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BBeaeHue

CnuHouepebennspHas atakcusa 1 tuna (CLLA
1 Tuma) — 3TO Nporpeccupymoliee HelipoJiereHe-
paTHUBHOe 3a60JieBaHUe, BbI3BAaHHOE 3KCIAHCH-
el HYKJIeOTUAHBIX nocyeoBaTteabHocTed (CAG-
noBTOpoB) B 8-M 3k30He reHa ATXN1 c ayTocoMHo-
JIOMUHAHTHBbIM THUIIOM HacjeJoBaHus [1].

dnujeMuosiorus 3abojieBaHusa B CpeJJHEM CO-
ctaBaseT 1-2 caydaa Ha 100 000 yenoBek, of-
HAaKO CYIIeCTBYIOT PerUOHbI C 60Jiee BbICOKUM
ypoBHeM 3a60JieBaeMoCTH. Bo BcéM mupe CILA 1
THUIA BBISBJISETCSI NPUMEPHO y 6% NaIUeHTOB C
ayTOCOMHO-JOMUHAaHTHON MO3KEeYKOBOH aTak-
cueil. OJHAKO 3TOT NMOKasaTesb 3HAYUTEJNbHO Ba-
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pbUPYETCS B 3aBUCUMOCTH OT 3THUYECKOU NpU-
Ha/lJIeX)KHOCTU U reorpadudeckoro peruona. Co-
riacHo uccaegoanuio D. K. Jin et.all,, CIJA 1 Tuna
He OblJla BbIsIBJIeHA cpeAd nanueHToB HKHOU
Kopewu, cTpasamwiyux ayToCOMHO-IOMUHAHTHOHN
aTakcueH, B To BpeMsl Kak B BocTtouHoit Cubupy,
o AaHHbIM [I1aToHoBa P.A. u coaBT., CIIA 1 Tumna
B 100% cay4asax BbIABJIASAETCH Yy NALUEHTOB C ay-
TOCOMHO-AOMUHAHTHOU aTakcueit [2, 3, 4, 5]. B
AxkyTun u3-3a AJAUTEJbHOU reorpadpuyeckou u
OTHOCHUTEJIbHON 3THUYECKOU M30JIMPOBAHHOCTH
32060J1eBaeMOCTb HaCJeICTBEHHON MO3Ke4KOBOH
aTaKCUeHl cpeau MOMYJSIUU IKYTOB JIOCTHUIJIA
38,6 Ha 100 ThICc. HaceJieHUS B CBSI3U C YEM BBICO-
KUU ypOBeHb pacnpoCTPaHEHHOCTH 60J1e3HU 6bLI
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OlleHeH KaK «CUOUPCKUHM oyar» HakomieHus CLIA
1 Tuna — KpynHeHui B Mupe.

[IpuynHo pasButus CLA 1 Tuna saBasercs
yBesnndenue CAG-nosTopoB B reHe ATXN1 snokyca
6p22.3. CAG-noBTOpbl — 3T0 y4yacTku [AHK ¢ MHO-
rOKpaTHO MOBTOPAKIIUMUCS TPUILJIETAMU HyKJIe-
OTHU/IOB (IIMTO3UH-3IeHUH-TyaHuH). YyacTtku JTHK
¢ HernpepbIBHbIMU CAG-MTOBTOpPAMU COJiepKaT B OJi-
HOM WUJIM B HECKOJIbKMX MeCTax MepepbiBbl BCTAB-
KaMM TPHUILJIETA HYKJIEOTH/I0B LIUTO3UH-aJeHUH-
TUMUH TaK HasbiBaeMble CAT-nnepepniBbl. B HopMme
kosindyecTBo CAG-OBTOPOB BapbUpyeTcs B Mpeje-
Jaax ot 6 o 38 ¢ 1-3 CAT-nepepbriBaMu, KOTOPHIE,
Kak MpeJIoJaraeTcs, y4acTBYIOT B NOAJepKaHUU
CTabUJIbHOCTU TPUHYKJIEOTHU/IHOTO y4acTKa BO Bpe-
M3 pennkanuu JJHK. CuMnToMbl 3a60/1€BaHuUS Bbl-
SIBJISIIOTCS PU Haauuuu 39 u 6osiee CAG-IOBTOPOB.

