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AHHOTALIUA

O60ocHoBaHune. CyHAPOM TpemMopa/aTakcum, acCoLMNpPOBaHHbIM C JIOMKOU X-XPOMOCOMOW, — peaKkoe Heli-
pogereHepatyBHoe 3abosieBaHve. OnucaHne KIIMHNYECKoro ciyYas. B cratbe npejcTaBieH KIMHNHECKNI
Clyqan 62-71eTHEro naumeHTa, CTpaaaroLLero TpPeEMOPOM PyK C 5—7-71eTHero Bospacta ¢ nocTerneHHbIM rpu-
CoeauHEHNEM LpPOXKaHWsT roJIoBbl, rosoca, rnogbopoaka v rnocaenyroLmMM PasBUTUEM aTtakCum v JIErKou
ansaptpun. MNocne [HK-TectpoBaHus y naumeHTa bbiia BbIsIBIEHA SKCaHCHsT TPUHYKIEOTULAHbIX MOBTO-
poB unTo3uH-ryaHuH-ryaHuH (CGG) B reHe FMR1 B X-xpomocome. B ¢Bsisu ¢ OTCyTCTBUEM 3¢hheKkTa OT
KOHCepBaTUBHOU Teparnunuy, HEYK/IOHHbIM MPOrpeccupoOBaHNEM BbIPaXXEeHHOCTU TPeMopa, AOCTUMLIM VHBa-
JIMQU3VPYIOLLIEro XapaKkTepa, naLmeHTy rnpoBedeHa CTepeoTakCudeckass AECTPYKLUS BEHTPOAaTepabHOr
sOpa Tanamyca (hOKyCUpOBaHHbBIM YbTPa3BYKOM 04 KOHTPOJIEM MarHUTHO-PEe30HaHCHOU TOMorpagpum
(MPT) cneBa. B nipoyecce ornepatvBHOro BMeLLaTe IbCTBa MPOBEAEHO LLECTb YJ/bTPa3ByKOBbIX BO34ENCT-
BUI C JOCTVXKEHUEM, o pesysibtatam MP-Tepmometpum, cpegHux temnepatyp 57-60°C. [JantesnsHoCTh
nedeHnsi cocraBuna 120 muHyT. Cpa3y rnocse onepatyuBHOro BMeLLaTeIbCTBa JOCTUIHYTO 3HAYUTEIbHOE
KIIMHUYECKOoe yaydLueHne: Ha 48% o KImHu4Yeckow Lwkase oyeHky Tpemopa CRST, Ha 80% ro remu-CRST
(MoanmuympoBaHHasi Bepcusi CRST a5 oyeHKu Tpemopa B 0A4HOV M0JI0BUHE Tena); YsyyLUeHNe MOBCEAHEB-
Howi akTusHocTY o wkasne CRST (4acts C) coctaBusio 87%. TanamMoToMuMsi C MOMOLLbI (POKYCMPOBaHHOMO
ynbTpasByka (PY3-tanamoTomus) He okalasa y AaHHOro 60JIbHOro CyLLECTBEHHOIO B/INSIHUS Ha yCyrybneHne
arakcum, KOopANHATOPHBIX UV PEYEBbLIX PACCTPOVCTB. 3aKsiroueHue. [pencTaBieHHbI KIIMHWYECKUI CITy4Yai
[EMOHCTPUPYET CJIOXKHOCTb ycTaHoB/eHWs1 anarHo3a FXTAS, a Takxe HeobxoammocTb AngepeHLmas-
HOW QnarHOCTUKM CUHAPOMA TPeEMopa v atakCum, aCCoLUUpOBaHHOIo ¢ JIOMKOM X-XpOMOCOMOM, C 60/IbLLNM
CrEeKTPOM HaCE4CTBEHHbIX OOIE3HEN, MPOSIBASIOLYNXCS IKCTPAMMPaMugHON CUMITOMATUKON Y KOrHUTUB-
Howi anchyHKUmen. Huskas achheKTUBHOCTb CUMITOMAaTUYECKOro MEAUKaAMEHTO3HOIO JIeHEHWS NaLmeHToB
¢ FXTAS TpebyeT rnpuMeHeHUs1 MeTOL0B (BYHKLMOHAILHOM Hepoxvpypry, npexae scero — ®Y3-MPT kak
HavMmeHee MHBa3UBHOIo v 6e30MacHOro y JlAe noXxuaoro BospacTa. [aHHbit KITMHUHECKU Crly4Yan — rnep-
BbiVi onbIT npoBegerns ®Y3-MPT y nauyneHTa ¢ cuHgpomom FXTAS B Poccum — rnokasasn noTeHynasibHyro
MepPCreKTMBHOCTb Takoro rnogxoda, Ho, 6e3yc/i0BHO, HEOOXOAVIMbI Aa/IbHEVLLNE VCCIEA0BaHNS C y4acTnem
60/IbLLIEr0 KO/IMHECTBA NayMeHTOB 1 60J1ee NPOAO/IKUTESIbHBIM NEPUO[OM HabMOLEHNS.

KnroueBbie cnoBa: CUHAPOM Tpemopa W artakCuu, acCoUMUPOBaHHLIA C JIOMKOU X-XPOMOCOMOUM;
cuHapom MaptuHa-benn; ®Y3-MPT,; hapMakope3nCTeHTHbIN TPEMOP; KITMHUYECKUI CI1yYall.
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CnucoK coKpalleHuii

MPT — marHMTHO-pe3oHaHcHas ToMmorpadus
OY3-MPT — Bo3sgencTtere (HOKYCYPOBAHHbLIM YIIbT-
pPas3ByKOM MOg, KOHTPOSIEM MarHUTHO-PE3OHAHCHOM
TOoMOrpadum

CRST (Clinical Rating Scale for Tremor) — wkana
KJIMHNYECKOW OLLEHKIN TpeEMopa

remn-CRST — oueHka Tpemopa no wkane CRST
B OOHOW TMOMOBMHE Tena, WCMOb3ys TOJIbKO
YacTb A 1 YacTb B wkansbl
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DBS (deep brain stimulation) — rny6okas ctumynsi-
LMs mosra

FXPOI (fragile X-associated primary ovarian
insufficiency) — nepBuyHas He[OCTAaTOYHOCTb ANY-
HNKOB, acCoLMNPOBaHHas ¢ X-hakTopom

FXTAS (fragile ~ X-associated  tremor/ataxia
syndrome) — cvHOPOM Tpemopa/aTakcuu, accouum-
POBaHHbIN C JIOMKOI X-XPOMOCOMO

VIM-agpo (ventral intermediate) — BeHTpanbHOe
NMPOMEXYTOYHOE A4P0
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CASE REPORT

FUS-Thalamotomy in the Correction of Tremors in Fragile
X-Associated Tremors/Ataxia Syndrome (FXTAS)
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M.B. Dolgushin’, I.S. Gumin', V.M. Dzhafarov’
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ABSTRACT

BACKGROUND: Tremor/ataxia syndrome associated with a brittle X chromosome is a rare neurodegenerative
disease. CLINICAL CASE DESCRIPTION: The article presents the clinical case of a 62 years old patient,
suffering from hand tremors from the age of 5-7 with gradual onset of tremors in the head (with vocal jitter) and
in the chin with further development of ataxia and mild dysarthria. After DNA-testing, the patient was diagnosed
with increased levels of cytosine-guanine-guanine (CGG) trinucleotide repeats in the FMR1 gene of the
X-chromosome. Due to the absence of effect from conservative therapy and the unremitting progression of the
severity of tremors, reaching the incapacitating levels, the patient underwent the stereotaxic destruction of the
ventrolateral nucleus of the thalamus with focused ultrasound guided by magnetic resonance imaging (MRI) on
the left side. During the process of the surgical intervention, a total of six ultrasonic exposures were delivered with
achieving, based on the results of MR-thermometry, the average temperature levels of 57-60°C. The duration of
treatment was 120 minutes. Right after the surgical intervention, significant clinical improvement was achieved:
by 48% according to the Clinical Rating Scale for Tremor (CRST), by 80% according to the hemi-CRST (modified
version of CRST for the evaluation of tremors on a single side of the body); the improvement of everyday activity
according to the CRST (part C) was 87%. Thalamotomy with focused ultrasound (FUS-thalamotomy) did not
cause any significant effect in this patient in terms of the aggravation of ataxia, of coordination or speech
disorders. CONCLUSION: The presented clinical case demonstrates the complexity of setting the FXTAS
diagnosis, as well as the necessity for the differential diagnostics of fragile X-associated tremors and ataxia
syndrome with a vast spectrum of hereditary diseases, manifesting with extrapyramidal symptoms and cognitive
dysfunction. Due to the low efficiency of symptomatic medication therapy in FXTAS patients, the methods of
functional neurosurgery should be considered, among which, recently more attention is gained by the MRgFUS
method as the least invasive and as the safe one in the elderly individuals. As of today, the experience of
performing the MRgFUS in patients with FXTAS syndrome is insignificant and contains the descriptions of single
cases in foreign literature. This clinical case, the first experience of performing FUS-MRI in a patient with
FXTAS syndrome in Russia, has demonstrated the potential of this approach, but further studies involving
a larger number of patients and a longer observation period are certainly needed.

