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CIIMHOULEPEBEJIJIAPHAS ATAKCUS TUIIA 27B (ATX-FGF14-GAA)
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Pesrome

Cnunoyepedennsapnas amaxcusi muna 27B (CLJA27B) — nosas gopma HaciedcmeenHvlXx amaxcutl, OmMKpblmdst
6 2023 2.; 3abonesanue c613aH0 ¢ HOcumerbcmeom namonozuyeckou skcnancuu GAA-noemopos ¢ eene FGF14.
Coenacho cogpemeHHbIM UCCIe008AHUSM, OAHHBIN MUN AMAKCUU A6JI1emcst OOHUM U3 Haubolee 4acmulx y nayueH-
MO8 ¢ HAYAIOM 80 83POCIOM 803paAcme, 0COOEHHO cpedu HegepuPUYUPOBAHHbIX cryyaes. B cmamve npusooumcs
KAuHuveckoe Habniooenue nayuenmxu ¢ CLIA27B ¢ oebromom 3abonesanus 6 64 200a, peyudugupyioweti ouzap-
mpuetl, ObIUUM 6HU3 HUCIASMOM U HOPMAILHOU HelUposuU3yanu3ayuoHHol kapmunoi. Ha npumepe 0anno2o ciuy-
uasi NOOPOOHO ONUCAH WUPOKULL CREKID COBPEMEHHBIX Memo008 OUASHOCMUKYU (8U0e0oKynocpadus, eudeonpoba
Xanomaeu, MP-cnexmpockonus mosdiceuka, JJHK-Ouacnocmuka), npumensiowuxcst npu 06cie0os8anuu nayuenmos
C HEACHbIM 2eHe30M npozpeccupylouetl moiceukosou amaxcuu. Oocyscoaromess mpyoHocmu oOu@@eperyuanbHot
ouaenocmuxu CIL{A27B ¢ npuobpemennvimu, 8 mom ucie eiomeHo8ol, AmakCusmu.
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SPINOCEREBELLAR ATAXIA TYPE 27B (ATX-FGF14-GAA)
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Abstract

Spinocerebellar ataxia type 27B (SCA27B) is a newly identified hereditary ataxia discovered in 2023, char-
acterized by pathological GAA repeat expansions in the FGF14 gene. Current research indicates it as one of
the most prevalent forms of adult-onset ataxia, particularly among previously undiagnosed cases. We describe
a 64-year-old female patient with SCA27B exhibiting: recurrent dysarthria, downbeat nystagmus and unre-
markable neuroimaging findings. This case illustrates a comprehensive diagnostic approach for progressive
cerebellar ataxia of unclear etiology (videooculography, Halmagyi video head impulse test, cerebellar MR-
spectroscopy and genetic testing). We discussed difficulties of differential diagnosis of SCA27B with acquired
(including gluten) ataxia.
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Cokpawenua: AJl —  ayTOCOMHO-IOMHHAHT-
Hb1if; MPT — MarautHo-pe3oHaHCHas TOMoTpadus;
CHA — cnuHouepebemsipHas arakcus; LICK —
nepedbpocnuHanbpHas KUAKOCTh, GAD — glutamic acid
decarboxylase (rmyramaraekapOokcunasa).

Beenenne. HacnencTBeHHbIE MO3KEUKOBBIE aTak-
CHU — TEeTePOTeHHAass W CIIOKHAS ISl TUATHOCTHKHU
rpynna HeHponereHepaTuBHBIX 3a00JIeBaHUN, A KO-
TOPBIX XapaKTepHbl HEYKIOHHO MPOTPECCUPYIONTNE
paccTpoiicTBa XOAbBOBI M KOOPAMHALMHM JABKECHHUH
BCJIEICTBHE JIETCHEPAINN MOKEUKA U/UIIH €T0 CBA3EH.
JanHpiM 3a00€BaHUSAM CBOMCTBEHEH BBIPAKEHHBIN
MeX- ¥ BHYTPUCEMEHWHBIH MOIMMOpP(HU3M, 3aTPYyIHS-
IOIUN pacro3HaBaHUE OTAEJBHBIX HO30J0THYECKUX
¢dopm. Mo Ty HaciaemoBaHUS BBIICISIOT ayTOCOM-
HO-JOMUHAHTHbIE  CIIMHOLIEpEOEIUIAPHBIE  aTaKCHU
(AD-CIIA), a Taxke ayTOCOMHO-PEIECCUBHEIE, X-CIIe-
IJICHHbIE (OPMBI M aTakCHd C MHUTOXOHIPHAIBHBIM
THIIOM HacliemoBaHus. Ha magamo 2025 1. ycTaHOBIIE-
HO cymecTtBoBaHue 50 reHeTMdeckux JOKycoB AJl-
CIA [1].