KneTouHnble MexaHu3Mbl natoreHesa CIJA 1 Tuna
006YyC/I0BJIEHbl HAJIMUUEM MYTAaHTHOTO 6eJiKa aTaK-
cvHa-1. besiok akcnpeccupyeTcsi B HEMpOHaX U KJIeT-
kax minu [THC, B Mo3keuke aTakCUH-1 JIOKaJIM30BaH
KaK B LIUTOIJIa3Me, TaK U B sipe KJIeToK [lypKuHbe.
YBesnnueHnune CAG-noBTopoB B reHe ATXN1 npuBoauT
K 9KCIIaHCUHU MOJUIJIYTAMUHOBOIO TPAaKTa aTaKCH-
Ha-1, BbI3bIBas TEM CaMbIM MOJIMIJIYTAMHUHOBBIN Me-
XaHHU3M MPUOOPETEHUST HOBBIX HEUPOTOKCUYECKUX
byHKUUY, TpUBOAALLMH K pa3BuTHIO CLIA 1 Tuna.

CymecTByeT npsiMasi B3aUMOCBSI3b MEX/Y KO-
sndectBoM CAG-IOBTOPOB U TSXKeCTbIO 3ab0JeBa-
Hus (4eM 6osibliie CAG-IOBTOPOB, TEM TsKeJIee OHO
nporekaet). Takxe cylecTByeT o6paTHasl B3au-
MOCBSI3b Mex /1y KosinduecTBOM CAG-IOBTOPOB U /Jle-
610TOM 3a60s1eBaHus (ueM MeHblle CAG-IOBTOpPOB,
TeM Mo3XKe Ae6GTUPYyeT 3a60j1eBaHKe). Y nalueH-
TOB C 6oJsiee 4yeM 52 CAG-nmoBTOpaMu 3a60JieBaHUe
IPUBOJAUJIO K TSKEJION MHBAIMU3AllMU B IEPBble
5 seT. [leHeTpanTHOCTB CIJA 1 TUna coctasssieT 60-
Jiee 95% B ceMbsIX C pAHHUM /1e06I0TOM.

Mopdosorudecku assa CIJA 1 Tuma xapakTep-
Ha JlereHepanuys Mo3e4yKa U CpeJJHUX ero HOXeK,
CTBOJIA Mo3ra ¢ aTpoduell BeHTpaJIbHBIX OT/EJ0B
MOCTa, Tubejib HEMPOHOB HUXKHEH OJIUBBI, ABUra-
TeJbHbIX HEHPOHOB CIMHHOI0O Mo3ra u nepude-
puyecKkod HepBHOU cucTeMbl. [loMUMO 3TOroO Ha-
6J110/jaeTCsl leMYeJIMHU3al sl U paHHss aKTUBaLUs
acTPOLUTOB U MUKPOI/IUH [6].

Je6toT CLA 1 Tuna npuxoAuTCs Ha TpeTbe-yeT-
BEPTOE JeCSATUIETUS )KU3HH, OJHAKO [lepBble MPO-
siBJIeHUs 3a60JIeBaHUsI MOTYT OTMe4aThbCsl B BO3-
pacTHOM npoMexXyTKe oT 4 10 74 sieT. BcTpeyawTca
cjydau ¢ fe6oToM nocje 60 JsieT, npyu 3TOM OTMe-
YaeTcsl YUCTO MO3KEUYKOBbINA ¢peHoTHI. B eTckom
Bo3pacte (70 13 sieT) HaG/0/jaeTcs 6oJiee GbICTPOeE
nporpeccupoBaHue U 6oJiee TsKEJI0e TeueHUe 3a-
6os1eBaHUs. [lepuof OT nosiBJIeHUs MEPBLIX CUM-
NTOMOB 60JIE3HHU JI0 CMepTH BapbupyeTcs oT 10 10
30 JieT U B cpeZlHEM COCTaBJIsIET 0KoJio 15 JieT. [Ipu
I0BEHUJIbBHOU popMe TsKEs0e opa)keHre CTBOJIA
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MO3ra IpUBOJAUT K CMEPTH GOJILHOTO B TeYeHHE
4-8 sieT mocJsie MOSIBJIEHUS MePBbIX KIMHUYECKUX
cumntoMoB. [lyisi CIIA 1 Tuna xapaktepeH peHOMeH
AHTHUILMIALMY, YTO NPOSIBJASETCS B 60Jiee paHHEM
Jle6roTe 3a60s1eBaHUsA U 60Jiee TSXKEJIOM TeYeHUU
3a6oJieBaHus y moTOMKOB. [Ipu CLIA 1 Tuna skcnas-
CHSl HYKJIEOTHUAHBIX IOCJIe0BaTebHOCTEN reHa
ATXN1 yaiie NpouCXoUT MPU Nepegaye MaTOTeH-
HOT0 aJljieJisl 10 OTL,0BCKOM JINHHUU. ITO 06yCJI0BJIe-
HO MPEeUMYLIeCTBEHHBIM YAJUHEHHUEM MYTaHTHOTO
NOBTOpPA B MY>XCKOM rameTtoreHese. [Ipu nepegaue
reHa oT MaTepu 06/1acTb NOBTOPA, KaK NPaBHUJIO,
0CTaeTCcs CTaGUJIbHOM.

