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AHHOTALMSA

CvHapoM TpeMopa M aTakcum, accoLMMpOBaHHBIN C JIOMKOM X-XpOMOCOMOW, — 3T0 HEJ,aBHO OMMCaHHOE B IUTepaType Hen-
pofereHepaTBHoe 3ab0NieBaHue C HU3KUM MPOLIEHTOM BbISIBASIEMOCTY Y NALMEHTOB M0 NMPUYMHE HELOCTaTOYHON 0CBELOM-
NeHHocTV Bpaveid. KnuHuyeckas KapTWHa XapaKTepu3yeTcs BbICOKOW (EHOTMMMYECKON BapuabenbHOCTbI0 U COBMAflEHUEM
CMMMTOMOB C Jpyrumi, bonee M3BECTHLIMU ABUraTeNIbHbIMU PAcCTPOICTBAaMM, B CBA3M C YEM NALMEHTBI LIUTENIbHOE BpeMS
HabnopatoTes ¢ owmbouHbIMKM AuarHo3amu. B ctatbe obcyxpaetcs Bonpoc AuddepeHUManbHO AMArHOCTUKW CUHAPOMA
TpeMopa U aTakCcuu, acCOLMMPOBAHHOMO C JIOMKOW X-XPOMOCOMOW, C 3CCEHLManbHbIM TPeMOpoM, BonesHbio [apKuHCOHa,
MyNIbTUCUCTEMHOI aTpoduen, CnMHoLLepebenNIipHON aTakcKel 1 NPOrpeccupyoLLMM HaabAAEPHBIM napanuyoM. C Lenbio ge-
MOHCTpaLMU CNOXHOCTW [UarHoCTUKM aHHoro 3aboneBaHus NpefcTaB/ieHO OMUCaHWe Cydast FeHeTUYECKW NOATBEPKLEH-
HOro CMHAPOMA TPEMopa M aTaKCK, acCoLMMPOBAHHONO C JIOMKOW X-XpOMOCOMOM. OnuCaHHbIN KITMHUYECKUIA CyYai npea-
CTaB/ieH KOMOMHaLMel aCUMMETPUYHOTO UHBANIMAM3UPYHOLLLETO NOCTYpPaibHO-KMHETUYECKOr0 TPEMOpaA PYK, HE3HAUMTENBHOTO
TpeMopa MoKos, YMepeHHOW MO3XKEYKOBOW aTakCu1, aCMMMETPUYHOr0 YyMepeHHOro Aoda-yyBCTBUTENBHOMO CUHAPOMA nap-
KWUHCOHM3Ma, NErkUX KOrHUTUBHBIX HAapYLUEHWUI U MCUXOTUYECKWUX paccTPoicTB. oapobHo onucaHa He TOMbKO KIMHWUYECKas
KapTuHa 3aboneBaHus, HO W HacNeACTBEHHbIM aHAMHE3 MauMeHTa: pe3ynbTaTbl FEHETUHECKOr0 WUCCNeA0BaHNUA A0Yepn —
HOCUTENbHULBI NpeMyTauum reHa FMRT v BHyKa, cTpagatoulero cuHapoMoM MaptuHa—benn. OcobeHHOCTbI0 KMHWMYECKoro
cyyas SBNSeTC AnUTeNbHOe oWwnboyHoe HabmofeHWe naumeHTa ¢ AMarHo3oM «bonesHb [MapKuMHCOHa», a Takxe MpoBo-
[MMas Tepanus BbICOKMMM [03aMM NpenapaToM iesogona/kapbuaona 250 + 25 mr (no 6 TabneTok B cyT). pyn M3yyeHun go-
CTYMHOM 0TeYeCTBEHHOM NUTEpaTypbl ONUCaHHbIX paHee CilyyaeB CUHAPOMaA TPEMOPA M aTaKCU, acCoLMMPOBAHHOTO C JIOMKOM
X-XpoMocoMoK, 06HapyKeHo He 6biso.

