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AHHOTALNA

O6ocHoBaHue. CuHgpom FXTAS (Fragile X Associated Tremor/Ataxia Syndrome) — HevipogereHepaTns-
Hoe 3abosieBaHNe C No34HUM Ha4yasioM, KOTOPOE BO3HUKAET Y MYXXYUH Y XKEHLLMH, SBSIOLYMXCS HOCUTE-
nsmu myTauymm B reHe FMR1, pacrionoxeHHoM Ha xpomocome X. 3aboneBaHue rposiBSIETCS] BbICOKOM
peHoTUNMYECKOV BapnabesibHOCTbIO (TPEMOP, MO3XKEYKOBasT aTakCusl, NapKNMHCOHW3M, r1a304BuraTesib-
Hble PacCTpOVICTBa, KOTHUTUBHbLIE U MICUXUHECKNE HapyLUueHWs). Bcnencreme HE4OCTaToO4YHOW OCBELOM-
JIEHHOCTY BpaYer O AaHHOW naTosioruy naymeHTam ¢ cuHgpomom FXTAS 4acTo CTaBsT HernpaBu/ibHbIN
AnarHo3 (acceHuymasibHbii Tpemop, 601e3Hb [lapKUHCOHa, My/bTUCUCTEMHas aTtpogus, crimHoyepebes-
JNISipHasi atakcust v ap.). OnucaHne KnuHNYeckKoro ciy4as. [lpegcrasieH nayneHT B Bo3pacTte 68 set
C TSDKEJIbIM aHaMHE30M (Memmyeckasi 60/1e3Hb cepaua, MOCTUHMAPKTHBIN KapANOCKIEPO3 C (hOPMUPO-
BaHVeM MOCTUHaPKTHON aHEBPU3MbI, apTepuaabHas runepTeH3vs, TYOepKynE3 NErkmx, XpoHn4eckasi
06CTPYKTUBHAas 601€3Hb NNErKNX, CaxapHbivi anabeT 2-ro Turna), y Kotoporo cuHapom FXTAS gebrotupoBsan
C TPeMopa, HapyLLUeHUsI KOOPAUHAaLMY OBUXEHWUIN, NpobeMbl PpaBHOBECHS, KOrHUTUBHBIX PacCTPOCTB
n agpeKkTnBHbIX HapyLueHWn. 3aboneBaHne rNoATBEP)XAEHO IEeHEeTUYeCKUM aHam3oMm (B reHe FMR1
06HapyxeHo 96 nosTopos CGG). Y goyepu naumeHTa BbissieHa npemytauyns reHa FMR1, y BHyka —
cuHgpom MaptuHa—benn. 3akmodeHune. Bpadam-HeBposioraM v crieLuaamctaM CMEXXHbIX obnacTtei
caenyet noMHUTe 0 cuHapome FXTAS (Tpemop/aTakcusi, acCoummpoBaHHbIE C JIOMKOU X-XpOMOCOMOV),
W NPV HAZINYMK Y naLueHTa COOTBETCTBYIOLLEN CUMITOMATVIKN UCKITIOYNTb PEAKOE HerpoaereHepaTtuBHoe
3abosieBaHVe MyTEM reHETUHECKOIro nccaeqoBaHnss mytauymy B reHe FMR1.

KnroueBbie cnoBa: cuHgpom FXTAS; nomkast X-xpoMocoma,; TPEMOP; aTakCusi; HeipogereHepaTnBHOE
3abo0/ieBaHNe; reH; HapyLLEeHNe KOOPAUHaLNN.
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OBOCHOBAHMUE

CvHpgpom FXTAS (Fragile X Associated Tremor/
Ataxia Syndrome) — pegkoe HelpopereHepaTuBHOE
3aboneBaHne C NO3OHUM HayasioMm, KOTOpPOe BO3HW-
KaeT y Hocutenen mytauun B reHe FMR1T (Fragile X
Mental Retardation 1), pacnonoxeHHom Ha X-Xpo-
MOCOME, U CBSI3aHO C yBenuyeHueM nosTopoB CGG
(ULMTO3MH-TYaHVH-TyaHVH) B 9TOM reHe [1].

CvHpopom FXTAS cuutaeTca pegkmm 3abonesaHun-
€M, BO3MOXHO, 13-32 HEJOCTaTO4YHON OMarHOCTUKM
[OaHHON naTonorun. B HOpme KOMM4ecTBO MOBTOPOB
CGG BapbupyeT oT 5 o 54. YBenuyeHve Koam4ecT-
Ba TpuHykneotugos (>200 nosTopos CGG) npusognt
K HapylleHunio cuHtesa 6enka FMR1 (mnonHoe metunu-
poBaHve reHa 1 notepst yHKUNM, CBA3AHHON C CUH-
Te3oM 6enka FMR1) n natonoruu passutus HEPBHON
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cucTembl — cuHgpomy MaptuHa-benn unm cuHgpomy

