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HacnefacTBeHHbIe MO3HEYKOBbIE aTAKCHK
C NonuHeBpoNaTHen

IIpedcmasnena kpamkas KAUHUYECKAs XAPAKMEPUCMUKA HACACOCMEEHHbIX MO3NCCHKOBbIX AMAKCULL, NPOMEKAIOWUX C NOAUHEBPONamuell.
Ocoboe gHUMaHUe yOeneHO namozeHe3y, KAUHUHeCKOoU KapmuHe U AeHeHuio 2AlomeH080l amakcul. Ykazanvl MymaHmHbwlil 2eH U COnymcm-
syroujue cumnmomsl. ughghepenyuanvhyto OuasHoOCMuUKY Mo3JCeUK08bIX AMAKCUll credyem HA4UHAmMy ¢ UCKAHOUEHUS HACAe0CMBeHHOU npu-
PO0bL 3a004e6aHUs, KOMOPAs: NOOMEEPICOAeMcs MONEKYAAPHO-2eHeMU4ecKUM uccaedosanuem. 3a nocaeoHue 200bl pso eeHemu4ecKu 00y-
CA0BACHHBIX 30001€6AHULL, NPOAGALIOUUXCA COHeMAHUEM AMAKCUU U NOAUHEBPONAMUU, NONOAHUACS ONUCAHUEM HOBbIX HACACOCMBEHHbIX
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noA0CUMb OUACHO3 PeOK020 3a001e6aHUs U HANPABUMb D0NbHO20 HA MeOUKOo-eeHemuyeckoe uccaiedosarue. Jluub mounvliit OuaeHo3 no360-
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The paper gives a brief clinical characterization of hereditary cerebellar ataxias running with polyneuropathy. Particular attention is paid to
the pathogenesis, clinical presentation, and treatment of gluten ataxia. A mutant gene and concurrent symptoms are indicated. The differential
diagnosis of cerebellar ataxias should be started by ruling out the hereditary nature of the disease, which is verified by molecular genetic test-
ing. In recent years, some genetic diseases manifesting themselves by a concurrence of ataxia and polyneuropathy have been replenished by a
description of new hereditary syndromes. The knowledge of the nature of inheritance, age at disease onset, and concurrent manifestations will
assist a practitioner in presuming the diagnosis of a rare disease and in referring a patient for medical genetic testing. Only a precise diagnosis
will be able to assess prognosis and to use specific treatment.
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ATakCuUM — KJIMHUYECKU pa3HOpPOMHAsS TpyIIa HeBpPO-
JIOTUYECKUX 3a00JIeBaHUI, MPU KOTOPHIX MOPaKarTCSI MO3-
JKEYOK M CBsI3aHHBIE ¢ HUM npoBoasiue nytu [1]. Hanuuue
TaKOTO COITYTCTBYIOIIETO CHHIApPOMA, KaK MOJWHEBPOIaTUs,
MO3BOJISACT BBIACIUTD OTACIbHO TPYIITY 3a00JIeBaHUI C aTakK-
cueil U MoJIMHEeBponaTueii. DTo 3HAUYMTEIBHO CyXaeT KPYTr
3a00JIeBaHUil, B KOTOPBIMU TPOBOAUTCS AU depeHIInaTIb-
Hasl IMarHocThKa aTakcuii. Mo3XeuKoBble aTaKCUU pasje-
JISIIOT Ha HacJIeACTBEHHbIe U mpuobpeteHHbie. [lociaenHue
SIBJISIIOTCS CJIEACTBUEM CIIOpaIWYeCKUX HelpoaereHepaThB-
HBIX 3a00JIeBaHUI W MPUOOPETEHHBIX MATOJOTMYECKUX CO-
CTOSIHUIA.

JnddepeHINaNIbHYI0 TUarHOCTUKY MO3KEYKOBBIX aTakK-
CMIi clieflyeT HaYMHATh C MCKJIIOUYEeHUs HACIeACTBEHHOM MPpUpO-
Il 3a0071€BaHMS, KOTOpasl MOATBEPKAACTCS MOJEKYJISIpPHO-Te-
HETUYECKUM MCCeToBaHEeM. 3a MOCAeIHNE TOMbI PsIl TeHETH -
YeCKU 00YCIIOBJICHHBIX 3a00JIeBaHMI1, TTPOSIBIISTIOIIMXCST COUETa-

HMEM aTaKCWM W TIOJWHEBPOMATUU, TIOTIOTHWICS OMKMCAHUEM
HOBBIX HAaCJeICTBEHHBIX CUHIPOMOB.

