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LlepebpanbHas AMchYHKUMA MOXET BO3HMKATb 32 HECKOJIbKO AECATUNETUN A0 KNMHUYECKo maHudecTauum 6one3nm leH-
TUHrToHa (BIN), 0AHAaKO N3MEHEHUS, BbISBASIEMbIE MPU KOTIMYECTBEHHOM aNeKTpoaHuedanorpadun (3l) Ha NpeknnHu4Yec-
KOW cTaguun 3aboneBaHnst, n3y4eHbl HEAOCTATO4HO. Y 29 HocuTenen mytauuin B reHe HTT Ha npeknnHuyeckon ctagum Bl ny
29 COOTBETCTBYIOLLMX MM MO BO3PACTY 300PO0BbIX JINL, UCCEA0BASIM OTHOCUTESbHYIO CMEKTPasIbHYIO MOLLHOCTb CTAHAAPTHbIX,
a Takke y3kux (1 I'y) 4acToTHbIX AnanaszoHoB D3I B COCTOSHUM CMOKOMHOro 6oapcTBoBaHus. MNpoaHannavpoBaHa Koppens-
ums nokasatenen O3l ¢ TaxecTblo MyTaumii B reHe HTT, 6annom no wkane otaroweHHocTu 3abonesannem (BO3) n npen-
nonaraembiM Bo3pactom aebiota Bl Y HocuTenein mytaumii B reHe HTT BbIIBNIEHO 3HAYUTENIbHOE CHUXEHWE OTHOCUTESNTbHOM
MoLHoCTM D3I Ha rpaHuLLe 6- 1 o-AManasoHOB MO CPABHEHWUIO C HOPMOI. HanbosnbLune OTKIIOHEHNSI OT HOPMbI HA MPEKJTVHU-
yeckoii ctagumn Bl Habnogannce B HacTOTHOM AnanasoHe 7—-8 Iy, B neBoii No6HoM ob6nacTtn. HyBCTBUTENBHOCTL U cneunduny-
HOCTb 9TOro nokasaTtens coctasnasanm 79 n 70% cooTseTcTBeHHO, nnowwaab nog ROC-kpuson — 0,81 (p < 0,001). M3ameHeHns
Ha O3l koppenupoBanu ¢ ysennyeHnem yucna konuii CAG-nostopos, 503, a Takxe ¢ npegnonaraeMbiM BO3pacTom aebioTa
Bl MonyyeHHble pe3ynbTaThl MO3BONSIOT CAENATb 3aK/OYEHME, HTO CHXKEHNE OTHOCUTENBHOW CMEKTPaSIbHON MOLLHOCTY B
4aCcTOTHOM Amana3oHe 7-8 Iu, Ha rpaHuue 0- 1 o-AnanasoHoB, MOXET ObiTb UCMOJIb30BAHO KakK HEMPOdU3NOIOrn4ecKnin
MapKep npeknnHnyeckor ctaguu br.

KnioueBble cnoBa: anektpoaHuedanorpadus, 6one3Hb [eHTUHITOHA, NpeknnHnyeckas ctagusl, reH HTT, akcnaHcua CAG-
NOBTOPOB.

BonesHb leHTUHrTOHA (BIN) - ayroCOMHO-ZOMWHAHTHOE
HelpogereHepaTBHoe 3aboneBaHve, xapakTepuayloLeecs
XOPENYECKUM TUNEPKMHE3OM, KOMHWUTMBHBIMU W MOBELEHYE-

CKUMUK paccTporicTBamn. 3abonesaHne 06yCnoBAEHO SKCMaH-
cvein TaHaeMHbix CAG-noBTOpOB B reHe HTT Ha XxpomMocome 4p
1 MPOMOPLUMOHANbHBIM YBESIMYEHUEM YUCna TYTaMUHOBBIX
0CTaTKOB B COCTaBe MyTaHTHOro 6enka reHTuHrtnHa [39]. Uc-

®rBHY “Hay4Hblli ueHTp HeBponorun”, Mockea.
X048 13 3Toro BI' 0THOCAT K rpyrne noaMrnyTaMmHoBbIX 6ones-
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HbIX aTakcuii n 6onesHbio KeHHeay [3, 4]. YcTaHoBREHO, 4TO

BeA. Hayy. coTp. V HEBPOJIOrMYECKOro OTAENIEHUS.

