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KJIMHUKO-TEHEAJIOTHYECKHUE U MOJIEKYJISIPHO-TEHETUYECKHE .
OCOBEHHOCTH Y NAHUEHTOB CO CIIMHOUEPEBEJUIAAPHOU ATAKCHEH
1 TUITA U JEHTATOPYBPOITAJVIMTOJIONCOBOU ATPO®UEHN B AKYTUHN
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KinHuko-reHeaorn4eckuii ¥ MoJIeKy/IPHO-TCHETHYECKH aHAIN3 Ha Hajau4ume myTanuii B rene ATXNI 6bL1
npoBeeH cpeau Bceil BbIOOpKH - 177 yenoBek. U3 Hux y 104 nanuenToB ¢ 3xcnancueii CAG-noBTOpoB B reHe
ATXNI BbIfiBIIeH CPeAHUI BO3pacT HAYa/Ia 3200/1eBaHUS B 3aBHCHMOCTH OT KoJtn4yecTBa natojgorudecknx CAG-
NMOBTOPOB. BhISIB/IEHO, YTO 4YeM 0OJbllle KOJIUYECTBO MATOJOTHYECKOr0 NMOBTOPAa, TeM pPaHblle MOABISIOTCS
cumnTombl 3a6oseBanusi. Ha 6a3ze Goabnuubl SIHII KMII ¢ oktadpsa 2017 r. mo centsiopp 2018 r. mpouuiu
CTaMOHApPHOe JieyeHUue 22 00abHbIX M3 104 mamueHToB, ¢ moATBep:KAeHHbIM aAuarHozom CHA 1. Bcem ObLa
Ha3HAYeH MOAJEeP/KUBAIOLIMI Kypc Tepamuu: amMuHomuiazmaiab 250,0 yepe3 nenb NeS, cocyamcrasi Tepamus,
JI®K. Beex 60abHBIX noaBeprain ouenke no mkane SARA (Scale for the Assessment and Rating of Ataxia). 19
00JIbHBIX XOPOLIO NepeHecJH KypC AMHHOKHMCJIOT M OTMeYaJld OTYeTIHBOe CYyObeKTHBHOe W O00BbEKTHBHOE
yiay4dimeHne cnenupruyecKUX aTaKCH4eCKMX AUCQYHKIMHA KOOpAMHALMM JBH:KeHMii. MbI mpeamosaraem, 4To
00J1ee OBICTPBIA U AIUTEJNbHBIN 3P deKT 0T Kypca noiep:;KMBAOIeH Tepanuu AT NAUEHTHI ¢ HAUMEHbIINM
KoJM4YecTBOM marojornyeckoro CAG-nmosropa. [lasi moarBep:kaeHusi cBoeil Teopun Tpedyercsi HAOJII0AeHUe
00JILHBIX B JUHAMUKe B 00J1ee 00/1b110# BbIOOpKe. Jkcnancusa CAG-noBTopoB B rene ATN1 Oblia HalifeHa y 5
YeJI0BEK U3 OHOI SIKYTCKOM ceMbH, Y 4 B3pOCJIBIX ¢ KIIMHUKON aTakcun u 1 peGeHka 6e3 NpU3HAKOB aTaKCHH. Y
BCeX YeTBepbIX ObLI MNO3AHUI e00T 3a00JieBaHMsl, B KJIMHHMKE: ATAKCHA, XOpPeoaTero3 W ICUXUYECKHUe
HapylLIeHus.

KiroueBsie cioBa: MOJIUTITyTAMUHOBBIE 3a0oJeBaHusl, CIHMHOLEepeOeIUIIpHast aTakcHs 1 THIA,
JCHTaTOpYOpONaJUINIONIONCOBas  aTpodusi, HSKCIAHCHS TPHHYKICOTHAHBIX MOBTOPOB, ayTOCOMHO-JOMHHaHTHOE
3a0oJieBaHKE, SKYTHI.

