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AHHOTALNSA

O6ocHoBaHue. CuHgpom FXTAS (Fragile X Associated Tremor/Ataxia Syndrome) — HevipogereHepaTvB-
Hoe 3abosieBaHne C MO34HUM Ha4YasioM, KOTOPOE BO3HUKAET Y MY>XXYUH U XKEHLUMH, SBJSIOLNXCS HOCUTE-
asmu myTauymm B reHe FMR1, pacrnonoxxeHHoMm Ha xpomocome X. 3abosieBaHne rposiB/ISIETCS BbICOKOM
¢heHoTUMM4YecKovi BapnabesibHOCTbIO (TPEMOP, MO3XKEYKOBasi aTakCusl, NapKNUHCOHW3M, r1a304BuraTesib-
Hble pPacCTPOKCTBa, KOFHUTUBHbBIE U MICUXUYECKNE HapylleHWs). BcneacTeme HeqocTtaTto4yHoONM ocBeqoM-
JIEHHOCTY Bpayer 0 JaHHOW naTosorum naumeHTam ¢ cuHgpomMom FXTAS 4acTo cTaBsaT HernpasuibHbIG
[narHo3 (acceHuymasnbHbii TPemop, 601e3Hb [lapKMHCOHa, MybTUCUCTEMHas aTtpogus, crimHoyepebes-
JNIipHasi atakcusi v ap.). OnucaHne KAMHNYecKoro cuay4as. [lpegcrasneH nayneHT 68 1eT C TSXKEbIM
aHaMHe30M (MLemmnveckasi 60se3Hb cepaua, MOCTUHAPKTHBIN KapANOCKIepo3 C opMupOBaHU-
eM OCTUHaPKTHOW aHEBPU3MbI, apTepuasibHas rmnepTeH3us, TyOepKynés nérkux, XpoHndeckas o6-
CTPYKTMBHAasi 601€3Hb NIErKuX, caxapHbivi guabet 2-ro Tvna), y kotoporo cuHgpom FXTAS gebrotvposan
C TpeMopa, HapyLLUeHUs KOOpAVHaLUuM ABUXEHUI, NpobsieMbl PpaBHOBECHS, KOTHUTUBHbLIX pacCTPONCTB
n aheKkTBHbIX HapylueHwiA. 3abosieBaHne MoaTBEPXKAEHO reHETUYEeCKUM aHam3om (B reHe FMR1
0bHapyxeHo 96 nosTopoB CGG) Y goyepu nayveHTa BbisiBAeHa npemytaums reHa FMR1, y BHyka —
cuHgpom MaptuHa-benn. 3akmoveHune. Bpadam-HeBposioram v crieuymaanctaM CMeXHbIX obnacten
cnenyert noMHUTs 0 cuHapome FXTAS (Tpemop/aTakcusi, accoymmpoBaHHbIe C JTOMKOM X-XPpOMOCOMO),
Y [P HANIM4Ynn y naLmeHTa COOTBETCTBYIOLLEN CUMITOMAaTUKN UCKITIOYUTbL PEKOe HevipogereHepaTnBHOe
3abosieBaHVe rnyTéM reHeTU4eCcKoro nccaenoBaHms MytaLuy B reHe FMR1.

KnroueBbie cnoBa: cuHpgpom FXTAS; nomkasi X-xpoMocoma; TPEMOP; aTakCus; HelpogereHepaTnBHOe
3abon1eBaHNe; reH; HapyLUEeHNe KOOPAMHAaLNMN.
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OBOCHOBAHUE

CuHpgpom FXTAS (Fragile X Associated Tremor/
Ataxia Syndrome) — pegkoe HelpopereHepaTuBHoe
3abonesaHre C NO3LHUM HayasioM, KOTOPOEe BO3HU-
kaeT y Hocutenenm mytaumm B reHe FMR1 (Fragile X
Mental Retardation 1), pacnonoxeHHom Ha X-xpo-
MOCOME, 1 CBSI3aHO C yBesimdeHmem nostopoB CGG
(LMTO3WH-TyaHWH-TyaHUH) B 3TOM reHe [1].

CuHpgpom FXTAS cuuTaetcs pegkum 3abonesaHu-
€M, BO3MOXHO, W3-32 HeLOCTaTO4YHON OMarHOCTUKM
OaHHON naTtosiormn. B HOpmMe KOnM4ecTBO MOBTOPOB
CGG BapbupyeT oT 5 o 54. YBenuyeHne KonmyecT-
Ba TpUHykneotugos (>200 nostopos CGG) npusoanT
K HapyLleHuio cuHTesda 6enka FMR1 (monHoe metunu-
poBaHKe reHa n noteps yHKLUWKW, CBA3AHHON C CUH-
Te3oM benka FMR1)n natonornm passutus HEPBHOWA
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cucTemMbl — cnuHgpomy MapTtuHa—-Benn unm cuHgpomy

