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DeHoTUIIHYECKHE 0COOEHHOCTH POCCUICKOM ceMbH
CO CIMHOLIEpeOeISIPHOM aTakcueil 6-ro Tuna
13 Xa0apoBCKOro Kpas

T.H. IIpockokosa', 1.B. ', H.b. Cepawok', H.1O. A6pambiuena’

'QIrBOY BIIO «[lanvresocmourbiti eocyoapcmeennbiii MeOuyuHcKull yHusepcumeny», Xabaposck, Poccus;
YOIBHY «Hayunbii yenmp veeponoeuu», Mockea, Poccus

TIpedcmagnen cemeiinbiil cayuaii cnunoyepebeansproil amakcuu 6-e0 muna — 7 00bHbix 8 4 HOKOACHUAX OM CMeUIAHHO20 Opaka SKYMos, 36eHa U pycckoeo,
npodcusarouux Ha cesepe Xabaposckoeo kpas. Mymanmnuoiii annens eena CACNAIA umen 27 cmabuashoix CAG-nosmopos y ecex 6oabhbix (npu Hopme <18 CAG-
noemopos), Hopmanvhblii asneab — 13 CAG-nosmopos. Kaununeckumu ocobeHHoCmAMU 36459.4UCh ObiCHPOe NPOEPECCUPOBAHLIe MO3ICEHKO0B0I amakcuy y Aul
myaecxoeo nona (0,96-9,00 6aan06 6 200 no SARA); Hasuuue neuxuueckux paccmpoiicme 6 6ude aAK020AU3AYUL, PAHHE20 3ANOIIHO20 NbHCMBA, 306ePUIEHHBIX
CyuLUOanbHbIx Oelicmeutl; CHUICeHUe NPOOOANCUMENbHOCIU Jcu3Hu Y 2 0abHbix 00 27 u 36 sem.

Karouesvie caosa: cnunoyepebennapras amaxcus 6-2o0 muna; cmabuavhas sxcnancus CAG-nosmopos; bbicmpoe npoepeccuposaue 3a6041e-
BAHUSA; CHUICEHUE NPOOOANCUMEAbHOCIU HCUSHU
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Phenotypic features of a Russian family
with spinocerebellar ataxia type 6 from Khabarovsk Krai

Tatyana N. Proskokova!, Dmitry V. I', Natal’ya B. Serdyuk!, Natal’ya Yu. Abramycheva?

!Far-Eastern State Medical University, Khabarovsk, Russia;
?Research Center of Neurology, Moscow, Russia

The article presents a familial case of spinocerebellar ataxia type 6, consisting of 7 people across 4 generations from a mixed marriage of Yakut, Even, and Rus-
sian ethnicities, living in Khabarovsk Krai. The mutant allele of the CACNAIA gene had 27 stable CAG repeats in all patients (normal is <I8 CAG repeats), while
the normal allele had 13 CAG repeats. Clinical features included rapidly progressing cerebellar ataxia in males (0.96=9.00 points per year on the SARA scale);
presence of psychological disorders in the form of alcoholism, early-onset binge drinking, completed suicidal behaviors; life expectancy reduced in 2 patients
10 27 and 36 years.
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CLINICAL ANALYSIS