[morenoBas arakcusa ('A) npencrasisieT codoli 0OAHO U3
MPOSIBJICHUI LIEJTMAaKUU — ayTOMMMYHHOW TJIIOTEH-YYBCTBU-
TEJIbHOU 0OJIe3HU TOHKOUN KWIIKHU, PacpoOCTpaHEHHO! MOBCe-
MECTHO U Pa3BUBAIOIIACHCS Y TEHETUUECKU TPEAPACTIONOXEH-
HbIX Jul [2]. TpurrepoMm 1ennakuu SIBISIETCS] MOCTYIUIEHUE C
nuuiei NuaanuHa U APYrux npojiaMrHoB. [TalMeHTs 1ioxo mne-
PEHOCHT MILIEHULY U APYTHE 3/1aKOBbIE (DOXb, TYMEHb, B PEIKUX
ciaydasx — osec). Llennakus MOXeT MPOSIBISTBCS KETyI10YHO-
KUIIEYHBIMU ¥ BHEKWIIIEYHBIMM TPU3HAKAMM WU TPOTEKaTh
o6eccumntToMHo [3]. Krnaccuyeckue CHUMIITOMBI IIEITMAKUU
BKJTIOUAIOT JUApelo, CTeaTopelo, MOTepio MACChl Tesa BCIEACT-
BUe Manbabcopbouumu. Hannuue kinaccuyeckux Wi aTUMUYHBIX
CHMIMTOMOB, TOJIOXUTEIbHBIE PE3YJIbTaThl CEPOJOTMYECKOTO
HCCIIeIOBAHMS M MCCIIEIOBAHMSI OMOTITaTa CIIM3UCTOM O00JIOUKI
TOHKOW KUTITKK, KTUTHUIIECKOE U CEPOIOTMUECKOe YIydIlieHEe B
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OTBET Ha BBeJeHUe Oe3rmoTeHoBoi auetsl (bI/1) mpu3HaHb 10-
CTaTOYHBIMU JIJIST TTONTBEPKASHUS TUATHO3a [IeTMaKNU.

OKOJIO TOJIOBUHBI OOJBHBIX LIETMAKUEl MMEIOT BHEKU-
LIEYHbIE WU aTUTUYHbIE MPOSIBIEHUS: aHEMUIO, OCTEONOpo3,
reprneTudOpPMHBII NePMATUT, TUIOIUIA3UI0 3yOHOU sManu u
HEBPOJIOTUIECKIE CUHIPOMBI, BKITIOYasi MUTPEHb, TTOJTMHEBPO-
naTuio 1 atakcuio [2]. TA saBasgeTcst HanboJee pacpocTpaHeH-
HOU aTakcueil cpeny MaireHToB ¢ MPEeaoIOXKUTETbHON U0
MaTUYECKOI CIopannyeckKoil MO3KeuKoBol arakcueir. OCHOB-
HBIMM TAaTOMOP(POJOrMYeCKUMU TTpru3HaKaMu [A sIBIISIIOTCS T10-
Tepst ki1eToK [lypkuHbe W/Win AereHepauys 3aJHUX CTOJI00B
CIIMHHOTO MO3Ta ¢ TUMMOLIMTApHON MHOMIBTpAe MO3XKed-
Ka, 3aIHNX CTOJIOOB CITMHHOTO MO3Ta U TiepudepudecKnx Hep-
BOB [4, 5]. JIumdboumTapHast HGUIBTpaLXs TepUBACKYIIPHOTO
npoctpaHcTBa 1 Heiiporuieir CD4 u CD8 T-kneTkamu puBo-
JIUT K HapylIeHWI0 TeMaTodHIedannyeckoro dapbepa 1 IMpo-
HUKHOBEHUIO aHTUIIMAaAHOBBIX aHTUTeN B LIHC.