YMCTBEHHOW OTCTaNOCTU, CLEMNIEHHON C IOMKOW XPO-

mocomoit X [2, 3]. CocTosiHMe, NPy KOTOPOM Konnye-

cTBo nosTopoB CGG 60osblue HOpMaTMBHbLIX NoKasa-

Tenen (>55), HO He NMpeBbILIAeT NOPOroBOro 3HaA4YEHUs

(>200 noBTopoB CGG), NpMHATO Ha3biBaTb NpemyTa-

uven. MNpemyTauus MOXET MPOSBASATLCA YETbIPbMS

pasfnM4HbIMU NPOUNSMUN HAPYLLEHWIA:

1) HapyLweHunsa pasBuTua OETCKOro Bo3pacta (Herpy-
Oble OTKJIOHEHUS KOTHUTWMBHOIO pPasBUTKS, pac-
CTPOWCTBO ayTUCTUYECKOrO CNEKTPa, CUHAPOM Ae-
munTa BHUMaHNSA 1 rMNepakTUBHOCTWY);

2) HapylweHns penpoaykTUBHOW GYHKUMM 1 Apy-
rme COMaTU4eckue npobnembl Y >KEHLUMH (CUH-
OPOM MEePBUNYHON OBapuanbHOW HeJOCTAaTOYHOCTU,
rMNnoTUPEOD3);
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FXTAS (Fragile X-Associated Tremor/Ataxia Syndrome)
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ABSTRACT

BACKGROUND: FXTAS Syndrome (Fragile X-Associated Tremor/Ataxia Syndrome) is a neurodegenerative
disease with late onset, which manifests in men and women carrying the mutation in the FMR1 gene,
located in the X-chromosome. The disease manifests with high phenotypic variability (tremor, cerebellar
ataxia, parkinsonism, oculomotor disorders, cognitive and mental disorders). Due to the insufficient
awareness among the physicians on this disease, FXTAS Syndrome patients often get incorrect diagnosis
(essential tremor, Parkinson disease, multisystem atrophy, spinocerebellar ataxia etc.). CLINICAL CASE
DESCRIPTION: The case presented is the patient aged 68 years with a severe past medical history
(ischemic heart disease, post-infarction cardiosclerosis with the formation of post-infarction aneurism,
arterial hypertension, pulmonary tuberculosis, chronic obstructive pulmonary disease, type 2 diabetes), in
which the FXTAS Syndrome has first manifested with tremors, impaired coordination of motions, balance
problems, cognitive disorders and affective disorders. The disease was confirmed by the genetic test
(in the FMR1 gene, 96 CGG repeats were found). The patient’s daughter was examined with detecting the
premutation of the FMR1 gene, while the grandson has a Martin-Bell syndrome. CONCLUSION: Neurologists
and specialists of adjacent fields should keep in mind the FXTAS Syndrome (Fragile X-Associated Tremor/
Ataxia Syndrome) and, in case of the patient having the corresponding symptoms, should rule out this rare
neurodegenerative disease by arranging the genetic testing to reveal the mutation in the FMR1 gene.

Keywords: FXTAS syndrome; fragile X-chromosome; tremor; ataxia, neurodegenerative disease; gene;

impaired coordination.
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3) HeWpopereHepaTuBHblE HapyLUEHUss B CTapyec-
KOM BO3pacTe (CMHOPOM Tpemopa u atakcuu, uam
FXTAS, yvalle y My>X4uH);

4) ncuxoamoumoHanbHble nNpobnembl (genpeccus,
TPEBOXHbIE PACCTPONCTBA, 06CECCMBHO-KOMMYJIb-
CUBHOE PaccTpPOCTBO) [2].

CvHgpom FXTAS pe6iotupyetr Kk 50 ropgam

N CTaple C 4acTOTOW BCTPE4aeMOCTV B MOMNyAsumm

1/1000-2000. CuHpgpom FXTAS 4awe BCTpedvaeTcs

Y MY>XHYUH MO CPABHEHUIO C XXEHLUMHAMU, YTO CBA3AHO

C MEXaHU3MOM HacfedoBaHWs, Tak Kak My>XH/Hbl NMe-

0T TONBKO OJHY X-XPOMOCOMY, BCIIeACTBME Yero 6onee

noaBep>keHbl MyTauun. Hanuydne BTOpon X-XpOMOCO-

Mbl Y >KEHLUMH KOMMEHCUPYET NaToforMyecKuii anesb

reHa FRM1 [4]. C Bo3pacToM BEPOSATHOCTb KJIMHMYEC-

Koro nposiBneHust cuHopoma FXTAS Bo3pacTaeT, yTo

NOAYEPKMBAET Ba>KHOCTb MOHUTOPUHIa 300POBbSA HO-

cuTenen natonorndeckoro annens nocne 50 net [4].