Hatanba lOpbeBHa AGpamMbiueBa — KkaHA. OMON. Hayk,
CT. Hay4. COTp. V HEBPOIOrMYECKOr O OTAENEHUS.

Oapba AmutpueBHa ManuHa — M. Hayd. coTp. naboparto-
pu1 BO3pacTHOWN GU3N0NorM Mo3ra oTaesna nccnenoBaHnin
Mo3ra.

Hapexpna CepreesHa LLlernoBa — M. Hay4y. coTp. nabopa-
TOPUM BO3PACTHOW GU3NoNornn mosra otaena nccnegosa-
HUIA MO3ra.

IOnua BnagnmuposHa dunmnnosa — nabopaHT-nccneno-
BaTesib 1abopaTopum BO3PaCTHOM GU3NOJIOrnn MOo3ra oTae-
Jla ccnenoBaHunini Mo3ra.

Butanuint ®epgopoeuy dokuH — npodeccop, 3as. nabopa-
Topuei BO3pacTHOM GU3nonormm Mmosra oTaena nccnepo-
BaHWN MO3ra.

UpuHa AHaTonbeBHa MiBaHoBa-CmoneHckasa — npodec-
Cop, M. Hay4. coTp. V HEBPOOrMYECKOrO OTAENEHUS.
Codbs JleonnpoBHa Tumep6aeBa — [OKT. Me[. Hayk, 3aB.
V HEeBpPOJIOrM4YeCKUM OTAENEHNEM.

Hepsusie Gone3nu  2*2016
http://atm-press.ru

FeHTUHITVH, Hakanansaowwmiicsa npu bl B HelpoHax B BuAae na-
TONIOrMYECKUX NONMIMYTAMUHCOLEPXALLMX BKITIOYEHUIA, UrpaeT
BaXXHYIO POJib HA PAHHUX CTaAMsX HelporeHesa [26]. MyTtauum
HTT BbI3bIBAIOT pasBuTVE HepoaereHepauny NpenmyLLecT-
BEHHO B HEOCTPMATYME, MyBOKMX CNOSX KOPbl, MUHOANHE U
runnokamne [35].

BonesHb [eHTVHITOHA xapakTepuayeTcs NpakTM4eckn nos-
HOV NEeHEeTPaHTHOCTbLIO. BonesHb MoxeT AebTMpoBaThb B LWK-
POKOM BO3PACTHOM Anana3oHe, HO Hanbonee 4acTo BO3HUKAET
B Bo3pacTe o1 30 80 50 neT n MeET HEYKIIOHHO MPOrPECCUPYo-
Liee TeveHue [3, 10]. Yeenuyerue yncna konmin CAG-noBTOpOB
B reHe HTT cBsidaHo ¢ 6osee paHHUM Ae6loToOM 1 BonbLLei TS-
xecTbto TedeHuns Bl npuyem yncno CAG-nostopoB Ha 60-73%
onpegenseT Bapnaumm Bo3pacta Havana bl [15, 22, 37].
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Mop®odyHKLUMOHANbHBIE U3MEHEHMSI B MO3re BO3HUKAIOT
3a HECKOJ/IbKO AeCATUNETUA A0 KIMHUYECKOW MaHudecTaumum
Bl [2, 3, 17, 19]. Mockonbky pa3sutne Bl 3aTparmBaeT MHO-
rme Guoxmmmyeckme, Mopdonornieckme n GYHKLMOHaNbHbIE
NPOLLeCChl B MO3re 1 B APYrX OpraHax, Ais OLEHKN pasButus
naTonornyeckoro npowecca npu Bl HEO6X0AUMO MHOXECTBO
6romapkepoB. Pspg Takmx GMoMapkepoB CBSI3aHbl C MyTaLmsi-
MU HTT 1 COOTBETCTBYIOT KpUTEPUAM 3HAODEHOTUMNOB — M3~
MepPSEMbIX MPU3HAKOB, CBA3AHHBIX C FEeHEeTUYECKMMU dakTo-
pamu 3a6051eBaHNiA, KOTOPbIE MOMYT ObITb 0OHAPYXEHbBI YXXe Ha
npeknnHnyYeckoi ctagmm 6onesnn [20].