B 2023 r. 6pu1a otkpeiTa HOBasg ¢Gopma AJ[-CLIA,
00YCJI0BJICHHAs HOCUTEIBCTBOM 3KCIaHcHu Oojiee 250—
300 GAA-noBTOpoB B 1-M HHTpOHE TeHa (akTopa pocTta
¢udpodnacros 14 (FGF14). Jannas dhopma Obina 060-
3navyeHa kak CIIA tumna 27B (B ommuume ot CIIA27A,
BBI3BAHHON TOYKOBBIMH MyTanusMu B TeHe FGF14)
WM, CONIAaCHO COBPEMEHHOM HOMEHKIAType Hacien-
ctBeHHbIX arakcuil, ATX-FGF14-GAA [2]. B nanbHeii-
mieM OBIJIO TMTOKa3aHo, YTO B cTpaHax EBpOITBI HA J0II0
CIHA27B npuxomutcs 10-30% cimydaeB cpenn HeBepH-
(UIMPOBaHHBIX aTakcui ¢ mo3aHUM HadanoM [3]. Cpen-
HUH Bo3pacT nebioTa 3aboneBaHus cocrasisier 51 rom.
SAnpom knuHMueckor kaptuHel CIIA27B aBnsercs Mo3-
JKEYKOBas aTaKkchs, KOTOpas B pAe CIy4yaeB COUYETAETCs
C TOJIMHEBPONATUEH, IBYCTOPOHHEH BeCTHOYIOMaTHEH,
OBIOIIMM BHHM3 HHMCTarMOM, SIIM30JUYECKOM aTaKCUeH
C NMPUCTYNAaMH AUIUIONUU U CUCTEMHOIO TOJOBOKpYKe-
Hus [4-T7].

IIpn HamMuuM OTATOIIEHHOIO CEMEHHOIO aHaM-
HEe3a TUarHo3 Haclie[ICTBEHHOW aTaKCHH HE BBHI3BIBAET
comHeHuil. TpynHoctu anddepeHInanbHON TuarHo-
CTHKH BO3HHMKAIOT MpH OOCIEOBAHWU TAIMEHTOB CO
CHOpaguyecKUMH (opMaMH 3a00IeBaHHs C J1e0I0TOM
BO B3POCIJIOM U TMOXKHJIOM BO3PAacTe, a TaKXKe MPH HEKO-
TOPBIX OCOOEHHOCTIX KJIMHUYECKON KapTHHEI (OBICTpOE
MIPOTPECCUPOBAaHNE, PEMHUTTUPYIOIIEE TeUCHHE, OTCYT-
CTBHE aTpopHUECKUX HU3MEHEHUH MOKEUKA [0 JaHHBIM
HEUPOBU3YAIH3AIIH H T.1T.).

[IpuBoguM KIMHUYECKOE HAOMIOACHUE MALUEHTKU
¢ Bepudurupoannoit CLIA27B arakcun. [TanueHTKO#M
ObUI0 TOXMHMCAaHO I00POBONBHOE HH()OPMHPOBAHHOE
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coracue Ha MPOBeJeHHE 00CIe0BaHUH U ITyOITUKAIIIO
AHOHUMU3UPOBAHHBIX JIAHHBIX.

Knunuueckoe nabnioodenue. Ilanpentka K., 69 nert.
C 64 net BuepBBIe OTMETHIIA IIPOTPECCUPYIONIYIO HEY-
CTOHYHBOCTH IIPH XOIIb0E, B BO3pacTe 68 JIeT MOSBUINCH
MIPEXOJISIINE ATH30BI HAPYIIICHHUS PEUH IO THUITY JTHU3ap-
TPHH, IPOAOIKUTENBHOCTHIO0 10 20—30 MUHYT M 9acTo-
To# mo 1-2 pasza B mecsi. HeoqHOKpaTHO TpOBOIMIIACEH
MPT ronoBHOTO MO3ra, BBISBISUTUCH CAMHUYHBIE 0Yard
MHUKPOAHTHONATHH, 0€3 MPU3HAKOB aTpo(uu CTPYKTYpP
MO3KeuKa U cTBoia Mo3ra. C 68 neT u3-3a HapacTaroleit
MIATKOCTH TOSBUJIVNCH TTAJICHUS, B CBS3H C UEM CTaJIa Ie-
pEeABUraThCs C ABYCTOPOHHEH OMOpo. YKa3aHul B aHAM-
He3€ Ha TOKCHIECKUI TeHe3 3a00JIeBaHus HE OBLIO.

CeMeliHBI aHaMHE3: y OTIa B MOXHJIOM BO3pacTe
(mocme 70 met) oTMedanach MATKOCTH MOXOAKU U TICH-
XMUYECKHUEe HApyIIeHHs (CMEPTh B pe3yibTaTe CyUuIuaa),
y MaTepu Obljla TUAarHOCTHPOBaHA N30 PEHNUs; CHOCHI,
JIETH U BHYKU KIIMHUYECKH 3I0POBBL.