CLINICAL-GENEALOGICAL AND MOLECULAR-GENETIC FEATURES IN PATIENTS
WITH SPINOCEREBELLY ATAXY 1 TYPE AND DENTATORUBROPALLIDOLIDIS
ATROPHY IN YAKUTIA
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Clinical-genealogical and molecular-genetic analysis for the presence of mutations in the gene A7TXNI was
performed among the entire sample of 177 people. Of these, 104 patients with expansion of CAG repeats in the
gene ATXNI1 showed an average age at onset of the disease, depending on the number of pathological CAG
repeats. It was revealed that the more the amount of pathological repetition, the earlier the appearance of
symptoms. From October 2017 to September 2018, 22 patients from 104 patients with a confirmed diagnosis of
SCA were hospitalized at the Yakut Science Centre of complex medical problems. A supportive course of
therapy was prescribed for everyone: aminoplasmol 250.0 every other day, vascular therapy, exercise therapy.
All patients are assessed on the SARA (scale of assessment and assessment of ataxia). 17 patients had a good
course of amino acids and noted a distinct subjective and objective improvement of specific ataxic dysfunctions
of the corresponding movements. We suggest that patients with the least amount of pathological CAG repeat
give a faster and longer-lasting effect of the course of maintenance therapy. To confirm your theory, patients are
required to monitor the dynamics in a larger sample. Expansion of CAG repeats in the gene ATNI gene was
found in 5 individuals from one Yakut family, in 4 adults with ataxia clinic and 1 child without ataxia. All four
had a late debut disease, in the clinic: ataxia, choreoathetosis and mental disorders.

Keywords: polyglutamine diseases, spinocerebellar ataxia 1type, dentatorubral-pallidoluysian atrophy, expansion of
trinucleotide repeats, autosomal dominant disease, yakut.

Cmunouepebemiapuas arakcuss 1 tuma (CLHA 1) (OMIM  164400) wu



neHTaropyoponammaononcoas — arpodust  (JPIIJIA)  (MIM  125370)  otHocsaTcs K
MOJIUTIIYyTAMMHOBBIM 3a00JIeBaHUSAM. TepMUH «IOJMINIyTAMUHOBBIE 3a00JI€BaHMS» B HACTOsIIEE
BpeMs IpUMEHsIeTCs )11 0003HaYeHUs1 0CcO00i rpyMIIbI TSXKENbIX HeHpoaereHepaTUBHbIX O0JIe3HEH,
XapaKTepU3yIOMUXCd HAIWYHEeM JIHHAMUYECKOH MyTalMu — TaK Ha3blBAMOW HSKCIAHCHUU
TPUHYKJICOTUIHBIX TOBTOPOB LUTO3MH-aJicHUH-ryaHuH (CAG) B KOAMPYIOHIMX OO0JIACTsIX
CcOOTBEeTCTBYIOIMX TreHoB [1; 2]. K monurayTaMuHOBBIM 3a00JIEBaHHSIM OTHOCSTCS Xopes
I'enTuHrrona, mectb (opM  ayTOCOMHO-IOMMHAHTHBIX  CHMHOLEPEOEIUIAPHBIX  ATaKCH,
JCHTAaTOPYOPONaUINAOIIONCOBa aTpodusi U CIUHAIBHO-Oyip0apHas amuorpodus Kennenu. Dtu
3a00JIeBaHMs  XapaKTEPU3YIOTCA TSDKENBIM MPOTPECCHPYIOUIMM HWHKYpaOeIbHBIM —TEUEHHUEM,
ayTOCOMHO-JIOMUHAHTHBIM TUTIOM HacienoBanus (kpome CBMA, wnHaciaegyemorr 1o X-
CLIETIJICHHOMY PELIECCUBHOMY MEXaHH3My) M OOIIHOCTBIO psiia TUIINYHBIX KIMHUKO-T€HETHYECKUX
(eHOMEHOB, BBIPAXEHHOM MEKCEMEHHON BaprnabeIbHOCTHIO C TOUKU 3pEHUs 1e0l0Ta, COYeTaHus
CUMIITOMOB W Jaxe matoMopdosnorui. DEHOTHN TOJUTITYTaAMHUHOBBIX 3a00JIEBaHUI SIBISAETCS
pe3yJabTaToOM KOMOMHALUU (AaKTOPOB, TAaKMX KAK MYTAHTHBIA T'€H, JJIMHA 3KCIAaHAMPOBAHHOTO
MOBTOPA U JUIUTEIHHOCTH O00s1e3HU [3].