Knunnueckas kaptuHa A He nMeeT 0cOoObIX MPU3HAKOB,
KOTOPBIE TTOMOTJIN ObI OTJIMYUTH €€ OT CTIOPATNIECKON aTaKCHH,
a TakeKe OT aTaKCUM MHOM MPUPOIBI Y TIAIIMEHTOB C LIETNaKNeH.
3aboJjieBaHNe OOBIYHO HAUMHAETCS HE3aMETHO, CPEAHNIA BO3pacT
nebrora 60j1€3HM — 53 roma, reHAEpHBIX pasauyuii HeT [6, 7].
Artakcus Jauie 6ojiee BbIpaXKeHa B HUXKHUX KOHEUHOCTSIX, YEM B
BepxHUX. Takxke B peakux ciydasx [A MoxXeT cornmpoBOXAaThCs
TUTIepKUHE3aMU — MUOKJIOHYCOM, XOpeeli, TpeMOopoM Heba, ori-
COKJIOHYCOM-MUOKJIOHYcOM [8, 9]. Bosee 60% maumeHTOB nMe-
0T CEHCOPHO-MOTOPHYIO aKCOHAJIBHYIO TIOJMHEBPOMATUIO IO
JAHHBIM 2JIeKTpoHeiipoMuorpaduu. YCTaHOBOUHBIN HUCTArM U
JIpYTUe [JIa30[BUraTeIbHble CUMITOMBI (TMUIEPMETPUST U JTUC-
METpHUsI cakKal) MO3XKEYKOBOU MUCGHYHKIIMUA BCTpedaroTcst 60-
nee yeMm B 80% ciyuaes [10]. B kauectBe 6GromapkepoB TA wc-
TOJB3YIOT AHTUTENIA K PETUKYIUHY, TIUAAWHY, SHIOMU3UIO U
TKaHeBoi TpaHcrmotamrHase (TTT). YuuTeiBas BRICOKYIO pac-
MPOCTPAHEHHOCTh AHTUTTMATUHOBBIX aHTUTEN CPEAU 310POBOTO
HaceJeHMs1, Haubosiee MH(GOpPMaTUBHBIM MapkepoM IA cuurtaioT
anturena K TTT6 [11, 12]. TTo JaHHBIM MarHUTHO-PE30HAHCHOM
tomorpacduu (MPT), 6osee uem y 60% manneHTOB ¢ TA BbIsIBIISI-
ercs atpodust Mo3keuka [13]. Y HEKOTOpBIX OOJILHBIX OOHApY-
JKMBAeTCs OOLUMPHAs MaToJOrusl Oejoro BELIECTBAa, 4acTo CO
cimBHBIMU ovyaramu | 14]. CBoeBpemMeHHast nuarHocTuka I'A oco-
OEHHO aKkTyaJbHa, MOCKOJBKY MPY MPOrpecCUPOBAaHMY MPOLIEC-
ca kjetku [lypkuHbe 6e3BO3BpaTHO TMOHYT, MEXY TeM, Cyllle-
cTtByeT 3(pdekTrBHOE JieYeHUEe NAHHOTO Buia atakcuu [15].
Crporas BI'J] BeicokoahdekTrBHA B iedeHUM A Kak rpu HajIm-
YUU, TaK U B OTCYTCTBUE MOPaXXKeHUsI TOHKON Kuiku. CTabunm-
3alUs WM aXe yIydylleHre TeYeHUs aTaKCUU OObIMHO HabII0-
naercs yepes roa npuMmeHeHust crporoii bI'JI. [MoareBepxxaeHuem
3G HEKTUBHOCTU TAKOTO JICUSHUS SIBJISIIOTCS KIIMHUYECKOE YITyd-
HIeHKe U SJIMMUHALMs auTuTes K TTT [16]. BKittoyaTh B JieueHUe
VMMYHOCYTIPECCAaHThl M BHYTPUBEHHOE BBEIEHUE MMMYHOTJIO-
OYyJIMHOB HEOOXOAMMO JIMIIb NMPpU HEe3(DGEKTUBHOCTU CTPOTOi
BI'Jl (c snuMuHaLMeit aHTUTEN), cobMonaeMoit 6ojee roaa, Ju-
00 B cilyyae ObICTPOIPOrPeCCUPYIOLLEro TeUeHust atakcuu [17].

Mo3keykoBasi aTAKCHs ¢ HEBPONATHE# U IBYCTOPOHHEH Be-
cTudyasipuoii apeduiekcueii (cerebellar ataxia with neuropathy
and bilateral vestibular areflexia syndrome — CANVAS) — Ha-
cJIeNICTBEHHOE 3a0ojieBaHME C TO3IHUM HayalloM, MepenaeTcs
110 ayTOCOMHO-/IOMUHAHTHOMY WJIM PELIECCUBHOMY THITY, FT€H He
yctaHoBJieH [18]. KinnHUuyecKyo KapTUHY OIpeaessieT Tpuaaa
MPU3HAKOB: TMOpakeHNWEe MO3XeUyKa, TBYCTOPOHHEE CHIKeHUE
BECTUOYISIPHBIX PYHKINI U CeHCOpHAasI mosimHeBponaTust. [1pu

76

ayToTiCu1 OOHapYXeHBbI TToTepst KieToK [1ypKuHbe, IpenmyIie-
CTBEHHO B UYepBe MO3XeUKa, TAaHTJIMOIATHUSI B 3aJHUX KOpeIIKax
cnuHHoro mosra u siapax V, VII u VIII yepenHbIX HEPBOB.

Henocrarounocts D-0u(pYHKIHOHAILHOTO 0€JIKA MePOKCH-
COM — HacJIeJICTBEHHOE HelipomeTabosinyeckoe 3abosieBaHue,
oOycnoBieHHoe MyTauueit reHa HSD17B4 [19]. HauunaeTcs B
MOJIOIOM BO3pacTe, MeIUIEHHO mporpeccupyet. KimmHuueckue
TIPOSIBJIEHMSI: MO3XKEUYKOBasi aTaKCHsl, CHUXKEHME WHTEJUIEKTa,
TYTOYXOCTb, TUIIOTOHANU3M, Tureppedaekcusi, 1eMUeTnHU3N-
pyoiasi ceHcoMoTopHas nonuHeBponatus. [Ipu MPT ronos-
HOT'O MO3Ta BBISIBJISIIOTCS aTpodusi MO3KeuKa 1 o9aru JeMuelIv-
HM3aIMU B CYITPaTeHTOPUAIIBHOM OEJIOM BellleCTBe.

