€T 3Ha4YeHne B YCTaHOBIIEHUN UCTUHHOWN
NPUYMHBI OECTPYKTUBHbLIX U3MEHEHWI B
CTEHKe KMLIEeYHWKa, BbisiBNAs B GuonTta-
Te rpaHyrnemMarto3Hoe BOCMNaneHme cocy-
OOB 1 303MHOMUIBHYI0 UHUNETPALIMIO
TKaHewn.

TakTvka neyeHus1 3aBUCUT OT KIUHU-
Yeckoro TeyeHusa GonesHn. B pgaHHOM
crnyyae, naumeHTy B kayecTBe 6a3ncHon
Tepanuu HasHayeH NpegHM30roH B J03e
1mr/kr/cyTkn. Takasi TakTMka nokasaHa
naumMeHTam C XOpOLUMM MpPOrHo3om, 6e3
CUCTEMHbIX NPOSIBNEHUN GONesHu, B Te-
yeHue 1 mecsiLa Unu 4o peaykuuy npu-
3HaAKOB aKTMBHOCTM npoLiecca (ao 1 roga)
[1,4].

BmecTe ¢ Tem, BbIsIBNEHHble Y Ha-
lWero nauueHTa BbICOKME MnoKasaTenu
D-gumepa u cubpuHoreHa B nnasme
KPOBM, COMPOBOXOAEMbIE CUCTEMHbLIMU
Tpom6o3amu (TANA, TpomMB03 NOYEYHbIX
BEH, (POPMUPYHOLLNMNCA HEOKKIIO3UBHbIN
Tpomb03 NMOBEPXHOCTHOW BeHbl Geapa),
noKarnbHble HapyLUEHWsi COKPaTUMOCTU
NEeBOro Xernyaouka, CHUXeHne dpakumm
BblOpoca 0 48%, ABNAKTCA NNOXUMMU
nporHocTuyecknumn daktopamn EGPA,
korga Haubonee addekTMBHA NyrbC-
Tepanust  MeTunnpegHu3onoHoMm  (1rp.
BHYTPVBEHHO B TeyeHue 3 AHeW) C no-
cneayowmm npuemom 40-60 Mr npegHu-
3050Ha, gnutensHoe Bpewms [1,3,4].

3akntoueHune. Pewarowee 3Hade-
Hue B pauarHoctuke EGPA (cuHgpoma
Yapoxa-CTpocc) npuHaanexuT getanb-
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HoMy obcrnefoBaHUI0 MaumeHTa ¢ uene-
HanpaBfeHHbIM NMOUCKOM NaTOrHOMOHUY-
HbIX CMMMNTOMOB MOPaXEHUS OpPraHoB ”
cucteMm. C momeHTa aebiota 3abonesa-
HWSI NaumeHT Habngancs y pasHbix cre-
LManmcToB (NyribMOHOSOrN, racTPO3HTe-
pornoru, TepanesTbl), ANUTENBHOE BpeMs
nie4urncsa no nosogy OpoHxManbHOW acT-
Mbl M $I3BEHHOro KonuTa 0e3 Monoxu-
TENbHOW AMHAMWKU. YYUTbIBAs Hanuuine
HECKOMbKMX KOHKYPUPYHIOLLIMX ANarHO30B,
NnpoBeAEeHO KOMIMIEKCHOe nabopaTopHo-
MHCTpyMeHTanbHoe obcnefgoBaHve, 4To
Nno3BONMMIO NOCTaBUTb ANArHO3.

Hanuune atoro pepkoro 3abonesa-
HWS cnedyeT 3anofdo3puTb Y NauneHToB
Cc OpoHxmanbHOM acTMOM npu nosiere-
HUWM MHUNBETPATOB B NErkux, Ha dgoHe
BbICOKOW 303MHOMUIMM U NOBbLILLEHHOTO
ypoBHa COD B nepudepryeckont Kposu,
Tak Kak CBOEBPEMEHHAs AuarHocTvka u
afeKkBaTHasa Tepanus MO3BOMSAT npe-
[oTBpatuTb HeobpaTumbie noBpexae-
HWSI OPraHOB W 3HAYUTENbHO YMyYLINTb
NpOrHo3 TeyeHnsi GonesHu.
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OCOBEHHOCTU TEYEHUA CINTUHOLIEPE-
BENNAPHON ATAKCUM 17-I0 TUMA

B AKYTUU

AKYTCKUIA Hay4YHbIN LEHTP KOMMIEKCHbIX Me-
anumHekmx npobnem: BAPITAMOBA MapuHa
AnekceeBHa — H.C., Bpay HeBpornor LleHTpa
HenpoaereHepaTVBHbIX 3aboneBaHui  Knu-
Hukn AHL KMIM, varlamova.m@yandex.ru,
OABbIOOBA TatbsiHa KumoBHa — K.M.H.,
B.H.C.- pykosoa. LIHA3, HA3APOBA [lena-
rea CBsiTocnaBoBHa — M.H.C., Bpay HEBPOJOr
Knunukn AHL KM, CUOOPOBA OkcaHa
FaBpunbeBHa — H.C., Bpa4 reHeTuk KnuHukm
AHLL KMIM; 3AXAPOBA BanenTtuHa Apka-
AbeBHa — 3aB. KNHWY. nab., Bpay nabopaHT-
reHeTuk N'BY PC (A) «CtaHuma nepenuBaHuns
KpOBUY.

[MpoBeneH nuTepaTypHbii 0630p 3aboneBaHus cnvHouepebennapHasa atakcus 17-ro Tmna
(CUA 17). MNMpuBeneHo cobcTBeHHOE KnuHMYeckoe HabntoaeHne CLIA 17 ¢ oTcyTCcTBMEM Xapak-
TEPHbIX MPU3HAKOB CMMHOLIePebennsapHbIX aTtakcuin - 0bpaTHON Koppensaunm Mexay CTeneHbo
3KCMaHCUM 1 BO3pacToM MaHudecTauum CMMNTOMOB 60Mne3Hn, a Takke NpsMoVi B3aMMOCBS3N
Mexay CTeMNeHb 3KCMaHCKN NMOBTOPOB U TXECTbIO KIMHUYECKUX NPOSIBNEHUN, NOATBEPXKAA0-
LLilee CyLLeCTBOBaHME OTNINYMIA B KITMHUYECKOW KapTuHe pasHbix Tunos CLIA.

KnioyeBble croBa: ayTOCOMHO-AOMWHAHTHbIE CNVHOLEepebennsapHble AereHepaumm, aKc-
naHcKs TPUHYKNEeOTUAHbIX NOBTOPOB, CnnHoLepebennapHasa atakcus 17-ro Tuna.

A literature review of the disease spinocerebellar ataxia type 17 (SCA 17) was carried out.
The clinical observation of SCA 17 was presented considering the absence of inverse correla-
tion between a degree of expansion and age of manifestation of SCA 17 symptoms, as well as
direct relationship between the degree of expansion of repeats and the severity of clinical mani-
festations. We also revealed differences in the clinical picture of SCA 17 in this case and SCA 1,

which is widespread in Yakutia.

Keywords: autosomal dominant spinocerebellar degenerations, expansion of trinucleotide

repeats, spinocerebellar ataxia type 17.