MatoreHes cuHopoma FXTAS MHOrogakTopHbIN.
Bo-nepBbix, B ocHOBe natoreHe3a FXTAS nexunT Hen-
POTOKCUYHOCTb BCNeAcTBME (HOPMUPYIOLLNXCH He-
kogupylowmx pnbéocomanbHbix PHK ¢ yoanHEHHbIMK
nocneposatenbHocTAMU CGG, KOTOpble BAMSIOT Ha
PyHKLUMIO pa3nnyHbiXx BGefiKoB, YTO BbI3bIBAET Hapy-
LWeHre yHKUMM 1 anonTo3 HelpoHoB [5]. Bo-BTOpbIX,
ONCHYHKLUNMA MUTOXOHAPWUA un3-3a akcnaHcun CGG
NPVBOAUT K HApPYLUIEHUIO 3HEPreTnyeckoro obmeHa
B KJIETKax 1 reHepaunm cBoboHbIX pagnkanos. OTu
MeTabonnyeckne HapyLeHuss MOoryT CnocobCTBo-
BaTb HemnmpogereHepauun. B-TpeTbux, BOCnanuTenb-
Hble MPOLLECChI C BbICOKMM YPOBHEM BOCMANNTENBHbIX
MapkepoB y naumeHToB ¢ FXTAS oTpuuatensHo Bns-
0T Ha HepPOBacKyNspHOEe B3aUMOAENCTBME N HENPO-
NAacTNYHOCTb. K TOMY Xe aKTUBHOCTb ONpeaenéHHbIX
reHoB 1 GENKOB, y4acTBYIOLMUX B 3aLUUTE HEVPOHOB
OT CcTpecca, MOXeT ObiTb W3MEHeHa y MnauueHToB
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¢ cuHgpomom FXTAS, 4TO cnocobecTtByeT yBenude-
HMIO YyBCTBUTENBHOCTU HEMPOHOB K MOBPEXOAKLLUM
dakTopam [5-10].

Y B3pocnbiX KanHudeckne nposieneHns FXTAS
00bI4HO HaumHarTcsa nocne 50 neT, Yalle ¢ KMHeTnYe-
CKOro Tpemopa, U B fanbHeleM NpuCcoeauHSI0TCS
3/IEMEHTbI MO3XKEe4koBoWN aTakcuu [3]. 3abonesBaHue
NPOSABNSAETCS BbICOKON (heHOTMNNYECKON Baprabesb-
HOCTbIO, B KJIMHWYECKON KapTMHE KPOMe Tpemopa
N MO3)KEYKOBOW aTakCum MOXXHO HabntogaTe CUHOPOM
NapKUHCOHN3MA, rNasoaBuraTesbHble U KOrHUTUBHbIE
pPacCcTpoONCTBa, a TakXe apdeKTUBHbIE N3MEHEHNS,
Takuve Kak genpeccus un Tpesora [8]. HekoTopble nauu-
€HTbl MOIyT MPEeObABASATb XXao6bl HA HAPYLLEHNS CHa
1 N3MEHEHNs B aMoLunoHansHom ciepe [9].

Hocutenu mytauum B reHe FMR1, pacnonoXXeHHOM
Ha X-XpOMOCOME, MOryT UMETb COMYyTCTBYIOLLYIO Le-
pebpoBacKynApHYIO NaToNOr0 U Apyrue HEBPOIOru-
Yeckune 3aboneBaHns, Takme Kak 6051e3Hb MNMapKMHCOHa
1 Opyrue pacCTpoNCTBa, YTO 3aTPyOHSAET AnarHocTu-
Ky [11]. OnarHocTtuka cuHopoma FXTAS BkOHaeT He-
CKOJBbKO KJIHOYEBbIX 3TanoB. BaXkHbIM acnekToM sBns-
eTca cbop aHamHe3a, KOTOpbI MO3BONSIET BbISBUTH
Hanuyne Tpemopa v HapyLleHNs KOOPAUHaLUuM, B TOM
yycne aHaNiorMyHble CUMMTOMbI Y OIM3KMX POACT-
BEHHUKOB. B cembe, roe paHee Habnioganucb cnyyam
CUHOPOMA XPYMNKON X-XPOMOCOMbI, BEPOSATHOCTb Ha-
nyma FXTAS y My>X4rH CTapLuero Bo3pacTta 0CObeH-
HO BbicOKa. NoATBepXXaeHVe anarHosa TpebyeT dpar-
MEHTHOro aHanu3a reHa FMR1 ¢ uenbtlo obHapyXeHus
yANMHEHHbIX nocnegosaTensHocTel CGG.

Y nauueHToB C cuHppomoMm FXTAS ob6sasatenb-
HbIM SIBNISIETCA NMPOBEOEHUE MarHUTHO-PE30HAHCHON
Tomorpacdun (MPT) ons oueHKN HelpogereHepaTtms-
HOro npovecca ronosHoro mosra. OCHOBHbIMU guar-
HOCTMYeCKMMM npudHakamy Ha MPT ronoBHoro mos-
ra sBnsItOTCA NOpa)keHne 6enoro BeLecTsa CpenHen
HOXKIM MO3XeYKa 1 yMeHbLUEHNE 0O6BbEMA MO3)KEUKa,
NprBOASLLEE K HAPYLUEHNIO KOOPAUHALMMN OBUXEHNIA;
n3mMeHeHus B 6enomM BELLECTBE B BUAE MMNEPUHTEH-
CVBHbIX obnacTeli B pexume T2-B3BeLLEHHbIX n306pa-
YKEHUI, 0COBEHHO B 06/1aCTV NOBGHBIX 1 3aTbIIOYHbIX
ponen; atpouyeckrne N3MEHeEHNA B OPYyrMx oTaenax
LEeHTpaJIbHON HEPBHOW CUCTEMbI, B YAaCTHOCTW MOpA-
KOPKOBbIX CTPYKTypax 1 cTBONe mo3ra. Kpome Toro,
XapaKTePHbIM SBMSAETCHA HaIMYME MUKPOCTPYKTYPHbIX
N3MEHeHUn, 0BHapY>XMBaeMbIX Ha CrneumanbHbIX Mo-
cneposartenbHocTsx MPT [12].