KnioueBble cnoBa: 6onesHb lNapkuHcoHa; reH FMRT; noMKkas X-XxpoMocoMa; MyNbTUCUCTEMHas aTpodus; CUHAPOM aTaKCcuy;
cMHApoM TpeMopa; FXTAS.
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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 FMRT 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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JVICKYCCAM

AKTYAJIbHOCTb

CvHapoM TpeMopa U aTakcu, acCOLMMPOBAHHBIN C JIOM-
Ko X-xpoMocomoit (fragile X tremor ataxia syndrome,
FXTAS) — 3T0 HelpopereHepaTUBHOe 3abosieBaHmMe C No3[-
HWAM HayanoM, pa3BUBAIOLLEECS MPU HalMuMK NpeMyTauum
B reHe FMR1 (fragile X mental retardation, reH ymMcTBeHHol
OTCTaNIoCTH, acCOLMMPOBaHHbLINA C JIOMKOW X-XpOMOCOMOW).
Mockonbky FXTAS 6bin BniepBble onucaH B MTepaType OTHO-
CUTENbHO He,ABHO, XapaKTepu3yeTcs BbICOKOW heHoTMnnYe-
CKOM BapuabenbHOCTbI0 M COBMAafeHNeM CUMMTOMOB C Apyru-
My, boniee M3BECTHBIMU [1BUraTeNbHBIMU PacCTPOUCTBAMH, Er0
PeAKO pacro3HakT, NpU 3TOM MauMeHTbl ANUTENbHO Habnto-
Jal0TCA € oWwMboYHbIMK anarHo3amu [1, 2]. loctaTouHo Ya-
cT0 naumeHTam ¢ FXTAS BbICTaBnAKTCA CneayoLime auarHo-
3bl: 3cCeHUManbHbIA Tpemop (3T), bonesHb MapkuHcoHa (BIT),
MynbTucucTeMHas atpodms (MCA), cnuHouepebennspHas
atakeus (CLA) v paxe nporpeccupylowmii HaabaaepHbIN
napanuy (MHI).

MATEPUAJIbl U METOAbI

B cTaTbe npoaHanM3uMpoBaHbl U UCMOSb30BaHbl AaHHbIE,
ony6/IMKOBaHHbIE B OTKPbITbIX OTEYECTBEHHLIX M 3apybe-
HbIX NINTEPaTypHbIX UCTOYHMKAX, NOCBALLEHHbIX ANArHOCTU-
Ke FXTAS. Takoke mpepncTaBneHo onmcaHue CobCTBEHHOrO
KIIMHMYeCKOro HaboieHNs reHeTUYECKN NOATBEPIKAEHHOT0
FXTAS.

OBCYXAEHWUE

leH FMR1 HaxomuTCs Ha ASMHHOM Mfieye X-XpOMOCOMbI
B fIoKyce Xq27.3, conepxuT 17 3K30HOB, 0xBaTbIBaET 38 Thl-
CAY Nap HyKkneoTupoB M Kopupyet 6enok FMR1, cBasbiBa-
towwmiics ¢ PHK v nonucomMamn v npuHMMaroLwmin yyactue
B TpaHcnAUmu. [laHHbIN 6enloK HeobX0AMM Ans HopManbHOro
KOTHUTUBHOTO Pa3BUTUS, a TaKXKe COXPAHEHUS EHCKON pe-
NPOLYKTUBHON ByHKLMM [3].