Knunuuecku CLA 1 Tuna Ha paHHUX CTaJIUAX
NpPOSIBJISIETCS HapylLleHUeM MOXOJKH, KOOpPJUHA-
LMY, peYHU, 0’KUBJIEHUEM CYyXOXXHUJIbHBIX pediek-
COB, JIErkou aucdarueit (momnepxrvBaHue TBEPIOU
Y KUJKOM nmuuiei), a TakKe N0sIBJeHHUEM TUIep-
MeTpUUYeCKUX CaKKaj U Huctarma [7, 8]. bosbHble
BIlepBble 3aMevalT HapyIIeHUs MOXO0JKH, KOrAa
CTaJIKUBAIOTCA € po6JieMOU o iepKaHus paBHO-
BECHUS MPH CIYCKe M0 JIECTHULE UJIU PE3KUX IOBO-
poTax. OHAKO CIOPTCMEHBI, Ybsl AeSTEeJbHOCTb
CBfI3aHa C TAKUMH BUJJAMU CIIOPTA, KaK KaTaHUe
Ha JIbDKAaX WM TaHLbl, TpeOyolie BICOKOU TOY-
HOCTHY KOOPAWHAIUU JIBUXKEHUH, MOTYT 3aMETUTh
nepBble CUMITOMBI Ha 60Jiee paHHUX CTaAUAX 3a-
60J1eBaHUSI.

[To Mepe nporpeccupoBaHus 3a60JieBaHUs CKO-
POCTb CaKKaJ 3aMe/ijisieTcs], pa3BUBAeTCsl Napajny
B30pa, a TaKXe JAUCMEeTPHUs], TUIOTOHUS U AUCAHUA-
JIOXOKHHE3. Y HEKOTOPBIX NAlMeHTOB HABJII01aeTCs
aTpodus 3pUTENbHOr0 HEPBA, BbIpaXKEHHAs! MaKy-
JlonaTHs, YTO yKa3blBaeT Ha HeHpoJereHepaTUB-
HbIH npornecc. /laHHble U3MeHeHUs MPOSABJISAITCS
CHIXKEHUEM OCTPOTHI 3peHHs U HapylleHUEM LiBe-
TOoBOrO0 3peHus [9, 10, 11].

Ha nmo3gHux cTtagusax 3a60/ieBaHUsI XapaKTep-
HO pa3BUTHE aTPOPUU MBbILIL, CHUKEHHUE CYXO-
YKUJIbHBIX pedJIeKCOB, KOTHUTHBHbIE HapyIIeHHUs
U 6ynbb6apHas auchyukius. OTMedaeTcs aTpodus
»KeBaTeJIbHbIX U MUMHYECKUX MBbILIL, Nepuopasb-
Hble GaclUKYJIALMY, BblpaxKeHHas fucdarus, npu-
BO/IAIINAS K YaCTOW acnypanuu nuieil. B koHeuHoM
WTOTE Pa3BUBAIOTCS peciupaTOpHbIE OCI0XKHEHUS,
JbIXaTeJibHasl HeJ0OCTaTOYHOCTb, YTO SIBJISIETCS OC-
HOBHOU MPUYUHOM ru6esin 60/bHbBIX.

CnekTp KOTHUTHUBHBIX HapyumieHu npu CLA
1 Tuna wype, U UX pa3BUTHE IPOUCXOAUT OBICTpEE,
yeM npu CIIA apyrux reHeTUYECKUX BapHaHoB [12,
13, 14, 15]. Y 60yIbHBIX OTMeYaeTCs HaJUu4He Tpe-
BOXXHOT'O PAaCCTPOMCTBA, AeNPECCUU U CYULUANb-
HbIX MbIC/JIEH, CHU)KEHHE BHUMAHHUA U MaMsaTH [16,
17]. Y 82% 6osbHbix CLUA 1 TuIa BBIABJSETCS CEH-
COMOTOpHas, CMellaHHas (aKCOHAJbHO-JeMHUer-
HU3UpYyolas) nojuHeponarus [18]. dkcTpanupa-
MU/ HbIE CUHAPOMBI OTMEYAIOTCS pexe U BbISABJISA-
to1cs v 37,5% nauueHTOB, BKIOYasi B ce6sl AUCTO-
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HU1, 6pagukrHesuto (1o 33,3%) U NOCTypaTbHbIN
Tpemop (26,7%) [19].