C yd4eToM CTYIIeHYaTOro YXyAIIECHUS COCTOSHUS Tia-
IIUEHTKE IPOBOAMIIOCH JOOOCIIEIOBAHUE C IIETHEO UCKITIO-
YeHMSI ay TOMMMYHHOTO TeHe3a aTaKCHU: aHTHHEHPOHAITb-
HBIC aHTUTENA K BHyTpHKIeTounsM (Hu, Yo-1, Ri, CV2,
Ma2, ampuduzun) u mopepxHoctsiM (NMDA, CASPR,
LGI1 AMPA1/2, GABAR) aHTHreHaM, aHTHHEHPOHAITb-
Hele anTuTena IgG (MeTom HenpsMoit mMMyHO(ITyOopec-
LEHIIMK), aHTUTeNa K Tiryramaraekapookcmiaze (GAD)
B KpOBH — HE OOHApy)KEHBHI. BEISBICHO IOBBIICHUE
ypoBHsI IgA K JAeaMuMpOBaHHBIM TENTHAAM TIHAIWHA
1o 25,53 En/mn (mopma o 10 Ex/min), mpu sTom manm-
€HTKa OTpUIlaJia HAJIMYUE KAKUX-TUOO KUIICYHBIX CHM-
ntoMoB. C TIOZ03pEeHNEM Ha TIIOTEHOBYIO aTaKCHIO TO-
CIIUTANIU3UPOBAHA C IIEJIbI0 YTOUHEHUS TMarHo3a.

B HEBpOJOTHYECKOM CTaryce OTMEYAINCHh CHMIITO-
MBI MO3KEUKOBON aTaKCHH: BBIPRXKEHHAs CTaTHKO-JIO-
KOMOTOpHAasI (arakTHdecKas IOXOJKa, HEBO3MOXXHOCTH
TaHJEMHOHN XOJb0bI, HEyCTOMYMBOCTh B TIpode PomOep-
ra, TUCCHUHEePrusi baOMHCKOTO) U JIeTKass TMHAMHIYSCKas
atakcus (JIeTKas JUCMETPUS MPH KOOPIUHATOPHBIX MTPO-
06ax, S > D, merkuii nucauagoXxOKWHE3), TIa30BUTA-
TeJbHBIE HApYIICHHUS (HapyIICHHE IIaBHBIX CIEISIIIX
NBIDKEHUH T7Ia3 BO BCEX HAMpaBIICHUSAX, B30pP — HWH-
JyIIUPOBAaHHBIA HUCTarM TOPH30HTAIBHBIN U OBIOIIUI
BHHM3 HHUCTarM, a TakKXKe ITUIUIONHS, YCHIMBAIOIIASICS
MpH B3TISJE BIPaBO), MU3apTpus (Jerkas CKaHAUPO-
BaHHOCTh PEYU Ha HArpy3ke). Takke OTMEUaInch CyX0-
JKUIIbHAsT aHu30peIIeKcHs, JIeTKUe KOTHUTUBHEIE Hapy-
meHus (oOmuit 6y mo MoHpeaTbCKOH ITKajle OIEHKH
KOTHUTUBHBIX (GYHKIMIA cocTaBui 25/30 6amios).

B o0merepaneBTHUECKUX HCCICIOBAHUSAX KPOBH
KITMHUYECKH 3HAYUMBIX OTKJIOHEHUH (B TOM YHUCIIE TIPU-
3HAaKOB MayTbabcopOIuM) BIABICHO HE OblI0. Mccmeno-
BaHUE KPOBH HA aHTUTEJIA K TKAHEBOH TPaHCTIIyTaMUHA3e
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BBISIBUJIO HeOOubIIOE oBbIeHue [gA 1o 9,3 En/mn (mpu
HopMe 10 7 En/m) mpu HopmansHOM ypoBHe I1gG. B 00-
meM aHajau3e nepedpocnuHanbHol xuakoctu (L{CXK)
MaTOJOTMYECKUX W3MEHEHUH BBIIBIEHO He OBLIO,
MIpU MCCIIEIOBAHUN OJIMTOKJIOHAIBHOTO cuHTe3a [gG —
BBIABJICH 1 (TIOJTMKIOHATBHBIN) THII.