Keywords: fragile X-associated tremor ataxia syndrome; Martin-Bell syndrome; MR-gquided focused
ultrasound; refractory tremor; case report.
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OBOCHOBAHUE

CuHppom Tpemopa/aTtakcuu, acCoLMMPOBaHHbIN
¢ nomkon X-xpomocomoli (fragile X-associated tremor/
ataxia syndrome, FXTAS), — penkoe HelipoaereHepa-
TVBHOEe 3abonieBaHue, O0OYC/IOBNEHHOE 3KCMaHCKeN
TPVIHYKJIEOTUAHBIX MOBTOPOB  LMTO3WH-TyaHUH-Tya-
HuH (CGG) B reHe FMR1!, pacnonoxeHHOM B 0651acTu

" TMonHoe Ha3BaHue reHa: Fragile X messenger ribonucleoprotein 1.
OpobpenHbin HGNC cumBon reHa: FMR1. LntoreHeTuydeckoe
pacnonoxeHue: Xqg27.3. TleHomHble kooppauHaTbl (GRCh38):
X:147,911,919-147,951,125 (n3 NCBI).
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Xg27.3. B Hopme uucno CGG noBTOPOB B 3TOM reHe
BapbUpyeT B AmanasoHe 5-44. OTOT reH kKogupyet
cuHTe3 6enka FMRP (Fragile X Mental Retardation
Protein) — KpuTn4ecKn Ba)kKHOro perynsiropa, obec-
neynBaroLLLero TOYHOCTb U CBOEBPEMEHHOCTb CUHTE3a
6ENKOB B HENPOHAX, YTO NEXNT B OCHOBE HOPMAJIbHOMO
pasBuTKa Mo3ra, 0byyeHus n GOPMMPOBaHNSA NaMSATU.
YBenuuerne yncna CGG nostopos 6onee 200 npu-
BOONT K «BblK/tOYEeHN0» dyHKumMm 6enka FMRP
N COMPOBOXAAETCA pPasBUTUEM CUHOPOMA JSIOMKOM
X-xpomocowmel (fragile X syndrome, FXS), unu, no nme-
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H/ aBTOPOB, BMepBble ero onvcasLUNX, — CUHOPOMA
MapTtuHa-benn. HassaHue «CMHAPOM JIOMKOW X-Xpo-
MOCOMbI» CBS3aHO C BbISBAAEMON N0 MUKPOCKOMOM
nepeTsXKKOM Ha OJIMHHOM nfiede X-XPOMOCOMbI, N3-3a
4ero XpoOMoCcoMa BbIrIANT Kak 6yaTo C OTIOM/EHHbIM
Kyco4koM. CHOPOM JIOMKOI X-XPOMOCOMbI SIBNSIETCA
Hanbonee 4acTol NPUYUHOW HacnegCcTBEHHOW YMCT-
BEHHOI OTCTanoCTU N PacCTPOWCTB ayTUCTUYECKOro
cnekTpa. YBenu4eHue 4ymcna noBTopoBs Ao 46-54 cuun-
TaeTcs «Ccepoli 30HoM». Mpu 55-200 noBTopax (0OTHO-
CAT K NpemMyTaumun) passusaetca cuHgpom FXTAS.

Bnepsble cuHppom FXTAS C akueHTOM Ha re-
HOMHYIO HeCcTabwuibHOCTb Obll MOAPOOHO U3Y4YeH
n ocBeleéH B nutepatype R.J. Hagerman u coasT.
B 2001 rogy [1]. ABTOpbI onNMcany 5 My>XHMH NOXXKO-
ro Bo3pacTta C npemyTaumen Co CXOXel KNMHNYECKON
KapTUHOWN — UHTEHLMOHHBIM TPEMOPOM, aTaKCuen, Ha-
pPyLUEHNEM PErynaToOpHbIX (PYHKLMIA. Ha cerogHsawHniA
OeHb MokasaHo, 4To cuHapoM FXTAS mMoxeT passu-
BaTbCS HE TOJIbKO Y HOCUTENENn NpeaBapuTeNsHON My-
Tauum, HO 1 y UL, C MEHBLUMM KONIMYECTBOM MOBTOPOB
(«cepas 30Ha»), a TaK>XXe C NONHOWN MyTauuen [2]. Y »xeH-
LWMH npemyTaumsa B reHe FMRT MOXeT NposiBNsATLCA
6osee WNPOKNM CMEKTPOM KJIMHUYECKUX CUMMTOMOB,
BKJIIOYas MEPBUYHYI0 HEAOCTaTOYHOCTb SNYHUKOB,
accouumnpoBaHHyto ¢ nomkon X-xpomocomoli (fragile
X-associated primary ovarian insufficiency, FXPOI),
a TakXe HelponcuxmaTpu4eckmmMmm paccTponcTea-
mun (fragile X-associated neuropsychiatric disorders,
FXAND) [3, 4]. MeTtaaHanus, nposeféHHbin J. Hunter
n coasT. B 2014 rogy [5], nokasan, 4To pacnpoCTpaHEH-
HOCTb MpemyTaumm cocTtasnseT npumepHo 1/300
n 1/850 cpegn >KEHLWWH N MY>XYUMH COOTBETCTBEHHO.
Hanuune pByx X-XpOMOCOM yOBaviBaeT PUCK HOCU-
TENbCTBA MyTaUWN Y XXEHLLVWH, HO 3Ta >X€ 0COBEHHOCTb
CHIKAET Y HUX PUCK KIMHMYECKUX nposBsneHnin FXTAS.
CornacHo [AaHHbIM  MPOBEAEHHbIX  UCCNeAOBaHU,
FXTAS nposiensietcs y 40% mMy>HnH 1 16% >KEHLLMH-HO-
cutenei [6, 7]. Moxxnnon Bo3pacT 6bin CBA3aH CO 3HAYW-
TeJIbHbIM YBENMYEHNEM PACMPOCTPaHEHHOCTM TPEMopa
N aTtakcum y My>X4mH-HocuTenein. PacnpocTpaHEHHOCTb
B Bo3pacte 50-59 net coctaBnsieT 17%, B BO3pacTte
80-89 net — 75% [8]. Taknm 06pa3om, pa3BmTUE CUH-
Opoma Tpemopa/aTakCum y My>XYMH CPepHero u no-
XKWnoro Bospacta TpebyeT HACTOPOXXEHHOCTU B OTHO-
LWEHUN 3TOr0 HenpogereHepaTBHOMO 3aboneBaHns
n nposefeHusa AHK-TectuposaHus.

YBenuyeHne 4vucna CGG-noBTOPOB y HOcUTENein
npeMyTauuyn accoummupyeTtca ¢ 6ofee paHHUM BO3-
pacTom Hadvana 3abonesBaHus 1, BO3MOXHO, Oonee
TsHKENbIM TedeHuneM [9, 10]. Ona 3aboneBaHns xapak-
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TepeH PeHOMEH aHTULMNauuM ¢ HapacTaHneM 4ucna
CGG noBTOPOB C KaXkabiM NOCNEAYIOWMM NOKONEHN-
€M, YBENN4YMBAsiCb OT NpemMyTauum 0O CUHAPOMA JTIOM-
KO X-XpOMOCOMbI. Hanbonee xapakTepHbIi BO3pacT
pebiota FXTAS coctaBnsieT 55-65 net [2]. imeeTcs
HECKOJIbKO COOOLLEHNIA O NMauMeHTax ¢ paHHNM Hadva-
JIOM faHHoro 3abonesaHus. CuntTaeTcs, 4To hakTopbl
BHELUHeW cpefpl, Takne Kak HEMPOTOKCUHbI, UHCEKTU-
unabl, NnecTnumapl, repbrungbl, 3arpsa3HeHne oKpyxa-
loLLert cpeppl, 3N10ynoTpebeHne ankoronemM, HapKo-
TUYECKUMW CpepcTBamMu, obLias aHecTe3us, MoryT
npoBouMpoBaTbL 6onee paHHee Hayvano 3abosieBaHNs
1 ycyrybnatb TSKeCTb ero nposisneHunn [11-13].