[Ipu guarHoctuke CUA | Tuna BaxxHOe 3HaYeHHE
MMeeT MarHUTHO-pe30HaHcHasa ToMorpadus (MPT)
1lepebpasbHBIX CTPYKTYP NPU KOTOPOU onpejens-
eTcs1 aTpodus Mo3Kedka U cTBoJia Mmo3ra [20]. [Ipu
asiekTpoHeklpomuorpaduu (IHMI') BrIsBAAIOTCS
NMpPU3HAKU aKCOHAJIbHO- CEHCOPHOW HeWpomaTUu.
MousekynsipHO-TeHeTUYEeCKOe TeCTUPOBaHMe Mpo-
BOJIUTCS /1J1s1 BBISIBJIEHUSI aHOMaJIbHOM 3KCMAaHCUHU
CAG-noBTopa B ATXN1. C noMouibto MeTo/ja aHa-
JI3a JaHHbIX HEWPOBU3YaIU3al MK, 103BOJISIOLIUN
uccjaefoBaTh GpoKaJbHbIE PA3/JIUYUSA B aHATOMUU
MO03ra, UCIO0JIb3ys MOAX0/, CTATUCTUYECKOT0 Napa-
MeTPUYECKOro KapTUPOBaHUs (BOKCEJbHON MOp-
domMeTpuun) onpenessieTcs yMeHblIeHHE 06 bEMaA
ceporo, 6eJi0ro BellecTBa MO3»Ke4yKa, CTBOJIa MO3ra
¥ aTpodus cnuHHOTO Mo3ra [21, 22, 23, 24].

JuddepennuanbHasa auarHoctuka CLHA 1 tuna
MPOBOAUTCS C YCJIOBHO KypabeJbHbIMU aTaKCUIMU
pPa3JINYHOr0 NPOUCXOXKAEHHUs, 00yC/I0BJIEHHBIMU
TaKMMU NIPUYUHAMU, KakK 60J1e3Hb Buibcona-Ko-
HOBaJIOBa, AePUIUT BUTaMUHA B12 U psaja apyrux
$bepMeHTOB, TUIIOTHPEOD3, NapPAHEOIJIACTUYECKU N
CUHJIpOM. AyTOCOMHO-PeLeCCUBHBIE aTAKCUU (aTaK-
cusa @pujapelixa, MUTOXOH/pHUa/ibHble aTaKCUU U
aTaKCUs-TeJeaHTN3KTa3uA) KIMHUYECKU CJI0XK-
HO OTJIMYUTH OT CIUHOLepebes/ISIPHON aTaKCuH,
TaK KaK UX KJIUMHUYECKHe NPOsIBJIEeHUs A0CTaTOu-
HO CXO0H, YTO TpebyeT NpoBeJieHue MOJIEKYISIPHO-
reHeTHUYeCcKoro uccjiefoBaHus. BaxxHO NOMHUTE 0
cugipome l'epctmanHa-IllTpayccnepa-lllefinkepa
— 3TO NPUOHHOE 3a60JIeBaHHE C aQyTOCOMHO-/0-
MUHaHTHBIM TUIIOM HacJje[J0BaHUs U J1e6I0TOM Ha
TpeTbeM-4eTBEPTOM JeCATUJIETHUH KU3HHU, IPOSIB-
Jid10leecss MO3)KeUKOBOM aTaKCcUel, u3apTpUel,
HUCTarMoM, MUMHUKpPUPYIOLIee Mo, CIuHoLepe6e-
JIIPHYIO aTaKcuio. [l moATBepKJeHHUs JUarHosa
Heo6X0AMMO IIpOBeJleHHe MOJIEKYISIPHO-TeHeTHYe-
ckoro aHasiu3a reHa PRNP (Prion-related protein —
6eJI0K, CBSI3aHHbIM C IPUOHOM ), KOAUPYIOLILEr0 HOP-
MasibHbIN 6esiok (PrPC) u nsodopmy storo Geska
(mpuoHHBIH 6esiok PrPSc c aHoMa/IbHON TpeTUYHOM
CTPYKTYPOH, yYaCTBYIOIIUH B pa3BUTHUHU 3a6oJie-
BaHusd). Takxke guddepeHumanbHasg JUarHOCTUKA
MPOBOJUTCSA C 3MHU30/IUYECKON aTaKCUEW — TpyII-
1o 3a60JieBaHUM C ayTOCOMHO-OMUHAHTHbBIM TH-
IIOM HacJe0BaHUs, NPOBOLUpYIOLelcs onpee-
JIEHHBIMU paKTOpaMH, TAKUMH KaK 3MOLIMOHAJIb-
HbIU U QU3UUYECKHUU CTpecc, U NpOosIBJSAIOIIEHCS
NOBTOPHBIMHU OCTPBIMU MPUCTYNIaMH HapPYyIIEHUs
KOOpPJAUHALUU PA3JIUYHOUN JJIMTEJbHOCTH HEPESKO
B COYETAHUM C MO3KEYKOBBIMH CUMIITOMaMHU [25].