Spinocerebellar ataxia type 6

Beenenne

CrnuHouepebemisipHas aTakcust 6-ro tina (CLIA6) — Heiipo-
NereHepaTUBHOE 3a00/IeBaHIE C ayTOCOMHO-IOMUHAHTHBIM TH-
MOM HACJIeIOBaHMUsI, XapaKTepu3ylolleecs MO3AHUM HayajioM,
MEIJICHHBIM TIPOTPECCUPOBAHMEM MO3XEYKOBOM aTaKCHUH,
m3aptpueit, HuctarmoM [1, 2]. CLIA6 BBI3bIBacTCS 3KCITaH-
cueit CAG-noBropoB B 47-M 3k30He TeHa CACNAIA n oTHO-
cutcst K nonurnyraMmuHoBeIM (I117) 3ab60s1eBaHusSIM (B JaHHYIO
rpynmy BxomsatT ATXNI/SCAI, ATXN2/SCA2, ATXN3/SCA3,
CACNAIA/SCA6, ATXN7/SCA7, TBP/SCAI7, ATN1/DRPLA),
SBJISIOINMMCST HanboJjiee 4acThiMU (DOpMaMK ayTOCOMHO-JI0-
muHaHTHBIX (AJI) CHA [3]. III'-3a00eBaHMsI BHI3BIBAIOTCS
Komupylomumu skcnanaupoBaHHbiMu (CAG)n-nioBTopamu B
COOTBETCTBYIOIIMX T€HAX, IIPH HUX Oolee TSOKETAs KIMHIYC-
CKasl KapTUHA U MEHbILIE TIPOAOJIKUTEIbHOCTD XU3HU, YEM ITPU
HenonurayramuHoBbix AJl CLIA. HectaOuabHOCTh TTOBTOPOB
B TIOJIOBBIX M COMAaTHMYECKUX KJIETKax HaOIomaeTcss B 00JIb-
muHceTBe [1T-3a00oneBaHuit, 6ojiee JJIMHHBIE TOBTOPHI CBs3a-
HbI ¢ OoJiee paHHUM HayajaoM 3abo0jieBaHUs U 0oJiee TSKETbIM
TeueHueM [4]. UrpaeT posib M HalWuMe BCTABOK — «UHCTHIE»,
0e3 BCTaBOK, MOBTOPHI SIBJISIOTCS 0ojiee HeCTAOMIbHBIMU [4].
OcobenHocteio CLIA6 siBisiioTCsl HeOGOJMBIIME pa3Mephl 9KC-
MaHAUPOBaHHbBIX ajieneii (B Hopme 4—18 CAG-noBTOpoB, Ipu
mytanun — 20—33 CAG-noBropa, 19 CAG-1oBTOpOB — Ipo-
MEXYTOUYHBIH ajulefib, CKJIOHHBIA K 3KCIMAHCUM), HUXE OXM-
JIaeMOoTO0 TTaToreHHoTo mopora (mpu apyrux [11'-3aboneBaHmsx
MYTaHTHBbIi ajiefb 00byHO coaepxut 35—40 u 6onee CAG-
nostopoB). Kpome toro, CAG-noBTopsl B reHe CACNAIA siB-
JISIIOTCS 3HAYUTENBHO 00Jiee CTaOMIbHBIMU, YeM IPU APYTUX
[I'-3ab60neBaHuUsIX, HECMOTPS Ha OTCYTCTBUE BcTaBOK. [1pu uc-
cnenosanuu 173 JIHK 0onpHbix ¢ CIIA6 B BennkoOpuranuu
MOJTyYeHbI TOJIBKO «4ucThie» CAG-TIOBTOPHI |2, 4].

0030p JmTepaTypbi

Ien CACNAIA siBnsetcsa ounuctpoHHbiM — ero MPHK umeer
IIBE OTKPHITHIE PAMKH CUMTHIBAHWS C OXHOBPEMEHHOI TpaHC-
JSIIMel B MOJMMIENTHABI, KOTOpble (PYHKIIMOHATBHO CBS3aHBI
u peryaupytorcs Bmecte [5]. TeH CACNAIA xonupyeT 1Ba mo-
JIMTICTITHA:

1) TpancMeMOpaHHY1O ol A-cyobenunuily P/Q-Tuma BosibsTax-
3aBICHMOTO KanlbllieBoro KaHaita Cav2.1, OTBeTCTBEHHYIO
32 MTHMLMALUIO CUHANTUYECKOM TMepefayn B ObICTPHIX CH-
Harcax;

2) alACT — pactBopumsrii 75 KJla 6e10K, KOHTPOIMPYIOIIHiA
MTOCJIEIOBATEILHOCTD B IIUTOIIa3MeHHOM C-TepMIHAJILHOM
noMmeHe alA Oeika M BOBJIEYEHHBIN B MHAKTUBAIIMIO I MO-
NyJIMpOBaHKUE KaHajla ¢ MOMOIIbIO BHYTPUKIETOUHBIX CHI-
HaJIbHBIX O€JKOB [3].

alA-cydbenuHuia — 310 4-10MEHHbI TpaHCMEMOpaHHbIH Oe-
nok (28 KJ1a) ¢ muroma3MeHHBIMA N- 11 C-TepMUHAIBHBIMU
pervoHamu [2, 5]. benok alACT TpaHcnupyeTcs yepe3 BHY-
tperHee pudocomHoe Mecto (IRES), meifcTByeT Kak TpaHc-
KPUILIMOHHBIA (haKTOp, MOXKET MepeMeliaTbcsl B SApe M aK-
TUBUPOBATh TeHbI, 00ECTIEYMBAIOIINE BHDKMBAHUE HEHPOHOB:
rpanyauH (GRN), TATA-box-cBsSI3bIBalOIINiA OEIKOBBIM (DaK-
top 1 (TAFI), TpaHcnoKaMoHHblii Oenok 1B-knetok (/BTGI).
Myrantheit alACT Gemok, Hecymmii I1I-skcmancuio, He
CIoco0eH aKTUBUPOBATh SKCMPECCHI0 JAHHBIX TeHOB [5]. B pe-
3ynbTate (POPMUPYIOTCS HEPACTBOPUMBIE OENKOBBIE arperaThl,
conepxamue ol ACT, B knetkax [TypkuHbe, T.€. MyTUpOBaHHBII
alACT Moxert aeiicTBoBaTh KaK Tokcuueckuit I1I'-6emok [5].
MytaHTHBIN 0.1 A-0€10K SIB/ISETCS HEPAaCTBOPUMBIM MeMOpaH-

