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AHHOTALMSA

CvHapoM TpeMopa M aTaKCum, accoLMMpOBaHHBIN C JIOMKOW X-XpOMOCOMOW, — 3T0 HeJ,aBHO OMMCaHHOE B IUTepaType Hen-
poereHepaTBHoe 3abonieBaHue C HU3KUM MPOLIEHTOM BbISIBASIEMOCTM Y NALMEHTOB MO NpUYMHE HELOCTaTOYHON OCBESOM-
NeHHocTU Bpayel. KnnHuyeckas KapTuHa XapaKTepusyeTcsi BbICOKOW (EeHOTUNMYecKoN BapuabenbHOCTbIO M COBMAfEHUEM
CMMMTOMOB C Jpyrumy, bonee M3BECTHBIMU ABUraTeNbHbIMU PAacCTPOMCTBAMU, B CBA3M C YEM NaLMEHTbI ANUTENbHOE BPEMS
HabnopaTcs ¢ owubouHbiMM amarHo3amun. B ctatbe obcypaetca Bonpoc auddepeHUmansHon AUarHOCTUKM CMHAPOMA
TpeMopa W aTakcuu, acCOLMMPOBAHHOMO C JIOMKOW X-XPOMOCOMOW, C 3CCEHLMabHbIM TpeMopoM, 60nesHbio MapKUHCOHa,
MyNbTUCMCTEMHOMN aTpoduen, CNMHOLepebenApHOI aTakemelt U NPOrpeccupyoLLMM HagbaaepHbIM NapanuyoM. C uenbio fe-
MOHCTPaLMUM CIIOXHOCTW LUAarHoCTUKM AaHHoro 3abosieBaHus NpefCcTaB/ieHo ONMCaHWe Cydasl FeHETUYECKW NOATBEPIEH-
HOr0 CMHAPOMA TPEMOpa M aTaKCWW, acCOLMMPOBAHHOTO C JIOMKOW X-XpOMOCOMON. OnMCaHHbI KMHUYECKWUA Clyyaii npea-
CTaBJieH KOMOMHaLMe# aCUMMETPUYHOTO MHBASIMAU3MPYHOLLETO NOCTYpPabHO-KUHETUYECKOrO TPEMopa PYK, HE3HAUMTENbHOTO
TpeMopa NoKos, YMepPeHHOW MO3}KeUYKOBOW aTaKCuu, aCUMMETPUYHOIO yMepeHHOro Aoda-4yBCTBUTENBHOMO CUHAPOMA nap-
KWMHCOHU3Ma, NErKNX KOTHUTUBHBIX HapyLUEHW U NCUXOTUHECKUX PacCTpoicTB. MoapobHO onucaHa He TOMbKO KIIMHMYeCKas
KapTuHa 3aboneBaHus, HO M HaCNeACTBEHHbIA aHaMHE3 MauuMeHTa: pesynbTaTbl FeHEeTUHECKOro UCCeA0BaHNA AoYepn —
HOCUTENIbHULbI MpeMyTauum reHa FMRT v BHyKa, cTpajatoLlero cuHapoMoM MapTtuHa—benn. OcobeHHOCTbI0 KITMHWMYECKOro
Cyyas sBNseTcs AnuTenbHoe owKboyHoe HabmofeHWe naumeHTa ¢ AMarHo3oM «bonesHb [apkuHCOHa», a Takxe NpoBo-
LMMas Tepanus BbICOKUMM [Lo3aMu NpenapaToM NieBogona/kapbuaona 250 + 25 mr (no 6 TabneTok B cyT). [pn n3yyeHum o-
CTYMHOM 0TeYeCTBEHHOMN MTEPaTYpbl ONUCaHHBIX paHee CilyyaeB CUHAPOMaA TPEMOPA M aTaKCUM, acCoLMMPOBAHHONO C JIOMKOM
X-xpomocoMoK, 06HapyKeHo He bbino.