OnucaHue KJIMHUYECKOro c1ydada

[lanuenTtka T, 1989 r. p. (34 roaa), c 2022 r. Ha-
6s110naeTcs B HeBpo/1ornuyeckoM LieHTpe KJIUHUKU
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®T'BOY BO Poct'MY Mun3sgpasa Poccuu. [Ipu no-
CTYIUIEHUHU NP bsBJISAIA )KaM06bl HA ATKOCTD U
HeyCTOMYMBOCTb NPH X0Jbbe (II0X0AKa C LIMPOKO
paccTaBJeHHbIMUA HOTaMHU), IEPUOJUYECKOE HAPY-
HIeHWe IVIOTAaHUA XUAKOU MUILY, HApyIIeHWe pedu
(oTcyTcTBHE MJIABHOCTU 3BYKONPOU3HOLIEHUS,
JpOKaHHe roJioca), KOOpAUHAUU JIBUXKEHUH, U3-
MeHeHMe MoYepKa, INMU30/bl IOTEMHEHUS B IV1a3ax,
CHWXKeHUe 3peHHs Ha 06a rjasa, nepuojuyecKue
KpaMIlM B IPOKCHMaJIbHBIX OTJieJlaX HOT, UMIlepa-
THBHBIE N103bIBbl HA MOYEUCIyCKaHHe.

AHamHe3 3a60s1e6aHuUs. Jle6r0T 3a60/ieBaHUS B
29 set (2018 1.), KOrAa malyeHTKa BIepBble CTala
OTMeYaThb NOosIBJIeHHe ATKOCTHU NPH XoAb6e. B Bo3-
pacte 32 et (2021 r.) oTMe4eHO U3MEHEHHUEe pevyu
Y YCUJIEHUE HEYCTOMYMBOCTHU MPU X0/ bOeE.

HacnedcmeenHuwlil aHamHe3. Y oTLa, Bblpoclie-
ro B IeTCKOM JoMe (pOAUTes U HeM3BECTHBI), B
Bo3pacTe 32 JieT OTMeyaJlach AaTKOCTb IPU X0 b-
6e (ymep oT oxoroBo¥ 60sie3HU B 40 JsieT). AHaJo-
THYHble CUMIITOMBI HabJII0Ja/IUCh y cTapllel ce-
cTpbl nayueHTku 1981 r. p., c febroTOM B 24 roja.
YcTtaHoBJieH auarHo3 «PaccessHHBbIN CKJepo3».
JKenuuna ymepsia B 30 sieT, npUu4rMHa CMePTH He-
M3BECTHA. Y poJHOU MJeMAHHUIBI (404b cTapllei
cectpbl) 2002 . p. MOSIBUJIMCb U3MEHEHHSI PeYH B
2022 r. CoiH nmapueHTKH T. (2009 1. p.) KIMHUYe-
CKH 3/I0pOB.

Ha ocHoBaHuM npejcTaB/eHHbIX aHAMHeCTHYe-
CKUX JJaHHBIX HAMU Oblj1a COCTaBJIEHA POJOCTA0BHAs
nanuedTkH T. (puc. 1).