leHeTn4yeckoe TECTMPOBAHNE MO3BONSET BbISBASATL HOCU-
Tenen mytaumii Ha npekanHuyeckon ctagum Bl yto co3paet
BO3MOXHOCTW 01 MPOBELEHUS LeneHanpasfieHHon npobu-
NaKTVky 3a60NeBaHNS yXe Ha 3TOW CTafuu.

PaHHee 0BGHapyxeHune CTPYKTYPHO-PYHKLMOHANbHbIX W3-
MEHEHWIN B MO3re y HOoCUTeNen mytaumin B reHe HTT moxet
ObITb MONE3HLIM AJ151 BbISIBIEHUS 1 MOHUTOPUHIA NATONOrnye-
CKOro mpoLecca, a Takke, NOTeHUManbHO, Ans aHanmnsa ad-
dekTnBHOCTY NpodunakTuku. Nporpeccuposarne bl cBsidaHO
C HelpopaereHepaumen, KOTOpon NpeaLecTByeT HeMpoHanb-
Has aMchYHKUMS, ABASIOLLAACS BEeAyLLEen NPUYMHOM MHOMMX
cumnTomoB Bl [17].

C nomouiblo METOAOB HEMPOBM3yann3aumnm, Takmx Kak
BOKCeJIb-OPUEHTNPOBaHHas MopdOMeTpUs, GyHKLIMOHAbHASN
MarHUTHO-pe3oHaHcHaa Tomorpadpusa (MPT), NO3WUTPOHHO-
3MUCCUOHHas Tomorpadusl, Ha NpeknaMHuyeckon ctagum bl
00OHapyxXeHbl aTpoPUYECKNE N3MEHEHMS CTPUATyMa, Tanamy-
ca 1 psina obnacteli kopbl, HapyweHus LepebpanbHoro Meta-
6onmnama un kposotoka [7, 9, 17, 32]. BbisiBNeHbl OTKNOHEHWS!
OT HOPMbI MCUXOMETPUHECKNX XapPaKTEPUCTUK, BKIIOYAIOLLME
CYOKJIMHNYECKOE CHUXEHME 0Obema NaMsiTh, HAPYLLIEHNE KOH-
LeHTPaLLMM1 BHUMAHUS, MOBbILLIEHNE YPOBHS PEAKTUBHON U Y-
HOCTHOW TPEBOXHOCTU, KOTOPblE MOTYT BblTb OGHAPYXEHbI 10
NOSABNIEHUS ABUraTesIbHbIX HApPYLUEHWI Y HOCUTENen MyTaummn
B reHe HTT [6]. 3HauMTENbHO MeHbLUe PaboT MOCBSLLEHO U3-
YYEHUIO OaHHbIX KOJIMYECTBEHHOW 3M1eKTpo3Huedanorpadumn
(93r) Ha npeknnHn4eckol ctaamm br.

KonnuectBeHHass O3 — HEMHBA3UBHbLIA 1 OTHOCUTENBHO
Heoporo MeToa, B OCHOBE KOTOPOrO NEXWUT perncrpauus
3NIEKTPUYECKON aKTUBHOCTW HENPOHOB, NPEACTaBNSIOLLEN CO-
0oV 6a30BbLIN MexaHU3M WX B3anMoaencTems. Putmbl 33T, B
4aCTHOCTM Oi- U B-pPUTMBbI, OTPAXAIOT HENPODU3NONOTrNYECKME
NPOLLECCHI, y4acTBylOLME B 00€CNEYEHUN KOTHUTUBHBIX QYHK-
unii [1, 23, 24, 33].