KnuHndeckune nposiBneHns FXTAS oTnnyaroTcs 3Ha-
4YnTENbHON BapmabenbHOCTbIO. Hanbonee xapakTtep-
HbIMW CUMMATOMaMU ABJISIKOTCS MHTEHUMOHHbI TPEMOP
N MO3XXEeYKOoBasi aTakcusi. HacTo BbISBNSAOTCS HEBPO-
naTusi, NAPKMHCOHN3M W HapyLUeHNEe PeryasTOpHbIX
KOrHUTUBHbLIX pyHKuuiA [14]. Kpome Toro, y naumeHToB
¢ npemyTtaumen CGG-nosTopos B FMRT reHe n 6e3
cuHapoma Tpemopa/atakcum MoryT HabmogaTeCs Be-
reTatuBHasi ancdyHkums [15], npobnembl co cHom [16],
MurpeHb [17], BecTnbynsipHas gpucdyHkums [18], a Tak-
Xe HapyleHus cnyxa [19], 0BOoHSHUS, NCUXNYECKUe
paccTponctea [20]. Y XeHWwuH onucaHbl hubpomu-
anrus [21], ayToMMMyHHbIEe paccTponcTsea [22] n guc-
yHKUMS WmToBNaHON »enesbl [21]. B cBA3n ¢ aTum
anarHocTtuka FXTAS pgoctaTouyHa cnoxkHa un TpebyeT
npoBefeHns anddepeHLmansHoOro guarHosa ¢ 6osb-
Wwum Kpyrom 3abonesaHuii. TeveHne FXTAS cunbHO
pasnuyaetcs. [Ona 60MblUMHCTBA XapakTepHO Mepn-
JIEHHOE MPOrpeccmpoBaHne ¢ ycyrybneHmeMm cumnTo-
MaTuKN 1 MHBaNMan3aLumen.

B paHHOW cTaTbe npencTaBfieHO onucaHue K-
HNYECKOro criydas AuarHoCTUKN CUHApoMa Tpemopa-
aTakCuUM N ero KOPPEKLUN C NMOMOLLLI0 BO3LENCTBUS
(hOKYyCMPOBaHHbLIM  YNETPA3BYKOM MOA  KOHTPOJIEM
MarHUTHO-pe30oHaHcHol Tomorpadgumn (PY3-MPT). Ha-
CKOJMbKO HaM U3BECTHO, 3TO NEPBbIN Cryyar nposeae-
Hus ®Y3-MPT B Poccuickon depepanum y naLmeHToB
C TaKM OnarHo30M.

OMNCAHUE CNTYYAA

O naumeHTe

MauwveHT P., 62 roga, No Nnpogeccun ropHbIin NHXe-
Hep, NOCTYNW/ B NMJIaHOBOM NMopsigke B 3-€ HEBPOJIOTU-
Yyeckoe otaeneHne OI'bY «d®enepanbHbIii LEHTP MO3ra
N HelpoTexHosoruin» MegepanbHOro Meguko-6mono-
rndeckoro areHtctea (OrbyY ®LMH O®MBA Poccun)
B Hosi6pe 2024 rofga ¢ »xanobamu Ha OpoXkaHue pyk,
ronoca, rofioBbl N HAPYLLEHWE PEeYlL.
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AHamHe3 3abosieBaHus. CO Cnos naumeHTa n no
OaHHbIM  MEeOULMHCKON AOKYMEHTauuu, ApoXKaHue
B pyKax oTmevan ¢ getckoro caga. B 90-x rogax 6bin
YCTaHOBJIEH AMarHo3 acceHumnanbHoro Tpemopa. MNpu-
H/Man rOnaHTEHOBYK KUCMOTY, HUKOTMHOW ramma-
aMVHOMACISIHYIO KUCNOTY, MPOMpaHosos, CO CrioB,
C NONOXUTENbHbIM 3(PheKTOM. B TeueHne nocnegHux
20 neT oTMevan MOCTENEHHOE YCUSIEHNE BblPaXKeEH-
HOCTW [JpOXXaHus, NpucoeaunHeHne Tpemopa roso-
Bbl, rofioca, ocnabneHne addexkTa OT npenapaTos.
B TeuyeHune nocnegHux 5 neT oTMevaeT BblpaXkeHHoe
YXYyOLWeEeHNe COCTOSHMSA B BMAE PasBUTUS 3HAYMTENb-
HbIX TPYLHOCTEN MNPWU BbIMNOAHEHUN MOBCELHEBHbIX
Oen, HapylweHns camMoobCnyXnBaHus, B TOM 4YuCne
HapacTaHue 3aTpygHEHW Npy NPUEME MULLK, NMUCbME;
yXyawunace peydb (Ctana MeHee 4éTKow). B okTabpe
2023 ropa K Tepanuu gobasfieH KioHasenam, ogHaKo
npenapat He npuHuMan. OTMeYaeT, 4To nocne Npuéma
aNKOrons BbIPaXXEHHOCTb APOXXaHUSA YMEHbLLAETCS.

ConyTctByrowne 3aboneBaHus. MnepToHNYecKas
6onesHb lll ctaguw, lll cTenerHn; KoHTponmpyemas ap-
TepuanbHasa runepTeH3Nns; PUCK pas3BUTUS CepOEYHO-
COCYAMNCTbIX OCNOXXHEHUI 4 (O4EHb BbICOKWIA; LLENIEBON
YpPOBeHb apTepuanbHoro gaeneHmst 130/80 MM pT.CT.;
MKB-10 111.9). Nwemnyeckasi 6onesHb cepaua. Moct-
NH(APKTHBIN KapAnoCKNepo3s (OCTPbI MH(APKT MUO-
kapga B 2022 roay). AOPTOKOPOHAPHOE LUYHTUPOBA-
Hue B 2022 rogy (MKB-10 125.2).

AHamHe3 xu3Hu. CemMenHbli aHaMHe3 OTArOLLEH:
OpOXaHne y martepu, POOHOW CecTpbl, OeTel (CblH,
poub). Mpy OONOAHWTENIBHOM YTOYHEHWM aHamMHesa
BbICHU/IOCb, YTO Y [A0OYepU naumeHTa OoTMevanacb
paHHas MeHonaysa (B 35 neT), a e€ cbiH (5 neT) cTpa-
JaeT TsHkénon chopmon aytuama (puc. 1).

®
Om

66 CGG-
NoBTOPOB

83 CGG- 71 CGG-
nosTopa nosTop
74 CGG-
nosTopa
91 CGG-

nosTop

Puc. 1. PogocnosHas cembu ¢ myTauuen reHa FMR1 Xg27.3.
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Pe3ynbTraTtbl husamkanbHoro, nadbopaTtopHoOro

M NHCTPYMEHTAJIbHOIO UCCieA0BaHus

Hesposnornyeckumii ctatyc. O6LEMO3roBbIX U Me-
HVHreaslbHbIX CUMMTOMOB HeT. [MasHble Wenu npasoro
(oculus dexter, OD) n nesoro (oculus sinister, OS) rnasa
paBHbl (OD=0S). 3payku cpegHelt Benu4ymHel, OD=0S;
doTopeakums coxpaHeHa. dunnonuo oTpuuyaeTt. Ma-
30[BUraTesibHbIX HAPYLUIEHWA HET, 3a WCKJIIOYEHN-
em cnaboCcTy KOHBEPreHuMn ¢ AByX CTOPOH. beicTpo
NCTOLLAKLNIACA MENKOPa3MalUNCTbIi FOPU30HTaSb-
HbI HUCTarm B KpariHnx 60KOBbIX OTBEOEHNSIX.

JluueBas myckynatypa acuMMeTpuyHa 3a CYET
CrN2)XKEHHOCTU JIeBOW HOcOory6Hon cknapgku. Cnyx
COXpaHEH. HA3blK MO cpegHen nuHuW. [noTaHune
He HapyLUeHo.

lonoc npurnywéH. ApTUKYNAUMS pedn HapylueHa:
OV3apTpus Mo TuMy CKaHOUPOBAHHOW peyn (3amesn-
NeHHas MOHOTOHHasi peyb, NpepbiBaeMas yaapeHus-
MM Ha Ka)kgom cnore). Tpemop ronoca.

MbiweyHas cuna goctatoyHasi. MbileYHbIA TOHYC
B OCEBbIX MbIWLAX HE WU3MEHEH; B BEPXHUX KOHEeY-
HOCTSIX: CrpaBa — CHWKEH, ClieBa — HEe W3MEHEH;
B HVKHMX KOHEYHOCTSAX: CfeBa — Cllerka CHUXXEH,
cnpaBa — He U3MeHEH. MoTopHble MPo6blI pykamu
BbINOJIHAET HEPUTMUYHO B CBSI3W C APOXKAHUEM, XY>KE
crnpasa, Horamy — yOOBJIETBOPUTENbHO. Tpemop no-
KOSl OTCYTCTBYET. TPEMOP HV>KHEWN Y4eNtoCcTn, TPEMOP
rosfioBbl MO TUMY «HET-HET». [PyObIA NOCTypanbHO-KU-
HETUYECKUA TPEMOP PYK.