Kniouesble cnosa: 6onesHb MapkuHcoHa; reH FMRT; noMKas X-xpomMocoMa; MynbTUCUCTEMHAs aTpodus; CUHAPOM aTaKcuy;
cuMHapoM Tpemopa; FXTAS.
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Challenges in diagnosis of fragile X-associated
tremor/ataxia syndrome
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ABSTRACT

Fragile X-associated tremor/ataxia syndrome (FXTAS) is a neurodegenerative disease recently described in the literature with
a low percentage of detectability in patients due to insufficient awareness of doctors. The clinical picture is characterized by
high phenotypic variability and coincidence of symptoms with other, more well-known motor disorders, in connection with
which patients are observed for a long time with erroneous diagnoses. The issue of the differential diagnosis fragile X-asso-
ciated tremor/ataxia syndrome with essential tremor, Parkinson’s disease, multiple system atrophy, spinocerebellar ataxia
and progressive supranuclear paralysis is highlighted separately. In order to demonstrate the complexity of the diagnosis of
this disease, a description of a case of genetically confirmed case of genetically confirmed fragile X-associated tremor/ataxia
syndrome is presented. The described clinical case is represented by a combination of asymmetric disabling postural kinetic
tremor of the hands, minor resting tremor, moderate cerebellar ataxia, asymmetric moderate dopa-responsive parkinsonism
syndrome, mild cognitive impairment and psychotic symptoms. Not only the clinical picture of the disease is described in detail,
but also the hereditary history of the patient: the results of a genetic study of a daughter premutation carriers of the FMR1 gene
and a grandson suffering from Martin—Bell syndrome. A special feature of the clinical case is the long-term erroneous obser-
vation of a patient diagnosed with Parkinson'’s disease, as well as high-dose therapy with levodopa/carbidopa 250 mg + 25 mg
(up to 6 tablets per day). When studying the available domestic literature, the previously described cases of fragile X-associated
tremor/ataxia syndrome were not found.

Keywords: ataxia syndrome; FMRT gene; fragile multiple system atrophy; FXTAS; Parkinson s disease; tremor syndrome;
X-associated.
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AKTYAJIbHOCTb

CvHapoM TpeMopa U aTakcu, acCOLMMPOBaAHHBIN C JIOM-
Ko X-xpoMocomoit (fragile X tremor ataxia syndrome,
FXTAS) — 3T0 HelpopereHepaTBHOe 3abosieBaHmMe C No3[-
HWAM HayanoM, pa3BMBalOLLEECs MpU HaUuMM NpemyTaLmm
B reHe FMR1 (fragile X mental retardation, reH yMcTBeHHoA
OTCTaNIoCTH, acCOLMMPOBAHHbLINA C JIOMKOW X-XpOMOCOMOWN).
Mockonbky FXTAS 6bin BniepBble onucaH B MTepaType 0THO-
CUTENbHO HeABHO, XapaKTepu3yeTcs BbICOKOW heHoTMnnYe-
CKO BapuabenbHOCTbI0 M COBMafeHNeM CUMNTOMOB C pyru-
My, boniee M3BECTHBIMU [JBUraTeNbHBIMK PacCTPOMCTBAMH, Er0
PeAKO Pacno3HakT, NpU 3TOM MauMeHTbl ANUTENbHO Habnto-
Jal0TCA ¢ oWwMboyHbIMK anarHo3amu [1, 2]. loctaTouHo Ya-
cT0 naumeHTam ¢ FXTAS BbiCTaBnAKTCA Cneayolme auarHo-
3bl: 3cCeHUManbHbIA Tpemop (3T), bonesHb MapkuHcoHa (BIT),
MynbTucucteMHas atpodms (MCA), cnuHouepebennspHas
atakeua (CUA) m paxe nporpeccvpyrowmii HagbsaepHbli
napanud (MHI).

MATEPUAJIbl U METOAbI

B cTaTbe npoaHanM3uMpoBaHbl U UCMONb30BaHbl AaHHbIE,
ony6/IMKOBaHHbIE B OTKPbITBIX OTEYECTBEHHbIX M 3apybex-
HbIX NINTEPaTypHbIX UCTOYHMKAX, NOCBALLEHHbIX ANArHoCTU-
Ke FXTAS. Takke nmpepncTaBneHo onucaHue Cob6CTBEHHOMO
KIIMHUYeCKOro HaboieHns reHeTUYECKN NOATBEPKAEHHOT0
FXTAS.

ObCYXAEHWUE

leH FMR1 HaxomuTcs Ha ASMHHOM Mfiede X-XpOMOCOMbI
B foKyce Xq27.3, conepxuT 17 3K30HOB, 0xBaTbIBaeT 38 Thl-
CAY Nap HykneotupoB M kopupyet benok FMR1, cBasbiBa-
towwiics ¢ PHK v monucomMamn v npuHMMaloLWMin yqactue
B TpaHcnAUmM. [laHHbIN 6enlok HeobX0AMM Ans HopManbHOro
KOTHUTUBHOIO Pa3BUTMS, a TaKXKE COXPAHEHUS EHCKOW pe-
NPOLYKTUBHON ByHKUMM [3].

