teuenue 72 Hen [34]. [lepBuuHast KOHeYHas1 TOYKa
OblJ1a JOCTUTHYTA — BpeMsl ogbeMa Ha 4 CTyIeHU ObLIO
Ha 1,78 ¢ cTaTUCTUYECKM 3HAUMMO MEHBIIIE B TPYITIE TMBU-
HocTtaTa. Takeke ObLIY IPOAEMOHCTPUPOBAHBI TOJIOXUTE b~
HbIE TPEH/IBI IPYTUX TECTOB OLICHKY MOTOPHBIX (hyHKIIUIA:
olIeHKM Mo 1mKane «CeBepHas 3Be3aa», BpeMEHU TMToIbeMa
13 TIOJIOXEHMS JIeXa Ha CITUHE, TecTa 6-MUHYTHOM XOIBObI.
Kpowme Toro, B rpyIie TiBUHOCTATA 10 CPABHEHUIO € TLIare60
3acukcrpoBaHo cHpkeHue Ha 30 % >kupoBoli (pakiyy B Jia-
TepabHOI IIMPOKO# MblIlLe Oeapa (puc. 5) [35]. Haubonee
YacCThIMM HeXeJIaTeJbHBIMU SIBJICHUSIMU, KOTOPBIE OTME-
yayiich y 1/3 malmMeHToB, ObLIM quapest, TPOMOOLIMTOIICHHS
u pBoTa. HexenarenbHbIe SIBJICHUST ObUIA 10303aBUCUMBbI-
MM U YIIPaBJISIEMbIMU, He ObLJIO OOHAPYKEHO HOBBIX CUT-
HaJjoB 6e3omacHocTH [34].

JlonrocpouHble JaHHbIE 3(PPEKTUBHOCTU U Oe30Imac-
HOCTH B CPAaBHEHUU C UCTOPUIECKOIM KOTOPTO OB ITpe-
CcTaBJIecHbl Ha KOHMepeHIIMU ACCOLMALIMKA MBIIIEYHOMN
auctpopuu (Muscular Dystrophy Association, MDA)
B Mapte 2025 r. MeauaHa Bo3pacTa Mmorepu amOynaTop-
HOCTH B I'pYIINE TMBUHOCTATa ObLjia 0OJIbIIIE ITOYTH Ha 3 To-
na. [Ipodunb 6e30macHOCTU Tpenapara ocTaBajcsl cTa-
OWIbHBIM [36, 37]. JonrocpouHble gaHHbIE 3P GHEKTUBHOCTH
TMBUHOCTAaTa IEMOHCTPUPYIOT 3aMeJICHUE YTpaThl (hopCH-

Puc. 4. Pesyasvmamut buoncuu mviuteunoti mKanu y nayuenmog ¢ mviweunoi ducmpoguei Aiowenna (1—4) do u uepes 12 mec nocae mepanuu eusunocma-
mom. Okpawueanue 2emamoKcuaunom u 303unom. Oyenka mopgpomempuu u 301 HeKpo3a, Gudpo3a u 3ameuieHus HeUpogoil mkanvlo. Adanmuposano u3 [33]

Fig. 4. Muscle biopsy from Duchenne muscular dystrophy patients (1—4) before and after 12 months of givinostat therapy. Hematoxylin and eosin staining.
The evaluation of morphometry and necrosis, fibrosis and fat replacement areas. Adapted from [33]
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Kontponb / Control

WcxoaHo /

Baseline

[uBuHocTat / Givinostat

72 He/
72 weeks

6 Junuabt /

Bopa / ﬂ
Water

Tunugst /
Lipid

Boga /
Water

72Hen /
72 weeks

Bopa /
Water

WcxogHo /
Baseline

Bopa /
Water Nunugb / “”?.”A{'j" /
Lipid P!

Puc. 5. Jlannvie macnummo-pe3onarnchoi momozpaguu muiuy, 6edpa 6 pexcume T 1-836euieHHbIx uz300paxceruil (a) u MaeHUMHO-Pe30HAHCHOU CNeKMPOCKO-
nuu (6) y hauuenmoe ¢ npoepeccupyrouieil mvliuenoi ducmpogpueli Jrowenna 6 pamkax kaunuveckoeo uccredosanuss EPIDYS. Adanmuposano u3 [35]

Fig. 5. T1-weighted muscle magnetic resonance imaging (a) and magnetic resonance spectroscopy data (6) of thigh muscles in Duchenne muscular dystrophy

patients during EPIDYS clinical trial. Adapted from [35]

POBaHHOM >KM3HEHHOI eMKOCTH JIETKMX 10 2—3 % Brox [38].
B uccnenoBanuu EPIDYS Takske 6611 mpoaeMOHCTpUpOBaH
TPEHI 3aMelIJICHUs CHUXKeHUsI (hpaKIuy BEIOpOCa JICBOTO
Xenynouka y nmamueHToB ¢ [IMJ HromenHa no 1,2 %
B TpYyIIIe TUBUHOCTATa 3a 72 Hel 1o cpaBHEeHUIO ¢ 3,4 %
B IpymiIe 1mianeo6o [39].

[BUHOCTAT B HACTOSsIIIIEE BPEMS SIBJISICTCS €IMHCTBEH-
HBIM JIEKAPCTBEHHBIM TIPEIapaToM JIJIsl TaTOreHETUIECKOTO
JIeYeHUsT MBIIIeYHOM aucTpoduu JIIoneHHa, UMEIOIIIM
peructpanuio 1 B CIIA, u EBpocotose. [TokazaHus K mpu-
MEHEHUI0, OMOOpPEeHHbIEC YIIPaBIeHUEM IT0 CAHUTAPHOMY
HaJ30py 3a Ka4yeCTBOM MUIICBBIX IMPOIYKTOB W MEIVKa-
meHToB IIpaButenbctBa CIIA (Food and Drug
Administration, FDA): nns neuenus IIMJI HiomeHHa
y TTaIIMEHTOB B Bo3pacTe 6 JieT u ctapiie [40]. [TokazaHwust
K IPUMEHEHUI0, 0100peHHbIe EBponeiicKuM areHTCTBOM
mo jgekapcTtBeHHBIM cpeacTtBam (European Medicines
Agency, EMA): nnga nedenust ITM]] lromeHHa y amOyna-
TOPHBIX ITAIIMEHTOB B BO3pacTe 6 JIET U CTaplle B coYeTa-
Huu ¢ tepanueit 'KC [41].

MepcneKTUBbI NPUMEHEHNA MUONIPOTEKTMBHOM

NPOTUBOBOCNANUTENbHON U aHTU(UOPO3HOM

Tepanuu

Ono6penue B CIIIA u EBpocoro3se npernapara riBUHO-
CTaT OTKPBIBAET BOBMOXKHOCTH Jie4eHMsI ariieHToB ¢ [IM]]
[iolleHHa BHE 3aBUCUMMOCTU OT BUAA MYyTallud B TeHE
DMD. CrabunbHOCTb Mpouiisi 6€30MaCHOCTHU MO3BOJISIET
paccMaTpuBaTh IEPCIEKTUBBI KOMOMHAIIMY TMBUHOCTATa
C IpernapaTaMu sl YBeJIMYSHUs TTPOIYKIIMK OeIKa quc-
tpoduHa. [IpennonaraeM, 4To HAMJTYYIIUIA TeparieBTUYEC-
CcKUi1 3¢ HEKT MOXKET ObITh JOCTUTHYT IMPU CBOEBPEMEHHOM

MIPYMEHEHUY TOPMOHAIbHOI, MUOIIPOTEKTUBHOM ITPOTH -
BOBOCITAJIMTEJIBHOM 1 aHTU(DUOPO3HOI Tepanuu B code-
TaHWU C Tepalueil, HalpaBJIeHHOM Ha CUHTE3 OeJIKa I1C-
TpopuHa MJIu MuUKpoauctpodpuHa. Takke HeoOXOaAUM
MpHeM KapIMOIPOTEKTUBHOW TE€paluyi U BBICOKMX 103
BuTamuHa D,

BoccranoBneHue TpaHcKkpunuuu reHa DM D, cHUKeH-
Hoit mpu [TM]] JTrolieHHa, MOXET UMETh CUHEPTU3M C ApPY-
TMMU MperapaTaMy, BOCCTAHABIMBAIOIIMMH PAMKY CUM-
TBIBAaHUWSI, TAKUMU KaK Tepalusl METOJaMU IIPOIycKa
9K30HOB U CTOI-KOA0HOB. [TokazaHo, uyto mpu [TM/I Tio-
lIeHHa TpaHcKpunuus reHa DMD nogaBieHa u3-3a pe-
MOJEIMPOBaHUS XpoMaTUHa, a To0aBJeHUe TMBUHOCTaTa
YacTUYHO €€ BOCCTaHaBIMBaeT [5, 42]. B mokInHu4eckKux
HCCJIEIOBaHMSIX ObUT TOJyYeH MOATBEPKICHHBIN CHUHEP-
rudeckuii 3¢ @eKkT MpH UCIIOJb30BaHMU TMBUHOCTATa
¢ IpernapaTaMu aHTUCMBICTIOBO# Tepanuu [43].

KapnuopecnupaTopHbIe OCIOXHEHUSI TTO-TMPEKHEMY
SIBJISTIOTCSI TJIABHOW NMPUYMHON CMEPTHOCTH MAllMEHTOB
¢ [IMI Qromenna u ITM/I bekkepa [1]. BHeapeHue ctaH-
IapTOB BEIEHUs M HOBBIX METOJOB ITaTOr€HETUIECKOM
Tepanuy MO3BOJUJIO CMECTUTh KPUBBIC COXPAaHEHUS aM-
OyJIaTOPHOCTHY ¥ BBDKMBAeMOCTH BITpaBo. 151 maliueHToB
¢ [IM]1 bekkepa He cyllecTByeT MaTOreHETUYECKOTIO Jie-
YeHUs MPOrPeCCUPYIONIETO MOpaxXeHUs cepalla, Toraa
KaK IIpUMeHEHNEe MUOIPOTEKTUBHOM MPOTUBOBOCITAJIM -
TeJIbHOU U aHTU(GUOPO3HOI Tepanuu MOIJo Obl paccMa-
TPUBAThCS B KAYECTBE OIHOM M3 OIIIUIA JUTS JICUSHUSI Kap-
JMOMMONATUM U TIOIAEPKKU CKeJIeTHBIX MbILILL. [Tpu TTM/T,
[iollleHHa Tepanus ¢ IPUMEHEHUEM ITPOITyCKa 3K30HOB
JIEMOHCTPUPYET SBHBII 3 (PEeKT IS CKeJIeTHOM MyCKyJIa-
TYpPBI, OHAKO BIMSHKE Ha CEPIECYHYIO MBIIIIITY OrpaHude-
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HO, TOTlIa KaK HOBBIE ITpernapaThl IPYIITbl aHTUCMBICTIOBBIX
HYKJICOTUJIOB ¥ T€HHAsI Teparusi UMEIOT JIYYIIyo O1Om0-
CTYIHOCTb K KapauoMmuouuTaM [44]. JlanbHeiye 10aro-
CPOYHBIE UCCICI0BAaHUS TTO3BOJIAT OLICHUTD BIMSHUE TE-
paIuy TMBUHOCTAaTOM Ha CepACYHO-COCYANCTYIO CUCTEMY
U BbIKMBaeMocTb nanueHToB ¢ [IM/] domeHHa.

3aknoueHue
IuBuHOCTaT — niepBbIit uHrnouTop IHALL st neyeHust
TIMJI droieHHa, OKa3bIBAIOLIWIA MTONTOXKUTEIbHbIN 3(heKT

Ha KJTIOUEBBIC ITATOTeHETUIECKIE TOCSICTBHS TUCHYHKITNI
qucTpodrHa. DIUTEHETUYECKNIA MEXaHU3M JIEHCTBHS 10~
3BOJISIET MCITOJIB30BATh €0 TSI IAlMEHTOB C JII000I MyTaly-
eii B reHe DMD nisi MMONIPOTEKTUBHOM TTPOTUBOBOCHAIN-
TeJIbHON U aHTU(hUOPO3HOI Tepanuu. [1o JaHHBIM MHOTO-
YUCJICHHBIX KIMHUYECKUX MCCIEIOBaHUI, TpUMEHEHUE
TMBMHOCTATA Y/Iy4IlIacT MOTOPHYIO (DYHKIIUIO, CHIKAeT BOC-
MaJTATENIbHYIO MHWIBTpalIo U (pUOPO3HO-KUPOBYIO JeTe-
HEepalMIO MBIIIIEYHOI TKaHU, a TAKXKE TIO3BOJISIET OTCPOYUTh
MOTEPIO aMOYJIAaTOPHOCTH IOYTH Ha 3 Tofa.
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HelipoBu3yanusauua npu HacneaCTBEHHbIX
HepPBHO-MbILIEYHbIX 60Ne3HAX: 0030p ANTEpaTypbI
C KNUHNYECKMMU NpUMepamu

®.M. Bocranosa, 11.B. Illapkosa, A.®. Myprasuna

DIbHY «Meduko-eenemuueckuii hayunoiii uenmp um. axad. H.II. bouxoea»; Poccus, 115522 Mockea, ya. Mockeopeuve, 1

KoOHTaKTHhI:

®aruma MyHuamuHoBHa boctaHoBa bostanova@med-gen.ru

HacnepcTBeHHble HepBHO-MbIWeYHble 6one3Hn (HMB) — KNMHUYECKM W FreHeTUYECKM reTeporeHHas rpynna, xapakrepu-
3ylolanca nopaxeHnem HelpoMOTOPHOro annapaTa. Hactoswas pabota npepcraenser coboit 0630p nuUTepatypsl, no-
CBALEHHOW HelpoBM3yanu3aunm npu HacneacTeeHHblx HMb, ¢ akleHToM Ha M3MeHeHus, BbisBAAEMble NP MarHUTHO-
pe30HaHCHOW ToMorpadun ronoBHOro Mo3ra.

Lienb paboTbl — 0606WKUTb MarHUTHO-PE30HAHCHbIE NATTEPHbI NOPaXeHUs 6enoro BelwecTa Npu HacneacTBeHHbIX HMB
Ha 0CHOBe 0630pa NNTepaTypbl U KNMHUYECKUX HABNOAEHUH, OLEHUTb BO3MOXHbIE KIMHUKO-BU3Yann3aLUOHHbIE Koppe-
JEITTUR

MpoBeaeH 0630p AUTepaTypbl, NOCBAWEHHOI HeilpoBM3yanu3aLuu npu HacneacTeeHHbix HMB, B 6a3e PubMed ¢ 1984 .
no wionb 2025 r. no cnepylowmum Knoyesbim cnosam: (white matter lesion) AND (myotonic dystrophy), (white matter
lesion) AND (hereditary neuropathy), (white matter lesion) AND (Charcot—Marie-Tooth), (white matter lesion) AND
(muscular dystrophy), (white matter lesion) AND (myasthenic syndrome), (white matter lesion) AND (motor neuron
disease). Bcero B 0630p no Teme 6bin0 BKAoYeHO 107 nybaukauuii. MpepcTaBneHa cepus KNMHUYECKUX HabNoAeHUR,
BKNNIOYAA AaHHble MarHUTHO-PE30HAHCHON ToMorpacdum, co cnefyloWnmMm BepuULMPOBAHHLIMI fUarHo3amMmu: 60ne3Hb
Llapko—Mapu-Tyta 1X-TMna, MUOTOHMYeCKasA [UCTPOdUA 1-r0 U 2-r0 TUNOB M BPOXKAEHHAA MepPO3UH-AedULUTHAA Mbl-
WweyHasn AMCTpotus, NOACHO-KOHEYHOCTHAA MblleYHas AuCTpodusa 23-ro Tuna.

N3yyeHHble faHHbIe TUTepaTypbl CBUAETENLCTBYIOT O TOM, YTO HEMpPOBKU3yannu3auma npu HacnepcteeHHsix HMB Hepeako
BbISB/IAET XapaKTePHbIE NPU3HAKM NOPaXeH U 6enoro BelLecTBa rojj0BHOTO M0O3ra, KOTOPbIE MMEKT Kak AUarHoCTUYecKoe,
Tak M NPOrHOCTUYECKOE 3HaYeHNe, 0COOEHHO NPU MUOTOHUYECKUX AUCTPODUAX, MEPO3UH-AEPULMUTHOI MbILEYHON AUC-
Tpochun u 6onesHun Lapko-Mapu-Tyta 1X-Tuna. Cepus KAMHUYECKUX HABNIOAEHUI UANIOCTPUPYET pa3Hoobpasue mar-
HUTHO-PE30HAHCHBIX MATTEPHOB U UX CBA3b C KTUHUYECKUMU NPOSBNEHUAMM, YTO NOATBEPXKAAET HEOOXOLMMOCTb UHTE-
rpauum HeilpoBu3yanusaunm B gnarHoctuky HMb.

KnioueBble cnoBa: HacneACTBEHHAA HEPBHO-MblWeYHas 60ne3Hb, MarHUTHO-pe3oHaHCHas ToMorpadus, 6enoe BewecTso,
neikoaHuedanonatus, 6onesHs Wapko—Mapu—TyTa, MbleyHas AUCTPOdUSA, MUOTOHUYECKAsA ANCTPOdHUSA, GoNe3Hb MOTO-
HeWpOHa, BPOXKAEHHbIN MUACTEHNYECKNIA CUHAPOM

Ina uutnpoBanua: bocratosa ®.M., llapkosa W.B., MypTasuHa A.®. HeiipoBuayanu3sauus npu Hacne[cTBEHHbIX HEPBHO-
MbILIEYHBIX 6ONE3HSAX: 0630p NUTEPATYPbI C KNMHUYECKUMK NpUMepaMu. HepBHO-MbIWweyHble 6onesHn 2025;15(3):47-63.
DOI: https://doi.org/10.17650/2222-8721-2025-15-3-47-63

Neuroimaging in hereditary neuromuscular disorders: a literature review and clinical case reports

F.M. Bostanova, 1.V. Sharkova, A.F. Murtazina
Research Centre for Medical Genetics; 1 Moskvorechye St., Moscow 115522, Russia

Contacts:

Fatima Muniyaminovna Bostanova bostanova@med-gen.ru

Hereditary neuromuscular disorders (NMDs) comprise a clinically and genetically heterogeneous group of conditions
characterized by the involvement of the peripheral nervous system and skeletal muscles. This work presents a literature
review focusing on brain neuroimaging findings in hereditary NMDs detected by magnetic resonance imaging.

The aim of this work was to describe and synthesize current data on brain magnetic resonance imaging abnormalities
across various hereditary NMDs, based on a literature review and a clinical case series, and to evaluate potential clinico-
radiological correlations.

A literature search was conducted in the PubMed database from 1984 to 2025 July using keywords including (white
matter lesion) AND (myotonic dystrophy), (white matter lesion) AND (hereditary neuropathy), (white matter lesion) AND
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(Charcot-Marie-Tooth), (white matter lesion) AND (muscular dystrophy), (white matter lesion) AND (myasthenic
syndrome), and (white matter lesion) AND (motor neuron disease). A total of 107 publications were included in the final
review. A clinical case series with magnetic resonance imaging data is also presented, including Charcot-Marie-Tooth
disease type 1X, myotonic dystrophy types 1 and 2, merosin-deficient congenital muscular dystrophy, and limb-girdle
muscular dystrophy type 23.

The reviewed literature indicates that brain magnetic resonance imaging can have both diagnostic and prognostic
clinical significance in some hereditary NMDs, especially in myotonic dystrophies, merosin-deficient muscular dystrophy,
and Charcot-Marie-Tooth disease type 1X. The presented case series illustrates the variety of magnetic resonance
imaging patterns and their association with clinical manifestations, underscoring the importance of integrating
neuroimaging into the diagnostic workup for hereditary NMDs.

Keywords: hereditary neuromuscular disorder, magnetic resonance imaging, white matter, leukoencephalopathy,
Charcot-Marie-Tooth disease, muscular dystrophy, myotonic dystrophy, motor neuron diseases, congenital myasthenic
syndrome

For citation: Bostanova F.M., Sharkova I.V., Murtazina A.F. Neuroimaging in hereditary neuromuscular disorders:
a literature review and clinical case reports. Nervno-myshechnye bolezni = Neuromuscular Diseases 2025;15(3):47-63.

(In Russ.).

DOI: https://doi.org/10.17650/2222-8721-2025-15-3-47-63

BBepeHue

HacnencreeHHbIe HepBHO-MbIIIeYHbIE 001e3H1 (HMB)
MPEICTABIISTIOT COOO0I reTePOTeHHYIO TPYIIIY PaCCTPOMCTB,
CBSI3aHHBIX C MOpPaXXeHUEeM NepuheprIeCKIX MOTOHEHPO-
HOB Y HEPBOB, HEPBHO-MBIIIICUHOTO CUHATICA U/ VTN MBI~
IIEYHBIX BOJIOKOH, YTO KIIMHUYECKM 4aCTO IPOSIBIIICTCS
C1a00CThIO, YTOMJISIEMOCTBIO M/WJIM HapylIeHUEM 4yB-
CTBUTENBHOCTH [1]. MaciuTab reHeTHUYeCcKOro pa3HooOpa-
3us1 HacleacTBeHHBIX HMB miutiocTpupylor mocieaHue
0030pbI INTEPATYPhI: UACHTU(UILIMPpoBaHO > 1200 reHeTH-
yeckux opM, 3ameiicTByommx >680 reHoB/0eIKOB, YTO
BIMSIET HA HOMEHKJIATYypy U Kiaccudukauuio [2].