YMCTBEHHOW OTCTaN0CTu, CLENEHHON C JIOMKOW XPO-

mMocomoit X [2, 3]. CocTosiHNE, NPY KOTOPOM KONnYe-

cTtB0 nosTopoB CGG 60nblle HOPMATMBHBLIX NoKasa-

Tenen (>55), HO He NMpeBbILLAET NOPOroBOro 3HAYEHUS

(>200 noBTopoB CGG), NpMHATO HasbiBaTb NMpemyTa-

uven. MNpemyTaums MOXEeT MNPOSIBAATLCA 4YETbIPbMS

pasnnYHbIMU NPOGUASMN HAPYLLEHWIA:

1) HapyweHus pasBuTua OETCKOro Bo3pacTa (Herpy-
Oble OTKJIOHEHUS KOTHUTMBHOIO PasBUTKS, pac-
CTPOWCTBO ay TUCTUYECKOrO CNEKTPa, CUHAPOM [e-
rynuTa BHUMaHNSA 1 rMnepakTUBHOCTWY);

2) HapylweHns penpoaykTMBHOW GYHKUMM 1 Apy-
rme comaTu4yeckme npobnembl Y >KEHLUMH (CUH-
APOM MEepPBUYHOW OBapuasnbHON HELOCTATOYHOCTH,
rMnoTnpPeoas);
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CASE REPORT

FXTAS (Fragile X-Associated Tremor/Ataxia Syndrome).
The Clinical Case
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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) HempopereHepaTuBHblE HapyLIeHWss B cTapye-
CKOM BO3pacTe (CMHAPOM Tpemopa u atakcum, uim
FXTAS, vawie y My><4uH);

4) ncuxoamouMOHanbHble NpobnemMbl  (genpeccus,
TPEBOXHbIE PaCCTPONCTBA, 06CECCHBHO-KOMIMYJIb-
CMBHOE PaccTponCTBO) [2].

CuHpgpom FXTAS pe6riotupyeT k 50 rogam u ctap-
LLe C YacToTon BcTpedaemocTu B nonynsauun 1/1000-
2000 my>x4uH. CuHopom FXTAS uvale BCTpevaeTcs
Y MY>XYUH MO CPABHEHUIO C >XEHLLUHAMK, YTO CBSI3AHO
C MEXaHN3MOM HacnefoBaHus, Tak Kak My>XHYuHbI UMe-
tOT TOSIbKO OOHY X-XPOMOCOMY, BCNeACTBUE Hero 6onee
noasepXeHbl MyTauun. Hanuyne BTOpon X-XpOMOCO-
Mbl Y XKEHLUMH KOMMEHCUPYET NaTonornyeckumin annenb
reHa FRM1 [4]. C Bo3pacToM BEPOSITHOCTb KANHWYE-
CKoro nposieneHus cuHppoma FXTAS Bo3pacTtaeT, 4To
NoJYEPKMBaET BaXXHOCTb MOHUTOPUHIA 300P0BbS HO-
cuTenen natonornyeckoro annens nocne 50 net [4].

30

MaTtoreHe3 cuHppoma FXTAS MHOrodakTopHbIN.
Bo-nepBbix, B ocHOBe natoreHe3a FXTAS nexuT Hei-
POTOKCUYHOCTb BCNeAcTBme (OPMUPYIOLLMXCSH He-
Kogupyrowmx pubocomanbHbix PHK ¢ yonnHEHHbIMM
nocneposatenbHocTAMN CGG, KOTopble BAMSIIOT Ha
PyHKLMIO pas3nnyHbIX OeflKoB, YTO BbI3bIBAET Hapy-
LweHne yHKLUMM 1 anonTo3 HENPOHOB [5]. Bo-BTOpbIX,
ONCYHKUNS MUTOXOHAPWIA m3-3a akcnaHcun CGG
NPVBOAUT K HapYLUEHUO 3HEPreTn4eckoro obmeHa
B KJIeTKax 1 reHepauuyn cBo60AHbIX paavKanos. ITu
MeTaboNMMYeCcKne HapyLeHnss MOryT CcrnocobCcTBoO-
BaTb HelpopereHepauun. B-TpeTbux, Bocnanutesb-
Hbl€ MPOLIECChI C BbICOKM YPOBHEM BOCMANNTENBHbIX
MapkepoB y nauneHToB ¢ FXTAS oTpuuaTtenbHo BAvs-
0T Ha HEMpPOBaCKyNsapHOEe B3aMOAENCTBUE U HEPO-
NNacTNYHOCTb. K TOMY >Ke aKTUBHOCTb ONpeaenéHHbIX
reHoB 1 OenkoB, y4acTBYOLWMUX B 3aliMTe HENPOHOB
OT CTpecca, MOXeT OblTb W3MEHEHa Yy MauneHToB
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¢ cuHgpomoMm FXTAS, 4TOo cnocobecTByeT yBennye-
HUKO YYBCTBUTENBHOCTY HENPOHOB K NOBPEXAAKOLLNM
hakTopam [5-10].