OcaHka He nameHeHa. O6welr 6pagnknHesnu, rn-
noMmmumumn Het. BcTaét camocTosiTeNlbHO 6€3 noMoLm
PYK, C NepBoi nonbITKW. [loxofgka He nameHeHa. [mno-
XeMpoKuHe3 cnesa. TaHaeMHas xonpba crnerka Hapy-
LeHa (OTKNIOHSIeTCS B CTOPOHbI). dnaHrosas xonbba
He nameHeHa. [ocTypanbHO yCTONYKB.

CyxoXWnbHble 1 MEepUOCTanbHble PedeKchl Xu-
Bble, CUMMETpPUYHbIE. [1aTONOrM4eCKNX CTOMHbIX 3Ha-
KOB HeT. B 4yyBcTBUTENBLHON Chepe 6Ge3 naTtonoruu.
KoopgnHaTopHass cdepa: nanbleHocoBass npoba
C rpybon MHTeHUMen ¢ OByx CTOPOH, rpybee cnesa.
MAaTo4YHO-KOSIEHHas Npoba ¢ NErkon MHTEHLMEN CleBa,
crnpasa yaoBneTBopuTenbHO. PyHKLMM Ta30BbIX Opra-
HOB (CYOBEKTUBHO) HE HAPYLLEHbI.

FannouvHaumm otpuuaeTt. KOrHUTYBHBIX HapyLue-
HUM HEeT: CKPUHWHI KOMHUTUBHbLIX (OYHKUMA Nno MoH-
peanbckon KorHutuBHom wkane (Montreal Cognitive
Assessment, MoCA) 29 6annos. lMnepcannsaumn HeT.
COH (cy6bEKTMBHO) He U3MEHEH. DOH HacTpoeHus —
rMNOTUMNS.

Takum o06pa3om, CeMeNHbIi XapakTep TPeMo-
pa, ero nocTypasbHbll 1 CUMMETPUYHBIA XapaKTep
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C MNOsIBIEHNEM B OETCKOM BO3pacTe, NOoXKUTeNbHas
ankorofbHas npoba no3BOMAM [MarHocTMpoBaTb
acceHumanbHbIi Tpemop (G25.0). Heckonbko HacTopa-
XKMBano Hanm4yme y naumeHTa atakcum u cKaHoupoBaH-
HOW peyn. B cBA3M C pe3nUCTEHTHOCTLIO Tpemopa K ne-
KapCTBEHHOW Tepanuu ObIfI0 PeLleHO MPOBECTU Psf,
poobcnenoBaHnii C Lenblo OnpeneneHns BO3MOXKHO-
cTtu npoBeneHns OY3-MPT onsa koppekuun Tpemopa.

UHcTpymeHTansHoe obcnegosaHme. [poBeneHa
KOMMbIOTEPHAA TOMOrpadus rofo0BHONO MO3ra C onpe-
JeneHvem naoTHOCTU KocTel 4epena (skull density
ratio, SDR). SDR coctasun 0,62, BbisiBNeHbl Npu3Ha-
K/ CUMMETPUYHBIX 30H MMNOAEHCUBHOCTY B CPEeOHNX
HOXKKax MO3Xeyka C BOBJeYeHnem 6asasibHbIX OT-
OenoB remmuctep Mo3xevka, YMEepPEHHOW aTtpodumn
MO3Xe4yka. Takum o6pasoM, UBMEHEHMS MOryT COOT-
BETCTBOBATb MPOSIBNIEHUSM HEeNpoaereHepaTBHOMO
3abosieBaHns (BO3MOXHO, CUHOPOMY XPYMKOW X-Xpo-
MOCOMbI TPpEMopa/aTakcun).

Ha MPT ronosHoro moara ¢ MHOyKuUMen MarHuTHO-
ro nons 1,5 Tecna Tak>xe 06Hapy>XeHbl NPU3HAKN CUM-
METPUYHbIX 30H W3MEHEHHBIX CUrHasIbHbIX XapakTe-
PUCTUK B CPEOHNX HOXXKAX MO3XeUKa U LEeHTPasbHbIX
oTgenax remucgep Mo3xedka Ha (oHe ero ymepeH-
Hon atpodun. Kpome Toro, BbiSBAANINCbL HEMHOMOYC-
JIeHHbIE MeSKMe o4aru B 6e5loM BELLECTBE, BEPOSITHO,
COCYOWCTOro XapakTtepa. HavanbHble nposBneHns
KOpTuMKanbHom atpodun (puc. 2).

leHeTn4eckoe nccaegoBaHvie. Ansa OKOHYaTeNbHO-
ro NOATBEPXXAEHUS AnarHos3a naumneHTy 1 YieHam ero
CEMbM PEKOMEHAOBaHa reHoamarHocTuka 3abonesa-
HUS,, aCCOLMNPOBAHHOIO C YBENMYEHNEM KOSIMYECTBa
CGG-nosTopoB B reHe FMR1 (cuHppom MapTuHa-
Benn; cuHopoM NnOMKOM X-XPOMOCOMbI; CUHAPOM Tpe-
Mopa/aTtakcum).

B mapTe 2025 roga naumeHT ambynaTtopHoO caan re-
HEeTMYeCKMIn aHann3 Ha onpepeneHune nostopoB CGG
B reHe FMR1: BbIABNEHO YBENMYeHne KonnyecTsa faH-
HbIX HYK1e0TUOHbIX NOBTOPOB 0 83 B nepBoi annenu
reHa FMR1. OHK-TecTupoBaHue Takxxe 6bI10 NpoBe-
OEHO Yy OGnM3KMX POOCTBEHHMKOB MalMeHTa: y maTte-
puv BbISIBIEHO 66 MOBTOPOB, Yy cecTpbl — 71 NOBTOP,
Y CblHa CecTpbl — 74 NOBTOPA, Y godepu — 91 nosTOP.
BHyKy reHogmarHocTvka He NpoBO4MNach.

AwnarHos

KnuHnyeckaa kapTuHa 3aboneBaHus, pesynbra-
Tol MPT ronoBHoro mosra B BMAE HanM4ns CUMMe-
TPUYHBIX 30H U3MEHEHHbIX CUrHAaNbHbIX XapakTepu-
CTUK B CPEOHUX HOXKax MO3)e4yka W LEeHTpasibHbIX
oTgenax remucdep Moaxedka Ha (oHe ero yme-
peHHon atpodun, pes3ynsTaTbl FEeHEeTUYEeCKOro uc-
cneposaHusa (83 nostopa CGG B nepsBon annenu
reHa FMR1) no3sonvnn BbICTaBUTb AuarHos: «Hen-
popereHepaTusHoe 3abonieBaHMe C MO3OHUM Haya-
JIOM: CMHOPOM Tpemopa/aTtakcum, acCoLUnpOBaHHbIN
¢ nomkoi X-xpomocomoli (FXTAS) (MKB-10 G11.2).

JleyeHne

B none 2025 roga naumMeHT NOBTOPHO KOHCYNbTU-
poBaH B ®I'BY ®LIMH ®MBA Poccun. B cBsA3u ¢ Head-
(hEeKTMBHOCTBIO IEKAPCTBEHHON Tepann PeKoOMeHA0-
BaHO MPOBEAEHNE CTEPEOTAKCUYECKON TanaMmoToOMMm
cnesa (hOKYCUPOBAHHbBIM YBTPa3BYKOM.

MaumeHTy [O ONepaTUBHOrO BMELLATENbCTBA MPOBO-
OMNach OLEHKa BbIPa>XeHHOCTW Tpemopa Mno KanHuYe-
ckol wkane CRST (Clinical Rating Scale For Tremor) [23]
¢ obwwum 6annom 62, no remmn-CRST (oueHka Tpemopa
no wkane CRST B ogHOM MONOBUHE Tena, UCMOMb3Ys
TONbKO 4acTb A n yacTb B wkanel) — 20 6annos (tadn. 1).