ITo nanubiM MPT rojnoBHOTro Mo3ra B CTaHIApPTHBIX
MP-nocnenoBaTenbHOCTSIX  3HAYUMBIX ~ CTPYKTYPHBIX
M3MEHEHHUI oTMeueHo He Obuto. B pexknMe MyabTHBOK-
ceabHOU H1-cnekTpockonuu coOoTHOUIEHUE MUKOB N-a-
netniacnaprara k kpearuauHy (NAA/Cr) B mpaBom,
JIEBOM MOJYIIAPHAX U YepBe MOPKeuka coctasui 1,11,
1,2 u 1,19, coorBerctBenno (puc. 1A). [Ipu BeIMOTHE-
HUU ONHOBOKcenbHOM HI-cnexTpockonmuu cooTHoIIe-
HUE JJaHHBIX META00IUTOB B U€PBE MOPKEUKA OBLIO paB-
HO 0,97 (puc. 1Bb).

[Ipu BuaeokynorpadguyeckoM 00CIEIOBAaHHU BBISIB-
JIeHbl TIPU3HAKU XapaKTEpHbIE IJIsi HapyIIeHUs (yHK-
UM MO3KEYKa W/WJIM €ero CBs3el, BKIIoYas Hapylie-
HHUE IUIAaBHOTO CIJICKEHHsI, TUIIEPMETPUIO CAaKKaJ BHU3,
HaJM4YUe CIOHTAHHOTO HHUCTarMa BHH3, CYLIECTBEHHO
YCHIIMBAIOLIETOCS TIPH B30PE BIEBO U BOPaBoO (pHc. 2A).
[ToMuMO 3TOrO, BBINOIHEHO BHIICOOKYJIOrpaduuecKoe
TECTUPOBAaHHE BECTHUOYISPHOW (DyHKUMHU: pe3ynbTarhl
BHUJICONTPOOBI XaabMaru, OlEHUBAIOIIEH BECTUOYIO0KY-
JSIpHBIN peduiekc, GopManbHO COOTBETCTBOBAIM HOPME,
TaK KaK COOTHOIIEHHE CKOPOCTEHl I71a3 U TOJIOBBI OCTa-
BAJIOCh B mpenenax pedepeHCHBIX 3HAYEHUH, OfHAKO
oOparianyu Ha ce0ss BHUMaHHUE SIBHBIE KOPPUTHUPYIOIIUE
CakKaJbl IPU CTUMY/ISIIMHU 33JHUX U JIaTepalbHBIX Ka-
HaJIoB ¢ 00eux cropoH (puc. 2b). B koHTekcTe KIMHU-
YEeCKOM KapTHHBI M aHAMHE3a IaHHbIE H3MEHEHUS MOTYT
yKa3bpIBaTh Ha HapyLICHUE PEryisuui (yHKIUH BECTH-
OyJIApHBIX SA€P CO CTOPOHBI MO3KeukKa. [IpoBeneHHbII
BOJIHBI OWTEpPMaJbHBIN KaJIOPUYECKUI TECT MOKa3al
3HAUUMYIO aCHMMETPHIO OTBETOB 3a CUET JIEBOCTOPOH-
Helt runodynkunu (acummeTpust 40%), 9T0 pacXoauTCs
¢ pesynbraramu mpoosl Xanpmard.. [lo naHHBIM Kajo-
PHUECKOTO TeCTa JaHHBIX B MOJb3Yy OMIIaTepabHOM Be-
CTHOYIIOTIATHH TIOTy9IEeHO HE OBLIO.

C uenmplo  HMCKITIOUSHUS/TIONTBEPKICHUST HACIIE-
CTBEHHOI'0 I'€He3a aTaKCHUU C yYeTOM CEeMEHHOTo aHaM-
He3a Obula B3sATa KpoBb Ha aHaynu3 ausa JJHK-guarso-
CTUKU Ha Hanuuue 3kcnancun GAA-MOBTOPOB B IeHE
FGF14. Tlo COBOKYITHOCTH JaHHBIX KIMHUYECKOH Kap-
THUHBI W PE3yJIbTAaToOB OOCIENOBaHMs NAalMEHTKA OblLia
BBINHCaHa C TUarHo3oM «MozxKedKkoBasi aTakcHs, Bepo-
SITHO ay TOMMMYHHOT'O T€HE3a» C PeKOMEHAALMSIMU 000-
CJIEZIOBaHMS y TACTPOIHTEPOIIOTA HA TPEIMET LENNaKUH,
a TaKkXKe COOMIOAEHHSI CTPOTroil OE3IIFOTEHOBON IUETHI.

