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PE3IOME

BBepieHmne. ATakCUYeCcKnin BeTcknin LepebpanbHbli napanuu (@LM) — HavmeHee pacnpocTpaHéHHaa cpeaun Bcex popm ALUMN, BcTpeuaeTca
pexe, uemy 113 10 naymenToB ¢ [ILMM. K Bo3pacTy 5 neT 6onee 4yem y NOMOBWHbBI 13 3TVX eTell AnarHo3 nepecmMaTprBaeTcs, U NOATBEPKAaloT-
CA Apyrve CoCTOsAHWA, He cBA3aHHble ¢ LN, HakannuBatoTcA faHHble 0 TOM, U4To peHoTUNMYeckoe cxofcTBo ¢ aflLiMN MoxeT 6bITb y pAfia reHe-
TUYecKnx 3aboneBaHuii. HekoTopble 13 HUX NPOABAAIOTCA C POXKAEHNA, APYTe MaHUDECTVPYIOT MO3XKE U UMEIOT MPOorpeccupyoLiee TeYeHue.
Llenb nccnefoBaHuA — M3yunTb 0COBEHHOCTN KNMHNYECKON KapTUHbI, 1abopaTOPHbIX N MHCTPYMEHTalbHbIX AaHHDBIX, MO3BONALMNX OTVN-
ynTb NnaumeHTos ¢ aflLiM oT naymeHTOB ¢ HacneACTBEHHbIMM GOPMaMKM aTakCWIA.

MaTtepuanbi u metoAbl. B nccnenosaHue 6binv BKtoueHbl 59 getert B Bo3pacte oT 1 rofa Ao 3 neT 8 Mec, KoTopble 6binn pacnpegeneHbl
Ha 3 rpynnbi: c noaTBepXKAEHHBIM aflLIMN (n = 29), HacnefcTBeHHbIMY 3a6051€BaHNAMM (aTakcusA C NOATBEPKAEHHBIM FEHETUYECKVM AarHO30Mm)
(n = 13), nporpeccupytoLueli aTakcren NPeanonoXnTeNnbHO reHeTUYECKON NPUPOAbI, OKOHYaTeNbHO He BepuduLumpoBaHHol (n = 17). Bcem
[eTAM NPOBOAUNCH AeTasbHaA OLeHKa aHaMHe3a, UCCNeaoBaHe HEBPONTIOMMYECKOro CTaTyca, Helposusyanusauma (MPT). BbipakeHHOCTb
[IBUraTesIbHbIX HapyLIEHWUI OLleHMBaNM C MOMOLLbio WKanbl GMFSC, a cTeneHb TAXeCTU aTakcum — Mo paspaboTaHHo Hamu [NegmaTpuyeckoi
wkane atakcum (MWA). Mpu nccnegoBaHum ¢ nomolypbio MLA npoBogunack oleHKa B 6annax pa3suUTUA MOTOPHbBIX HaBbIKOB Y CUMMTOMOB,
yKa3blBatoLMx Ha nopakeHue cTpyktyp LIHC, oTBevatowmx 3a koopanHauuio ABmKeHUiA. Mo obLiern cymme 6annoB TAXKECTb aTakcun paccma-
TpuBanu Kak nérkyto (1-8 6annos), cpegHioto (9-13 6annos) u Taxényio (14-23 6annos). Bce nauneHTbl HabnganMch B IMHAMUKe Ha NPOTA-
XeHunn 5 ner.

PesynbTatbl. [1py BKNOUEHUN B UCCIEAOBaHME MEXAY rPyMNMnaMmu OTCyTCTBOBaV 3HaUMMbIe Pasnnunsa cpefiHnX 6annbHbix oueHok no MNLA, n
y 60OMbLUMHCTBA NaLMEHTOB onpefenanach atakcusa cpefHen Taxect. OaHaKo ArHaMuKa oueHokK no MLWA 3a 5-neTHuin nepuog HabnoaeHns
NauneHTOB OKa3anacb pa3HoHanpasneHHon: y feten ¢ ajLiN oHn umeny TeHAEHLMIO K CTabUnM3aLmm 1 NOCTENEHHOMY YIyULLeHWIo, TOorfa Kak
[NA NaUMEHTOB rPynmn C HACEACTBEHHBIMU 1 MPEANONIOKUTENBHO reHETUYECKMMM aTaKCUAMM XapaKTePHbIM ObIo NX HEYKSTOHHOE yXYALIeHe
B CBA3M C HapacTaHVeM ABuraTesibHbIX paccTponcTe. CneayeT NoAYEpKHYTb CXOACTBO AMHaMUKKU nokasaTtenen no MNLWA y nauveHToB ABYX
nocnegHnx rpynmn.

Mo paHHbIM MPT, B rpynne aflLil npeo6naganv MaMeHeHUs:, TUNWYHbIE A1 TMMTOKCMUYECKU-MLLEMUYECKOTO NMOPaXeHWs B BUAE NePUBEHTPU-
KynApHon nenkonatuu (73,3%). ipyroii 4acTo BbiABAAEMON NaTonorueii 6oina runonnasnsa Moxeuka (46,4%). B rpynne HacnefnctBeHHo 06y-
CIIOB/IeHHOW aTaKCUU NeprBEHTPUKYIAPHAA JIeKonaTua BCTpeyanacb HECKONbKO pexe (61,5%), Apyrumn HaxoaKamm Gbin KOpKoBas aTpo-
dua (30,7%), runommenuHuzaums (7,6%), rmnonnasma cteona mo3sra (7,6%) n atpodpua mosxeuka (7,6%).

3aknioueHne. OcHOBHbIMY AnddepeHLnanbHO-ANAarHOCTUYECKUMU KPUTEPUAMN MeXAy HaclefCTBEHHO OOYCNOBMEHHbIMW aTakCUAMU 1
aJlLiMN aBnstoTcA nporpeccpoBaHme KNNMHNYECKON KapTuHbI 601€3HU, HapacTaHue n3MeHeHnin Ha MPT 1 MoneKynsApHO-reHeTUYeCKoe BbisiB-
NeHve MyTaLii, KOTopble BbI3blBalOT 3a60eBaHNA, CONPOBOXAALMECS aTaKCUel B AETCKOM BO3pacTe.

KnioueBble cnoBa: aTakcnyeckuin ,U,eTCKVIVI uepe6paanb||7| napanuy; atakcuna; ne,D,I/IanVILIGCKaFI LWKana aTakCumn; reHeTnvyeckana AnarHoCTuka

Co6nioaeHNne 3STUYECKNX CTaHAAPTOB. VccnefoBaHne NPOBOAMNOCH B COOTBETCTBIM C NPUHLMNaMM XenbCUHKCKON feKnapauum, ojobpeHo
J13K ®rAQY BO «PHUMY um. H.M. Muporosa» MrnH3gpasa Poccuu (Bbinucka 13 npoTokona 3acegaHus N2 180 ot 17.12.2028). Bce naumeHTbl unm
MX 3aKOHHbIe NpefCcTaBUTeNN NoANMUcanu JO6poBoIbHOE NHGOPMUPOBaHHOE coracue.

Ana yntnposaumsa: Paxesa [.C., XoHgkapaH IL. 3aBageHko H.H. HacnepctBeHHble aTakcum, npoTeKatowme noa Mackom AeTCKOro uepe-
6panbHoro napanuua. Hesponoauueckuti xypHan um. J1.0. badanana. 2025; 6(3): 140-152. https://doi.org/10.46563/2686-8997-2025-6-3-140-152
https://elibrary.ru/lsnkiq

[na koppecnoHgeHuyun: Paxesa lapbsa CepreesHa, e-mail: darvezhar@mail.ru

Yyactne aBTOpOB:

Paxxesa [.C. — c6op 1 aHanM3 faHHbIX, 0630p Ny6AMKaLMIA MO TeMe CTaTby, HaNMcaHMe TeKCTa PyKONucy;
XoHpkapsaH LU — aHanu3 JaHHbIX, HanvcaHne TeKCTa CTaTby, OKOHUYATENIbHOE YTBEPXKAEHWE ANA NybnnKauum pykonucu;
3aBageHko H.H. — pa3paboTka KOHLIENLMK, HanncaHne TeKCTa CTaTbl, OKOHYaTeNbHOE yTBepXKAeHVe AnA NybnmKaumm pykonmcu.

KoH$nUKT nHTepecoB. ABTOPbI 3aABNAIOT 06 OTCYTCTBUN KOHGNMKTA MHTEPECOB.
@OuHaHcMpoBaHue. VccnejoBaHe He UMENO CMOHCOPCKOMN MOAAEPKKM.

Moctynuna 01.09.2025
MNpuHAaTa K nevatn 22.09.2025
Ony6nnkosaHa 31.10.2025

Original investigations

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(3): 140-152


https://doi.org/10.46563/2686-8997-2025-6-3-
mailto:darvezhar@mail.ru

HEBPOTOTMYECKUIA XKYPHAT umenn J1.0. BADAJIAHA. 2025; 6(3): 140-152
https://doi.org/10.46563/2686-8997-2025-6-3-140-152

OpV]I’MHaHbHaﬂ CTaTtbA
Daria S. Razheva'?, Gareguin Sh. Khondkarian', Nikolay N. Zavadenko'
Hereditary ataxias occurring under the guise of cerebral palsy

'N.I. Pirogov Russian National Research Medical University (Pirogov University), Moscow, 117513, Russian Federation;
*Children’s Clinical Center named after L.M. Roshal, Krasnogorsk, 125222, Russian Federation

ABSTRACT

Introduction. Ataxic cerebral palsy (CP) is the least common of all forms of CP, occurring in less than 1in 10 CP patients. By the age of 5 years,
more than half of these children have their diagnosis reconsidered and other conditions not related to CP are confirmed. There is accumulating
evidence that a number of genetic diseases may be characterized by phenotypic similarities to the ataxic form of CP. Some of them manifest
themselves from birth, while others manifest later and have a progressive course.

Objective. To study the features of the clinical picture, laboratory, and instrumental data that allow distinguishing patients with ataxic CP from
patients with hereditary forms of ataxia.

Materials and methods. The study included fifty nine children aged 1 to 3 years and 8 months, who were divided into three groups: with
confirmed ataxic CP (n = 29), hereditary diseases (ataxia with a confirmed genetic diagnosis) (n = 13), with progressive ataxia of presumably
genetic origin, not finally verified (n = 17). All children underwent a detailed assessment of the anamnesis, neurological examination, neuro-
imaging (MRI). The severity of motor disorders was assessed using the GMFSC scale, and the severity of ataxia was assessed using the Pediatric
Ataxia Scale (PAS) developed by us. The PAS was used to evaluate the development of motor skills and symptoms indicating to the impairment
of the central nervous system structures responsible for the coordination of movements. According to the total score, the ataxia severity was
considered as mild (1-8 points), moderate (9-13 points) and severe (14-23 points). All patients were followed for 5 years.