Puc. 2. MarHuTHo-pe3oHaHcHasi Tomorpacdus: T2-B3BeLLEHHbIE N306pa’keHns1 B akcuanbHOW NiIockocTu (a, 6), T1-B3Be-
LLEHHOe 1M3006pa)keHne B carnTTanbHON NNOCKOCTU (B). Bn3yannmampyroTcsi CUMMETPUYHBIE 30HbI U3MEHEHNST CUrHana
B CpeOHMX HOXXKax MO3)ke4ka (a, CTpenku) n obnactu 3ybyaTbix saep Mo3xedka (6, CTpenku); oTMedaeTcs atpodus
BEPXHNX OTAENI0B MO3Xe4Ka (B, ABONHAA CTPENKa).
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Tabnuua 1

PesynbTaTbl KONMYECTBEHHON OLLeHKU Bbipa>XeHHOCTU Tpemopa no wkane CRST u oueHKN noxoaku
1 o6Lei ycTon4YnmBoCcTy No WwKane TMHeTTN 40 1 Nocyie NeBOCTOPOHHEN TanaMoTOMUMn
¢ nomouwbio hoKkycupoBaHHoOro ynbtpa3ssyka VIM-sagpa

Llikana

CRST, o6wuii 6ann

CRST, 4acTtb A (BCero)

® MpaBas BEPXHSS KOHEYHOCTb

® leBas BEPXHSS KOHEYHOCTb

* TpPeMop Nmua/asbika/ronoca/ronosbl

CRST, 4acTtb B (BCcero)
® MUCbMO

* pucosaHue cnupanen (npasas/nesas BEPXHAS KOHEYHOCTb)
e npoba c nepenmBaHneM Bodbl (NpaBas/neBasi BEPXHASA KOHEYHOCTb)

lemun-CRST, yacTtb A+B (npaBas/neBas BEPXHASA KOHEYHOCTb)

CRST, yactb C

LLikana TnHeTTNn

lMpoBegeHa TakXXe OUEHKa HeMponcuxonormye-
CKUX (PYHKLMIA 1 OLEHKA YCTONYNMBOCTM U PaBHOBECHS
no wkane TuHeTtTU (Tinetti test) [24]. MNo wkane ana-
T obLwmn 6ann coctasun 4 (0TcyTcTBUE anatum) [25],
no wkane genpeccun beka — 12 6annos (nérkas ge-
npeccus) [26], no wkane Tpesorn Beka — 30 6annos
(cpegHuin ypoBeHb Tpesory) [27].

OuddepeHumanbHbIi guarHo3

YcTaHOBNEHME [uarHo3a TpemMopa-aTakCum siB-
JISeTCHA HEenpoOCTON KAMHUYECKOW 3afjadyeit U 4acTo
TpebyeT UCKMIOYEHNST APYrX NMPUYNH Pas3BUTUS STUX
cumntomoB. O TakoM AmarHose crnepyeTt 3agymartb-
CSl PV pasBuTUN TPEMOopPa W/ atakcun B CPegHeEM
1 MOXMIOM BO3pacTe, OCOOEHHO MpPW CEMENIHOM Xa-
pakTepe 3abonesBaHus. Hannyne BHyka C ayTU3MOM
NN 3a8eP>XXKON MCUXNYECKOTO Pa3BUTUNS HEM3BECTHON
3TMOJIOrMK, a Tak>XXe POLCTBEHHMKOB >XEHCKOro nona
C HacTynneHneMm meHonaysbl B Bo3pacTte po 40 ner
C 0COBEHHOCTAMU NCUXMYECKOr0 cTaTyca, TakKUMn Kak
Tpesora, genpeccusi, TPebyroT NPOBEAEHUSA MOJIEKY-
NAPHON OUarHOCTUKI C LIENBIO BbISIBIIEHUS BO3MOXXHOW
MyTaumu B reHe FMRI.

OunarHocTtudeckune kputepun ansa FXTAS Bnepsble
6b1n ycTtaHosneHbl B 2003 rogy [2] n nepecMOTPEHbI
B 2014 rogy C Lenbio paclUMpeHnst pagnoiornieckmnx
N KIMHUYEeCKuX Kputepues [28]. [OuarHocTunyeckune
KpUTEPUU BKIKOHAIOT B cebs 6onbLuve 1 Masble KAnHU-
4YecKure 1 Hempopaguonornieckne NpuaHaku (rabn. 2).
Haunbonee 3Ha4YMMbIMU KJIMHUYECKUMU CUMMATOMaMU
ABNSAIOTCSA MHTEHUMOHHBIA TPEMOP U MO3XKEe4ykoBas
atakcusi, Hambonee 3HaYMMbIM HENPOBU3yanusaLm-
OHHbIM KPUTEPUEM — [OBYCTOPOHHSAS TMNEPUHTEH-
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®y3-tanamoTtomusi, 6ann  ynyyuenue,
Oo Yepe3 24 y %
62 32 48
16 10 37,5
5 0 100
6 7 -
5 3 40
31 20 35,4
2 1 50
11/12 3/12 72,7/0
2/4 0/4 100/0
20/22 4/23 80/-
15 2 86,7
38 38 0

CUBHOCTb CPELHUX HOXXEK MO3XKeYKa 1 CTBOMa Mo3ra
Ha T2-B3BelleHHbIXx MPT-nsobpaxenusx, nan FLAIR.
Helnpomopgonorniyeckum nogTBep>XAeHNeM guarHo-
3a CNY>XUT OBHapy>KeHne BHYTPUALEPHBIX YOUKBUTUH-
cofep>alimx BKJIKOYEHUI B HEMPOHAax 1 acTpouuTax
B LEHTpanbHOM HEPBHOM cucteme. [na guarHoCTUKN
FXTAS obsi3aTenbHa MONEKYNsSpHas guarHoCTKa My-
Tauun reHa FMR1, BKlo4asi «Cepyto 30Hy» (T.e. yBenu-
yeHue yncna CGG noBTOpPOB OT 46 1 BbILLE).

Ha paHHen ctagnm FXTAS knuHuyeckne npossne-
HMs1 3a601€BaHNSA MOTYT ObITb CXOXW C HABNOAAEMbIMU
npu acceHumanbHom Tpemope [29, 30]. MNMockonbKy npu
3CCeHUManbHOM TPEMOPE HacTO BCTPEYAKTCA aTakcus
MOXOLKMW 1 HAapYLUEHUs1 paBHOBECUS OT NETKON [0 yMe-
PEHHOWN CTEMNeHW, OHW 3aTpyaHAT auddepeHumnans-
HYIO ONarHOCTVKY, OCHOBaHHYHO TOSTbKO Ha KIIMHUYECKNX
cumnTomax. OBOOLEHHbIE daHHble Mo anddepeHum-
anbHoMy guarHogdy FXTAS c gpyrumin 3aboneBaHnsimu,
NPOSBASIOWMMACS 3KCTPanMpaMmmaHbIMU 1N KOTHUTUB-
HbIMW CUMNTOMaMu, NpeacTaseHbl B [punoxxeHnn 1.

JleueHue

Ha MOMeHT BbinuckM u3 ctayuoHapa (Hos6pb
2024 ropa) naumeHT nonydan CoTarekcan B [o03e
40 mMr 2 pasa B feHb (YTPO, BeYep); Tonnpamat no 25 mr
2 pasa B CyTKu; nepuHgonpua no 4 Mr 2 pasa B AeHb
(yTpo, Bevep); nHpanamug no 1,5 mr, 1 Tabnetka ytpom;
aueTuncanMuUIIoOByo KUCAOTY + MarHus rugpokcug no
75+15,2 mr, 1 Tabnetka 1 pa3 B aeHb (Be4ep); atopsa-
ctatuH no 20 Mr 1 pas B AeHb; Knonuaorpen no 75 mr
1 pas B AeHb (YTpo).

B koHue nonga 2025 roga naumneHTy 6bina BbinoJHe-
Ha NeBOCTOPOHHAA DY3-TanamoToMms BEHTPasIbHOro
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Tabnuua 2

AunarHocTtuyeckune kputepum FXTAS (D.A. Hall n coasrt., 2014 [28])

Mpu3Hakn Bonbwne

Ouyarn nopaxxeHus* B cpegHen

MO3>XE4YKOBOW HOXKE.
PeHTreHonornyeckune

MO30JINCTOro Tena

Tpemop gencrteus.
KnunHunyeckne P PA

Mo3>)xeukoBasi aTakcusi Xoabobl

[1aTOrHOMOHWYHbIE

Ouaru nopa>keHns™ B BasMke

Manbie

Ouaru nopakeHus™ B 6enom
BeLLeCcTBe rofIoBHOrO MO3ra.
[eHepanusosaHHasa atpodus
CpefHen/TsXEnom cTteneHmn

[MapKUHCOHN3M.