CoBpeMeHHBIE UCCIIeIOBaHMSI, IIOCBSIIIEHHbIC HEIPO-
Busyanu3zauuu npu HMbB, neMoHCTpUpYIOT KOMILIEKCHBII
TTOMIXOJI, BKJTIOYAOIIIMIT OMTHOBPEMEHHBII aHAJIN3 TIopaXe-
HMI1 HEPBHO-MBIILIEYHOTO aIlliapara v IeHTpaJIbHOI HePB-
Hoit cucteMbl (LTHC). B yacTHoCTH, 3TH HcclenoBaHuUs
aKIIEHTUMPYIOT BHUMaHKWE Ha BBISIBJICHUU MATTEPHOB MO-
paxeHus oenoro BeniectBa (bB) romosHoro mosra (I'M),
YTO ITO3BOJISIET YTOUHUTh MX CBSI3b C KIIMHUYECKUMU TIPO-
siBIeHUsIMU. JleliKkoaH1eatonaTys — OOILIMiA OIucaTeIbHbIIA
TEPMUH, IPUMEHSIEMbII 111 0003HAYCHUSI TTaTOJIOTNYe-
ckux usMeHenuit bB I'M He3aBUCHMO OT MX 3TUOJIOTMU
(reHeTHUYECKUE WK MpuodpeTeHHbIe) [3]. JlaHHBIN TepMUH
MPEeUMYIIECTBEHHO MCIIOb3YeTCs IS YKa3aHUs JTJOKaJI-
3allMM MOPaXeHUsI HA OCHOBE NAaHHBIX MAarHUTHO-PE30-
HaHcHo ToMorpaduu (MPT) 1 k1uHUYecKOro oocaeno-
BaHMsl, 6¢3 yTOUHEHUSI KOHKPETHOM MPUINHBI TTaTOJIOT M.
Jleitkoguctpoduu, B oTIMYME OT JIelKo3HLIehaTonaTui,
MPEACTABISIOT COO0I peIKe TeHeTUIeCKUe O0Ie3HU, CBSI-
3aHHBIE C TTIEPBUYHBIM HapYIICHUEM ITPOLIECCOB MUEIIH-
HU3auuu Wi noaaepxxanus mueianHa B LIHC, npuBoas-
LLIUM K TUITIO- WY AeMUeTMHU3auu |3, 4].

Lens pabotbl — 060061TE MPT-n1aTTepHBI MOpaskeHUS
OeJtoro BeliecTBa Ipu HacieacTBeHHbIXx HMbB Ha ocHoBe
0030pa JIMTepaTypbl M KIIMHMYECKUX HAOIIONEHUH, OLICHUTh
BO3MOXHbBIE KITMHUKO-BU3YaTU3aLIMOHHBIE KOPPEJISIIUY.

b1 mpoBeneH 0030p AUTepaTyphbl, MOCBIAIIEHHON
HelipoBU3yanu3alvuy Ipy HacjenacTBeHHbix HMbB, B 6aze
PubMed c 1984 1. mo utonb 2025 . O CIEAYIOINIUM KJTI0-
yeBbIM cioBaM: (white matter lesion) AND (myotonic
dystrophy), (white matter lesion) AND (hereditary
neuropathy), (white matter lesion) AND (Charcot— Marie—
Tooth), (white matter lesion) AND (muscular dystrophy),
(white matter lesion) AND (myasthenic syndrome), (white
matter lesion) AND (motor neuron disease). ITouck 1o
KJIIo4eBBIM cjioBaM (white matter lesion) AND (myotonic
dystrophy) Belman 75 cTateit, OMCK IO KJIIOUEBBIM CJIOBaM
(white matter lesion) AND (hereditary neuropathy) —
47 craTteil, TOMCK MO KJIOYEBBIM clioBaM (white matter
lesion) AND (Charcot—Marie—Tooth)—37 crateit, mouck
no KJwouyeBbIM cioBaM (white matter lesion) AND
(muscular dystrophy) — 91 cratbio, MOKMCK 1O KJIIOUEBBIM
cioBaM (white matter lesion) AND (motor neuron
disease) — 89 crareii. [Touck 1o Ki1o4eBbIM cioBaM (White
matter lesion) AND (myasthenic syndrome) He gaJ1 IPSIMBIX
pPE3yJIbTaTOB, OMHAKO MPU PYYHOM IMOUCKE ObUTU HallIeHBI
M BKJIIOUEHBI B 0030p 2 cTathu. [Tociie mepBUYHOTO CKpH-
HUHTA 3aroJI0BKOB, aHHOTAUWMA U HaJbHEHWIIEN TTOJTHON
OLIEHKU MyOJIMKaLMi B JaHHBII 0030p JIUTEpaTyphl ObLIN
BKJIIOYEHBI 52 MyOJuKauuu. PydHo# MOUCK TUTepaTyphl
MpUBEJ K BKJIIOUEHUIO TOMOTHUTEIbHO 55 cTaTeil, oxBa-
THIBAIOIIMX JaHHbIE HEWpPOBU3yaau3aluu MpU Hacemd-
ctBeHHbIXx HMbB (puc. 1). Ha atane aHanuza cobpaHHOT
JIUTepaTyphl MOCJIe TPUMEHEHHUS KPUTEPUEB UCKITIOUEHMST
BCEro B 0030p Mo TeMe ObLI0 BKIoYeHo 107 mybauKauuii.
Kputepuu uckitoueHus: MCCIeA0BaHUS in Vivo Ha XXUBOT-
HBIX MOJIEJISIX, in Vitro, in silico; cTaTby 0e3 TaHHBIX O Heli-
poBM3yanu3aluy npu HaciaenctBeHHeIXx HMDB; uccneno-
BaHUS, HE Kacalolluecss MHTEPECYIOIINX HAC HO30J10T Uit/
T€HOB; CTaTbU Ha SI3bIKaX, OTJIMYHBIX OT PYCCKOIO WJIM aH-
[JIMICKOTO; MPENPUHTHI; CTaTbU C OTPAHUYEHHBIM JOCTY-
noM. JlybauKaThl cTaTeii 1mocje npoBeaeHUs pyYHOIo Mo-
HCKa TakXke ObUIU UCKJTIOUYEHBI.


https://www.zotero.org/google-docs/?d94oym
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My6nukauum, HaiiaeHHble B PubMed no kntoueBbiM cnoBam (n = 339) /
Publications found in PubMed by keywords (n = 339):

(white matter lesion) AND (myotonic dystrophy) (n =75);
(white matter lesion) AND (hereditary neuropathy) (n = 47);
(white matter lesion) AND (Charcot—Marie—Tooth) (n = 37);
(white matter lesion) AND (muscular dystrophy) (n = 91);
(white matter lesion) AND (motor neuron disease) (n = 89)

Mouck / Search

PyuHoli mouck (R0NnonHMTENbHO K MOUCKY MO KIioueBbIM crioam) (n = 55) /

Manual search (in addition to keyword search) (n = 55)

—

Kputepun noucka/skniouenns: nopaxetue 6enoro BelLectsa ronoBHoOro
MO3ra Y HaCNeACTBEHHbIX HEPBHO-MblLLIEUHbIX 6one3Hsx / Search /
inclusion criteria: white matter lesion in hereditary neuromuscular diseases

Y

Bcero nybnukauuii (n = 394) /
Total number of publications (n = 394)

{

OueHKa ny6nukaLmii Ha COOTBETCTBIE TPe6OBaHMAM /
Evaluation of publications for compliance with requirements

Ananu3 / Analysis

Uckniouenbl (n = 287) / Excluded (n = 287):

* UCCNenoBaHNA, NPoBEAEHHbIE UCKMKYUTENBHO in ViVo Ha XKUBOTHBIX
mogensx, in vitro, in silico / studies conducted exclusively in vivo
on animal models, in vitro, or in silico;

« CTaTby 6€3 AaHHBIX 0 HEliPOBY3yanu3aLMm NPU HACNeAiCTBEHHbIX
HepBHO-MbILLeUHbIX 6one3Hax / articles without neuroimaging
data for inherited neuromuscular diseases;

« UCCNeA0BAHNA, He 3aTpariBaloLLne UHTepecyoLL1e H3010r UK/ reHbl /

!

Ny6nukaumum, BKNoYeHHble B 0630p (n = 107) /
Publications included in the review (n = 107)

BkntoueHo / /ncluded

Y

studies not addressing the nosologies / genes of interest;

+ CTaTbM Ha A3bIKaX, OTNYHBIX OT PYCCKOTO U aHiACKoro / articles
in languages other than Russian or English;

« NpenpuHTbl / preprints;

« CTaTbll C OTPaHNYEHHbIM JoCTynom / articles with restricted access;

- Bybnukatbl cTateii nocnie NpoBeaeHIA pyuHoro noncka / duplicate
articles after manual search

Puc. 1. BuzyanvHoe npedcmaeaenue npoyecca noucka u omoopa nybauxauuii 043 Hacmosujezo 0030pa

Fig. 1. Flow diagram illustrating the search strategy and selection process for publications included in this review

U3meHeHusa 6enoro BeLlleCTBa roJjloBHoro Mmo3ra
npu NepBUYHO-MbILLIEYHOM YPOBHE NOPAXKEHUA
Ha npoTtskeHuM AecSITUIeTH OCHOBHOE BHUMaHUE
npu uzydyeHun HMBb ynensinoch nepucpepudeckum CTpyK-
TypaM, OIHAKO B ITOCJICIHME TOAbl BCe OOJIbIIE TaHHBIX
cBuaeTenbeTByeT o BoBiaeueHuu LIHC, B yvactHoctu I'™M
[5]. HakaniuBaloTcsl CBeeHUS O HATMYNUU XapaKTePHBIX
MPT-u3smeHeHU MPU MUOTOHUYECKUX TUCTPOPUSIX,
BPOXICHHBIX MBIIIEYHBIX TUCTPODUSIX U IPYTUX pacipo-
CTpPaHEHHBIX HACIEACTBEHHBIX MUOTIATHSIX [6].
MuoTtonnyeckas aucrpodusa 1-ro Tuna (MJI1). M1
(OMIM: 160900) — ayTocCOMHO-TOMUHAHTHOE 3a00JIeBa-
Hue, BbI3BaHHOe 3KcrnaHcueit CTG-moBTOpoB B 3°-He-
TpaHcaupyemoii oonactu reHa DM PK, nokaan3oBaHHOTO
Ha xpomocome 19q13.3. D10 MmynbsTUCHCTEMHOE 3a0071€eBa-
HUe, TIPOSIBJISTIONIEECS] MUOTOHME, MBILIEYHOI CJTab0CThIO,
pa3BUTUEM KaTapaKThl, TUIIOTOHAIM3Ma, JIOOHOI ajiore-
LIMei, KOTHUTUBHBIM Ae(UILINTOM 1 HapyllIeHUEM cepliey-
Horo putMa [7—9]. MI1 TpagullMOHHO JEJIST Ha 4 TTonTUIIa
B 3aBUCUMOCTU OT BeJmunHbl CTG-TIOBTOPOB M BO3pacTa
MaHudecTamu: 1) BpoxxaeHHas ; 2) HGbaHTWIbHAs /10Be-
HWIbHAs (IeTCKoe Hayasio); 3) B3pochas; 4) mo3aHee Ha-
yajo/JaTeHTHoe (0eccuMIitoMHoe) TeueHue [10].
®enornn M/I1 upe3BbIUaitHO BaprabesieH — OT TsKe-
JIOM BPOXIEHHOM 10 0€CCUMIITOMHOIO HOCUTEILCTBA.
Veenuuenue ynuciaa CTG-nosropoB B DMPK npu MJI 1
BapbupyeT oT 50 10 4000 1 0OBIYHO KOPPEAUPYET C BO3-
pacToM Hayajia 3a00JIeBaHMsI, TOT/Ia KaK Y 3[I0POBBIX JIOCH
KOJIMYeCTBO MoBTOpoB cocrtapisgeT <50 [11, 12]. DMPK
MPUHAIJIEXNT K CEMEUCTBY IPOTEMHOBBIX CEPUH-TPEOHM -
HOBBIX KMHA3 M JIOKAJIU3YeTCs B CUHANITUYECKOM IIeIN
B MO3XeUKe, CpeIHEM MO3re, TUIIOKAMIIe U ITPOI0JITO-

BaTOM MO3I€, Ha allMKaJIbHO MeMOpaHe 3MeHINMBI U XO-
PUOMIHOTO CIIETEHMS, TOCTCUHAIITUYECKON MeMOpaHe
CKeJIETHBIX MBIIIIIL, a TAKXKE BO BCTABOYHBIX AUCKAX MHO-
kapna [13]. Bkcnancusa CTG-noBTopoB B reHe DMPK
BbI3bIBAET HaKoruieHue MyTaHTHbIX PHK-TpanckpunTos,
Hapyllasi albTepHaTUBHBIN cIutalicuHT reHoB Ipe-MPHK
U TIPUBOJS K CUHTE3y aHOMaJIbHBIX U30(hopM Tay-0eska,
KOTOPBIN, CHUXasl CBSI3bIBAaHME C MUKPOTPYOOUKaMU,
CKJIOHEH K rurepdochopwiipoBaHUIO U arperaluu, B pe-
3yJbTaTe 4ero obpasyer HelpodUOpUIISIpHbIE KIYOKU
B HelipoHax U HapylaeT ux pyHkuuio [14—20].

IMopaxenue LTHC npu M/ 1 BcTpeuyaeTcs 4acTo U Ba-
DPBUPYET IO BBIPAXXEHHOCTU KJIMHUYECKUX TPOSIBICHUNA.
bonee Tskenble HapylleHUsT HAOJI0JAI0TCS Y MAllUEHTOB
¢ paHHUM HaudasioM [21—24]. ITpu B3pociioM AeOI0Te KOr-
HUTHUBHEIC HAPYIIEHKS O0JIee «TOHKHE»: MOXET OTMEUaTh-
Cs HapyllIeHUe TTaMsITH, UCTIOTHUTENbHbIX (DYHKIIUHI, BEep-
OaJIbHOI M 3pUTEJIbHO-IPOCTPAHCTBEHHOM Cephl; TaKKe
MalyeHThl HePeaKO OTMEUaloT araTuio, U3MEHEHUe JINY-
HOCTM, aHO30THO3MIO U THEBHYIO COHJIMBOCTb, YTO CHU-
JKaeT MX KauecTBO Xu3HU [25—28]. B psige vccnenoBaHuii
MOATBEPXKICHA TCHICHUIMS K YXYAIICHUIO KOTHUTUBHBIX
(byHK1IMIT ¢ TeueHreM Oosie3Hu [29—32].

PesynbraThl epBbIX KOMITBIOTEPHBIX TOMOTrpaduii,
onybaukoBaHHbIE B 1980-X IT., moka3zaiau Mopdoiioruue-
cKoe nopaxeHue y naureHToB ¢ M1 1, xapakTepusyolie-
ecsl BeHTpUKYJoMerajuei u uepedopanbHoil aTpodueit
[33—36]. UccnenoBanus ¢ npuMmeHenueM MPT I'M mno-
Kazajau HaJIMYKUe BEHTPUKYJIOMETAIUN W TUIIEPUHTECHCUB-
HOCTb B [IEPUBEHTPUKY/ISIPHBIX obacTsix [23, 37—39]. Ipyroit
pacnpoCcTpaHEeHHOM HaxXOAKOW B JOMOJIHEHHWE K liepe0-
paJbHOU aTpoduu SIBASETCS pacliupeHUe MPOCTPAHCTB
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BupxoBa—Pob6uHa [39—41]. Konokanuzamus paciimpeH-
HBIX TIpocTpaHcTB BupxoBa—PobuHa ¢ mopaxenuem bB
ObLIa BBISIBJIEHA B HEKOTOPBIX CIIydyasix, 4acTh oyaroB B bB
HWMeJIY KaIJIeBUIHYIO, OBAIbHYIO WU MATbLIEBUIHYIO (hop-
MY, TOYHO COOTBETCTBYIOLIYIO OPUEHTAIIMU ITPOCTPAHCTB
BupxoBa—PoOuHa; apyrue oyaru mmenu JUHEHHBIN Xa-
pakTep, Toraa Kak psili MOpaKeHUH MPOSIBISUIMCH B BUIE
IUTPUXOBUIHBIX WU TOYEUHBIX U3MeHeHul [42]. B psae
paboT 0TMeYanoch BeIpaxkeHHOE yMeHbIlIeHe oobema ['M
y nauueHToB ¢ M/I1 ¢ HayajioM BO B3pOCJIOM BO3pacTe,
B TO BpeMsI KaK U3MeHeHue CTPYKTypbl bB Habmonanock
OJMHAKOBO B pa3HbIX BO3pacTHBIX rpymmnax [23, 43, 44].
B uccnenoBanuu G. Bachmann u coasr. (1996) y 40 naru-
eHtoB ¢ M/11 momumo nuddy3Hoit arpoduu monyapui
I'M (68 %) v HanM4KsI pacIIMPEHHBIX POCTPAaHCTB Bup-
xoBa—Po6uHa (38 %) Takke OTMEUYaIucCh IMOIKOPKOBHIE
ropaxxenust BB (65 %) u yronmenue yepena (35 %) [45].
S.J. Huber u coaBt. (1989) BnepBbie onucaiu «HEOObIY-
Hble» u3MeHeHUs1 bB B mepenHux 1 MearaabHBIX OTAEIaX
BUCOYHBIX JOJIEi: YIaCTKU C BBICOKUM CUTHAJIOM, JIMHEH -
HOI WM MajibLieBUAHOU (hopMbI, O€3 COMYTCTBYIOIIEH
atpocun [46]. TToxoxe U3MEHEHMS B ITepeAHeil BUCOUHOM
Jtojie OOHapy>KeHbl BO MHOTMX JAPYTUX MCClIeAoBaHUsIX [41,
43, 47-53]. Ilpu MJI1 nopaxeHue nepeaHeil BUCOYHOI
oI OTJIMYAeTCs OT TMOopaxXeHus Ipyrux gojeir I'M
U, TIO-BUIMMOMY, 3aXBaThIBa€T IyrooOpa3HbIe BOJIOKHA [54].
CornacHo uccienoBanuio M. O’Sullivan u coanrt. (2001),
TUIIEPUHTEHCUBHOCTD MEePeIHE BUCOYHOM T0IU SBISIETCS
panuojioruyeckum MapkepoM cuHapoma CADASIL
(cerebral autosomal dominant arteriopathy with subcortical
infarcts and leukoencephalopathy, 1iepedpanbHas ayrocom-
HO-IOMUHAHTHAas apTepuoInaTus ¢ CYOKOPTUKaIbHBIMU

vH(apKTaMu U JeiikosHuedanonarueit; OMIM: 125310),
00YCJIOBJIEHHOTO T€TePO3UTOTHBIMU ITATOTeHHBIMY Bapy-
aHTamu B reHe NOTCH3 [55]. OnpHako ucciieqoBaHMs 1o~
Kazajii, YTO BOBJICUEHHE MepeIHEN BUCOUYHOM HOJIM TaKKe
Hepeako BcTpevaeTcss U ipu M1, ciiemoBaTeabHO, pe-
3ynsTaThl MPT I'M 1nipu mogoOHBIX MPOSIBICHUSIX TOJKHBI
OBITh MHTEPITPETUPOBAHBI UCKITIOYMTEIBLHO TIPU COITOCTaB-
JIEHUY C JTaHHBIMM TIIATeJIbHOTO KIMHUYECKOTO 00CIen0-
BaHus. Hike Mbl IpUBOIMM COOCTBEHHOE KIMHUYECKOE
HaOJfoieHKe, TIIe TIePBOHAYaIbHO HA OCHOBAaHUM KApTUHBI
MPT 6511 3aniogo3per cunapom CADASIL.

Knunuyeckum cnyyain 1

Ilpoband — xcenwuna 39 nem, obpamusuiascs ¢ nooo-
3penuem Ha cunopom CADASIL, ¢ scarobamu Ha HapyuieHue
noxo0Ku, yacmole nadeuus, caabocms 8 Hoeax (He Moxicem
004120 X00uMb U CIMOSMY) U PYKAX, OHEMEHUE 8 KOHEUHOCMAX
U HEBO3MOICHOCHb 6CIAMb HA HOCKU U NAMKU. 3aboiesanue
Manugecmuposaro npumepro ¢ 25 nem 8 eude HapyuleHus
X00b0bl (yacmo cnomuikanacy u nadana). C 30 sem 603HukAa
crabocmo 6 pykax (He Moana omKpwims OAHKY, 3a813amb y3en),
¢ 35—36 nem nosisunacw caabocmes 6 Hoeax, ¢ 39 rem peusb cma-
na HemHoeo HesHamHou. Ilo dannvim MPT I'M evisenena ne-
DPUBCHMPUKYAAPHASL eunepunmencueHocms bB, ¢ mom uucae
C 8oaaeyeHUuem nepedneil 8UCoOYHo doau (puc. 2).