HBIM OEIKOM, B OTJIMYKE OT SACPHBIX M IIUTOILIA3MATHUECKIX
6enxoB py OosbiMHCTBE T1T-3a00neBanwmii [2, 6]. P. Giunti u
COABT. OIMCBIBAIOT TPY BO3MOXHBIX MOJIEKYJIIPHBIX MEXaHU3-
Ma nipu CLIA6: T1T-3a60meBaHre, KaHANONMATHS W TU3PETYIIs-
LS TPAHCKPUTILIUHK [2].

CLIA nmeer Haubosnee MO3MHUI BO3pacT Hayala B CPaBHEHUU C
npyrumu IT'-3a60meBanyssvu 1 gpyrumu AJI CLIA — 19—73 rona,
B cpenHeM Mexay 43—52 romamu [1, 6, 7, 8]. CLIA6-myTaiuu
¢ HarOObIIIel YAaCTOTON HAWIEHBI ey OOBHBIX CO CTIOpPAIH-
YeCKOii MO3XeUKOoBoM atakcueii — B 36% ciydaes (pu CLAL —
B7,1%, ClIA2, 3, 8, APTIJIA — 10 3,6%) [7].

AmneneHpiMA  BapuaHTamMu CIIA6 sBisiioTcs 3a0oseBaHuS,
BbI3BaHHbIE apyrumu MmyTaiusmu B reHe CACNAIA, xpome
9KCIAHCUM TPUHYKJICOTUIHBIX TOBTOPOB (MMCCEHC-, HOH-
CEHC-MYTaIlNM, MyTallid MECT CIUIaliCHHTa, 3K30HHbBIE,/MYJIb-
THAK30HHBIE [EelMK): SMM30AMYecKasl aTaKCUsl 2-T0 THIIA,
TIPOTPECCUPYIONIAst MO3KEUKOBAs aTaKCHS C TSKETBIM TeUCHHM -
€M, ceMeiiHasl reMUIuIerndeckas MUrpeHs. JlaHHbie 3a001eBa-
HUS UMEIOT KIIMHNYecKoe repekpoiBanne ¢ CLIA6 [1, 8].

Amnemn ¢ 20—33 CAG-noBTopaMu MOJTHOCTBIO TIEHETPAHTHHI,
Haubosee yacTeiM ajieneM sinsiercst CAG,, [1, 8]. Y HekoTo-
pbix 60mbHBIX ¢ CAG,, win CAG,; Hauasno CIIA6 Gbuto Gotee
NOo31HUM, 4eM y 601bHBIX ¢ CAG,, 1 CAG,; [9]. EcTb MHEHME,
YyTo HabJrogaeTcs oOpaTHasi KOpPpeJsusl MexXIy BO3pacToM
Havyana CIIA6 n cymmapHbiM ynciioM CAG-TIOBTOpPOB B HOp-
MaJIbHOM U 3KCHaHAWPOBAaHHOM ajuiessx [8]. [oMO3HUroTsl 1mo
narojiornyeckoii skcrnancuu B reHe CACNA I umenu 6onee paH-
Hee Havaso 3aboJieBaHus ¥ Oosiee OBICTPOE TIPOTPECCUPOBAHME
B CpaBHEHMH ¢ poautesssmu [9, 10].

Bo3spact Hauana u kimHnyeckast kKaptuna CLIA6 3HaUMTETEHO
BapbUPYIOT B OHOIA ceMbe. CUOCHI ¢ OTHUM pPa3MePOM TPUHY-
KJICOTUIHBIX TIOBTOPOB C TIOJTHOCTBIO TIEHETPAHTHBIM aJlIeNieM
MOTYT pa3nyaThcs M0 BO3pacTy Havyasa 3a0oneBaHus 10 12 et
[1, 8]. Dxcnancus B reHe CACNA 14 He yacTo HabmomaeTcs mpu
nepenaye MyTallMy OT POIUTENEH TOTOMCTBY, T.6. aHTHUIIUTIA-
st ipu CLIA6 otcyteTByeT. BospacT Havana, TsokecTh 60J1e3-
HU, crielduieckue CUMITOMBI U TTPOTPECCUPOBAHUE BapHa-
0€JIbHBI U HE MOTYT OBbITh MPENCKA3aHbl M0 POAOCIOBHOW UM
no pa3mepy CAG-mosTopos [1].