Y B3pochbIX KnnHudeckne nposisneHusi FXTAS
06bI4HO HaumHatoTcsa nocne 50 neT, Yalle ¢ KMHeTYe-
CKOro Tpemopa, U B faibHenlleM NpucOeqUHSIOTCS
3NeMEHTbI MO3)Ke4koBol aTtakcum [3]. 3abonesaHue
NPOSIBNISIETCS BbICOKON (hEHOTUNNYECKON Baprabens-
HOCTbIO, B KJIMHWYECKON KapTVHE KPOME Tpemopa
N MO3)KEYKOBOW aTakCumn MOXXHO HabnogaTb CUHOPOM
NapKUHCOHN3MA, MNa30ABUraTesbHbIE U KOTHUTUBHbIE
paccTponcTea, a Takxe addeKTUBHbIE N3MEHEHNS,
Takune Kak genpeccusi n Tpesora [8]. HekoTopble nauu-
EHTbI MOTyT NPeabsABASATb XKanobbl HA HAPYLLEHNSA CHA
N N3MEHEHNS B aMoLMoHansHon cdepe [9].

Hocutenn myTtauun B reHe FMR1, pacnono)xeHHOM
Ha X-XpOMOCOME, MOryT MMETb COMYyTCTBYIOLLYO Lie-
pebpoBacKynspHyO NaToNornio U Opyrue HEBPOOru-
yeckune 3aboneBaHns, Takme Kak 6one3Hb NapkMHcoHa
N Opyrme pacCTpONCTBa, YTO 3aTPYOHSAET ANarHoCTu-
Ky [11]. OnarHocTtuka cuHgpoma FXTAS BknovaeT He-
CKOJIbKO KJIHOYEBBIX 3TanoB. Tak, BaXKHbIM acrneKToM
ABnseTcs cbop aHaMHe3a, KOTOpPbI MO3BOJISIET BbIsi-
BUTb HanMyne Tpemopa 1 HapyLleHUs KOopAuHauuu,
B TOM YUCJIE aHANOMMYHbIE CUMMTOMbI Y BNIN3KNX poS-
CTBEHHUKOB. B cembe, roe paHee Habnoganvcb cny-
Yyau CMHOPOMA XPYMNKON X-XPOMOCOMbI, BEPOATHOCTb
Hanuuns FXTAS y My>XX4uH cTapLuero sospacra 0co-
6eHHO Bbicoka. lMogTBepaeHue gmarHosa Tpebyet
hparmeHTHOrO aHannsa reHa FMRT ¢ uenbto 06Hapy-
>KEHUS YOJIMHEHHbBIX nocnepoBaTtensHocTen CGG.

Y nauuweHtoB C¢ cuHopoMoM FXTAS obszaTtenb-
HbIM SIBNSIETCA NPOBEAEHWE MarHUTHO-PE30HaHCHOMN
Tomorpacdun (MPT) ona oueHkn HelpopereHepaTus-
HOro npoecca rofoBHOro mosra. OCHOBHbIMY gvar-
HOoCTU4eCcKMK NpudHakamy Ha MPT ronoBHOro mMos-
ra sIBNISIOTCS Nopa)keHne 6enoro BellecTBa cpenHen
HOXKM MO3XeYKa 1 yMeHbLUEHNe 06bEMa MO3XKEUKa,
NPUBOASLLEE K HAPYLUEHNIO KOOPAMHALMN OBVXEHNI;
n3mMeHeHns B 6efioOM BELLeCTBEe B BUAE MMMEPUHTEH-
CVBHbIX 0bniacTeil B pexxunMe T2-B3BeLLEHHbIX 1306pa-
>KEHUIA, 0COBEHHO B 06/1aCTU NIOBHLIX U 3aTbII0YHbIX
Jonein; aTpoduyeckne N3MeHeHns B Apyrnx otgenax
LeHTpanbHON HEepPBHOW CUCTEMbl, B 4aCTHOCTWU MOA-
KOPKOBbIX CTPYKTypax 1 cTBoJie Mo3ra. Kpome Toro,
XapakTePHbIM SABASETCHA HanM4me MUMKPOCTPYKTYPHbIX
N3MEHeHNA, 0BHapy>XMBaeMbIX Ha CneuuanbHbIX Mo-
cnepgosarenbHocTsax MPT [12].

Ha paHHbIi MOMEHT He CyLWecTBYET creuudunye-
ckon Tepanun ansa cuHgpoma FXTAS. lMprumeHseTcs
CUMMTOMATUYECKOE IeHeHNe, HanpaBieHHOEe Ha MUHN-

MU3aUMIO KIMHUYECKNX NPOosiBReHNiA. BaXkHbiM acnek-
TOM NeYeHns SBNSETCA NepcoHnuLMpoBaHHas pea-
GunuTaumMoHHas Tepanus gns yayylweHus MOTOPHbIX
HaBbIKOB N KOFHUTUBHbIX yHKLMiA [13].