AyTOCOMHO-ZIOMUHAHTHAsI CIHMHOLIepeOeIUIipHas aTakcus 1 TUNa MpeacTaBiseT coOou
HeHpoJereHepaTuBHOE PACCTPONCTBO, BBI3BAHHOE MOBTOPHBIM paciiupenueM Tpunykieoruna CAG
B IpeAenax Koaupyromend obmactu reHa Ataxinl (ATXNI), st KOTOPOTO XapaKTEePHBI
IIPOrPECCUPYIOLIMIA TUN TEYEHUs, KIMHUYEeCKUH mnoiauMopdusM. KimHudeckue mposBiIeHUs
cnuHonepebemsapHoil arakcunm 1 Tuma (CLIA 1) xapakTepusyloTcsi pa3BUTHEM MO3KEUKOBO-
MUPAMUJHOTO CHHIPOMA, €ro OBICTPBIM MPOTPECCUPOBAHUEM, MPUBOAAIIMM K COLHAIBHOU
Je3aianTanuy OOJNBHBIX, K 3HAYUTEIFHOMY YKOPOUYEHHIO MPOJOKUTENFHOCTH uX ku3HU. CLIA 1
ABISIETCA OJHUM M3 5 «JIKyTCKMM» HAcCJIEJCTBEHHBIM 3a00JIEBaHUEM C CaMOW BBICOKOMU
PacnpoCTpaHEHHOCTBIO CPEH SKYTOB, UEM CpeIu APYToil momynsnuu Mupa. PacmpocTpaHeHHOCTh
CIA 1 3a nocneanuii 21 rox ynBounacs Ha 46 cimyuyaeB Ha 100 000 cenbckux xureneit [4; 5].

JlentatopyOponaInI0II0uCcoBast arpodus SIBJIIETCS ayTOCOMHO-I0MUHAHTHON
criHoIepeOeIUIIpHON aTtakcuel, Bhi3BaHHOM dkcnaHcuein CAG-moBTopoB B reHe ATNI, KOTOPBIH
pacniosioxkeH Ha xpomocome 12p13 [1]. ITaTonornueckue nosropel CAG nocturatotr 48 unu 6osee
MOBTOPEHUH, a Takke BO3pAacT Hayala W KIMHUYECKOM TSDKECTH 3a00JIeBaHMS KOPPEIUpPYET ¢
mmHo CAG-noBTOopa. CHMITOMATHKA IEHTATOPYOPO-NIAJUTHI0IIONCOBOM aTpodun Ype3BhIYaiiHO
noauMopdHa. 3abosieBaHNE MOXKET HAUMHATHCSA B BO3PACTE OT 1-ro 10 6-ro JeCSATUIETUS KU3HU U
MPOSIBIISIETCS. B BUJIE XOPCOATETO3a, aTAKCUH, IEMEHIINNA, MUOKIIOHUH, SMUIENTUYECKUX PUIIAJIKOB
[3; 6].

Boicokass wyactoTa OTHENbHBIX (OPM MOHOTEHHBIX 3a00JieBaHUN, T'OMOI€HHOCTbD,

reorpaqmquKaﬂ HN30JIUPOBAHHOCTb U AOCTAaTOYHAsA YUCIICHHOCTDH HKYTCKOI;'I MOMmyJisInNuKU ACIAr0T €€



MPUMEHUMOM JUIsl MPOBEIEHUS MOJIEKYJIIPHO-T€HETUYECKUX HCCIIEIOBAaHUI IO TE€HETHUYECKOMY
KapTUPOBAHUIO KaK MOHOTCHHBIX, TaK U MYJIbTH(PAKTOPHAIBHBIX 3a00IeBanmi [7-9].

Lens paGoThI: KIMHUKO-TEHEATIOTHYECKUN U MOJIEKYJISIPHO-TCHETHYECKUI aHAlTN3 Ha HAJINYWe
Mmytarmii B reHax ATXNI u ATNI y nallueHTOB C MO3KEUKOBBIM CUHAPOMOM B SIKyTHH.