V¥ Bcex 6onbHBIX ¢ CLIA6 MMeeTcs MO3XKeuyKoBas aTaKCUs C
WHTEHIIMOHHBIM TPEMOPOM, IM3apTPHEH, 9acTo ¢ aucharueii;
B 70—100% cinyyaeB HabIOMaeTCsS TOPU3OHTAIbHbIM HUCTAM
Opy KpalHUX OTBeAeHMsX, B 65—83% — rumeppediexcus,
cumnroM baduHckoro [1, 8]. Jlucronus (6aedapocnasm, cra-
CTUYeCKast KpUBOIIes!, MUCUYMI Ca3M, JVCTOHMS MBIIII HOTH)
BcTpeyaloTces B 5—25% ciy4aes [1, 11, 12], mocTypajibHblii Tpe-
Mop — B 16,9% [11]. Hanuuwe nucronuu npu CIIA6 cBsi3aHO
¢ Oosee MemJeHHBIM MporpeccupoBaHueM atakcuu [11]. Tpu
AJl CIIA 0oJibHBIE ¢ TPEMOPOM MMEIOT 00jiee BHIPAKEHHYIO
aTakcuio, yeM 0oJibHBIE Oe3 TpeMopa; MJaHHBIA 3(hGheKT Hau-
Oonee oueBUIECH A moctypaibHoro Tpemopa npu CLIA3 u
CUAG6 [13]. Moryt GbITh apediiekcus U mepudepruyeckast He-
Bponatud [14]. Berpevatotest AuchyYHKINS MOYEBOTO Ty3bIPS,
MBIILIEYHAS aTpO(Usl, CHUKEHUE BUOPAIIIOHHOM YyBCTBUTE b~
HOCTH; y TIPECUMIITOMHBIX JIAI] HAaliIeHbl M3MCHEHHE CaKKal 1
MEIJICHHBIX CIeAAIINX ABMXEeHUH a3 [§]. OmucaHbl ciydau
CLIA6-MyTanuu y OOJNbHBIX ¢ MAPKMHCOHU3MOM 0€3 aTaKCUu
[15, 16]. Ilpu TpaHCKpaHMAIbHOM MAarHWTHOW CTUMYJISILIAA
BBISIBICHO YMEHBIIEHNE BPEMEHU LIEHTPAIbHOTO TIPOBEICHMS,
9TO CBHIETENBCTBYET O ITOPAXKCHWH IMPAMUATHBIX TPAaKTOB
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[8]. Drm3ommuecKoe TOMOBOKPYXKEHHE WM AUTUIONUS MOTYT
BCTpEYaThCsl 32 HECKOJIbKO JIET IO HapyllleHUH MOXOAKU [8,
17]. TponomxutenbHocTh Xu3Hu npu CLIA6 He cHukeHa [,
6, 8]. Boiciume KorautiBHbIe GyHKIMY ipy CLIA6 coxpaHHBI,
HO MMEIOTCS CHUKEHUE TTABHOCTY PeUM, 3pUTEbHON TTaMsITH,
nedUIMT BHUMaHUS [§]; omcaHa KOTHUTUBHAS AUCHYHKIINS B
BUJIE JIETKUX HAPYIIEHWIT NCTIOMHUTENbHBIX (DYHKIIMH, TICUXU-
YeCKOU TMOKOCTH, 3pUTEIbHO-TIPOCTPAHCTBEHHBIX (DYHKIIUI,
OrpaHUYEHHUs] 3allOMMHAHUS MHOOPMAIMKM KaK TPOSIBICHUE
JIOOHBIX PACCTPOUCTB, YTO MOXET OBITH CBSI3AHO C MOBPEXIIE-
HHUEM JIOOHO-MO3KEUKOBBIX mmyTeit [18—20].

Cpemn AJl CHA moms CHA6 cocrasisier 1-2% B Wcnanuu,
Opanuuun, Uramun, 10xuoit Adpuke, 3,3% — B Kurae, 4% —
B bpasunuu, 13% — B Iepmanum, 17% — B ABctpanuu, 24% —
B Hunepnannax, 26—31% — B fAnonuu [8]. PacnpoctpanéH-
noctb CLIA6 onenuBaercst kak 0,02—5,00 Ha 100 ThIC. Hace-
nenus [21].

CoOcTBenHbIe HAOTIOEHHSA

B xome sKcremnMIIMOHHON paOOTHl HAMM BBISIBJICHA CEMBbS
¢ CIIA6, nmpoxwuBaroniast B OXOTCKOM paiioHe Ha ceBepe Xaba-
POBCKOTO Kpast, B cenie Apka (HacelieHue 648 yenoBek) — aj-
MUHMCTPAaTUBHOM LIEHTPe APKUHCKOTO CETbCKOTO MOCEIEHUS.
JlaHHasI ceMbsI TIpeficTaB/ieHa 7 OONBHBIMU B 4 TIOKOJICHUSIX OT
CMEIIaHHOTO Opaka SIKYTOB, 3BE€HA M PYCCKOTO (POmOCIOBHAS
TNIPE/ICTaBJIeHa Ha PUCYHKE).