Cunpapom Yemuaka—Xuracu — peaKoe ayTOCOMHO-periec-
CUBHOE 3a00JieBaHMe, XapaKTepU3yIolleecs TUMOMUTMEHTaII-
ei, TSIKeJIbIM UMMYHOAe(ULIUTOM, CKIOHHOCTBIO K KPOBOTEYE-
HUSIM, TIPOTPECCUPYIOIIMMU HEBPOJIOTMYECKUMU HAPYLIEHUSIM.
OHUM U3 KIMHUYECKUX (heHOTUNnoB cuHapoma Yenuaka—Xu-
racu y B3pOCJIbIX SIBJISIETCS COUETAaHME CIAaCTUYECKO Tmapariie-
MY 1 MO3keuKoBoii atakcuu [20].

Atakcus ¢ nedumurom Butamuaa E — ayrocomHo-periec-
CHUBHAasi MO3XKE€UKOBasi aTaKCusl, BbI3BaHHas1 744delA myTanueii B
reHe 6e1Ka-TpaHcropTepa a-ToKodepoia, pacroloXKeHHOro Ha
xpomocome 8q [21]. Bo3pacT nebrora 3ab6osieBaHust — ot 2 10 37
JIeT. Y Bcex OOJIbHBIX HA0JII0aeTCsl Tporpeccupyronias Mo3xeu-
KOBasl aTaKCHsI C TIOJTHBIM OTCYTCTBUEM CYXOXMITBHBIX pediex-
coB. YacTo 0OHapyKMBAIOTCS TPYObIE pACCTPOICTBA CHA, TTHpa-
MUIHBIN CUHIPOM, AedhopMaliuy cKejleTa, TPEMOp TOJIOBBI, MO-
JIMHEBPOMNATHSI.

Bone3np Tes—Cakca ¢ mo3iHUM HAYAJIOM — JIM30COMAJIb-
Hoe 3aboJieBaHUe, BI3BAHHOE HM3KOI aKTUBHOCTBIO OeTa-reK-
CO3aMUHMIA3HI A BCJIEACTBUE MYTallN B COOTBETCTBYIOIIEM Te-
He — HEXA [22]. KnuAandyeckue (heHOTUITBI OTIPEIESIOTCS pas-
JIMYHBIMU KOMOUHAIUSIMU MOTOPHOI MOJIMHEBPONATUH, aTak-
CUU, XOPeoaTeTo3a U MCUXUYECKUX HapyIIeHUH.

IIpuonnas 6o0.1e3ub ¢ Myranueii Y163X B rene, koaupyionem
TpHOHHBIIA 0esloK (PRNP), XxapaKTepu3yeTcsi XpOHUIEeCKO ara-
peeil c aKCOHaTbHOM CEHCOPHO-BEreTaTUBHOI MTOJIMHEeBPOTIATH -
eii, me6roT HaboaaeTcs Bo B3pocyioM Bo3pacTte [23]. CHukeHue
MHTEJUIEKTa U CYIOPOXHbIE TMPUIMATKU Pa3BUBAIOTCSI IMOCTe
40 neT. AMUIOUIHBIE OTJIOKEHUS TPUOHHOIO Oeska oOHapyxkKe-
HBI B Pa3JIMYHBIX OpraHax: KMIIIeYHUKe, HepBaX, KOpe 1 cocyaax
rOJIOBHOTO MO3ra.

TTomuneBponartus npu cuaapome Ilérpena. Cunnpowm L1IE-
rpeHa — CUCTEMHOE ayTOMMMYHHOE 3a0oJieBaHUe, TPOSIBIISIO-
meecst KcepodTajabMueii, KCepOCTOMUEH U TTOopakeHUeM HepB-
HOI1 cuCTEeMbl M BHYTPEHHUX OpraHoB [24]. BeineasiorT HeCKOoIb-
KO (hOopM HEBPOIIATUU: CEHCOPHAs MOJWHEBPOTIATHS C CEHCH-
TUBHOMW aTakcueil, Goyie3HEHHAsT CEHCOpPHAsT MTOJIMHEeBPOTIATHS
0e3 CEeHCUTUBHOU aTaKCU¥, MHOXECTBEHHAsT MOHOHEBPOTIATHSI,
MHOXEeCTBEHHasI KpaHUAIbHAsI HEBPOTATHSI, HEBPOTIATUS TPOU-
HUYHOTO HEpBa, BEereTaTuBHAs MOJIMHEBPOMNATUSI U PAAUKYJIO-
nosuHeBponaTusl. [l NaleHTOB ¢ CEeHCUTUBHOM aTakcuen u
TTOJIMHEBPOITaTUEN XapaKTepHBI BEreTaTUBHBIE CUMIITOMBI —
opTocTaTyecKasl TMIIOTEH3WsI, aHOMaJIuu 3pavyKoBOM (yHK-
MY, MUHAUMYM MOTOPHBIX TIPOSIBJIEHUH, TTPEUMYIIECTBEHHOE
MopakeHne TOJICTHIX HEPBHBIX BOJOKOH MO TaHHBIM OUOTICUU,
MOTepsl HEMPOHOB B FAHIIMSX 3aAHETO KOpellKa U CUMITaTuyie-
CKUX TaHTJIUSIX N0 JaHHBIM ayTOTICHU.