Results. At inclusion in the study, there were no significant differences in the PAS average scores between the groups, and most patients had
moderate ataxia. However, the trend in the PSA scores over the five-year observation period of patients turned out to be multidirectional: in
children with ataxic CP, they tended to stabilize and gradually improve, whereas for patients in the groups with hereditary and presumably
genetic ataxias, their steady deterioration was characteristic due to the increase in motor disorders. It should be emphasized that the trend in
the PSA scores in patients of the last two groups are similar.

According to MRI data, changes typical of hypoxic-ischemic lesion in the form of periventricular leukopathy prevailed in the CP group (73.3%).
Another frequently detected abnormality was cerebellar hypoplasia (46.4%). In the group of hereditary ataxias, periventricular leukopathy
was somewhat less common (61.5%), other findings were cortical atrophy (30.7%), hypomyelination (7.6%), brainstem hypoplasia (7.6%) and
cerebellar atrophy (7.6%).

Conclusion. The main criteria of differential diagnosis between hereditary ataxias and the ataxic form of CP are represented by the progression
in the clinical picture of the disease, increasing abnormalities on the MRI and molecular genetic identification of mutations that determine
diseases accompanied by ataxia in childhood.

Keywords: ataxic cerebral palsy; ataxia; Pediatric Ataxia Scale; genetic diagnosis
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BBepgeHune

ATaKCUYECKMI NEeTCKMI liepeOpajbHBI IMapaanyg
(allIIT) — nHamMeHee pacIpocTpaHEHHasl Cpelu Bcex
¢dopm LTI, BcTpeuaercs pexe, yuem y 1 u3 10 maumeHTOB
¢ JAIIIT [1—6]. Kpome Toro, Kk Bo3pacty 5 jieT 6oJjiee yem
y IOJIOBUHBI U3 3TUX JIETeil AUArHO3 IepecMaTpuBaeTCs
U MOATBEPXKIAIOTCS COCTOSTHUS, He cBsa3aHHbie ¢ JIIIIT,
YTO yKa3bIBaeT Ha OIIMOOYHOCTH IEPBOHAYAIBHOIO AM-
arHosa [1, 7, 8]. Bo MHOrux ciyyasix aTakCusl ¢ paHHUM
HayaJioM ObIBAaeT MPU3HAKOM I€HETUYSCKU NETCPMUHU-
POBaHHBIX 3a00JI¢BaHUIi C IPOTrPECCUPYIOIINM TCUCHUEM.

Original investigations

KnuHuyeckuii MHTEpeC K M3YyYEHUIO MO3XKEUKO-
BBIX aTakKCMi B JIETCKOM BO3pacTe IOSBUJICS ITOC/IE pa-
6or Hwmkomayca ®punpeiixa, KOTOPBIA OITyOJIMKOBAJ
CBOIO TIEPBYIO CTATblO O «CEMEWHONW CITMHHO-MO3XEUYKO-
BOl aereHepaluu» B 1861 r. u onucan e€ HOBbIE CIydau
B 1863 1 1876 1T. [9]. B mocnenytonime aecaTuiIeTus apy-
e aBTOPHI TakKe HaOMIomaiv IOJOOHBIX MAllMEHTOB,
u «6one3Hb Ppunpeiixa» cTaja CIYMTAThCS OTAEIBHON HO-
30JIOTUYECKOM EAUHULIEN.

Pa6oter H. ®punpeiixa ycwimwim MHTEpeC K pas-
JIMYHBIM (opMaM aTakCUM B JETCKOM Bo3pacte. bbiiu
MPEACTaBIEHbI MAllMEHTHI, Y KOTOPBIX HEBPOJIOTMYECKOE
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PacCTPONCTBO MPOSIBIISLIOCH C POXXACHUS M HE OBLIO TIPO-
rpeccupytomiM. Takue uctopum 00JIe3HU OBLIM 0000-
LIEHBI M U3ydeHbl B KoHlle XIX B. 3urmynaom Ppeiinom,
3aHMMaBIIMMcA B To Bpems LI T1. On 3akmioun, 4To 3TH
clydyad He UMeJIM OTHOoLIeHUsI K OosiesHu Ppuapeiixa,
a TIpeACTaBISIIA CcOOOIf 0cobyio (opMy BPOXIEHHOTO
uepebpaibHoro napanuya. B 1897 r. 3. ®peiia BrepBbie
MPEIUIOXKWII CIIEIINATBHYIO KATETOPUIO «aTaKCUUECKHH 11e-
pebpanbHbIi mapanud» [9].

HccnenoBanusi B 3TOM HAaIPaBICHUM ITPOIOJIKIII
®penepuk barreH, kotopeiii B 1903 r. omnmcan 8 mereit
C BPOXIEHHOM MO3XKEYKOBOI aTakcuell, Ha3BaHHOU UM
«uepebetsspHoit auruteruei» [10]. Jump y 3 u3 Hux
B aHaAMHe3¢ MMEJINCh YKa3aHHUs Ha MaTOJOTMYECKHE PO-
nbl. KiMHUYeCcKMMU TIpOsIBAEHUSIMU ObLIM 3aMEJIEHHOE
IBUTATEILHOE Pa3BUTHE, HAPYIICHUS] KOOPIUHALIMU TBU-
KEHUH 1 pedr, TPEeMOp, y BCEX MALIMEHTOB, KPOME OITHO-
ro, — MBbIIICYHAsI TUTIOTOHMSI, Y HEKOTOPBIX — HUCTATM.
®. barTteH NOaYepKHYJI, YTO C BO3PACTOM COCTOSIHUE I1a-
IIMEHTOB C aTaKCUEH YIydIllaJoCh, 1 OHU HAYMHAJIU Ca-
MOCTOSTEJIPHO TIepeaBUTaThcs 0e3 momaepxku. OH Toj1a-
raj, 4To BPOXIEHHASI aTaKCUsl MOXET ObITh pPe3yJbTaTOM
MMOBPEXKICHMST MO3KeUIKa BO BPpeMsI POIOB, a B HEKOTOPHBIX
cIyJasix — TIOPOKOB Pa3BUTHS TOJIOBHOTO Mo3ra. barten
paccMmaTpuBai €€ Kak OTAeJbHOe 3a00JeBaHUEe, OTIIMYHOE
ot arakcun Ppuapeiixa [8, 10]. OH TakKe oTMeYas, 4TO
aTakcusl B J1€TCKOM BO3pacTe MOXET ObITh IPUOOPETEHHOM
B pe3ysbTaTe dHLepaonaThit, OCIOXHSIOMMUX NHHEKIIN-
OHHBIE 3200JIeBaHMsI, a TaKXKe BHYTPHUUYEPEITHBIX a0bcIiec-
COB M ONyXOJICH.

B 1909 r. Hemenkuit HeBposior O. DEpcTep MpuU OIMK-
caHMM 4 ciIyJ9aeB MO3XEYKOBOW aTaKCHMM OTMETHJI, YTO
UX KIMHUYECKHE TIPOSIBIICHUS] HECKOJIbKO OTINYAINCH
OT paHee OMMCAHHBIX, M Ha3BaJl UX IIPUMEpPaMU «aTOHM-
yecku-actaruyeckoro JILIIT», koTopklili ciaegyer pasrpa-
HUYMBATh OT BPOXIEHHON MO3KEYKOBOI arakcuu [9].
0. Mépcrep MPEAITONOXKII, YTO 3TO COCTOSTHUE HE ObLIO
CBSI3aHO MCKJIIOUMTENIBHO C TOpaXKeHHEeM MO3XeuKa, I10-
CKOJIbKY B 2 MOXOXMX CITy4asx IMpH ayTOIICMU ObLT OOHA-
pyXeH aTpodHUIeCKUil CKIIepo3 J0OHBIX Jojeii. OH Takke
CUYUTAJ, YTO CYIIECTBYIOT MEPEXOMHBIE CHIPOMBI MEXIY
«aroHnvyecku-actatnyeckum JLII» u «uepedbpanbHO
MUTUIETHCH», TIOCKOJIBKY Y HEKOTOPHIX MAIIMEHTOB C BbI-
paxkeHHBIMU HapYIICHUSIMA KOOPIWHAIIMH JIBYKEHUMN KO-
HEYHOCTEH HAOI0OaTMCh ITOBBIIICHE MBIIIIEYHOTO TOHY-
ca, YCUJIEHHEe CYXOXWJIBHBIX Pe(IEKCOB M MaTOJIOTHYE-
CKHe pa3rubaTeIbHbIe TTOIOIIBEHHBIC PeIICKCHI.

3HaYNUTENbHBIN BKJIAJ B U3y4eHEe aTaKCUIeCKOI (pop-
wmbl JJLIT saecau JI.O. bagansan u coasr. [11]. IIpemnaras
knaccuduumrponath ¢opMmbl LI mist paHHero u crapiie-
ro Bo3pacTa, OHM O00O03HAYMIA TUIIOTOHUYECKYIO (hopMy
JLII, «11oCcKONbKY BbIpaxK€HHasl MbILLIEUHAs] TUIIOTOHMS
y IeTeil MepBOT0 rofa XKU3HM SIBJISIETCS OCHOBHBIM CHM-
nToMOoM (OPMUPYIOIINXCI B JalTbHEHIIIEM aTaKTUYeCKOM
M aTOHWYecKM-actatndeckoir dopm» [11, c. 15]. Obpa-
Iasi BHUMaHUE Ha TO, YTO Ha Pa3IMUMSIX MEXIY 3TUMU
dopmamn akueHTupoBan BHuMaHue emé O. DEpcrep,
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OHM OXapaKTEepPU30BaIM UX CJCOYIOIINe KINHUYCCKHUE
ocobeHHOcTH: «[Ipy aToHMYECKM-acTaTUYEeCKOi (opme
pPE3KO 3aTPYAHEHO MPUHATUE BEPTUKAIBHOM MO3bI, HE-
BO3MOXHO COXpaHEHHE TOJIOKEHUS Tela B IPOCTPAHCTBE,
BBIpaXkeHa MBIIICYHAsI TUIIOTOHUSI BCJCACTBUE medeKTa
CHCTEMBI ITOCTYPaIbHOTO KOHTPOJISI. DTU HAPYIIIEHUS, KaK
MpaBUJIO, COIPOBOXIAKOTCS TSKENOM YMCTBEHHOM OT-
CTaJIOCTBIO W 3aIepKKOI pedeBoro pazsutus» [11, c. 15].
IIpu artakTUuyeckoit ¢GopMe CITOCOOHOCTh YAep>KUBaTh
o3y HapyireHa Hepe3ko. Co BpeMeHeM IeTH 00ydJaloTcs
CHUIETh, CTOSITh M XOIWUTh. B KIIMHUYECKON KapTUHE I0-
MUHMPYIOT pacCTpOCTBA KOOpAMHALIMU NBUXEHU. MbI-
IIeYHasi TUIIOTOHUS yMepeHHas. [Icuxmaeckue u pedeBbie
HapyIIeHUST BEIpaXXeHBI HE CTOJIb TPy00, KaK IpU aTOHM-
YeCKM-aCcTaTUYeCcKoi (hopMme, a MHOTIMA MHTEJUIEKT HOP-
ManbHBIN» [11, ¢. 15]. Kpowme Toro, JI.O. bagansH u coaBT.
«TIPUILIA K 3aKTIOYECHUIO O HEOOXOIMMOCTH BKIIFOUCHUS
B KJIacCU(PUKALIMIO Psila CMEIIaHHBIX (pOpM, TaKUX Kak
CITACTUKO-aTaKTU4YeCKasl, CIIaCTUKO-TUTICPKMHETUYESCKAasI,
aTakKTUKO-TUMepKuHeTnudeckasi» [11]. B coBpemMeHHBIX
KIaccUUKAIUSIX U IMyOIMKaLMSIX TPeacTaBlieHa earmHast
arakcmueckas opma HLIIT, HO McTopust M3ydyeHUs 3TOTO
COCTOSTHUSI M KJIMHWYECKasl TPAaKTHUKA CBUIACTCIBCTBYIOT
0 BapuabeIbHOCTH KIMHWYECKUX TPOSBICHUN BHYTPHU
JMAHHOMW TPYMITHI TAIIMEHTOB.