. AKYTCKUA MEONLIMHCKNW KYPHAT

BBepgeHue. Ha cerogHAWHUA OeHb
B MEeOUUVMHCKOW nuTepaTtype OnmMcaHo
47 noatunoB  cnuHouepebennspHbIX
atakcu (CUA). CLUA cuutatotca peg-
KON rpynnon MO3XKEYKOBbIX aTaKkCui, CO
CpedHen  pacnpocTpaHeHHocTbio 2,7
cnyyasa Ha 100 000 HaceneHnus. Hanbo-
nee yacTbIMy UX opMamm ABMAOTCS No-
nurnyTaMmuHoBble GOMe3Hn paclunpeHns
(ATXN1 /CLUA1, ATXN2 /CLA2, ATXN3 /
CLUA3, CACNA1A /CUAB, ATXN7 /
CUA7, TBP /CLA17 n ATN1 /DRPLA)
[2]. AxyTua asnseTca oyaroMm Hakomnsne-
Hust CLIA1 He Tonmbko B Poccuu, HO 1 B
mMupe. PacnpocTpaHeHHOCTb cocTaBnsaeT
46 cny4yaes Ha 100 000 HaceneHus [12].
CnvHouepebenngapHas atakeuss  17-ro
tvna (CUA17, MIM 607136) — peagkui
BapvaHT aTakcuu, TSKenoe Hewpoge-
reHepaTMBHoe 3abonesaHue, 06ycnos-
NEHHOEe 3KCMaHCUEN TPUHYKNEOTUOHbIX
CAG-nosToposB B reHe TBP(TATA-binding
protein) Ha xpomocome 6q27. benkoBbIn
NPOOYKT reHa OTHOCUMTCHA K dhakTopam
TpaHCKpUNuun 1 cneundguyeckm cBA3bl-
BaeTcs C perynsatopHbiM TATA-yyacT-
KOM TpaHCKpMBUpyembIX CerMmeHToB [6].
Mepsbii cnyyan CLUA 17 6bin onucaH B
1999 r. R.Koide n coaBrt., y 14-netHen
SINOHCKOM NaUMeHTKK, y KOTOpou ¢ 6-neT-
Hero Bo3pacTa OTMeYanuncb HapyLleHus
KOOpOUHAUMM OBWXEHUN U UHTENNEKTa,
a 3aTeM NpUCOeaVHWUNMCL aTakcus Ty-
NOBULLA, CMACTUYHOCTb, MblLLEYHasa cna-
6ocTb, ancdarva u ausapTpus, atunuy-
Hble abcaHcbl. Y 6onbHoN Obina obHapy-
)KeHa 3KCnaHcusi TaHAEMHbIX TPUHYKIE0-
TnaHbix CAG-nosTopoB B reHe TBP (63
Konuv NOBTOPOB NMpu Hopme 25-42) [4]. B
JanbHenwem nogobHas myTtauus Obina
obHapyXeHa B ApYrMX CEeMbsIX SMOHCKO-
r0 U eBpOMNencKoro NpPoOUCXoXaeHus [7,
9, 10, 14, 19]. BospacT nosiBneHnsa cuwm-
NTOMOB cocTaBnseT obbiyHO 19-48 ner,
OOHaKO eCTb OnucaHue 3KCTPeManbHO
Tskenoro cpeHotnna CLIA17 ¢ Havanom
6onesHn B 3-neTHemM BO3pacTe U C Mak-
CMManbHO M3BECTHbIM Ha CEerogHsi 4umc-
nom CAG-nosTopoB — 66 konun [14]. N3-
BECTHbI 1 no3gHue BapuaHTel CLIA17, ¢
MaHudecTaumnen CMMNTOMOB Ha 7-M ae-
cATKe Xu3HU. B ob6cnenoBaHHbIX ceEMbSIX
¢ CUA17 Habniopganack oT4yeTnvBasi
aHTMUMnaums, a Takke obpaTHas Kop-
pensuMsa Mexay BOo3pacToMm Hayana 3a-
OoneBaHNs U YUCITOM TPUHYKNEOTUAHBIX
noBTOpPOB [25].

B 2016 r. KntowHmkobiM C.A. 1 COaBT.
6bin onucaH nepsbin cnyya CUA 17 B
poccurckon nonynsaumm [2]. Y nauueHTta
— MY>X4YMHbI 27 neT, cTpagarollero AaH-
HblM 3aboneBaHvem B Te4eHve 7 neT, Bbl-
SIBMIEHO TeTepPO3UroTHOE HOCUTENBLCTBO
MyTaHTHOro annens B reHe TBP ¢ konu-
yectBom CAG/CAA nosTopoB 45. KnuHu-

yeckas KapTuMHa y nauueHTa — MO3Xe4-
KoBas aTakcusi ¢ anunpunagkamu 6es co-
NyTCTBYIOLMX TMNEPKNHESOB, AWCTOHUU
M KOTHUTUBHOrO Aeduumta — COOTBET-
cTByeT hopme 3aboneBaHns, BbI3BaHHON
MyTaumMen C HEMOMHOW NEHETPaHTHOCTbLIO
(konnyectBo CAG/CAA NoBTOpOB MeHee
49). B pogy nauveHTa nogobHoe 3aborne-
BaHWe He BCTpeYarnochk, 04HaKo npwv npo-
BegeHun OHK-gmnarHoctvku pogutenen,
y 340poBON MaTepu 6omnbHOro Gbin Han-
OEH VOEHTUYHBIA MYTaHTHbBIN  annens,
YTO SPKO AEMOHCTPUPYET SABMEHUE He-
MONMHOM MEHETPaHTHOCTM MyTauuu npu
naHHon monekynsipHon popme A[l-CLIA.
B panbHenwem Hannune CLIA 17 6bino
YCTaHOBMEHO eLle B 2 ceMbsix [2].

KnuHuyeckass kapmuHa criuHouepe-
6ennspHoli amakcuu 17-eo muna. Cnu-
HouepebennapHasa atakeus 17-ro Tvna
- HeWpoaereHepaTBHOe 3aboneBaHue, ¢
ayTOCOMHO-AOMWHAHTHbBIM TUMOM Hacrne-
[0BaHUs, C OBLUMPHON HEHOTUNNYECKON
N3MEHYMBOCTBIO U BO3PacTOM Hadarna B
Heckonbko pgecaTunetuin. OCHOBHbIMU
KNMHUYECKMMU  MPOSIBMEHUAMWU, KaK WU
ONS Opyrux TUMOB aTakCui, SBMSATCH
HapylleHne KOoopAMHauMU  OBWKEHUN
BCNeACTBUE MOPaXKEHUS CTPYKTYp MO3-
Xeuka, a Takke ero ajpepeHTHbIX U 3-
depeHTHbIX CBA3EN, U AeMeHuns [25].