Ha paHHbIi MOMEHT He cyllecTByeT crneunduye-
ckon Tepanuu gns cuHgpoma FXTAS. lMpumeHsieTcs
CUMMNTOMaTUYECKOE IeHEHNE, HaNpPaBeHHOE Ha MUHM-
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MU3aLUN0 KIIMHUYECKUX NPOsiBNEHNA. BaXxHbIM acnek-
TOM NleYeHNs ABNSETCA NepcoHnULMpoBaHHas pea-
6unuTauMoHHas Tepanusa ONns yayyweHUus MOTOPHbIX
HaBbIKOB 1 KOFHUTUBHbIX (hyHKUMiA [13].

MporHo3 y naumeHToB ¢ cuHgpomom FXTAS 3a-
BNCUT OT MHOXeCTBa (hakTopoB, BKJOYasA BO3PACT,
B KOTOPOM MOCTaBfieH MpaBWfibHbIA OuarHos, CTe-
NeHb BbIPAXKEHHOCTW CUMMTOMOB, a TakXe WHAW-
BuayasibHble OCOOEHHOCTU pPas3BuTUs 3aboneBaHus
1N OTBET Ha neveHue. XoTa cuHapom FXTAS asnsaet-
CS MPOrpeccupyrolyM pacCTPONCTBOM, CKOPOCTb
NpOrpeccMpoBaHns NHAMBUGYyanbHa, 1 MHOrMe nauu-
€HTbl MOTyT nogAep>XmBatb MPUEMSIEMOE KayecTBO
>KN3HW B Te4eHne MHorux net. Co BpeMeHeM, OQHaKOo,
y GONbLUMHCTBA NaLMEHTOB NPOUCXOOUT yXyALleHne
OBUraTenbHbIX (MYHKUUA U KOTHUTUBHbBIX CMOCOBHO-
ctei. NopTBepxpaeT anarHold cuHgpoma FXTAS re-
HeTn4YecKas KOHCynbTauns YeHOB CEMbU N BbisiBNE-
Hue MyTauun B reHe FMR1.

OMUCAHUE CITYYAA

O nauueHTe

MaumneHT B., 68 neT, pycckuii, ¢ BbICLLMM 06paso-
BaHMeM, NOCTYMNUS Ha CTaunMoHapHoe neyeHne Y3
TiomeHckon obnactn «O6nacTHas KAMHWYecKas
6onbHuua Ne 1» B dheBpane 2025 roga ¢ xanobamm
Ha TPEeMOp JeBOW KUCTW, GECMOKONCTBO, TPEBOry
N yTOMIISEMOCTb.

AHamHe3 3aboneBaHus. OKONO OBYX NET Hasaf
BrepBble MNOSABUACHA NErKUA HEMNOCTOSIHHbIN Tpe-
Mop B pyke cnesa. Co cnoB nauueHTa, yxygle-
H/E COCTOSIHUS HayanoCb HECKOJIbKO MECSLEB Ha-
3apn (18.10.2024), korga OH ynan, yaapuics ronosoli
(MpuymHY nNageHus naumeHT OOBbACHUTL HE MOXKET).
3a MeauuMHCKON MoMOLb He obpalsancs. XKeHa
OTMeYaeT, 4YTO B MOCnefHee BPeMs CTasl «3aTOpPMO-
>KEH, NoJo3puTeneH», nepecTtan BbIXO4UTb Ha yauly,
OOBACHSAA OTCYTCTBUEM XXENAHWS.

01.11.2024 yTpOM He cMOr BCTaTb C KpoBaTu, 3a-
KpY>Kunacb rosioBa, BO3HuKIa cnaboCTb BO BCEM TeSe,
0CcobeHHO B Horax, ynan. B cTtaumoHape npoBegeHa
MPT ronoBHoro mosra B guddy3noHHO-B3BELLEHHOM
pexume (Diffusion Weight Imaging, DWI): cummeTpiny-
HOe MOBbILWEHNE CUrHana OT KOPTUKOMELYNNSAPHOro
nepexopfa 60nbLUNX NOMyLIAPUIA FONOBHONO MO3ra, BO-
JIOKOH MO30MNCTOrO Tena, BELEeCTBa CPEAHUX HOXEK
Mo3>xe4ka (puc. 1).