B HopMe B reHe FMR] npucytctBylOT 0T 5 10 54 TpuHy-
KneoTuaHbix noBTopoB CGG. YBenuueHne KonuuyecTBa Tpu-
Hykneotnaos (>200 nosropos CGG) NpMBOANT K HapyLUEHWO
cuHTe3a benka FMRT v natonorum passutus HepBHOW cH-
cTeMbl — cuHapoMy MaptuHa—benn (CMB), oH e cuHapoM
nomKon X-xpoMocoMbl [4]. CMb siBnsieTcs Hanbonee pacnpo-
CTPaHEHHOMN MPUYMHON HACNeACTBEHHOW YMCTBEHHOM OTCTa-
NOCTU M PacCTPOMCTB ayTUCTUYECKOro cnekTpa. Pacnpoctpa-
HeHHocTb CMb coctaBnset 1 cnyyaii Ha 2500-7000 myxumH
n 2500-11000 »eHwmH [5]. bonblumHcTBO My)4MH ¢ CMB
MMEIOT YMCTBEHHYI0 OTCTaOCTb (B OCHOBHOM B CMEKTpE ay-
TM3Ma), NOBEAEHYECKME CUMMTOMBI, BK/II0Has TPEBOTY U fe-
GUUMT BHUMaHMA. CuMNTOMBI Y eHwwmH ¢ CMB BapbupytoT
OT JIErKOW [0 TAXKENOW CTeNneHU W MPOSBASIOTCA TPYAHOCTHIO
B 00y4eHUM 1 B3anMooTHoLeHmsX [5]. CunTtaetcs, 4to MyTa-
uus npu CMB npuBoauT K notepe ¢yHKUMM benka. Hanpo-
TMB, npemyTauus B rede FMRT (ot 55 go 199 nostopos CGG)
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ABNSAETCA NPUUMHON CBEpX3Kcnpeccun reHa FMR], B pesynb-
TaTe KOTOPOM KOnAM4ecTBo cooTeeTcTBytoweir MPHK yBenu-
unBaetcs B 2—10 pa3 B cpaBHeHUM C HOpMoii [6]. B pesynb-
TaTe reHepupyloTcs 6eNKu, KoTopble HaKanIMBalOTCS B BUAE
YOMKBUTMHMPOBAHHBIX BKITOYEHWI B HEMPOHAX W acTpoLmTax
Mo3ra.

B HacTosLLee BpeMs NpefoXeHo UCMofb30BaTb TEPMUH
«COCTOSIHUS, acCOLMMPOBaHHbIe ¢ NpeMyTauuen reHa FMR1»,
KOTOpbI/ BKIIOYAET CMHAPOM MepBUYHON 0BapUasbHON Heao-
cTatouHocTy Y XeHLwmH (fragile X-associated primary ovarian
insufficiency, FXPOI), FXTAS n apyrve MeHee onpefenieHHble
COCTOSIHMS, COMPOBOXAAIOLLMECS LIMPOKUM CMIEKTPOM MCUXU-
YeCKMX paccTponcTs [5].

FXTAS Moryt cTpagaTb M KEHLUMHbI, OAHAKO 4acToTa
Pa3BUTUS CUHAPOMA 3HAUUTENBHO HUKe. TonbKo 16 % xeH-
WMH — HOCUTENbHUL, NpemyTauuu reHa FMRIT ctpapatot
[aHHbIM 3300/1eBaHMEM, B TO BPEMS KaK Y MyXUWH OHO pas-
BuBaeTtcs B 40 % cnyqyaeB. B 10 e BpeMs npeMyTaLms MoxeT
cthopmmpoBatbes y 1 13 200 xeHwmH u y 1 13 400 MyKUmH,
YTO NpMBOAMT K Bonee cbanaHCMpOBaHHOMY COOTHOLLEHMIO
nonos [/, 8].

KnuHuuecku FXTAS obbiuHO nposiBnisieTcst nocne 50 ner.
Yawe nebloTmpyeT ¢ KMHETUYECKOro Tpemopa, B [anbHeld-
LLeM NPUCOEAMHSIOTCA 3IEMEHTHI MO3XKEUKOBOM aTakcum [7].
YacToTa pa3BuTus TpEMopa 3aBUCUT OT BO3pacTa nauueHTa:
B Bo3pacte oT 50 fo 59 neT oH BbisBnseTcA TonbKO Y 17 %
bonbHbIX, 0T 80 fo 89 net — y 75 % [4]. Momumo Tpemopa
1 aTakcum y naumeHToB ¢ FXTAS yacTo BbISBNAIOTCA CUHAPOM
MapKUHCOHM3Ma, rMa30fBUraTeNlbHble PacCTPOMCTBA, HEBpO-
naTuv 1 BereTaTUBHbIE HapyLLeHus. MoryT BcTpeyaTbcs Kor-
HWUTUBHbIE HapYLUEHMS, NPU 3TOM Y JKEHLUMH OHU BbISBNEHDI
MUHUManbHo [1].