Ilo dannbim 2nexmporelipomuoepaguu eviseaeH nepeut-
HO-MblueuHblil mun nopaxcenus. Ipu Kaunuyeckom ocmompe
obpawanu Ha cebs 6HUMAHUE HAAUYUE CAADOCMU KPY2OBbIX
MblUY, 2143 8 8UOe CUMNMOMA PECHUY, YACIMUUHDbLI NIMO3 8EPX-
HUX 8€K, CHUJICeHUE CUNbl OUCIANbHBIX Mblull, HO2 00 4 641108,
omcymcemeue MUOMOHUYECKUX YeHOMEHO8 C YK, CHUMICEHUE
CYXONCUNBHBIX peaeKco8 ¢ pyK, OMCYmcmeue KoAeHHbIX

Puc. 2. Maenumno-pezonancrhas momoepaghus 20106H020 M032a NPU MUOMOHUYECKOU ducmpoghuu 1-e0 muna. Obpawarom Ha cebs HUMAHUE NEPUBEHMPU-
KYAAPpHAS 2UNEPUHMEHCUBHOCHb 02020 6eecmea u 606aeuenue nepedieil ucounoil doau na chumiax 6 pexcume FLAIR! (cmpeaku)

Fig. 2. Brain magnetic resonance imaging in myotonic dystrophy type 1. Periventricular white matter hyperintensity and anterior temporal lobe involvement

are noted on FLAIR' images (arrows)

'Fluid Attenuated Inversion Recovery — MHBepCcHsi—BOCCTAHOBJIEHUE C OCJIa0IE€HUEM CUTHAJIA OT XKUIKOCTH.
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HepBHo-mbiweykbie 5OJIE3HH

U axXuA108bIX peghreKcos, CHUdMCeHUe 001e80il Yy8Cmeumens-
HOCIMU N0 MUNY <HOCK08», HapyuleHue NOX00KU ¢ 21eMeHma-
MU CIennaxica, Heo3mMoNCHOCMb X00b0bl HA NAMKAX U HO-
ckax. Hzeecmmno, umo oas MPT-kapmunot npu CADASIL
nomumo eunepunmerncusrocmu b B xapaxmephul raKyHapHble
Kucmol, yepebpaivbHble MUKPOKPOBOUNUAHUS, pACUUpeHUe
nepusackyasapHvix npocmparcme Bupxoea— Pobuna u ampo-
us mo3ea, cpedu KOMOPbIX KOAUHECHBO AAKYHAPHBIX KUCT
U ampousi M032a AGASIOMC LYECMBUMEAbHBIMU MADKEPAMU
[56]. Oonako smux MPT-nposenenuii y npobanda ne om-
Meuanocsy, u duccoyuayus Kaunuveckux u M PT-nposenenuii
cmasuna duaenoz CADASIL noo comnenue. Ilpu muwamenvHom
cope cemeiinoeo aHamHuesa Obia0 bIACHEHO, YMO Y POOH020
opama, omuya, 0a0u u dedyuiku npobaHda omme4anrocv Ha-
pyuierue noxooku. Ilo dannvim MPT I'M y podnoco bpama
npobanoa eviseaeHvl usmenenus bB (6e3 donosnumenvHoeo
YMOYHEeHUs), U eMy paHee Obll NPo8eOeH HaCMUUHbLI AHAAU3
eena NOTCH 3, npu komopom namoeeHHbvIX 8apuanmog He Obi-
10 00HapyxceHo. bviio npedcmaesneno pomo u eudeo bpama
u omya npo6anoa, 20e omme4eHv. NMo3, CMennaxic, a y omua
makce A100nas aroneyus. Taxum obpazom, ¢ yuemom Kau-
HU4ecKux u eeHeanoeu4eckux 0aHHbix y npobanda bvina 3a-
nodospera M1, noomeepdusuiascs npu oarvheiuiem mone-
KYAAPHO-2eHeMU4eckom anaiuse (8oisa61eH0 YeeauteHHoe
uucno konuii CTG-noeémopa (n? >50) 6 3’-nempancaupyemoii
obaracmu eena DM PK). Ananoeuunoe usmenenue obnapyaice-
HOy bpama, a ocmanvHvle pPOOCMBeHHUKU He Oblal O0OCMYNHbI
ons nposedenus JIHK-ouaenocmuru.

[pencraBieHHOE KIMHUYECKOE HAOIIOACHIE HATJISIIT -
HO MOAYEPKUBAET HEOOXOIMMOCTb KOMIUIEKCHOTO KITMHU-
YeCKOro o0cIeIoBaHMs M TIIaTeIbHOM nuddepeHImanb-
HOI TMarHOCTUKMU C 1IEJIbI0 KOPPEKTHOUN MHTEpIIpeTalluu
JaHHBIX HEHpPOBU3YyaIu3allMy U OIPEACICHUS TaKTUKU
MOJICKYJISIPHO-TEHETUYECKOI0 00CIeOBaHUS IS yCTa-
HOBJICHMSI TUArHO3a.

Crnenyet yuuThIBaTh, uTo XoTst MPT-kaptuna mpu M/I1
n CADASIL MoXeT OBITh CXOXel, MaTOJIOrMYECKHUE Mexa-
HU3MBI, JIeXKalllie B OCHOBE 3TUX 2 3a00JIeBaHUI, pa3Iny-
Hbl. U3menenus BB no manneiM MPT npu M/I1 Moryr
OBITH ITPOSIBJICHUEM HelipoJereHepaluu, CBSI3aHHOM ¢ Ha-
KoIlUIeHueM Tay-0enka, a mpu CADASIL cBsizaHbI co crie-
LHU(pUUECKOil apTepuonaTUeil, mopaxkaloliei riiaBHbIM
00pa3oM MesiKre ephopHUpyIoIIKe U JIENTOMEHUHICab-
Hble apTepuy ['M 1o mprYMHe HAKOIICHYSI B HUX TpaHy-
JIMPOBaHHOrO ocMUOGUIbHOTO MaTepuana [57]. Ysa3Bu-
MOCTb TiepenHeil BucoyHoi nonu pu CADASIL moxet
OBITH CBSI3aHA C PACIIMPEHUEM MEPUBACKYJISIPHOIO TIPO-
CTPaHCTBa, 00YCIOBICHHBIM YHUKAJIBHOW CTPYKTYPOI IO-
CJIEIHETO U BacKyJIsipu3alneil BeTBIMU NepeTHell BUCOY-
Hoit aptrepuu [58]. UccnenoBanue H. Kim u coast. (2018),
BKIoYaBmree 29 nmanueHToB ¢ MJI1 1 68 manmeHTOB

¢ CADASIL, BeIgBMIIO, UTO JTOOHBIE M TEMEHHO-3aThUIOY -
HbIE 01V, HapyXXHasl Karicyya 1 6a3ajbHble TaHTJIMU Obl-
J1 BoBJieueHbl ipu M/I1 B MeHbIlIe#t cTereHu, 4yeM Ipu
CADASIL, a uepedpaabHble MUKPOKPOBOM3IUSIHUS He Ha-
Onroganuch HU Ha ogHOM U3 u3obpaxkeHuit MPT nauueH-
toB ¢ MJI1, Torma kak y 69 % mamuentos ¢ CADASIL
MMKPOKPOBOU3IUSHUS ObLIN 3a(MKCUPOBaHLI [59].

Yacrota 1 BbIpaxkeHHOCTb ITopaxkeHus1 bB, BbIsiBlIeHHbIE
¢ ucrosnb3oBaHueM wkan Fazekas?/ARWMC?3, xoppenu-
PYIOT C HEMPOTICUXOJIOTUIECKUM Ne(OUITUTOM, BO3PACTOM,
CKOPOCTBIO IporpeccupoBanus MJI1 u pazamepaMu 3KcC-
nancny CTG-noBropos nipu M1 [23, 25, 39, 43, 45, 60].
T. Cabada u coaBr. (2021) B Kkoropte 13 33 MauXeHTOB 10~
Kazaiu, uro y 16 (48,5 %) orMeuanoch nporpeccupoBaHue
MOopakeHUs 6€JI0r0 U CEPOro BEIIECTBA C COMYTCTBYIOIIM
YXYIIIEHUEeM KOTHUTUBHBIX HapymeHuii [61]. Auddysu-
OHHO-TEH30pHasl BU3yajau3allusl 1 UHbIE COBPEMEHHBIC
METOJIbI IIOKA3bIBAlOT MUKPOCTPYKTYPHbBIE N3MeHEeHUsT BB,
a IMHaMWYeCKKe HaOJTIOMeHMS YKa3bIBalOT Ha TIPOrPECCH -
poBaHue udmMeHeHuii bB u atpodun y yactu nauueHToB
[61, 62]. HecMoTps Ha To 4TO lLiepeOpaibHast aTpodust
M CTelleHb nopaxeHus bB mocroBepHO KoppeaupoBaimn
C HapylIeHHEeM MHTEJUIEKTYaJIbHOTO pa3BUTUS, Psil paboT
HE BBISIBUJIM Y€TKOI CBSA3M MEXIY IMPOrPecCUpOBaHUEM
MPT-u3mMeHeHUi1 1 BO3pacTOM, HEHPOIICUXOJIOTUUECKU -
MM OTKJOHECHUSIMHU WU BBIPAXXEHHOCTHIO MOPaXECHUS
HEepPBHO-MBIIIEYHOTO anmapara [24, 26, 38, 49, 63].

V nereit ¢ M/ 1 ellie B HeoHaTalbHOM TIepUOIe OOHA-
pyxuBatoT aHoManuu bB: mepuBeHTPpUKYISIPHYIO JeiTKO-
3HIIe(DaTONaTUIO0, KOPKOBYIO aTpoduio, BEHTPUKYJIOME-
TaJINIO ¥ UICTOHYEHWE MO30JINCTOrO Tesa [64—68]. OmHako
HEKOTOphIe MalMEeHThI ¢ BpoxkaeHHoi M1 neMoHCTpu-
pYIOT HopMajibHY10 KapTuHy MPT 1 uHTenneKkTyanbHoe
pasBuTHe [69].

Muotonuueckas auctpodusa 2-ro tuma (MJ12). M/12
(OMIM: 602668) — ayToCOMHO-IOMWHAHTHOE 3a00jIeBa-
Hue, BeI3BaHHOe 3kcnaHcueir CCTG B uHTpoHe 1 reHa
CNBP (ZNF9), nokanuzoBaHHOIo Ha xpoMocome 3q21 [12,
70, 71]. Mexanuambl MJI2 cxoxu ¢ TakoBbIMU TTpu MJI 1
[72]. B xnmuHM4YecKoit KapTUHE OTMEYaloTCs MeIJICHHO
Iporpeccupylonias IpoKCUMaibHasl C1aboCTh, MUAJITHSI,
MMOTOHUS, KaTapakTa, BO3MOXHBI CEPICYHbIC U DHIO-
KpUHHBIE HapylleHus. EcTh CBUIETEILCTBA O BOBJICYCHUH
LIHC u conyTcTBYIOIIMX KOTHUTUBHBIX HApylIeHUsX [73].
[TepBoe uccenoBaHye BU3yaau3ali MO3ra y IalleHTOB
¢ MJI2 6b110 npoBeAeHo B 1997 ., 1 B mocieayloieM
JIJIS. pyTUHHOM BU3yalu3aluMy MO3ra y raiueHToB ¢ M/JI2
ucnoyibzoBaiu MPT 1,0/1,5 T, rne oCHOBHBIMM OOILIUMU
HaxoakaMu ObUTH 1M dY3HBIE TIEPUBEHTPUKYISIPHBIC U3~
meHeHust bB [27, 60, 74—76]. Pe3ynbraThl McclIeAOBAaHUIA
BapbUPOBAJIU OT JIETKKMX, HEOMHOPOIHBIX M ACUMMETPUYHBIX

2[1Ikana 115 OUEHKU CTETNIEH! BBIPAKEHHOCTH M3MEHEH Uit 6eI0ro BelecTBa FoJIOBHOTO MO3ra.
3Age-Related White Matter Changes scale — BU3yajibHasl IIKajla OLEHKH BO3PACTHBIX U3MEHEHUI 6eJIOro BelecTBa FOJIOBHOTO MO3Ta 110 JaHHBIM

Mal'HPITHO—pGZiOHaHCHOP’I nim KOMHB]OTGDHOI71 TOMOl'pa(.J[)I/H/I.
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MOpaXXeHU I TOIKOPKOBOTO U ITEpUBEHTPUKYJIsIpHOrO BB
IO KPYMHBIX JeUKOAUCTPpOGUIECKUX U3MEeHEeHU I [39,
60, 76].

Knunanveckwuii caydaii 2

IIpobano — xcenwuna 49 aem c scarobamu Ha nmos ek,
ouyujeHue KOMKa 6 2opae, eHycagocmo, cAabocmo Hoe (8 eu-
de mpyoHocmu nodsema u cnycka no Aecmuuye, NooKauuea-
HUs Ho2 npu xo0bbe), Opsada0cmb Ml PYK U HO2, CKOBAH-
HOCMb NPU JCeAaHUU ObICMPO 6CMAMb, NPeX00sUUe CRA3Mbl
6 acusome, Hedepyucanue mouu. CemeliHblil AHAMHE3 OMs20-
weH, y omya u 'y deda no Omuy08cKoil AUHUU OMMEeYaiacs
crabocmo moluiy Hoe. M3 anamuesa u3eecmuo, 4mo nepevle
cumnmomol 803HuKAU nocae 30 aem é eude caabocmu Moluly,
weu, HceHujuHe PUXo0UL0Ch HOO0EPICUBAMb 20108 NPU HA-
KAOHAX 6nepeo u npu Nonvimke nodsema 20108bl 8 NOAOICCHUU
aexca. B 39 nem nossunace crabocmov mululy, myaosuud,
NpUX00UAOCH NOBOPAYUBAMbCSL HA OOK, YMOObl 6CMAMb C KPO-
eamu. Ilocae 40 aem npucoedunuuce nmo3 éex U mpyoHocmu
NpU NPOAAMbIBAHUU NUWU, CAAOOCMb MblLUUY NPOCPECCUPO-
sana. Cpedu conymcmeyiouux CoCmosiHuil OmMme4aiuch eu-
nomupeos, NApoKCU3MAaAbHAs MAXUKAPOUsL, MAMOYHbIE KPO-
éomeyeHusl. YpoGeHb CblGOPOMOUHOI KpeamuHKUHA3bl
He omauyancsa om pegeperchvix snauenuil (174—240 Ed/n).
1lo dannbim ueoavuamoti 31eKmpomuoepauL 8blsiéAeHbl NPU-
3HAKU NEPBUYHO-MbIUICHHO20 NOPANCEHUSL, PeOKUe MUOMOHU-
yeckue paspsaovl. MPT I'M evisiguna nepuseHmpukyaapHyo
eunepurnmencuerocms bB (puc. 3). Obsexmueno 6 Heapoao-
2UUECKOM cmamyce OmMe4eHbl cA1ab0Cmb KPY208blX Mblull
21a3, nmo3, OUCGhOHUsL, cAadOCMb MblulY, ceubamenell uieu (na-
UYUECHMKA He MOJICem 0OMOpeamb 20408y OM KYUemKu), npuembl
Tosepca npu 6écmasanuu c Kopmouex; MUOMOHUYECKUX (heHO-
MEHO08 He 0OHAPYICEHO; CYXONCUNbHBIE PehAeKChbl 0XCUBACHDL,
CUMMEMPUYHDL, YYECMBUMENbHbIX HAPYUIEHUL Hem, KOOpOU-
HamopHble npoodbl binoaHsem yoosnemeopumenvio. C yuemom

KAUHUKO-AHAMHECMUMECKUX OAHHbIX U CeMeliH020 aHamMHe3d
dugppepenyuanvrbiii duaenoz nposoduacs ¢ MIA1/MJI2,
npu noucke dKcnancuu noemopos 6 eene ZNF9 aviseneno yse-
auyenroe yucao konuii CCTG-nosmopa (n2 >75).

B 1ie;10M MOXHO caenaTh BEIBOJ, O TOM, UyTo ripu M/J12
nopaxeHue BB BcTpeuaeTcst pexe U MeHee OOLIMPHO,
yeM rpy M/11, gaiiie BBISIBJISIIOTCSI IEPUBEHTPUKYJISIPHBIE
ovaru, IpeuMYIIeCTBEHHO B JIOOHBIX M TEMEHHO-3aThLIOY -
HBIX 00JIACTSIX, TTOPakeHUE BUCOYHOM TOJIM BCTPEYACTCS
penko [27, 39, 60, 74, 76]. ATpocdust 6e710T0 U CEPOro Be-
mectBa I'M npu MJI2 onucaHa, onHaKo ee MaToreHeTH-
yecKas Mpupoaa ocTaeTcst HesicHoit [77].

Mbimeynbie gucTpodun. BpoxaeHHbIe MbIIIEYHBIE
auctpodun (BM]I) — KIMHUYECKU U TEHETUYECKU reTe-
poreHHas rpynra HMB, nposBasiiolmxcst yxxe ¢ poxXaeHUsT
WJIU B TIEPBBIC MECSLIBI XXM3HU. [JIsI HUX XapaKTepHbI TUQ-
(by3Hast MpIITIEYHAS] TMIIOTOHMSI, 3a1eP>KKa MOTOPHOTO pa3-
BUTHS, TIPOTPECCUPYIONIAsT MBIIIIEYHAsT CIA00CTh, a TAKKE
MOpGhOIIOrMYeCKIe TPU3HAKU TUCTPOGUIECKOTO IPOLieC-
ca B MBIIIICYHOM TKAHU.

Hawubonee pacripocTpaHeHHOM (POPMOIi SABISIETCS Me-
PO3UH-Ie(UIMTHASA MbllIeyHas quctpodusa. OHa xapakre-
pU3yeTCs FeHETMYECKOM TeTepOreHHOCThIO 1 CITEKTPOM (he-
HoTuIoB OT Tsekenoir BMJI 1A-tuma (OMIM: 607855)
10 GoJiee JIerKoii Mo3aHe (hopMbl MOSICHO-KOHEYHOCTHOM
MbIIIeyHON auctpodun 23-ro tuma (OMIM: 618138).
Boie3ns 06yciioBieHa OuaieIbHBIMUY ITAaTOTeHHBIMU Bapy-
aHTamu B reHe LAMAZ, kogupylolleM a2-1emnb JaMuHuHa 211
(Mepo3uH) [78]. Mepo3uH sBJsieTcs: 0eJIKOM 3KCTpaLe)IIo-
JIIPHOTO MaTPUKCA CKEJIETHBIX MBI, JIAMUHMHBI BBITIOJ-
HAIOT KJTIOYEBYIO CTPYKTYPHO-(DYHKLIMOHAJIbHYIO POJIb, (hOp-
MUPYS TIEPBUYHBIN ceTYaThIil KapKac 6a3albHOM MeMOpPaHBI,
Ha KOTOPOM 00eCIIeYMBAaETCs MPUKPEIICHNE BHEKJICTOUHO-
TO MaTpHKca K IMMOBEPXHOCTHU KJIETOK. JIaMUHUH a2 3KCHpec-
CHUpYETCS TIPEMMYIIECTBEHHO B 0a3ajbHBIX TUIACTHMHKAX

Puc. 3. Maenumno-peszonancras momozpapus 20108H020 M032a NpU MUOMOHUHecKol ducmpoghuu 2-e0 muna. Obpawaem Ha cebs HUMAHUe 00UUPHOE
nopaxcerue 6e1020 6eU4eCMea 20108H020 M0O32a 6 8UOE NePUBEHMPUKYAAPHOU 2UNEPUHMEHCUBHOCMU HA CHUMKAX 6 pedicumax T2-e36euienHbix u300paxcenui

u FLAIR (cmpeaku)

Fig. 3. Brain magnetic resonance imaging in myotonic dystrophy type 2. Extensive white matter lesions presenting as periventricular hyperintensity are noted

on T2-weighted images and FLAIR images (arrows)


https://www.zotero.org/google-docs/?BALXq9
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https://www.zotero.org/google-docs/?RNltO6
https://www.zotero.org/google-docs/?YIKUHy
https://www.zotero.org/google-docs/?XPRGVW
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HepBHo-mbiweykbie 5OJIE3HH

CKEJICTHBIX Y CEPIACYHOM MBIIIL, HO TAaKXe COMEPXKMUTCS
B IIBAHHOBCKMX KJIETKAX, KOXKe, CHHAIITUYECKOI 0a3aIbHOI
MeMOpaHe nepudepruyeckux HepBoB, Tpodobiacte [79].
OTcyTCTBUE JTJAMUHKMHA 02 MOXKET HAPYIIMUTD CBSA3b MEXITY
cyocapKoJieMMaJTbHBIM IIUTOCKEIETOM 1 BHEKJICTOYHBIM Ma-
TPUKCOM, UYTO MPUBOIUT K HECTAOMIBHOCTH CapKOJIEMMBbI
U HEKPO3Y MbIIIIEUYHBIX BOJIOKOH [80].