JLIT onpenensieTcsl MeXIyHApOAHbIMUA SKCIEpPTaMU
Kak TpyIa CTaOWIBHBIX, HEIIPOTPECCUPYIOIINX HapyIlle-
HUI pa3BUTHUSI MOTOPUKHU U TTOMIEPXKAHUS ITO3bI, BO3HUK-
IIAX BCJICACTBHE HEIPOTPECCUPYIONIETO ITOBPEKICHUS
W/WIA aHOMAaJIMM Pa3BUBAIOIIETOCS TOJJOBHOTO MO3Ta
y IUI0Ja WJIM HOBOPOXIEHHOrO peObEHKA, KOTOpbIE TPU-
BOISIT K OTPaHMYCHUIO (PYHKIIMOHAJIBbHON aKTUBHOCTHU
[1-3, 12]. B moaw3y mmarnosa JILII cBuaeTenbCcTBYIOT
yKa3aHUs Ha BO3ICHCTBUE MATOJIOIMYECKOro GakTopa
B aHTe-, MHTpa- WM ITOCTHATAJIBHOM IIEpHOIAxX, Hapy-
IIEHUsS] MOTOPHOTO Pa3BUTHSI U OBUTATEILHONU (DYHKIIUM,
HeTporpeccupylomye crpykrypHole u3meHenus IHHC
TP HERPOBU3YaIM3alIMH; 9ACTO BCTPEUAIOTCST COITYTCTBY-
IoIIIre HapyIIeHHs (CEHCOPHBIE, KOTHUTUBHBIC, pEUYCBEIC,
MMOBEICHYECKNE, CUMIITOMATUIECKAsT SITUICTICUsSI) U BTO-
PUUHBIE OpTONeANYECKHE OCIoXHeHud [1-3, 12, 13].

aJIlIIT xapakTtepu3syeTcss HapylIeHUEeM KOOpAWHALIUU
MBIIICYHOM NeSTEILHOCTH, UTO TIPOSIBIISICTCSI B CHUKCHUH
TOYHOCTH, CUJIBI M PUTMA OBIDKCHUN. TUIIMIHBIMU TIPH-
3HAKaMU SBJISIIOTCS TYJIOBUIIHAS M JIOKOMOTOpPHAs aTakK-
cHsl, TUCMETPHSI, MHTCHIIMOHHBIA TPEMOP M MBIIIECYHAS
rurtoronus [1—6]. Ocobennoctrio aJl1lTT saBasercst oTHO-
CHUTEJIbHO PEIKOe BBISIBIICHUE CTPYKTYPHBIX M3MEHEHMI
TOJJOBHOTO MO3ra IIpd HEpoBU3yaIu3alluu: Oojiee 4em
y nojioBrHbI MauueHToB MPT ocTtaércs B nipenenax Hop-
Mbl, y 30—40% BbISBJISIETCSI TUIIOILIA3MS MO3XE4YKa pa3-
HOM CTeNneHM BhIpakeHHOCTH [5, 14].

HaxkamnuBaioTcss gaHHBIE O TOM, YTO (DEHOTHUIIMYE-
ckum cxoactBoM ¢ aJIlIIT mMoxeT obiamaTh psii reHETU-
yecKkux 3aboneBanuii [3, 5, 8, 15—17]. HekoTopslie 13 HUX
NPOABJIAIOTCA C POXAEHUS, IPYyrue MaHU(DECTUPYIOT 103~
XK€ ¥ UMEIOT IIPOTrpecCcupylolee TeUeHne.
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Iens uccnenoBaHWs — BBISIBIEHUE OCOOEHHOCTEM
KJIMHUYECKON KapTUHBI, JIAOOPATOPHBIX U WHCTPYMEH-
TaJbHBIX JTaHHBIX, TMO3BOJISIONIMX OTIMYUTH TMAIIMEHTOB
¢ a[IlIll or manueHTOB ¢ HACJAeNCTBEHHBIMU (hopMaMu
aTaKkCui.

Marepuanbi n metogbl

Kpurepusmu aquarnosa a[ILlIT v BkioueHus B uccie-
JIOBaHVE ObLINU:

* yKa3aHWe B aHAMHE3€ Ha BO3[CHCTBUE MaTOJOrnye-
cKoro (pakTopa B IepuHaTaJbHOM mnepuoje (HebJa-
ToToJTyune 6epeMeHHOCTH, OCIOXKHEHUS POJIOB, Tia-
TOJIOTHSI B HEOHATAJILHOM TIEPHOJIE);

* MBIIIEYHAs TUTTOTOHMS C pAHHETO BO3pacTa;

* HaJM4YKe IBUTaTeTbHBIX HAPYIIEHWM B BUIE aTaKCUN
TyJIOBMINA (TIPU CUICHWU ) WU TIOXOIKY, TUCMETPUM
TIpY 3aXBaTHIBAHWU TPEIMETOB;

* TIPU3HAKU IMOCTTUTTIOKCUYECKUX WITA TIOCTIeMOpparu-
yeckux uameHenuit ITHC no nanusiMm MPT unu Heii-
pocoHorpapuu;

* OTCYTCTBUE YKa3aHWI Ha TpaBMaTUIECKOE ITOBPEXKIE-
HUE HEPBHOU CUCTEMBI, IEPEHECEHHOE OCTPOE HApY-
IIEHHWEe MO3TOBOTO KPOBOOOpPAIIEHUs, OMYXO0Jb, ay-
TOMMMYHHOE ¥ MH(EKIIMOHHOE 3a00JIeBaHNE HEPB-
HOW CUCTEeMBI, IPUEM JIEKaPCTBEHHBIX TTPETIapaToB 1
JIPYTUX BEIIECTB, BBI3bIBAIOIIUX HAPYIIIEHUS JBUTA-
TEJIbHOU cephl.

Bcem nmetsM mpoBomwiach netanbHas OolleHKa aHaM-
He3a: aHaJu3 TeYeHUus 6epeMEeHHOCTH, POJIOB, CTAHOBJIE-
HUS OBUTATCIBHBIX, TICUXUUECKNX W PEUYEeBBIX (DYHKIIMIA,
TEKYILIETO HeBPOJOTMYECKOTO U COMAaTUYECKOTO CTaryca.
J1J1s1 OLIEHKY TICUXOMOTOPHOTO pa3BUTHs y AeTel 0 6 JieT
UCIoJib30Baicsa JeHBepcKuil CKpUHUHIOBHINA TecT [18].
BoipaxkeHHOCTb IBUTATEILHBIX HapyIIEHUH OlIEHWBAIU
¢ nomonisio mKaisl GMFSC [19], cteneHs TsoKkecTH aTak-
CUM — 0 pa3padboTraHHoI HaMmu [lenraTpudeckoii mkane
atakcuu (ITHIA) (Ta6a. 1).

ITIIA 6bl1a co3maHa Ha OCHOBAaHWM OIbITA MCITOJb-
30BaHUsI MeXayHapoaHOI 00beIMHEHHOM IIKaIbl OLIEH-
ku atakcuu ICARS [20] u mkansl oleHKU ABUTATEIbHOM
(byHKIIMM ¥ TSKECTH OTICOKIIOHYC-MUOKJIOHYC CUHIpPOMa
[21]. IIpu uccnemoBanuu ¢ nomoiisto IMTIIA npoBoaunu
OIIEHKY B OajljlaX pa3BUTHSI MOTOPHBIX HABBIKOB Y CUMIITO-
MOB, yKa3biBawolux Ha nopaxeHue ctpyktyp LIHC, orse-
YalIKX 3a KOOpAUHALIWIO ABUKEHU (Tab. 1), 1o obiei
CyMMe 0aJIJIOB BBIPAXKEHHOCTh KIIMHUUYECKUX TTPOSIBIICHUI
aTakCuM KiaccuduiupoBain Kak JErkyio (1—8 6amioB),
cpenHio (9—13 6amnoB) u TskEnyio (14—23 6anioB).

JlabopaTopHoe ucciaengoBaHUE BKJIIOYAIO OOLIUIA
W OWOXMMUYECKWI aHaJIW3bl KpPOBH, WCCIEIOBaHUE
alMUIKADHUTUHOB M aMUHOKUCJIOT METOIOM TaHIAEMHOMU
Macc-CIeKTPOMeTpUM, TazoxpoMarorpacduyeckuii aHa-
mm3 Mouu. IlpoBogunu MPT rosoBHoro Mosra, 3jek-
TposHuedanorpadguio, Mo MOKa3aHUIM — DJIEKTPOHEN-
pomuorpaduio (CTUMYJISIIMOHHYIO U UTOJbYaTyio). [la-
LUEHTHl HAOJI0AAIUCh Y ClieuualucToB (odTanbmosora,
TeHEeTHUKa), a TaKKe HAIPaBJIsLUIUCh HA MOJIEKYJISIPHO-Te-
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HeTuueckoe obciienoBaHue, 00bEM KOTOPOro OIpeaeisi
Bpa4OM-TEHETHUK.

Bcero B uccienoBanue ObUTH BKIIOYEHBI 59 NTAIIMEHTOB
(36 Myzkckoro u 23 XXeHCKOro 1oJjia) B Bo3pacre ot 1 roga
1o 3 yet 8§ Mec ¢ IepBOHAYAIbHBIM HAIIPAaBUTEIbHBIM M-
arHo3zoM a/lLII1. Bce mauueHTs HabGIOAANMCh HAMU B IU-
HaMMKe Ha IMPOTSKEHUM S JIeT.

PesynbraTtbl

ITo maHHBIM, TTOJIyYEHHBIM B X0JI€ KOMILJIEKCHOI'O 00-
clleNoBaHUSI M JMHAMUYECKOTO HabmoaeHu, 59 mauueH-
TOB OBUIM paclipefesieHbl Ha 3 Tpymmbl (Tadua. 2): ¢ mom-
tBepXaEHHBIM allIIIT (n = 29), HacaencTBeHHBIMU 3a00-
JIEBaHMSIMU (aTaKCUsI ¢ MOATBEPXKIEHHBIM T¢HETHUYECKIM
nuarHosoMm) (n 13), ¢ mporpeccupymoolleii arakcueit
MIPEATIOIOXUTEIPHO TeHETUYECKOM IPUPOABI, OKOHYA-
TEJIbHO He BepubUIInpoBaHHOM (1 = 17).