MonexynapHO-TeHeTUUECKUII aHaIu3 BHIMOJHEH Ha 0a3e
JTHK-naboparopuu 5-to otnenenuss DTBHY «Hayunbrii ieHTp
HEBPOJIOTUH» TIOCTIE MOJTyYeHHs MH(MOPMMPOBAHHOTO COIJa-
cust 00JbHBIX U UX poacTBeHHUKOB. JIHK-n1uarHocTuka mpose-
neHa uneHam cembu: 11-2, 11-7-10, I11-1-11, 16-18 (I1-12-15 He
00cJIenoBaHbl, T.K. UX POAUTENH 300poBkl), IV-9, IV-10 (IV-11
OTCYTCTBYeT B cTpaHe, [V-19 — Bozpacrt 1o | ronga). Ynensi ce-
Mo 11-1, II-3, II-5 ymepnu ot uimeMuyeckoii 00Je3HM cepaia
B 56, 54 1 42 rona cootseTcTBEHHO; 11-4 ymeprna B 3 rofa mociie
npusuBky, 11-6 yomnu B 28-netHeM Bospacte. Bee Hocurenn
CHA6-mytatm (I11-2, 11-9, 11-10, I11-4, I11-16, IV-9) nme-
10T 27 CAG-moBTopoB B reHe CACNAIA, HOpMAJIBHBIN alIelb
Y BCEX WICHOB POJOCTIOBHOM — M 3MOPOBbBIX, U OOJbHBIX —
comepxut 13 CAG-noBTOpOB.

bonbHas 1-2, 1925 . poxxaeHust, poauaach OT CMeLIaHHOTO Opa-
Ka SIKYTKM 1 9BeHa B AKkyrtuu, OneHeKcKoM paiioHe, eé Myx
I-1 — or cmemaHHoro Opaka siKyTa M pycckoit, B fKytuu, B
noc. bonbioit Kamens ITokposckoro paiioHa. ¥ Bcex G0JIbHBIX
B I-II mokoseHusIx, KpoMe OOHOI, NeOIOT 3a00J1€BaHUS TIPE/-
CTaBJIeH HapyIIeHUEM TIOXOJKY U peuH, y marmeHTku 11-9 B ne-
01oTe OTMEYATUCh SMU30INIECKUE TONOBOKPYXEHUE 1 aTaKCHS.

CnMHouepeﬁennﬂpHaﬂ arakeus 6-ro Tana

JlaHHbIe 110 6071bHOI -2 TOTyYeHB aHAMHECTUYECKH, T.K. OHA
ymepna B 1994 . B Bo3pacte 69 JieT (Bo BpeMs CCOpPBI C XKeHOI
miamiero coiHa 11-10 momyynna HoXeBoe paHeHUe OPIONITHOM
TIOJIOCTH C TOCIEAYIONIMM Pa3BUTHEM THOMHOTO MIEPUTOHUTA):
HayaJio atakcuu B 1972 1., B Bo3pacte 47 JIeT, C MELIEHHBIM MPO-
rpeccupoBaHueM, oreHKa 1o IlIkaje oleHKM U onpeneneHus
crenieHu atakcuu (Scale for the Assessment and Rating of Ata-
xia — SARA) ucxomguo 10 6amwios, B 69 et — 28 6awioB, TeMII
nporpeccupoBanusa — 0,82 0ania B rox; ougHKa mo MexayHa-
POIHOI 00BEAMHEHHOM 1KaJle OlleHKH aTakcuu (International
Cooperative Ataxia Rating Scale — ICARS) — 70/100 6as10B.

bonbnoit I1-2, 1950 . poxnmeHus — neblOT 3abojieBaHUS
B 43 roza, ¢ 48 net unBanua I rpynmsl. Ha KoMmbioTepHoi TO-
MOTIpaMMe rOJI0BHOIO MO3ra: aTpodus 3aTbLIOYHBIX 10JIEH, [10-
nymapuii Mmo3xeuka. Ouenka mo SARA — ucxogHo 7 6anos,
B HacTosiuee Bpems — 32 6ajia, TeMI MpOrpecCUpoBaHUs —
0,96 6asa/ron; ouerka mo ICARS — 72/100 6anna.