X-cuemnjieHHasi IOMUHAHTHAS THIOMHUETMHU3UPYIOIAs Jieii-
KoaucTpodusi — HaCJIeICTBEHHOE 3a00JIeBaHME, BbI3BAHHOE Yac-
TUYHOW JieJieliueil B reHe npoteonunuaHoro oenka 1 (PLPI).



[MposiBsieTcsT HEBPOJIOTUUECKUMY HApPYIIEHUSIMU pa3HOM cTe-
MEHU TSDKECTH: OT JIETKOM CITacTMYeCKOM Imaparuieruy 2-To TUIa
1o Tskenoit popmel 6one3nu [lenuneyca—Mepiibaxepa [25]. B
MepBOM cllyyae HaOJI0JAlOTCsS MpPOrpeccupyroliasl cracTuye-
cKasl M- W KBaJPpUILUIETHsl, IU3apTpusi, aTakcusl, aucdarusi, 3a-
NepKKa IBUTATETbHOTO U MHTEJUIEKTYaJIbHOTO Pa3BUTHSI, IEMU-
eJTMHU3UPYIONIAST TTOJIMHEBPOTIATHSI.

CHHIPOM CEeHCUTHBHOW ATAKCHHI, HEBPONATHH, TU3APTPHH U
odraapMorIerun (sensory ataxia neuropathy dysarthria and oph-
thalmoplegia syndrome — SANDQ) — HacencTBeHHOe 3a00Jie-
BaHue, o0yciIoBlIeHHOe MyTaneil reHa POLG [26]. Xapakrep-
HBIMU TIPU3HAKAMMU SIBJISTIOTCST TSIKeJIast TPOrpeccupyroniast CeH-
COMOTOpHAsI aKCOHAJIbHAsI TTOJIMHEeBPOTIATHSI, HECTAOWIBHOCTh
TMOXOAKM C MaIEHUSIMU KaK MPOSIBIICHNE CECHCUTUBHOM aTaKCUU,
XpoHMYecKast 0(TaTbMOIUIETHsI, TBYCTOPOHHUI TPEMOpP PYK B
MoKoe, 1eMEeHLIUS.

Arakcus ©puapeiixa — ayTOCOMHO-PeLIeCCUBHasI aTaKCHs,
XapaKTepHU3yIoIasicss TMPOrpeccCupyroleil aTakcuei Xomabobl 1
KOHEUHOCTe#, nu3apTpueit, apediekcueil, caxapHbIM nuade-
TOM, TUTIepTPOUUIECKOI KaparuoMuonarueil. [eHeTnyeckast oc-
HOBa pa3BUTHS 3a00yIeBaHUs — penyrnkanus Tpuruietra GAA B
MEepBOM MHTPOHE TeHa fXn, JOKAJIM30BAaHHOTO Ha XpPOMOCOME
9ql13 [27]. Myrauusi Hapylliaer CUHTe3 Oejka ¢paTakcuHa
(frataxin), 4yTO MPUBOAUT K HelpoaereHepauuu. [Topaxkatorcs
MPEUMYIIECTBEHHO CITMHHON MO3T, B YAaCTHOCTU CIIMHOLIEpE-
OCIISIPHBIN TPAKT, 3aIHUE CTOJIOBI U TUPAMUIHBIC TPAKTHI.

Cnactuueckas atakcus IllapaeBya—CareHs — ayToCOMHO-
pelieccuBHOe 3aboJieBaHUE, OOYCIOBJIEHHOE MyTallueil reHa
SACS [28]. 3aboseBaHue BCTPEYAETCsI B OCHOBHOM Y BBIXOALIEB
u3 npoBuHuuu KBedek. MaHubecTUpyeT 0ObIYHO B BO3pacTe
2—5 JieT OBBIIIEHUEM TTTYOOKUX CYXOXWIbHBIX PedIEKCOB, Of-
HAKO XapaKTepHBbIC KIMHUYECKHE CUMIITOMBI CITACTUYHOCTU U
HEBpOMAaTUU TMPOSIBIISIOTCS JUIIb TTocie 18 et yTo 3aTpyaHsIeT
PaHHIOIO IMArHOCTUKY 3a00JieBaHust. Co BpeMeHeM pa3BUBAIOT-
Csl aTaKCusl, CIIAaCTUYHOCTh, aTpOoGbUsl AUCTATbHBIX MBIIIIILL, AUC-
TaJIbHasi CCHCOMOTOPHAsI TTOJIMHEBPOTIATHS, TIPEUMYIIIECTBEHHO
B HOTaX, TOPU30HTaIbHBINA HUcTarM B3opa. [Ipu MPT onpene-
JISTIOTCST aTpoUsT BEPXHETO YepBS M TOJIYIIApUil MO3XKeuKa, a
TakXe TMITOMHTeHCUBHHOCTDH CTPYKTYp MocTa. CIIoCOOHOCTDh K
X0Jb0e 0OJIbHbIE TEPSIOT B cpeaHeM K 40 rogaM, KOTHUTUBHbBIE
(GYHKIIMM CHUXAIOTCS He3HauuTeJbHO. CMepTh HacTymaeT
0OBIYHO B 6-if IeKaie XU3HU.