B HacTosiiem o0630pe nuTepatypbl
y naumeHTtoB co CLIA17 (tabnuua) Bo3-
pacTt B Hayane 06onesHu BapbupoBan oT
3 o 60 net, 1 NPMMEPHO Y MOMOBUHbI
nauMeHTOB pas3Buiiacb aTakcus Kak Ha-
YyanbHbI cumnTom. BospacT Havana 3a-
6oneBaHusi cnabo Koppenuposarn ¢ BO3-
pactoMm KonudecTtBa nosTopoB [25]. Bo
BpeMsi TedeHus1 6onesHn y 6onbLUMHCTBA
nauveHtoB (>90%) atakcus nposBns-
nacb HecTtabunbHOCTBIO MOXOAKN W Ha-
pyweHnem peudn. Takke Habnoganuch
KOTHUTUBHbIE AUCYHKLMUN N HapyLLeHne
namMaTW Kak HavanbHbii cumntom [20].
[emeHuus - BTOPOV Mo YacToTe CUMMNTOM
(73%), passuBaloLmiics B TeyeHne 60-
nesun. B petckom Bo3pacTe Habnwoga-
etca craboymue. Takve CUMNTOMBbI, Kak
arpeccus [16], napaHona [8], andopus
[24] n penpeccus [17, 22], HabnogatoT-
CS 4acTo M MOryT AMarHoCTMpoBaTbCS
KaKk MoBedeHYecKMe MCUxu4eckme pac-
cTponcTBa. HenpousBonbHoe ABWXEHWE
- 0gHa n3 xapaktepHbix YepT CLIA17 [13,
18]. MNockonbKy xopesi SIBMSIETCS XOPOLLO
n3BecTHbiM cumntomom CLIA17, knuHu-
yeckui eHoTMN MHOorAa nepekpbiBaeT
Huntington's disease (HD) un xapakTe-
pusyeTcsl Tpuazon: ABWratenbHoe pac-
CTPOWCTBO, MCUXNYECKME MPOSIBNEHNS
W KOTHUTMBHblE HapylweHus [27]. Bo
MHOTMX Cryyasx B KIMHUYECKM MNOAO-
3peBaemoin HD oTcyTCTBYEeT MOBTOpHast
akcnaHcmsa CAG, koTopasi BbI3bIBAET 3TO

3aboneBaHve. CuuTaercs, 4TO Takue
nogn ctpagaloT PEHOKOMUNHBIMA CUH-
apomamy HD unun HD-nogoGHbIMK pac-
cTpovictBamu [25, 26].

B3aumocesss Mexdy 4ucrioMm  ro-
8Mmopo8 U KIIUHUYEeCKUMU cumMrimomamu
CLIA17. BzaummocBssb Mexgy HMCroMm
NMOBTOPOB N KITMHWUYECKMU CUMMTOMamMu
Oblna vccnenoBaHa SAMNOHCKMMU YYeHbI-
MU, KOTOPbIMY BblNo 0GHapYKEHO, YTO Y
bonee 75% nauMeHTOB C pasMepoM Mno-
BTopa CAG/CAA 43-50 nmenocb nHTen-
nekTyanbHoe yxygweHue. A y HeKoTo-
pbiX NoAen UHTennekTyansHsle Nnpobne-
Mbl U HEMPOW3BOIbHbIE ABWXKEHUST Obinu
€OVHCTBEHHbIMM npu3Hakamu. [lcuxua-
Tpuyeckme npobnembl UM OeMeHuus,
NapKMHCOHM3M U XOopes, KIMHU4Yeckas
KOMOUWHaUMA, HanomuHatowas oOonesHb
leHTMHITOHa, 4awe HabmogawTea y
nogen ¢ nostopamn CAG/CAA B aTOM
AvanasoHe, YeM y nogen ¢ 6omnbLUINM Ko-
NIN4EeCTBOM NMOBTOPOB. Y BCEX MALNEHTOB
¢ pasmepom noetopa CAG/CAA 50-60
nMeeTcsa atakcus, a 'y 75% - CHwkeHue
WHTennekTyansHon dyHkumu. Mupamua-
Hble MPU3HaKN (HanpYMep, NOBbILLEHHbIE
rnybokne CyxoxurnbHble pedrnekcbl) u
OVCTOHMS Yalle BCTPEYaTCs y 3TUX Nto-
AeN, 4YeM y rnogen ¢ MeHbLUMMY MOBTOpa-
mu [23] (Tabnuua). Takke coobLyanock o
OByX AeTsx ¢ 6onee yem 60 noBTOpamMu.
B ogHOoM cemenHoM cryyae npu pacLum-
peHun CAG/CAA Ha 66 noBTOpOB Hapy-
LUeHne MOXOAKU pasBunocb C 3 neT, 3a
KOTOpPbIM MOCNeaoBany CnacTUYHOCTb,
OEMEHLMA N NCUXMATPUYECKNE CUMMTO-
Mbl [16]. B gpyrom cnyyae, ¢ akcnaHcmen
de novo CAG/CAA - 63 nosTtopa, aTak-
CUst, UHTENSeKTyanbHoe yxXyaLweHue pas-
BUNMMCb B BO3pacTe 6 neT, 3a KoTopbiMU
nocregosarna cnacTMyHocTb [4].

MeHee pacnpocTpaHeHHbIMM CUMNTO-
Mamn gaenatoTca anunencus [3, 4, 8, 9,
14, 19, 22] (20%), BereTaTBHbIE CUM-
ntombl [9, 10, 11, 24] (9%), anpakcus
[9] (7%) v cumnTOMBI NOpaXeHus nepu-
depuyecknx HepsoB [3, 17, 22] (3%).
Lin et al. [24] coobwwmnn o nauueHTe, y
KOTOPOro passunacb odTanbmMonnerus
C napkuMHcoHuamom, a Rolfs et al. [9] - o
naumMeHTe C CUMNTOMOM TUMNOroOHaAM3Ma.

Ha KT u MPT y 6onbHbix CLIA17 06-
HapyxuBaeTcsa rpybas arpodwus nony-
LIapun MO3XeYka U MEHee BblIpaXeHHas
aTpodumst 6onbLioro moara [4]. Ha cekumm
BbISABMSETCA obLlee yMeHblleHne 00b-
emMa M Maccbl Mo3ra, MUKPOCKOMUYECKU
— rmbenb HEMPOHOB U MNO3 B 0bnactu
XBOCTATOro a4pa, CKoprynbl, Tanamyca,
HVXKHUX OrnnB, NTOGHON 1 BUCOYHOW KOpbI.
B mMo3xeuke MMeT MecTo aereHepaums
1 rmbenb knetok MNypkuHbe, paspactaHue
rmvH BeprmanHa. MIMMyHornctoxmmmye-
CKUA aHamnu3 BbISIBNSET TUMUYHbIE ANS



NONUrMyTamMMHOBbLIX O0nesHeln BHYTpUS-
[epHble HeNMpOHarbHbIE BKITHOYEHWS, CO-
aepxawme yOuKBUTMH WM NOMUIIyTamu-
HoBble anuTonsl [7, 9, 19].

Takvm obpasom, ecTb HECKONbKO Xa-
pakTepHbix otnnymni CLA17 ot gpyrux
NonurnyTamMmmHOBbLIX 3a6oneBaHni.

Bo-nepsbix, CLIA17 pemoHcTpupyet
CIMOXHbIA N N3MEHYMBLIA KIMUHUYECKNI
eHoTUN, B HEKOTOPbIX Cryyasx nepe-
KpblBatoLWMii peHoTmn GonesHn MeHTUHr-
TOHa.