CpenHulii BO3pacT Ha MOMEHT BKJIFOUCHUSI B UCCIIEIO-
BaHMe OBbLT HECKOIBKO BhIte B rpymie aJllll (2,8 roma),
YTO TIPEACTABISACTCS IOTUYHBIM, T. K. OKOHYATEIbHBIN TH-
arHo3 JILIIT yaiie BeIcTaBIsIETCS MO3XeE, MOCJIE TOMNBITOK
CaMOCTOSITEJIbHOU XoAabObl. B rpymnmnax HacieacTBeHHOM
W MOPEONoOJIOXKUTEIbHO TeHETUYECKOU aTaKCUU CPEeIHUMN
Bo3pacT 60bu1 Hike (1,8 u 1,7 roga coOTBETCTBEHHO), YTO
MOXET OBITh CBSI3aHO C paHHeill MaHMecTalueil BbIpa-
JKEHHOI HEBPOJIOTMYECKO CUMIITOMATUKH U €€ TalbHeu-
muM HapacTtaHueM. [Ipu 3TOM MmareHTsl 3 TPYIIT CyIIe-
CTBEHHO HE pa3IMYaINCh IO TECTAIMOHHOMY BO3pacTy
¥ Macce Teja Y POXICHUH.

ITo ypousm GMFSC (mBurareibHasi aKTMBHOCTD)
B rpyrme aJIllIT HaGmromamock GoJbIIe TSKENBIX (OpM
(III ypoBerb — 15 mu3 29), B TO BpeMsI KaK B TPYIIIE Ha-
CJICICTBEHHON aTaKCHMU He ObUIO ITAIlMEHTOB C JIETKUMU
dopmammu (GMFSC 1 orcyrcrByeT), U y OOJBIIMHCTBA
marmeHToB ypoeHb GMFSC cootBercrBoBan I1I—III
(Tabm. 2). DTO MOKA3bIBACT, YTO BRIPAXKCHHBIC TBUTATEIIb-
Hble HapylleHus xapakTepHbl Kak mis aJlllIl, Tak u mus
HaCJICNCTBEHHBIX aTaKCUi, HO OTCYTCTBHE JIETKMX (hOpM
B T€HETUYECKOM TPYIIIEe MOXKET CIYXXUTb HOMIOJHUTETb-
HBIM IVarHOCTUYECKUM OPUECHTUPOM.

HccnenoBanne paHHEero aHaMHe3a II0Ka3ajo, 4YTO
B rpymnre mnauueHToB ¢ aJlllIl yame perucrpupoBaiuch
¢daxkTopbl MNEpPUHATAJIBHOTO pucKa (TaToJOTus Tede-
HUsI OEPEMEHHOCTH U pomoB) — Bcero B 93,1% cayyaes
(Tada. 3), B yacTHOCTH, (peTOTIalleHTapHAasI HEJOCTATOY-
Hoctb (17,2%), npexaeBpemeHHble poabl (13,8%), akc-
TpeHHOEe KecapeBo ceueHue (31%).

B rpynnax nmauueHToB ¢ HaclIeACTBEHHO O0YCIOBJIEH-
HOH U IIPEAIOJ0XHUTEIbHO TeHETUYECKOM aTaKCUE IaTo-
JIOTMYECKOEe TeUeHNEe OEPEeMEHHOCTH U POIOB OTMEYAIOCh
HECKOJIbKO pexe — B 76,9 1 70,6% ciiyyaeB COOTBETCTBEH -
HO. DTO TTOATBEPKIAET, YTO y MAIIMEHTOB C aTaKCHEeH Tpur
OTCYTCTBUM 3HAUMMBIX YKa3aHUM Ha OTSTOIIEHHBIN TTepU-
HaTaJIbHBIII aHAMHE3 He00X0IMMa HACTOPOXKEHHOCTD B OT-
HOIIICHUHM BO3MOXHBIX TCHETUYECKUX 3a00JIEBaHUIA.

C npyroit CTOPOHEI, yTpo3a MpephIBaHUS OEpeMEHHO-
CTH Yallle BCTpeyajsach B aHaAMHe3€e IMalleHTOB C aTaKCHUeit
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Ta6nuya 1. NMepunaTtpnyeckasn WKana atakcum

Table 1. Pediatric Ataxia Scale

Hasbik/cummnrom
Skill/symptom

[1pu xonb0e nmouiaTbiBaHUE U3
CTOPOHBI B CTOPOHY (paccTosTHue
5 M, maroTcs 3 MOMBITKH,
OIICHMBAETCS JTyUIIIast)*
Staggering from side to side when
walking (distance 5 meters, 3
attempts are given, the best is
evaluated)*

Tury6anus rosioBsl (TpeMop
TOJIOBBI B BEPTUKAJTbHOM
TOJIOXXEHU M)

Titubation of the head (head
tremor in the upright position)

W3 nosnoxeHus cTost CIUHOM

K MCCJIEIOBaTeN0 peOEHOK
noBopaunBaeTcs Ha 180° mocie
obpaleHust K HeMy o UMeHU™
From a standing position with his
back to the researcher, the child
turns 180 degrees after addressing
him by name*

Ol1leHKa B TIOJIOKEHUHU CUJIST
(HOXKHM BMeCTe, Ha TBEPIOI
MOBEPXHOCTH, PYKU COTHYTHI)*
Assessment in a sitting position
(legs together, on a hard surface,
arms bent)*

3aTpynHeHUs IPU JOCTIKEHUU
TIO3UIIAU CTOSI U3 TIOJIOKEHMUSI
cuns (3 momnbITKm)*

Difficulty reaching a standing
position from a sitting position
(3 attempts)*

CrostHue B CBOOOIHOI TTo3e*
Standing in a free pose*

3axBar npeaAMeToB OIHON PyKOI™
Grasping objects with one hand*

Hucrarm B3opa
Gaze nystagmus

HeTt nomarbsiBanust
No staggering

Hert
Absent

BeinonHsieT
0e3 3aTpyAHEeHU I
Performs without difficulty

CuauT yCTOMYMBO, MOXET
MaHUITYIMPOBATh MpeaMe-
TaMM, MOXET 3aBECTU PYKY
3a CIUHY (B3SITh UTPYILKY,
JIeXallylo 3a CIIMHOM)
Sits steadily, can manipulate
objects, can put his hand
behind his back (take a toy
lying behind his back)

BcTtaér 6e3 onopbl
Stands up without support

CTOUT yCTONYMBO
Stands steadily

3axBarbIBaeT OBICTPO U
Yy€TKO, 0€3 MOnpaBOYHbIX
JBUXKEHUI
Captures quickly and clearly,
without corrective move-
ments

Her
Absent

Ilpumeuanue. *O11eHUBAIOTCS IO OTHOLIEHUIO K BO3PACTHOI HOpMeE.

Note. *Assessed in relation to the age norm.
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O11eHKa, 6alTbI
Assessment, scores

JIérkast HeyCTOMYUBOCTh
TIPU CaMOCTOSITETEHOM
X0ab0€ (C ITMPOKUM
OCHOBaHUEM WU
IITAMITOBAaHHAST TIOXOJIKA)
Slight instability when
walking independently
(with a wide base or
stamped gait)

Ectb
Present

BeinosnHsieT
C 3aTPYAHEHUSIMU
Performs with difficulty

Cuaut, MoKaynBasich
13 CTOPOHBI B CTOPOHY,
6e3 ormopbl Ha PYKKU
Sits, swaying from side to
side, without support on
his hands

Bcraér c 3aTpynHeHu-
SIMH/HE C TIEPBOit
TIOTIBITKA
Stands up with difficul-
ties/not on the first
attempt

JIérkoe mmokaunBaHue
Slight swaying

TTonpaBoYHbIE IBUKEHUS
Corrective movements

Ipexonsimii
Transitory

2

YmepeHHast
HEYCTOMYMBOCTD TIPU
CaMOCTOSITETbHOMN
Xonp0e (C MUPOKUM
OCHOBaHMEM WU
IITaMITOBaHHASI
TOXOJIKa)
Moderate instability
when walking
independently (with a
wide base or stamped
gait)

He moxer
BBITTOJTHUTh
Can’t perform

CUIUT TOJIBKO C
OIOpPOI Ha PyKU
Sits only with support
on his hands

Bcraér y onopsr
Stands at the support

YMepeHHoe
TIOKaYNBaHUE
Moderate swaying

ITpomaxuBaeTtcst mpu
3aXBaTbIBAHUH
Misses when
capturing

IMocTositHHBIIM
YMEpPEHHBbI
Permanent moderate

3 4
Xonpsba ¢ £E M? xer
. MPOMTH,
TIOJIE PKKOIM nazaer
‘Walking with s
support Cali
walk, falls
He
yaepK1BaeT
paBHOBeCHSI

Doesn’t keep
his balance

He moxer
BCTaTh
Can’t stand

up

I'pybast
HEyCTONYHn-
BOCTB
Severe
instability

IMagaeT
Falls

He moxer
3aXBaTUTh
MpeIMeET,
WCIIOJIb3yeT
BTODYIO DYKY
Can’t grasp
object, uses
second hand

IMocrosiH-
HbIA TPYObIit
Permanent
severe
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Ta6bnuya 2. XapaKTepuncTuka rpynn nay/ieHToB Npu BK/OYEHUN B cC/iefoBaHne

Table 2. Characteristics of patient groups when included in the study

ITokazarenb
Parameter

Yucso maueHTos, n (%)
Number of patients, n (%)

Yucio MaTbYMKOB : IEBOYEK
Number of boys : girls

CpeI[HI/II;'I BO3pacCT IIPpU BKIIIOYCHUU B UCCIICOOBAHUEC,

net; M+ SD

Average age at inclusion in the study, years; M = SD

Ilpu poxxneHuu:
At birth:

recTallMOHHbIN Bo3pact, Hea.; M + SD
gestational age, weeks; M = SD

Macca tena, T; M + SD
body weight, g; M = SD

Yucno nauueHnroB c GMFSC
I/11/111/1V ypoBeHb

Number of patients with GMFSC levels I/11/111/1V

Yuciio malueHTOB ¢ aTaKCUel JETKoii/cpeaHeit/

TsKEnoii crerieHu mo TTIHIA
Number of patients with mild/moderate/severe
ataxia on PAS assessment

Cpennsisg oueHka o I[THIA, 6amisi; M = SD
Average PAS score, points; M = SD

Ilpumenanue. *p < 0,05 no cpasHenuto ¢ rpynnoii a/ILIIT (U-kputepuit ManHa—YUTHH).

aJILITT
aCP

29 (49.2%)

20:9

2.8%0.6

37.7£3.0

2960.6 + 727.6

6/8/15/0

9/15/5

9.7+3.9

ATakcusi ¢ TOATBEPKIEHHBIM
TeHETUYECKUM TUArHO30M
Ataxia with a confirmed genetic

diagnosis

13 (22%)

1.8 £ 0.5%

385 1.5

3025.4 £ 505.7

0/6/7/0

0/13/0

10.5%+ 1.5

Note. * — differences are significant with the group of ataxic CP on the Mann—Whitney U-test (p < 0.05).