B HopMe B reHe FMRT npucyTcTByHOT OT 5 10 54 TpuHy-
KneoTuaHbix noBTopoB CGG. YBenuueHne KonuyectBa Tpu-
Hykneotuaos (>200 nosTopos CGG) NpuBOAMT K HapyLUEHMIO
cuHTesa benka FMR1 u natonoruu paseuTtis HepBHON Cu-
cTeMbl — cuHapoMy MaptuHa—benn (CMB), oH e cuHapoM
noMKon X-xpoMocoMbl [4]. CMb siBnsieTcs Hanbonee pacnpo-
CTpPaHEHHOMN MPUYMHON HACNeACTBEHHOW YMCTBEHHOM OTCTa-
NOCTU M PacCTPOMCTB ayTUCTUYECKOro cnekTpa. Pacnpoctpa-
HeHHocTb CMb coctaBnset 1 cnyyaii Ha 2500-7000 myxumnH
n 2500-11000 xeHwwH [5]. bonbwnHCTBO MyxunH ¢ CMB
UMElOT YMCTBEHHYH OTCTaNOCTb (B OCHOBHOM B CMEKTpe ay-
TU3Ma), NOBEAEHYECKMEe CUMMTOMbI, BK/loYas TPeBory 1 ae-
GUUMT BHUMaHMA. CMNTOMBI Y eHwwmH ¢ CMB BapbupytoT
OT JIErKoW [0 TAXKENOW CTeNneHu W MPOSBASKOTCA TPYAHOCTHIO
B 06y4eHun 1 B3aMMooTHoLeHusix [5]. Cuutaetcs, 4to MyTa-
unsa npu CMB npuBogmt K notepe ¢yHKumm benka. Hanpo-
TMB, npemyTauusa B rede FMRT (o1 55 go 199 noetopos CGG)
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ABNSAETCA NPUYKMHON CBEPX3Kcnpeccun reHa FMRT, B pesynb-
TaTe KOTOPOW KonMyecTBo cooTeeTcTByloLeit MPHK yBenun-
umBaetcsa B 2—10 pa3 B cpaBHeHUM C HopMoM [6]. B pesynb-
TaTe reHepupyloTca Besku, KoTopble HaKanMBaloTCA B BUAE
YOMKBUTMHMPOBAHHBIX BKIIOYEHWUI B HEMPOHAX W acTpoLmTax
Mo3ra.

B HacTosLLee BpeMs NpeLoXeHo UCMOMb30BaTb TEPMUH
«COCTOSIHUS, aCCOLMMPOBaHHbIe C NpeMyTaumeil reHa FMR1»,
KOTOpbIA BKIOYAET CUHAPOM NMepBUYHON 0BapUasbHON HeA0-
CTaTO4HOCTM Y XeHWwH (fragile X-associated primary ovarian
insufficiency, FXPOI), FXTAS n apyrve MeHee onpefenieHHble
COCTOSIHMS, COMPOBOXKAAIOLLMECS LIMPOKUM CMEKTPOM NCUXM-
YEeCKMX paccTpomncTs [5].

FXTAS Moryt cTpagaTb M EHLUMHbI, OAHAKO YacToTa
Pa3BUTMS CUHAPOMA 3HAUUTENBHO HUXKE. TonbKo 16 % KeH-
WMH — HOCUTENbHUL, npeMyTaumn reHa FMRIT cTpapatot
AaHHbIM 3abo/1eBaHNEM, B TO BPEMS KaK Y MYUMH OHO pas-
BuBaetcs B 40 % cnyyaes. B 10 e BpeMs npemyTaums MoXeT
chopmupoBatbes y 1 13 200 xeHwmH ny 1 13 400 MyxumH,
yTo MpMBOAMT K Bonee cbanaHcMpoBaHHOMY COOTHOLLEHWH
nonos [7, 8].