Bo-BTOpbIX, MO CPaBHEHWUIO C APYrUMHA
nogtunamm CLIA, BbI3BaHHbIMU YBeEnNu-
YEHHbIMU TPUHYKNEOTMAHLIMU MOBTOPa-
MU, BbISIBIIEHNE B POOCTBEHHbIX CBA3SX
CLIA17 penko ns-3a xapakTepHOW CTPyK-
Typbl reHa TBP.

B-Tpetbux, naumentol ¢ CLA17 va-
CTO MMEeKT AuarHocTuyeckne npobne-
Mbl, KOTOpble MOryT BO3HWKHYTb W3-3a
HeneHeTpaHTHOCTU. [MockonbKy paspbiB
MeXay HOpManbHbIM U HeHopMarbHbIM
4YUCIIOM MOBTOPOB O4YEeHb Marn, TPYAHO
onpeaenuTb MOPOroBOe 3HayeHue Ans
KOnMyecTBa NaToNIOMMYeCcKNX MOBTOPOB
CAG B CUA17. B noagTBepxaeHve npu-
BOAMM COOCTBEHHOE KMWHUYECKoe Ha-
onogeHve.

YKeHLnHa SKyTCKON HaLMOHaNbHOCTH,
49 nert, neHcuoHep cnyx6ul MB[, 6bina
rocnvTanusvpoBaHa B HEBPOIIOrMyeckoe
otaeneHne KnnHukn AKyTCKOro Hay4yHoro
LieHTpa KOMMIEKCHbIX MEAULMHCKMX NPo-
onem B koHue 2019 1. ¢ »xanobamu Ha Ha-
pyLIEHNEe KOOpAUHALMM, LIATKY MoXon-
Ky, HapyLleHne peun, obuiyto cnabocTs,
ObICTPYI0 YTOMNSIEMOCTb, CHUXEHUE 3pe-
HWUSI, MOCTOSIHHOE TONTOBOKPYXXEHMEe He-
CUCTEMHOro Xxapaktepa, NnoHwxeHne AL
0o 90/60mm pT. CT., 6oNM B NPaBOM KO-
NIEHHOM CcycTaBe, 3aTpyAHEHWe Npu cru-
6aHnKn Hor B 06eunx KOMeHHbIX cycTaBax,
anatuio, Aenpeccuto, pasgopaxkuternb-
HOCTb, HapyLLEHWe CHa.

W3 aHamHe3a 3aborieeaHusi: nepsble
nposiBNeHnst 3aboneBaHns MNOSABUIIUCH
B 2014 r. B 44 - netHem Bo3pacTe. [pu
NMOBOPOTE rOfoBbl NOSBUIOCH FONOBOKPY-
KeHue, 3amearieHne noxoaku, He Morna
beratb. B TeueHne roga nocteneHHo no-
SIBANMUCb HapyLUeHWe peyn U LLaTKOCTb
MOXOAKWN, KOTOPYK 3aMeTwunv Konneru
Ha pabote. O6cnegoBanachb 1 neynnaco
B HeBpornornyeckom otgenedmn MCY
MB[, B HeBpOnornyeckom OTAeneHun
PBNe2-LIGMIT ¢ gmarHo3om MO3XKEYKO-
BbIi cuHapom. B 2015r. npowna OHK-
[OMarHoCTUKY Ha HOCMTENbCTBO MyTaLmu
B reHe ATXNT (26/27) B Meguko-reHeTu-
yeckoMm UeHTpe PBNe1-HaumoHanbHom
ueHTpe meamumHbl. CLIA 1-ro Tuna 6bina
nckntoyveHa. B 2016 r. tam e OHK nauu-
€HTKW MPOBEPUIIN HA HOCUTENBLCTBO MY-
Tauumn B reHax ATXN2 (20/27 nosTopoB),

ATXN3 (22/29 nosTopoB) 1 B reHe TATA —
cesi3bigaroujezo bernka (TBP). B pesynb-
Tate onpegeneHvs pasMepoB annenen
Ha aBTomatudeckom [HK-aHanusatope
ABIPrism 3500 («Applied Biosystemsy,
USA) BbisiBneHo 35/65 noBTOpOB Nnokyca
6927 B reHe TBP (N=29-42 nosTtopa). 3a-
boneBaHne NOCTENEHHO NMPOrpeccupyeT:
Hapocna artakcusi, ctana nepeaBuratbcsi
¢ TpocTblo ¢ 2018r., nosiBunack genpec-
CuSA: Ha (POHE CHMKEHHOro HaCTPOEeHMUs
Morna LenbiMi OHSAMU nexaTb, OTKasbl-
Banacb OT edbl. HapylweHns cHa nosBu-
nuck BecHon 2019 r., ctana obua4mMBon,
nnakcusow. Mueanug Il rp. ¢ 2018 r. C
2019 r. ctana nepeBuraTbCs Ha ynuue v
B 0OLLECTBEHHBIX MECTax C MOMOLLbIO CO-
nposoxaatoLlero. PogocnosHyo co cTo-
pOHbI OTLI@ He 3HaEeT, T.K. Mocne pa3soga
poauTenen cBsa3b C OTLOM Obina yTeps-
Ha. MaTb ymepna OT Tpex NepeHeceHHbIX
nwemmnyeckmx nHcynstos B 2010 1. B BO3-
pacte 65 net, atakcuen He cTpagana.
BonbHas pogunack nepBbiM pebeHKoM
13 aBoux aeten. Mnagwwn 6part KnnHU-
Yyecku 3popoB. Pocna v passuBanach no
Bo3pacTy. VimeeT gBa cpegHecneumnans-
HblX 0bpa3oBaHus, denbaliep 1 KPUCT.
Pabotana B nonuumMm MHCNEKTOPOM MO
aAMVHUCTPATMBHOMY 3aKOHOOATENbCTBY.
PasBeneHa, nmeet B3pOCnoro cbiHa, OH
OHK guarHoctuky He npoxoawun. Mpoxu-
BaeT OfjHa B YAaCTUYHO GNaroycTpoeHHOM
[OMe C LeHTpanbHbIM OToNNeHneM. bbi-
TOBble Mpobrembl pelaer C NOMOLLbIO
coumnanbHoro paboTHuKa, T.K. nepees-
XaTb K CbIHy OoTKasbiBaeTcs. [lepeHeceH-
Hble 3aboneBaHus: renatut A BO BpeMmsi
6epemeHHocTn. B 2015 r. nog obwum
HapKko3oM ObINO MpoBedeHO yaaneHune
MonuMnoB MaTku.