CHXeHre KpaTKOBPEMEHHOM
namsaTn CPeaHENn/TSKENON CTENEH.
HapyLueHune perynsaTopHbIX MyHKLUIA.
Mepudepuryeckasa HeBponaTus

onsa FXTAS 203nHoMUbHbIE

[McTonaronornyeckue

n y6VIKBVITVIHI'IOJ'IO)KVITeJ'IbeIe

BHYTPUSAEPHbIE BKIIOYEHNS
B HEMPOHax 1 acTpoumnTax LieHTpansHon

HEpPBHOW CUCTEMbI

KaTteropumu guarHosa FXTAS**

JocToBepHbIl

2 60MbLUNX KITNHNYECKUX
6o

1 6ONbLUON KJIMHUYECKUIA +
1 60nbLUION paguoNoOrnyecKnin
nnbo rmcTonaToNorndeckunn

npu3Hak 1 mManbil KNIMHUYECKINA Npu

BeposATHbIN

1 60nbLION PagnONOrn4ecKni +

Bo3MOXHbIV

1 60/1bLIOW KIMHUYECKNIA +
1 Manbi PEHTreHONOrNYEeCKIN

npusHaKk
3HaK

lNpumeyvaHne. * — TNOVHTEHCUBHbIE Ha T1-B3BELUEHHbIX 1 MMMEPUHTEHCUBHbIE Ha T2-B3BELUEHHbIX N306paxkeHnsax MPT;

** — 0bs13aTensHo Hanu4ne >45 nostopos CGG B reHe FMRT.

npomMeXxyTo4Horo sgpa (ventral intermediate, VIM-a4po)
nop, koHTponem MPT. B npouecce onepaTtnBHOro BMe-
LwaTenscTBa NpoBefeHo 6 ynsTpas3BYKOBbIX BO3AEN-
CTBUIA: TPU KaJIMOPOBOYHBIX, OOHO BeEpUDUKaLNOHHOE
1 iBa NeYebHbIX C LOCTKEHNEM CPedHNX TeMnepaTyp
57-60°C no pesynsratam MP-TepMOMETPUM, CPELHSSA
NPOAOIKUTENBHOCTb COHMKauun 13 cekyHg,. Onutens-
HOCTb neYveHns 120 MUHYT.

s
RIS

o,

Puc. 3. TecT c pucoBaHnem cnupanei npasomn pyKon fo (a) u

Wcxopa v pesynbrathl nocneaylowero HabnopaeHus

Cpasy nocne nevyeHns OOCTUrHYTO 3HAYUTENIbHOE
KJIMHUYECKOE YIyyLleHne: obLee KoNM4ecTBo 6anios
no wkane CRST nocne onepauuy YMeEHbLUUIIOCL Ha
48%, no remu-CRST — Ha 80% (cm. Tabn. 1; puc. 3).
[MpoBegeHo MPT-ckaHupoBaHue: o4ar [AecTpyKumu
[OCTaTOuHbIN (puc. 4). MprHATO peLLeHre O 3aBepLue-

HUK NpoLeaypsbl.

TR s i ot o

cnycTa 24 yaca (6) nocne BO3[encTBrS (DOKYCMPOBAHHBIM

YyNbTPa3ByKOM NOA4 KOHTPOSEM MarHUTHO-PEe30HaHCHoON Tomorpadumn (PY3-MPT).
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Puc. 4. MarHuTHO-pe3oHaHcHasa Tomorpagus: T2-B3Be-
LWEHHble MN300pa)KeHUsi B aKCuasnbHOW MIOCKOCTU [0
N CMYCTSA CYTKM NMOCe TanaMmOTOMUK C MOMOLLbIO hOKYyCU-
poBaHHOro ynsrpassyka (PY3-TanamoToMun): N3MeHeHNs
B BMAE LIEHTPasIbHOW 30Hbl AECTPYKLNN («<34p0») B Nepea-
HenarteparnbHbIX OTAeNax Tanamyca (CTpesika) u yMepeH-
HOro nepudoKanbHOro oTéKa.

VIHTpaonepaunoHHbIX HeXenaTesbHbIX SBEHWI
N HeXenaTesNbHbIX ABIEHMI B PaHHEM nocfieonepaum-
OHHOM MepuoAe He 3aperncTpupoBaHo. HapylueHus
NMOXOAKMN N PaBHOBECKS HE BbISIB/IEHBI.

MporHos

Hawe HabnogeHne HOCUT KpaTKOCPOYHbIN Xapak-
Tep. K coxaneHuio, HaMm He yganocb NPOBECTU Ku-
HUYECKOe UCCnefoBaHne B AMHAMUKE, MOCKOJIbKY
naumeHT NpoXXusasn B OTAANIEHHOM ropofe U He CMor
cnycTsa 3 Mecsiua npuexaTb B LEHTP, MOTUBUPYS CBOIA
OTKa3 XOpOoLnM camoyyBCcTBMEM. B TenedOHHOM WH-
TEPBbIO NALMEHT COOBLLMM O COXpaHeHun addekTa oT
onepauun B BUAE 3HAYUTENLHOW pedyKumm Tpemopa
N BOCCTAHOBNEHNSA (DYHKLMOHANbHBIX BOSMOXHOCTEN
npaBon pyku. HexenatenbHbIX ABAEHWI 3a npolles-
Wwnii nepuog nauyneHt He oTmedan. OCHOBbIBasiCb Ha
UMEIOLLINXCH CKYAHbIX AaHHbIX NTEepaTypbl C FyO6uHON
HabnoaeHns oT 6 MmecsLeB 0 3 NIET, MOXXHO OXXUAATb
coxpaHeHus adekTa B ykadaHHble cpoku [31-35].
BmecTe ¢ TeM Kak HEM3BEXHOCTb CnegyeT OTMETUTb
nporpagneHTHOCTb CUMMTOMOB FEHETUYECKOro 3a60-
neBaHus B BygyLlem.

OBCYXOEHUE

Y Hawero nauyneHTa NErkum nocTypasnbHO-KUHe-
TUYECKNI TPEMOpP Habnogancs ¢ paHHero OeTcKoro
BO3pacTa, NpuMepHoO ¢ 5-7 neT. Tpemop ycuamesancs
B CTPECCOBbIX CUTyauusix, HO B Opyrue nepuopbl He
HapyLan noBCeAHEBHOW AEeATEeNbHOCTU, He MeLuan
06y4eHuto, 3Ha4YMMO He MeHsn noyepk. C 43-45 net
TpeMop CTasn NOCTENEHHO HapacTaTb, MPUCOEANHNII-
csi Tpemop ronosbl. [Npném 6eta-6nokaTopoB Npu-
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BOOMI K YMeHbLUeHUo Tpemopa. B nocnegHue 5 net
OTMEeYanoCb pe3Koe YXyAleHne CcamoyyBCTBUS.
TpemMop ycnanacsa o Takon CTEneHW, YTO nauueHT
C TPYAOM MOr eCTb, OTKpbIBaTb OYTblJIKY C BOAOW;
NPakTU4eCKN HEBO3MOXHbIM CTano nucbmo. [los-
BUINCb OU3apTpus U HEyCTONYMBOCTb NMpu xoabbe.
AHann3 aHamMHeCTUYECKNX OAaHHbIX NO3BOAWUA NMpea-
NMONOXWUTb, YTO Yy NauMeHTa u3Ha4vasbHO KMESCH
acceHumanbHbii Tpemop. OAHaKo C YyBENUMYEHVEM
BO3pacTa, Mo-BMOUMOMY, MPOSABUINCL CUMMTOMbI
N OpYyroro HempogereHepaTuBHOro 3aboneBaHns —
CUHOpoma Tpemopa-aTtakcuu, acCcouUMpOBaHHO-
ro ¢ X-xpomocomon. [aHHble HenpoBu3yanusaumu
W, TNaBHOE, FEeHEeTUYEeCKOro TeCTMPOBaHMA Moa-
TBEpAunn aT1oT gmarHo3. CocyuwecTtBoBaHne FXTAS
C Opyrumun HewmpopereHepaTuBHbIMKU 3aboneBaHnsA-
MK ObIIO ONUCAHO paHee: B YacTHOCTU, Y BOSbHbIX
¢ FXTAS, no gaHHbiIM naToMopdoniorMyeckoro no-
CMEpTHOro uCCnefoBaHus, BbIABNAANCL MNpPU3Ha-
Kn 6ones3Hun lNapknHcoHa [36]; B opyrom uccnepo-
BaHMM OTMevanocb co4vetaHune FXTAS u 6onesHu
Anburenmepa [37].

CnemyeT OTMETUTb CEMEVHBIN XapakTep 3abo-
NeBaHNsa y Hallero nauueHTa u Hanu4ve npusHa-
KOB MyTauuu Yy YETbIPEX MOKOMEHWIA POACTBEHHUKOB
(maTepu, cecTpbl, AOYepu, CbiHa CECTPbl U BHYKa),
npv 3TOM y o4epun nauueHTa 3abonesaHre NposBs-
NOCb HErpybbIM MHTEHLMOHHBIM TPEMOPOM U PaHHEN
MEHOMay30l, 4YTO MNO3BONSET FOBOPUTb O MNEpBUY-
HOM HefoCTaTOYHOCTU SIMMHUKOB, acCOoLMMPOBAHHOWN
¢ nomkoi X-xpomocomon (FXPOI), n 4to xapakTepHo
ONS KeHLWMH-HocuTenen mytaummn. Konmdectso CGG
NOBTOPOB Y HEE BblI0 MakCUMasbHbIM B ceMbe — 91.
Y cblHa fo4Yepu (BHyKa) reHeTU4eckoe nccnegoBaHue
He MPOBOAMNIOCH, HO AUArHOCTMPOBAHO PaCCTPONCTBO
ayTUCTUYECKOrO CNEeKTpa, YTO C Y4ETOM heHOoTUNMYe-
CKUX 0COBEHHOCTEN B BUAE YAJUHEHHOrO NMua C Bbl-
COKMM NBOM, OTTOMbIPEHHbIX YLIel, runepmModusb-
HOCTM CYyCTaBOB MO3BONSIET FOBOPUTb O CUHOPOME
X-NOMKOW XPOMOCOMBbI.