Mporpeccupytolas MO3KEYKOBas aTaKCUs MOXKET sB-
NATbCA eAMHCTBEHHBIM KJIMHWYECKUM NpPOSIBNIEHUEM MpU-
MepHo y 20 % naumeHToB. B cBA3M € 3TMM TecTMpOBaHKe Ha
onpegeneHue npemytauuu B reHe FMRT MoxeT bbiTb no-
Ka3aHo nuuaM B BospacTe ctapiue 50 net ¢ HeobbsACHUMON
MO3eUKoBOW aTaKkcuen [9].

CWHIPOM NapKMHCOHWM3MA Y 6ONBLUMHCTBA NaLMEHTOB
¢ FXTAS npoTeKaeT ¢ Nerkoi purigHocTbio, B D0NbLUMHCTBE
cnyyaeB — 6e3 TpeMopa nokos [9]. TakxKe onucaHbl cnyyaun
aTUMNUYHON KIIMHUYECKOW KapTuHbI ¢ HanuumueM xopew [10].

Bo3MoxHble HelipoBK3yann3aLMOHHbIE W3MEHEHWS NpH
BbinonHeHun MPT ronosHoro Mo3ra y nauuenToB ¢ FXTAS [11]:

* [MaBHble NPU3HaKK:

1) nopaxeHue benoro BeLEeCTBA CPELHUX HOMEK MO3-
Keuka (Bctpeyaetcs y 60 % 6onbHbIX MyXUMH 1 13 % xeH-
LLNH);

2) nopaxkeHne Genoro BeLlecTBa BajMKa MO30/MUCTOrO
Tena (Yalle BCTPEYaeTCa Yy BONbHbLIX MYXUMH);

* [OMOJHUTESIbHbIE MPU3HAKM:

1) obLas aTpodus roNOBHOMO MO3ra;

2) obuee nopaxeHue benoro BeLLecTa rofloBHOMO Mo3ra.

FXTAS nporpeccupyeT MefJIeHHO, NPOLOJIKUTENBHOCTD
Xu3Hu nocne febrota 3abonesaHus MoxeT pocturath 20 neT.
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InddepeHumansHas auarHoctuka FXTAS nposoputcs
y naumentos ¢ 3T, BI1, MCA, CLLA v MHI. B tabn. 1 npu-
BeAeHbl AaHHble anddepeHUManHon auarHocTukn FXTAS,
3T, BM, MCA, CLLA v [THN no Bo3pacty AebtoTa 3aboneBaHus,
TAXECTU TeYeHMs, TEMMY NPOrpeccMpoBaHusa W NPOLOMKM-
TENbHOCTU XMU3HU Nocne AebtoTa 3aboneBaHus.

B Tabn. 2 npuBepeHbl faHHble auddepeHuManbHon ama-
rHocTukm FXTAS, 3T, BIl, MCA, CLLA v IMHI no BcTpeyaeMocTu
TpeMopa, aTaKCuu, MapKWHCOHM3Ma W rNa30ABUraTesbHbIX
HapyLUEHWN.

leHeTUYeCKoe KMccnefoBaHWe NMPOBOAMTCA NMyTeM onpe-
OeneHns yncna HykneotuaHblx noetopos CGG B reHe FMR1