Heeponoauyeckuli cmamyc: Co3Ha-
Hue sicHoe. OpueHTMpoBaHa BO BpeMe-
HW, NPOCTPaHCTBE U COOCTBEHHOM NNY-
HOCTU npaBuneHo. [NoBeaeHne apeksart-
Hoe. ®OH HacTpoeHuss CHwxeH. YMH:
3anaxu pasnuyaeTt, 3peHne CHWXEHO 3a
cyeT npecbuonuu. MasHble wenu pas-
Hble. 3payku oKpyrrnon opMbl, paBHbIE,
hoTopeakuusi 3pavkoB CHmkeHa. [1Buxe-
HMe rmasHbix 900K crnerka orpaHM4eHo B
KparlHux oTBedeHUusX. [OpM3OHTanbHbIN
N BblpaXXEeHHbI BEPTUKambHbIA HUCTArM.
Ounnonuu Het. ToYkn BbIXOO4A TPOMHWY-
Horo HepBa 6e3bonesHeHHble. YyBCTBU-
TENbHOCTb Ha Nn1ue He HapyleHa. Hoco-
rybGHble cknagkm cuMmmeTpudHble. Criyx
COXpaHeH. [MoTo4YHbIN pedrekc Bbl3biBa-
etca. Oucdarum Het. A3bik MO cpeaHen
TNIVHUW, BOMHUTENbHBIN C hacuuKynsaLm-
Aamn no kpasm. [dnsaptpusa nerkas, 6e3
ckaHgupoBaHusi. POA MapuHecky-Pago-
BuuM ++. Banbin Tetpanapes. Kucresas
AnHamomeTpusa cnpasa 18 «kr, cnesa 13
kr. ToHyc andpdy3Ho cHuxkeH. CIP ¢ pyk
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N HOT XuBble, paBHble. B nose Pombepra
CTOMT MOCTaBMB HOTW BMECTE, HO C Bbl-
paxeHHoW aTakcuen. TaHaeMHyto npoby
BbIMOMHUTL He MOXeT. lNanbLeHOCOoBYO
NpoOy BbINOMHSAET C Nerko UHTEHUMeN ¢
06enx CTopoH. KoneHHO-NATOYHY npo-
Oy BbINOMHSET C yMEPEeHHOW aTakcuen ¢
06eunx cTopoH. MeHWHrManbHbIX CUMMTO-
MOB HeT. YyBCTBUTEMbHbLIX HapyLUEHWUI
HeT. MNoxodka aTakTuyeckas, B nomelle-
HWUKW NepeaBuUraeTcsl C TPOCTbI. TasoBbIxX
HapyLLeHUI HeT.

UccnedosaHue no wkamne nadeHul
Mop3se - 60 6annos (BbICOKMN).

Llikana amakcuu SARA-15 6annos (N
0o 40 6annos).

Llikana oyeHKU Mex0yHapoOHO20 Co-
mpydHudecmea amakcuu ICARS — 25
6annos (N go 100 6annos).

locnumarnbHas wkana Tpeeoau u [e-
npeccuu HADS: tpeBora -3 6anna, ge-
npeccus —7 (N 0-7 6annos).

MoHpeanbckas wkana oUyeHKU KoO2HU-
mueHbix yHkyuli MoCA- 23 6anna (N=
30 Ganna). TecT Ha BHUMaHue: nauu-
€HTKa He crnpaBunacb C CEpPUMHbIM Bbl-
YUTaHVEM M C OOHUM M3 CMINCKOB LMdp.
Takke 0TMEYanocb CHWXEHWe NamsTi B
OTCTPOYEHHOM MPOU3BEAEHNM.

lllkana BeliHa Onsi oueHKU eeeema-
mugHbix uameHeHul — 39 6annos (N oo
15). MaTonornyeckoe yBenuyeHve Gan-
noB ykasblBaeT Ha npeobnagaHue cum-
NMaTOTOHWYECKOro BapuaHTa BereTaTuB-
HOro TOHycCa.

LaHHble uHcmpyMeHmarbHbIX uccre-
0osarut: AKI o1 10.12.19r. 3akn.: Putm
cuHycoBbIvi ¢ YCC 81 ya. B muH. MeTabo-
nnMYeckne N3MeHeHUs1 M1oKapaa HWXHe-
OOKOBbIX OTAENOB.

Cnupoepacbuss ot 10.12.19. 3akn.:
KEJ1 B npegenax Hopmbl. [NMokasaTtenu
NPOXOAMMOCTU AbIXaTenbHbIX NyTen Ha
HVDKHEW rpaHnLe HOpMbl.

AnekmpoHeltipomuozpaghusi oT
16.12.19: CI' no MOTOPHbLIM BOSIOKHaM
CpeAnHHOro, nokTesoro, 6onbluebepLo-
BOrO HEPBOB Crnpaga v crnesa — 6e3 nato-
norvun, manobepLoBOro HepBOB CrnpaBsa
W crnesa - BbISIBMSIET aKCOHarbHble Ha-
PYLUEHVSI YMEpPEHHOW CTemneHuW Ha Auc-
TarnbHOM YPOBHE B BMAE CHUXEHUS aM-
nnutyasl M-otBeTa Ha 55,5-62% (6onee
BbIpaXXeHHOe cresa).

ClNW no ceHCoOpHbIM BOSIOKHaM cpe-
OVIHHOTO, fOKTEeBOro v ManobepuoBoro
HepBOB cnpasa u crieBa — 6e3 naTorno-
.

F-BoniHa NO MOTOPHbLIM BOMOKHaM
NOKTEBOrO HEpBa Crpasa BbISBSET Npu-
3HaKM penHHepBaLMn B BUAe NOBTOPHbIX
BOJSH A0 15,4%.

F-BornHa No MOTOPHbBIM BONIOKHaM J1OK-
TEBOro HepBsa Cresa, CPeanHHbIX, 6onb-
LwebepLoBOro HEPBOB Crpasa U crneesa —
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Kparkne kjaunuvyeckue npusHaku nanuentos ¢ CLIA17