N3meHeHuns Ha 3T y 6onbHbIX Bl xapakTepnayoTcsa 3Ha-
YUMbIM CHUXEHMEM CMEeKTPaSIbHON MOLLHOCTY o--puTMa 1 no-
BbILUEHVEM OTHOCUTENBHOW CMEKTPaNbHON MOLLHOCTU B- 1
§-aktmHocTM [12, 14, 31]. U3yyeHuto paHHbIx 3l y acumn-
TOMHbIX HOCUTENEN MyTaumnii B reHe HTT NocBsiLLEHO HebOob-
Loe KonmyecTBO paboT, U KX pe3ynbTaTbl HeOOHO3HAYHbI.
B nccneposaHum [16] y 7 aCMMNTOMHBIX HOCUTENEN MyTaumi
B reHe HTT 06HapyXeHO CHUXEHUE o.-akTUBHOCTY Ha J3I cro-

KOMHOrO 60APCTBOBAHMS, HO 3TU pe3ynbTaThl He Oblav Noa-
TBEPXAEHbI Apyrumu aBTopamm [33, 41].

B nocnenHve roapl yCTAaHOBAEHO, 4TO BO MHOMMX Cy4asix
y3Kre 4acToTHble AnanasoHbl 3 MoryT ObiTe Gonee MHPOP-
MaTVBHbLIMMW MO CPABHEHUIO CO CTAHAAPTHBIMY LUIMPOKMMW Ana-
nasoHamu (T.e. 8, 6 M ap.), Tak Kak Npy TPAANLMOHHOM Noaxoae
MOryT MacknpoBaTbCst PYHKLMOHANbHO 3HAYMMbIe HYaCTOTHbIE
nopavanadoHsl [11, 34]. Ha npexnuHuyeckon ctagum Bl npu
aHanM3e OJHOrepLoBbIX YaCTOTHbIX AMana3oHOB O0BHapyxe-
HO CHUXEHME MO CPABHEHWIO C HOPMOW CMEKTPasbHON MOLL-
HOCTK 3l Ha rpaHuLe 0- 1 o-amana3oHoB (7-8 ), a Takke
B HM3KOYaCTOTHOM o.-AnanasoHe (8-9 y) [33]. BbisiBneHHble
Hamy O3l -n3MeHeHns y HocuTenen mytauuii B rese HTT kop-
pennpoBanu co cteneHbto akcnaHcu CAG-noBTOPOB, a Takke
¢ GannoM no Lkane oTaroweHHocTn 3abonesaHvem (BO3)
(Disease Burden Scale), KOTOpbIi KOCBEHHO XapakTepusyet
CTeneHb TOKCUYECKOM Harpy3ku Ha BELLECTBO MO3ra, CBS3aH-
HOW C OENCTBMEM MYTAHTHOIO reHTUHITnHa [33, 38].

Hapsiny ¢ nokasatenem BO3 akcnaHcus CAG-noBTOpPOB
NMo3BOJIIET OPUEHTMPOBOYHO OLIEHMTb BO3PacT Havana Asu-
raTefibHbIX NPosiBNeHWA 3abonesaHns (popmansHo — febioT
oonesHu) [25]. UccnenoBaHms cBsdan O3M-U3MEHEHUA Ha
npeknHnyeckon ctaamm bI' ¢ nokasaTtenem Bospacta aebdioTta
3ab0neBaHns paHee He NPOBOAMNOCH. Y HOCUTENEN MyTaLuiA
B reHe HTT He n3yyeHbl pernoHapHble ocobeHHocTn I3 -1n3-
MEHEHMIN B HaCTOTHOM AnanaldoHe 7-8 ', nx 3aBMCMMOCTb OT
TaXecTn myTaumii B reHe HTT, BO3 n Bo3pacTa aebiota 3abo-
NeBaHus.