MporHos y naumeHToB ¢ cuHapomom FXTAS 3a-
BUCUT OT MHOXeCTBa (PaKToOpOB, BKJIOYas BO3PAacT,
B KOTOPOM MOCTaBneH NpaBWibHbIA AUarHo3, cTe-
MeHb BbIPaXXEHHOCTN CUMMTOMOB, @ TakXe WHOu-
BMAyanbHble OCOOGEHHOCTU pas3BuTMS 3aboneBaHus
1N OTBET Ha nedveHune. XoTta cuHapom FXTAS sasnset-
CS MPOrpeccupyroLlyM paccTpPoONCTBOM, CKOPOCTb
nporpeccmpoBaHns NHAUBMAYanbHa, 1 MHOTe nauu-
€HTbl MOTyT MOJAEpPXMBaTb NPUEMSIEMOE KavyecTBO
)KWN3HW B Te4eHne MHorux net. Co BpeMeHeM, 0OQHaKo,
y 60JblIMHCTBA NALMEHTOB NPOUCXOANT YXYALUEHNe
OBUraTenbHbIX (MYHKUMA U KOTHUTUBHbBIX CMOCOBHO-
cten. MNopTBepxxpaet anarHo3d cuHgpoma FXTAS re-
HeTM4ecKas KOHCYNbTaums YJ1eHOB CEMbY U BbISBIE-
Hve myTauun B reHe FMR1.

OMUCAHUE CJTYYAA

O nauuneHTte

MauwneHT B., 68 neT, pycckuii, ¢ BbiCLLMM 06pa3o-
BaHueM, NOCTYNW/ Ha cTaumoHapHoe nedyerHne NBY3
TiomeHckon obnactu «O6nacTHad KAUHWYECKas
6onbHMUa Ne 1» B deBpane 2025 roga ¢ »anobamm
Ha TPeMop JNIeBON KUCTU, BECMOKONCTBO, TPEBOrYy
N yTOMASIEMOCTb.

AHamHe3 3abosieBaHusi. OKONO ABYX NeT Hasaf
BrepBble MOSABUACHA NErkKUiA HEMOCTOAHHbLIN Tpe-
Mop B pyke cnesa. CO cnoB nauueHTa, yxygue-
HME COCTOSIHUS HayaNloCb HECKONbKO MEeCsLEB Ha-
3ap (18.10.2024), korga oH ynan, yaapuics rososom
(MprumMHY NageHns nauneHT OOBbACHUTb HE MOXET).
3a MeguuMHCKOM MoMOoLLbo He obpautancs. XKeHa
OTMEYaeT, YTO B MOCNedHEee BPeMs cTan «3aTopMo-
XKEH, NOJ03pUTENEH», MEPECTan BbIXOOUTbL Ha ynuuy,
00BACHAA OTCYTCTBMEM XKENaHus.

01.11.2024 yTpom He cmor BCTaTb C KpoBaTw, 3a-
KPY>Xnnachk royioBa, BO3HUK A cnabocTb BO BCEM TeENe,
ocobeHHO B Horax, ynan. B crtauyuoHape npoBefeHa
MPT ronosHoro mosra B anddy3MoHHO-B3BELLEHHOM
pexxume (Diffusion Weight Imaging, DWI): cummeTpny-
HOE MOBbILLEHME CUrHana OT KOPTUKOMERYISAPHOro
nepexoga 60nbLUMX NOMyLIapUiA FOSI0BHOrO MO3ra, BO-
JIOKOH MO30/NCTOro Tena, BeLecTBa CPELHUX HOXKEK
MO3>ke4Ka (puc. 1).

28.01.2025 KOHCYNbTUPOBaH reHETUKOM (uccnemno-
BaHue akcnaHcum CGG-noBTopoB B reHe FMRT): obHa-
py>xeHa npepakcnpeccust CGG-nosTopos 96/0. MoBbI-
LLIEH PUCK pas3BuUTUSA CUHAPOMA TPEMOpPa-aTakCuu.
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Puc. 1. CummeTtpuyHass DWI-runepuHTEHCUBHOCTbL Ha
YPOBHE KOPTUKOMEOYIAPHON rpaHuLbl C ABYX CTOPOH
B JIOOHbIX (CTPENKM) 1 TEMEHHbIX JONSAX.

AHamHe3 xun3Hy. Viwemndeckas 6onesHb ceppua.
[MOCTUHMaPKTHBIN KapOUOCKIepo3 ¢ hopMUPOBaHU-
€M MOCTUH(APKTHON aHeBPU3Mbl ((hpakums Boibpoca
40%). B 2022 rogy BbINOMHEHO CTEHTMPOBaHNE COCY-
00B cepaua.

ApTepvancHoe [faBfieHNe B TeYeHune [AnTesb-
HOrO BPEMEHU C MakC/MasbHbIMM MoKa3aTensMu
150/90 mm pT.CcT. (MpuHMMaeT HOnepuo, Topacemua,
6buconposnon, atopeacTatuH, KapanomarHun).