bosbnas 11-9, 1965 r. poxneHust, Havyaio 3a0oneBaHus B 33 roga
C 3MU30/1a TOJOBOKPYXEHUS ¥ HAPYIIEHUST TIOXOIKHU UTUTE b~
HOCTbIO HECKOJTBKO JIHEH, BOHUKIIIETO Yepe3 HECKOIbKO MeCsi-
1IEB TT0CJIE POIOB, TOBTOPHOE AHAIOTUYHOE YXYAIIEHHE COCTO-
SIHUS B 36 JIeT CBA3bIBANA C AaHEMUEH, HOYHBIMU JEXYPCTBAMU
(pabotaer memcectpoii). C 2002 r. (37 yer) mociie IMUIIEBOTO
OTpaBJIeHUs TOSBWINCH IUILIONMS, IU3apTPUs, IMOCTOSIH-
HOE TOJIOBOKPYXeHME, HapyIleHne MoXonku. [Ipym ocMoTpe B
2004 1., B Bo3pacTte 39 JeT: ropu30HTANbHbI HUCTaIM C pOTa-
TOPHBIM KOMITIOHEHTOM, TU3aPTPHUSI, OXXKUBJIEHUE CYXOXKMITBHBIX
M TIEPUOCTANBHBIX pedekcoB, J€rkas atakcus B 1mo3e Pom-
Oepra, BhIpaxkeHHas aTakCusl B YCIOXHEHHOM mo3e PomOepra,
JIETKast TUIIEPMETPHS ClieBa, KOOPAMHATOPHBIC MTPOOBI B HOP-
Me. CHIXKeHa BUOpalMOHHAsl YyBCTBUTEIbHOCTb HA HOTrax JI0
3—5 c. Ocmotp B 2019 . (54 roma) — HapacTaHWe aTaKCUU MO
SARA ¢ 2,5 no 11,0 6an10B (MemIeHHOE MPOrpeccupoBaHie
Ha 0,4 6amta/ron), onenka nmo ICARS — 35/100 6amnos. Ilo
JaHHBIM 3JIEKTPOHEepoMuorpaduy — IMPU3HAKN BBIPAXXCHHOM
CEHCOMOTOPHOI aKCOHAJIbHOW HEBPOIIATUM C BTOPUYHOM -
muenuHI3anueir. MPT rooBHOTo Mo3ra: yMmepeHHast aTpoQus
MOJIyLIApUIA MO3XKeuKa.

bosbroii 11-10, 1968 . poxnenus, 3adonen B 2000 T. B Bo3pacTe
32 ne, Tmoclie BBIXOMA M3 TIOPHMBI (B35J1 Ha ce0S BUHY XEHBI,
HaHECIIeH TelecHoe MoBpexXIeHe ero Marepu B 1994 r). 3io-
YIOTPeOISUT AJIKOTOJIEM, MO3XEUKOBas aTakCusl M AM3apTpMs
opicTpo mporpeccuposaiu — ¢ 4 no 10 6amnoB mo SARA co
ckopocThio 1,5 6amna/ron, oneHka mo ICARS — 39/100 6amnos.
B despae 2004 r. mocie ouepenHo cCopbl € XKEHOM MOBECUIICS.

Bomnshoii 111-4, 1978 1. poxnenust, ne6rot CIIA6 ocenbio 2004 .
B Bo3pacTe 26 JIeT ¢ HapyLIeHMs Peuyd M MOXOAKHM CBSI3bIBAI

Y
by o3t

PonocnoBnas cembu ¢ CLIAG.
Family tree of the family with SCA6.
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CLINICAL ANALYSIS