Ta6nuya 3. NaTonorus TeyeHns 6epeMeHHOCT 1 PpoAoB B 3 rpynnax nauveHTos, n (%)

Table 3. Abnormalities of pregnancy and childbirth in three groups of patients, n (%)

ITaTonorust Te4ueHust 6epeMEHHOCTU U POIOB
Abnormalities of the course of pregnancy and
childbirth

Yrposa npepeiBaHUsI 6EpPEMEHHOCTH
Threat of pregnancy termination

®DerorutaneHTapHast HeJOCTATOYHOCTh
Fetoplacental insufficiency

YacTuyHast OTCIIONKA TUIAIEHThI
Partial placental abruption

T'ecto3
Gestosis

[IpexneBpeMeHHbIE POIBI
Premature birth

DKCTpEeHHOE KecapeBO CeUeHUE
Emergency caesarean section

Bcero ciyyaeB maToJoru4eckoro Te4eHust
0GEepPEMEHHOCTH U/ POIOB

Total cases of abnormal pregnancy and/or
childbirth

bes maronorumn
No abnormalities

Original investigations

aJllIT

Ataxic cerebral palsy

n=29

8(27.5%)

5(17.2%)

2(6.9%)

4 (13.8%)

9 (31%)

27 (93.1%)

2(6.9%)

ATakcHsi ¢ TOATBEPKAEHHBIM
TeHETUYECKUM TUarHO30M
Ataxia with a confirmed genetic

diagnosis
n=13

9 (69.2%)

1(7.7%)

1(7.7%)

1(7.7%)

10 (76.9%)

3(23.1%)

OpurrnHanbHasa cTaTbA

TIporpeccupyroliasi aTakcusi,
TeHETUYECKU He BepuULIMpOBaHHAS
Progressive ataxia, not genetically
verified

17 (28.8%)

10:7

1.7 £ 0.6*

384£1.2

3342.9 + 388.6

4/9/4/0

3/13/1

10.3£2.5

IIporpeccupyroliias aTakcusl,
TEHETUYECKU He BepudULIMPOBaHHAS
Progressive ataxia, not genetically
verified
n=17

8 (47.1%)

1(5.9%)

1(5.9%)

1(5.9%)

1(5.9%)

12 (70.6%)

5(29.4%)
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OpwurvHanbHasa cTatbA

Ta6nuya 4. Pesynbtatbl 06cnegoBaHus ¢ nomoluybio MLIA 3 rpynn nauneHToB B guHamuKe (M + SEM)

Table 4. The results of the assessment using the PAS of 3 patients groups in the follow-up (M + SEM)

I'pynma

G LouD HUCXOOHBIC

initial

ATakcusi C MOATBEPXKAEHHBIM TeHETHYECKIM
JIUarHO30M
Ataxia with a confirmed genetic diagnosis

12 10.7 £ 0.4

[Iporpeccupyromast atakcusi, FTeHETHIECKU

He BepU(UIIMPOBaHHAs 17 10.3 £ 0.6
Progressive ataxia, not genetically
allllIl 29 97+07

Ataxic cerebral palsy

Ouenka mo ITALL B pa3iinyHble CPOKM HAOTIOAEHUS
PAS scores at various follow-up dates

1 ron 2 rona 3 roma 4 ronma 5 et

1 year 2 years 3 years 4 years S years
10.2£0.5 11.8+£0.4* 123+0.6* 13.8+0.8* 14.7+0.8*
10.8 £ 0.7 11.9+0.6* 12.6+0.7* 13.1+0.8* 13.8+0.8*
9.1 £0.7* 8.4 £ 0.6* 7.8 £0.6* 7.3 £0.6* 7.1 £0.6*

Tpumenanue. V13 rpynibl «ATakcusi ¢ MOATBEPKIEHHBIM TeHETMYECKUM TMarHO30M» MCKITIOUeH | maimeHT ¢ 6os1e3Hblo Jie BuBo. *p < 0,05 1o cpaBHEHUIO ¢ MCXOIHBIMH OLICH-

kamu (T-kputepuii).

Note. One patient with de Vivo disease has been excluded from the Ataxia group with a confirmed genetic diagnosis. * — the differences are significant with the initial scores on

the T-criterion (p < 0.05).

¢ noarBepxa€HHbIM (69,2%) u npeanonaraembiM (47,1%)
MMarHO30M T€HETUYECKOro 3a00JieBaHUS, YeM B TPYIIIIE
nauuenToB ¢ a/lllIl (27,5%).

[Tpu BKIIFOUCHUY B MICCIIEAOBAHME MEKITY TPYIITIaMHU OT-
CYTCTBOBAJIM 3HAYMMBIC Pa3IN4ysl CPEIHUX OAJUTBbHBIX OIIe-
Hok 110 [TIIA, 1 y 607bIIMHCTBA MAIMEHTOB ONpeAesaaach
arakcus cpemHel Tskectn. OmMHAKO MTWHAMUKA OLIEHOK
no ITIHA 3a 5-netHuid nmepuon HaGAOACHUS MALKUEHTOB
oKa3zajlach pa3HoHanpapieHHo: y aeteii ¢ a/ILI1IT onu ume-
JIA TEHACHIINIO K CTA0MIM3aIY Y TTIOCTETICHHOMY YIIy4llie-
HUIO, TOTJA KaK IS TAlIMeHTOB TPYIIIT C HACIeICTBEHHBIMU
W TIPEIIOIOKUTEIBHO TeHETUYECKMM aTaKCUSIMUA XapaK-
TEPHBIM OBUTIO MX HEYKJIOHHOE YXYAIICHHWE B CBSI3U C Ha-
pacTaHueM JIBUTaTeJIbHBIX paccTpoiicTB (Tadu. 4). Cnenyer
MMOMYEPKHYTh CXOACTBO IMHAMUKHU ITokasareneit mo ITIIA
y TALIMEHTOB ABYX MOCJEIHUX TPYIIIL.

EouHCTBEHHBIM UCKIIIOUYEHHEM B TPYIIE aTaKCUU
C TIOATBEPXIOEHHBIM TIE€HETMYECCKMM IUAaTHO30M CTall
MaJIPYUK B BO3pacTe 3 JIET IMPHW BKIIOUYCHUM B MCCIIEIO-
BaHue, y Kotoporo npeanonaraics aJlllIl, Ho npu reHe-
TUYECKOM UCCICHOBAaHMM OBbUI TONTBEPKIAEH ACOUILINT
TpaHcnopTépa ToKo3bl 1-ro Tuna (GLUT1) — 6one3Hb
ne Bupo. HaGnromanucek ciaeaymoliye KIMHUYECKHUE MPo-
SIBJICHUS: HAaYaJIbHbIE CUMIITOMBI C 2 MeC — IJIa30IBUTA-
TeJIbHbIC HapYIICHMS B BUIIE TAPOKCU3MOB KPYITHOpa3Ma-
IIMCTBIX ABVDKEHUIN TJIA3HBIX SI0JIOK B pa3HbIE CTOPOHHI,
IUTUTEILHOCTD ITapOKCU3MOB 5—15 MuH, yactora 3—4 pasa
B Henenmo. [TocTerneHHO MPOaOKUTEIBHOCTD 3THUX ITApOK-
CU3MOB HapocJa 1o 15 MuH. Atakcus mposiBUiIach B 1 Tof,
B 1 ron 1 Mec MOSIBWINCH OMJiaTepabHble TOHUKO-KJIO-
HUYECKUE CYIOPOXHBIC IIPHUCTYIBI, YacTOTa KOTOPBIX
cocraBwia 1 pa3 B 6 Mec, B CBSI3M C 4yeM OblIa Ha3HayeHa
Teparusi BajbopoaraMu. Pomutenu pebGEHKa oTMedanud
(o Tyanuo aTakCUM M T1a30BUTaTEIbHBIX HAPYIICHU
B TeueHue nHA. B 3 roga takke HaOmomanach 3aaepkka
pedYeBOro pa3BUTHS (CTaJl IPOM3HOCUTH OTHEIbHBIE CIIO-
Ba). [ToctanoBka nuarnosa nepuuura GLUT1 mo3sBonuna
MepPecMOTPETh Tepanuio (Ha3HAYUTb KETOTCHHYIO OUETY
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1 9epe3 Tol MOCTeIIEHHO OTMEHUTD BaJIbIIPOATHI), a TAKKe
MOOUTBHCS 3HAYMTEILHOTO perpecca IBUTATEIbHBIX Hapy-
meHuii: oueHka 1o ITIIA ¢ ucxomHoit B 9 6amnoB yepes
rOJ YJIy4YIlWIach A0 4 0a/sIoB M OCTaBajach Ha JAaHHOM
YPOBHE 3a BeCh ITepUO JATbHEHUIIIETO HAOIIONCHYS.

Y 13 (22%) nauMeHTOB HAC/IEACTBEHHbIE 3a00J1eBaHUSI
OBLIY MOATBEPKICHBI METONAMM T€HETUIECKOM TMAarHOCTH -
K1 1 Ja0OpaTOpHBIMU MCCenoBaHUsIMHU. Y 12 u3 Hux (3a
HUCKIIIoYeHueM | manmeHTa ¢ 0oje3Hbio 1e BuBo) Habmo0-
JIaJIoCh IIpOTpeccUpyolliee TeueHne 3aboneBaHus (Tadi. 5).

ITo pesyabraTam oOciegoBaHUS M AUHAMUYECKO-
ro Habmogenus auarHo3 LI 6b1 mepecMoTpeH elne
y 17 (28,8%) mauuMeHTOB, Y KOTOPBIX OTMEYajaoCh IIPO-
IPECCUPOBAaHME  HEBPOJOTMYECKOM  CHUMIITOMATUKH,
B psie cliydaeB — HapacTaHue u3meHeHuit Ha MPT. Otu
MalMeHTHl BouwiM B moxarpymmy «IIporpeccupyromast
aTakcus, TCHETUYECKHU He BepuduiimpoBaHHas». OmHaKo
INArHOCTUYECKUM MOMCK B 3TUX CIydasX IMPOIOIKACTC,
YTO B MEPCIIEKTHBE MOXET IMPUBECTU K MOATBEPXKICHUIO
IMarHo30B reHeTtuueckux 3aboneBaHuil. [Iporpeccupy-
foliee TedeHue 3a00JIeBaHMS Y STUX MALIMEHTOB IIPOSIB-
JISITIOCh YTPaTOM WM YXyOIICHWEM paHee TOCTUTHYTBIX
JIBUTATEIbHBIX HABBIKOB, PErpeccoM B TICUXUYECKOM
U pEeYeBOM pa3BUTHUM, NMPUCOCIMHEHHEM SITMIICIITUYC-
ckux npuctymnoB y 3 (17,6%) nauueHToB, TMIIEPKUHE30B
y 4 (23,5%) nalueHTOB, [Ia30ABUraTeIbHbIX HAPYILIEHUI
y 4 (23,5%) nauueHToB. Y 3 mauMeHTOB MO JaHHbIM Hell-
POBHM3yaIM3allMA BBISIBICHO IPOTPECCUPOBAHME CTPYK-
TYPHBIX M3MEHEHHI B TOJOBHOM MO3Te: YBEJIWYCHUE
aTpouu MO3XKeuKa, U3MEHEHMi 0e10To BellecTBa 60J1b-
IIUX TOJYLIapuili 1o TUMNY JelKogucTpopum, a Takxke
pa3BUTHE CYOKOPTMKAJIBHBIX KUCT Ha (poHe arpoduue-
CKMX MTPOLIECCOB.