28.01.2025 KOHCYNbLTMPOBaH FEHETUKOM (Mccneno-
BaHune akcnaHcun CGG-nosTopoB B reHe FMRT): obHa-
py>xeHa npepakcnpeccus CGG-nosTopos (96/0). lo-
BbILLEH PUCK Pa3BUTUS CMHOPOMA TpeMopa-aTakcum.
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Puc. 1. CummeTtpudHaa DWI-rmnepuHTEHCUBHOCTbL Ha
YPOBHE KOPTUKOMEAYNNIAPHOA rpaHuupl C ABYX CTOPOH
B NTOGHbIX (CTPENKM) 1 TEMEHHbIX JONSAX.

AHamHe3 Xu3Hy. Viemnyeckas 6onesHb cepaua.
[MoCTUHMAPKTHBIN KapauMoCcKnepos3 ¢ hopMUpoBaHu-
eM MOCTUH(apPKTHON aHeBpu3MbI ((hpakums Beibpoca
40%). B 2022 rogy BbIMNOSIHEHO CTEHTMPOBAHME COCY-
[0B cepaua.

ApTepranbHOe [aBfieHMe B Te4YeHue OnTeSb-
HOrO BPEMEHW C MaKCUMasibHbIMK MOKa3aTensiMm
150/90 mm pT.CcT. (NpuHMmaeT KOnepwuo, Topacemup,
6uconpornon, atopsacTatuH, KapanomarHun).

B 2023 rogy nepeHéc Ty6epkynés nérkux. [Onm-
TeNbHOE BpPeMs HabnogaeTcsi C XPOHUYECKOW 06-
CTPYKTUBHOW GONE3HBI0 NErKMX 1 caxapHbiM guabe-
TOM 2-ro TUNa (MPUHUMaET aMnarnuaO3uH).

PesynbtaTthl hm3nkanbHoro, nabopaTtopHoro

M MHCTPYMEHTaJIbHOro UccneaoBaHus

Hesponornyeckuii ctatyc. ObLlee COCTOSHME YaO-
BneTBOpUTENBLHOE. NonoxeHne aktTuHoe. Co3HaHne
scHoe. O6Lwemo3rosass CUMNTOMATUKA HEBbIPAXKEH-
Has. [nasopBurartensHble HepBbl 63 natonoruy. no-
MuMmus. Jlngo cummeTpudHoe. Pednekcbl opanbHOro
aBTomatmama: Xo060TKOBbIN, NaAoOHHO-NOA60POA0Y-
Hbll (MapuHecky-PapoBu4a) ¢ OByX CTOPOH. Mbl-
LWeYyHas cuia B KOHEYHOCTAX JOocTaToyHas, Kpome
CHUXXEHWST Cubl B pyKe cnesa go 4 6annos. Mbiwey-
HbIl TOHYC B MPOKCUMANbHbLIX W AUCTaNbHbIX OTOe-
flax MoBbIWEH MO 3KCTpanupamugHomy Tuny, 60nb-
we cnesa. Pednekcobl ¢ koHevyHocTeln D=S BbiCOKME.
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[MaTonornyeckne CTOMHbIE pednekcbl oTpuuaTenb-
Hble. TPEMOP rofoBbl MO TUMY «HET-HET», A3blKa, Nér-
KA NOCTypanbHbIl Tpemop Tynosuwa. Meprnoanye-
CKME MNOKJIOHNYECKUNE NOJEPTBAHNS B IEBON KUCTH,
AeBuauns TynoBuwa npyu CTosHUM 1 xoapbe BnNpaso
(cHppom «lMudaHckon GawHuM»). B nose Pombepra
OTKJIOHEHVe Bnpago. MNanbueHocoByo Npoby BbINO-
HAeT HeyBepeHHO Wn3-3a KUWHETUYECKOro Tpemopa,
6onblle cnesa. [Noxogka ¢ nérkom atakcuen. PeTpo-
nynbcusi. NMoBepxHOCTHaA 1 rnybokasi YyBCTBUTEb-
HOCTb COXpaHeHa.

KnnHn4eckuii . GUOXUMUYECKUIA aHam3 KpoBu
n noHorpamma 6e3 0COH6EHHOCTEN, KPOME MOBbILLIEH-
Hol o 115 MKMOJb/N KOHLEHTpauun KpeaTuHrHa.

OnekTpoaHuyeganorpagpus (05.02.2025) 6e3 npu-
3HaKOB NapOKCU3ManbHOW aKTUBHOCTU.

OcmoTtp rnasHoro gHa (04.02.2025): aHrunonatus
ceTyaTku oboux rnas.

MPT ronosHoro mosra (05.02.2025): oTmevaeTcs
anddysHoe HeogHopoaHoe nosbieHne MP-curHana
6enoro BeLLecTBa rofloBHOro Mmoara Ha T2- n T2-FLAIR
(Fluid-Attenuated Inversion Recovery) nzobpakeHu-
SX C pacnpoCTpaHeHVeM Ha CpedHVEe MO3XKEYKOBbIE
HOXKN 1 remucepbl MO3Xe4Ka, C MHENHO-3BE3M-
YyaTbiM noBblweHnem MP-curHana B pexxume DWI, 6e3
NMPU3HAKOB pecTpukumn anddys3nn. 3akioyeHne:
«MP-kapTiHa COOTBETCTBYET MPOSABMEHUAM HENpPO-
pereHepatumsHoro 3abonesaHus (FXTAS). OuddysHas
uepebpanbHasa atpodus | ctagum» (puc. 2, 3).