[Ipu oLleHKe HEBPOJIOTUYECKOT0O CTATyCa BbISB-
JIEHO Cc/leJiyloliee: CO3HaHUe sICHOe, ODUeHTal 1S B
NPOCTPAHCTBE U BO BpEMEHHU, B COGCTBEHHOM JINY-
HOCTU He HapylueHa. YH: 060HsiHMe He HapyIleHo,
3pauku D=S, doTopeakuus xuBasi, orpaHUYEHUS
noJiel 3peHrs KOHTPOJIbHO-CPaBHUTEJIbHBIM CII0-
co60M He BBISIBJIEHO, IBO€HHE BBePX U BJyeBO. Pe-
TpaKLUsl BEK, JBYCTOPOHHUH 3Kk30{TabM, Napes
B30pa BBEpPX, CaKKaJbl. AKKOMOJAALUS U KOHBEP-
reHIMsl He HapylleHbl. TpureMrHaJbHble TOYKHU
Ipu najabnaguu 6e3601e3HeHHbl, YYBCTBUTEb-
HOCTb Ha JiMle He HapylleHa. MUMUKa CUMMe-
TPUYHAsl, ACHMMETPHUU HOCOTYOHBIX CKJIA/IOK HET,
SI3bIK 110 CpeJiHEN JINHUM, THYCaBbId OTTEHOK r'0JI0-
ca, peyb U3MEHEHA 10 THUIY MO3KE€YKOBOH JU3ap-
TpHUM, TJIOTaHUE U BKyC He HapylueHbl. lllenoTHyo
peyb pasJ/inyaeT, cJieBa U ClipaBa Ha pacCTOAHUU
6 MeTpoB. PYHKIIUU IPYJUHHO-KIYUYHO-COCIe-
BU/IHOM U TpamnelueBU/IHON MBI HEe HAPYIIEHbI.
JlBuraTesnpbHas chepa: N0OX04Ka C IMPOKO pacCTaB-
JIEHHBIMHM HOTaMH M0 TUILY MO3>KEUKOBOW aTaKCHUH.
MpeimiedyHbId TOHYC: D=S, moBbIllleHHWe TOHYyCa MO
3KCTpanupaMuagHoMy TUly (beHOMeH «3yb6uyaTo-
ro KoJsiecay, IJIaCTU4eCKUui ToHyc). CyxX0oxKUIbHbIE
pedJiekchbl ¢ BepXHUX U HUKHUX KOHEYHOCTEH:
D=S, BbIcOKUE, C paclupeHUeM pedieKCOTeHHbIX
30H. [laTosi0orMyecKkue CTONMHbIE 3HAKHU (+) C ABYX
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MaymeHTka T.
f\ 1989 r.p.
\J (34 ropa)
1981-2011 rr.
2009 r.p.

2002 r.p.

- 3[,0POBbIV MY>K4MHa

O - 340POBas XKeHLNHA

. - 6onbHble CUA 1 Tvna

- ymepuve 6onbHble CLIA 1 Tvna

- cnobcebl

- 6pak

O_

PucyHok 1. PogocioBHasa nauueHTKH T.
Figure 1. Pedigree of patient T.

cTopoH. B no3e Pom6epra BbipakeHHast IAaTKOCTh
6€e3 CTOPOHHOCTH, YCUJIMBAKIIASCSA MPU 3aKPBbI-
BaHMHU ras. [lasblnieHOCOBasA M NATOYHO-KOJIEH-
Hasi NpoO6bl BBIMOJIHSET C JIETKOW MHTeHIMel S>D
U MuUMolonaJjaHueM. HapyueHue riy60koi 4yB-
CTBUTEJIBHOCTH B NaJblLax HOT U pyK. HapyuieHnue
MOBEPXHOCTHON YYBCTBUTEJIbHOCTU 06 bEKTUBHO
He BbIsiBJIeHO. Ta30Bble PYHKLUN: UMIIepaTUBHbIE
MO3bIBbl HA MouyencnyckaHue. [lo MoHpeasbckoi
[IKaJie OlleHKU KOTHUTUBHBIX QyHKIKUH (MoCA),
28 6as10B (COOTBETCTBYET HOPME) U IO FOCIHU-
TaJIbHOM LIKaJsie TpeBOoru u genpeccuu (HADS):
cymMma T-5 (cooTBeTcTByeT HopMe), cymma /-3 (co-
OTBETCTBYET HOpMe).