[o pesynbraram oOcCnenOBaHU, BBITOTHEHHBIX aM-
OynaTopHO, OBUIM BBISIBICHBI HOPMaJbHbIE THTPH IgA
u IgG x neMuAMpOBaHHBIM MENTHUAAM DIHWAJWHA, JH-
JOMM3HIO U PETUKYIHHY. 1Ipy MOneKymspHO-reHeTHYe-
CKOM HccnenoBannu Mapkepos cuctemsl HLA II kmacca
(ImarHocTHKa LIeNIMAKWM) BBIABICHA pelkas KOMOMHa-
s amieneit (DQAT — 05:01 u DQB1 — 03:01), mpu-
BOIAMIAs K (opMHUpOBaHHIO Terepoaumepa DQ7, mo-
TEHIMAJIbHO MOBBIIIAIONIETO PUCK PA3BUTHS LENNAKUU.
Tem He MeHee, MO COBOKYNHOCTU IAHHBIX, BKIIIOUYas
3HJO0CKONUYECKOE UCCIIEAOBaHNE 12-MepCTHOM KHIIKH,
JMarHo3 LeJHaKUK ObUT HCKITIOUEH.

K momenTy 3aBepiienus oOciefoBaHHs y TacTpo-
sHTeposiora Obl1 monmyyeH pesyasrar JHK-nuarnoctu-
KH, TTOATBEPKAAIONMINN HOCUTEIHCTBO MATONIOTHYECKOM
skcnadcuu (> 250 GAA-nioBTropoB) B reHe FGF 14, uto
MO3BOJIMIIO OKOHYaresnbHO Bepuduuuponars CIIA27B.
VY4uuThIBas TPAH3UTOPHYIO CEPONO3UTHBHOCTH MO aH-
TUTIMAJUHOBBIM aHTUTENAaM W TOBBIIIEHHBIH TUTpP aH-
TUTEN K TKAaHEBOH TpaHCIIyTaMHHa3e, Oblla PEKOMEH-
JIOBaHa JaJIbHEHIIas U TEIbHAs Oe3ITIOTeHOBAs JHETa,
HaOJoeHne racTposHTeponora. Takxke Obul mono0paH
WHAUBHUYyaJbHBI KOMIUIEKC JIOTOMEANYECKUX YIpaXK-
HEHHH, Te4eOHO (PU3KYIBTYpPHI U BECTUOYISPHON THM-
HACTHKH.

O6cy:xnenue. Ilo mociaennum nanueiv, CIHA27B
SIBJIsIETCS OfHOM u3 HamOonee yacthix popm AJ[-CLIA
B crpanax EBpomsl [3]. B Poccum yactora CLIA27B
cpear HeBepU(UIMPOBAHHBIX IMO3IHUX MOIKEUKOBBIX
aTakcuid coctasnger 15,4%, ycrynas mums CIIA 1-ro

Puc. 1. KapTsl muKOB METa0OIUTOB NPHU MYJIBTH- U OHOBOKCEIbHOM H1-crieKTpockonuu B uepBe MO3XKeUKa
Fig. 1. Metabolite peak maps from multi- and single voxel H1 spectroscopy of the cerebellar vermis
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1 2-ro TumoB [7]. OCHOBHBIC KIIMHUYECKHUE TIPOSBICHI
CILIA27B, ux 4acToTa U HajJu4ue y Halled MalueHTKH
npeacTarieHsbl B Tabmuie 1 [8]. XapakTepHbIM HEHpo-
BH3YQJIN3AIOHHBIM MTATTEPHOM SIBIISIETCS aTpodus dep-
BS (MMPEUMYIIIECTBEHHO) U MOTyIapuil MO3KeuKa, O/1Ha-
KO y HEOOJIBIIOW YaCTH MAallMEHTOB MOYKET HAOIIIOIaThCs
HopMmanbHass MPT-kapruna nubo mpusHaku atpoduu
CTBOJIa MO3Ta M MO3KeYKa C (HOPMUPOBAHHEM «CHUM-
nToMa Kpecta» (moHrouepeOemsipuas arpodus) [7].
B ormmume ot OompmmucTBa Apyrux AJI-CLA, mis
CIIA27B xapakTepHa BBICOKasl 4aCTOTa CIIOPATUICCKUX
ciyqaeB (15-50%), 4To CBSI3BIBAIOT C HETIOIHOW IMeHe-
TPaHTHOCTHIO SKCHAHAMPOBaHHBIX amieneit ¢ 250-300
GAA-noBTopamu [8].