OcmoTtp ncuxonorom (05.02.2025). Mo meTogm-
ke A.P. Jlypusa 3ayyeHo 3 cnosa us 10, 4yepes 40 mu-
HYT WCMbITYeMbIi BOCNPOU3BEN OAHO CNOBO (HOpMa
5-7 cnos). [JaHHble yKa3biBalOT Ha BblPaXKEHHbIE Ha-
PyLUEHNS KaK KpPaTKOBPEMEHHOW, Tak WM OOJroBpe-
MEeHHO NamaTn. MOTUBALMOHHbLIN KOMMNOHEHT NaMsATK
CHWKEH. Temn MbICIMTENbHOW OEATENbHOCTY 3aMef-
neH. CKOpoCcTb M Temn accoumatuMBHOro npouecca
COOTBETCTBYET HU3KON HOPME; BbISBMEHbI HapyLle-
HUST OVHAMUKN MbICSIMTENbHON OEeATENbHOCTU B BUAE
3amefsieHns Temna accouuanuii, ManonoaBuKHOCTH,
WNHEPTHOCTY MbILLSIEHUS.

YMepeHHbIE KOTHUTUBHbIE HAPYLLEHUS MO KPaTKOW
LIKasie OUEHKN KOrHUTMBHbIX yHKuuin (Mini-Mental
State Examination, MMSE, 24 6anna), ymMepeHHble
HapylweHns cHa no wkane Lnurena (15 6annos),
KpaliHe Bblpa)KEHHasi acTeHUss Mo CyObEKTUBHON
wkane oueHkn acteHun (Multidimensional Fatigue
Inventory, MFI, 20—-84%), KIMHNYECKN BbIpa>KeHHas
TpeBora no rocnuTasabHON LWKane TPeBoru n genpec-
cun (Hospital Anxiety and Depression Scale, HADS,
15 6annos).
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Puc. 2. CnvmmMeTpuyHbIe y4acTKM BbICOKOro curHana Ha
T2-B3BELUEHHbIX N3006pParKeHNAX HA YPOBHE CPeqHUX MO3-
YKEYKOBbIX HOXEK.

AwnarHo3s

Ha ocHoBaHunm aHamHe3a 3aboneBaHus, [LOaH-
HbIX HEBPONOrMYECKOr0 M HENpOonCUX0N0rm4eckoro
OCMOTPQ, FEHETMYECKOW U MHCTPYMEHTaNbHOW Auar-
HOCTUKN BbICTaBNEeH KINHWYECKUI AmarHo3: «Hemn-
popereHepaTuBHOe 3aboneBaHNEe HEpPBHOW cucTe-
Mbl, CUHOPOM Tpemopa/aTakcun, acCOLUNPOBAHHbIN
C CUHAPOMOM nomKol X-xpoMocomsbl (FXTAS). J1ér-
KW napes3 B neBon pyke. CMHAPOM NapKUHCOHU3MA.
CwmeLLaHHbIN (NOCTYpanbHbIA, KNHETUYECKINA) TPEMOP
Nnokosi, 6onblLUE CeBa, MUOKJIOHUN B JIEBOW KWUCTW.
J1érkun atakcudeckuin cnHagpom. CHAPOM KOTHUTUB-
HbIX HapyLeHWi. BolpaXkeHHbI acTEHNYeCKnii N Tpe-
BOXHbI CUHAPOMBbI>».

JleueHne

Ha cTtaumoHapHoOM aTane naumMeHT noayvan Hen-
pomMeTabonnyecKyto Tepanuio: XonmMHa anbgocuepar,
STUAMETUNMMOPOKCUNUPUANHA CYKUMHAT, BUTaMUHbI
rpynnol B.

Ucxop v pesynbraTbl NocnepyoLlero

HabnoaeHusa

[MaumeHT BbiNMCaH U3 CTauMoHapa Ha 7-e CyTKu
nof HabnogeHne HeBponora no MecTy XWUTeNbCT-
Ba. B HeBponornyeckom ctaTtyce 6e3 CyLlecTBEHHON
ANHaMUKN. PeKOMeH,EI,OBaHbI KOrHUTUBHbIN TREHWHT,
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Puc. 3. [MneprHTEHCNBHOCTL B 06/1aCTK Banmka MO30AUCTO-
ro Tena Ha cepun FLAIR (anuHHas ctpenka), AononHuTeNbHas
HaxogKa — y4acTKU CUMMETPUYHOIrO NepUBEHTPUKYNSPHOMO
nevikoapeo3sa B613u nepegHux poros (KOPOTKME CTPENKM).