Knunnyecku FXTAS obbiuHO nposBnsetcsa nocne 50 net.
Yawle nebloTmpyeT ¢ KMHETUYECKOrO TPEMOpa, B AaslbHeil-
LLIEM NPUCOEAMHSIOTCA 3IEMEHTHI MO3XKEYKOBOM aTakcum [7].
YacToTa pa3BuTus TpeMopa 3aBUCUT OT BO3pacTa NauueHTa:
B Bo3pacTe oT 50 fo 59 net oH BbisBNsAETCA TONLKO Y 17 %
naumenTo., ot 80 go 89 net — y 75 % [4]. NomuMo Tpemopa
1 aTakcuu y naumeHToB ¢ FXTAS yacTo BbISBAAIOTCA CUHAPOM
MapKMHCOHM3Ma, rna3o/BuraTesibHble paccTpoOMCTBa, HEBPO-
naTW 1 BereTaTMBHbIE HapyLLeHWs. MoryT BcTpeyaThbes Kor-
HWUTMBHbIE HapYLUEHWS, NPU 3TOM Y KEHLUMH OHW BbiSBNEHb
MWUHUManbHo [1].

lporpeccupytolas MO3)KeUKOBas aTaKCUs MOXET fiB-
NATHCA eMHCTBEHHbIM KIIMHUYECKUM MPOSIBEHUEM NpU-
MepHo y 20 % naumeHToB. B cBAi3M ¢ 3TMM TecTUpoBaHKe Ha
onpegeneHue npemytauuu B reHe FMRT MoxeT ObiTb no-
Ka3aHo iMuaM B Bo3pacTe craplue 50 feT ¢ HeobbACHUMOM
MO3EUKOBOM aTakcuen [9].

CVHLPOM NapKUHCOHM3MA Yy DOMbLUMHCTBA MALMEHTOB
¢ FXTAS npoteKaeT ¢ ferkoi puriaHocCTbI0, B B0NbLIMHCTBE
cnyqaeB — 6e3 TpeMopa nokos [9]. Takxe onucaHbl ciyyamn
aTUMUYHOMN KJIMHMYECKOW KapTUHbI € HannuueM xopeu [10].

Bo3MoXKHbIe HeipoBM3yanu3aUMoHHbIE U3MEHEHWS Mpu
BbInosHeHnn MPT rofioBHOro Mo3ra y naumentos ¢ FXTAS [11]:

* [7aBHble NPU3HaKK:

1) nopaxeHue benoro BeLLECTBAa CPELHUX HOMEK MO3-
euKa (Bctpeyaetca y 60 % naumeHToB MyxumH 1 13 % xeH-
LLNH);

2) nopaxkeHne bGenoro BeLlecTBa BajMKa MO30/MUCTOrO
Tena (YaLe BCTPEYaeTCs Y NaLMEHTOB MyXKUMH);

* [OMOJHUTESIbHbIE NPU3HAKM:

1) obLas aTpodus roNOBHOMO MO3ra;

2) obLee nopaxeHue benoro BeLLecTBa rofloBHOMO Mo3ra.

FXTAS nporpeccupyeT MefeHHO, NMPOLOSIKUTENbHOCTD
Xu3Hu nocne febrota 3abonesaHus MoxeT gocturathb 20 neT.




DISCUSSION

InddepeHumansHas auarHoctuka FXTAS nposopgutcs
y naumentos ¢ 3T, bI1, MCA, CLIA v HI. B tabn. 1 npu-
BeAeHbl AaHHble anddepeHUMansHon auarHocTukn FXTAS,
3T, BM, MCA, CLIA v [THN no Bo3pacty AebtoTa 3aboneBaHus,
TAIKECTU TEYeHUs, TEMMY NPOrpeccMpoBaHnsa U NPOLOMKM-
TENBHOCTU XM3HU Nocne AebroTa 3aboneBaHus.

Vol.43 (&) 2024
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B Tabn. 2 npuBepeHbl faHHble auddepeHUManbHon ama-
rHocTukm FXTAS, 3T, BIl, MCA, CLLA v IMHI no BcTpeyaeMocTu
TpeMopa, aTaKCuW, MapKUHCOHM3Ma U rNa30ABUraTenbHbIX

HapYLUEHWN.

leHeTUYeCKOe MccnefoBaHWe MPOBOAMTCA MYTeM onpe-
JEeneHns ynucna HykneotuaHblx noetopos CGG B reHe FMR1

Tabnauua 1. nddepeHumnanbHas amardoctuka FXTAS, TedeHne 3aboneBanus (agantuposaHo u3 [12])
Table 1. Differential diagnosis of FXTAS, course of the disease (adapted from [12])