Lienb paboTbl — BbIIBAIEHME Ha NPEKSIMHUYECKOn cTaaun Bl
BO3MOXHbIX OTK/IOHEHWI1 OT HOPMbl MOKasaTesei KoamyecT-
BeHHOW 93" crokoiHoro 604pPCTBOBAHMS 1 OLEHKA VX CBSI3M
C TSDKECTBIO FTEHETUYECKUX HAPYLLEHWIA 1 BO3PACTOM Mpeano-
naraemoro gebtota bl

3afayn uccnefoBaHus:

1) obHapyXeHue y aCMMMNTOMHbIX HOCUTENE MyTauuii B
reHe HTT BOBMOXHbIX OTKIOHEHWIA OT HOPMbI OTHOCUTENbHOM
CMEeKTPanbHON MOLLHOCTM CTAHAAPTHBIX Y OAHOTEPLOBbIX YaC-
TOTHbIX Anana3oHoB I3, BK/OYas OLEHKY PervoHapHbIX pas-
JIMYMIA B 4HaCTOTHOM AmanasoHe 7-8 l'u;

2) aHanu3 koppendumn nokasatene A3l ¢ ymcnom
CAG-noBTopoB B reHe HTT, ¢c BO3, a Takxe ¢ BO3pacToM npef-
nonaraemoro ae6iota Bl

MaTtepuvan n metoabl

MauuneHTbl

0O6cnenoBaHo 29 Hocuteneld myTauuii B reqe HTT (12 myx-
4uH, 17 xeHwwuH; cpenHui Bodpact 30,1 = 1,6 roga) n 29 300-
POBbIX NNL-HeHocuTenein reHa B (11 MyxumH, 18 XeHwuH;
cpenHuin Bo3pacT 28,2 £ 1,7 roga).

Hocutenu mytaumin B reHe HTT He UMEeNIM MOTOPHbIX Ha-
pywenuin no wkane UHDRS (Unified Huntington’s Disease
Rating Scale - yHMduMUMpoBaHHas WKana OueHKM 6one3Hn
leHTUHrTOHAa). Mpu JHK-gmnarHocTrke y BCex aTux nuu, 66110
BbISIBSIEHO HaNMuMe myTaumii B reHe HTT, NpU4eM 4ncno Ko-
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Jemorpaduyeckre 1 NCUXOMETPUYECKME XapakTepucTukm obene-
[0BaHHbIX (M £ SEM)

Moka3arenb Mpe-br Hopma p
KonnyecTtBo 60/bHbIX, N 29 29
BospacrT, roabl 30,1+1,6 |28,2+1,7| 0,42
My>XX4MHbI/SKEHLLMHBI 12/17 11/18 0,79
BB, uncno cnos 451+£28 [51,3+2,8| 0,13
KOC, n 05+0,2 | 1,0£0,2 | 0,14
BK, n 36,4+0,5 (37,004 0,4
JIT, Gannsl 38,9+1,5 [34,4+1,7| 0,06
CT, 6annsbl 415+21 1399+22]| 0,6
O6o3HaveHusi: npe-BI —  npeknuHunyeckas cTtagus Bl BB -
Bep6anbHas 6Gernoctb, KOC - konuyecTBO owmBOK B CYeTe

Bocnpou3BeneHns kaptuHok (BK), JIT m CT - nnyHocTHas wu
CUTyaLVOHHas TPEBOXHOCTb B TecTe Cnunbeprepa.

nuin CAG-noBTopoB 6bino 6onblue 37. bann no wkane oTs-
roLIeHHOCTM 3ab0/eBaHMEM OMNPenensnn no CTaHOapTHON
dopmyne

BO3pacT X (4ncno CAG-noetopos — 35,5).

[ns oueHkn Bo3pacTa npeanonaraemoro aebtora Bl npu-
MeHsinacb hopmyna

[21,54 + Exp(9,556 - 0,1460 x CAG)] [25],

roe Exp - matematumyeckasi aKCMOHeHumanbHas @yHKumS,
CAG - uncno CAG-noBTOpOB.

