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BuannenbHas neHTaHykneotugHaa skcnaHcua AAGGG-noBTopoB B reHe RF(CI ABNAeTCA MONEKYNAPHO-TEHETUYECKON OC-
HOBOW CHHLPOMA MO3XEYKOBOW aTakcuu, HeBponatuu U BecTubynapHoii apednekcum (cerebellar ataxia, neuropathy,
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Bo3pacTe. B nocnepHue ropbl heHoTMNMYecKKit cnekTp RFCI-accoLMMpPOBaHHbIX NATONOMNIA 3HAYUTENLHO PaCLIMPUICS
W BKJIKOYAET NOPaXEeHWEe MOTOHEPOHOB, NAPKUHCOHN3M, KOTHUTUBHbIE HAPYLLIEHUS, A TAKXe N30 MPOBaHHbIE NPOABIEHUS
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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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