[ToMuMO XapakTepHOTO CKEJETHO-MBIIICYHOTO T0-
paxeHUs, y 3HAUUTEIbHON YacTU naiueHToB npu MPT
I'M BoisiBAs10T M3MeHeHUs1 BB, HamoMuHalomue jaeiko-
nuctpoduio. [lepBoHayabHBIE U3MEHEHUST HA TOMOIPaM-
Max IIPOSIBJISIIOTCST B BUIIE 0YarOBBIX WU AU GY3HBIX 30H
TUIIEPUHTEHCUBHOTO CUTHAJIA B pexknuMe T2-B3BEIIEHHBIX
M300paXXeHU, TPEUMYIIICCTBEHHO B MEPUBCHTPUKYJISP-
HOI1 U cyTipaTeHTOpUaibHOI obnacTsax bB, a mpu KoMmblo-
TepHO ToMorpaduu 3TU U3MEHEHUSI COOTBETCTBYIOT
yJacTKaM CHYKeHHO# rioTHocTH [81—87]. M3meHnenus bB
Takxke BKJIIOYAIOT TUIIEPUHTEHCUBHOCTH B pexkume FLAIR
Y TUIIOMHTEHCUBHOCTh B pexkuMe T1B B mOIKOPKOBBIX
U TIEPUBEHTPUKYIISIPHBIX 00JIACTSIX C COXPAaHHOCTHIO 00-
JIaCTel MUETMHU3AIMY (MO30IMCTOrO TeJla M BHYTPeHHE!
KarmcyJibl) Ha 0oJiee MO3AHUX cTamusx 0ojie3Hu [85, 88].
DTU U3MEHEHUSI, CTAOMIBHO BBISIBJISICMbIC B TCUCHUE TTEP-
BOT'O ToIa XKU3HU, HE CBSI3aHbI C IeMUEIMHU3AIIUEN, a CKO-
pee SBJISIIOTCS] BTOPUYHBIMU 1 00YCJIOBJIEHBI TTOBBIIIICHHOM
MPOHUIIAEMOCTHIO 6a3aJbHBIX MeMOpaH M3-3a AehUIIITa
JIAMUHUWHA 02, YTO CITOCOOCTBYET YBEIMUYCHUIO COIEPKAHMS
BOJIbI B TKaHIX Mo3ra [89].

B KpymmHOM KOrOpTHOM UCCJICIOBaHUM, BKITIOUMBIIIEM
130 xuraiickux nanreHToB (116 ¢ BM/ u 14 ¢ mosicHO-
KOHEYHOCTHOI MBIIIEYHO# auctpodueit), v 95 (92,2 %)
n3 103 mauuentoB ¢ BM/I BeisiBieHa nuddy3Has TUIep-
HHTeHCUBHOCTh BB Ha T2-B3BellleHHBIX U300paKeHUSIX,
TOrjga Kak y 8 ImaiueHTOB, 00C/IeqOBaHHBIX B BO3pacTe
oT 5 gHeit g0 4 mec, mpu MPT nu6o He ObLIO BBISIBIIEHO
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W3MEHEHUH, TN00 OTMEYAIUCh €MIUHUYHbBIE OYaroBble U3-
meHeHus [90]. PanHue uccienoBaHus Takxke 1€MOHCTPU -
PYIOT BBICOKYIO 4yacToTy nopaxeHuss bB. Ilo maHHbIM
uccnenosanus F. Geranmayeh u coaBrt. (2010), usmeHeHust
BB I'M BrisiBneHsl y 18 (85,7 %) matpeHToB 13 21, ipudyeM
y 3 mauueHToB MPT Oblia BbInosiHeHAa B HEOHATAJIbHOM
nepuoe, Koraa Mpu3Haky MOIJIU e1le OTCYTCTBOBATh [88].
J. Philpot u coaBrt. (1999) u S. Lamer u coanT. (1998) 06-
HapyXXuJIM U3MEHEeHU Yy Bcex 14 u 15 obciiemoBaHHBIX
MMaIMEHTOB COOTBETCTBEHHO, BO3PACT 00C/eIyeMbIX ObLI
MperMYyIIeCTBeHHO cTapiie 6 mec [85, 91].

IMonoo6Hbie u3MeHeHUst BB I'M BBISIBJIEHBI Y HAILIETO
MalyeHTa; IpeacTaBisieM HYKe TaHHBIA KIMHUYECKUI
CIIy4yanu.

Knunuyeckui cnyyain 3

ITIpo6ano — manvuux 4 nem 11 mec u3 unOpeoHoil cemois,
¢ noomeaepiicoertvim ouaerozom BMI[ 1A-muna, 06ycioénennoi
namoeennoim éapuarnmom (NM_000426.3:c. 1893 _1897del,
p-(Asp631GlufsTers)) 6 eene LAMAZ2 6 eomozuecomuom co-
cmosinuu. C poycoeHuss ommeuanuco MblileyHas c1abocmo
U 3ampyOHeHUsI COCAHUS, 3A0epICKa MOMOPHO20 PA3GUMUSL:
Hauan yoepicueams 20408y U CAMOCMOAMENbHO CUOeMb
c 2aem 11 mec; k 4 200am 11 mec camocmosmenvHoili Xo0b-
ObL He ObL10. B Hesponoeuueckom cmamyce ommeuaiuco
ougghy3nas molueunas eUunomoHus, 2unompous, cyxo-
HCUNBHAS apepaeKcust, KOHMPAKMYPbl KOACHHbIX U 201€HO-
CMONHBIX CYCMAB08, 3ampyoHeHbl NOBOPOMbL 8 NOCIEAl.
IIpu snexkmpokapouoepagpuu evis8AeHa YMEPEHHO BbIPAINCEH-
Has maxuapummus (1acmoma cepoeyHbviX COKPAUeHUl —
102 y0./mun). Yposeno kpeamunxunazot — 191 Ed/a. Ilpu
MPT I'M obHapysceHbl npu3HaKu nepuseHmpuxKyAapHO
AelKo3HYeparonamuu, ymepeHHol 2UnonAa3uy 4epes Mo3-
HCEUKA ¢ NOKANLHIM PACUUPEHUeM CYyOapaxHoudaibHo2o
npocmpancmea (puc. 4).

Puc. 4. Maenumno-pe3onancnas momozpagus 20108H020 M032a NPU BPOHCOCHHOU MePO3UH-0epuyumroll mviueurol oucmpoguu 1A-muna. Obpawarom
Ha ce0s1 6HUMAHUE NPUHAKU NePUBCHMPUKYAAPHOI HeCUMMemPUYHOU NeliK03HUedharonamuu Ha cHUMKax 6 pexcumax T2-e3eewennvix uzoopaxcenuti u FLAIR

(cmpenku)

Fig. 4. Brain magnetic resonance imaging in congenital merosin-deficient muscular dystrophy type 1A. Asymmetric periventricular leukoencephalopathy

is noted on T2-weighted images and FLAIR images (arrows)
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Xots uameHeHus BB B ocHoBHOM HoCST An¢Gy3HbIH
XapakTep, y HeOOJIbIIIONW MOATrPYIIIHI MAllMEHTOB HAOJIIO-
JatoTcs ¢1abo0 BbIpaxkeHHbIE 0YaroBble U3MeHeHus |78, 92].
C.Y. Tsao u coasrt. (1998) onuicanu 2 MalueHTOB C MOJTHbIM
JeUIMTOM JJAMUHMHA 0.2, Y KOTOPBIX IOMMMO O4aroBOro
nu nudgy3Horo usmeHeHus bB Ha T2-B3BelIeHHBIX N30~
OpakeHUSIX TakxKe HabmoaaIach MOJTMMUKPOTMPUS B IOOHOIM
JTojie, CXOIHasI ¢ TaKOBOM y mareHToB ¢ BMJI dykysaMma,
cuHIpoMoM Yokepa—BapOypra v MbIlIeYHO-T/1a30-M0O3-
TroBbIM cUHAPOMOM [93]. CTpyKTypHble aHOMaJUU MO3Ta
BKJIIOYAIOT KOPTUKAJIBHYIO TUCITIA3KIO, JIUCCIHLIEMaTNIO
(arupuIo WM Naxurupuio) v noauMuKporupuio [88, 94, 95].
HccrnenoBanue, BKIIOYMBIIEE 25 MAllMEHTOB B BO3pacTe
oT 9 Mec 10 34 jeT, BBISIBWIO KOPPEJISILIMIO MEXIY HaJIM-
yyeM MOJIMMUKPOTMPUH M snwtenicueii [96]. OtcyTcTBue
OTKJIOHeHU I o naHHbIM MPT I'M y neteit MaageH4ecKoro
BO3pacTa He MCKJII0YaeT JMarHo3 Mepo3uH-A1eUIIMTHOMN
BM/I, B TaKMX CUTYalLIMsIX PSIT aBTOPOB PEKOMEHITYIOT IIPOBE-
neHue noeropHoit MPT B Bo3pacte ctapiie 2 et [84].

ITosicHO-KOHeYHOCTHAS MbIleYHast AucTpodus 23-ro TH-
na (OMIM: 618138), Takke 00yCITOBI€HHAsI TTATOTeHHBIMI
BapuaHTamu B reHe LAMAZ2, xapakTepusyeTrcs 0oJee Mmo3a-
HUM JIe0I0TOM, HaUMHAas C paHHETO JASTCTBA U IO 3PEJIOro
Bo3pacTa. Y OOJBbHBIX MOIYT HaOIIOAAThCS MBIIICYHAsI
runoTpodus, CHHIAPOM PUTUIHOIO ITO3BOHOYHUKA C KOH-
TpaKTypaMHU CYCTaBOB, OOBIYHO JIOKTEBBIX, a TAKXKE ITPO-
rpeccupylolias IpixaTesibHas HeIOCTaTOYHOCTb, CKOJINO3
u Kapauomuornarus [97—99]. B koropte D. Tan u coaBT.
(2021) cpenu 14 mauMeHTOB C MOSICHO-KOHEYHOCTHOMN MbI-
IeYHoi nuctpodueii nuddys3Hast rTunepUHTEHCUBHOCTh
BB Ha T2-B3BelIeHHBIX M300paxkeHUSIX OTMedalach
vy 9 (64,3 %) nauueHToB, ay 4 (28,6 %) oGHapyXeHbI Me-
Hee BhIpaXXeHHBIC 04aroBbie U3MEHEHMS (TIPEUMYIIIeCTBEH-
HO B O0JIACTH TIEPEIHMX/3aIHUX POIOB OOKOBBIX XKEJTYI0Y-
KOB), T.€. CyMMapHO M3MeHeHUsT 0OHapyKeHBI Y 13 (92,9 %)
n3 14 nanuenTos [90]. B npyrux onucaHusx HEOOIbILNX
KOTOpT MalyeHTOB Mpu3Haku nopaxeHusi bB I'M otme-

yajauch y Bcex oocaenoBaHHbix [100, 101]. ITpu aTom y He-
KOTOPBIX MALIMEHTOB MOTYT HAOIIONATHCS HE3HAYMTEIbHBIC
ouaroBble U3MeHeHUsT BB, MHTepIpeTUpyeMblie Kak He-
cneuuduueckue npusHaku [102, 103].

Knuunyeckuin cnyyai 4

ITIpobano — ronowa 19 sem ¢ noomeepicoenHvim ouaeHo-
30M NOSACHO-KOHEYHOCHHOI MbluledHOU ducmpoguu 23-20 mu-
na, c namoeenHoIMU 8apuanmamu 6 eene LAMAZ2 6 komnayHo-
eemeposuzomuom cocmosnuu (NM_000426.3:c.6584T>C,
p.(Leu2195Pro)) u dynaukayueti 3xk30n08 2—9 eena LAMAZ.
3aboresanue debromuposano 6 6 1em 6 sude ymomasemocmu
npu gusuueckoil Haepyske u Hapyuenus noxooku. C 8 sem
nayueHm cman Xo0umv Ha HOCKAX, NPO2Peccuposanrd caa-
060CcMb NPOKCUMANBLHBIX OMOEN08 HO2. YPOGeHb KpeamuHKU-
Hazwvt cocmasgun 2900 Ed/a. Ilpu nposedenuu snexkmpomuo-
epaghuu 8vIsA6AEH NEPEUUHO-MbIULEUHbLI MUN NOPAICEHUSL.
MPT mbiuy nokasasa KapmuHy dcupogoil uHguAbmpayuu
npeumyujecmeento moiuy, 6edep. Illpu MPT I'M evisa6aenbl
oughgysnvie usmenenus bB 6 oboux noaywapusx (puc. 5).
Ilpu ocmompe ommeuenvt caabocmo Kpy208biX MbllY 2na3
(3,5 banna), neekas cnabocms HUNCHET NOPUUU MUMUYECKUX
mblwy, (mpyoHocms yoepicanusi Ha0ymoix wjex), caabocmo
nepedHeii epynnst moluiy, 6edep (3,5 6aina), crabocms 601b-
ol 1200uHOL Mbliulybl (3 6anna) u cpedueil 5200U4HOU Mblid-
ubl (4 basna), eunepmpous UKPOHOICHBIX MbLULY, NAAbNA-
MOPHO — YNAOMHEHUE MblUdY, HO2, UX KOHIMYPUPOBAHHOCHb,
CHUDJICEHUE CYXONCUNbHBIX PeqheKcos ¢ PYK U KONeHHbIX pegh-
AEKCO8, OMCYMCMeUe axuil08ulx U OprouHbIX peghrexcos,
nOX00Ka npeumyujecmeenHo Ha Hockax, npuemst losepca,
KpblaoeuoHble J0NAMKU, PEMPAKUUU AXUAN08bIX CYXONCUAUIL,
KOHMPAKMYPbl 20A1€HOCHONHbIX CYCMABO8.

Takum obpazom, usmeHenuss bB nipu LAMAZ2-acco-
uupoBaHHo BMJI nipeacTaBisitoT co00i MperMyI1LecTBeH-
HO CMeNIaHHBII (DeHOTUI, 00YCIOBIIEHHBII HapyIlIEHUEM
CTPYKTYPHO-(GYHKIIMOHAIBHOM IEJIOCTHOCTH TeMaTO3H-
nedaInvyeckoro dapbepa ¢ yBeJUUYCHUEM COACpPKaHUS

Puc. 5. Maenumno-pesonancras momoepaghus 201061020 M032a NPU NOSACHO-KOHEUHOCMHOU MbluieuHol ducmpopuu 23-20 muna. Obpawjaem Ha ce6s 6HU-
Manue ugh@ysHas cummempuuHas NepUGEHMPUKYASPHAsL 2UNEPUHMEHCUBHOCIb HA CHUMKAX 6 pexcumax T2-e3eewtennvix uzoopaxcenuii u FLAIR (cmpeaku)

Fig. 5. Brain magnetic resonance imaging in limb-girdle muscular dystrophy type 23. Diffuse, symmetric periventricular hyperintensities are noted

on T2-weighted images and FLAIR images (arrows)


https://www.zotero.org/google-docs/?x2Linf
https://www.zotero.org/google-docs/?1SpHXi
https://www.zotero.org/google-docs/?nRBz6X
https://www.zotero.org/google-docs/?fwNqiN
https://www.zotero.org/google-docs/?mPkPFL
https://www.zotero.org/google-docs/?ceSgcA
https://www.zotero.org/google-docs/?09glDP
https://www.zotero.org/google-docs/?vx4aoF
https://www.zotero.org/google-docs/?ENaIsU
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MeX- 1 BHEKJICTOYHOI BOIbI, @ TAKXKEe BTOPUYHBIM Hapy-
IIeHUEeM MUEIMHU3ALUK BCISACTBUE AehUIINTA JTAMUHU-
Ha 02, BJAVSIONIETO Ha BBLKUBAEMOCTb U T hepeHIIPOB-
KY OJIUTOACHIPOIIUTOB.

Hacaencrennble Heiiponatuu. CunTaeTcsi, YTO HaCJIe -
CTBEHHbIE MOTOPHO-CEHCOPHBIC HEMpPONaTUH, U3BECTHHIC
TakxKe Kak 6oJyie3Hb lllapko—Mapu—Tyra (LIMT), npen-
CTaBJISIIOT COOOM TeHeTMYEeCKU Pa3HOOOpa3HYIO TPYIIITY
MPOrpecCUupylolnx 3a00JeBaHUi, 3aTparuBaloIInX Ipe-
HMMYILECTBEHHO NeputepruIecKyIo HEpBHYIO CHCTEMY, O/~
HaKo onucaHbl (GOPMBI, MPU KOTOPLIX Mopaxkaetcs 1 LTHC.
Knunauvecku IIMT nonpasnensiorT Ha JeMUETUMHU3U-
pytoiryto (LLIMT 1-ro tuma), akcoHanbHyto (LLIMT 2-ro turma)
M TIPOMEXYTOYHYIO (DOPMBI HA OCHOBAHUY CKOPOCTH ITPO-
BEIICHUsI 110 MOTOPHBIM BOJIOKHAM CPEAMHHOIO HepBa
Ha ypoBHe npeareubs [104]. M3BecTHO, uTo >80 reHoB
accoruupoBaHbl ¢ IIIMT ¢ ayToCOMHO-TOMUHAHTHBIM,
ayTOCOMHO-PELIECCUBHBIM WJIA CUETIJICHHBIM ¢ X-XpOMO-
comoit HacnenoBaHueMm [105].

Bbonesus IIMT 1X-tumna (OMIM: 302800) sBisieTcst
BTOPOI1 IO paCIpOCTPaHEHHOCTH HACJIEACTBEHHOM HeWpo-
natueit mocie IIIMT 1A-tuna. bonesnb odyclioBieHa re-
TepO- WJIM TeMU3UTOTHBIMU BapMaHTamMu B reHe GJBI,
KOIUpYIolIeM 0eJIOK KOHHEKCHH 32, 1 HacJiemyeTcst X-CLieT-
JIeHHO AoMuHaHTHO. Y nauueHToB ¢ IIIMT 1X-tumna ot-
MedaeTcs TopaxkeHue Kak nepudepudeckoii, Tak u HTHC,
YTO, BEPOSITHO, CBSI3aHO C BBICOKOM 3KCITpeCcCHeil KOHHEK-
cMHa 32 B IIBAHHOBCKUX KJIETKAaxX Nepudeprueckrx HEpBOB
n onuroaeHapouutax I'M [106, 107]. OmmcaHbl TpaH3M-
TOpHBIE MapoKcu3MaibHble TopaxkeHus LTHC ¢ cumnTo-
MaMU B BUJIE€ TOJIOBOKDPYXEHHUsI, TeMuIlape3a, adas3uu,
IU3apTpuu, OTucharuu, dMUIECNTUIESCKUX TTPUCTYIIOB,
aTaKCUU, KOTOPBIE YaCTO IMOJIHOCTBHIO WJIM YaCTMYHO pe-
IPECCUPYIOT B TEYEHME OT HECKOJIbKMX MUHYT JI0 MECSILIEB,
C BO3MOXHBIMU PELIMAVBAMU B MOCJIEAYIONIMEe roabl [59,
108—118]. IIpu MPT I'M 511 a3n1u304b1 COMPOBOXKAAIOT-
csl TUIIEPUHTEHCUBHBIMU cuUTrHajiaMu B BB B pexumax
T2-B3BeleHHbIx n300paxkeHuit/FLAIR (uHoraa B pexxume
n1(p@y3MOHHO-B3BELLIEHHBIX U300paKeHUIT) B TIEPUBEH-
TPUKYJISIPHOI 00JIaCTH, BHYTPEHHEH KaIlcyJie, MO30JIMCTOM
Teje, a TAKKe B ITOJIyOBaIbHBIX IIeHTpax. Bo MHOTUX Ha-
OJIIOIEHUSIX JaHHbIE M3MEHEHUs TakKKe HOCHIIA TpaH3U-
TOPHBII XapaKTep 1 pa3pellaanuch B CPOKM OT HECKOJIBKIX
IHEW 10 HEeCKOJIbKMX MeCSIeB, MHOIIa ¢ MMHMTalMei
OCTPOTO PAacCEeSTHHOro 3HIIe(aJOMUEINTa WIM JIEHKO-
nuctpoduu [59, 108—111, 113—115, 117, 118]. Hecmotps
Ha TO YTO B psifie cllydyaeB M3MEHEHMS 1o JaHHbIM MPT
MOJIHOCTBIO Mcue3aan B TeueHue 26— 100 nHel, B OTOEb-
HBIX HAOJTIOIEHUSIX OCTAaBAIMCh HE3HAUYUTEIBHBIC PE3UITY -
aJIbHbIe U3BMEHEHMSI, KOPPETUPYIOLINE C JeTKUMU KITUHU-
yecKuMU TposiBieHusimu [108, 110, 112, 113].