XapakTepucTuKa CTPYKTYpHBIX u3MmeHeHuii I[HC
B 3 rpynmnax mauueHToB 1o naHHbIM MPT npencraBieHa
B Ta0J1. 6.

B rpyninie a/ILII1 npeoGnaganu uameHeHUs], TAITAYHbIE
IJIST TUTIOKCUYECKU-UIIEMHIECKOTO TIOPaXKECHUSI B BUIC

Original investigations
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Ta6nuya 5. MauneHTbI C aTaKcne, NPorpeccupyoLM TeueHnem 3a6onesaHuns u NOATBEPKAEHHbIM reHeTMYECKUM ANArHo30M (NpeacTaBneHbl
c yuyéToM Bo3pacTa febloTa 3aboneBaHuns, HaunHas ¢ 6onee paHHero)

Table 5. Patients with ataxia, progressive course of the disease and confirmed genetic diagnosis (presented taking into account the age of onset
of the disease, starting from earlier)

ITon,
Neo BO3pacT
Sex, age

X,
1 ron 6 mec
1 F,
1 year
6 months

M,
1 rox 8 mec
2 M,
1 year
8 months

X, 2 roga
F, 2 years

M, 1 rox
2 Mec
M, 1 year
2 months

Original investigations

3aboneBaHue, TeH,
TUIT HACJIEOBAHUST
Disease, gene, mode
of inheritance

TunoMueIMHU3UpPYIO-
11ast JeMKOIUCTPO-
¢bus, tumn 5,
FAM126A, aytocom-
HO-PELIeCCUBHBINI
Hypomyelinating
leukodystrophy type 5,
FAMI126A, autosomal
recessive

Bonesns [Nemnuue-
yca—Mepiibaxepa
(TUIIOMMETMHU3UPY-
1o111as1 JISHKOAUCTPO-
¢us, Tun 1), PLP1,
X-CLIeTUIEHHBIN
peLecCUBHbIN
Pelizacus—Merz-
bacher disease, PLP1,
X-linked recessive

Cunapom KokkeitHa,
ERCC6, ayrocom-
HO-PELeCCUBHbII

Cockayne syndrome,
ERCC6, autosomal

recessive

Muxkpozenenus
KOPOTKOTO Iieya |
XPOMOCOMBI
(p26.33-p26.32)
Chromosome 1 short
arm microdeletion
(p26.33-p26.32)

Oco0EHHOCTH KIIMHUYECKUX MPOSIBICHUIMA
Features of the clinical manifestations

BO3pacT

HavYaJTbHbIE
nebroTa
CHUMIITOMBI
gl initial symptoms
onset
c BpoxnéHnHast
T KaTapakTa, HICTarmM
from birth Congenital cataract,
nystagmus
T'opu3oHTaIBHBI
2,5 Mec HUCTarM, TPEMOP PyK
2,5 months Horizontal nystagmus,
hand tremor
Perpecc MmoTopHOro
pa3BUTHSI, TPEMOD
4 mec TOJIOBBI
4 months Regression of motor
development, head
tremor
3anepxkKa MOTOPHOTO
4 mec Pa3BUTHS
4 months Delayed motor
development

JIPYTHE CUMIITOMBI
¥ BO3PACT UX MOSIBJICHUS
other symptoms and the age
of their manifestation

C 9 Mec oTcTaBaHue
MOTOPHOTO Pa3BUTHSI.
B 1 ron 6 mec atakcust
Since 9 months, motor
development has been

delayed.
At 1 year 6 months, ataxia

B 6 Mec 3amepxKa
MOTOPHOTO Pa3BUTHUS 1
MBIIIIEYHAs TUITOTOHUSI.
B 1 ron kKuHeTHYeCKMit
TPEMOD TP MOMBITKAX

3axBaTa UTPYIIEK.

B 1 rox 1 mec ae6ror
SIUJICTICUH.

B 1 roxa 8 mec atakcust
At 6 months, delayed motor
development and muscle
hypotonia.

At 1 year, Kinetic tremor
when trying to grab toys.
At 1 year 1 month, the
onset of epilepsy.

At 1 year 8 months, ataxia

B 9 mec HucTtarMm,
CXOJsIIIEeecs: KOCOIIasue.
B 2 rona atakcus.

B 3 roga nonuHeBponatus
At 9 months, nystagmus,
convergent strabismus.
At 2 years, ataxia.

At 3 years, polyneuropathy

B 1 rox 6 mec atakcusi.
C 1 roma 7 Mec 3IMIENICUS
At 1 year 6 months, ataxia.

From 1 year 7 months,

epilepsy

0COOCHHOCTH TEUCHUSI
3a00JIeBaHUS
features of the course
of the disease

BpoxnéHHast kKaTapakra,
HavaJibHasi MbIIIIeYHAsT
TMIIOTOHUS ¢ TUIopedaekcueit
C IepexoioM B 3 rojia B
CITACTMYHOCTH U runeppediex-
CHIO C TIATOJIOTMYECKUMU
pednekcamu
Congenital cataract, initial
muscular hypotonia with
hyporeflexia, progressing at 3
years to spasticity and hyperre-
flexia with pathological reflexes

Hucrarm, HauasibHast MbIIIey-
Hasl TMIIOTOHMSI C TUTIOpedIIeK-
cueii ¢ mepexonoM B 1 rox 8 mec

B CITACTUYHOCTH U TUTiepped-

JIEKCHIO C TIATOJIOTMYECKUMU
pednexcamu
Nystagmus, initial muscle
hypotonia with hyporeflexia,
progressing at 1 year 8§ months to
spasticity and hyperreflexia with
pathological reflexes

OcobeHHocTH (heHOoTUIa
(ITporepouIHbIA CUHAPOM),
perpecc B MOTOPHOM Pa3BUTHH
Features of the phenotype
(progeroid syndrome),
regression in motor development

CpenuHHas paciieInHa
MSITKOTO 1 TBEpPIOTO HEGA,
MaJible aHOMAJIUU PA3BUTHSL:
Opaxurieanusi, BRICOKUIA
buIbTp, KOpOTKas 1Iesl,
TUIEePTETOPU3M, TUTIEPTPUXO3
Median cleft of the soft and hard
palate, minor developmental
abnormalities: brachycephaly,
high filter, short neck, hyper-
telorism, hypertrichosis

IIpodoaxcenue mabn. 5 cm. na cmp. 148.
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3aboneBaHue, TeH,

OCO0EHHOCTH KIMHUYECKUX TIPOSIBICHMIA
Features of the clinical manifestations

JIPYyTYie CUMITTOMBI

0COOEHHOCTH TEYECHUS
3a00JIeBaHUST

Ilomn,
TUTT HAaCJIeTOBAHUST
Ne BO3pacT . Eosieh TG
S e D1sea§e, e, mode nedrora }:H;mb:;; U BO3pACT UX MOSIBICHUS
of inheritance age of initial symptoms other symptoms and the age features of the course
onset ymp of their manifestation of the disease
C 6 Mec 3amepxKa
MOTOPHOTO Pa3BUTHSI.
B 1 rox 4 mec atakcus.
B 2 roma perpecc B
MOTOPHOM Pa3BUTHH
(TIepecraiia BCTaBaTh y
Jedunur nupysate- OTIOPBI, CATTUTHCS 1 G
TUIPOTEHA3HOTO CaMOCTOSITEJIEHO CUIIETD).
DnuenTuIecKue cra3MoB, B | rox 8 mec
X, komruiekca, PDHAL, OrcTaBaHue MCUXOpeYe-
TpUCTyIbl (MHbaH- MPUCOETMHIINCH MUOKJIOHIYE-
1 Tom MyTanusi de novo 6 mMec BOTO Pa3BUTHUST
5 TWJIBHBIE CTIA3MBbI) . CKHE TIPUCTYTIBI
F, Pyruvate dehydroge- 6 months . Since 6 months, delayed L. .
Epileptic seizures Onset with infantile spasms,
Ry R OBl (infantile spasms) DL EETEL RISl at | year 8 months myoclonic
deficiency, PDHALI, P At 1 year 4 months, ataxia. y seizures a ear}el d
de novo mutation At 2 years, motor develop- PP
ment regression (she
stopped standing with
support, sitting down, and
sitting independently).
Delayed psychomotor
development
C 7 mec dhoKalbHbIE U
reHepaTn30BaHHbIE
MHOKJIOHHYECKHE
OHuedanonarus .
MPUCTYTIBI ¢ HeOPUTBLHON J1e010T C SMMIeNnTUYECKUX
DPa3BUTHSI U ST~ " .
MPOBOKAIIEH 1 Oe3 Hee. MIPUCTYIIOB, CTATYCHOE TCUCHME
JlenTHYecKasi — CUH-
M, DnuenTuIecKue C 9 mec perpecc ncuxope- SIUJICTICUU.
npom Jpase, SCNIA,
1 rom 9 mec TMPUCTYIIBI ¢ (peOpUIb- YEBOT'O Pa3BUTHS. Perpecc rncuxopeueBoro
MyTaIusl de novo 6 mec . .
6 M, HOI1 MpoBOKaLUen C 1 rona 2 Mec atakcust Pa3BUTHS
Developmental and 6 months S . . .
1 year L Epileptic seizures with From 7 months focal and Onset with epileptic seizures,
epileptic encephalopa- L . . . .
9 months thy — Dravet febrile provocation generalized myoclonic the status course of epilepsy.
Y seizures with and without Regression in motor and speech
syndrome, SCNIA, . X
. febrile provocation. development
de novo mutation .
At 9 months, regression of
psychomotor development.
At 1 year 2 months ataxia
DHiledaronaTus B 1 rox atakcusi.
Pa3BUTHSI U ST~ B 1 rox 6 Mec snunentuye-
JIenTHYecKasi, CKUE TTPUCTYIIBI.
acCOLMMPOBaHHAsI C 3anepkka MOTOPHOTO OTtcraBaHue TICUXopede-
7 M, 1 ron MyTalueu de novo B 6 Mec pasBUTHS BOTO Pa3BUTHSI DNuIenTUIeCKUe TPUCTYITbI
M, 1 year reHe IQSEC2 6 months Delayed motor At 1 year, ataxia. Epileptic seizures
Developmental and development At 1 year 6 months,
epileptic encephalopa- epileptic seizures.
thy with the /JQSEC2 Delayed psychomotor
gene de novo mutation development
B 1 ron snunentuyeckue
TIPUCTYTIBI.
B 1 ron 4 mec atakcusi, MukpokpaHus.
CTEPEOTHUITHbIEC «MotoIMe»  CTepeoTHITHbIE ABUXEHUS PYK.
K CuHnpom Pertra, 3anepxkKa MOTOPHOTO IBUKEHUS PYK. Perpecc B MOTOPHOM U peyeBOM
110 7’Mec MeCP2, mytanus Pa3BUTHSL. B 1 rox 7 mec perpecc B Pa3BUTHM.
] HF de novo 9 mec MukpokpaHust TICUXOPEYEBOM Pa3BUTUU Dnuencust
1 e;ar Rett syndrome, 9 months Delayed motor At 1 year, epileptic seizures. Microcrania.
7 m)(l)nths MeSP2, de novo development. At 1 year 4 months, ataxia, Stereotypic hand movements.
mutation Microcrania stereotyped “washing” Regression in motor and speech
hands movements. development.
At 1 year 7 months, Epilepsy
regression in psychomotor
development
IIpodonscenue maba. 5 cm. Ha cmp. 149.
148 Original investigations
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Ion,
No BO3pacT
Sex, age