[IpoBeseno MPT ronosHoro mosra (2019 r.), He
BbIsIBMBLIEe TPU3HAKOB N1aTOJOTMYECKUX U3MeHe-
HUU CTPYKTyp rosoBHoro mo3sra. [loropnoe MPT
rosioBHoro Mo3ra (2022 r.) BeisgsBUJI0 MP-nipusHaku
CyLIeCTBEHHbIX aTpoUIECKUX U3MEHEHUH MOCTA,
MpPOZ0Jr0OBaTOr0 MO3ra U Mo3sxeuka. [Ipu odprasb-
MOJIOTU4YeCKOM o6ciefjoBaHuu (2022 r.) guarHo-
CTHpOBaHa MUOMNUSA CAa60H CTeNeHH, CAO0MKHbIN
MUONUYECKUN acTUTMaTU3M C nepudepudeckou
XOpHUOpEeTHHAJIbHOU JucTpodueil 06oux rias. [Ipu
NpoBeJieHUU cTuMyasuuonHor IHMTI (2022 r.) 06-
Hapy>KeHbl IPU3HAKH I'e€HepaIM30BaHHOI'O CUMMe-
TPHUYHOTO CEHCO-MOTOPHOTO NopakeHus1 nepude-

FO>KHO-POCCUICKUI YXypHan TepaneBTUYECKOW NPaKTUKU
South Russian Journal of Therapeutic Practice
2025;6(1):88-94

pHUYECKUX HEPBOB BEPXHUX U HUKHUX KOHEUHOCTEN
10 JleMUEeJMHU3UPYIOLLEMY TUIY C BOBJIeYeHUEM
aKCOHOB CEHCOPHBIX HEPBOB.

Pe3ysibTaTbl MOJIEKY/ISIPHO-TeHETUYECKOTO UC-
cnenoBanus ([AHK-ananusa, 2023 1.) npeacrasJe-
HbI B Tabauie 1.

O6cyxaeHue

B pe3syabraTe ananu3a [AHK nanuentku T. BbI-
sIBJIEHO HOpMaJibHOe 4yuco konuil CAG-oBTOpPOB,
JIoKaiu30BaHHbIX B reHax ATXN2, ATXN3. BmecTe
C TeM B OJJHOM U3 XPOMOCOM BbISIBJIEHO YBeJTHUYEH-
Hoe yucao konuil CAG-noBTOpa, JIOKaJIU30BaHHOTO
B reHe ATXN1.

3akawvuumenvHslll KauHuveckutl duazHos: CIJA
1 tTuna (ATXN1), cnactudeckass popma, ayToCcoM-
HO-ZIOMUHAHTHBINA TUI HacJeJOBaHHUs, CMellaHHas
aTakcus (MO3Ke4KoBasi, 3a/lHECTOJI60BasA), C Ha-
pyuleHueM QYHKLUU TAa30BbIX OPTaHOB, Nape3oM
B30pa BBepX, HapyuleHHeM QyHKLUU X0Ab06bI. Koj,
MKB-10: G11.8, G25.8

C y4yéToM MoJiy4eHHbIX JaHHBIX [JIJ15 IJIEMSIHHU-
bl MalMeHTKU E. 6bL10 BBIOJTHEHO MOJIEKY/ISIPHO-
reHeTHUYeCKoe UccaeloBaHue. B pesysibTaTe aHa-
ausza JHK BbisgiBJieHO HOpMaJibHOE YMCJI0 KOMUU
CAG-noBTOpOB, J1I0KaJIM30BaHHBIX B reHax ATXN2,

91



H.A. ®omuna-Yeproycosa, E.C. Ilnsayena, A.M. Jlompauesa, [.JI. Cosaesa
CEMEVIHBIV CTYYAN CIIMTHOILIEPEBETIAPHOV ATAKCUN I TUTIA.
KIIMHUKO-IMATHOCTUYECKME TTAPAJIIENIN

K/IMHUYECKHE CJIYHAN

Tabmuua / Table 1
MoJ/ieKy/IIpHO-reHeTH4eCKOe HCC/IeJ0BaHUe MPU CIMHOLepe6e//IAIpHOM aTakcuu 1, 2, 3 Tuna
(K0/1M4eCcTBO TPUHYKJ/IEOTUAHBIX IOBTOPOB
(CAG) rena ATXN1 (arakcuH 1), ATXN2 (arakcuH 2), ATXN3 (atakcuH 3)

Molecular genetic study for spinocerebellar ataxia types 1, 2, 3
(number of trinucleotide repeats (CAG) gene ATXN1 (ataxin 1),

ATXN?2 (ataxin 2), ATXN3 (ataxin 3)

KosmmuectBo CAG noBTopoB / Number of CAG repeats
KosimuectBo CAG NOBTOPOB B reHe KosmyectBo CAG NOBTOPOB B reHe KosmyectBo CAG NOBTOpOB B reHe
ATXN1 ATXN2 ATXN3
Number of CAG repeats in the ATXN1 Number of CAG repeats in the ATXN2 Number of CAG repeats in the ATXN3
gene gene gene
nl =28 nl<35 nl <53
n2=>51 n2 <35 n2 <53

IlpumeyaHue: nl — nepBas ajnesb reHa, N2 — BTOpas aJlIesIb TeHa.