IgM-onocpenoBaHHass HeBPONATHS — BOCIHAJIUTEIbHAS
HEBpOMaTHs ¢ IEMUCIMHU3UPYIOIIUM MEXaHU3MOM DPa3BUTHS,
MPOSBIISIONIASICS B KJTACCUMYECKOM BapyaHTe CEHCUTUBHON aTa-
KCHeU 1 MoJIMHEBpOIaTueli, B aTUIMMMYHOM BapuaHTe — MHOXe-
CTBEHHOII MOHOHEBpOIlaTHell, MOTOPHOI ITOJMHEBPOMNATUEN,
00JIE3HEHHOI MoJMHEBpoNaTUeil TOHKUX BOJIOKOH [29].

MHOKIOHYC-3MIIENCHsI ¢ PBAHBIMA KPACHBIMH BOJIOKHAMM
(myoclonic epilepsy with ragged-red fibers — MERRF) — penkoe
HacJIeACTBEHHOE 3a0ojieBaHME, B OOJIBIIMHCTBE CIydyaeB OO0y-
cioBieHHoe MyTauuein 8344A>G murtoxoHapuanbHoit JTHK
[30]. Cpennuit Bo3pact Havayia 3a0ojieBaHus — 35 JeT. Xapak-
TEepHBIE CUMMTOMBI (TI0 YOBIBAHWIO WX YaCTOTHI): MHOKJIOHYC,
nape3, aTaKCcusl, SIMUJICTITHICCKIE ITPUTTIAIKK, CHIDKEHHE CITyXa,
KOTHUTUBHBIC HapyIIECHWSI, MHOXECTBEHHBII JIMTTOMATO3, T0-
JIMHEBPOTATUsI, HU3Kas TOJEPaHTHOCTh K (DU3MUECKOI Harpys3-
Ke, CHIXXEeHUE YpOBHS KpeaTuH(OC(HOKMHA3BI, NTO3 WU O(]-
TaJibMoIape3, aTpodusi 3pUTeJIbHOTO HepBa, KapAUOMHUOINATHSI,
aTpodusT MBI, TbIXaTeIbHbIe HApYIIEHWsI, CaXapHBII Trua0eT,
00J1b B MBIIIIAX, TPEMOpP, MUTpeHb. M. Mancuso u coast. [30]
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TpeIaraloT U3MEHUTh Ha3BaHUe 3a00JIEBAHUS C YUETOM TIpeNl-
CTaBJIEHHBIX JAHHBIX: BMECTO «MUOKJIOHYC-3TUJIETICUST» aBTOPBI
MpeIaraloT TEPMUH «MUOKJTIOHYC-aTaKCHsI».

Murtoxonapuaisibie POLG-accouuupoBaHnbie 3a00/1eBa-
HusA 00yCIOBJIeHbI MyTaluueit reHa POLG, KonUpyIOILero MUTo-
xoHapuaibHyto JHK-nonmumepasy (pol y). K HUM oTHOCST Mu-
olepebporenaTonaTu, cuHApoM Asbnepca—I[yTTeHnoxepa,
MUOKJIOHYC-3TUJIETICUIO ¢ MUOTIaTHel M CEHCUTUBHON aTaKCH-
eii (myoclonic epilepsy myopathy sensory ataxia — MEMSA),
aTaKCUU C MOJMHEBPOIAaTUel, a TakKe MPOrpeccupylouyio Ha-
pyxHy10 odraibMoruieruio [31].

Bonesns Kpadoe — Tsoxenas eiikoquctpodust ¢ 1e610ToM
TIPEUMYIIIECTBEHHO B IETCKOM U IOHOIIIECKOM Bo3pacTte. Xapak-
TEepHBbIE TPU3HAKU: CIACTUYECKUN Tape3, AeMUETUHU3UPYIO-
mwas nojauHeBpornatus [32]. Takke HaOmomalOTCs IU3apTpuUs,
MO3KEUYKOBasl aTakCusi, HapylIeHUe TITyOOKOI 4yBCTBUTEIbHO-
CTH, HEBPOIIATHS 3pUTEJILHOTO HepBa, CHUXKEHNE KOTHUTUBHBIX
(byHkuuii, monag crona, arpodus g3bika. B nososuHe ciyyaes
BBISIBJISIETCS TTOBBIIIIEHNE KOHIIEHTPAINK Oeika B inkBope. [1pu
TO3HEM Hayvajie 3a00JIeBaHUsI OTMEUaeTCs 3aMe/ITIEHHBIN TeMIT
nporpeccupoBanusi. [Ipy MPT oOHapy:KuBaloTCsl MOpakeHue
KOPTUKO-CMUHAIBHOIO TPaKTa, TMIIEPUHTEHCUBHOCTb 3PUTEIb-
HOW JIYYMCTOCTH, TMIIEPUHTEHCUBHOCTb WJIM aTpodust 3amaHeit
YACTU MO30JIMCTOTO TeJa.