1 2 3 4 5 6 7 8 9 10 11
N Bospacr I A I[BnraTenL-_ [Mupamun- |[Taron. | [Icuxuarp. CAG lC
oI 3:;16(1(?;_1 €pBbIC CUMIITOMBI takcusi | JleMeHUust | Hbie Iéizyme HEI 3HAKM| 3HAKH | HapymERMS ChUIKa
K 60 Xopest - H/11 Xopest - w/n | Henpeccust | 41 [5]
XK 35 Hap-e koopauHauuu pyx H/I H/R )égg;;édng;ﬁ; + + | Hempeccus | 41 [20]
M 59 HeBusitHas peun + H/1T MuoKJIOHHH - - - 41 [11]
M 42 TloHmKeHHast CKOPOCTh PabOTHI + ++ - + + H/1L 43 [21]
XK 29  |Hap-e nmoxoaxu U3MeHEHUE MOBEACHUs |  ++ + Xopest + - - 44 [13]
M 48 Hap-e noxonku + +++ Juckunesnn H/11 H/1t H/11 44
K 40 Hap-e moxomku H/11 H/1T H/1t H/11 H/1T 44
K 38 Hap-e noxonku H/11 H/1 H/11 H/11 H/11 44
M 41 W3m-4 moBeneHus + Juckunesnn + H/I H/I 45
XK 38 Henpeccus H/I +++ Hert nannbix +++ wv/n | Henpeccusi | 45
K 40 Hap-e moxonxu + + JTUCKHHE3UHN H/I H/I H/I 45 [22]
M 34 Hap-e noxoaxu + - HH?;?;EEHH’ + H/J1 /7 45
M 55 Xopest + Het nannbIx ,HH?:(I:)I/II)}?:;HH H/1 H/1 o/ 45
K 52 Hap-e noxonku + + JTICKUHE3U! H/1t H/1 H/11 45
M 55 Hap-e nmoxonku + H/1 H/I H/I H/1 45
M Her ATakcusi, Hap-€ MOYEHC +++ + - + ++ | Diidopus | 45 [24]
XK 30 Hap-e peun, nenpeccus + H/R H/RL H/1T ++ | Hempeccus | 45
M 43 Arakcus + H/IT H/IT H/IT v/ | Hempeccust | 45
K| 30 Tlenpeccus + + ﬂ“gg:ﬂ“"’ + H/x Iﬁgﬂiiiﬁ” g5 | P
napaHomst
M 23 Hap-e peun, arakcus H/1 H/11 + H/1 - 45
M 19 ToBenenveckue Hap-s + + JIuCKUHE3UH H/IT H/I H/I 46 [22]
M 37 [Tapanoiis ncuxo3 + + XOpeoaTeTos3 + - Hﬁgﬁig?ﬂ 46 (8]
K 55 ATtakcus, 1eMEHITUS + - + + H/I 46
"/ 40 H/I + + xopest + + H/1 47
H/1 28 H/1 - + - + + H/1 47 [19]
H/I 39 H/I + JUCTOHUSA + + H/1 48
H/1 48 H/I + + xopest + + H/1 48
Tammron,
K 38 JIEMpeCcCust - H/I H/I H/I H/n | cyunmpn mo-| 49
TIBITKH [9]
XK 16 KoruutnBHbie Hap-s1, aTAKCHs 4+ H/1 H/1 H/1 H/1 49
K 48 xopest H/1 xopest H/1t + napanoiist | 50
M 55 IoBenenueckue Hap-s + + Hg:g;;?;gﬁ’n H/IT H/11 H/I 50 [22]
M 13 YO + + - + + H/1 51 [10]
K 35 Jienpeccus + + JIUCKUHE3UU H/1T H/n | nenpeccust | 52
K 25 napaHoiis "/ +++ H/1 +4+ H/n | mapaHoits | 53 l
K 35 aTakcus + +++ JIICTOHHUS H/1T H/1T ++ 53
M 34 aTakcus + ++ JIUCTOHUS H/I H/1T ++ 53 [14]
M 23 aTakcus + ++ JIUCTOHUS + + ++ 53
K 34 JIn4HOCTHBIE HAp-5 + + H/1L + + sitopus | 53 [8]
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OkoHYaHue mabnuuysl

1 2 3 4 5 6 7 8 9 10 11
M 35 ATakcusi, ICUXHATP CHMITOMBI + +++ Hpcromns, + H/1 Arpecc%ﬂ. 54 [9]
xopes [Tapanoiis
M 18 ATtakcus, JeMEHITUS +++ ++ H/I + H/1 H/I 54
K 23 TammrourHanum ++ + Auctonnus, + H/I Manus 54
xopest
K 18 Hap peun v/ o/ H/1 v/ - 54
M 18 Arakcus H/I Jlucronus H/1 H/I - 54
Jucronus
K 20 Jlucronus + - TOPTUKOKOJ- - - H/1 55 10]
JIUC
H/1 19 H/I + JIUCTOHUSA + H/1 55 [19]
"/ 25 v/ + JIMCTOHUSA + H/1 55
xK 6 YO, arakcus + ++ - + - H/I 63 [4]
K 3 aTakcHst + +++ JIMCTOHUS + + ++ 65 [14]

[TpumMeuanue. -, He 3aTPOHYTHIL. +, MATKUH. ++, YMEPEHHBIN. +++, TSOHKENBIN. H/I = HET TaHHbIX.

6e3 KNMHUYECKM 3HAYUMBIX HAPYLLIEHUIA.

B knuHW4eckom acnekTe - MMeTcs
Npu3HaKkvu MOTOPHOW aKCOHAarbHOW CUM-
METPUYHONM HEBPOMATUN Ha OUCTarbHbIX
oTpeskax manobepLoBbIX HEPBOB yMe-
PEHHO Bblpa)KEHHOWN CTENEHW.

AnekmposaHueghanoepaghusi oT
23.09.19 r. B nokoe: ®OH, peructpupy-
ercsa Hu3koamnnutyaHas 93T Habnioga-
€TCA 3HaYUTENbHO [e30praHvM3oBaHHas
anbta-akTMBHOCTb B BuUAE OTAENbHbIX
BOITH CpefHen aMnnuTyabl, HU3KOTO WH-
Aekca, HeperynsipHasi, Haubonee Bblpa-
XKeHHasa B NnobHow obrnactn. Mogynsauuu
no amnnuTyae OTCYTCTBYHOT. JOMUHMPY-
eT 6eTa-akTMBHOCTb B BMAE puUTMa Bbl-
COKOro WMHAeKca, cpedHen amnnuTyabl,
HM3KOW 4acToTbl, C 0O6NacTbO BbIpaXKeH-
HOCTM B nepegHenobHow obnactn (Fp1
Fp2).

MPT 2onosHo2o mo3ea ot 24.09.2019
r.. Hebonbllas BpOXAEHHas peTpouepe-
6ennspHas kucTa 1 paclumpeHve 6oposa
MO3XKeYKa, BEPOSATHO, KaK MNposiBeHne
aTpoPUHECKUX UBMEHEHUIA.

Meuxmatp ot 11.12.19 r.: TpeBOXHO-
cybaenpeccuBHbIN CUHAPOM.

KnuHuyecknn ncuxonor ot 13.12.19.
3akn.: CHWXEHHbI 3MOLMOHamNbHbIN
OH, NepexmBaHns B CBS3N ¢ 3abonesa-
HMeM, ycyrybnsaemoe 4yBCTBOM OfMHOYe-
cTBa.

leHeTtuk ot 18.12.19: CUA 17, nosa-
HAs1 hOpMa, HEYTOYHEHHBIN TUM Hacne-
[OOBaHUsi, Mporpeccupylollee TeYeHue.
Mo3axeukoBbIi CMHAPOM. Bsanbin Tetpa-
nape3. Puvck ons notomcTsa no no3gHen
MO3)KEYKOBOW aTakCUn BbICOKUN.

lMpoBeneHHOE neyeHve: amuHomnas-
Manb 250,0 B/B Kan meanieHHo, 4vepes
2 gHa Ne5, mekcupon 5,0 B/B kan Ne10,
atopuc 20 mr BevepoM, deHnbyT 250mr
1 T Ha Houb, rpaHgakcuH 50 mr 17°2p B

neHb, BUT B12 B/M, JIOK, Macca) HUXHUX
KOHEYHOCTeN.

Ha ¢oHe neveHus naumeHTKka BbINU-
canacb C ynydweHuem obLiero cocto-
SAHWUS, OTHOCUTENBHOW MONMOXUTENBLHON
OVHaMUKOW B HEBPOMOrMYECKOM cTaTyce
B BUAE YMEHbLUEHNS UHTEHLUW NpY Bbl-
NMOSTHEHUWN KOOPAMHATOPHBIX NPO6, ynyu-
LUEHMEM YETKOCTU PEYUN 1 HACTPOEHUSI.