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

Boapacr Taxkectb [poAoNKMTENBHOCTD HM3HM
3abonesaHue Temn nporpeccupoBaHms
JebioTa 3aboneBaHus nocne febiota 3abonesaHus
FXTAS Mocne 50 net PaznnyHas MeaneHHbIi 20 net
T BapuabenbHbIn (55,8 + 15,1 neT): OTHocuTenbHO OueHb MeNeHHbIN CooTBeTcTBYET CpeaHeit
HacneACTBEHHas W CnopajnyecKan MArKas MPOACIIKUTENBHOCTM JKMU3HM
hopMbl 10 65 NeT; ceHumbHas pervoHa NpoXxmuBaHms
dbopma nocne 65 net
b 58,4 + 11,0 net Pasnnynas YMepeHHbIN 15 net
CLA Pasnnynblii: CLA 1-3-30-40 ner; PasnunuHas PasnunuHbIi Pa3snuuHas; bonee paHHss cMepTb
CUA 6: 52 + 12 net ¢ bonee paHHUM BO3pacToM
Havana; CLLA 6 — HopManbHas
MCA 56 net Taxkenas BricTpbii 9-10 nert
MHMN 60-70 net Taxenan OyeHb bbicTpbIN 6-8 nert
Tabnauua 2. InddepeHumnansHas amardoctuka FXTAS, kKnuHuyeckas kapTuHa (agantupoBaHo u3 [12])
Table 2. Differential diagnosis of FXTAS, clinical picture (adapted from [12])
3aboneBaHue Tpemop Ataxcus MapKUHCOHM3M I'naao,u,auraI ENbHEIE
paccTpoincTBa
FXTAS 77 %, 41-66 % 29-32% MoryT BcTpeyatbes
KUHETUYECKMIN> MNOKOS,
PyKM>> ronoBa
T Kunetnyeckuin 25-98 %; 50 % 64 % 35-41%
MHTEHUMOHHBIA 33-89 %;
noctypanbHbiit 80 %;
nokos 1,9-46,4 %;
PYKM>> rof0Ba> rosoc
N Mokos 38,9 % - 06nuraTHbIi CMHLPOM MoryT BCcTpeyartbcs
(TpeMop-AOMUHaHTHas
tdopma)
CLA MocTypanbHbIi BoisBnsieTcs Bo BCex Mo3xeT BCTpeyaTbCs MoryT BCTpeyartbes
1 MHTeHUMOHHbIA Npu CLA 2, cnyyasix, 3a UCKItove- npu CLA 2, 3, 17, 21 npuCUA 1,2, 3,5,6,7,8, 14,
12, 15, 20, 27 Huem CLIA 17 n JPTITA 28, 37
(MOXXeT 0TCyTCTBOBATh)
MCA Jo 80 % MCA-: no 40 %; MCA-TT no 98 %; MoryT BCcTpeyaTtbca
MCA-M: po 100 % MCA-M oo 73 %
MHMN o 42 % EanHnyHble onncanma TUNWUYHBIA NapKUHCO- YacTto; MoXKeT ABnATbCA

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

KputepueMm OuarHoCTmKu

pumeqarue. MCA-Il — MynbTUcucTeMHas atpodus, napkuHcoHudeckuii Tn; MCA-M — MynbTucucTEMHas aTpodns, MO3XKEUKOBIN TUM;
[OPNJIA — peHTtaTopybpo-nanMaononcoBa atpodus; >> — 3HaK «Halle»; > — 3HaK «0onbLue».
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¢ nomolwpbto MUP-anartocTmku. [laHHoe uccnenoBaHue B Ha-
cTosiiee BpeMsi sBnsetcs obuwiepoctynHbiM. CMB, FXPOI
n FXTAS 06bl4HO BBISBASIOTCA B OQHUX M TEX JKe CEMbSX.
TonbKo MHPOPMMPOBaAHHBIN 06 0COBEHHOCTAX HAceA0BaHUs
LaHHOro 3abosieBaHNA Bpay CMOXET NPeANOXMUTb TeCTUPOBa-
HWe Ha Hannuue MyTaumu/npemyTauum B reHe FMRT y uneHoB
ceMbm naumeHTa ¢ CMB. HecMoTps Ha TO YTO Y MKEHLUMH —
HocuTenbHUL nNpemyTauun FXTAS passuBatoTcs pexe, YeM
Y MY)XUMH, OHU NMOABepKeHbl pucky passutus FXPOI, koto-
pbliii NpencTaBnseT cobon Hambonee Hacnepmyemyo dopmy
npexaeBpeMeHHON MeHOMay3bl UM paHHEN HeA0CTaTOHHOCTH
ANYHMKOB. KpoMe Toro, Y MEHLUMH — HOCUTENbHULL NpeMy-
Taumu MoryT Habmopatbcs bonee BbICOKWE MOKa3aTeNn Ncu-
XMYECKUX CUMMTOMOB, BKJIK0Yas TPEBOrY, CUHAPOM AeduunTta
BHUMaHWS U TMNepaKTUBHOCTY, AENPECCUIo, DECCOHHULY, Xpo-
HWUYECKYI0 YCTaNoCTb U XPOHUYECKUiA 60NEBON CUHLPOM.
Jleuenne FXTAS cumnToMaTuyeckoe. Koppekumsa nocty-
PasibHOr0 U KMHETMYECKOTO TpEMopa MOXKeT BbITb NpoBeae-
Ha bBeTa-appeHobnokaTopamu, a TaKxe ApyrYMW rpynnamu
npenapaToB, peKOMeHA0BaHHbIX Ans neyenus 3T. JleBogona
MoKasaHa B C/lyyae BbIIBIEHUS CUHAPOMA MapKUHCOHNU3Ma.
KOrHWUTMBHbIE HapyLUeHWs, MCUXOTUYECKMe PacCTpOMCTBa,
a TaKXe TPEBOXHOCTb U JENpeccuio CnefyeT KOppekTUpo-
BaTb N0 MPUHUMNAM TEpanuM AaHHOM cMMNTOMaTUKK npu BI1.