B 2023 rogy nepeHéc Tybepkynés nérkux. Onam-
TENbHOE BpPEeMs HabMiogaeTcs C XPOHMYECKON 06-
CTPYKTUBHOW 60JIE3HBIO NErKUX 1 caxapHbiM fuabe-
TOM 2-ro Tuna (NPYHUMAaET SMNarnMgNO3unH).

PesynbTaTthl (hu3mkanbHOro, nabopaTtopHoro

W MHCTPYMEHTaNbHOIO UccriefoBaHuUs

HeBponornyeckuii ctatyc. ObLuee COCTOSHUE YaO-
BieTBOpuTENbHOE. NonoxeHne akTnBHoe. Co3HaHne
sicHoe. O6LemMo3roeasi CUMNTOMaTUKA HEBbIPa>KEH-
Has. MhasopBuraTenbHble HepBbl 63 natonorun. no-
MumMus. JIngo cummeTpudHoe. Pedniekcbl opanbHOro
aBTomaTmMama: X006O0TKOBbIN, NagoHHO-NOAO60POA0Y-
Hbin (MapuHecky-PagoBu4ya) ¢ ABYX CTOPOH. Mbl-
LeYyHasi cufla B KOHEYHOCTSAX [ocTaToyHas, Kpome
CHIVDKEHNS CWUJIbl B pyKe cneBa fo 4 6annos. Mbiwey-
HbIi TOHYC B NMPOKCUMAalbHbIX U OUCTaNbHbIX OTAe-
flax MOBbIWEH MO 3KCTpanupamugHomMy Tuny, 60nb-
we cnesa. Pednekcobl ¢ KoHevHocTen D=S BbicOKuMe.

KJIMHUYECKUIA CNTYYANA

[MaTonornyeckue cTomHble pedrekcbl oTpulaTenb-
Hble. TpeMOp ronoBbl MO TUMY «HET-HET», A3blka, Nér-
KA nocTypasbHbIn Tpemop Tynosuwa. lNeproanye-
CKMEe MUOKJIOHNYECKUE NOAEPTBaHS B IEBO KNCTH,
OeBvauus Tynosua npu CTosHUM 1 xonbbe Bnpaso
(cnHgpom nusaHckon 6awwHun). B nose Pombepra oT-
KNoHeHVe Bnpaso. [lanbueHocoByD MpPoby BbINOM-
HSET HeyBEepeHHO Wn3-3a KMHETUYECKOro Tpemopa,
6onblue cnesa. [Noxogka ¢ nérkow atakcmen. PeTpo-
nynbcus. MNMoBepxHOCTHasA 1 rnybokas 4yBCTBUTENb-
HOCTb COXpaHeHa.

O6Lymn (knnHndecku) aHams Kposu (04.02.2025):
nevikounTbl (WBC) 8,81x10%n; aputpountsl (RBC)
4,52x10'?/n; remornobuH (HGB) 134 r/n; TpoMGoLUNTI
(PLT) 237x10%n.

Buoxumuyeckui aHaam3 KpoBu 1 MoHorpavma 6e3
0COBEHHOCTEN, KpOME MOBbILLEHHOTO A0 115 MKMOonb/n
YPOBHS KpeaTnHmHa.

SnekTpoaHyeganorpapus (05.02.2025) 6e3 npu-
3HaKOB MapOKCU3MasbHON aKTUBHOCTH.

Ocmotp rnasHoro gHa (04.02.2025): aHrnonartums
ceTyaTkm obomx rnas.

MPT ronosHoro mosra (05.02.2025): oTmevaeTtcs
onddysHoe HeogHopoaHoe nosbileHne MP-curHana
6enoro BelL,ecTBa roflIoBHOro mo3ra Ha T2- n T2-FLAIR
(Fluid-Attenuated Inversion Recovery) nsobpa>xeHu-
SIX C PacnpoCTPaHEHVEM Ha CPedHUE MO3IKEYKOBbIE
HOXKW 1 reMncdepbl MO3)Ke4Ka, C JIMHENHO-3BE3M-
YyaTbiM noBbiweHnem MP-curnana B pexxume DWI, 6e3
NPU3HaKOB pecTpukumn aunddysun. 3aknoyeHune:
«MP-kapTHa COOTBETCTBYET NPOSBIEHUAM HENpo-
pereHepartmsHoro 3abonesanus (FXTAS). OuddysHas
LuepebpanbHasa atpodus | ctagum» (puc. 2, 3).