Bo3spacr Taxectb [poAoNKUTENBHOCTD HU3HM
3aboneBaHue Temn nporpeccupoBaHms
nebioTta 3abo/1eBaHuA nocne Aebtota 3abonesaHus
FXTAS Mocne 50 net PaznnyHas MeaneHHbI 20 net
T BapuabenbHbIn (55,8 + 15,1 neT): OTHocUTENbHO OueHb Me[LeHHbIN CooTBeTcTBYeT CpesHeit
HacnefACTBEHHas W CropaguyecKan MArKas NMPOACIIKUTENIBHOCTU JKU3HH
(hopMbl 10 65 NeT; ceHumbHan pervoHa NpoXmBaHus
topma nocrne 65 net
BM 58,4 + 11,0 net Pasnnynas YMepeHHbIN 15 net
CLA PasnunuHbii: CLA 1-3-30-40 ne; Pasnuunas PasnuyHblii Pa3snuuHas; bonee paHHss cMepTb
CLA 6: 52 + 12 net c bonee paHHUM BO3pacToM
Havana; CLLA 6 — HopmanbHas
MCA 56 net Tskenas BricTpbin 9-10 net
MHM 60-70 net Tsxkenan OyeHb BbICTpLIN 6-8 net
Tabnauua 2. [InddepeHumnanbHas amarHoctuka FXTAS, knuHuyeckas kapTuHa (agantupoBaHo u3 [12])
Table 2. Differential diagnosis of FXTAS, clinical picture (adapted from [12])
3abonesaHue Tpemop Ataxcus MapKUHCOHM3M I'naao,u,suraI ENbHEIE
paccTpoincTBa
FXTAS 77 %, 41-66 % 29-32% MoryT BcTpeyatbes
KMHETUYECKMIN> MOKOS,
PyKM>> ronoBa
T Kunetnyeckuin 25-98 %; 50 % 64 % 35-41%
UHTEHUMOHHBIA 33-89 %;
noctypanbHbiid 80 %;
nokos 1,9-46,4 %;
PYKM>> rofoBa> rosoc
Bl Mokos 38,9 % - 06nuraTHbIA CUHAPOM MoryT BCTpeyartbca
(TpeMop-AOMUHaHTHas
tdopma)
CUA MocTypanbHbIii BbisBnsieTca Bo Bcex MosxeT BCTpeyaTbCs MoryT BCTpeyartbca
U MHTeHUMOHHbIA Npu CLA 2, cnyyasix, 3a UCKIItove- npu CUA 2, 3, 17, 21 npu CLUA 1,2, 3,5,6,7,8, 14,
12,15, 20, 27 Huem CLIA 17 v IPNJIA 28, 37
(MOXKeT 0TCyTCTBOBATh)
MCA Jlo 80 % MCA-TT: no 40 %; MCA-IT no 98 %; MoryT BCcTpeyartbca
MCA-M: no 100 % MCA-M o 73 %
MHM o 42 % EanHnyHble onncanma TUNWUYHBIA NapKUHCO- YacTto; MoXKeT ABnATbCA