M3 onucaHHOro cnyyasi BUOHO, 4TO
KINMHMYecKasi KapTuHa y Hawewn na-
LMEHTKA WMMena HeKoTopble OTNn4us
OT CIny4YaeB, OMUCAHHbIX B MUPOBOW
npakTuke W MMEeKLMX TaKyl Xe 3KC-
NaHCU TaHOEMHbIX TPUHYKNEOTUAHbIX
CAG-noBTtopoB B reHe TBP (65 konun).
3710 KacaeTcs Bo3pacTta gebrota 3abone-
BaHWSA U €ro KIMHUYECKUX MPOSIBMEHMN.
B Hawem HabnogeHun 3abonesaHue
nebtotmpoBano B 44-rnetHeM Bo3pacTte
B OTNNYME OT MPUBEOEHHbIX MPUMEPOB
C TakUM Xe KONMMYECTBOM TPUHYKIEeO-
TWMOHbBIX NOBTOPOB, rAe Bo3pacT AebioTa
cooTBeTcTBOBan 3- 1 6-netHemMy Bo3pa-
cTy. MepBbIMM cMMmnTOMamu Gbinn romno-
BOKPY>XEHUE HECUCTEMHOIO XapakTepa u
aTtakcusa npu xopabbe. HeatakTunyeckue
CUMMTOMBI, Takue Kak AM3apTpusi, Kor-
HUTWBHbIE HAPYLUEHUS B BUAE CHUXKEHUSA
namsTh, MNCUXUYECKUE  HapyLleHus B
BUAE TPEBOXHO-CY6AenpeccMBHOIO CUH-
Apoma, BereTaTvBHbIE HapYLUEHWs, Npu-
coeguHunucb nocTeneHHo. B pasBep-
HyTOW cTaguu 3aboneBaHunst y 6onbHOW
NosIBUNMCb CUMMNTOMbI MOPaXeHus ne-
pudeprnyeckoro MoToHepoHa (KpaeBble
dacumkynaumMm A3blka, HU3KUA MblLLeY-
HbIA TOHYC, BANbIA TeTpanapes). Takue
CYMNTOMBI, KaK Xopesi, AUCTOHUSA, 3nu-
nenTuyeckme MnpuUcTynbl, AOBOSIBHO Ya-
CTO BCTpevarwlnecst B nurepartype npu
CUA17, He Bbinu gnarHoCTMpOBaHbI.

CTonT OTMETUTb, YTO KIMHWYEecKas

KapTvHa y nNauuMeHTKn C 3KCnaHcuemn
CAG-noBTopoB B reHe TBP otnn4yanacb
OT KIMMHWUYECKOW KapTWHbl MauueHTOB
¢ CUA1-ro tuna, pacnpocTpaHeHHON B
Axkytun. Kpome atoro, gna CUA 1 xa-
pakTepHO pa3BMTME MOIKEYKOBO-NMpPa-
MUOHOIO CUMHAPOMA, KOTOPLIN MPOsiBMs-
€TCSA CKaHOUPOBaHHOWM peYblo, atakcuen,
cnacTukomn u runeppednekcuein. Takke y
MHOrux 6onbHbIX pa3suBaeTcs Gynbbap-
HbIi CUHOPOM C HapyLUEHWEM [noTaHus
1 nonepxmBaHuem. B gaHHom cnydae y
nauneHTKn umeetcs Omsatpus, Ho 6es
3NeMeHTOB ckaHaupoBaHusl. Kpome aTo-
ro, Mbl Habnogaem BANbIN TeTpanapes.
YuunTbiBas agepHoe nopaxenve Xl napsbl
YepenHo-Mo3roBoro Hepea B Habnoaae-
MOM Cryyae, He UCKMYaeTca passuTne
6ynbbapHoOro cMHapoMa npu Nporpeccu-
poOBaHUM HenpoaereHepaTMBHOIO Mpo-
Lecca B CTBOMe ronoBHoro mosra. Kpome
aToro, Ansa 6onbHbIX ¢ CLLA1 xapakTepHa
andopus, B TO BPEMS Kak y Hallen nauu-
EHTKV Mbl BUAUM anaTuio 1 Aenpeccuto.
3aknoueHue. Takum obpasom,
CUA17 nemMOHCTpUpPYET CIOXHbBIN U U3-
MEHUYMBBIN  KIIMHUYECKUA eHoTun, B
HEKOTOpbIX Cryvyasx MepeKkpbiBaloLwnii
deHoTun GonesHn [eHTuHrToHa. [lo
cpaBHeHuto ¢ apyrumu nogtunamu CLIA,
BbI3BAHHBIMU YBEMUYEHHBIMU TPUHYKIIEe-
OTWAHBIMM MOBTOPaMW, BbISIBNIEHNE B
poacTBeHHbIX cBs3ax CLIA17 pegko ums-
3a XapakTepHOW CTpPyKTypbl reHa TBP.
Maumentol ¢ CLUA17 yacTto nmetoT ava-
rHOCTUYeCKMe nNpobnemebl, KOTOpble MOryT
BO3HUKHYTb W13-32 HEMNeHEeTPaHTHOCTW.
[MockonbKy pa3pbiB Mexay HopMarbHbIM
W HEeHOpMamnbHbIM 4YXCMOM MOBTOPOB
O4YeHb Marn, TPyAHO onpeaenvTb Noporo-
BOE 3HaYeHue A KonuyecTBa naToro-
rmyecknx nostopos CAG B CLIA17.
OnncaHHbIN HaMWU KIUHWUYECKUIA Crly-
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yan nopTeepxpaet, uto CLIA 17 aens-
€TCH KIMMHUYECKM N TeHETUYECKN reTepo-
reHHbIM 3abonesaHnem. B gaHHom cny-
Yae Mbl He Habriogaem obpaTHoM Kop-
penauumn mexay CTEeNeHb SKCMaHCun n
BO3pacToOM MaHudecTaumm CYMNTOMOB
bonesHun, a Takke NPsMoON B3anMOCBS3N
MeXIy CTeneHbl 3KCMaHCMM MOBTOPOB
N TSHKECTbIO KITMHUYECKUX MPOSIBIEHWUNA.
Takke Mbl HabngaemM OTNNYNSA B KIUHK-
YecKoW KapTuHe aaHHoro criydas CLUA 17
n pacnpoctpaHeHHon B Akytum CLIA 1,
4YTO TaKKe BaXkHO AN NpoBeaeHns and-
depeHunanbHoONn  OUarHOCTUKM - MexXay
3TUMWU OBYMSI HacreACTBEHHbIMU aTak-
cuMAMW ANs onpeaeneHus nporHosa 3a-
boneBaHNs M CTEMEHW pucka nepegayu
FEHHON MyTaLuUn NOTOMCTBY.
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Clinical-genealogical and molecular-genetic
features in patients with spinocerebelly ataxy 1
type and dentatorubropallidolidis atrophy in Yaku-
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disease? / R. Koide, S. Kobayashi, T. Shimohata
[et al.] // Hum. Mol. Genet. — 1999. -Vol. 8. — P.
2047-2053. DOI: 10.1093/hmg/8.11.2047.