Ocmotp ncuxonorom (05.02.2025). Mo meTopuke
A.P. Ilypus 3ay4eHo 3 cnosa 13 10, yepes 40 MUHYT nc-
MbITYeMbIi BOCNPON3BES OJHO CNOBO (HopMa 5—7 CoB).
[aHHble yKasbiBalOT Ha BbIPaXXEHHbIE HAPYLUEHNS Kak
KPaTKOBPEMEHHOW, Tak W [OOIrOBPEMEHHON NaMsTU.
MoTrBaUMOHHbI KOMAOHEHT NAMSITU CHUXXEH. TeMn Mbl-
CIMTENbHOW AeATeNbHOCTY 3ameasieH. CKOpOCTb 1 TeMn
accoumaTMBHOIO NpoLEecca COOTBETCTBYET HU3KOM HOP-
ME; BbISIB/IEHbl HAaPYyLIEHWUS OUHAMUKA MbICAUTENBHON
OEeATENbHOCTU B BUAE 3aMefieHnst TeMna accouvauuin,
MaJsionoABUKHOCTH, UHEPTHOCTU MbILLIEHNS.

YMepeHHbIe KOHUTUBHbIE HApYLUEHWUSI MO KPaTKoW
LKane OUEHKN KOrHUTUBHbIX (yHKUMA (Mini-Mental
State Examination, MMSE, 24 6anna), yMepeHHble Ha-
pyLweHus cHa no wkane LUnurens (15 6annos.), kpan-
He BbIpa)eHHas acTeHUs MO CYObEeKTUBHOW LUKane
oueHkn acteHun (Multidimensional Fatigue Inventory,
MFI, 20-84%), KNMHNYECKUN Bblpa>XeHHas Tpesora no
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Puc. 2. CuMmeTpuryHbIE y4acTKM BbICOKOrO CuUrHana Ha
T2-B3BELUEHHbIX N306PaXKEHUAX HA YPOBHE CPEeOHNX MO3-
YKEYKOBbIX HOXEK.

rocnuTanbHON LWKane Tpesorn u genpeccun (Hospital
Anxiety and Depression Scale, HADS, 15 6annos).

AwnarHo3s

Ha ocHoBaHun aHamHe3a 3aboneBaHus, OaHHbIX
HEBPOJIONMYECKOr0 11 HEMPOMNCUXOSIOrNMYECKOro OCMOT-
pa, reHeTUYECKON N NHCTPYMEHTANbHON ANarHOCTUKU
BbICTaBNIEH KMHUYECKWIA anarHos: «HempopereHe-
paTtnBHOEe 3ab0neBaHNe HEPBHOWM CUCTEMbI, CUHOPOM
Tpemopa/aTakcum, acCOLMUPOBaHHbIA C CUHOPOMOM
NIOMKOI X-xpomocomsbl (FXTAS). JIérkuin napes B NeBOiA
pyke. CHOPOM NapKMHCOHU3Ma. CMeLLaHHbI (MOCTY-
pasbHbIA, KNHETUYECKUIA) TPEMOP MOKOSI, 6osbLLE Che-
Ba, MUOKJ/TIOHUN B NNEBON KUCTW. JIErKnii atakCu4eckum
cnHgpoM. CMHOPOM KOTHUTKBHBIX HapyLleHuii. Beipa-
YKEHHbI aCTEHNYECKUIA U TPEBOXHbI CUHAPOMbI».

JledyeHune

Ha cTtaumoHapHOM 3Tane nauveHT nonyvan Hei-
pOMEeTaboNMYecKyo Tepanmio: XomHa anbgocuepar,
STUIMETUNTNOPOKCUNNPUANHA CYKUMHAT, BUTaMUHbI
rpynnel B.

Ucxopn n pesynbtaTbl nocnepyowero

HabnogeHna

MaumeHT BbINUCaH Ha 7 CYyTKM M3 CcTauuoHapa Ha
ambynaTopHbIN 3Tan HabntOeHNS HEBPOOora no Mec-

Puc. 3. [unepuHTEHCBHOCTL B 06N1acTu Bannka Mo30ncTo-
ro Tena Ha cepumn FLAIR (onnHHasa cTpenka), LononHUTEbHAsA
HaxofKa — y4acTKy CUMMETPUYHOrO NEPUBEHTPUKYIPHOrO
nelikoapeo3sa B613u nepegHux poros (KOPOTKUE CTPENKM).

Ty XutenbcTBa. B HeBponoruyeckom crtatyce 6e3 cy-
LLECTBEHHON ANHAMUKN. PEKOMEHOOBaH KOrHUTUBHbIN
TPEHWHI, KypC MeTabonuyeckon Tepanuu, nposefe-
HMEe FeHETUYEeCKOro TeCTUPOBaHWUS KPOBHbIM pPOAOCT-
BEHHMKAM Ha CUHAPOM NTOMKOI X-xpoMocombl FXTAS.
[MoBTOpHasa rocnuTanM3aums 3aniaHupoBaHa 4epes
6-9 MecsLeB C LeNblo OLEHKN KINHUYECKON KapTUHbI
N KOppeKLMn Tepanum.