Martepuajibl M MeTOAbI HCCJIEJOBAHUS

Jlnst BeisiBiieHust myTtainuu B reHax ATXNI (CUA 1), ATXN2 (CHA 2), ATXN3 (CLA 3),
CACNLI1A44 (CHA 6), TBP (CHA 17) u ATNI (APILJIA) Opuu ucnonb3oBanbl oopasusl JJHK 177
nanueHToB w3 Koyuieknuu Ouomatepuana SAHI[ KMIT u YHY «l'enom SAxyrum» (per. Ne
USU 507512). Bce GonpHBIC 00pamiaivich 3a KOHCYJIbTAIMEH TeHETHKA B MeIMKO-TeHeTHICeCKHMA
nentp Pecnybnmukanckoit 6onpHUIEI Noe 1 Hammonamsnoro mentpa menunmuasl (MI'L[ PB Ne 1
HIIM) u B kaOuHeT TeHeTUKa OONBHUIBI SIKYyTCKOrO HAy4yHOrO IIEHTpa KOMIUIEKCHBIX
MeauuuHCKuX npobaem (SIHL] KMII). DkcnepumeHTanbHas 9acTh pabOT MO MOUCKY SKCIAHCUU
CAG-noBtropoB B reHax ATXNI u ATNI Oblna mpoBeleHa B j1a00OpaTopuu HAcleACTBEHHOMN
naroyioruu otaena mosekyyspHoi reneruku SIHI[ KMII. Bece o6pasupr JIHK Obutn momydensl ¢
MH(OPMHUPOBAHHOTO COTJacHs MccaeayeMbIx yuil. OOIiee KOIM4ecTBO BBIOOPKU cocTaBuiio 177
yesoBek (95 xeHCKoro moja, 82 My»XCKOro moia), u3 Hux 175 unauBuaoB B Bo3pacte ot 20 no 80
aer u 2 pebenka B Bo3pacte 9 m 11 n;er, mpoxmuBatonmx B PecnyOmmke Caxa (SkyTus).
KommnekcHoe oOcnemoBaHue BKIIOYAJIO B ce0s  OIEHKY HEBPOJOTMYECKOro  CTraTyca,
3JIEKTPOHEHpodU3nOIOTHUECKOe HccienoBanue (dnekrpodnnedanorpadus (I317)), npumeHnenue
METOJIOB HeWpoBHM3yanu3anuu (MarHuTHO-pe3oHaHcHass ToMorpadus (MPT), xommbroTepHas
tomorpadus (KT)). MonekynsipHO-TeHeTHUECKas 4acTh HccaeloBaHui MyTanuii B reHax: ATXNI u
ATNI Owa mpoBenena Ha reHermueckoMm JIHK-anammzatope (Applied Biosystems 3130).
Pe3ynbrarel cekBeHUpOBaHUSI 00pabOTaHbI C TOMOIIBIO IporpaMMHOTro obecrieuenus GeneMapper.
CranmonapHoe sedeHune 22 0onbHbIX nmpoxoaunu Ha 6aze O6onpaunbl SIHI[ KMII. Cratuctuyeckas
00paboTKa JaHHBIX MPOBEJICHA C TIOMOLIBIO METOJIOB OMMCATEIIbHON CTATUCTHKH.

PesyabraTthl m o0cy:kaenue. KIMHHMKO-T€HEATOTMUECKHM M MOJIEKYJSPHO-TEHETHYECKUI
aHaJM3 Ha HaJMuue MyTarmid B reHe A7XNI Obut1 ipoBenieH cpeau Beelt BeIOopku 177 uenoBek. M3 Hux
y 104 nmammentoB ¢ s3kcrancued CAG-noBTopoB B reHe 47XNI BBIABIEH CPEIHUM BO3pAacT Hayaaa
3a00JIeBaHMsl B 3aBUCHMOCTH OT KosmuectBa matonorndeckux CAG-moBropoB. Ilo kommdecTBy
MaTOJIOTMYECKUX TOBTOPOB OOJIbHBIE pazzieeHsl Ha 5 rpym (Tadu. 1). Kak BugHo 3 Tabmuusl 1, yem
00JIbI1IEe KOJIMYECTBO MAaTOJIOTMYECKOTO TIOBTOPA, TEM PaHBbIIIE MOSIBISIOTCS CUMIITOMBI 3a00JI€BaHUSL.