RESEARCHES AND CLINICAL REPORTS

Hame xnuHuueckoe HaAONIONCHHE JIEMOHCTPHUPY-
€T CIIOKHOCTH JU(QPEpeHIIUAIBHON TUArHOCTHKU
CLA27B c nproOpeTeHHbIME (B TOM YHCIIE ay TONMMYH-
HBIMH) MO3)KCUKOBBIMHM aTaKCUSIMH W HEOOXOIUMOCTH
WCIIOJIb30BAHMSI IIMPOKOTO CIEKTpa J1abopaTOpPHBIX
1 WHCTPYMEHTAIBHBIX METO/IOB MPH 00CIEeIOBAHNY T1a-
[IMEHTOB CO CTIOPAJANYECKUMU aTaKCUSIMH. Y TMAIIMEHTKH
OTMEYaJIOCh MOCTEIIEHHOE MPOTrpeccupoBaHue 3aboie-
BaHUs B TCUEHHE IISITH JIET, 0COOCHHOCTBIO CITy4ast ObLIO
HaJIMYUe SMH30AHYECKON MO3KEUKOBOW TU3aPTPUH, OT-
CYTCTBHE JIOCTOBEPHBIX TaHHBIX B MOJIB3Y OTATOIMICHHO-
ro CeMEeWHOro aHamHe3a (MCTOpHs 0OJIe3HU OTIa OblIa
HEOYCBHJIHOM), a TAKXKE OTCYTCTBHE aTpOPUUSCKUX U3-
MEHEHHH Mo3:keuka 1o JaHHeIM MPT rojmoBHOr0 Mo3ra,
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Puc. 2. Haubonee 3HaunMblie BUICOOKyNorpaduueckue Haxonku y naiueHtku ¢ ATX-FGFI14-GAA. A. Hucrarm BHu3. OTMeuaeTcs
yBEJIMYEHHE BBIPAXXEHHOCTU HHUCTarMa IpH B3NILAE BIEBO (CKOPOCTh MeUIeHHOW (asbl 2,2 °/c) U mpH B3IIAAE BIPaBO (CKOPOCTD
MeIUIeHHOH (a3bl 5,2 °/c) Mo CpaBHEHHIO C B30POM HpsMO (CKOpocTh MemieHHoH (as3sl 0,2 °/c). b. Buneonpo6a XanpMaru: siBHbIC
KOPPHUTHPYIOIIIE CaKKa/Ibl BBIIENICHBI ITyHKTHPHOH TnHNeH. [Tpupatenne a1s Ka)Ioro MOIyKPY>KHOTO KaHaja IMeeT 3HaueHHE OKOJIO

CIAUHUIIbI

Fig. 2. The most remarkable video-oculographic findings in a patient with ATX-FGF14-GAA. A. Downbeat nystagmus. The nystagmus
is more pronounced when looking to the left (slow-phase velocity 2.2°/s) and to the right (slow-phase velocity 5.2°/s) compared to
central gaze (slow-phase velocity 0.2°/s). b. Video head impulse test (VHIT): overt corrective saccades are marked with a dashed line.

The gain for each semicircular canal is approximately 1.0
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NCCNEAOBAHNA N KNIMHUYECKE HABITIOAEHWA

Tabanuma 1
Knannnueckue xapakrepuctuxku CLLA27B
Hamnuue
Kiannuyeckue nposiBjaeHust llac(;ora, NPOsIBJIEHUI
¢ y nauuenTku K.
CTaTHKO-JIOKOMOTOPHAsI aTaKCHUsI 95-100 +
Jlunamuyeckas aTakcus 44-71 +/—
DIU30NYECKUE CUMIITOMBI 13-80 +
(IUIuIonus, aTaKCcus, AU3apTpusl,
CHCTEMHOE TOJIOBOKPYKEHHUE)
MozxeuKoBast AU3apTPHUsI 12-74 +/— (;merkast
IIPU pPedeBoii
Harpyske)
Mo3XeUKOBBIE IT1a30/JBUTaTeIIbHbIC 80-96 +
HapyLeHHs
Bsop-unnynupoBanssIit 33-67 +
TOPU3OHTAJIBHBIH HUCTArM
Brromuii BHU3 HEUCTarM 10-67 +
JIATIIOMHS, OCIUILIOTICHS, 40-68 +
HEYETKOCTb 3PEHUS
CHmxeHne BUOpamoHHO# 29-57 -
YyBCTBHUTEJILHOCTH HA YPOBHE CTOII
Jucdarns 14-35 -
[TocTypanbHblil TpEMOp pyK 21-67 -
Bectubynonarus 10-75 +/— (npecbuBe-
cTHOYIonaTus)
[MupamMuaHbIi cuHAPOM 3-21 -
Table 1
Clinical characteristics of SCA27B
- Frequency, The presence
Clinical feature % of fez}tures in
patient K.
Truncal ataxia 95-100 +
Appendicular ataxia 44-71 +/—
Episodic symptoms (diplopia, ataxia, 13-80 +
dysarthria, vertigo)
Cerebellar dysarthria 12-74 +/— (mild during
speech load)
Cerebellar oculomotor signs 80-96 +
Horizontal gaze-evoked nystagmus 33-67 +
Downbeat nystagmus 10-67 +
Diplopia, oscillopsia, visual blurring 40-68 +
Decreased vibration sense in distal 29-57 -
lower extremities
Dysphagia 14-35 -
Postural tremor of upper limbs 21-67 -
Vestibulopathy 10-75 +/— (presbyves-
tibulopathy)
Pyramidal syndrome 3-21 -