X,
1 rom 5 mec
9 F,
1 year
5 months

X,
1 rox 7 mec
11 F,
1 year
7 months

MepUBEHTPUKY/IsIpHOM Jeiikonatuu (73,3%). pyroii ya-
cro BeIsiBAsIeMolt ipu M PT maTtonorueit Oblia runoruia3ust

3aboseBaHue, TeH,
THUII HACJIEIOBAHUS
Disease, gene, mode
of inheritance

CrnHHoOIIepe6eIuIsIp-
Hast arakcus 47 Tumna,
PUM 1, mytauust
de novo
Spinocereballar ataxia
type 47, PUM 1,
de novo mutation

DHIiedanonaTus
Pa3BUTHSI U TN~
JlenThIecKast,
acCOIMMPOBAHHAS
¢ MyTaluei de novo
BreHe NBEA.
JlonoaHUTeIbHO
BbIsiBJIeHa dupXq,
MUKDPOIYTUTAKAIIHST
JUTMHHOTO TIIeva
X-XpOMOCOMBI
Developmental and
epileptic encephalopa-
thy associated with
de novo mutation in
the NBEA gene.
Additionally, dupXq,
a microduplication of
the long arm of the X
chromosome, was
detected

CrvHHoO1EpebdesuIsip-
Has aTakcus 29 tuna,
ITPRI, myTanusi
de novo
Spinocereballar ataxia
type 29, ITPRI,
de novo mutation

Bonesnr Humana—
IMuxka, Tun C,
NPCl,
ayTOCOMHO-
peLeCCUBHBI
Niemann—Pick
disease type C,
NPCl,
autosomal recessive

Mosxeuka (46,4%).

B rpynme HaciencTBeHHO OOYCIIOBICHHOM aTaKCUU
TIePUBCHTPUKYIISIPHAS JICUKOITATHSI BCTPEYalach HECKOJIb-

Original investigations

OpurrnHanbHasa cTaTbA

Oco0eHHOCTH KIIMHUYECKHUX TTPOSIBIICHMIA
Features of the clinical manifestations

BO3pacT
HayaJbHbIE
nedrora
CHUMITOMBI
e initial symptoms
onset ymp
3aiepKKa ICUXOMO-
TOPHOTO Pa3BUTHS,
STMICITUYCCKIE
1 ron TIPUCTYITBI
1 year
y Delayed motor
development, epileptic
sezures
3aznepxka MOTOPHOTO
1 ron 3 mec D P
e pPa3BUTHS
Delayed motor
3 months
development
Perpecc B MoTOpHOM
Pa3BUTHH
rocJie mepuoaa
HOPMaJIBHOTO
1 Tom 6 Mec ~ pa3BUTHSI, MBIIIIEYHAST
1 year 6 TUTIOTOHMSI U aTaKCHST
months Regression in motor
development after a
period of normal
development, muscular
hypotension and ataxia
2 rona ATtakcust
2 years Ataxia

JIPYTHE CUMIITOMBI

1 BO3PACT X MOSIBICHUSI
other symptoms and the age

of their manifestation

B 1 rox 6 mec 3amepxka

TICUXOPEYEBOI'O Pa3BUTHUS.

B 3 roma atakcus,

arpakcusi B3opa, HU3KUI

poct

At 1 year 6 months, delayed
psychomotor development.

At 3 years, ataxia, gaze
apraxia, short stature

B 2 roma 3 mec anuienTu-

YeCKUEe MPUCTYIIHI.
B 3 rona arakcusi.

OrtcTaBaHue Ncuxopeye-

BOTO Pa3BUTHUS
At 2 years 3 months,
epileptic seizures.
At 3 years, ataxia.
Delayed psychomotor
development

B 3 roga 4 mec HucTarm
At 3 years 4 months,
nystagmus

B 3 roga nuzaptpusi.
B 3 rona perpecc B

TCUXOPEYEBOM Pa3BUTHUU.

B 3 rona mapes B3opa
BBEDX.

B 3 rona remaromeranusi

At 3 years, dysarthria.

At 3 years, regression in
psychomotor development.

At 3 years, upward gaze
paresis.

At 3 years, hepatomegaly

0COOEHHOCTHU TEYEHUS
3a00J1eBaHUS
features of the course
of the disease

J1e010T ¢ AMUIECITUISCKUX
TIPUCTYIIOB, 3a/IepKKa
TICUXUIECKOTO U PEYEBOTO
Pa3BUTHST, HU3KUI POCT
Onset with epileptic seizures,
delayed mental and speech
development, and was short
in stature

DnuienTUIecKrue MPUCTYIIBI.
OrcTaBaHue MICUXOPEYEBOTr0
pPa3BUTHS
Epileptic seizures.
Delayed mental and speech
development

[IpeobianaroT BeIpaxkeHHast
3a/iepKKa MOTOPHOTO Pa3BUTHS
M aTaKCHsi, HO MOTYT MPOSIBUTBCST
KOTHUTUBHbBIE HAPYIIEHUS
Marked motor delay and ataxia
predominate, but cognitive
impairment may occur

IIpeobaananue perpecca B
TICUXOPEYEBOM Pa3BUTHHU TPH
OTHOCHUTEJIbHOW CTA0MIBHOCTU
JBUTaTeJIbHbIX HAPYLICHUH.
[Tape3 B3opa BBepX.
Ilenaromeranust
Predominance of regression in
psychomotor development with
relative stability of motor
disorders.

Upward gaze paresis.
Hepatomegaly

Ko pexe (61,5%), npyrumu Haxogxkamu ObUIM KOPKOBasI
arpodus (30,7%), runomuenunusanus (7,6%), rumoruia-

3ust ctBoJia Mo3ra (7,6%) u atpodust Mosxkeuka (7,6%).

B rpynme mNporpeccUpyrolleil aTakCuy W3MEHEHUs
MPT BapbupoBanu: y 41,1% — neiikonatus, y 11,7% —
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Ta6nuya 6. CTpyKTypHble U3MEHEHUNA roJIoBHOro Mo3ra B 3 rpynnax nayueHToB no gaHubim MPT, n (%)

Table 6. Structural brain changes in three groups of patients according to MRI data, n (%)

UBie e el o] Ataxic a:‘ﬂ']t;lbl;[al als
Abnormalities on the MRI n=129 paisy

[NepuBeHTPUKYIISIpHAST JIEHKOTIATHSI
Periventricular leukopathy 22(73.3%)
HuddysHast kopkosasi arpodus
Diffuse cortical atrophy 5 illeder)
PernonanabHasi T0OHO-BUCOYHasI aTpOdUs 4 (13.3%)
Regional frontotemporal atrophy =70
T'unonua3ust Mo3xeuka
Cerebellar hypoplasia AT
ATtpodust Mo3xeuKa _
Cerebellar atrophy
TimomuenHM3AINS _
Hypomyelination
l'unonnasust MO30JIMCTOrO Teia 3(10%)
Hypoplasia of the corpus callosum ?
AreHe3ust MO30JIUCTOrO Teaa

. 1(3.3%)
Agenesis of the corpus callosum
T'unonua3ust CTBoJIa TOJIOBHOTO MO3Tra _
Hypoplasia of the brainstem
bBe3 maTonornueckux n3MeHeHU I 1 (3.3%)

No abnormalities

CUIIOMUEIMHU3AIUS U aTpodus Mo3xeuka, y 11,7% —
KopkoBas atpodus, B 23,5% ciaydaeB U3MEeHEHUIi He ObLIO.

O6cyxpaeHune

PesynbraThl McciieqoBaHUSI MOATBEPKAAIOT, UTO M-
arHo3 a/lllIl yacTo oka3biBaeTcsl «paboumMM» U HEPEIKO
MAaCKHUpyeT IToa coOOi HACJICICTBEHHBIC 3a00JICBaHMSI.
ITo manubIM nuTepatypsl [3, 5, 7, 14], HacTOopaxXuBalo-
muMU (pakTopaMu, TPeOYIOIIMMH TIepecMOTpa IMarHo3a
aJILII1, sBnstrorcst:

* OTCYTCTBHE B aHAMHe3¢ MepUHATAIBHBIX (DAKTOPOB

pUCKa;

* CeMeHHBIN aHaMHe3 ¢ HAJTMIMEM CXOIHBIX CHUMIITO-

MOB Y POICTBEHHHUKOB;
* HAYaJIO IBUTATEIbHBIX HAPYIICHU ITOCTIe HOPMAah-
HOTO 3Tara pa3BUTHS,
* perpecc IICUXOMOTOPHOTO Pa3BUTHS;
* IIPOrpeccCUpOBaHNEC CUMIITOMATUKN;
* MMapoKCcU3MAaJbHBIC WK (PIYKTYUPYIOIIE HapyIIIe-
HUS,

* W30JIMpPOBaHHAs TeHEpaJIM30BaHHAST MBIIIICTHAST TH-
TTIOTOHMS,

* BBIpaKE€HHAsI aTaKCHSI,

* IIPU3HAKK HAapyIIeHNH eprheprnIecKoro HelpomMo-
TOPHOTO aIapara;

* [JIa30IBUTATEJbHBIC HAPYIICHUS (OKYJIOTUPHS, OKY-
JIOMOTOpPHAsI aripakcusl, TapoOKCU3MaIbHBIEC TBIKE-
HUS TJa3).
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TIporpeccupyrolias aTakcusl,
TeHETUYECKU He BepudUIInpoBaHHAS
Progressive ataxia, not genetically

ATakcHsi ¢ TOATBEPKIEHHBIM
T€HETUYECKAM JTUATHO30M
Ataxia with a confirmed genetic

diagnosis verified
n=13 n=17
8 (61.5%) 7 (41.1%)
4 (30.7%) 2 (11.7%)
2 (15.3%) 2 (11.7%)
1(7.6%) 2 (11.7%)
1(7.6%) 2 (11.7%)
1(7.6%) =
1(7.6%) 1(5.8%)
2 (15.3%) 4 (23.5%)

ITonyyeHHbIE HAMU PE3YAbTAThI B LIEJIOM COTJIACYIOTCS
C TaHHBIMU JIMTEPATYPHI.