OBCYXAOEHUE

OuddepeHunanbHas  guarHoctTuka — CuHppoma
FXTAS npepctaBnsieT coboli CnoxHbin npouecc. 3a-
6oneBaHve NPOSBNSETCS BbICOKON (PEHOTUMNYECKON
BapuabeslbHOCTLIO (TPEMOP, MO3)KEYKOBasi aTakcus,
NapKUHCOHU3M, rfasofBuraTesibHble PacCTPONCTBA,
NCUXNYECKME PaCcCTPONCTBA). YunTbiBas HegocTaTou-
HYI0 OCBEOOMJIEHHOCTb Bpavel 0 AaHHOW naTtofiornu,
nauueHTbl YacTo Hab[ATCA ¢ APYrMU uarHosa-
MU (3CCeHumManbHbIn Tpemop, 60ne3Hb MapKMHCOHa,
MYNbTUCUCTEMHAA aTpodus, cnuHouepebennspHas
atakcus 1 gp.). Jlevenne cuHgpoma FXTAS B OCHOB-
HOM CUMMNTOMaTMYEeCKoe, HarnpasBfieHHOe Ha ynyulle-
HVe KoopanHauum, yay4LeHne KOrHUTUBHbBIX (PYHKLNIA,
CHI>XeHMe ahPeKTUBHBIX NPOSBAEHUN.

OcHoBHbIMY 3a60/1EBaHNSIMU, C KOTOPbIMU HEOOXO-
oMo guddepeHumnpoatb cnHapom FXTAS, sBnstoT-
cs 60nesHb [NapKMHCOHA 1 CMHOPOM MapKUHCOHU3MA.
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XoTa oba COCTOSHMSA MOryT BKJOYaTb B cebs Tpe-
MOp 1 ABUratefibHble HapyLUEHUs], y NaumeHToB ¢ 60-
nesHblo NapknHcoHa 06blMHO HabnMpaeTcs Xapak-
TepHas CUMMETPUYHASA PUrMOHOCTb MbIWL, a TakXe
TPEMOP B COCTOSIHUN MOKOS, YTO OTCYTCTBYET y 60J1b-
HbiX ¢ cuHgpomom FXTAS, K Tomy e Ha MPT y nauu-
eHTOB C 60ne3Hbto [apknHcoHa MOryT HabnopgaTbes
Apyrvue U3MeHeHusl, Takue Kak noTtepsi goamuHep-
rMYEeCKNX HEMPOHOB B YEpHOW cybcTaHumm [8, 14, 15].
B oTeyecTBeHHOIN nuUTEpPAType ONMCaH €OQUHCTBEHHbIN
KMHu4eckuin cny4an cuHgpoma FXTAS y My>K4nHbl 58
NeT B BUAe KOMOMHaALMM acCMMETPUYHOIrO HBannan-
3VIPYIOLLEro MOCTYypasibHO-KUHETUYECKOrO Tpemopa
PYK, HE3Ha4YUTeNIbHOro TPemopa MOKOs, YMEPEHHON
MO3>KEYKOBOW aTtakCum, aCUMMETPUYHOIO YMEPEHHO-
ro poga-4yBCTBUTENBHOIO CUHAPOMA MapPKUHCOHN3-
Ma, NErknx KOrHWTUBHBLIX HapyLUeHWA 1 ACUXOoTu4e-
CKUX pacCTPONCTB. Y JoYepn NPeacTaBieHHOro Hamu
naumeHTa BbisiBNeHa npemyTtauns reHa FMRT, y BHy-
ka — cuHgpom MapTtuHa-benn. Oco6eHHOCTbIO K-
HNYECKOro cry4as SBWIOCb AJINTENIbHOE OLMOOYHOE
HabnogeHne nauveHTa ¢ gvarHo3oMm 6onesHum [lap-
KWHCOHa, BKJOYaloLllee Tepanuio BbICOKUMN [03a-
MW npenapaTta nesogona/kapbugona (250425 wr,
[0 6 TabneTok B cyTky) [3].

Mpn npoBegeHnn guddepeHumansHoOn guarHocTun-
KN C AEMUENVHU3VPYIOWMN 3a00/1eBaHNAMI FOSIOB-
HOrO MO3ra, B YaCTHOCTU C pacCesiHHbIM CKEePO30M,
KOTOPbI TaK)Xe MOXET BbI3bIlBaTb aTakCuo 1 TPEMOP,
y Hallero nauyeHTa He BbIIBNEHO U3MEHEHUI 3puTeNb-
HOro BOCNPUATUSA 1 napecTtesnii, a Ha MPT ronoBHoro
MO3ra OTCYTCTBYIOT o4aru geMuenmHusauum B 6enom
BewlecTse [16].

He MeHee BaXkKHbIM SIBNISIETCA UCKIIIOYEHVE BapuaHTa
60/1€3HN XaHTVHITOHA, KOTOpas 4acTo NPVBOAUT K ABU-
raTtenbHON OUCHYHKLUMN U KOTHUTUBHBIM HapYLLEHUSIM.
BonesHb XaHTUHITOHA, B OTNn4dMe oT cuHgpoma FXTAS,
MMEEeT YETKO BblPa)KEHHbIE T'EHETNYECKUE MapKepbl
1 BKJIOYaET B Ce0S ncmxmaTpuydeckme cumntomel [17].