Note: n1 — the first allele of the gene, n2 — second allele of the gene.

Ta6nua / Table 2

MouieKy/IsIpHO-TeHeTUYeCcKoe HCCIeJ0BaHue NPU CIMHoLepe6e/IsipHOi aTakcuM 1, 2, 3 Tuna
(K0/IM4eCTBO TPUHYKJIEOTHAHBIX MOBTOPOB (CAG)
reHa ATXN1 (atakcuH 1), ATXN2 (aTakcuH 2), ATXN3 (aTakcuH 3)

Molecular genetic study for spinocerebellar ataxia types 1, 2, 3
(number of trinucleotide repeats (CAG)
of the ATXN1 (ataxin 1), ATXN2 (ataxin 2), ATXN3 (ataxin 3)

KosmmuectBo CAG noBTopoB / Number of CAG repeats

KosmuectBo CAG MOBTOpPOB B reHe KosnyectBo CAG NOBTOPOB B reHe KosinyectBo CAG NOBTOpOB B reHe
ATXN1 ATXN2 ATXN3
Number of CAG repeats in the ATXN1 Number of CAG repeats in the ATXN2 Number of CAG repeats in the ATXN3
gene gene gene
nl=28 nl<35 nl <53
n2=>53 n2 <35 n2 <53

l'lpumeqal-me: nl — nepBad aJijiejb reHa, n2 — BTOpasd aJijieJib reHa.

Note: n1 — the first allele of the gene, n2 — second allele of the gene.

ATXN3, B 04HOW U3 XpPOMOCOM OOHAPYKEHO YBEJU-
yeHHoe 4yuciao konuil CAG-moBTOPa, JTOKAJIU30BaH-
Horo B reHe ATXN 1. YcraHoBJieH guarHos «Cnu-
HollepebesisipHas aTakcus (ATXN1), yBesuyeHue
CAG noBTOpOB 10 53, ayTOCOMHO-AOMHUHAHTHBIN
THUI HACJAe0BaHUs» (TabJ1. 2).

BbiBOABI:

C y4éTOM BBICOKOU MEeHETPAHTHOCTH U ayTOCOM-
HO-JOMHHAHTHOTIO TUlla HacaeaoBaHus CIIA 1 Tuna
MPH COCTABJEHHUU FeHeaJlOTUHYeCKOro JpeBa, Kak
MPaBUJIO, BbISBJISIETCS OTATOUEHHBIN ceMeWHbIN
aHaMHe3.
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Jna CHA 1 tuna xapakTepeH peHOMEH aHTHU-
LUIALKUHY, KaK U JIJI1 MHOTUX 60Jie3HeH 3KCIaHCUU
TPUHYKJIEOTUHbIX IOBTOPOB. B JaHHOM ceMeliHOM
cly4yae OTMeuyeHa Iepejiaya reHa oT OTLa ABYM Ji0-
yepsiM, ¢ 60Jiee paHHUM J1e6I0TOM 3a060J1€BaHUS.

[Ipu U3ydyeHUHN KJIUMHUKO-AUATHOCTUIECKHUX Ta-
pasiiesiell OTMeYEeHO, YTO KJIMHUYECKHE CUMIITOMbI
MOTYT OllepeXaThb JJaHHblE HEUPOBU3YyaIU3aLUH.

[TonTBepk/1€H PpeHOMeH TsKEJ0U MHBANUAU3A-
LMY ¥ ru6esd NalUeHTOB B CeMbe V JIUL C PaHHeH
dopmoii CLIA 1 Tuna (IpoAoKUTETbHOCTD YKU3HU
cTaplield cecTpbl NanueHTKH T. — 6 JieT).

JlokaszaHa ob6paTHasl CBSI3b MEX/y YHUCJIOM TPH-
HYKJIEOTHU/IHBIX IOBTOPOB U J1e6I0TOM 3a00JIeBaHUS.
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