KypC MeTabonu4eckow Tepanuu, NpOBedEHNE reHe-
TUYECKOrO TECTUPOBAHNS KPOBHbIM POACTBEHHMKAM
Ha CUHOPOM NOoMKoW X-xpomocombl FXTAS. MNMosTop-
Hasa rocnuTanu3auns 3anfaHuposaHa Yyepes 6-9 me-
CSILEB C LesIblo OLEHKMN KIIMHUYECKOW KapTuHbI 1 KOp-
pekuumn Tepanumu.

OBCY>XXOEHUE

OuddepeHumanbHas  guarHoctuka — cuHgpoma
FXTAS npeactaBnseT coboli CnoXHbIN npouecc. 3a-
6oneBaHne NPOSABMSAETCS BbICOKON (HEHOTUMUYECKOW
BapnabeNbHOCTbLIO (TPEMOP, MO3IKEYKOBAsl aTakCcus,
NMapKUHCOHU3M, TrNa3ofBuraTesisHble PacCTPONCTBA,
NCuUXmnyecKrne paccTponcTaa). YuntblBas HELOCTATOu-
HYIO OCBEAOMEHHOCTb Bpayei 0 JaHHOW NaTonoruu,
nauMeHTbl YacTo HabMIo[ATCA C APYrUMIN SuarHo3a-
MK (dCceHumnanbHbIi Tpemop, 6one3Hb MapKUHCOHa,
MynbTUCUCTEMHAs aTpodusi, cnuHouepebennsipHas
aTakcus u gp.). Jleyenne cuHgpoma FXTAS B OCHOB-
HOM CUMMNTOMATMYECKOe, HanpaBfieHHOE Ha ynyulle-
HVe KoopauHauuwy, ynyyleHne KOrHUTUBHbIX (YHKLNNA,
CHMXeHNE aphEKTUBHbBIX NPOSABAEHWIA.

OcCHOBHbIMM 326051EBAHNSIMU, C KOTOPbIMX HEO6XO-
anmo gudpdepeHumpoBatb cuHgpom FXTAS, asnsoT-
cs1 6onesHb [NapkuUHCOHa 1 CMHOPOM NapKMHCOHK3MA.
XoTsi 06a COCTOsIHMSA MOryT BKto4aTb B cebs Tpe-
MOpP ¥ OBUraTefibHble HapyLleHus, y naunmeHTos ¢ 60-

https://doi.org/10.17816/clinpract676523
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Ne3Hbto MapkuHCOHa 06bIMHO HabNpaeTcs xapak-
TepHas CUMMETPUYHAA PUrMAHOCTb MbIlL, a TakXe
TPEMOP B COCTOSIHUM MOKOSI, YTO OTCYTCTBYET Y 60/b-
HbIX ¢ cuHgpomom FXTAS, K Tomy »xe Ha MPT y nauu-
eHTOB C 60/1e3HbI0 [lapKknHCOHa MOryT HabnopaTbes
Opyrve U3MeHeHusi, Takne Kak noteps godamuHep-
rMYECKNX HEMPOHOB B YEpHOW cybcTaHuun [8, 14, 15].
B oTeuyecTBeHHOIW nuTepatype onnucaH eguHCTBEHHbIV
KNMHUYeCKun cny4dam cuHgpoma FXTAS y My>XUuHbI
58 neT B BUge KOMOMHALMN aCMMETPUYHOIO UHBASUN-
ON3VPYIOLLErO NOCTYPanbHO-KNHETUYECKOrO TpeMopa
PYK, HE3HAYUTENBHOro TPemopa MOKOs, YMEPEHHOMN
MO3>KEYKOBOW aTakCun, aCUMMETPUYHOIO YMEPEHHO-
ro pgoda-4yBCTBUTENBHOIO CUHAPOMA MapKUHCOHN3-
Ma, NErKNX KOMHUTWBHbLIX HApPYLUEHWU 1 NCUXOTUYEC-
KX pacCTPONCTB. Y poyepy NpeacTaBfleHHOro Hamu
nauueHTa BbisiBNeHa npemyTtauns reHa FMR1, y BHy-
ka — cuHgpom MapTtuHa-benn. Oco6eHHOCTbLIO Ku-
HUYECKOro cllyqast ABMIOCh OJUTENbHOE OWwWnboyHoe
HabnopeHve naumeHTa Cc guarHo3om 6onesnu [Map-
KVHCOHa, BKJKOYaloLlee Tepanuio BbICOKMMU [03a-
MK npenapaTta nesogona/kapbugona (250+25 wr,
00 6 TabneTok B cyTKy) [3].

Mpn nposegeHun guddepeHumnansHoOn guarHocTu-
KN C AEMUENVHU3NPYIOLWMMK 320601eBaHNAMI FOS0OB-
HOro MO3ra, B YaCTHOCTW C PacCesHHbIM CKIEPO30M,
KOTOPBbIV TaK>XXe MOXXET BbI3bIBaTb aTakCuo 1 TPEMOP,
Y Hallero nauveHTa He BbISIBIEHO U3MEHEHWIA 3pUTESTb-
HOro BOCNPUATMA U napectesnii, a Ha MPT ronoBHoro
MO3ra OTCYTCTBYIOT o4aru geMUenMHu3auum B 6enom
BewlecTse [16].