Hu3M 1o 19 %;
aTUMNYHbINA NAPKMHCO-
HU3M Ao 40 %

KputepueM OUarHoCTmKu

lpumeyarue. MCA-IT — MynbTUCMCTEMHAA aTPodus, NAapKUHCOHMYeCKUiA TUM; MCA-M — MynbTUCUCTEMHas aTpodus, MO3KEYKOBBINA TU;
[PMNJIA — peHTtaTopybpo-naniMaonioncoBa atpodus; >> — 3HaK «y4alle»; > — 3HaK «0onbLue».
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¢ nomoLupbto MUP-anartocTuku. [laHHoe uccnenoBaHue B Ha-
cTosiLlee Bpems sABnsetcs obwepoctynHbiM. CMB, FXPOI
n FXTAS 00bI4HO BLISBNSAIOTCA B OAHMX W TEX JKE CEMbAX.
TonbKo MHPOPMMPOBaAHHBIA 06 0COBEHHOCTAX HAceA0BaHUs
AaHHOro 3abonieBaHNA Bpay CMOXET NPeANoXMUTb TeCTUPOBa-
HWe Ha Hanuuve MyTaumu/npeMyTaumm B reHe FMRT y uneHos
ceMby naupmeHTa ¢ CMB. HecMoTps Ha TO YTO Y JKEHLUMH —
HocuTenbHUL nNpeMyTaumm FXTAS pasBuBaloTca pexe, Yem
Y MY)XUMH, OHU NMOABepPKeHbl pucky passutus FXPOI, koto-
pbiii NpefcTaBnseT cobon Hambonee Hacnepmyemyo Gopmy
npexaeBpeMeHHON MeHoMay3bl UK paHHEN HeJ0CTaTO4YHOCTH
ANYHMKOB. KpoMe Toro, Y MEHLUMH — HOCUTENbHULL NpeMy-
Taumu MoryT Habmoaatecs onee BbICOKME MOKa3aTeNn Ncu-
XMUYECKUX CUMNTOMOB, BKJIK0Yas TPEBOrY, CUHAPOM AeduumTta
BHUMaHWA 1 TUNEPaKTUBHOCTH, AENPECCHI0, DECCOHHULLY, Xpo-
HWYECKYHO YCTaNoCTb U XPOHUYECKUIA 60N1EBON CUHAPOM.
Jleyenue FXTAS cumntoMatuyeckoe. Koppekums nocty-
PaNibHOr0 M KMHETUYECKOro TpeMopa MoXKeT bbiTb npoBefe-
Ha bBeTa-agpeHobnokaTopamu, a TakXKe OpyrUMu rpynnamu
npenapaToB, pEKOMeHA0BaHHbIX AN nevenuns IT. JleBogona
MoKasaHa B C/ly4ae BbIIBIEHUS CUHAPOMA NapKUHCOHMU3Ma.
KOrHWUTMBHbIE HapyLLeHWUs, NCUXOTUYECKUE PacCTPOWACTBa,
a TaKXe TPEBOXHOCTb U JENPECCUI0 CNefyeT KOpPPEKTUpPO-
BaTb MO NPUHLMMAM Tepanuu LaHHOW cuMnToMaTuKu npm bI1.

KTMHUYECKUUA CNYYAN

MaumenT [1., MyxunHa 58 net, obpatuncs ¢ xanobamu
Ha BblpaXKeHHOe ApoXaHue pyK (bonbLue neBoit), 3aMeaneH-
HOCTb JBVXKEHWM, LLIATKOCTb.

AnamHe3 3aboneBaHus. Co cnoB nauueHTa, boseH B Te-
ueHue cemu net. [lebroT 3aboneBaHns — ¢ TpeMopa NieBoM
PYKM, B [LabHENLIEM OTMETUN HE3HAUUTESIbHYI0 3aMefJieH-
HOCTb NeBbIX KOHEYHOCTEN, 0BpaTUNCA K HeBpoJIory, YCTaHoB-
neH auarHo3 bll, Hauata Tepanus aroHMcTamMu A0(GaMUHOBbIX
pevuenTopos. CMMNTOMaTMKa NporpeccupoBana, TpeMop JIeBoid
PYKW CTan HOCUTb MHBaMAM3UPYHOLLUMIA XapaKTep, YCUIUAUCH
CKOBaHHOCTb M 3aMe/i/IEHHOCTb, NPUCOEAUHMUIICA HE3HAUUTESTb-
HbI TPEMOP MPaBO¥ PYKK, CTan 0TMeYaTh LIATKOCTb. Hepes Tpu
roga nocne febtota 3aboneBanus K Tepanuu nobaBneHbl npe-
napatbl 1eBOAOMbI, YTO, CO C/IOB MaLMEHTa, NPMBENO K Yayy-
LUEHMI0 COCTOSIHUA! U CHWKEHWIO BbIPAXKEHHOCTU Tpemopa.
B cBa3n ¢ addeKkToM 0T NPOBOAMMON Tepanuu npenapatamm
NIeBOAONbI MALMEHT MOCTEMEHHO YBEIMYMA UX CYTOYHYH [03Y
£o 1500 mr/cyt. HecMoTps Ha BbICOKWE [03bl MPenapaTos,
TpeMop coxpaHsincs. MauneHT obpaluancs 3a KoHcymbTauuel
C LembK onpefenieHn s BO3MOXKHOCTU NPOBEAEHUs TaaMo-
TOMUM OKYCUPOBaHHLIM YNbTPa3ByKoM ¢ MPT-HaBurauven,
B OMEpaTMBHOM JeYyeHun BbiNo oTKasaHo. B TeuyeHue ropa
OTMeYaeT CHWXEeHWe NaMATH, 3NU30Abl «3KCTPaKaMMUHHBIX»
rannounHaumn (3pdekt npucytcrams). MpoBoauMan Tepa-
Mns Ha MOMEHT ocMoTpa: 6 TabneTok neBofona/kapbuaona
250 + 25 Mr B cyT, 4 TabneTkn npammneKcona B cyT, 2 Tabnetku
amaHTaguHa cynbdat 100 Mr B cyT, ¥ TabneTky KioHasenama
2 Mr BeYepoM.
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HacnepcTeeHHbIn aHaMHe3. [py onpoce nauueHTa faH-
HbIX 3@ OTArOLLEHHbII HAaCNeCTBEHHBIN aHaMHE3 CO CTOPOHI
poauTenen, nenyLiek, 6abyLiek, ouepu noayyeHo He Obino.
Ha KoHcynbTaumm nmpucyTcTBOBana A04Yb NauMeHTa, KOTo-
past yTO4YHWUNA, YTO ee CbiH (BHyK nmaumeHTa) ctpagaet CMB.
B panbHeMweM 6binu npefcTaBnieHbl pe3ynbTathl re-
HETMYECKOr0 WCCNEAO0BaHWA MO BbISBNEHUIO NOJMMOp-
¢usMa/MyTaumm reHa FMRT BHyKa M [04epu nauueHTa.
MoneKynspHo-reHeTUYeCKMiA aHanu3 noKasar, yto y BHYKa
nmeetca bonee 200 CGG noBTOpoB B MPOMOTOPHOW 30HE
reHa FMRI, 4yTo cOOTBETCTBYeT MyTauuu — M3MEHEHWS,
xapakTepHble ans CMB. Y pgoyepu mmeetcs ogHa annenb
¢ 29 CGG nostopamu 1 ofHa annenb ¢ bonee 90 CGG no-
BTOPaMu B NPOMOTOPHOM 30HE FeHa, YTO COOTBETCTBYET Mpe-
MyTaLWM reHa.