KnuHunyeckuin cnyyain 5

ITIpobano — wornowa 16 aem c nodmeepicoenHbvim OUazHo-
som HIMT I1X-muna (NM_000166.6:c.548G>A,p.
(Arg183His)) u munuuHsIMU NPOSBACHUSMU HACACOCMEEHHOU

Hellponamuu 8 eude HapyuleHus NOX00KU (cmennasic), euno-
mpoguu Moy, Kucmeil, ampoguu mMulully, CMOoN, 8bICOK020
c600a cmon u eunepecmesuu. Ilo danHbIM CIUMYAAYUOHHOIL
2neKmpomuoepaghuy  Hoeax MOMOPHbIE U CEHCOPHBIE OMBEbl
He noAy4YeHbl, CKOPOCMb NPOBedeHUsl UMNYAbCA NO MOMOPHbIM
B0/10KHAM CPeOUHHO20 Hepea cocmasuna 32 m/c. B anamnese
2 UHCYAbMONOOOOHBIX COCIMOSHUS NO MUNY MPAH3UMOPHBIX
uuleMu4ecKux amax 6 meverue 2 OHell 6 8ude OHeMeHUs U no-
cmeneHHo passusuiezocs mempanapesa. Qba snuzoda npoud-
AU CAMOCMOSMENbHO 68 meyeHle HecKoabkux vyacos. Ilpu MPT
I'M 6 momenm mempanapesa ommeuenvl NPUHAKU CUMMe-
MPUYHOL nepUEeHMPUKYASPHOU AelK03HUeparonamuy ¢ me-
MEHHO-3aMbLAOYHbIM NAMMePHOM, KOMOPAs 4acMU4Ho pe-
epeccuposana 6 meuerue 10 oneii (puc. 6).

CeMeltHbIe clTy9au 1 OTAEIbHbIE HAOIIONEHUS C P~
JTUBUPYIOIIMMU TPAaH3UTOPHBIMUA MHCYJIBTONOIOOHBIMU
3MU304aMM OIMCAaHbI NMIPEUMYIIECTBEHHO y MallMeHTOB
MYKCKOTO MoJjia B Bo3pacte oT 7 A0 41 roga, nmpu 3Tom
y OOJIbHBIX UMEIOTCSI TUTMYHbIE TTPU3HAKU HACTIEICTBEH -
Holi Heliportatuu [108, 109, 114—116]. 2Kentuuast ¢ IIMT
1X-Tuna pexe cTpaaaroT BbIpaXKEHHBIMI MHCYJIBTOII0N00-
HBIMU 31M304aMU, KaK ITpaBUJIO, OHU KPaTKOBPEMEHHbIE
W peLMAMBUPYIOIIME Oe3 IBHBIX IMTPOBOILIMPYIOLINX (DaKTO-
pos [59, 112, 115, 118].

WNszmenenust bB I'M peako MoryT ObITh OOHApyKEeHbI
W TIpU APYTYX TUMAX HACJIEICTBEHHBIX MOTOPHO-CEHCOP-
HbIX HeMponatuii. K npumepy, IIIMT akcoHanbHas
2N-tuna (OMIM: 613287), accounmpoBaHHas ¢ TEHOM
AARS1, 6b11a TMAarHOCTUPOBaHA Y KUTalCKOro MajibuuKa
8 J1eT ¢ peUIUBUPYIOILIMMU OCTPHIMU UHCYJIBTOIONOOHBIMU
3MU30AaMU, KOTOPbIE COMPOBOXIATUCH CUMMETPUYHBIMU
obpaTuMbIMU ouaramu B BB B pexxumax T2-B3BellIeHHBIX
n3obpaxeHuii/ FLAIR 1 MoaHBIM KIMHUKO-PaauoIOr-
YeCKMM BOCCTaHOBJIeHUEM Tociie jJedeHus [119]. Ilpu-
MeyaTeJIbHO, YTO KJIMHUKO-HEHpOBU3yaau3allMOHHbIE
JNaHHbIE TEMOHCTPUPYIOT 3HAYUTEIbHOE CXOMCTBO C IIPU-
3Hakamu nipu LIIMT 1X-tuna, uro TpedyeT auddepeHIn-
aJIbHOW TUAarHOCTUKU MEXIY 3TUMU TUTIAMUA HEMPOTIATUM.
Ipu aymmikauyu PMP22 (IUMT 1A-tuma; OMIM: 118220)
u neneuyn PMP22 (HaciaeacTBeHHas HeponaTusi CO CKJIOH-
HOCTBIO K MapajimyaM oT caasiieHus; OMIM: 162500) orm-
caHbl conyrcTBytomne MPT-usmenenust bB, kotopnie
MOTYT IIPOTeKaTh 0ECCUMIITOMHO M OCTaBaTbCs CTAOMIb-
HbiMU B guHamuke [120, 121]. IIpocnektuBHas MPT I'™M
y 18 manueHTOoB ¢ paHHUM HavajoM ILIIMT 2A-Ttuna, ac-
colMupoBaHHON ¢ TeHoM MFN2, BuisiBuiia MPT-u3zme-
HeHus B 7 (39 %) cnyvasix [122]. U3MeHeHMs TIpeacTaB-
JISIIM cOO0M MHOXKECTBEHHBIE PacCesTHHbIC WJIM CIIMBHbBIC
TMopaxeHus ¢ BoBjleueHueM Kak bB, Tak u ceporo Benie-
ctBa. KpoMe Toro, onucaH nalueHT ¢ MOATBEPXKIECHHbBIM
nuarHo3oM HIMT VIA-Tuna, Takxke acCOLMUMPOBAHHOM
¢ reHoM MFN2, y xkotoporo nipu MPT BbIsIBI€HBI U30J11-
pOBaHHbIE ITBYCTOPOHHUE MOPAXKEHUS CPEIHUX HOXEK
moszxeuka [123]. IIpu ayrocoMHO-peLiecCUBHOM (hopme
IIMT 4D-1tnna (OMIM: 601455) Takske MOTYT OBITh BbI-
apneHbl MPT-usMmenenust. Y 2 nereil u3 uTajlbsiHCKOM

TOM 15

55


https://www.zotero.org/google-docs/?PQb9Lx
https://www.zotero.org/google-docs/?Eugbmx
https://www.zotero.org/google-docs/?eHeQiH
https://www.zotero.org/google-docs/?CU0Wzo
https://www.zotero.org/google-docs/?CU0Wzo
https://www.zotero.org/google-docs/?hpVTG6
https://www.zotero.org/google-docs/?yMuvXM
https://www.zotero.org/google-docs/?Dnuawn
https://www.zotero.org/google-docs/?THoDNO
https://www.zotero.org/google-docs/?PXUxV4
https://www.zotero.org/google-docs/?iHSAxF
https://www.zotero.org/google-docs/?WSPaEP
https://www.zotero.org/google-docs/?Lmh1G1

w
—
o
-

56

HepBHo-mblweykbie OJIE3HH

Jexuyuu u 0630por | Lectures and reviews

Puc. 6. Maenumno-pesonancnas momoepagpus 20106no20 mozea npu 6oseznu Hlapxo—Mapu—Tyma 1X-muna: a — cummempuunbie 04a208ble NOPANCEHUS
benoeo eewjecmea obeux eemucgep 60abUIO20 M032a 8 MEMEHHO-3AMbIAOYHOU 00Aacmu 8 0eHb UHCYAbIMON000OH020 INU300A HA CHUMKAX 8 Pelcumax
T2-636ewennbix uzoopaxcenuii u FLAIR (cmpeaku); 6 — 6 dunamuxe uepe3 10 Onell ommeuaemcs ymeHbueHUe 04A208 8 OeN0M Belyecmeae 20108H020 M032a

Fig. 6. Brain magnetic resonance imaging in Charcot—Marie—Tooth disease type 1X: a — symmetric focal white matter lesions in both cerebral hemispheres
in the parieto-occipital region on the day of the stroke-like episode on T2-weighted images and FLAIR images (arrows); 6 — follow-up MRI after 10 days

shows a reduction of the white matter lesions

CeMbH C TOMO3UTOTHBIM BapuaHToM R148X B reHe NDRG1
Ha T2-B3BeIIeHHbIX U300pakeHUSIX BbISIBICHBI €AMHUYHBIC
TUIIEPUHTEHCHUBHBIE OYary MPeMMYIIECTBEHHO B ITOIKOP-
KoBoMm JiooHOM BB [124].

B coBoKymHOCTM mpeacTaBieHHble HAOMIOACHUS Je-
MOHCTPUPYIOT, 4To nopaxeHue BB MoxeT BcTpeuaTbcst
npu pasHbix Tunax HIMT, npuHumas ¢popmy 6ecCUMITOM-
HBIX, TPAH3UTOPHBIX JUOO cTolikux MPT-aHomanwmii,
U B OTIEJbHBIX CIyJasix MPeaIecTBOBaTh KIMHUYECKUM
MPOSIBJICHUSIM WJIM COBIAAaTh C HUMU. Y4eT BO3MOXHOCTHU
LiepeOpaIbHBIX U3MEHEHM I IIPU HAC/IeICTBEHHbBIX MOTOP-
HO-CEHCOPHBIX HelpomaTusax BaxeH i nuddepeHIn-
aJlbHOW MTMArHOCTWMKM, TMJIAHUPOBAHUSI T€HETUUYECKOIO
TeCTUPOBaHUS U fuHaMu4eckoro MPT-koHTpous.

Bouie3nn moToneiipona. bosie3Hr MOTOHepoHa — IpyIl-
Ma HelpoJereHepaTUBHBIX 3a00JIeBAaHUI ¢ MpeuMylle-
CTBEHHBIM TMTOpPaXXEHUEM ABUTATEIbHbIX HelipoHOB. CaMorli
4acToil U U3y4eHHOM (POpMOIi sIBIsIeTCS] OOKOBOIT aMUO-
Tpoprueckuii ckiiepos (BAC), KOTophlii XapaKTepu3yeTcst
MopaXkeHEeM KaK BEPXHUX, TaK U HUDKHUX MOTOHEMPOHOB
U KJIMHUYECKU MPOSIBIISIETCS ¢J1ab0CThIO, aTpodueii, ac-
LIMKYJISILMSIMU MBI, TUIeppedaeKcueli, HaIMIreM na-

TOJIOTMYECKUX 3HAKOB 1 HapylIeHUEM OyJIbOapHbBIX (PyHK-
LIMiA. Y 4acTH MaleHTOB MOTYT OTMEYaThCs KOTHUTUBHBIE
M MOBEJIeHYCCKIE HAPYIICHUS B CIIEKTPe (DPOHTOTEMIIO-
panbHoii nemeHuuu [125]. CoBpeMeHHbIe TPeACTaBICHUS
TpakTyioT BAC Kak MyJbTUCHCTEMHOE 3a00JieBaHuE: M0~
MUMO THOEIM MOTOHEMPOHOB B ITaTOreHEe3e KIIIOUYEBYIO
pPOJIb UTPAIOT IIMabHAsI, MUTOXOHIpHAIbHAS M aKCOHAJTb-
Has nuchyHkumu, HapyieHue PHK-merabonusma, a Tak-
e 1eeKThl BHYTPUKICTOUHOTO M MEXKKJIETOYHOTO TPaHC-
mopra M IpoTteoctasa/ayrodarum [125, 126]. BAC
SIBIISIETCSI TEHETUYECKU T'eTePOreHHBIM 3a00JieBaHUEM
M acCoOLIMMPOBaH ¢ dosiee uem 40 reHaMu.

IMopaxenue BB I'M nipu BAC — Hepenkoe siBjieHue;
TMIOMMMO KJIACCUYECKOM IereHepaliii KOPTUKOCITMHAb-
HBIX IYTEi MOTYT BBISIBJIITbCSA U3MEHEHUS IIOAKOPKOBOIO
BbB. E. Andreadou u coaBt. (1998) B peTpoCIeKTUBHOM
Hccleq0BaHMU BbIIBUIN Y 10 U3 32 mauureHToB ¢ 10CTO-
BEpHBIM WK BepossTHBIM BAC acuMMeTpuYHBIe IBYCTO-
pPOHHUE TUIIEPUHTEHCUBHbBIC o4aru B pexume T2-B3Be-
IIEHHBIX U300pakeHUIT HE TOJIBKO B KOPTUKOCITMHAIbHBIX
TpakTax, HO U B ogKopkKoBoM BB j100HbBIX g01€ei1, 4T yKa-
3pIBaeT Ha OoJjiee auddysHoe nopaxenue LIHC [127].
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IIpu 3TO0M y 2 MalIMEeHTOB OTMEYeHA U30JIMPOBaHHAsT KOP-
THUKaJIbHasl JIOOHAsI aTpodust ¢ yMEpEeHHON muiaTalueit
XemynoukoB. McciemoBaHust, MOCBSIIICHHBIE HEMPOBU3Y-
aJu3alyM, ONMUCHIBAIOT CTPYKTYPHBIE «CUTHATYPhI», aCCO-
LIMMPOBAHHBIE C TEHETUYECKUMU BapuaHTaMM: Y HOCUTENE
9KCIaHCcuu TTOBTOpoB B CYorf72 oTMeuaroTces AU y3HbIe
aHoMaynuu BB [128, 129]. OnucaHa namueHTka 42 jer

¢ akcnaHcueit GGGGCC-noBTopoB B reHe C9rf72, y KO-
TOpPOM MpY TUIIMYHOM KJIMHUYecKoil KapTuHe BAC npu
MPT BbISIBJICHB MHOXECTBEHHBIC IOKCTaKOPTUKAIbHBIC
Y TIEPMBEHTPUKYJIIPHBIC TeMHUEIMHU3UPYIOIIUE OYaru,
VMHUTHPYIOIIUE PACCESTHHBIN CKIIEPO3, HO TIPY OTCYTCTBUM
KJIMHUYECKUX TTPOSIBIICHUI PacCesTHHOTO CKJIepo3a U HOp-
MaJIbHBIX Pe3yJibTaTax MCCIeI0BaHUSI CITMHHOMO3IOBOM

Puc. 7. Maenummo-pesonancras momoepagus 20108H020 M032a npu 60K06oM amuompoguueckom ckaepose [133]: a, e, wc — eunounmeHcugHocms 0suea-
MeAbHOU KOpbl (MAaKice Ha3bl8aeMas CUMNINOMOM 08U2AMENbHOL NOAOCHL) HA CHUMKAX 6 pelcume U300padceHuil, 636eUeHHbIX N0 MACHUMHOL 60CAPUUM-
yueocmu (cmpeaku); 0, 8, 0, e, 3, U — eUNEPUHMEHCUBHOCMb HA CHUMKAX 6 pexcume FLAIR (cmpeaku)

Fig. 7. Brain magnetic resonance imaging in amyotrophic lateral sclerosis [ 133]: a, ¢, sc — hypointensity of the motor cortex (also referred to as the motor band
sign) on susceptibility-weighted imaging sequences (arrows); 6, 8, 0, e, 3, u — cortical hyperintensity on FLAIR images (arrows)
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KMIKOCTU OBUI pacCCMOTPEH AMArHo3 paauojorMueckKu
u3ojupoBaHHoro cuHapoma [130]. ABTopsl TakKe Mpea-
TIOJIATAIOT, YTO SKCMaHCcHsI MOBTOPOB B C90rf72 MOXKET ObITh
CBsI3aHa C akTUBalMel curHaibHoro mytu NF-«B, uto mo-
TEHLIMAJIbHO CIIOCOOCTBYET IeMUCIMHU3AUN 1 TIPESICTAB-
JIsieT TepaneBTUYecKyio MullieHb. [Ipu BAC, BbI3BaHHOM
MmaToreHHbIMU BapuaHTaMu B reHe SOD I, pexxum auddy-
3MOHHO-TEH30PHOM BU3yaIM3alluK TTOKA3bIBACT OTHOCH -
TEJIBHYIO COXPAaHHOCTh KOPTUKOCIIMHAIBHBIX TPAKTOB, T. €.
Takoii BAC, BeposiTHO, B TIEpBYIO O4Yepeab 3aTparuBaet
CIIMHHOM MO3T 110 CPAaBHEHUIO CO CIIOPaANIeCKUMHU (pop-
mamu BAC [131, 132]. B kpynmHOM cucTeMaTU4eCcKoM 00-
3ope auTepatypsl 10 MPT rojoBHOIo ¥ CIIMHHOTO MO3Ta
npu BAC noka3aHo, 4YTO TUIIEPUHTEHCUBHOCTD B PEXMME
T2-B3BelIeHHBIX N300paKEHUI BIOJIb KOPTUKOCITMHAb-
HBIX TPAKTOB M TUIIOMHTECHCUBHOCTh B pexXxume 12 B 00-
JIaCTM MOTOPHOI Kophl (motor band sign, UJIX CUMIITOM
JIBUTATEJIbHOM MOJIOCHI) BCTpeuvaroTcs y 60abHbIX BAC
3HAYUTEJIBLHO Yallle, YeM Y 3I0POBBIX, XOTSI 3T IIPU3HAKK
Hecnieunduansl (puc. 7) [133]. J. Kassubek u coaBrt. (2007),
MIPUMEHUB BOKCEJIbHO-OPUEHTUPOBAHHYIO MOP(OMETPHUIO,
BBISIBUJIM OOIIMpHBIe u3MeHeHus bB y mauneHToB ¢ 60-
ne3nbio Kenneau (OMIM: 313200) Bo ¢hpoHTaIbHBIX 00-
nactax u ctBojie I'M [134]. [Tocnenyroliue uccienoBaHus
C UCTOJIb30BaHUEM pexuMa Tudy3noHHO-TEH30PHOMI
BU3yaIn3allMi OOHAPYXWMJIU JIOKaJbHbIC HapyIIeHUs
MPEUMYIIECTBEHHO B KOPTUMKOCIMHAJIbHBIX TpaKTax
u ctBosie 'M. OgHako KpyImHOe CpaBHUTEJIbHOE UCCTIe-
JIOBaHUE C BKIIOYEHKUEM 25 TTallMeHTOB ¢ 00Jie3HbI0 KeH-
Heau U 25 mauueHToB co cnopaanyeckuM BAC mokasa-
JIO OTHOCHUTEJIbHYIO COXpaHHOCTh BB y GonblinHcTBa
MallMeHTOB ¢ 0oJie3Hbl0 KeHHenn ¥ MOATBEPAMIO WH-
¢opMaTUBHOCTb ToKa3zateseit audhy3noHHO-TEH30p-
HoO#l BM3yalu3aluu Aas auddepeHIMauuum ObICTPO-
1 MEUICHHOIIPOTPECCUPYIOIIMX TUITOB 00JIE3HU MOTOHE-
poHoB [135].

BpoxnenHbie MUacCTeHMYeCKHe CHHAPOMBI. BpoxneH-
Hble MMaCTEHUYECKHME CUHAPOMBI — FeTepOreHHas rpyIimna
HaCJIeICTBEHHbBIX 3a00JIeBaHUI ¢ HApYIIEHUSIMY (DYHKIIMHA
HEPBHO-MBIIICYHOM TTepenayu, 00yCIOBJICHHBIMM I1aTO-
TeHHBIMU BapMaHTaMU B TeéHaX, KOAUPYIOIIUX IIPeCHHAIT-
TUYECKME, CUHAIITUIECKUE WIIA TTIOCTCUHANITUYECKKE Oe-
k1. KIIMHMYeCKY BBISIBIISTIOTCS C1a00CTh U ITAaTOJI0OrnIecKast
YTOMJISIEMOCTD MBIIIII, TITO3, O(PTAIBMOILIETHS 1 AbIXa-
TeJIbHAsI HETOCTATOYHOCTD B TSIKEJIBIX CIIydasix, TOrIa Kak
nepBuuHble TopakeHus: LIHC HexapakrepHsl. [TopaxkeHus
BB I'M nipu BpoXAEHHBIX MUACTEHUYECKUX CUHIPOMAaX
BCTpEYaloTCs KpaifHe pelKo U Yallle MHTEPIPETUPYIOTCS

KaK CJIEJACTBUE COMYTCTBYIOLIMX COCTOSIHUM (TMUITOKCHUS,
MeTaboIMYeCcKre HapyIIeHUs, OCJIOXKHEHUS TiepUHATab-
Horo nepuopaa). ITouck B 6a3e naHHbIx PubMed 1o Kito-
YeBBIM CJIOBaM, Kacatonmmcs rmopaxeHust bB mpu Bpox-
JIEHHBIX MUACTEHUYECKMX CUHAPOMAX, He aJl pe3yJIbIaToB,
OIHAKO IIPY PYYHOM aHaJIM3€e JUTepaTypbl OOHApPY>KEHBI
2 nmyonukauuu. HeGosblve ydacTKY TMOBBIIIEHUS] CUTHA-
na B BB TemeHHBIX n0J1€ei B pexxume T2-B3BelleHHBIX U30-
OpaxeHUI OMUCaHbl Y HOBOPOXIEHHOIO C TeHepaIn3o0-
BaHHOI MBIIIIEYHOI CJIa00CThIO, Y KOTOPOTO BITOCIIEACTBUN
OB TIOATBEPKACH BPOXKICHHBIN MUACTCHUYSCKMIl CUH-
npom 2C-tuma (OMIM: 616314), accourmmpoBaHHBIN C Te-
HoM CHRNBI [136]. OnHako 3TV U3MEHEHUS OB pac-
LIEHeHbl KaK MPU3HAKU TMIIOKCUYECKU-UIIEeMUYECKOM
sHiedanonatuu. B cBoto ouepenb, G. Helman u coaBT.
(2019) onucanu 4 MalMeHTOB U3 2 HEPOJACTBEHHBIX CeMeit
C MPOKCUMAJTBHOI MBILIIEYHOM CJIA00CThIO M HApYIIIEHUEM
MOXOJKHU: B OJHOU CeMbe y 000MX HOBOPOXIEHHBIX OT-
MeJajicsl peCITUPAaTOPHBII TUCTPECC-CUHIPOM, B IPYTOil —
SMU30IMYECKUE KIMHUYecKue yxyaieHus [137]. B ouo-
MTaTe MBI BBISBJICHBI «pBaHBIe» KpacHBbIE BOJIOKHA
U TYOyJIsIpHBIe arperatbl, a ipu MPT I'M — nipu3Haku jieii-
KO3HIIe(aJIoNaTu B BUIE OOIIMPHBIX YYACTKOB TUTIEPHH-
TeHcuBHoro curHaia B BB I'M B pexxume T2-B3BelICHHBIX
M300paXKeHUH ¢ M30MpaTESTbHBIM ITOPAXKEHUEM CPEIHE Ii1a-
CTUHKH MO30JIMCTOTO Tesia. [1oTHOreHOMHOE CEeKBEHUPOBa-
HME BbISIBUJIO TOMO3UTOTHBIC BEPOSITHO ITATOTeHHbIE,/TIATO-
reHHble BapuaHTbl B reHe GFPTI, accounmupoBaHHbIE
C BPOXIEHHON MMacTeHuel 12-ro Tuma ¢ TyOyasipHbIMU
arperatamu (OMIM: 610542), a neKpeMeHT-TeCT MOATBePINIT
MUACTEHUYECKUI KOMITOHEHT. ABTOPHI TIPUIILIA K BBIBOILY
0 paHee He orncaHHol cBsi3u GFPT] ¢ nelikosHliedaona-
TUE Y BBIIBUHYJIM TUITOTE3y O BOZMOXHOM BKJIaNe MUTO-
XOHZIPUATTbHOW TUC(HYHKIIVU B ITaTOTEHES.