5. A patient with 41 CAG repeats in SCA17
presenting with parkinsonism and chorea / H.
Park, B.S. Jeon, J.H Shin [et al.] // Parkinsonism
Relat Disord. - 2016. — Vol. 22. — P. 106—-107. doi:
10.1016 / j. parkreldis.2015.11.011.

6. Autosomal dominant cerebellar ataxias:
clinical features, genetics, and pathogenesis / L.
Schols, P. Bauer, T. Schmidt [et al.] // Lancet Neu-
rol. — 2004. —\Vol. 3- P. 291-304. DOI: 10.1016/
S1474-4422(04)00737-9

7. Behavioral disorder, dementia, ataxia, and
rigidity in a large family with TATA box-binding
protein mutation / A.C. Bruni, J. Takahashi-Fuji-
gasaki, F. Maltecca [et al.] / Arch. Neurol. - 2004.
— Vol. — P. 1314-1320. DOI: 10.1001 / arch-
neur.61.8.1314

8. CAG repeat expansion in the TATA
box-binding protein gene causes autosomal dom-
inant cerebellar ataxia / H. Fujigasaki, J.J. Martin,
P.P. De Deyn [et al.] // Brain. — 2001. — Vol. 124.
— P. 1939-1947. DOI: 10.1093/brain/124.10.1939

9. Clinical features and neuropathology of
autosomal dominant spinocerebellar ataxia
(SCA17) / A. Rolfs, A.H. Koeppen, |. Bauer [et al.]
/I Ann Neurol. — 2003. — Vol. 54. — P. 367-375.
DOI: 10.1002 / AHa.10676

10. Different types of repeat expansion in
the TATA-binding protein gene are associated
with a new form of inherited ataxia / C. Zuhlke,
Y. Hellenbroich, A. Dalski [et al.] // Eur. J. Hum.
Genet. - 2001. — Vol. — P. 160-164. DOI: 10.1038/
sj.ejhg.5200617.

11. Doherty K.M. Late onset ataxia: MSA-C
or SCA 17? A gene penetrance dilemma /
K.M.Doherty, T.T.Warner, A.J.Lees // Mov. Dis-
ord. -2014. — Vol. 29. — P. 36-38. doi: 10.1002/
mds.25770.

12. Genetic fitness and selection intensity in a
population affected with high-incidence spinocer-
ebellar ataxia type 1/ F.A. Platonov, K. Tyryshkin,
D.G. Tikhonov [et al.] // Neurogenetics. - 2016.
- V.17(3). - P179-185. doi: 10.1007/s10048-016-
0481-5.

13. Huntington’s disease-like phenotype due
to trinucleotide repeat expansions in the TBP and
JPH3 genes / G. Stearin, H. Fujigasaki, A.S. Leb-
re [et al.] // Brain. — 2003. — Vol. 126. — P. 1599-
1603. DOI: 10.1093/brain/fawg155

14. Intergenerational instability and marked
anticipation in SCA-17 / F. Maltecca, A. Fil-
la, I. Castaldo [et al.] // Neurology. — 2003.
— Vol. 61. — P. 1441-1443. DOI: 10.1212/01.
wnl.0000094123.09098.A0

15. Intergenerational instability and marked
anticipation in SCA-17 / F. Maltecca, A. Fil-
la, |. Castaldo [et al.] // Neurology. — 2003.

—Vol. 61. — P. 1441-1443. doi:
wnl.0000094123.09098.A0.

16. Phenotypic homogeneity of the Huntington
disease-like presentation in a SCA17 family / SA
vande Schneider, BP. Warrenburg, TD. Hughes [et
al.] // Neurology. - 2006. - Vol. 67. P. 1701-1703.
DOI: 10.1212/01.wnl.0000242740.01273.00

17. SCA 17 phenotype with intermediate trip-
let repeat number / H. Herrema, T. Mikkelsen, A.
Robin [et al.] // J. Neurol. Sci. - 2014. —Vol. 345. -
P. 269-270. DOI: 10.1016/j. jns.2014.07.041

18. SCA17 homozygote showing Huntington’s
disease-like phenotype / Y. Toyoshima, M. Yama-
da, O. Onodera [et al.] // Ann. Neurol. - 2004. —
Vol. 55. — P. 281-286. doi: 10.1002 / ana.10824.

19. SCA17, a novel autosomal dominant cer-
ebellar ataxia caused by an expanded polygluta-
mine in TATA-binding protein / K. Nakamura, S.Y.
Jeong, T. Uchihara [et al.] /' Hum. Mol. Genet.
- 2001. —Vol. 10. — P. 1441-1448. DOI: 10.1093/
hmg/10.14.1441.

20. SCA 17 phenotype with intermediate trip-
let repeat number / H. Herrema, T. Mikkelsen, A.
Robin [et al.] // J. Neurol. Sci. - 2014. — Vol. 345.
—P. 269-270. DOI: 10.1016/j. jns.2014.07.041.

21. Severe and rapidly progressing cognitive
phenotype in a SCA17-family with only marginal-
ly expanded CAG/CAA repeats in the TATA-box
binding protein gene: a case report / T.T. Nielsen,
S. Mardosiene, A. Lokkegaard [et al.] // BMC Neu-
rol. - 2012. - Vol. 12. - P. 73. DOI: 10.1186/1471-
2377-12-73

22. Spinocerebellar ataxia type 17 (SCA17):
oculomotor phenotype and clinical characteriza-
tion of 15 Italian patients / C. Mariotti, D. Alpini, R.
Fancellu [et al.] // J. Neurol. - 2007. —Vol. 254. —
P. 1538-1546. DOI: 10.1007/s00415-007-0579-7

23. Spinocerebellar Ataxia Type 17 / Y. Toy-
oshima, O. Onodera, M. Yamada [et al.] // In:
Adam MP, Ardinger HH, Pagon RA, Wallace SE,
Bean LJH, Stephens K, Amemiya A, editors. Ge-
neReviews® [Internet]. Seattle (WA): University
of Washington, Seattle; 2005 Mar 29 [updated
2019 Sep 12]. - 1993-2020. PMID: 20301611.

24. The SCA17 phenotype can include fea-
tures of MSA-C, PSP and cognitive impairment
/'1.S. Lin, R.M. Wu, G.J. Lee-Chen [et al.] // Par-
kinsonism Relat Disord. - 2007. —Vol. 13. — P.
246-249. DOI: 10.1016/j.parkreldis.

25. Toyoshima Y, Takahashi H. Spinocerebel-
lar Ataxia Type 17 (SCA17). Adv Exp Med Biol.
-2018. =Vol. 1049. P. 219-231. doi: 10.1007/978-
3-319-71779-1_10. PMID: 29427105.

26. Trinucleotide repeat expansion in SCA17/
TBP in white patients with Huntington’s dis-
ease-like phenotype / P. Bauer, F. Laccone, A.
[et al.] // J. Med. Genet. — 2004. —Vol. 41. — P.
230-232. doi: 10.1136 / jmg.2003.015602

27. Wild E.J. Huntington’s disease phenocopy
syndromes / E.J. Wild, S.J. Tabrizi // Curr Opin
Neurol. - 2007. — Vol. 20. — P. 681-687. DOI:
10.1097 / BTO.0b013e3282f12074

10.1212/01.