PaspaboTtaHHon Tepanun FXTAS He cyliecTByeT.
B kavecTBe cuMmnToMaTU4eCKON KOpPPeEKLUM Tpemopa
HasHa4atoT OeTa-afpeHoboKaTopbl, NPUMUAOH, ne-
BeTuMpaueTam, rabaneHTnH ¢ HebonbLlon adhdekTuB-
HOCTbIO. [N KOppeKunn KOFHUTUBHOW AUCHYHKLNN
PEKOMEHAYIOT MEMaHTUH. VIMeeTcss OgHO paHOoMu-
3/POBaHHOE KMHUYECKOE WCCIefoBaHMe C OrpaHu-
YEeHHbIM KOJIMYECTBOM YYaCTHUMKOB, Nokasasluee a¢-
(hPEKTMBHOCTb NPUMEHeHUsT MeMaHTHa B fo3e 10 mr
B OTHOLUEHMM BepbasnbHOM namsaTu, paboden namsaTu
1 BHUMaHus [38, 39].

https://doi.org/10.17816/clinpract692161
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MauveHTaMm C BbIPaXXEHHbIM WMHBaNUOU3NPYHOLLM
TPEMOPOM, HE MNOOAAWMMCH MeONKaMEHTO3HOMY
Jle4eHnto, cnepyeT paccMOTPETb BO3MOXHOCTb Mpu-
MeHeHUs pyHKLMOHanbHOM Hempoxmpyprun. Onuca-
HO HECKOJIbKO Ciy4aeB rnyboKon CTUMYNsAUMU Mo3ra
(deep brain stimulation, DBS) VIM-agpa Tanamyca
ONnsa nedeHns pedpakTepHOro Tpemopa y naunueHTos
¢ FXTAS, pesynstatbl KOTOPbIX NPOTMBOPEYMBbI. [pu
NpoBeAEHN OAHOCTOPOHHEN Tanammuyeckonn DBS Bo
BCEX CNy4vasax OTMeYasiCs MOSIOKUTENbHBIA Pe3yib-
TaT [40, 41]. Y nauyneHTOB, NepeHECLUNX ABYCTOPOH-
HIOK0 Ornepauuio, HECMOTPSI Ha KOPPEKLMIO TPEMOopa,
PErncTpupoBanochb ycyrybneHme arakcuu, pasButne
ON3apTPUK, CHKEHNE KOTHUTUBHBIX (YHKLMIA [42, 43].
Kpome TOro, B nutepatype onvMcaH MosioXKUTENbHBIN
pesynsTar OBYCTOPOHHEN CTUMYNALUN BEHTPO-Opasib-
Horo 3agHero (ventro-oral posterior, VOP) Tanamuye-
CKOro sipa 1 HeornpenenéHHol 30Hbl (zona incerta, ZI)
¢ nomoubto DBS [44].

Cpenn [eCTPYKTMBHbIX METOLOB HEWpOXMPYPriu-
YEeCKOro fIeYeHns, KOTOpPbIE MPUMEHANCh NauneHTam
C CUHOPOMOM Tpemopa/aTtakcun, onucaHbl eqUHNYHbIE
Cny4yaun CTepeoTaKCUYecKol paguoxupyprum (ramma-
HOX) 1 ynbTpassykoBon abnauun (Metog MPT-QY3).
B 2018 rogy noabCKUMmM HEMPOXMPYpramil BbINONHEHA
NIEBOCTOPOHHAS paguoxupypruyeckas TanamotomMus
VIM-sigpa nauneHTy 73 neT ¢ reHeTuyecku nopTeep-
XOéHHbIM  FXTAS-cnHgpomowm, y KoToporo 6onee
20 net Habnwganucb MNPOrpeccupyowmin  TpeMop
B KOHEYHOCTSIX, aTakCus, AM3apTpus U Nérkne KorHu-
TUBHbIE HapyLLeHus. B pesynstate nposegéHHON one-
pauun y naumMeHTa oTMeyanncb YMeHbLUEHME TPeEMopa
B KOHEYHOCTSIX, KOHTpanarepasbHbIX TanamoToMuu
(no obwemy 6anny WwKaabl KIMHUYECKOW OLEHKN Tpe-
Mopa Ha 58%), 1 ynydlleHne nokasartenei NoBceaHeB-
HOWM aKTMBHOCTMW. CyLLEeCTBEHHOIO BVSHUS Ha aTak-
CUI0 N OM3APTPUIO Y OMMCAHHOrO MNauveHTa AaHHast
npouegypa He okazana [45].

QY3-MPT — pocTtaTo4yHO HOBasi xupypruyeckasi
MeToavKa, ofobpeHHas YnpasneHneM no KOHTPOMO
Ka4yecTBa MNULLEBBLIX MPOAYKTOB W JNEKAPCTBEHHbIX
cpencts CLUA (Food and Drug Administration, FDA)
B 2016 rogy Ons neyveHns acceHumanbHOro Tpemopa.
B 2017 rogy paHHbIi MeTop, neveHnst 6bi1 ogobpeH
Poc3ppaBHap3opom B Poccuickon ®epepauun.

Ha paHHbIN MOMEHT MMeeTcs Nullb HebonbLUON
MUPOBOW ONbIT NpuMeHeHnss ®Y3-MPT npu cuHgpo-
Me Tpemopa/aTakcun. B ogHOM 13 nepBbiX Takux
nybénvkaumin onucaH MyXX4mHa B BO3pacTe 77 neT
C noaTBEP>KAEHHBIM OMAarHO30M cruHapoma Tpemopa/
atakcum (Ha ocHoBaHun cneuuduydeckux MP-npu-
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3HakoB 1 [HK-TecTnpoBaHus), y KOTOPOro B KJWHU-
YeCKoW KapTuHe npeobnaganu MHBANUOUINPYOLLNA
MeONKaMEHTO3HO-PE3NCTEHTHBIN TPEMOP KOHEYHOC-
TEN, BbIPaXXeHHass aTakcus, aKWHETUKO-PUrNOHbIV
CUHOPOM U CHUXKEHME KOFHUTUBHBIX OyHKLUWIA. [locne
nposenéxHHon ®Y3-MPT VIM-agpa Tanamyca Tpemop
B KOHEYHOCTU, KOHTpanaTepanbHON YNbTPa3ByKoO-
BOMY BO3ENCTBUIO, YyMeHbLnAcA Ha 83% no Lwka-
ne oueHkn Tpemopa PaHa-Tonocbi-MapuHa (Fahn-
Tolosa—Marin Tremor Rating Scale, FTM-TRS) —
oT 12/24 po 2/24. Yepes 6 mecsLeB HabnogeHns ag-
heKkT OT omepauumn y naumeHTa COXPaHSASICS, YXYLO-
LLEHNS MOXOAKM U peyn He Habnopanock. Helpo-
MCUXONOMrMYECKOr0 TECTUPOBAHUSA MaUNEHTY CMycTs
6 MecAaueB nNocne onepauum He NPOBOANIIOCH, OAHA-
KO YKa3bIBaeTCs, YTO KJIMHUYECKNX MPU3HAKOB KOr-
HUTUBHOIO YXYALWeEeHWUs B HabOgaemMbli Nepuog He
6b110 [31]. BHaUMMoOe ynydlieHne Tpemopa 6e3 Hapa-
CTaHus atakcum cnycTs 6 MecsiLeB nocnie onepauum
ObI710 ONMCaHo eLlé B OAHOM HabnopgeHun y 82-net-
HEero nauuMeHTa C nogTBEPXOEHHBIM OUarHO30M
FXTAS (106 TpuHykneotngHeix CGG noBTOPOB B reHe
FMRT1) [32]. B 2025 rogy ony6nukoBaHo 18-MecsiyHoe
HabnogeHne 3a OBYMS nauuMeHTamyu ¢ CUHAPOMOM
FXTAS nocne ogHocTtopoHHer ®Y3-MPT VIM-agpa
Tanamyca. ¥ o6oux nauneHToB OTMevanocb CHU-
eHne Tpemopa Ha 70-80% nocne onepaunun. -
heKkT coxpaHsancs y ogHOro nauneHTa Ha npoTsKe-
HUM 18 MecsiLeB 6e3 yXyALeHUs NOXooKn. Y opyroro
naumMeHTa, HECMOTPS Ha 3HAYUTESbHbIE YNy4LUEHUS
B TEYEHME NepBOro Mecsua, K 6-my MecsiLy 3Ha4nMMo
YCUNACSA UHTEHUMOHHBIN Tpemop. locne onepauum
TakK>Xe HECKONbKO Hapocna andaptpus [33].