BbiBOAbI

[MonyyeHHbIC TaHHBIC JTUTEPATYPhI CBUIETEIICTBYIOT
o ToM, yTo MPT I'M npu pa3auuHbIX HacCJAeACTBEHHBIX
HMB BhIsIBASIET OPOIT XapaKTepHble U3MEHEHMsI, 00J1a-
Jalolre KaK JMarHOCTUIECKUM, TaK ¥ IPOTHOCTUYECKUM
3HayeHneM. Ceprst KITMHUYECKKMX HAOMIOASHMIA MILTIOCTPHY -
pyeT pazHooOpa3ue MPT-naTTepHOB U UX CBSI3b C KJIIMHU-
YECKMMU TPOSIBICHUSIMH, YTO TTOATBEPXKIACT HEOOXOMM-
MOCTb MHTETpallid HeMpOBU3yaIu3allMi B TUarHOCTUKY
HMB. JlanbHeiiue uccienoBaHUs OOJDKHBI ObITh Ha-
MmpaBjeHbl Ha M3ydyeHUe AuHaMuku MPT-usmeHeHuit
Y UX B3aMMOCBSI3U C KJIMHMYECKOI KapTUHOM 1 MOJIEKY-
JISPHO-TEHETUYECKMMU U3MEHEHHMSMM.
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Pa3HooOpa3ue KNMHMYECKUX NPOABNEHUMN
3a0051eBaHNA, aCCOLMUPOBAHHDBIX C reHoM RFC1

E.I1. Hyxusrid, /1. 0. 3emusanas, C. H. Ninapuomkun

DI'bHY «Poccutickuii uenmp Hegponoeuu u Heiiponayk»; Poccus, 125367 Mockea, Boaokoaramckoe wocce, 80

KoHTaKThI:

Esrenuit MeTpoBuy HyxHblil enuzhny@mail.ru

BuannenbHas neHTaHykneotugHaa skcnaHcua AAGGG-noBTopoB B reHe RF(CI ABNAeTCA MONEKYNAPHO-TEHETUYECKON OC-
HOBOW CHHLPOMA MO3XEYKOBOW aTakcuu, HeBponatuu U BecTubynapHoii apednekcum (cerebellar ataxia, neuropathy,
vestibular areflexia syndrome, CANVAS) — ofHoi# U3 camMblx pacnpocTpaHeHHbIX MPUYMH aTaKCcUil ¢ Le6I0TOM BO B3POC/IOM
Bo3pacTe. B nocnepHue ropbl heHoTMNMYecKKit cnekTp RFCI-accoLMMpPOBaHHbIX NATONOMNIA 3HAYUTENLHO PaCLIMPUICS
W BKJIKOYAET NOPaXEeHWEe MOTOHEPOHOB, NAPKUHCOHN3M, KOTHUTUBHbIE HAPYLLIEHUS, A TAKXe N30 MPOBaHHbIE NPOABIEHUS
KomnoHeHToB cuHipoma CANVAS (nonuHeBponaTus, BYCTOPOHHSAS BECTUOYNONATUS, XPOHUYECKU Kawens). B naHHOM
0630pe 0606LeHbl aKTyanbHble CBeeHNUs 0 GEeHOTUNUYECKOM pa3HooGpasun RFCI-accouumMpoBaHHbIX 3a6oneBaHui,
KOTOpble MEeHSIOT NPEefCTaBNEHNUS O ANArHOCTUYECKON TakTUKe W AuddepeHLnanbHO-ANarHOCTUYECKUX anropuTMax
npu CANVAS v pape apyrux dopm HelipofiereHepaTUBHOIA NaToaorum.

KnioueBble cnoBa: req RFCI, CMHAPOM MO3XKEUYKOBOM aTaKCcuu, HEBPONATUM U BECTUOYNAPHON apednekcuu, nonuHeBpo-
natus, ABYCTOPOHHSS BeCTUOYNONATUS, NaPKUHCOHN3M, 601e3Hb MOTOHEHPOHA, Kawwesb, GeHoTUn

Ana uutuposanusa: Hyxubii E.M., 3emnsHas [.0., Unnapuowkun C.H. PazHooGpasue KnMHMYecKUx NposBReHuii 3a6o-
JIeBaHUI, aCCOLMMPOBAHHBIX C reHoM RFC1. HepBHO-MbllweyHble 60ne3Hn 2025;15(3):64-71.
DOI: https://doi.org/10.17650/2222-8721-2025-15-3-64-71

Diversity of clinical manifestations of diseases associated with the RFC1 gene

E. P. Nuzhnyy, D.O. Zemlyanaya, S.N. Illarioshkin

Russian Center of Neurology and Neurosciences; 80 Volokolamskoe Shosse, Moscow 125367, Russia

Contacts:

BBepeHue

Evgeniy Petrovich Nuzhnyy enuzhny@mail.ru

Biallelic pentanucleotide AAGGG expansion in the RFCI gene is the molecular basis of cerebellar ataxia, neuropathy,
vestibular areflexia syndrome (CANVAS), one of the most common causes of late-onset ataxias. The phenotypic spectrum
of RFC1-associated pathology has significantly expanded in recent years: it includes motor neuron disease, parkinsonism,
cognitive impairment, and isolated manifestations of CANVAS symptoms (polyneuropathy, bilateral vestibulopathy, and
chronic cough). This review summarizes current information on the phenotypic diversity of RF(I-associated diseases,
which changes the understanding of diagnostic tactics and differential diagnostic algorithms for CANVAS and a number
of other forms of neurodegenerative pathology.

Keywords: RFCI gene, cerebellar ataxia, neuropathy, vestibular areflexia syndrome, polyneuropathy, bilateral
vestibulopathy, parkinsonism, motor neuron disease, cough, phenotype

For citations: Nuzhnyy E.P., Zemlyanaya D.0., Illarioshkin S.N. Diversity of clinical manifestations of diseases associated
with the RFC1 gene. Nervno-myshechnye bolezni = Neuromuscular Diseases 2025;15(3):64-71. (In Russ.).
DOI: https://doi.org/10.17650/2222-8721-2025-15-3-64-71

U BecTUOYJIIpHOI apediiekcuu (cerebellar ataxia, neuropathy;,

B mocneaHue ronbl akTUBHO M3ydaeTcs peHoTunrue-  vestibular areflexia syndrome, CANVAS). KiimHuueckue
CKUI CIIEKTP, acCOLMUpoBaHHbIl ¢ OuaiebHoit AAGGG- mnposiBieHuss RFCI-accouMupoBaHHBIX 3a0oneBaHU
aKcraHcuei B reHe RFC1, u3BecTHolt Kak monekyisapHas (RFCI-A3) pa3HooOpa3Hbl U MOTYT UMUTUPOBATh APYyTre
OCHOBa CMHIPOMAa MO3XEYKOBOM aTaKCHMW, HEHMpOIaTuM HelpoaereHepaTUBHbBIE U MPUOOpPETeHHBIE OOJIE3HU,
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YTO HEOOXOIMMO YUUTHIBATH ITPH MPOBEAEHUU A depeH-
LMAIbHOTO JUATHO34.

leH RFC1

Ien RFC1 nokaiau3oBaH B XpOMOCOMHOM JIOKyce 4p14—
p13 u xonupyeT cyoreauHuny 1 ¢pakropa perukauuu C
(replication factor C subunit 1) — caMmylo KpymHYIO U3 CO-
crapisiiolux ero 5 cyoreaunuil. RFCI1 npeacrapisieT co-
6ot JHK -3aBucrmMyro ATMazy 1 sBiisieTcsT BCIIOMOTaTe TbHBIM
6enkom nentamepHoii JIHK-monumMepasbl, HEOOXOIUMBIM
DTS CKOOPAMHUPOBAHHOTO cuHTe3a obeux uerneit JJTHK
Bo BpeMs periukauuu [ 1—3]. ITomumo atoro, K GyHKIIM-
sam 6enka RFCI1 oTHocsiTCcs yyacTue B moaaepKaHUM CTa-
OMJILHOCTU M OOHOBJIEHUU Teaomep [4, 5], a Takke obe-
CIIEYeHUE BBDKMBAHUS KJIETOK U OCTAHOBKHU KJIETOYHOTO
nukia nocie nmoppexaeHus JHK [6].

B 2019 r. O6b110 JOKa3aHO, YTO HOCUTEIBLCTBO OUa-
JIEJIbHOM 3KcIMaHcuM mneHTaHyKaeoTuaHbiX AAGGG-
MOBTOPOB BO 2-M UHTpOHEe TeHa RFC sIBaseTCs MOJEKY-
JISPHOI OCHOBOI paclpOoCTpaHEHHOM aTaKCUU C TTIO3IHUM
ne6roToM, B yactTHocTu CANVAS. O61acTh 3KCIIaHCUU
pacrnoJjioxeHa Ha 3’-KoHl1Ie 3jemMeHTa AluSx3 1 yBe4urBa-
eT pasmep noau(A)-xsocta ¢ 11 go 6onee yem 400 mo-
BTOPSIIOLIMXCST §AMHULL, 4 TAKXKe U3MEHSIET ero Mmocjieao-
BaTeJabHOCTD [1, 7]. B uccaegoBanum R. Curré u coaBT.
IOKa3aHo CYIIEeCTBOBaHKE OOPATHOM KOPPEJISILIMU MEXITY
pa3MepoM 3KCITAHCUU KaK MEHbIIIETO, TaK W OOJIbIIETO
aJutesIsl M KIIMHUYECKUMM XapaKTepUCTUKaMu 3a00JieBa-
HUST: OObINas IJIMHA 9KCIAaHCUM, OCOOEHHO MEHBIIIETO
aJuresisl, cBsi3aHa ¢ 0ojiee paHHMM BO3pacTOM Hayvajia He-
BPOJIOTMYECKUX TTPOSIBIICHMI, MCTIOJIb30BaHMS BCIIOMOT'a-
TEJIbHBIX CPENICTB IIPHU X0Ab0E, a TAKXKE HATMIUEM TU3ap-
Tpuu U gucaruu [8].

Jlokyc RFCI-1iOBTOpPOB OT/IMYAETCSl BHICOKOM cTerne-
HbIO TOJIMMOP(MU3MA ¥ 3HAYUTEILHOM BApUaTUBHOCTHIO.
W3HavyanbHO ObUIM 00HAPYXKEeHBI 4 pa3Hble KOH(pUTYpaLu
WHTPOHHBIX MTOBTOPOB: ITOCJIEIOBATEIIBHOCTD «IUKOTO»
TUIA AAAAG(”), HenaToreHHbIe 3KCITaHCUU AAAAG(H)
u AAAGG(H), a TaKKe IaToreHHast AAGGG(H) — eIMH-
CTBEHHasI BBI3bIBalOIIast 3a00JIeBaHe KOH(UTYPAIIUST IKC-
MaHCUH, pa3Mep Kotopoit BapeupyeT ot 600 1o 2000 moBTo-
poB [1]. TTo3xe ObLIM omucaHbl Oojiee peaKue CTPYKTYPhI
9KCIaHCUI AAGAG(n), AGAGG(n) [9] n AACGG(n) [10].
B pa3HbIX TONyJIAIUAX ObLIU 3apETUCTPUPOBAHBI U APYTHE
MaTOTeHHbIC SKCIAaHCUHY C BapHAaIlUSIMK B ITOC/ICI0BATE b~
HOCTU MEHTAHYKJIEOTUAHBIX TOBTOPOB. S.J. Beecroft u co-
aBT. (2021) BbIABWIN y TpeacTaBUTeNeil HapoJa Maopu
cneluUUHYI0 KOH(pUTYypaLuuio ajneaei AAAGG(IO_zs)
AAGGG(eXp) AAAGG(4_6), pu 3TOM (PEHOTUITUYECKUX
pasnuumii ¢ 3a00JieBaHMUEM, BBI3BAHHBIM AAGGG(H)—HO-
BTOpamMu, He Habmonanock [11]. KpoMe Toro, B a3uarckux
M a3MaTCKO-TUXOOKEAHCKMX CEMbSIX B HECKOJBKHMX HC-
CIeOBaHMSX, a TakKXe y 3 ToJUTaHACKMUX ITallMEHTOB
¢ CANVAS 6rb11a BbIsIBJIEHa HOBasl MaTOreHHast KOH(GUTY-
pauust ACAGG(H) B TOMO3UTOTHOM WJI KOMITayHI-TeTe-
PO3UTOTHOM C AAGGG(n) COCTOSIHUM ¢ 0oJjiee 4aCThbIM

nopaxeHrueM HMXXKHETO MOTOHEeHpOHa B KIMHUYECKOM
KaptuHe [12—16]. Pexxe BcTpeuyaeTcst KOMITayHI-TeTEpO-
3UTOTHOE HOCUTEILCTBO 3KCHAHCUM U APYTUMX MyTalUid
(ToukoBble, neaeunu) [17—19].

B Hacrosi1iee BpeMst TaTohr3MOIOrMYeCKIe MEXaHU3MBbI
RFCI-A3, npuBopsiye K rudeiu HEMpOHOB, M3y4eHbI
He 1o kKoHua. CHwxkeHusa skcnpeccun RFCI Ha ypoBHe
MPHK wnnu 6enka, a Takoke SIBHBIX TTPU3HAKOB MTOTEPU (PyHK-
11y reHa He Habmonaercs [1]. Ipenmnonaraiot, 4To UMeeT
MECTO HapyLEHHWE CTPYKTYPbI M GYHKLIMHU n1eMeHTa AluSx3,
B KOTOPOM 1 pa3BUBAeTCs MaToreHHast akcnancus [20].

H71s1 MoJIeKyIIpHON AMAarHOCTUKU OMaljie TbHOM UH-
TpoHHO AAGGG-3KCcnaHCUU TIPUMEHSIETCS METO. 110~
JIMMEpa3HoOU 1eMHON peaKlUM IJIUHHBIX (pparMeHTOB
W TIOJIMMEepa3HOM LIEMMHOM peakllMKi C UCMOJb30BaHUEM
npaiitMepoB, CrIelIMDUYHBIX K TIOBTOPAM, € TTOCJICAYIOIIUM
ceKBeHUpoBaHUeM 1o CaHrepy ob1acT moBTopoB. Omnpe-
JleJIeHre pa3Mepa 3KCIIaHCUM BO3MOXHO MPU IMOMOIIK
Cay3epH-0JIOTTMHIA ¥ CEKBEHUPOBaHUS JUIMHHBIX (ppar-
meHTtoB [IHK [1, 21].

CUHAPOM MO3}KEYKOBOM aTaKCUU, HEBpONaTUK

1 BecTMOynapHoi apednekcuu

CambiM yacTbiM RFC I-accolmipoBaHHBIM (DEHOTUTIOM
apiasiercst CANVAS. JlanHoe 3a0oeBaHde JUAaTrHOCTUPY-
eTcs B 22 % ciiydaeB aTaKCHiA C TTIO3MHUM JeOI0TOM, UTO Jie-
JIaeT €r0 OJHOI M3 CaMBbIX PaCHpPOCTPAHEHHBIX MPUYUH
HaCJIEACTBEHHBIX aTaKCUIl CPely MAaIlMEHTOB B3POCIOTO
Bo3pacTa [1]. BriepBbie 0 CBSI3U IBYCTOPOHHEN BeCTHUOY-
Jnonatuu (JIB) ¢ Mo3:keuKoBoIi aTakcHeit ObLIIO COOOIIEHO
B 1991 1. [22], a B 2004 1. ObLT BbIACIEH OTACIbHBIA CUH-
JIPOM C XapaKTEPHBIM U MOAJAIOIINMCS U3MEPEHUIO KITH-
HUYECKUM MPHU3HAKOM — OTCYTCTBUEM BECTUOYIOOKYIISIP-
Horo peduiekca [23]. B2011 r. B koropre u3 18 maiyeHToB
OBLIM ONUCAHBI CIIeIM(UYECKUE TTPOSIBJICHUS W TIPEIIIO-
KeHO Ha3BaHUe HoBoro cuHapoma — “CANVAS” [24],
JUTSI KOTOPOTO TT033Ke OBbLIN pa3paboTaHbl IePBbIe KITMHM-
YeCKHe ¥ TaTOMOPMOIOrMYecKre KpUTEPUU TUaTHOCTUKK
[25]. Anpom knuHuveckoi KapTuHbl CANVAS sBisieTcst
00IMraTHOE HaJIW4yKMe CEHCOPHOM ITOJIMHEBPOIATUM
(ITHIT), nnu raHrIMOHONAaTUH, KOTOPOil B OOJILIIMHCTBE
CJIydaeB COITYTCTBYIOT IIPOrpPeCcCUpYIOIIas MO3KeIKOBast
atakcus, J1B, XxpoHUYeCKMil KallleJb 1 aBTOHOMHasI JUC-
dbynxums [26—28]. CpenHuit BO3pacT Havaa 3a001eBaHus,
3a WCKJIIOYEHHMEM Kalmis, coctanisieT 54 (47—60) rona.
CeHCOpHBIN 1eULUT pa3BUBaETCS MPEUMYILIECTBEHHO
M0 AYCTAJIbHOMY THUITY (CHUKEHHE 00JIeBOi M BUOpaly-
OHHOM YYBCTBUTEJILHOCTH), IPUMEPHO B MOJIOBUHE CITy-
yaeB OTMEYAeTCsl CHUXKCHME WJIM OTCYTCTBUE aXUJUIOBa
pednekca [27]. KiuHUYeCKU 3HAYUMbBIM SIBASIETCSI TOT
¢dakT, yro mpu CANVAS He nopazkaloTcs CIyXOBOil HepB
Y KOPTHEB OpPraH, XOTs PacpoCTpaHEHHbIE IPUYUHBI I10-
TEpH CJIyxa, TaKue Kak IpecOraKy3uc, MOryT COMYTCTBO-
BaTh 3aboseBaHuIo [21, 29].

Kamens vacTo sBiIsIeTCS NHEPBBIM CHMIITOMOM
CANVAS [30]; HartpoTuB, AM3aBTOHOMMUSI (OpTOCTaTUUECKAast
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TUIIOTeH3MS, HapyIIeHUsI MOYEUCITYCKaHUsI, aHTUAPO3),
a TakxXe Mo3keukoBas nuzaptpus (52 %) n nucharus
(27 %), xaKk NpaBWIO, pa3BUBAIOTCS Ha 00Jiee MO3THUX
cragusx [21]. Mo3xeukoBas aTakcusl IpeACcTaBieHa TakxKe
IJ1a30ABUTATEIbHBIMU HapyIIEeHUSIMHU (LIEHTPaTbHBINA HU-
cTarM, HapylieHWe TUIaBHBIX CJICASIINX IBVKEHUIA TJ1a3,
JIVCMETPUS CaKKa).

OTOHEBPOJOTUYECKUE METONBI TUATHOCTUKM (Kajo-
puyecKas mpoba, mpoba Ha TMHAMUYECKYIO OCTPOTY 3pe-
HUs, Mpoba ¢ BCTPSIXMBaAaHUEM TOJIOBBI, MPpo0a XajbMaru)
BBISIBIISIIOT Tpu3Haku [IB, KoTopast KIMHUYECKU TTPOSIB-
JISIETCS OCLIMJUTOTICUEH (MJUTIO3US ABVDKEHUST OKPY>KAIOIIIMX
MPEIMETOB BO BPeMsI IBUXKECHUSI TOJIOBHI).

«ITonueiit» CANVAS ¢ xapakTepHoil Tpuanoil (Mo3-
xeukoBas atakcus, [THIT, BectubynsipHas apedaekcus)
BCTpevaeTcs B 2/3 ciydyaeB, U3 «HEIMOJIHbBIX» (hDeHOTUITOB
yalle BCero HabJIoAaloTCs M30JUPOBaHHAS CEHCOPHAast
ITHIT (15 %) u couetanue [THIT ¢ Mo3Xe4KOBOIT aTaKCH-
eit (16 %) [26].