3AKJTIOYEHUE

M3yyeHune cnHpopoma FXTAS sBnsieTcs yYpesBblyan-
HO Ba>KHbIM U aKTyaslbHbIM OJ151 COBPEMEHHbIX Hay4HbIX
1N MeguUMHCKMX coobllecTB. [narHoctuka cnHgpoma
FXTAS TpebyeT TwaTENbHOrO CEMENHOro aHamHe-
3a, aHanmsa KAUHWYECKUX CUMMTOMOB, Pe3ynsTaToB
HelnpoBU3yannsaumm n npPOBEAEHNS FEHETUYECKOro
nccneposaHns. CBOEBPEMEHHOE FEHETUYECKOE TecC-
TUpoBaHWe ANSA BbIABAEHUA myTauun B reHe FMRT
nos3eonsieT obecnevnTb CUMMTOMATUYECKYIO TEpPanmio
1N peabunuTaumio, HYTO SABNSETCA BaXKHbIM (PaKTOPOM

KJIMHUYECKUIA CNTYYANA

noaaep>KaHnsa KadecTsa XU3HM NauMeHTOB C CUHAPO-
mMom FXTAS.

AONONHUTEJIbHAA NHOOPMALNA

Bknap aBTopoB. E.C. Octanyyk — 0630p nybnunkauuii no teme
cTaTbW, Hay4YHOe pefakTupoBaHue ctatbh; M.B. Manaxos — npo-
BefEeHVe 1 onucaHue Nly4eBON QUarHoCTUKK, 063op nybamnkaummn
no teme ctatbu; fO.C. Mopo3oBa — onucaHue KANHUYECKOro
cnyyasi, 0630p ny6nuvkaumin no Teme cTaTbu; B.B. Ky3Heyos,
C.C. YukBunagse — nedveHne naumeHTa, KOPPEKTUPOBKA PYyKO-
NNCHON YacTu TekcTa. Bce aBTopbl 0406pUNM PyKONUCh (BEPCUIO
ons nyéavkauum), a Takxxe Cornacuincb HeCTN OTBETCTBEHHOCTb
3a BCe acnekTbl paboTbl, rapaHTUpyst Hagnexatllee paccMoTpe-
HVe 1 peLLeHne BONPOCOB, CBA3aHHbIX C TOYHOCTbIO 1 [O6pPOCOo-
BECTHOCTbIO Nt06OI €€ YacTu.

Cornacue Ha ny6nukauuio. ABTOPbI MOMAYYUSIM MUCBbMEH-
HOe WHMOPMUPOBAHHOE [O6POBOMIBHOE Ccorflacue nauueHTa Ha
nybnnKaumio NepcoHanbHbIX AaHHbIX, B TOM Yucne goTorpaduii
(C 3aKpbITUEM NKLA), B HAY4YHOM XXypHase, BKJHo4Yasi ero a1IeKTPOH-
Hyto Bepcuio (gata nognucanus 14.02.2025). O6bEm nybnnkyembix
OaHHbIX C MauneHTOM COornacoBaH.

UcTo4yHukm comHaHcupoBaHus. OTCyTCTBYIOT.

PackpbiTue uHTEepecoB. ABTOpPbI 3asBNsSOT 06 OTCYTCTBUM
OTHOLUEHUIA, OEATENIbHOCTY U MHTEPECOB 3a NOCNedHue Tpu roga,
CBA3aHHbIX C TPETBUMU NLAMU (KOMMEPYECKMUN 1 HEKOMMEpPYe-
CKUMM), UHTEPECHI KOTOPbIX MOFYT 6bITb 3aTPOHYThl COAEPXKaHNEM
cTaTby.

OpurnHanbHocTb. [1py NpoBedeHUn nccnegoBaHns 1 cosaga-
HUW HacTosILLEe paboTbl aBTOPbI HE NCMONBb30Ban paHee ony6m-
KOBaHHble CBeeHNS (TEKCT, UMOCTPaLUMn, AaHHbIE).

[AocTyn K paHHbIM. PefakuyoHHas monmTMKa B OTHOLLEHUN
COBMECTHOIO 1CMOJb30BaHUs AaHHbIX K HACTOsLWEN paboTe Henpu-
MEHUMa, faHHblE MOTYT ObITb OMy6IMKOBaHbI B OTKPLITOM AOCTYME.

FeHepaTUBHbIA UCKYCCTBEHHbIN UHTENNEKT. [pu co3gaHun
HacTosiLel cTaTby TEXHONOMMW MEHEPaTMBHOrO WCKYCCTBEHHOMO
WHTENNEKTa He UCMONb30Banu.

PaccmoTpeHue u peueHsnpoBaHue. Hactosiwas paborta no-
[aHa B KypHas B UHULMATUBHOM MOPSIAKE N pacCMOTPeHa No 06bly-
HoW npoueaype. B peueH3MpoBaHUM y4acTBOBanM ABa BHELLHWX
PELEH3EHTA 1 HAYYHbIN pefakTop U3gaHus.
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