Spinocerebellar ataxia type 6

C TICXOTPaBMUPYIOIIEH cuTyaImeil (CMepTh TIOOMMOTO ASIHN).
N3 anamHe3a: 3akoHYMa 9 KiaccoB, 9-it Kiacc ny0oaupoBal,
yUMIICs €abo, B apMUIO He B3SUIM M3-3a JIETKOM CTENeHU yM-
CTBEHHOM OTCTAJOCTU (JeOMIBLHOCTDL). 3aHMMAJICSI OXOTOM, C
MOJIOJTBIX JIET 3/I0YTIOTPEOIISIT ANKOToJIeM, K 27 ToaM CTall 3a-
TTOMHBIM JIKOTOJMKOM (3aII0M €XEeMeCSIHO 110 1 Hem). B cBsi3u
C HapacTalolleil atTakcueil 60JbHOTO MepecTaan 6paTh Ipy3bst
Ha oxoTy. OcMmoTtpeH B ceHTssope 2005 . (27 JeT): yMepeHHBIE
opanbHble peduekchl, HeycToiuuB B mo3e Pombepra, B yc-
JIOXHEHHOU 1mo3e Pombepra He cTouT, rpyboe MpoMaxvBaHKUE
1 MHTEHIIMOHHOE IpOoXaHWE MPHU KOOPIMHATOPHBIX Ipo0ax,
OXMBJIEHUE CYXOXWJIBHBIX PedIeKCOB, YYBCTBUTEIHLHOCTh B
HopMe. MTP rojioBHOro Mo3ra: pacimpeHue cyoapaxHouaaib-
HBIX MIPOCTPAHCTB, 0a3aJbHBIX LIUCTEPH, aTPOGUs MOTyIIApHii
Mo3zxeuka. COIMyTCTBYIOIIUE 3a00/IeBaHMS: apTepHaNbHas TH-
neptonus Il crenenu, puck II. BpoxnénHasa simepHasi KaTa-
pakTa. Ouenka mo SARA: ucxonHo — 6 6aioB, yepe3 rog —
15 GamnoB, mporpeccupoBaHue — 9 damoB B rox. OLeHKa 110
ICARS: 39/100 6annoB. B nexadpe 2005 I. Tparnyecku moruo:
KeHa Jier/ia B 00JIbHUILY, 3aKPbIB O0JILHOTO 10Ma, YTOObI OH HE
cMor HanuThbes. TTalueHT BhIOMI OKOHHOE CTEKJI0, BhIOpaICs
13 IOMa, BePHYBIINCH ITbTHBIM, HE CMOT 3a0paThcs B OKHO, 3a-
MEp3 B cyrpobe. Jletu 6oapHoro IV-9, IV-10, IV-11 ocramich
cupoTaMu (TIPMYMHY CMEPTH MX MaTepy POICTBEHHUKH CKPHI-
BarT), neBouka [V-11 ymogepera B Mcanuio, ocTanbHBIE IO
onekyHcTBoM 0a0yiiku. CoiH IV-9 sBiseTcss mpecuMnToM-
HBIM HOCHTEJIEM, OT JaJbHEHIIero oocaenoBaHUs OTKA3bIBa-
erca. bombHas I11-16 yMeeT JNETKyI0 CHUMITOMATHKY B BHIE
HEYCTOMYMBOCTY B YCIOXHEHHOM mo3e Pombepra; oneHka mo
SARA — 1 6amn. 3a mepuon HabmoneHus ¢ 2012 mo 2019 &
(Bo3pacT 21—28 7eT) cuMITOMaTMKa HE Hapocjia, OlleHKa
o ICARS — 3/100 6anna.

Oo0cyxnenne

IpencrapnenHas Hamu ceMbst ¢ CLIA6 sBisieTcs yeTBepTOi
nuMarHoctupoBaHHOM B Poccun. [lepBast HebGonblas ceMbs U3
eBporeiickoit vacti Poccuu ommcana corpynnukamMu @TBHY
«Hayunbrit neHtp HeBpojoruu» B 2001 1. [22]. JIBe HepoACTBEH-
Hble CeMbU OAIIKUPCKON STHUYECKOW MPUHAAJIEKHOCTU BbI-
siBiieHbl B balimakckom paitoHe PecnyOnuku Baiikoprocran:
4 GONBHBIX B 2 MOKOJNEHUSIX OHOM ceMbU U 1 0OJIbHOM M3 BTO-
poii cembu [23]. B maHHbIX 3 ceMbsix Y BceX OOJIBHBIX MYTaHT-
Hbiit annenb reHa CACNAIA conepxan 25 CAG-TI0BTOpPOB, YKC-
JIO KOTOPBIX ObLTO CTaOMILHBIM BO BCEX TOKONEHUSX [22, 23].

OrnmcanHast HAMW CeMBbsI SIBJISICTCS TIEPBOM B POCCHICKOIA TTO-
OyIIuuu ¢ 0ojiee TPOTSXEHHON aKcmaHcueir — 27 CAG-
MIOBTOPOB.

BaxxHoi1 0cOOEHHOCTBIO Hallleil ceMbU SIBIISIETCS Ooiee paHHee
Havayio 3a00j1eBaHKsI B TOCJIEAYIONIMX MOKOJEHUSX C MPEBbI-
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Neurosci. 2015; 9: 36. DOI: 10.3389/fncel. 2015.00036. PMID: 25762895.

3. Coarelli G., Brice A., Durr A. Recent advances in understanding dominant
spinocerebellar ataxias from clinical and genetic points of view. F100 Res. 2018;
7: F1000FacultyRev-1781. DOI: 10.12688/f1000research.15788.1. PMID:
30473770.