IlepedpocyxoxuibHblii KcaHnTomaTo3 (cerebrotendinous
xanthomatosis — CTX) — HaciencTBeHHOe HelipomeTabonye-
ckoe 3aboneBanue. [1posiBisieTcsi MUpaMUAHBIMUA CUMITOMAMU,
aTakcueu, MoJIMHEeBPOIlaTUeii, CHUXKEHEeM MHTEJIICKTA, SITWIeI-
cuell, ICUXMYeCKUMU HapyIIeHUSIMU, TAKKe HaOIOMAIOTCST IMC-
TaJIbHBII MUOKJIOHYC W JUCTOHMSI BEPXHUX KOHeuHocteit [33].
MUOKIIOHYC M AMCTOHMSI MOTYT YKa3bIBaTh Ha TIOPaKeHUE TIyTEeH,
CBSI3BIBAIOIINX 3y0UaToe SAPO ¢ 0a3aIbHBIMU TAHTTUSIMU.

Artakcusi ¢ OKYJIOMOTODHOi ampakcueii 2-ro Tuma (ataxia
with oculomotor apraxia type 2 — AOA2) — HeJaBHO OMNycaHHas
ayTOCOMHO-PELIECCUBHAsI MO3XEUKOBasl aTakcusi, 00yCIOBIEH-
Has MyTauusiMu reHa SETX [34]. D1o penkoe MOHOreHHOE 3200~
JIeBaHWE XapaKTepU3yeTcsl TPOTPecCUpPYIONIell MO3XKEUKOBOM
aTakCUel, OKYJIOMOTOPHOW ampakcue, aKCOHAIbHOW CEHCO-
MOTOPHO# MOJTMHEBPONATHEN U MOBBIIIEHHBIM YPOBHEM ChIBO-
POTOYHOrO a-(heTonpoTenHa.

CuHpOM TpeMopa W aTaKCHHM, ACCOUMHUPOBAHHBIA ¢ (hpa-
TIbHOI (JIoMKoil) X-xpomocomoii (fragile X-associated tremor
ataxia syndrome — FXTAS) oGycioBien mpemyTanueii reHa
FMRI1 u nposiBisiercsi MO3XeUKOBOW aTtakcuei, MHTEHIIMOH-
HBIM TPEMOPOM, MoJruHeBponatueii [35]. OOHapyKuBaeTcs 3C-
CEHIIMATIbHBIN, a TaKXKe€ MO3XKEUYKOBbI M MapKMHCOHUYECKUIA
tpemop. [Ipu MPT onpenensieTcss TMIEPUHTEHCUBHOCTD B 00-
JIaCTU CpeIHEeN MO3KeUKOBOI HOXKHM U MO30JIMCTOTO TeJa.

MyTauuu reHa CcHACTHYECKOH mapamierud 7-ro THOA
(SPG7), xonupytolero 6eJI0K MmaparierH, TPUBOIST K pa3BU-
TUIO HACIEACTBEHHBIX 3200JIeBaHUI C pa3TUUYHBIM (PEHOTUTIOM.
CnacTryeckasl raparuierusi mposiBiisieTcst B Bo3pacte 18—52 et
CMacTUYECKOM MO3XKEUYKOBOH aTakcueil, aTpodueit Mo3xkeuka,
HEBpOINATHUENl 3pUTEILHOTO HepBa [36]. MyTauus B reTepos3u-
TOTHOM COCTOSIHUM MOXET TakKKe MPUBOAWTH K TIOSIBJIEHUIO
MO3KEUKOBBIX CUMIITOMOB U TTOJIMHEBPONIATUY 0€3 CITaCTUIHO-
CTH, HATTOMUHAIOUIMX TAaKOBbIE MPU AyTOCOMHO-TOMUHAHTHOM
HacJeJOBaHUU.

Tunepao3nHopuAbHBI CHHAPOM — penKoe 3aboJieBaHUe
KPOBETBOPHOI CHCTEMBI, XapaKTepU3yIoleecs MITUTETbHBIM,
6oJjiee 6 Mec, TOBBILIEHUEM YPOBHSI 303MHOMUIOB B KPOBU
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(>1,5-10°/;1) Ipu OTCYTCTBUYM M3BECTHBIX MPUYNH TaKOTO TIO-
BBIIICHUS: MTHOEKIMOHHBIX, aJIZIEPTUYECKUX U TTapa3uTapHBIX
3a00JIeBaHMI, 3T0KAYE€CTBEHHBIX HOBOOOpa3oBaHMii, 00Je3-
Hu Yepmxka—Crpoc. [37] Cpeay HeBpOJOTrMUYECKUX Hapylle-
HUI OMUCHIBAIOT MHOXECTBEHHYIO MOHOHEBPOMATUIO, CEH-
COPHYIO MOJIMHEBPOINATUIO, PAIUKYJIONATUIO, MUAITUIO, MUO-
3UT W TIEPUMHUO3UT, aTaKCHUIO, TMaparuieTWio, HEeBPOTMATHUIO
3pUTEJILHOTO HEpBa, TeMUILIETUIO-TEMUITaApes3, SMUICTITHYC-
CKUe MPUTAAK1, MEHUHTUT, ICUXUUECKNE HAPYIICHUS, UIlIe-
MUYECKUI MHCYJBT, BUCOUHBIN apTEePUUT, CHUXKEHUE MaMITH
WU IU3apTpulo.