ConytcTBylowme 3aboneBaHus: CTPajaeT caxapHbIM
[MabeToM BTOPOro TUMa, OXKMPEHUEM TPETbEl CTeneHu, no-
nyyaet MetdopmuH 1000 Mr 2 pa3a B AeHb.

Hesponoruyeckuin ctatyc (BbisiBNeHHass natonorus):
MOHpeanbCcKas LIKana OLEHKU KOTHUTMBHBIX OYHKLMIA
27 bannoB, KpaTKas LUKana OLEHKU MCUXMYECKOro cratyca
27 6annoB, runocMms, runoMUMuS, riybokue pedpneKcbl CHU-
JKeHbl, rMnoKkuHe3ns S>D, BbipaXKeHHbIA BbICOKOAMMUTYL-
HbI¥ HU3KOYACTOTHBIN MOCTYPabHbIA TPEMOP U TPEMOP MOKOA
NeBON PYKM, NIErKMin TPEMOP MOKOSA NpaBo PyKK, MNOKMHE-
3us, Aipye BbIpaxeHHas B Horax, S>D, nanbue-Hocosyto npo-
By cneBa BbIMNOMHAET C MHTEHLMOHHBIM TPEMOPOM, KOJIEHHO-
MATOYHYI0 Npoby cneBa BbIMOMHAET C NETKOW AUCMETPUEN,
B Npobe Pombepra HeycTonuuB, noLLaTbiBaHWe BNEBO.

Yepe3s 2 4 nocne npuemMa 1,5 Tabnetok npenapara neso-
nona/kapoupona 250 + 25 Mr 0TMeYaeTcs NoNIoXKMTENbHas
OVHaMUKa B BUE CHUMEHWS BbIPAXKEHHOCTU MMMOKUHE3UN
¥ TpEMopa MOKOS, 0AHAKO CHUXEHWE BbIpaXKeHHOCTW NoCTy-
PanbHOr0 M UHTEHLMOHHOIO TPEMOpPA He3HaumMTenbHoe. Ynyu-
LLEeHWe N0 TPeTbel YacTh YHUOULMPOBAHHON LUKasbl OLEHKM
BN ¢ 39 po 17 6annos.

PesynbTathl MarHUTHO-pe30HaHCHOM TOMorpadum ronos-
Horo Mo3ra naumeHTa [1. npeAcTaBneHbl Ha PUCYHKE.