KTMHUYECKUI CNYYAI

MaumeHT [1., MyxxunHa 58 neTt, obpatuncs ¢ xanobamm
Ha BblpaXKeHHOe ApoXaHue pyK (bonbLue neBoit), 3aMeaneH-
HOCTb JBVXKEHWH, LLIATKOCTb.

AnamHe3 3aboneBaHus. Co cnoB nauueHTa, boneH B Te-
ueHue cemu net. [lebroT 3aboneBaHns — ¢ TpeMopa JieBoM
PYKM, B [LanbHENLIEM OTMETUNT HE3HAUUTESbHYIO 3aMe[JIeH-
HOCTb J1EBbIX KOHEYHOCTEMN, 0BpaTUICS K HEBPOOTY, YCTaHOB-
neH auarHo3 b1, HauaTta Tepanus aroHucTamMu Bo0GaMMHOBbIX
peuenTopoB. CMMNTOMaTMKa NporpeccupoBarna, TPeMop JIeBoid
PYKW CTan HOCUTb MHBaNMAM3MPYIOLLUMA XapaKTep, YCUIIUCh
CKOBaHHOCTb 1 3aMe/i/IEHHOCTb, NPUCOEAUHUIICA HE3HAUUTESTb-
HbIA TPEMOP NPaBO¥ PYKK, CTan 0TMeYaTh LIATKOCTb. Hepes Tpu
roga nocne febiota 3aboneBaHus K Tepanuu fLobaeneHb npe-
napatbl 1eBOAOMbI, YTO, CO C/IOB MaLMEHTa, NPMBENO K Yayy-
LUEHWI0 COCTOSIHUS W CHUXKEHWUIO BbIPAYKEHHOCTU Tpemopa.
B cBs3u ¢ addeKToM 0T NPOBOAMMON Tepanuu npenapatamm
NeBOOMbl NALMEHT MOCTEMEHHO YBEIMYWI UX CYTOYHYI0 [03Y
po 1500 mr/cyT. HecMoTpsl Ha BbICOKME A03bl MpenapaTos,
TpeMop coxpaHsncs. aumneHT obpaluancs 3a KoHcynbTauuel
C LeMbi oMnpefenieHns BO3MOXKHOCTU NPOBEAEHUs TaniaMo-
TOMUM OKYCUPOBAHHBLIM yNbTpasByKoM ¢ MPT-HaBuraumen,
B OMepaTMBHOM JeyeHUn Bbino oTKasaHo. B TeueHue ropa
OTMEYaET CHUKEHWE MaMATH, 3NM30Abl «3KCTPAKaMMUHHBIX»
rannounHaumn (3ddekt npucytcrams). MpoBoauMan Tepa-
MU Ha MOMEHT ocMoTpa: 6 TabneTok neBofona/kapbupona
250 + 25 Mr B cyT, 4 TabneTky NpaMMNeKcona B CyT, 2 TabneTku
aMmaHTaguHa cynbdar 100 Mmr B cyT, % TabneTky KoHasenama
2 Mr BeYepoM.
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V13BecTua Poccmiickonm
BOEHHO-MeAVLIMHCKOM akafeMum