Cunapom Kydop—Pakeba — penkoe HaciaeICTBEHHOE 3a-
OosieBaHue, 00yciaoBieHHOe MyTaluei reHa ATP 1342 u npuBo-
IisgIIee K pa3BUTHIO FOBEHUJIBHOTO TapKUHCOHM3Ma [38]. Xapak-
TepHbIE KIMHUYECKME MPU3HAKK: TMPaMUIHBIC U dKCTparnupa-
MUJIHBIE CUMITOMBI, KOTHUTUBHbBIE W/UIW TICUXUYECKUE Hapy-
ILIeHUsI, aTaKCUsl, aKCOHaylbHas mojauHeBponatus. [Ipu MPT
TOJIOBHOTO MO3Ta MaTOJIOTHS He BBISIBIISICTCS, B PEIKUX CIIyJasiX
BO3MOKHBI aTpOdUsT TOIOBHOTO MO3Ta Y MO3XeUKa.

PEX10-accouunpoBaHHasi aTakcusi — ayTOCOMHO-peEIeC-
CMBHOE JM30COMajJbHOE 3a00JieBaHME, BBI3BAHHOE MyTallueit
reHa PEXI10 [39]. KauHuueckue NposiBIeHUs BKJIIOYAIOT MPO-
rPEeCCUPYIONIYIO aTaKCUIO, aKCOHAIbHYIO MOTOPHYIO MOJUHEB-
poraruio, CHIKeHUE BUOPAIIMOHHOW YyBCTBUTEIIBHOCTH TIPU
COXpPaHHOM WHTEJUIEKTE.

Bone3np Pedcyma — ayTocOMHO-peLIeCCUBHO Hacienye-
Moe 3a00JieBaHuEe, XapaKTepu3yolleecs aHOCMUE U TTUTMEHT-
HBIM PETMHUTOM C MO3aAHUM HauyajioM [40]. B paznuyHbIx KOM-

OWHAIIMSIX HAOMIONAIOTCS TaKWe MPU3HAKY, KaK MOJTMHEBPOIIa-
TUS, TIIyXOTa, aTaKCUsl, UXTUO3. 3HAYUTETHHO T03XKe pa3BUBa-
I0TCST apUTMUST U TIOPAXKEHME KJTaraHOB Cep/ilia BCJIEACTBIE Kap-
nuomuonaTuu. Bospact nediota — ot 7 mec 1o 50 jieT u crapie.
3aboseBaHue cBsi3aHO ¢ MyTauueil reHa PEX7, KOAWpYIOLIETro
PTS2-peuentop, u rena PHYH, xoaupyioliero (uraHoui-
KoA-runpokcunaszy (phytanoyl-CoA hydroxylase). JluarHoctu-
Ka 3a0oJieBaHMsI OCHOBAaHA Ha XapaKTepHOM KIMHUYECKOM ce-
HOTUIIE U MOBBILIEHUN YPOBHS (UTAaHOBOI KucaoTel. Hemenu-
KaMEHTO3HOE JIeUeHMEe BKJIIOYAeT OrpaHUYEHUE TMOTPeOIeHUs
(buTaHOBOIT KUCIOTHI, BBICOKOKAJIOPUITHOE MUTAHUE, TPEMSITCT-
ByIOllle€ MOCTYIUICHUIO KUCJIOThI B 1a3My KpoBu. CrenyeT us-
OeraTh TOJIONAHWsSI, PE3KOTO CHIDKEHWS] MAacChl Tejla, Mpuema
ubynpodena. MennkaMeHTO3HOe JedeHue: 1iasMadepes mim
JIMMUAHBIA adepe3 Mpy BHE3AMHBIX TSKEIbIX aputMusix. [loa-
JiepKUBalolee JeueHe — YBJIaXHSIOLMe Ma3y MPOTUB UXTHUO-
3a, MOJIEPKMBAIOLIAs Tepanusi apUTMUU U KapIUOMUOIATHH.

OnucaHHbIE BbIllI€ HACIEICTBEHHbIE 32a00JIeBaHUS MPOSIB-
JITIOTCST CUHIPOMOM MO3KEUKOBOM aTaKCUM U TTOJIMHEBPOTIa-
ThU. 3HaHWE XapaKTepa HacleIoBaHusI, BO3pacTa nedioTa u co-
MyTCTBYIOIIMX TIPOSIBACHUII TOMOXET MPaKTUYeCKOMY Bpady
MPEIOoNIOXKUTh TUAarHO3 PelKoro 3abojieBaHWsI U HANpaBUTh
00JIbHOTO Ha MEIMKO-TeHETUUECKOe uccienoBanue. JInme Tou-
HBII TMarHO3 TTO3BOJIUT OIIEHUTH MPOTHO3 W HaA3HAYMTD CIIEIIN-
uaeckoe eueHue.
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