BbisiBieHHE Yy 3HAUMTENBLHOTO YKMCJia TalMeHTOB Te-
HETUYECKOW HATUOJOTMM 3a00J€BaHUSI TOAYEPKUBAET
BAXHOCTb TMPOBEACHUS  MOJIEKYISIPHO-TEHETUUECKOTO
aHajau3a Jaxe MpU Haauuuu (akTOpoB pUCKa TepUHa-
TaJbHOTO TTOPaXEeHUSI MO3Ta. DTO OOBICHSICTCS TeM, 4TO
atuonorndyeckuit nuarto3 JLIT yctaHaBnuBaercsi, MCXo-
ISl U3 aHaMHe3a M KJIMHUYECKUX MaHHBIX, TOraa Kak Ha-
CNeCTBEHHbIE 3a00JieBaHUST MOTYT MaHU(pECTUPOBAThb
CXOMHOW CHUMIITOMATUKOI, OCOOEHHO Yy OeTeil paHHEero
BO3pacTa, U ObITb OIIMOOYHO OTHECEHBI K MOCIEACTBUSIM
runokcuueckn-mumemmudeckoro nopaxenus IIHC. Bonee
TOro, HaJUYME TaKUX CHUMIITOMOB, KaK HMCTarm, Iapes
B30pa, HEaKKOMOIALMOHHOE KOocorja3ue, SMUIenThyYe-
CKME TIPUCTYIbl U TUIIEPKUHE3bI, OCOOEHHO B COYETAHUU
C TIPOTPECCUPYIOIIMM YXYALIEHWEM HEBPOJOTMYECKOTO
craryca, TpeOyeT OT Bpaya-HeBpOJoTa BbICOKON KIMHUYE-
CKOIf HACTOPOXEHHOCTH. DTU TIPU3HAKY HE SBIISIIOTCS TH-
MUYHBIMU 11 Kiaccudyeckoro TedeHus aJlllIT u goyxkHb
paccMaTpuMBaThCsl KaKk HAaCTOpaXKMBaloLIWe B OTHOLIEHUU
HacCJIEACTBEHHO-ETeHEPATUBHbBIX PACCTPONCTB M yKasza-
HUS Ha HEOOXOOMMOCTb PACIIUPEHHOTrO AUArHOCTUYE-
CKOTO TIOMCKa, BKJIIOYasi KOHCYJbTAlIMIO Bpaya-reHeThuKa
U MOJIEKYJISIPHO-TEHETUYECKOE UCCIEOBAHMUE.

MyTtaluu MOTYT MMETb PELIECCUBHBINA XapakTep WU
BO3HUMKATH de novo, B CBS3U C YeM B CEMECMHOM aHaMHE3e
He OOHapyXXMBaeTcsl IpYyrux ciydyaeB 3a00JieBaHUS U CKia-
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IIBIBAETCS BIIEYATIICHUE O TOM, YTO OH He OTATOoIIEH. O0 3TOM
cJieyeT TIOMHUTb HEBPOJIOTY TIPM PacCIipoce pPOACTBEHHU-
KoB 0015HOTO. [103TOMY COBpeMEHHBIM METOIAM TeHETHYE-
CKOI TMArHOCTYMKW MPUHALIEXUT BaXKHasl pOJib, IOCKOJIbKY
OHM MO3BOJISIIOT YCTAHOBUTb KOHKPETHYIO ITPUUYMHY 3a6071€e-
BaHUS ¥ CBOEBPEMEHHO HAa3HAUYMTh aIEKBATHYIO TEPAMUIO.

JlOMOJHUTENBbHBIM aPIYMEHTOM B T10JIb3y MEPECMOTPA
nuarHosa JILIIT B psine ciaydyaeB siBasieTCs aHaAM3 JaHHbBIX
HelipoBu3yalu3auuu. B rpynmne nauvMeHTOB C Haciend-
CTBEHHBIMM (POpMaMM aTakKCUil UM TIpOrpeccUpylolleit
aTaKCUYECKOM CUMIITOMATUKOMN yallle BbISIBISLIUCH U3ME-
HEHUSI, XapaKTepHbIe I TUdGY3HBIX IereHepaTUBHBIX
MPOIIECCOB: TUMOMUEIMHMU3ALNS, KOPKOBasi aTpodusi,
a TaKKe MPU3HAKU JEHKOTUCTPOGUH, YTO KOHTPACTHUPYET
C IEPUBEHTPUKYJISIPHOM JIEUKOIIAaTUEN BCIEACTBUE TUIIOK-
cnyecku-umemmdeckoro mnopaxkenus LHHC, tunmuHoit
st JIIT. OgHako gaxe Tpv OTCYTCTBUM MU3MEHEHMI Ha
MPT Henb3s1 UCKIIIOYATh TEHETUUECKYIO MPUpPOAyY 3a00e-
BaHUS: OTCYTCTBHE MOP(OIIOrMIeCKIX MapKEPOB HE O3HA-
YaeT OTCYTCTBHUE 3a00J1eBaHUsI, 0COOEHHO B CJIydasiX C Ipo-
IPECCUPYIOIIUM KJIMHUYECKUM TEUECHUEM.

Tem He MeHee, MO pe3yJbTaTaM Halllero MCClenoBa-
HHSI, OCHOBHBIMU IHddepeHINATBHO-INarHOCTUYECKH-
MU KPUTEPUSIMU MEXIY HACAEACTBEHHBIMM aTaKCUSIMU
u aJlllIl sBasgooTca mnporpeccupoBaHue KIMHUYECKON
KapTUHBI OOJIE3HU, HapacTaHue u3MeHeHUin Ha MPT
U  MOJIEKYJSIDHO-TEHETUYECKOE BbISIBICHUE MYTALIWiA,
KOTOpBIE BBI3BIBAIOT 3a00JI€BaHUS, COIPOBOXIAIOLINEC-
csl aTakcueu B neTCKoM Bo3Bpare. Hu aHamHecTuuyeckue
JIaHHbIE, BKJII0Yasi 0OCOOEHHOCTU TeYeHUsI OEpeMeHHOCTU
U pOAOB, HY PE3YJIbTAThl OMHOKPATHBIX WJIW MTPOBEAEHHBIX
C KOPOTKMMU HMHTEpBaJIaMM HEBPOJIOTUUYECKUX 00CiIeno-
BaHU, HU XapakTep udMeHeHuii Ha MPT B Go/bLIMHCTBE

JUTEPATYPA (m.n.4-10, 12,

1. bapanoB A.A., HamazoBa-bapanosa JI.C., Ky3enkosa JI.M., KypeH-
koB AJL., KioukoBa O.A. JleTckuii LiepeOpaibHblii Napaiuy y AeTeit:
KnunHuueckue pekoMmeHaaiuu. M.; 2016.

2. barbimeBa T.T., I'yzeBa B.U., Kypenkos A.Jl., 3maHOB-
ckas B.A., BeikoBa O.B., Axanosa JI.4. u np. derckuii ue-
pebpanbHblii mapanuy. B xH.: T'y3esa B.U., pen. @edeparvroe
pyKo8odcmeo no demckoil Hegpoaoeuu. CI16.: Baneryno; 2023:
184—-214.

OpurrnHanbHasa cTaTbA

cllydyaeB He SIBJISIIOTCSI aOCOJIIOTHO HanEXHOM MHGpOpMa-
el 111 nudepeHIMaaIbHOro nMarHo3a. B mepcnexkruse
WMEHHO Ha MOJICKYJISIPHO-TEHETUYECKYIO ITHAarHOCTHUKY,
KOTopasi CTAaHOBUTCSI BCE OoJiee JOCTYITHOM, B YACTHOCTHU
Ha MOJIHOTEHOMHOE WJIM MOJITHO9K30MHOE MCCIICIOBAHUS,
BCE 0O0JIbIIIE OYIYT ONMMPATHCS CIIELMATNCThI IJIS TIPOBEIE-
HUS paHHero guddepeHanbHoro nuarto3a I n Ha-
CJIEICTBEHHBIX AaTAKCUM.

BaxxHo momyepKHYTb, UTO paHHSISI BepU(UKALIMS Te-
HETUYECKOU TTPUPOIBI 3a00JIeBaHMS MMEET BaXKHOE TTpaK-
TUYECKOe 3HAaYeHHE: YCTAHOBJIICHVWE TOYHOIO IMArHo3a
IMO3BOJISIET TIPOTHO3UPOBATh TEUCHUE, OIPEHEIISITh PUCK
UIs1 Oyayluux 0epeMeHHOCTEe B ceMbe, a TaKXKe, UTO 0CO-
OEHHO BaxKHO, OTKPBHIBAET BO3MOXHOCTH JIJISI TIPOBEACHUS
TapreTHol Tepanuu. HekoTopsle 13 BBISIBICHHBIX COCTO-
SHUI, HampuMmep OePUIUT TUPYBATICTUAPOTeHA3HOTO
KoMmIiekca unu 6one3nb Humana—IIuka tuna C, Moryr
OBITh YACTUYHO KOMIICHCUPOBAHBI C TIOMOIIIBIO TTATOT¢HE-
TUYECKOM Tepariu, YTO CYIIIECTBEHHO BIMSIET HA IIPOTHO3.

3ak/ouyeHue

JurarHocTu4yecKue TPyOJHOCTU Pa3TPaHUYECHUS MEX-
ny allllIT n HacnencTBEHHO OOYCJIOBJIECHHBIMU aTaKCUsI-
MU TpeOyIOT KOMIUIEKCHOTO IIOAXOAa, BKJIIOYAIOIIETO
TILIATEJbHbIM aHaJIM3 JaHHbIX aHaMHe3a, HEeBPOJOTUYe-
CKOe 00cyIenoBaHNue, HEMPOBU3YAIM3AINIO Y MOJICKYJISIP-
HO-T€HETUYECKYIO TUAarHOCTUKY. Pe3yabTaTbl HacTosIlIe-
ro MCCIeAOBaHUS TMOTYEPKUBAIOT HEOOXOAUMOCTH (op-
MUPOBAHMSI HOBBIX IMArHOCTUYECKUX CTAHAAPTOB: NETHU
C aTaKTUYECKAM CUHIPOMOM Y aTUNIUYHOM KIMHUYECKOM
KapTUHOM JOJDKHBI paccMaTpyBaTbCSl KaK KaHAWIAThI Ha
yIIy0JaEHHOE TeHETUYECKOE 00CIeIOBaHUE, a OIXO, «IH-
arHo3 LI IT Ha Bcto XXU3Hb» TpeOyeT rnepecMoTpa.

14-21cm. REFERENCES)

3. Hewmkosa C.A., pen. Jemckuii yepeGpanvHulii napaiuy: pyKosoocmeo
0as epayeir. M.: T'OOTAP-Menua; 2025.

11. Banmanau JI.O., Xyp6a JI.T., Tumonuna O.B. Jlemckue yepebpansroie
napaauvu. Kues: 3noposbe; 1988.

13. Maxk JI.A., Kysenkona JI.M., ®@ucenko A.Il., Kypenkos A.JI. Jlet-
CKUI1 1IepeOpaTbHbIN TApaTUY: KIMHUYECKUEe M MHCTPYMEHTATbHBIE
XapakTepucTuku. Poccuiickuii neduampuyeckuii scypuan. 2019; 22(1):
4—11. https://elibrary.ru/zqxznj
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