HacnepactBeHHbIM aHaMHe3. [1pu onpoce naumeHTa faH-
HbIX 3a OTATOLLEHHBIN HACNeLCTBEHHbIN aHAMHE3 CO CTOPOHbI
poauTenen, fenyLiek, 6abyLiek, Jouepu noayyeHo He bbino.
Ha KoHcynbTaumm npucyTcTBOBana A0Yb NauMeHTa, KOTO-
pas YTOUHWNA, YTO ee ChbiH (BHYK MauueHTa) ctpagaet CMB.
B panbHeweM 6binu npefcTaBneHbl pe3ynbTathl re-
HETMYECKOr0 WCCNeA0BaHWA MO BbISBNEHUIO NONUMOp-
¢u3Ma/myTaumum reHa FMRT BHyKa M [o4epu NauMeHTa.
MoneKynspHo-reHeTUHECKUI aHaU3 MoKasas, YTo Y BHYKa
nmeetca 6onee 200 CGG noBTOpoB B MPOMOTOPHOW 30HE
reHa FMRI, 4To COOTBETCTBYET MyTaLUMM — WM3MEHEHUS,
xapaktepHble ans CMB. Y poyepu uMeetcs ogHa annenb
¢ 29 CGG noeTopamu 1 opHa annenb ¢ bonee 90 CGG no-
BTOPaMK B MPOMOTOPHOM 30HE FeHa, YTO COOTBETCTBYET npe-
MyTaLWUK reHa.

ConyTtcTBylowe 3aboneBaHus: CTpajaeT caxapHbIM
[AnabeToM BTOPOro TWMa, 0XKUpEHUeM TPeTbel CTeneHu, no-
nyyaet MeTdopmmun 1000 Mr 2 pasa B AeHb.

HeBponoruyeckuit ctatyc (BbisiBIeHHass natosiorus):
MOHpeanbCKas LUKana OLEHKU KOTHWUTUBHBIX (BYHKLMIA
27 bannos, KpaTKas LUKana OLEHKU MCUXMYECKOro cTaTyca
27 bannos, rMnocMms, ruNoMUMuS, riybokue pednexchbl CHU-
KeHbl, runokuHesus S>D, BbipaXKeHHbIN BbICOKOAMMUTY -
HbI/ HU3KOYACTOTHBIN NOCTYpasbHbIA TPEMOP M TPEMOP MOKOS
NeBOVA PYKW, NETKUIA TpEMOP MOKOS NPaBO PyKM, MUMOKUHE-
3us, Aipye BblpaxeHHas B Horax, S>D, nanbLe-Hocosyto npo-
Oy crieBa BbINOHAET C MHTEHLMOHHBIM TPEMOPOM, KOJIEHHO-
NATOYHYI0 Npoby cneBa BbIMOSHAET C NIETKOW OUCMETPUEN,
B npobe Pombepra HeycToNuMB, NowwaTbIBaHWE BIEBO.

Yepes 2 y nocne npuemMa 1,5 Tabnetok npenaparta neBo-
pona/kapéugona 250 + 25 Mr oTMevaeTcs MooXMTeNbHaS
OVHaMUKa B BUE CHUMEHWSA BbIPAXKEHHOCTU TMMOKVUHE3UN
1 TPEMOpA MOKOS, OHAKO CHUMEHME BbIPaXKEHHOCTW NOCTY-
PpasibHOro W MHTEHLMOHHOMO TPEMOpA He3HAUUTENbHOe. Ynyuy-
LLeHWe Mo TpeTbelt YacTu YHUPULMPOBAHHOM LLIKanbl OLIEHKH
BN ¢ 39 po 17 6annos.

Pe3ynbTatbl MarHUTHO-pe30HaHCHOM ToMorpadum ronos-
Horo Mo3ra naumeHTa [1. npeAcTaBneHbl Ha PUCYHKE.

B cBfi3n ¢ onucaHHbIMKM M3MEHEHWAMU MauMeHTa Ha-
MpaBWiM Ha FeHeTUYECKOe WCCef0BaHWE MO BbISIBNIEHUIO
nonumopdusma/mytaumu reHa FMR1. Bbino BbisIBNEHO
107 CGG noBTOpOB B NEPBOIA anfiesiv reHa, YTo COOTBETCTBYET
npemyTaLyum reHa.