He MeHee Ba>kHbIM SBSETCH UCKIOYEHE BapuaHTa
60ne3HM XaHTUHI TOHa, KOTopasi 4HaCcTo NPUBOAUT K ABK-
ratesibHON OUCHYHKLUUN Y KOTHUTUBHBIM HapyLLUEHNSAM.
BonesHb XaHTUMHITOHA B OTNM4mMe oT cuHpgpoma FXTAS
UMeeT YETKO BbIPAXKEHHblE TEeHETUYECKNE MapKepbl
1 BKJIOYAET B cebs NCcmxmaTpuyeckmne cumnTomel [17].

SAKJTIOMEHUE

M3yyeHune cuHppoma FXTAS saBnsieTcsl YpesBblyai-
HO Ba>KHbIM W aKTyasibHbIM OJ15 COBPEMEHHbIX Hay4HbIX
N MeauLMHCKNX coobulecTs. [uarHoctuka cuHgpoma
FXTAS TpebyeT TwaTenbHOro CEMENHOro aHamHe-
3a, aHanM3a KANHWYECKMX CUMMTOMOB, pe3yfnsTaToB
HelpoBU3dyann3aumm n MNPOBEAEHUS FEHETUYECKOro
nccneposaHus. CBOEBPEMEHHOE FEHETUYECKOE Tec-
TUPOBaHVe ONs BbiSBNeHUA MyTauum B reHe FMRT
Nno3BoJSISIET 06ECNeYnNTb CUMMNTOMATUYECKYIO Tepanmio
N peabunmtaumio, 4YTo SIBNSETCS BaXKHbIM (haKTOpPOM
noaaep>KaHnsl Ka4ecTBa XXN3HY NauneHToB C CUHAPO-
Mom FXTAS.

www.clinpractice.ru

AONONTHUTENNIbHAA NHOOPMALNA

Bknap aBTopoB. E.C. OcTanyyk — 0630p nybnvkauuii no Teme
cTaTbU, Hay4YHOE pefakTupoBaHue ctaTtel; M.B. Manaxos — npo-
BefleHUe U OonuncaHue Ny4eBoi AnarHoCTVKK, 0630p ny6nmkaumi
no teme ctatbu; HO.C. Mopo3oBa — onucaHne KIMHUYECKOro
cnyyasi, o63op nybnukauuwii no Teme ctaTtbu; B.B. Ky3HeLos,
C.C. YukBunagse — nedveHne nauueHTa, KOPPeKTMpoOBKa PYKO-
NMCHON YacTun TekcTa. Bce aBTopbl 0006pUn PyKoniuch (Bepcuto
ana nyénukauu), a TakxXe Cornacuiucb HECTU OTBETCTBEHHOCTb
3a BCe acnekTbl paboTbl, rapaHTUpPyst Hagnexallee paccMmoTpe-
HIEe 1 peLLeHne BONPOCOB, CBA3aHHbIX C TOYHOCTbIO 1 J06poco-
BECTHOCTbIO JII060I eé YacTu.

Cornacve Ha ny6nukauur. ABTOPbI MONYHYUSIU MUCBMEH-
HOe MHMOPMUPOBAHHOE AOOPOBOMIBHOE corflacue nauueHTa Ha
ny6nnKaumio NepCoHasNbHbIX AaHHbIX, B TOM 4nucne goTtorpadui
(c 3aKpbITYEM NKLA), B HAY4YHOM XXYypHase, BKJIHoHYasi ero a1IeKTPOH-
Hyto Bepcuto (gata nognucanus 14.02.2025). O6bEM ny6nMKyeMbIX
[OaHHbIX C MaLMEeHTOM COrflacoBaH.

UcTouHuKN huHaHcupoBaHusa. PaboTa BbinonHeHa 6e3 npu-
BJIEYEHNS BHELLHETO (HHAHCUPOBAHWS.

PackpbiTue uHTEepecoB. ABTOpbI 3asBNsSOT 06 OTCYTCTBUM
KOH(NMKTa MHTEPECOB, CBA3aHHOrO C AaHHOI nybnukauuen.

OpuruHanbHOCTb. [pu co3gaHun HacTosLWen paboTbl aBTOPbI
He NCMnonb30Bann paHee onyb6MKOBaHHbIE CBEAEHNS (TEKCT, UNJTIO-
cTpauun, gaHHble).

OocTtyn K paHHbIM. PefakuyvoHHasi MoAnTMKa B OTHOLUE-
HUM COBMECTHOIO MCMONb30BaHMs OaHHbIX K HacTosiwein paboTe
HenpuMeHumMa.

FeHepaTUBHbI UCKYCCTBEHHbIA UHTeNNeKT. [Npu cosgaHnm
HacTosILLEN CTaTbW TEXHOMOMMM FEHEPATUBHOIO WCKYCCTBEHHOIO
VNHTENNeKTa He UCMOoNb30Basi.
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