Tabmmma 1

Yucno CAG-nioBTopoB B reHe A7XN] u Bo3pacT Hauana 3a00JIeBaHus



Ne KonuyecTBo 001BHBIX KonnuecTna Cpennuit BO3pacT
IL.TP. natonornyeckux CAG- | Havana 3a001eBaHus
TIOBTOPOB

1 32 39-46 46,035+ 0,47

2 49 46-50 35,361+ 0,38

3 22 51-55 34,047+ 0,54

4 0 56-60

5 1 >60 20

Ha 6a3e 6onbuaunbl AHL] KMII ¢ oktsi6ps 2017 1. mo aBryct 2018 1. mpomuiu cTaifuoHapHoe
neuenue 22 6onbHBIX W3 104 manmeHToB, ¢ moxaTBepxAeHHBIM auarnozom CLIA 1. Bcem Obur
Ha3HA4YeH MOJJCP>KUBAIOIINN Kypc Tepanuu: amuHoruiazmans 250,0 uepe3 aens Ne 5, cocynucras
tepanusi, JIOK. Beex 60mpHBIX ToaBepranu oreHke mo mkane SARA (Scale for the Assessment and
Rating of Ataxia). 19 GoyIbHBIX XOpPOIIO NEpEeHECIN KypC aMUHOKHMCIOT U OTMEYald OTYETIMBOE
CYObEKTHBHOE M OOBEKTUBHOE YIy4YLICHHE CHEIM(PUUECKHX aTaKCHUECKUX JTUCHYHKLIUH
KOOPAWHAINH JIBU>KEHUH.

[Tpumep 1. bonwsuout [., 57 ner. Juarno3: CIHA 1 Tuna, ayTOCOMHO-TOMUHAHTHBINA THII
HaClleZIOBAaHMs, TMPOTPEIUEHTHOE IMPOrpeccUpylollee Te4YeHHe. YMEPEHHO  BbIPaXKEHHBIN
MO3KEUKOBO-TIMpaMHUIHBIA cuHApoM. Cumraer ceds OompHbIM ¢ 51 roma, Korga NOsSBUIACH
matkocTh B oxojake. Hapymenue peun ¢ 52 net. ucdarus ¢ 55 ner. Xoaur ¢ TpocThio ¢ 56 jer.
bein 6omen orten, U3 mectu OpaTheB U cecTep OOJEET ABOE, KpOMe OONBHOTO, CTpAIaeT MIlaIast
cectpa. KomnuectBo CAG-nosTropoB 27/42. Ilpomien moaAep)KMBAIOLIyI0 Tepamuio 2 pasa C
pasHuIe B 5 MecdleB. B xone JieyeHus aMUHOIUIA3MajaeM M COCYIUCTOM Tepamued OTMedaeT
HE3HAYUTENIbHOE YJIyYIlIeHHE MOXOJKH B YTPEHHEE BpeMs, MEHbIIE Hayalo I1aTraTh, Peyb CTasa
Jaydiie, OCOOEHHO TIO yTpaM, cTaja Jydlle BbIroBapuBath cioBa. [lo mkame SARA 1o
MOJIICP>KUBAIOLIEH Tepanuu aMUHOKUCIOTaMHU: 1T0X0/1ka — 5 Oanos, B mo3e PomOepra - 4 6anna, B
MOJIOKEHUH cuisd — 2 Oamna, HapymieHHe peud — 3 Oaiuia, TeCT Ha AucMeTpuio — 1 OGam,
nanbieHocoBas npoda (ITHIT) — 1 Gamn, agmamoxokmuHes — 2 0ama, KOJEHHO-TIITOYHAS Mpoda
(KTIIT) — 2 6amna. O6mee konuyuecTBo 6amioB - 20. SARA mocne aByX KypcoB MOANECPKUBAOIICH
Tepanuu: moxoaka — 5 OamioB, B mo3e PomOGepra - 4 Gamia, B mosnoxxenun cuiad — 0 Oamos,
HapyuieHue peuu — 1 OGamn, tect Ha aucmerpuro — 1 Gamn, ITHIT — 1 6ann, agunamoxokuHes — 2
Oamna, koneHHo-msaTo4yHas mpoba KIIIT — 1,5 OGamma. O6mee kommuecTBO OammoB — 15,5.
VYayumienue mo mkaie TsS)KeCTH aTakcuu Ha 4,5 Oasa.

[Tpumep 2. bonbnas I1., cectpa /., 52 r. Auarnos: CILIA 1 Tunma, nporpeAMEHTHOE TE€UYEHHE C
YMEPEHHO  BBIPAKEHHBIMH  JIOKOMOTOPHBIMU ~ HapylleHUsMH. MO3KEUKOBBI  CHHAPOM.