YTO peIKO HaOIIONAeTCs MPH HACIEICTBEHHBIX aTaKCH-
sx. He ObUIM BBISBICHBI CUMITOMBI aBTOHOMHOW JTHC-
(YHKIHMA, YTO TIO3BOJIIIO HCKIIOYUTH MO3KEYKOBEII
TUI MYJBTUCUCTEMHOW arpoduu. Pemurtupyrommii
XapakTep IU3apTpuul u (PEHOTHIT H30JIUPOBAHHOW MO3-
KEUKOBOH aTakchM Haubolee XapaKTepeH ISl aTaKCHH,
acconMupoBaHHOU ¢ aHTUTeNnamMu K GAD [9], ogHako
JAHHBIA JUarHo3 ObUT MCKIIOYeH. Takxke He OBLIO MO-
JIy4eHO [aHHBIX 332 TOKCHYECKHI W MapaHeoIUIacTH-
YecKkuil TeHe3 3a00JieBaHus, a MEJICHHBIH TEMIl IpO-
FPECCUPOBAHUsS, OTCYTCTBUE IPYIHMX ayTOMMMYHHBIX
3a0oneBaHmii ¥ BocnanuTeNnbHbIX u3MeHeHud [[CXK
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UCKJIFOYQJIM JIMAaTHO3 NEPBUYHOM ayTOMMMYHHOM arak-
cun [10]. ETMHCTBEHHBIMH 3HAYMMBIMH JTA0OPATOPHBI-
MU HaxoJKaM{ ObUIM TIOBBIIIEHHBIE YPOBHM aHTHUTEN
K JIeaMUIUPOBAaHHBIM MENTHIAM INIMaAWHA U TKaHEBOU
TpaHCTIIyTaMHUHa3€e B KPOBHU, YTO TPeOOBAJIO MCKIIOYE-
HUS DIIIOTEHOBOM aTaKCHUM.

[moTeHoBast arakcusi sBJsieTCss HaubOoliee pacIpo-
CTPaHEHHOW ayTOMMMYHHOH aTaKCHEH B MHUPE U MOXKET
pa3BUBaThCS KaK y MAIIMEHTOB C HEJMaKuel, Tak U y JIUI
C HEleIMaKUITHOW YyBCTBUTENBHOCTHIO K ITt0TeRy [11].
TunuuHBIA BO3pacT Ae00Ta HEBPOIOTHYECKUX ITIPOSIB-
neHuit — 40—-60 net; KIMHUYECKasi KAPTUHA XapaKTepu-
3yeTcsi MOCTETIEHHBIM HaYaJIOM M XpOHUYECKUM TeUEeHU-
€M MPEUMYLIECTBEHHO CTaTHKO-IOKOMOTOPHOM aTaKCUU
C MO3KE€YKOBOM JU3apTpUEN U HUCTarMOM, TAKKE MOTYT
HaOJII0NAThCsl KOPKOBBIA MHOKJIOHYC, TTIOJIMHEBPOIIATHS,
NUpaMHIHBIN CHHIPOM, peke — odraabMonapes, Tpe-
MOp MSTKOro He0a, aBTOHOMHBIE U KOTHUTUBHBIE Hapy-
menus [12—14]. Ha saganpHBIX cTagusx 3a0oeBaHUs
MPT-kapTiHa MOXKET COOTBETCTBOBATH HOPME, OJHAKO
10 Mepe NPOrpecCHpPOBaHMs aTakCHHM 4acTo Halmrona-
eTcs JIeTKasi 1 yMepeHHasi aTpousi MOPKeuKa (Ipeumy-
IIIECTBEHHO 4epBs). BaKHBIM B IHAarHOCTHKE JaHHOTO
3aboeBaHus ABJsIETCS OOHapyxeHue rarutorunos HLA-
DQ2/8, anturen k mmmanuny (IgG, IgA) u TKaneBoi
TpaHCIIIyTaMHuHa3e-2 U -6 B KpoBU. B peakux cimydasx
HaOoaeTcs OJMMIOKIOHANBHBIN cuHTe3 IgG B KpoBU
u LHHCXK [12]. Jas UCKIIOUEeHUS LEeTUAKUU TPOBOAUTCS
OWoIICHsl CITM3UCTONW OOOJIOYKH JBEHAIIIaTHIIEPCTHON
KHLIKK C TOCIEAYIOMNM MOP(OIOTHIECKUM HCCIIeN0-
BaHueM. [lo MaHHBIM KOMILJIEKCHOTO TacTpPO3HTEPOIIO-
THYECKOTO A0OOCIEeI0BaHUs, y HAIlIECH MAallMeHTKH ObLIN
WCKJIIOUEHBI IIeTHaKus ¥ IIIOTEeHOBAas aTakCHs, YTo I0-
TpeOOBaIO MPOAOHKEHHSI JUArHOCTHYECKOTO IIOUCKA.