W3onupoBaHHas nonuHeBponaTus

CencopHasg ITHII gBnsieTcst HeOTbeMIEMOI YacThIO
TTOJTHOM KJIIMHUYeCKOM KapTuHbI RFC [-acCOIMMPOBAHHOTO
CANVAS, cuMOTOMBI KOTOPOIl B OOJIBLIMHCTBE CIy4YaeB
TPOSIBJISTIOTCS C CAaMOT0 Havyasia 3a00JIeBaHusI, B TO BpeMs
KaK TMOPaXEHWE NPYTUX CUCTEM MPUCOECIUHSAETCS MO3XKE
WJIY BBISIBJISIETCSI TOJIBKO MPH MHCTPYMEHTAIbHOM 00CIe-
noBanuu [27]. B 2021 . R. Currd u coaBT. IpoBeJIv TeHO-
TUIIMpOBaHue 225 MaMEHTOB ¢ XPOHUYECKON MAUOMAaTH-
yeckoit akcoHasbHO# ITHIT n o6Hapyxwmm y 34,4 % na-
ueHToB ¢ ceHcopHoil ITHIT 6uannenbHyo 3KCMaHCUIO
AAGGG-nioBTOpoB B reHe RFC1, ripu 3TOM y TTallUeHTOB
¢ ceHcomoTopHoii ITHIT sxcnaHcuu BhISIBIEHO He ObLIO.
¥ 23,3 % nauuenTtoB ceHcopHas [THIT 6bl1a n3o1mpoBaH-
Holi, a'y 18,6 % — coderanach ¢ XpOHUYECKUM KallIEM.
B 10 e BpeMst BeCTUOYJISIpHBIE M/ I MO3XEUKOBBIE Ha-
PYIIEHUS, YaCTO CYOKIMHUYECKKE, ObLIN BHISIBJICHBI TIPU
obcnenoBanuu y 58 % mauuenrtos [31]. B uccienoBanumn
M. Tagliapietra u coaBT. cpeau 234 MalMeHTOB C XPOHUYECKOM
uaronarudeckoil akconanbHoi ITHIT ouaniensHas aKc-
maHcuss AAGGG-noBTopoB OblTa OOHapykeHay 15 % ma-
reHToB: B 53 % ciydyaeB [THII 6bl1a 4McTO CEHCOPHOIA,
pexe — MpenMYyIIeCTBeHHO ceHcopHoi (18 %) unu ceH-
coMOoTOpHOI1 (2 %). KilmHn4YecKu y HOCUTE eIl TTaTOTeH -
HOW 9KCITAHCHUU Yallle HabJII01aI0Ch BOBJICYCHUE HIDKHHUX
KOHEYHOCTE! ¢ OTHOCUTEJIBHOM COXPAaHHOCTBIO TITyOOKHX
pediekcoB Ha (hoHE YyBCTBUTEIbHBIX HAPYIICHUIA, a TaK-
K€ MapecTe3uH, BereTaTUBHAs CUMITTOMATUKA U TTOJIOXKM -
TeJibHasg TTpoba PombGepra.

I[Tatomopdosoruyeckoe uccienoBaHue OMoOIITaTa
UKPOHOXHOTO HepBa BBISIBUIIO A Y3HYIO THOEb KPYIT-
HBIX MUEJIMHOBBLIX BOJIOKOH y Bcex manueHToB (100 %)
1 MEJIKMX MUETMHOBBIX BOJIOKOH — Y 60obInHCTBa (97 %),
B TO BpeMsI KaK BOBJICYCHUE HEMUESIIMHOBBIX BOJIOKOH Ha-
omonanock pexe (85 %) [32], 4To cONOCTaBUMO C pe3yJib-
TaTaMu paHee MPOBEICHHOTO KayeCTBEHHOTO aHajau3a

B MeHbllIeli BbIOOpKe [27]. OTCyTCTBME NTPU3HAKOB JIeTe-
Hepauuu akcoHoB [27, 31, 32], a Takke BhISIBJICHHAsI paHee
rubeib HeiPOHOB CIIMHHOMO3TOBBIX TAHIJIMEB 3aIHUX
KOpelKoB [33] mo3BoJISIIOT MPEAOJIOKUTh, YTO B OCHOBE
nepudepuIeckoro ceHcopHoro nepuuuta npu RFCI-ac-
COLIMMPOBAHHON MATOJOTUU B MEPBYIO OYepedb JEXKUT
CEHCOpHasl TaHTJIMOHOMAaTus (HelipoHonatys). TeM He Me-
Hee OMMCaHBI CJTyJau BhISIBICHUsI OUaIeIbHOM SKCITaHCHU
B reHe RFCI y mauueHTOB C BepUPUIIMPOBAHHBIMU AV~
3MMMYHHBIMU HEBPOIMATUSIMM, YTO TTO3BOJISIET PacCMaTpy -
BaTh JEMUEIMHU3ALIMIO0 KaK OMH M3 BO3MOXHBIX ITaTOre-
HETUYeCKUX MEXaHU3MOB [34] 1K1 He3aBUCUMOE COYeTaHUe
JIaHHBIX 3a00JeBaHuii (double trouble).

Takum obpazom, nepudepudeckas ceHcopHas [THIT
SBJIIETCS HaubOojee JacThiM mposiBieHueM RFCI-A3,
U B CJIydae U30JIMPOBAHHOIO TEUEHUSI €€ MOXKHO paccMa-
TPUBATh KaK MPEAUKTOP Pa3BUTHUSI KOMITICKCHBIX (DEHO-
TUIIOB TP MIPUCOSTUHEHUM MO3KEUKOBOM aTaKCUH, Be-
CTUOYJIONIAaTUH U JIp.

W3onupoBaHHbIN Kalwenb

XPOHUYECKUIA KallleJIb MOXET 32 HECKOJIBKO JeCSITH-
JIETU TIPEAIIeCTBOBATh MOSIBJICHUIO HEBPOJIOIMYECKUX
cumnToMoB Ipu CANVAS [27, 35]. ITo nanHbM A. Traschiitz
M COaBT., Kallleab nosasisicd y mauueHToB ¢ CANVAS
B CpeIHeM Bo3pacTe 35 JIeT U NpeAllieCTBOBaI Pa3BUTHIO
arakcuu y 28 (80 %) u3 35 maleHTOB Ha CpoK A0 36 jieT
[26]. TTaToduzmonorndecKrie MeXaHU3MBI Kallljis HEW3-
BECTHBI, OMTHAKO CYMTAETCS, UTO OHU CBSI3aHbI C HelpoIIa-
TUEH n. vagus nan tubesblo C-BOJOKOH CEHCOPHBIX He-
PBOB, MHHEPBUPYIOIIUX JbIXaTeIbHbIC IYTH U MMILECBO/I,
YTO MPUBOIMT K IEHEPBALIMIOHHON TUITEPaKTUBHOCTH sIapa
oavHoYHoro nytu [27, 35]. Kaienb B OOJBIIMHCTBE CTy-
YyaeB IIepMaHEHTHBII, CyXOii M YCUJIMBAETCS B OTBET Ha pa3-
JIpaXKuTeau, KOTOpble OOBIYHO €TI0 HE BBI3bIBAIOT (peub,
crpecc) [35, 36]. UccnenoBanye KOropThI IMALIMEHTOB C pe-
(paKTepHBbIM XPOHMYECKUM KalllJIeM Ha MPOTSLKEHUM 12 Mec
1 60oJiee TToKa3ajo, 4yTo y 16,2 % naineHToB HabIoaaIach
ouannenbHas skcrnaHcuss AAGGG-nioBTopoB B RFC1 6e3
aTaKCUU WIM BECTUOYJISIPHOTO CUHAPOMA, W JIMILb Y He-
0OJIBIIION YacTH MaMeHTOB oTMevanach ceHcopHast [THIT
[37]. B aHaOrMYHOM MO AM3aiHY UCCIEI0BAHUM PACIIPO-
CTPaHEHHOCTD MMaTOreHHOM 3KCIaHCuM coctaBuia 6,1 %
[38]. B uccnenosanuu B. Hirons 1 coaBT. maToreHHast 9KC-
MMaHCUs BhISIBIIEHa Y 8 % MallMeHTOB C ITPOIOJIKUTEIBHO-
CTBIO KalllJIs B cpeaHeM 13 JieT, mpruyeM XKajloObl Ha Iapec-
TE3UM B KOHEYHOCTSIX BCTPEUAIMCh CPEIU 3THX MMALIMEHTOB
yaliie 1o CpaBHEHUIO C HOCUTENISIMU «IUKOTO» ajuiens [39].
B Hacrosiiee BpeMsi TpyTHO cKa3aTh, BO3MOXHO JIX (heHO-
TUNNYECKOE MposiBIeHue matoreHHoit AAAAG-3KcraHCuun
HUCKJIIOUUTEJIbHO B BUIIE U30JIMPOBAHHOIO XPOHUYECKOTO
Kanuisg 6e3 pa3BUTUS HEBPOJOTUYCCKOM CUMITOMATHKH
B OynyieM. YUUThIBasi OTCYTCTBUE MAaTOTHOMOHWYHBIX
KJIMHUYECKUX XapakTepucTuk RFCI-accolluMpoBaHHOTO
KalllIsl U OTHOCUTENIbHO YacThiit 1e0r0T CANVAS ¢ Kans
3a/10JIT0 JI0 TIOSIBJIEHMSI HEBPOJIOTMIECKOI CUMITTOMATUKH,
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cJIeTyeT pacCCMOTPETh BO3MOXKHOCTh T€HETUYECKOI'0 TECTU-
pOBaHHUS B KaueCTBE METOIMKU CKPMHUHTA Y TTAlIUEHTOB
¢ NoJ0OHOI 3Kaa000i, 0COOEHHO MTPY HATMYMU COITYTCTBY-
IOIIUX CEHCOPHBIX, MO3XKEUKOBBIX M/ W1 BECTUOYISIPHBIX
HapYIIECHUA.

N3onupoBsaHHasa BecTubynonarus

B camoii KpymHO# KOropte HOCUTENIEH MaTOreHHOM
sKcnaHcuu B reHe RFC 1 MHCTpyMeHTaIbHO MOATBEPXKIEH-
Has [IB Ha6monanack B 91 % ciyuyaeB. OCLMIUIOTICUS BbI-
saBisIachk y 32 % manyeHToB, mpudeM y 6 % — ¢ camoro
Hayvasa 6oJyie3Hu [27]. bbuio moka3aHo, UTO U30JMPOBaH-
Hasl BeCTUOYJIsipHas apedieKcrst MOXET BBICTYIIATh MH-
(bopMaTMBHBIM KJIMHUYECKUM CUHIPOMOM JIJISI TIPOBEIE-
HUS noucka skcnaHcuii B reHe RFCI. B ucciegoBaHuu
cpenu 20 HocHTe el MTaTOreHHOM SKCITaHCHUU COO0IIAIOCh
0 3 manyeHTax, y KOTOpbIX HaO/Iroaalach M30JIMpOBaHHAs
JIB, ay 1/3 o0cnenoBaHHbBIX TTALIMEHTOB HA MOMEHT TIEPBO-
ro BU3UTa HE ObUIO MO3XEeUYKOBOU aTakcuu. Y 4/5 nauu-
€HTOB, HAOJIOAABIIMXCS B AMHAMUKE, B TeUeHUE OOJIC3HU
MOSIBUJIUCH MO3KeuKoBble cuMnToMbl [40]. A. Traschiitz
1 COABT. 00CJIeIoBaIn 168 maleHTOB ¢ MAMONATHYECKOM
B, 13 KOTOpBIX Y 2 % NallMeHTOB C BEPOSITHBIM THarHO-
30M 1 8 % MalMEHTOB C ITOJTHBIM HaOOPOM MarHOCTHYE-
ckux kputepueB OOiiecTBa bapanu Obljia oOHapyXkeHa
Ouasute/IbHasI MaToreHHast aKcraHcys. [1pyu 3ToM n3onmpo-
BaHHas [IB 6e3 conmyrcTBytomeii cencopHoit [THIT u/unu
MO3XEYKOBBIX CUMIITOMOB OIpeAe/Isiach TOJIbKO y 1 Ta-
LIMEHTa, YTO JeJaeT M30JMPOBAHHYIO BECTUOYIOMATHIO
BO3MOXHbBIM, HO peakuM nposiBieHreM RFCI-A3 [41]. Bos-
MOXHOCTb BbIsIBIeHUs JIB npu npoBeaeHNN BUAEONPOOLI
XajbMaru Ha paHHUX CTaAMSIX BECTHOYJIONATUU MOXKET
CITOCOOCTBOBATH 0OJIee paHHEMY BBISIBJICHHIO 3a00JIeBaHUsI
1 MOHUTOPHUHTY €Tro mporpeccupoBaHus [42, 43].

ABTOHOMHaA anUchyHKUUA

ABTOHOMHAasI TUCHYHKIIUS SBJISETCS YACTBIM ITPOSIB-
neHueM RFCI-A3 c¢ BoBJieueHUEM KaK CUMIIaTUYECKOM,
TaK 1 IapacuMITaTUIeCKO HEPBHOM CHCTEMBI, €€ CBS3bI-
BaIOT C IMMOPaXXeHUEM IMOCTIAHTJIMOHAPHBIX BEeTeTaTUBHBIX
BOJIOKOH WJIM TaHIIIMOHOTMaThe [44—46]. V.M. Souza v co-
aBT. BBISIBUJIM YMEHBIIICHUE 00beMa TUIIoTajaMmyca y Iia-
ueHToB ¢ CANVAS, uTo yKa3bIBaeT Ha €ro BO3MOXHYIO
POJIb B NaTO(PU3UOJOIMU BereTaTUBHBIX HAapyLIeHUit [47].
OrmrcaH TakkKe ClTyJaii BRIpakeHHOM BereTaTUBHOM HEI0-
CTaTOYHOCTHU CO CMEIIAHHBIM Mpe- ¥ TTOCTTaHTJIMOHAPHBIM
YPOBHEM MOpaXXeHUsl, C IPOrpeCCUPYIOIIMMU CEPASIHO-
COCYIMCTBIMU HapyIICHUSIMU, CYTOMOTOPHOM TUCHYHK-
LMei ¥ TapKWHCOHU3MOM, 4TO 3aTPyIHSET IPOBEACHNE
JIudbepeHIIMaTbHOTO TMarHo3a ¢ MyJIBETHCUCTEMHOM aTpo-
¢ueii [48]. B 2 uccnenoBaHusx ¢ HauOOJbILIE BEHIOOPKOi
aBTOHOMHas TUCHYHKIMS BBISIBIsIach y 62 % [26] 1 65 %
[27] HOocuTenel MaTOreHHBIX 9KCIMAaHCUI U BKJII0Yasia Op-
TOCTAaTUYECKYIO TUTIOTEH3UIO, SPEKTWIBHYIO TUC(HYHKIIUIO,
3aIopbl, HapylIeHWe MOYEUCIYCKaHWS M aHTHIPO3,
MIPY 3TOM JTaHHBIC HAaPYILIEHUST BOSHUKAIN ITPUMEPHO Ye-

pe3 5 neT mmociie mebioTta atakeuu [26]. CoolIaroch TakKe
0 9aCTOM racTpoa3odareaabHOM pedIroKce ¥ HapyIIeHUI
MoTopuku nuieBoaa y nauueHToB ¢ CANVAS, KoTophie
OBLIM MOITBEPKACHBI MHCTPYMEHTAJbHBIMUA METOIaMU
(pH-MeTpust, MaHOMeTpus nuieBoa) [49, 50]. Uccreno-
BaHUI 110 TTOBOJY HOCUTEIbCTBA MATOTCHHOM 3KCITAHCUH
AAGGG-1I0BTOPOB Cpeliy JIWIL ¢ U30JIMPOBAaHHON aBTO-
HOMHOM nUcGhYHKIMEeH He MPOBOAMIOCH, OJHAKO OHA,
0€3YCJI0BHO, SIBJISIETCSI OMHUM U3 OCHOBHBIX KOMIIOHEHTOB
RFCI-A3.

MopakeHne BepXHEro N HUXKHEro MOTOHeMpPOHOB

KimmHnueckue npu3Haky opaxkeHUs BEpXHETO U HIDK-
HET0 MOTOHEIPOHOB B Pa3IMYHBIX COYCTAHUSIX HEOMTHO-
KpaTHO BBIABISINCH y nanueHToB ¢ RFCI-A3 [51, 52].
¥ 30 % 6oabHbIX Ha oHe ceHcopHoli [THIT orMeuanuch
runeppeduiekcys, IaToJorn4eckue petaeKchl 1 CIacTh-
YeCKUi TOHYC B Horax. Y 18 % manueHToB HaOI01al0TCs
MPU3HAKY THOEIN CITMHAIbHBIX MOTOHEMPOHOB M MOTOPHOM
HeiporaTuu (Bsible ape3bl, TMITOTPOGUU, (DACLIMKYJISILIMM,
HEeWpOreHHbIe U3MEHEHUS Ha 3JIeKTpoMuorpamme) [53].
[16enb ciMHAIBHBIX MOTOHEMPOHOB Y IBUTATEJIbHBIX HEl-
POHOB si/ipa TOIbSI3bIYHOTO HEPBa TAKXKe ObLIa ITPOAEMOH-
CTpMPOBaHa MPU NaTOMOPGHOIOrMYECKOM UCCICIOBAaHUMN
[54], omHaKO MpU3HAKOB MOpaXXeH!sI KOPTUKOCITMHATbHBIX
TPaKTOB B NMPOBEACHHBIX MCCIENOBAHUSIX OOHAPYXKEHO
He ObL10 [53, 54]. I1pu reHoTunupoBaHuu 107 mayeHToB
¢ 0oJIe3HBIO JBUTATENIbHOTO HelipoHa ¥ 3 (2,8 %) Oblia
BbIsSIBJICHa OMajuieIbHas naToreHHas skcnaHcuss AAGGG-
noBTopoB B reHe RFC1 (y 2 nalueHToOB Bepu(pULIMPOBaH
0OKOBOM aMUOTPODUUYECKUI CKIEPO3, Y | — MepBUYHBII
JlaTepaJibHBIN CKJIEP03). ¥ BceX U3 HUX OblIa 0OHapyKeHa
ceHcopHas [THII, y 2 — BecTuOynonaTust 1 MO3xXeuKoBast
arakcus [55]. KpoMe Toro, OuajenbHasi 3KCIaHCUS
AAGGG-TI0BTOpOB OblTa BBISIBJICHA Yy TMalueHTa 64 jeT
C KJIMHUYECKU YCTAHOBJIEHHBIM OOKOBBIM aMUOTpodrYe-
CcKUM ckJiepo3oM (cormacHo kputepusiMm Gold Coast, 2020)
C COMYTCTBYIOLIEH ceHcopHoit akcoHanbHo# ITHIT u mpe-
couBecTuOynonatueit [56]. [Ipu3Hakyu mopakeHUsT HIXK-
HEro MOTOHEMpOHa (MBIIIIEUHbIE TUITOTPpOdUH, (haClIUKY-
JIIUMU, TIOBBILIIEHHWE aKTUBHOCTU KpeaTUHKMHa3bl
B KPOBM) TaKXKe OTMEYANIUCH Y PSAAA NALIMEHTOB U3 Tuxo-
OKEaHCKOI'0 perroHa 1 SIIoHMY — FOMO3UTOTHBIX 1 KOM-
MayHI-TeTepO3UTOTHBIX HOCUTENIEH peaKoi IKCITaHCUU
ACAGG-nioBTopoB B reHe RFCI [12, 14]. Takum obpa3om,
npu RFCI-A3 Bo3MOXHO (hOpMUPOBaAHUE CMeEIIaHHBIX
(beHOTUTIOB ¢ TIpeobIamaHeM CUMIITOMOB MOPaKEeHUS
KOPTUKOCIIMHAJIBHBIX TPAKTOB U CIIMHAJIbHBIX MOTOHEH -
POHOB, KJIMHUYECKHA COOTBETCTBYIOIIUX OOJIE3HM JABUTA-
TeJIbHOTO HelipoHa, ogHako Hajauuue ceHcopHoii TTHIT
(B psime ciayyaeB — CYOKJIMHUYECKOI), BEPOSTHEE BCETO,
SIBJISIETCST OOJIMTaTHBIM TTpU3HaKoM. [1prBeaeHHBIE BBIIIE
JaHHBIE 11eJ1IeCO00Pa3HO UCIIOIh30BAaTh ITPYU O0CIICTIOBAHII
MalMEeHTOB C aTUMMYHBIMU ITPOSIBJICHUSIMU OOJIE3HU IBU -
raTeJbHOro HelipoHa u muaHupoBanuu JHK-guarnoc-
TUKU.
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MapKMHCOHU3M

B 2020 r. G. da Silva Schmitt u coaBT. BepBbie CO00-
LIAJIKA O CJydyae CoueTaHUsl MapKUHCOHU3MA C XapaKTep-
HbeiMU U1 CANVAS nposiBiieHUsIMU (OCIAJUIOTICHST, CEH-
copHas I[THII, JIB, kaliienb) y naliueHTKU ¢ OUalieIbHOI
AAGGG-3kcnaHcueli B reHe RFCI [57]. B nocnenyromux
HCCIIeIOBaHUSX ObUIU MPENCTaBICHbI JaHHbIE O HATUYUU
CHMITOMOB MapKUHCOHM3Ma CPeIy IMalMeHTOB C MaTo-
reHHoM skcnaHcueit B reHe RFC1 [53, 58]. IIpu reHoTH-
MUPOBAHUU 2 KOTOPT IALIMEHTOB C 0osie3HbI0 [1apkuHCco-
Ha (BIT) ouannensHasa skcnancuss AAGGG-moBTOpoB
Obl1a oOHapyxkeHa y 3 (0,53 %) u3 569 manueHToB (hUH-
ckoro npoucxoxnaeHus [59] uy 4 (0,43 %) uz 903 mamu-
€HTOB HE(DPMHCKOTO eBpoIeiicKoro mpoucxoxneHus [60].
B xuraiickoii monyasiuuu cpeay oocieaoBaHHbIX 1445 ma-
LIMEHTOB C TAPKMHCOHU3MOM Pa3IMYHOM STHOJIOTUY 11aTO-
JIOTMYECKYIO SKCITAHCHIO yIaioch BeIsIBUTH ¥ 2 (0,14 %) na-
uueHToB ¢ BIl Ha paHHeil cTamuu, mMpu 3TOM cpeau
TMAlMEHTOB C MYJIETUCUCTEMHOM aTpohreii, pOorpeccrupylo-
IIUM HaTbICPHBIM ITapaITdoM U KOPTUKOOA3aIbHOI neTe-
Hepalyell HOCUTENI OUalJIe/IbHOM SKCITAHCUM BBISIBJICHBI
He 6p1TH [60]. Y 000omx marmeHToB ¢ bIT B KuTaiickoi Ko-
ropTe He ObLIO 00HAPYKEHO OTIOKEHUM (pochoprmpoBaH-
HOTO aTb(a-CHHYKJIEMHA B KOXXHBIX HEpBHBIX BOJIOKHAX [61],
YTO TO3BOJISIET NPEAITOJIOKUTh OTIIMYHBIN OT MAMOIIATHYE-
ckoit BIT mexanusm HelipoaereHepaly. OMUCaHO TaKKe
pa3BUTHE CYOKIIMHMYECKOM HUTPOCTPUAPHOM TUCHYHKITUI
no pesynsrataM Dal-ckanupoBaHus y 9 u3 13 maiueHToB
¢ naroreHHoi RFC [-3KcnaHcuel, Mpy 3TOM MapKUHCOHW3M
OIpEIETISITICS TOJIBLKO Y 3 MalveHToB [62].