IICHAEM Pa3HULIbI MEXY MOKOJICHUSIMHU B 12 JIeT, OIIMCAHHOI B
nutepatype [1, 8]. bonbHas [-2 u3 1-ro nmokoneHust umena ae-
010T 3a0071eBaHus B 47 neT, a 6ombHBIE 2-T0 mokoneHus (I1-2,
11-9, I1-10) ipu cpemHeM Bo3pacte Havana 36,0 = 4,7 roma —
B 43, 33 u 32 rofa COOTBETCTBEHHO; pa3HuIIa cocTaBuia 4, 14
n 15 ner. B 3-m nokomenuu (I111-4, 111-16) ne6ror 3a0onesa-
HUst cocTaBun 26 u 21 rox (B cpenreM 23,5 & 2,5 roga), uto
Obw10 Ha 11—12 ser panbiue, yem Bo 2-M mokosneHnn. CLIA6
MMeeT HaMMEHbIIMK 0ana mporpeccupoBaHust mo SARA —
0,80 6anna B rox (g CHA-1 — 2,11 6anna B ron, CLIA3 —
1,56, CLHA2 — 1,49) [3]. B uccienyemoii ceMbe TeMII IIPO-
rpeccUpoBaHuUs 3a00JI€BaHMS COCTABUII Y JIWILL KEHCKOTO 110J1a
ot 0 10 0,40 1 0,75 Ganna B Toj; 3HAUNTETHHO OOJIee OBICTpOe
IPOrpeccupoBaHre HaOJIIONATOCh Y MyXYUH — Y OOJBHOTO
11-2 — 0,96 6amna B rox, y 6oabHoro 11-10 — 2,00 6ajuia B rog
M KatacTpo(u4yecKyu ObICTpOe HapacTaHME CUMIITOMATUKU B
9,00 6annoB B rox y 6onbHoro I11-4, 4yTo MOXHO OOBSICHUTD
3710ynoTpebIeHMEM alKOrojeM JIMIaMKM MYXCKOro I10ja.
VY 6omabHoro I11-4 Habmoganoch ObICTpoe pa3BUTHE 3amoii-
HOTO IbSIHCTBA, MO3XEYKOBOM CMMITOMATHKM U, KaK CJIeI-
CTBME, Tparuyeckas cMmepTb B 27 neT. Y mauuenta I1-2 Ha
(hoHe 37M0YIOTPeOICHNS aTKOToJIeM B IEpBBIC 5 JIET OT Ha-
yaja 3ab0yeBaHysI CKOPOCTh IIPOrPECCHMPOBAHUS COCTABMIIA
4,20 6anna B ro, nmocie rpyooro HapyIeHus MoXoAKHM MOJHO-
CTbIO TIPEKPaTU YIOTpeOIeH!e alKOros, CJIEACTBIUEM Yero
SIBUJIOCH 3aMeIJIEHUE TEMIIOB IIPOrPECCUPOBAHMSI CUMIITOMA-
tuku 10 0,15 6anna B rog.

Crenyer 0OpaTUTh BHUMAaHKE Ha pPa3BUTHE MCUXUYECKUX pac-
CTPOIMCTB B ceMbe (aJKOTOIM3aIMs, paHHee (OPMUPOBAHUE
3aMOMHOTO MbSIHCTBA, CYULIMAANbHbIE AIEHCTBUS), 00YCIOBIEH-
HBIX KaK 3JI0YIIOTpeONCHNEM CIUPTHBIM, TaK M BO3MOXHBIM
BiusiHreM CLIA6-MyTanum, 4To MPUBEJIO K YMEHBIICHHIO IPO-
JOJDKUTETIbHOCTH Xu3HK nanuenta 11-10 go 36 net, namueHTa
III-4 — no 27 net. CemeiiHasl OTATOIIEHHOCTD IO MICHXOIATO-
JIOTUY MOATBEPXXIAETCS HATMYMEM SHIOTEHHOTo 3ab0J1eBaHMsI
y wieHa cembr 1V-5, He umeromein CLIA6-MyTatmu.

bonbhas I11-16 ¢ nérkoii MO3:Xe4KOBOil aTakcueil B 28 jer
pomuia 3M0pOBOro peOEHKa, BO BpeMsl OCPEeMEHHOCTH He-
BpOJIOTMYECKasl CUMIITOMaTHKa He Hapocsa, B TO BpeMsl Kak
A. Solodkin u coaBT. cooOLIalOT 00 YXyILIEHUU COCTOSTHUS
6ompHBIX ¢ CLIA6 Bo BpeMsi OepeMEeHHOCTH TIPH OTCYTCTBHUU
BIIMSHUSA 3a001eBaHNs Ha XKU3HECTIOCOOHOCTH 1101 [8].

Baxnocts usyuenuss CLIA6 oOycioBieHa, B 4aCTHOCTH,
U TEM, YTO B MOCJEIHUE TOMbl MPENTOXKEHA MOTEHLIMAIbHO
HOBasl Tepamnusl JaHHBIX OOJBHBIX B BUAE CEJEKTUBHOIO MO-
JaBJIeHUs TpaHCKpUIIIMOHHOTO (pakTopa alACT [24, 25]. Dta
UHGbOPMaLUS OTKPbIBAET IIMPOKHUE MEPCIEKTUBBI Pa3padoOTKU
MOAXOIOB K JieueHuo pa3nuuHbix BuaoB Al CLIA B 0603pu-
MOM OyIyIlIeM.
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