Takum 0bpa3oM, npoBefeHHOe 0bcnefoBaHMe MoKa3ano
Hanmume y naumenta FXTAS, a He BIl, Kak pacueHvBanoch
paHee.

B cBA3M € HaNMUMEM «3KCTPaKaMMUHHOTO» FaloLMHO3a
nauueHTy ObiNo PeKOMEHJ0BAHO CHUMXEHWE [,03bl aMaHTau-
Ha cynb®ara 1 npamMunexcona, A03a NpenapaTos JIEBOAOMbI
bbina coxpaHeHa. K Tepanumn gobaenen meMaHTuH. lpeanpu-
HATa NOMbITKA Ha3HaYeHUs NPOMNpaHoona, 0HaKO Lienesas
CyTouHas [03a npenapara He 6blna JOCTUrHYTa N0 NpUYMHE
pa3suTusa bpagmkapamu. C yyeToM Hamnums BbipaXKeHHOro
NeBOCTOPOHHEr0 TPeMopa MauMeHT paccMaTpUBaeTCs Kak
KaHOMAAT Ha MHBa3UBHOE XMPYPrUYecKoe IeYeHme.




Russian Military Medical
Academy Reports

DISCUSSION

Vol .43 (&) 2024

¥
E AR
r
PucyHok. PesynbTaTbl MarHUTHO-pe30HAHCHOM TOMOrpaduu ronoBHOro Mo3ra naumeHTa [1., MyxunHa, 58 net. A. TunepuHTEHCUBHbIE
oyaru B 0011acT1 cpeiHMX HoXeK Mo3euKa, FLAIR; b. TunepuHTeHCHMBHBINA cUrHan oT Bannka Mo3onuctoro Tena, T2-BU; B. Tunotpodus
MO3JKEeYKa, MMMNepUHTEHCUBHBIN CUTHaN OT Bafuka Mo30sincToro Tena; I. NepuBeHTPUKYNSAPHBIN 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 BHWMaHMe CO CTOPO-
Hbl MPaKTUKYIOLLMX HeBpOJoroB. BeposiTHo, aaHHoe 3abone-
BaHMe MOXET ObiTb Yallle AMArHOCTUPOBAHO Y MaLMEHTOB,
HabmoJalWMXCA B LEHTPaX, 3aHUMAIOLLMXCS AMarHOCTUKON
W NIEYEHVEM [IBUTaTeNTbHbIX PaccTPoMCTB. MpuBEAEHHbIE B CTa-
Tbe JIUTEPaTypHBbIA 0630p U OMMCaHWe KIIMHUYECKOrO Cilyyast
HaLlenleHbl Ha MoBbILLIEHWe MHGOPMUPOBAHHOCTM BpaYen 0 3a-
BonieBaHNM, UTO MOMOXET He TOJbKO B MOCTAHOBKE MPaBUIBHOTO
[marHosa v nogbope Tepanuy MauMeHTy, HO M CMOXET NPOSUTL
CBET Ha BO3MOHYH NPUUMHY 3Kanob y uieHoB ero ceMbu.

AOMNOJIHUTENbHAA UHOOPMALUA

Bknap aBTopoB. Bce aBTOpbl BHEC/W CYLLECTBEHHBIA BKNAA
B NPOBEEHMe UCCIEA0BAHNUA U MOATOTOBKY CTATb, NPO4SIM U 0L0-
Opunun GuHanbHy Bepcuto nepes NybnKaumei.

KoHnuKT uHTepecoB. ABTOpbI AeKIapupyOT OTCYTCTBUE SB-
HbIX W MOTEHLMANbHbIX KOH(DJIMKTOB MHTEPECOB, CBA3AHHBLIX C Ny-
BnMKaLmeit HacTosILLLIEN CTaTbK.
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WcTounuk dpuHaHcupoBaHms. OuHaHcupoBaHWe faHHoM pabo-
Tbl He MPOBOANIOCh.
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