Mbl HalM TONbKO OAHY Nybnvkauuio ¢ Habnwpe-
Huem naumeHTta ¢ FXTAS nocne ®Y3-MPT B TeuyeHue
3 neT. ABTOpbl OTMEYarT A0IFOCPOYHYO 3 PeKTUB-
HOCTb onepauun 6e3 yXyaLeHns aTakCum 1 pPeyeBbIX
paccTponcTs. HYepes 1 mecsy, ynyyleHne no KAnHU-
YeCKON LLKane OLEHKN TPeMopa B IEBOV KOHEYHOCTU
cocTtasuno 88%, Yepes 1 rog — 74%, 4epe3 3 roga —
60%. Y naumeHTa YNyYWUIOCb KayeCTBO >KU3HM
N YMEHbLUMANCH 6ansbl MO MNOALIKANe MHBANMAN3aLMm
wkanel FTM-TRS [34].

Haw onbiT neveHuss naumeHta ¢ FXTAS, pesu-
CTEHTHONO K KOHCEPBATMBHOW Tepanuu TPemopa,
¢ nomoubto ®Y3-MPT Tak>ke nokasan MonoXuTesb-
HbIl pe3ynbTaT. YnyylweHne nokasaTenen Tpemopa
B KOHEYHOCTSAX, KOHTpanarepasnbHbIX o4ary nopaxe-
HWS, CNYCTHA CyTKM nocne onepauun coctasuno 80%,
YAyYLIEHNEe MOBCEOHEBHON aKTUBHOCTWU MO LUKane
CRST (4actb C) — 87%. Mbl He Habnwogann ycyryo6-
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NeHns  atakcuw,
pPacCTPONCTB.

B HacTosuwee Bpemsa Bonpoc o Haubonee 6e30-
nacHoOM N 3MEKTUBHOM METOAE XUPYPruyecKoro
nedveHns y naumeHtoB ¢ FXTAS asnsietca OnMcKy-
TabenbHbiM. [Mpenmywectsom DBS saBnsetcs BO3-
MOXXHOCTb KOppeKLUun Tpemopa npu nporpeccupo-
BaHUM 3aboneBaHnsa 3a CHET U3MEHEHUS HacTPOeK
ctumynaummn. ®Y3-MPT npuenekaetr MeHbLUEn WH-
Ba3VBHOCTbIO, MOMEHTaSIbHbIM 3(P(HEKTOM, a TaKxXe
OTCYTCTBMEM MMMNAHTUPOBAHHbIX YCTPONCTB, NOHN-
3VPYIOLLIEro  U3Ny4YeHns, HeobxoaMMOCTU MOBTOP-
HbIX OBpalleHnin B Megy4pexXaeHus ans HacTponKu
npPMOopPOB, MEHbLLUMM PUCKOM MOBOYHbLIX SIBNIEHUIA.
OpgHako HakoMMBLUMINCA COBCTBEHHbIN OMbIT NpUMe-
HeHna OY3-MPT y 60MbHbIX C 3CCeHUManbHbIM Tpe-
Mopom 1 6onesHbio [MapkMHCOHA MoKasbiBaeT BO-
300HOBNEHNE TpeMOopa 4Yepe3 HEeCKONbKO MeCsLEeB
y 10-20% nauuneHTOB [46, 47].

KOOPOVMHATOPHbLIX W  peYvYeBbliX

3AKJIIOMEHUE

MpuBeOEHHbIN KANHUYECKUIA CRy4Yal NPOAEMOH-
cTpuypoBan apdeKTUBHOCTL U 6e30nacHOCTb 0f-
HOCTOPOHHEN TanamoToMuy C  UCMONb30BaHNEM
®Y3-MPT y naumeHta ¢ FXTAS cuHppomom C fo-
MUHMPOBaHNEM Tpemopa. TeM He MeHee NauVeHTOB
nepen onepauven Heobxooumo KHPOPMUPOBATb
0 BO3MOXXHOCTU NMPOrpeccrMpoBaHns 3TOro Hempope-
reHepaTnBHOro 3ab0fieBaHNst U HUBENMPOBaHUN 3-
hekta OY3-MPT B 6yayLiem. [ns gansHenweln oueH-
Kr 3hPEKTNBHOCTN 1N 6€30NaCHOCTN UCMOSIb30BaHNS
QY3-MPT B neveHun Tpemopa, acCoLUMPOBAHHOIO
C JIOMKOI X-xpomocomoMn, TpebyeTcsi HabnopeHune
3a 60sblLUEN rpynmnoi TakmMx nauneHToB ¢ 6onee anu-
TeNbHbIM NOCIeonepaLOHHbIM NEPUOAOM.

AOOMNOJIHUTEJIbHAA NH®OPMALINA

- Mpunoxexune 1. OuddepeHymansHasa gnarHoc-
Tmka FXTAS.
:n! doi: 10.17816/clinpract692161-4390953

Bknap aBTOpoOB. E.A. KaTyHynHa — onpepgeneHne KoHuenuuu,
aHanu3 nuTepaTypbl, HaNUCaHWe TekcTa, PefAakTNPOBaHNE OKOH-
YaTenbHoOW Bepcun pykonucu; H.H. LLununosa — aHanu3 nute-
paTtypbl, pabota C faHHbIMK, BU3yanu3auus, HanncaHue TeKcTa;
B.A. boromazosa — aHanu3 nutepartypbl, BU3yanusauus, Hanm-
caHue 4yepHoBuka; P.A. pssHes, E.A. MansixuHa — cbop n obpa-
6oTka matepwana; M.b. JonrywuH, C.U. [ymmH — Busyanmusauus;
B.M. [Ixagapos — paboTa C AaHHbIMK, MPOBEAEHUE XUPYypruye-
CKOro BmelLaTenscTea. Bece aBTopbl ofobpunm pykonucek (Bepcuto
Ana nybnukayum), a Takxxe Cornacunmncb HeCTU OTBETCTBEHHOCTb
3a BCe acnekTbl paboTbl, rapaHTMpys Haanexallee pacCMOTPeHne
N peLleHne BOMPOCOB, CBA3AHHbIX C TOYHOCTLIO U AO6POCOBECT-
HOCTbIO 1060 eé HacTu.
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Cornacue Ha ny6nukaumio. ABTOpbI MOAYHYUSIN NMNCbMEHHOE
MHMOPMMPOBaHHOe JOOPOBOSILHOE Cornacue nauymeHTa Ha nyoam-
Kaumio NepcoHasbHbIX AaHHbIX B HAy4YHOM XXypHare, BKJKo4as ero
3NEKTPOHHYLO Bepcuio (aata nognucanus 27.01.2025). O6bEM ny6-
JIMKYEMbIX AaHHbIX C NauMeHTOM Bbln COrnacoBaH.

UctouHuku cduHaHcupoBaHus. ViccnegoBaHve n nybnvka-
LUMsi cTaTbW OCYLUECTBJIEHbl Ha JIM4Hble CPeAcTBa aBTOPCKOro
KONNeKTMBa.

PackpbiTie MHTepecoB. ABTOPbI MOATBEPANIIN OTCYTCTBME KOH-
hMKTa MHTEPECOB, CBSA3AHHbIX C My6AMKauyen HacTOALEN CTaTbU.

OpurnHanbHocCTb. [1py NpoBedeHUn NccnefoBaHns 1 cosana-
HUW HacTosLLEel paboTbl aBTOPLI HE NCMONBL30BaN paHee onybaun-
KOBaHHble CBeeHUS (TEKCT, UNNOCTPaLMn, AaHHbIE).

JocTyn K gaHHbIM. ABTOPbI COOBLLAIOT, YTO BCE AaHHbIE Npes-
CTaBJieHbl B CTATbe U/WN NPUNOXEHUSX K HEN.

FeHepaTUBHbI UCKYCCTBEHHbIA MHTEJNEKT. [pu co3gaHnm
HacCTOALLEN CTaTbM TEXHOMOMUN FEHEPATUBHOIO UCKYCCTBEHHOMO
WHTENNeKTa He UCNonb3oBau.

ADDITIONAL INFORMATION

- Supplement 1. Differential diagnostics of FXTAS.
doi: 10.17816/clinpract692161-4390953
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