Brickazano npeamnoaoxeHue, uto peHorun RFCI1-A3
MOXET UMUTUPOBATh MYJIETUCUCTEMHYIO aTpO(HIO Ha paH-
HUX cTanusix. M3 270 malreHToB ¢ IMarHo30M «BO3MOKHOM»
U «BEPOSITHOI» MYJIBTHCUCTEMHON atpodpun y 3 (1,1 %)
ObUIa BhISIBJIeHA OuasuienbHas akcraHcuss AAGGG-no-
BTOPOB [63], TIpK 3TOM B psijiec MOCETYIOIIMNX UCCIIeI0Ba-
HUI y MTalIMEHTOB C TaHHBIM 3a00JIeBaHMEM ITaTOreHHOM
sKcnaHcuy B reHe RFC 1 BBIsIBJIeHO He ObLITO [64, 65]. BBI-
IIeoNMCcaHHbIe HAOMIOASHUS MO3BOJISIIOT pacCMaTpUBaTh
BIT xak HoBbIM peakuii ¢peHoTun RFCI-A3. B ciyyae co-
YeTaHUS NPOSIBJICHUI aTUITMYHOTO TapKMHCOHM3Ma C Be-
reTaTMBHON AMCGhYHKIIMEN HabmoaaeTcs: heHOTUITUIECKOe
cxoacTBo RFCI-A3 ¢ MynsTUCUCTEMHON aTpodueit, 4To
onpeeIsieT He0OXOIMMOCTh BHEIPEHUST HOBBIX aJITOPHT-
MoB JIHK-nrarHocTvKY 7151 AaHHBIX MAlleHTOB.

KorHutueHbIe 1 ncuxuyeckue

HapyweHua

KoruuTuBHbIe HapylIEHUsI OMMCAHbI B HECKOJBKUX
HCCIIeoBaHMsIX y manueHToB ¢ RFCI-A3 [15, 26, 53, 66,
67]. B MoHoLeHTpOBOM Hccaenopannu K. Dujardin u co-
aBT. y 71 % nmaumenToB ¢ RFC1-A3 6ann no mkaine MoCA
(Montreal Cognitive Assessment) ObLJT HUXXE TOPOTOBOTO
3Ha4YeHUs, y 33 % y4aCTHUKOB ObLIM BBISIBJICHBI yMEPEH-
Hble KOTHUTUBHbBIC HapylIeHus, a y 13 % OGOJbHBIX KOT-
HUTHMBHBIE HApyIICHUsS COOTBETCTBOBAIM AEMEHIIUH.
[1pu 3TOM KOppensaLus MEXIY CTENIEHBIO BBIPaXKEHHOCTH
KOTHUTUBHBIX HAPYLLIEHUI U APYTUMUA CUMIITOMaMHU (CEH-
copHas I[THII, mo3xeukoBas aTakcusl U Ap.) OTCYTCTBOBaJIa
[66]. Cpeny TariieHTOB ¢ 60JIe3HbIO AJIBIITeliMepa 1 JI00-
HO-BUCOYHOI AeMeHIeil matoreHHast RFC I-akcnaHCcus
He onpenesuiach [67].

CBs13b MEXITy IICUXMYECKUMU paccTpoiictBaMu U RFC1
He gpnsetcs onpeaeneHHoi [30]. E Colucci 1 coaBT. onu-
cajli UTAJIbSIHCKYIO CEMbIO C OMaJIICJIbHOM 9KCIaHCHei
B RFCI, y 4leHOB KOTOpPOIi OTMEUaJIUCh TOBeAeHYECKHE
M TICUXUIECKUE CUMIITOMBI (TPEBOXHOCTD, MTAHUYECKHE
aTaku, 3JI0YITOTpeOIeHHE aJIKOTOJIEM) 10 TIPOSIBIICHMS Xa-
PaKTEpPHOTrO MYJIBTUCUCTEMHOTO TTopaxkeHus [68]. OmcaH
TakxXe ciaydaii reHeTnyecku noarsepxkaeHHoro CANVAS
y 82-JIeTHE i MallMeHTKU ¢ BereTaTUBHBIMU HAPYIICHUSMU
M CIYXOBBIMM T'aJUTIOLIMHAIIUSMU (KOJIBIOCIBHBIC TIECHHU),
KOTOpPBIE CAaMU aBTOPHI CBS3BIBAIOT C BO3MOXHOM COITYT-
CTBYIOIIEH CUHYKJIenHomaTuei [69]. Takum o6pa3om, Ta-
ueHTtaM ¢ RFC1-A3 HeoOxonuMa pyTUHHAas OLieHKa KOr-
HUTUBHBIX GYHKIUA. KOTHUTUBHBIN AePUIIUT MOXHO
paccMaTpuBaTh KaK BO3MOXHBII KOMIIOHEHT CIIEKTpa
RFCI-A3, a onucaHHbIe ICUXWYECKNE HAPYIIEHUsI, Hau-
00Jice BEpOSITHO, SIBJISTIOTCSI Ka3yMCTUKOIM.

3aknioyeHue

Cnektp RFCI-A3 sBnsieTcsl AOCTaTOYHO reTeporeH-
HBIM U BapbUPYET OT U30JUPOBAHHBIX HEBPOJIOTMIECKMX
nposiBieHu# (B mepBylo odepenb, ceHcopHoii ITHIT)
JIO TSDKEJIBIX MYJIBTUCUCTEMHBIX W IMIOJIMCUHAPOMHBIX CO-
crostHMiA. JJanpHeinee ndydyeHue (heHOTUITMYECKOTO pas3-
HOOOpa3us 3TOM MaTOJIOTUM TO3BOJIMT B MEPCIEKTHUBE
BBISIBJISITh HEKOTOPBIE HelipoaereHepaTUBHEIE 3a00/1eBa-
HUS Ha CTaIM UX MOHOCHUMITTOMHBIX ITPOSIBIIEHMIA, a TaK-
K€ BBICTPOMTH HOBBIE AUDhepeHIIMATbHO-TMAaTHOCTUYE -
CKHE aJITOPUTMBI.
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[p1 HanpaBneHUy CTaTby B pefaKLI0 XypHana «HepeHO-MblLLeuHble GonesHu»
aBTOpaM Heo6X0AMMO PYKOBOACTBOBATBLCA CMlEAYIOLLIMMM NPaBUNAMU.
1. 06wue npaBuna
[Tpv NepBUYHOM HanpaBneHN PyKOMUCK B pedaKLuio B KOMAN 3NEKTPOHHO-
r0 MUCbMA JOMKHbI ObiTb yKa3aHbl Bce aBTOPbI AaHHOI cTaTbu. 06paTHylo CBA3b
C pefaKumeil 6yaeT noaAepuBaTb 0TBETCTBEHHDIN aBTOP, 0003HaYeHHbIN B CTa-
Tbe (CM. NYHKT 2).
[lpenctaBnenve B peaakLmio paHee ony6IMKOBaHHbIX CTaTeil He AOMyCKaeTCA.
[lna paccMoTpeHua pykonucy pesakumn Tpebyetca NuCbMeHHoe cornacue Kax-
[0r0 aBTopa Ha 06paboTky 1 pacnpocTpaHeHne NepCOHANbHBIX JaHHbIX B NEYaTHOM
1 undpoBom Buae. CkaH NOANMCAHHOTO cornacua HeobXoANMO 3arpy3uTb Kak Aonon-
HUTENbHbI daiin B pazaene «onucaHue» Npu nogaye CTatby. MeyatHblii NOANMCAHHBIN
BAPUaHT COrnacua Heobxoa4MMo OTNPaBUTL HA aApec pefakLmn.
2. 0dopmneHue faHHbIX 0 CTaTbe U aBTOpax
MepBad cTpaHULa JOMKHA COREPKaTb:
— Ha3BaHIe CTaTbM,
— VHILMANDI U GaMUAIN BCeX aBTOPOB,
— yueHble CTeneHu, 3BaHINA, AOMKHOCTY, MeCTo paboTbl KaXA0ro U3 aBTOPOB,
a T1akxe ux ORCID (npu Hanuuum),
—NOSIHOe Ha3BaHWe yupexzeHna (yupexzaeHnii), B KOTOPom (KOTOpbIX) Bbl-
nonHeHa pabota,
— afpec yupexzeHna (yupexaeHuii) C ykasaHuem MHAeKca.
MocneHAA CTpaHMUa JOMKHA coaepaTb (BefeHNA 06 aBTOpe, OTBETCTBEHHOM
32 (BA3b C pefakumeii:
— Gamunna, M, 0TYECTBO NONHOCTbH,
— 3aHIMaeMas JOMKHOCTb,
— yueHas cTeneHb, yueHoe 3BaHue,
—NepcoHanbHblit MexayHapoaHblit ngeHtudukatop ORCID (nogpobHee:
http://orcid.org/),
—nepcoHanbHblil uaextugukatop B PUHLL (nogpobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbIil TenedoH,
— afpec 3NeKTPOHHOI NouTbl.
3. 0dpopmneHme TeKcTa
(Cratbu npuHMMatoTca B dopmarax doc, docx, rtf.
LWpn¢t — Times New Roman, kernb 14, MexcTpouHblil uHTepBan 1,5. Bee ctpanu-
Libl ZOMKHbI ObITb NPOHYMePOBaHbI. TeKCT CTaTbIn HAYMHAETCA CO BTOPON CTPaHNLbI.
4, 06bem cTareii (6e3 yyeTa UnniocTpawuii M CMCKa NTePaTypbI)
OpuruHanbHas craTba — He 6onee 12 ctpanu (66nbLumii 06bem fonyckaeTca
B UHANBMAYaNbHOM NMOPAIKE, N0 PELUEHNIO pefaKLnm).
OnucaHne KNNHUYECKUX CNyyaeB — He Gonee 8 cTpaHuL.
0630p nuTepatypbl — He 6onee 20 cTpaHuL.
KpaTkue coobiieHns u nucbma B peakuuio — 3 CTpaHuLibl.
5. Pe3iome
Ko Bcem Bupam cTateli Ha 0TAeNbHOI CTpaHULE JOMKHO ObITb NPUNOXKEHO pesto-
Me Ha PYCCKOM U aHTTINIACKOM (110 BO3MOXHOCTH) A3blkax. Pe3iome OMKHO KpaTKo no-
BTOPATb CTPYKTYPY CTaTby, HE3aBUCUMO OT ee TeMaTUKU.
06bem pestome — He 6onee 2500 3HaKOB, BKAtoYas npobenbl. Peiome He 0MKHO
COAEPXaTb CCbIKN HA NCTOYHMKN IUTEPaTYpbl 1 MANKCTPATUBHDII MaTepuan.
Ha 370/l e CTpaHuLie NOMELLAIOTCA KNloueBble (0B Ha PYCCKOM U aHINIACKOM
(no BO3MOXHOCTM) A3bIKaX B KonuuecTse ot 3 10 10.
6. CTpykTypa cTareil
OpuriHanbHasa cTaTbA JOMKHA COAepaTb CefyloLne pa3genbl:
— BBE/IEHMe,
—Lenb,
— Matepuanbl i MeTofbl,
— pe3ynbrarbl,
—obcyxpeHue,
—3aKJloueHune (BbIBOAbI),
— BKNaZ Bcex aBTopoB B paboty,
— KOHGAMKT MHTEPECOB ANA BCeX aBTOPOB (B CMlyuae ero 0TCyTCTBIUA HE0bX0-
ANMO YKa3aTb: «ABTOpbI 3aABNAT 06 OTCYTCTBIAM KOHOANKTA UHTEPECOBY),
— 0po6peHue NPOTOKOAa MCCNef0BAHIA KOMUTETOM N0 6103THKe (C yKa3aHu-
€M HoMepa ¥ AaTbl NpoToKona),

— MIHYOPMUPOBAHHOE COrNacke NaLMEHTOB (ANA CTaTeli C aBTOPCKUMM UCCNe-
AOBAHMAMM ¥ ONUCAHUAMI KNMHINYECKNX CTTyYaeB),

—Npy1 Hanuuuu GUHAHCUPOBAHUA NCCNEZ0BAHNA — YKA3aTb €ro MCTOYHUK
(rpaHTnT.4.),

— bnaropapHoCTI (pasaen He ABNAETCA 0043aTeNbHbIM).

7. UnmiocTpaTuBHbIN MaTepuan

WnniocTpaTuBHbI MaTepuan AoMmKeH ObITb NpeCcTaBNeH B BUAE OTAEbHBIX (aii-
0B 1 He GUrypupoBaTb B TeKCTe CTaTb. [laHHble TabnuL He JOMKHbI NOBTOPATD JaH-
Hble PUCYHKOB M TeKCTa 1 Hao60poT.

Ootorpadpum npeacrasnaiorca B opmarax TIFF, JPG ¢ paspewweHnem He meHee
300 dpi (Touek Ha Atoiim).

PucyHku, rpa¢ukm, cxembl, fUarpammbl JOMKHbI ObITb pefakTpyembimu,
BbinonHeHbIMu cpeactBami Microsoft Office Excel unu Office Word.

Bce puCyHKM [OMXKHBI ObITb MPOHYMEPOBaHbI 1 CHABXeHbI NOAPUCYHOUHBIMIA
noanucamu. OparmeHTbl pUCyHKa 0603HavakoTCA CTPOYHbIMM ByKBaMI pyccKoro anda-
BUTa — «a», «<O» U T. Ji. Bce cokpalLieHus, 0603HaueHns B BULe KpUBbIX, OykB, undp
WT. A, UCMONb30BAHHbIE HA PUCYHKE, AOMKHbI ObITb paciundpoBaHbl B MOAPUCYHOUHOI
noanucy. MoAnucy K pucyHKam JaloTca Ha 0TAENbHOM NUCTe NOCTe TeKCTa CTaTby B 04-
HOM C Heil daiine.

Tab6nuubl J0mKHbI 6bITb HArNAZHBIMM, UMETb Ha3BaHUe U NOPAAKOBLIN HOMep.
3aronoBKm rpad OMKHbI COOTBETCTBOBATD UX COAEPXaH0. Bce cokpaLyeHus pacumd-
POBbIBAOTCA B NPUMEYaHUy K Tabnmue.

8. EAvHMLbI 3MepeHus N CoKpaLLeHna

EnuHnubl namepenna fatotca B MexayxapoaHoil cucteme egunmy (CH).

CokpaLLeHna C110B He A0MycKaloTCA, Kpome o6LienpuHATbIX. Bce abbpeBuatypbl
B TEKCTe CTaTbil AOMKHDI 6bITb NONHOCTbIO PaciundpoBaHbl NPU NEPBOM YNOMUHAHIM
(Hanpumep, oHkoremartonorus (Or)).

9. Cnncok nuTepartypbi

Ha cnepyloweil nocne TekcTa cTpaHuLe CTaTbi JOMKEH Pacnonaratbea CNUCOK
LMTUpYeMON uTepaTypbl.

Bce MCTOUHMKI BOMKHBI 6bITb IPOHYMEPOBaHbI, HyMepaLma 0CyLLecTBAATCA
CTPOT0 N0 NOPAZKY LUTUPOBAHIA B TEKCTE CTaTbl, He B andaBuTHOM nopsaake. Bee
CCHINKIA HA MCTOYHUKIN IUTEPATYpbl B TEKCTe CTaTbyi 0603HaualoTca apabckiumm und-
pamu B KBaapaTHbIX ckobkax HaunHaa ¢ 1 (Hanpumep, [5]). Konuuectso untupye-
MblIX paboT: B 0pUrMHaNbHbIX CTaTbAX — He bonee 20—25, B 0630pax AnTepatypsl —
He bonee 60.

(CbINKM [OMKHBI [AaBATbCA HA NEPBOMCTOYHNKM, LUTUPOBAHIUE OJHOTO aBTOpa
Mo paboTe Apyroro HeLoNyCTUMO.

BKntoueHve B CvCoK NUTepaTypbl TE3UCOB BO3MOXHO UCKMKUMTENLHO MK CCbin-
Ke Ha MHOCTPaHHbIe (QHTN0A3bIYHbIE) UCTOUYHMKN.

(colnKu Ha AnccepTaum u aBTopedeparbl, HeonybnnKoBaHHble paboTbl, a TaKkxKe
Ha [laHHble, NOMyYeHHbIe U3 HeOPULIMANbHDBIX UHTEPHET-ICTOYHIKOB, He JOMYCKAKTCA.

[InA Kaxaoro NCTtouHNKa HeobXoANMO YKa3atb: Gamuani i MHMLMANLI ABTOPOB
(ecnu aBTopoB Gonee 4, yka3biBatoTCA NepBble 3 aBTOpa, 3aTeM CTaBUTCA «U Ap.» B pyC-
CKOM 1w "et al." B aHINIACKOM TeKcTe). ABTOPbI LUTMPYEMbIX MCTOYHMKOB JOMKHbI
ObITb yKa3aHbl B TOM e NOPALKe, UT0 11 B NePBOMCTOYHNKE.

[pu ccbinKe Ha CTaTbY U3 XKYPHANOB NOC/E aBTOPOB YKa3blBAKT Ha3BaHMe CTa-
Tbl, Ha3BaHWe XXypHana, rof, Tom, HoMep Bbinycka, cTpaxubl, DOI cratbu (npu Hanu-
yun). Mpu ccoinke Ha MOHOTPadMK YKa3blBaIOT TakKe NONHOE Ha3BaHMe KHUMN, MeCTo
WU3[aHus, Ha3BaHIe N3[ATeNbCTBA, FOf U3LAHIA, YNCNO CTPaHNL,

(TaTby, He COOTBETCTBYIOLME AHHBIM TPE6OBaHUAM, K PacCMOTPEHMIO
He NPMHMMAIOTCA.

061wKe nonoxeHua:
+ PaccmoTpeHue cTaTbi Ha npeameT Ny6nKaLmy 3aHUMAeT He MeHee 8 Hefienb.
« Bce noctynatowume cTatb peLieH3upyroTca. PeLieH3na ABNAETCA aHOHUMHOIA.
« Pepakuua octaBnset 3a coboii NpaBo Ha pejakTUpOBaHue CTaTeil, NpefCcTaB-
NeHHbIX K nybankaumm.
« Pefakuua He npepocTaBnAeT aBTOPCKME IK3eMNAAPbI XypHana. Homep
KypHana MOXHO NOAYYMTb Ha 06LLMX OCHOBAHMAX (CM. MHOPMaLIVIO Ha caiiTe).
Matepuanbl ana ny6nukauum npuHUMaloTca no agpecy:
neuromuscular.diseases@gmail.com.

Monnasa Bepcua Tpe6GoBaHuil NpeACTaBNeHa Ha caiiTe XypHana.
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