B nocnennue rogsl Ui BepUPUKALUNT HMMYHOOIIO-
CPENOBAaHHOIO I'eHe3a MOPAKEHHS MO3XKEUKa BCE Yalle
IIPUMEHSETCA METOJ NPOTOHHOM MP-cnekTpockonuu.
Panee ObL10 MOKa3aHo, yTo cootHomeHue NAA/Cr, us-
MepsieMoe B 00JacTy 4epBsl M MOyLIapuil MO3XKeyKa,
SIBJIIETCS TyBCTBUTENBHBIM MapKEPOM JUISl AUATHOCTUKU
¥ KOHTPOJISI Tepanuy y MalueHTOB ¢ apaHeoriacTHye-
CKoOM nereHepauueit Mmosxeuka [15], antu-GAD-acconu-
HUPOBaHHOHN atakcuei [16], mmoTeHoBoit arakcueit [17,
18], a Takke BXOAUT B KPUTEPUN AMArHOCTUKH MEPBHUY-
HOM ayTonMmyHHO# atakcuu [10]. B HOpMme cooTHOIIIE-
nre NAA/Cr B JaHHBIX 00/1acTIX cocTaBisgeT Ooiee 1,
a ero CHIDKEHHe HaOIoNaeTcsl MPH BOCHAIUTEIHHOM
reHese nopaxeHus: Mmo3xeuka [19]. B npencraBnenHom
HaMH ciydae ObLIM TOJydeHBl HOpMajbHbIE 3HAYCHUS
NAA/Cr, 94TO CBHIETEIBCTBOBAJIO MPOTUB ayTOUMMYH-
HOTO TeHe3a aTaKCHHU.

Takum oOpa3om, mo pesyasraraM o00cCIeqOBaHUN
y TAIMeHTKH OTCYTCTBOBAJIHM JOCTOBEpHBIE MPHU3HAKU
NpUOOPETEHHOTO (BTOPUYHOTO) TeHE3a MO3KEUKOBOM
arakcuu. JIHK-ananu3 sBIsieTCS «30JI0TBIM CTaHAAp-
TOM» AWAarHOCTUKH HACIEICTBEHHBIX AaTaKCHil, B pe-
3yJbTare MpOBEISHHs KOTOpOro ObLT BepuduIupo-
BaH juarHo3 CIIA27B. Heobxomumo uWMeTh B BULY,
YTO MPHUMEHEHHE METOJ0B MacCOBOTO MapauIeIbHOrO
CEKBEHHPOBAHMSA ([IAHEIBLHOTO, SK30MHOT0) HE O3BOJISI-
€T BBISBIISTH 9KCIIAHCHHM MUKPOCATEITUTHBIX ITOBTOPOB,
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B cBs13u ¢ yeM auarHoctuka CIIA27B u npyrux 6oses-
HeH SKCIIaHCHUI TOTHKHA TIPOBOJUTHCS CIIEIIHATBHO.

3akaouenune. CIIA27B ocraerca Manon3y4eHHOU
U TPYIHOW I KIMHWUYECKOM IMAarHOCTUKH Hacle-
CTBEHHOUN aTaKCHEW BCIICACTBUE HECIEIUPUIHOCTH €€
MIPOSIBJICHUI U BBICOKOM 9aCTOTHI CTIOPAUIECKuX (DOpM.
B cnoXHBIX JMAarHOCTUYECKUX CIydasX PEKOMEHIYEeTCs
TIIATENbHOE A000CIeIOBaHNEe Ha IpPeaIMEeT BTOPHYHO-
ro (ayroMMMyHHOTO, TOKCHYECKOTO, Ie(HUIMTAPHOTO
U Jp.) TeHe3a aTakCWH BBHJY MMOTEHIMAIBHOW Kypa-
OCJbHOCTH JaHHBIX COCTOSHHW; MPU WX HCKIFOYCHUU
Y HAJIMYAHA COOTBETCTBYIOIIEH KIMHUYECKON KapTHHBI
HeoOxonumo mnpoeneHue JIHK-muarnoctuku (mouck
skcnancun GA A moBTopoB B rene FGF14) ¢ nensto Be-
pUHKALIIN THAarHO3a.

KongaukT uHTEpecoB. ABTOPHI 3asBISIOT 00 OT-
CYTCTBHHU KOH(IMKTa UHTEPECOB.

®uHaHcupoBanue. Pabora BEHINIONHEHA TIPH TIOM-
nepxxke Poccuiickoro Hayunoro ¢onga (rpantr PH®
Ne 24-15-00209)
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