B cBA3W ¢ onMcaHHbIMKM WU3MEHEHWAMM MaLMeHTa Ha-
NPaBUIM Ha FEeHETUYECKOe WUCCNeAO0BaHWE MO BbISBIEHWIO
nonumopdusma/Mytaumu reHa FMRI. Bbino BbisBNEHO
107 CGG noBTOpOB B NEPBOI anfiesiv reHa, YTo COOTBETCTBYET
npeMyTaLum reHa.

TakuM obpa3oMm, npoBefieHHOe 0bCnefoBaHWe NoKasano
Hannume y naumeHta FXTAS, a He BIl, Kak pacueHuBanocb
paHee.

B cBA3M € HaNMUMEM «3KCTPaKaMNUHHOTO» FasloLMHO3a
NaLmMeHTy BbIN0 PEKOMEHA0BAHO CHUMEHWE [,03bl aMaHTaau-
Ha cynbhata u npamuneKkcona, 403a npenaparos J1eBOLOMbI
bbina coxpaHeHa. K Tepanumn gobaenen MeMaHTvH. lpeanpu-
HSiTa MOMbITKA Ha3HaYeHUs MPOMNpaHosIoNa, 0HaKO LieneBas
CyTOYHas [03a npenapara He 6bina LOCTUrHYTa MO NpUYMHE
pa3suTusa bpagmkapamu. C yyeToM Hanuuus BbipaXeHHOoro
NeBOCTOPOHHEr0 TPEMOpa MaLMEHT paccMaTpuUBAEeTCs Kak
KaHAMIAT Ha MHBA3MBHOE XUPYPriYECKOE JIEYEHME.
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PucyHok. PesynbTaTbl MarHUTHO-pe30HAHCHOM TOMorpaduu ronoBHOro Mo3ra naumeHTa [1., MyxunHa, 58 net. A. TunepuHTEHCUBHbIE
oyaru B 06nacTu cpeiHMX HoXeK Mo3euKa, FLAIR; b. TunepuHTEHCHMBHBIN cUrHan 0T Banka Mo3onuctoro Tena, 12-BU; B. Tunotpodus
MO3JKeUKa, MMNepUHTEHCUBHBIN CUTHaN OT BafMka Mo30siucToro Tena; I. NepuBeHTPUKYNSAPHEIN Nerkoapeos

Fig. 1. Results of magnetic resonance imaging of the brain of patient P., male, 58 years old. A. Hyperintensive foci in the region of the
middle legs of the cerebellum, FLAIR; b. Hyperintensive signal from the corpus callosum roller, T2-VI; B. Cerebellar hypotrophy, hyperin-

tensive signal from the corpus callosum roller; I'. Periventricular leukoareosis

3AKJTIOYEHUE

FXTAS ypensietca HefoCTaTOMHOE BHWMaHWe CO CTOPO-
Hbl MpaKTUKYIOLLMX HeBpoJioroB. BeposTHo, aaHHoe 3abone-
BaHME MOXET ObiTb Yallle AMArHOCTUPOBAHO Y MaLMEHTOB,
HabmoJalLWMXC B LEHTPaX, 3aHUMAIOLLMXCS AMarHOCTUKOM
W NeYeHUeM [BUraTeNibHbIX paccTpoiicTs. MpuBeaeHHbIe B CTa-
Tbe JIUTEPaTYpHbIA 0630p M OnMCaHWe KIMHMYECKOro Cryyas
HaLieneHbl Ha MoBblLLEHWe MHGOPMUPOBAHHOCTM Bpayei o 3a-
BoneBaHuK, 4TO MOMOKET He TOMBKO B OCTAHOBKE NMPaBUITbHOMO
AVarHo3a 1 nogbope Tepanuy NaLMEHTY, HO U CMOXKET NPOSUTh
CBET Ha BO3MOHYI0 NPUUMHY 3anob y uneHoB ero ceMbu.

AOMNOJIHUTENBbHAA UHOOPMALUA

Bknap aBTopoB. Bce aBTOpbI BHECNN CYLLECTBEHHbIN BKNAA
B NpOBeEeHe UCCNeA0BaHNA U NOATOTOBKY CTaTby, MPOY/N U 00-
Opunun GuHanbHY Bepcuio nepes NybnnKaume.

KoHtnuKT uHTepecoB. ABTopbl AeKnapupyrT OTCYTCTBUE SB-
HbIX 1 MOTEHUMaNbHBIX KOH(IMKTOB MHTEPECOB, CBA3aHHBIX C Ny-
BnMKaLmeit HacTosILLIEN CTaTbK.
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