XpoHHUECKas HIIEeMHS TOJOBHOro wmosra 1-2 cr.,, cyOkomnencanus. Llleitnsiii, rpynHON



octeoxoHnpo3. llepBukokpanunanrus. Jlebror B 50 JeT, MOABWIOCH HApyIICHUE TJIOTAHUS,
rosoBokpykenne. KomnmuectBo CAG-noBTopoB 27/39. OTMedaeT ymydIlleHHE COCTOSHUE B BHUJIE
yinydieHus: koopauHaiuu. [Ipu onenuBanum mo mkane SARA 1o moanepkuBaroiieil Tepanuu
aMUHOKHCIIOTaMH: MOXoAKa — 2 6ama, B mo3e Pombepra - 2 6amna, B monoxkeHuu cunas — 1 6am,
Hapymienue peun — 0 6anoB, Tect Ha nucMmerputo — 1 6amn, TTHIT — 0 6amn, aguagoxokuues — 1
6ama, KIII — 2 Gamra. O6mee komuuectBo OamioB - 9. SARA mocie nByx KypcoB
MOAJIEP>KUBAIOIIEH Tepanuu: moxojaka — 1 6amn, B mo3e PombOepra - 1 6ami, B monoxenuu cuasg — 0
OamnoB, Hapymenue peun — 0 OamioB, Tect Ha gucmerputo — 0 Gammos, ITHIT — O Gamnos,
apuanoxokuHes — 0 6amios, KIIIT — 1 6aimn. O6miee koaudecTBo 0auioB — 3. YIIydIlieHHe 1Mo mIKajie
TSOKECTH aTaKCHUU Ha 6 OalljioB.

IIpumep 3. bonpnoit H., 37 ner. Jlmarno3: CLIA] tuna. Cnactudeckuil Terpamnapes.
BbIpakeHHBI MO3KEUKOBO-TUPAMUAHBIN cuHapoM. [uzaptpus. 3abonen ¢ 28 mer, Koraa
MOSIBUJIOCH HapylleHue peun u noxoaku. Jucdarus ¢ 32 ner. Xoaut ¢ TpocThio ¢ 35 net. Xoanba ¢
noctopoHHel nmomortisio ¢ 36 mer. KomnuectBo CAG-noBropoB 30/53. ['eHeanornveckuii aHamHe3
HEU3BECTEH, ychlHOBIEH. bbim ocmorpen B 2012 r., SARA — 12 GamnoB. B xone mpoBeaeHHOTro
OHOTO Kypca TMOANCPKHBAIOIICH Tepanmuy YIy4IICeHUS CIEeHU(PUUECKOM aTaKCHYeCKOoH
nuchynkmun no mkane SARA 10 u nocne kypcea He 6su10. [loxonka — 5 6annos, B mo3e Pombepra -
5 GajuIoB, B MOJIOKEHUHU CUIsL — 2 Oajuia, HapyIIeHue pedn — 4 6aia, TecT Ha qucMeTputo — 1 6am,
ITHII — 2 6anna, anuagoxokunes — 1 6amwr, KIIIT — 2 6amna. O0miee KoaudecTBo 0aios - 22.

Msbl  mpeamosnaraeM, 4Yto Oonee OBICTpbI M AMUTENbHBIH  3ddeKkT oT Kypca
MOJACP>)KUBAIOLICH Tepanuy Jar0T MAIlMeHThl C HAaUMEHBIIMM KOJWYECTBOM MATOJIOIMYECKOTO
CAG-nioBTOpa. 1y IOATBEPKICHUS CBOSH Teopur TpedyeTcs HaOMoeHHe OOJMBHBIX B JUHAMUKE
B OoJiee OOJIBIIION BEIOOPKE.

W3 177 nmaumeHToB ¢ MO3KE€YKOBBIM CHUHApPOMOM Yy 73 skcnancusd CAG-IIOBTOPOB B I€HE
ATXNI ne obHapy>xeHa. bouta nmpoBeaena JIHK-nuarnoctuka Ha nsats popm AJ] CIIA. Myranus B
reHax ATXN2 (CHA 2), ATXN3 (CHA 3), CACNL1A44 (CLHA 6), TBP (CLIA 17) B o0OcnenoBaHHOU
BBIOOpKEe He Obuta BbIsABiIeHA. OOHapyskeHa skcmancuss CAG-moBropa B rene ATNI (DRPLA) y
IATEpBIX OOJIBHBIX M3 OAHOM SKyTCKOM cembH (puc. 1). ¥ mpoOanma u y Opata 63 MyTaHTHBIX
CAG-1ioBTOpOB, Yy MaTepu U CecTphbl mpodanma — 62 (mopor HOpMBI < 36), MIEMIHHUK MpodaHIa

npomén qocuMnromarndeckoe oocnenoanne — 19/63 CAG-moBTopoB (Tadur. 2).
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Tabmmia 2

KnuHuko-reHeanornueckue 1 MoJjieKyJIipHO-TeHETHYECKUE XapaKTepucTUKu 0onbHbIX JIPTIJIA

bonbHOI I1-5 I-1 I1-3 I1-6

[Ton Myskckou Kenckuit Kenckwuit Mykckoit
Bo3spact 42 66 45 37
Bo3spact 36 50 40 36
MaHUECTAINH

Artakcus + + + +
XopeoaTeros - + + -
[Icuxuueckue [Icuxooprannueckuii | Anatus Huchopus _
HapyLICHUS CHUHJIPOM

JleMeHIIHs - + - -
Jwuzaprpus + + + +
['unepkuHesb + + + -
['my6Gokue Kusbie Huskue Bricokue Bricokue
pedIeKcsl ¢ pyK

U HOT

I'opusoHTanbHBIN | + - + +
HUCTarM

SARA 25 33 16 8
CAG-noBTOpBI 23/63 19/61 19/61 19/63

Kak BugHO M3 Tabmuiel 2, y 4YETBEPHIX WICHOB CEMbU HaONIONaeTcsl MO3THHUHM ae0roT

3a00JeBaHUs, B KIIMHUKE MPE00IaaloT MO3KEUKOBO-TUPAMHUIHBIA CUHAPOM C SKCTpanupaMHIHON

HEAOCTATOYHOCTHIO H pa3J'II/I‘~IHOI71 CTCIICHBIO TICUXUYCCKUC HAPYUICHUA.

Mate mnpobanna

MOHTOJIOMTHOM pachl BOCHUTHIBAJIIACH B NETCKOM JoM€ OJIEKMUHCKOrO paioHa, pOAUTENIEH He



3HaerT, 3abozena B 50 net. U3 yeTBephIxX AeTe MyTauus nepenagach TPEM JETSAM, BO3pacT Havyaia
3aboseBaHus mocie 35 jeT, Takke HaOmoaaeTcs yBenndeHue narojgorndeckoro CAG—moBTopa Ha
2 eauHuLBl y chlHOBeH. Ilpu HelpoBu3yanu3anuu OTMEYAIUCh MPU3HAKM aTPO(PHUHU TOJOBHOIO
MO3Tra, C MPEHMYIIECTBEHHBIM MOPaKEHHUEM CTBOJIOBBIX CTPYKTYpP M MO3XKEUKa Y BCEX OOJBbHBIX.
[Tpu nposenennu D3I BeIABICHBI HEBBIpaKeHHBIE TU(y3HBIE M3MeHeHHss BOA rojgoBHOr0 Mo3ra
y cubcoB npo0aHia U yMepeHHast JUCPYHKLUS TOAKOPKOBO-CTBOJIOBBIX CTPYKTYP PETHCTPUPYIOTCS
C PEAKMMH BCHBIIIKAMH STMIMAKTUBHOCTH 10 MIEPEIHUM OTAEIaM OJ0OBHOTO MO3ra y mpo0aHaa.

3akmouenne. B gaHHOM wuccienoBaHMM ObUT TNMPOBEICH KIMHUKO-TEHEATOTMYECKHH U
MOJIEKYJIIPHO-TEHETUUECKUI aHaNW3 Ha Hanuuue Mytaimid B reHax ATXN,I ATXN2, ATXN3,
CACNLIA4, TBP n ATNI y 177 nauueHTOB C MO3EYKOBBIM CHUHIPOMOM B SKyTuu. BbIsiBiieHO 2
(dopmbl noaurtyTaMuHOBBIX 3a00neBanuii: CIIA 1 tuna u JIPIIJIA B sikyTckoit nomymsiuu. U3 Hux
y 104 mamuenToB ¢ 3kcnaHcueln CAG-noBTopoB B reHe ATXNI BbIsIBIEH cpenHMI BO3pacT Hayajla
3a00sieBaHUsl B 3aBUCHMOCTH OT KojuuecTBa matosnoruueckoro CAG-nostopa. BrisiBieHO, 4To uyem
00JIbIIIE KOJIMYECTBO MMAaTOJIOTMUECKOr0 MOBTOPA, TEM PaHbILIE MOSBISIOTCS CUMITOMBI 3a00i1eBaHus. B
XoJe cranuMoHapHoro HaOmiomenus 3a 22 OonbHbiMH CILIA 1 MBI mpeamonaraeM, 4uro Ooiee
OBICTPBIA W JUIMTENBHBIA 3(P(EKT 0T Kypca MOANCPKHUBAIOLICH Tepanuu OaroT MalUeHTHl C
HaUMEHBIINM KoOJIM4ecTBOM marosiorudeckoro CAG-noBTopa. 19 OOJIBHBIX XOpOIIO TMEPEHECTH
KypC AaMHMHOKHCIOT M OTMEYalM OTYETIMBOE CYyOBEKTMBHOE U OOBEKTHUBHOE YIIy4dlIEHHE
crienu(pUIecKuX aTaKCUYECKUX TUCHYHKIMN KOOPAUHAIIMY BIKECHUN. /{7151 TOATBEpKIEHUS CBOCH
Teopuu Tpedyercs HabmoeHNe OONbHBIX B AMHAMUKE B OoJiee O0JIbIO0I BEIOOPKE.

Okcnancus CAG-noBtopa B rene ATNI (HAPIIJIA) obHapykeHa y MATEpbIX YJICHOB
SAKYTCKOU ceMbH. Y mpobania KommdecTtBo MyTaHTHBIX CAG-nioBTOpOB 63, y MaTepu 61, cubcoB 61
n 63. Y Bcex yeTBephIX HaOMIOAAeTCs TMO3JHUN JeOIT M B KIMHHKE PA3BUTHE XOPEOaTETO3a,
aTaKCUM, NCUXMYECKUX HApyLIEHWH, YTO COOTBETCTBYET [AHHBIM B H3YUYEHHOW JIMTEpaType O
6onbubIX JIPIIJIA B Slnonuu, Ky6e n Jlatuackoit Amepuke.

AyTOCOMHO-IOMUHAHTHBIE aTaKCUU UMEIOT BBICOKYIO PACIPOCTPAHEHHOCTh BO BCEM MHPE,
OHU TPYyAHO AU(D(EepPEeHIUPYIOTCS, TOJIBKO MOJEKYJISIPHO-T€HETUYECKMM METOJIOM MOXKHO TOYHO
ONpEACINTh TUI aTakCuu. B Hacrosiiee BpeMs OTCYTCTBYET 3THOTPOIHBIA METOJ JIEYEHMs, HO
€CIIM MOXKHO YJYYIIUTh KayeCTBO JKU3HH, YIYUIIUB CIEHU(PUUECKUE aTaKCUUECKUEe TUCHYHKIUU
KOOpJAMHAIIMKM JIBWKEHUH, KypCcoM TNOJAEpPKHUBAIOIIEH Tepanuu, TO AakTyaJlbHO CO3/1aBaTh
HEBpPOJIOTHYECKHUE IEHTPhl ¢ HeWpopeabunmutarmenr 11 OonmbHbIX  CIIA. CBoeBpeMeHHOE
BBISBJICHHE U HalpaBieHUE OOJIbHBIX C MO3KEYKOBBIM CHHIPOMOM B MEIUKO-T€HETHYECKYIO
KOHCYJIBTAIIMIO TI03BOJIAET TPOBOAUTH MEpOINpHsATUs N0 npoduinaktuke pa3zutus CLA B
OTATOILLIEHHBIX CEMbSIX B SIKyTHUH, CHMKas TEM CAMbIM «IaTOJIOTMYECKUN T€HETUYECKHUIl rpy3» B

IOy JIAIH.



Hccneoosanue o0v110 npoeedeno 6 pamkax HHP «H3yuenue 2ememuyeckoit cmpykmypwol u 2py3a
Hacnedcmeennoil namonozuu nonyaayuii Pecnyonuxu Caxa (Axymun)» u npogpunancupoeano 3a cuem cpeocme,
8blOCIEHHBIX 0713 N00OepIcKU duopecypcHuix Konnexyuii (Ne 007-03-646 / 2).
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