Kputepusmm nckmoyeHns aBasancb Hannyme ConyTCTByIo-
LLLe HEBPOIOTMYECKON MM NCUXMYECKOM NaTonoruun, npuem
MeAVKaMEHTOB NN HAIMYME MOTOPHBIX NPOsiBREHNI Bl

Y 300p0BbIX UL, HE BbINO POACTBEHHUKOB € BIN nnn apy-
rmMun HelpogzereHepatuBHbiMU 3abonesaHnsMu. OHWM npo-
XOOMNN HeBpoONornyeckoe obcnenosaHue. Kputepusamm umc-
KNoYeHUs BbIIN HanMyme HEBPONOMMYECKOM UK NCUXMYECKOI
naTonoruu, BKo4as CepAeYHO-COCYANCTbIE, SHAOMEHHbIE 3a-
6oneBaHusl, ANUNENCUIO, HANIMYME NCUXNATPUYECKUX NN HEB-
ponoruyeckrx 3a6oneBaHunii B aHaMHe3e.

Hocutensam mytaumnin B reHe HTT n 340pOBLIM vLamM nNpo-
BOOMNIOCH MCUXOMETpuYeckoe o6CnenoBaHue, BKIOYABLLEE
cnegyowme Tectel: MMSE (Mini Mental State Examination —
KpaTkas LLKana OLLEHKM NCUXMYECKOro cTaTyca), MccnenoBaHne
CKOPOCTM 1 Ka4eCTBa CHETHbLIX ONepaL/mii B CEPUAHOM BbluMUTA-
HuM “oT 100 no 7”7, MOANPUUMPOBAHHBIA TECT 3anOMUHAHWS
10 kapTUHOK, TecT BepbanibHOWM 6ernocTu, TECT CUTYaLMOHHOM
1 IMYHOCTHOW TpeBoxHocTn Cnunbeprepa [13, 18, 27, 36, 41].
TecTbl paHee NPOAEMOHCTPMPOBANM CBOK MHOOPMATUBHOCTb
NS BbISIBNIEHUSI KOTHUTUBHOW U NMCUXO3MOLUMOHANBHOW AnC-
dyHkumn yxe B nebiote Bl B yacTHOCTU, doHemaTnyeckuin
BapuaHT Tecta BepbanbHoV 6ernocTn apdeKkTUBeH AN Bbl-
sBNeHNs AnchYHKUMM GPOHTOCTPUATHBIX cucTem, obecne-
YMBAIOLLMX UCMONHUTENBHBIE QYHKLMW, BHUMaHUE 1 pabouyto
namate [10, 21].

JOCTOBEPHbLIX PAa3NNYNA MO 3TUM MCUXOMETPUYECKMM MO-
KazaTensm Mexay rpynnamv Hocutenemn mytaumin B reHe HTT n
3[10POBbIX NNLL HE BbINO.
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AnekTpoaHuedanorpadpus

Mokasatenn 33l pernctpupoBany B TeyeHme 3 MUH B CO-
CTOSIHUM CMOKOMHOro 6OAPCTBOBAHUS MPU 3aKpbITbIX rnasax
Ha anekTpoaHuedanorpade 4217 G (Nihon Kohden, AnoHus)
WM Ha annapaTHo-nporpaMmmHoOM Komnnekce “Henpo-KM”
(“Cratokmn”, Poccus) B 16 cTaHOapTHbIX OTBeAeHusX. B ka-
yecTBe pedepeHTHOro 1CMosb30Ban 00bEANHEHHBIN YLLHOW
aNekTpoa. NpoBoanamn aHanm3 0THOCUTENBHON CNEKTPaNbHOWN
MOLLHOCTU OHOrepLoBbIX nofamana3oHoB I3 B nHTepeane
2-13 Tu, a Takke 33l B CTaHOAPTHbIX YACTOTHLIX AManaso-
Hax 6 (2,00-3,99 'u), 6 (4,00-7,99 'y), o (8,00-12,99 I'u), B1
(13,00-19,99 I'y), B2 (20,00-30,00 y). Beluucnanu ycpen-
HEHHYIO M0 BCEM OTBEAEHUAM OTHOCUTENBHYIO CMEKTPabHYI0
MOLLHOCTb Q3T ANt KaXXA0ro YacTOTHOrO AranasoHa. Moapob-
HO mMeToayKa onucaHa paxee [33]. MNpu aHannse OTHOCUTENb-
HOM MOLLHOCTM 7-8 Ty, Hapsay C YCPeAHEHHOWM CnekTpanbHON
MOLLHOCTbIO MO BCEM OTBEAEHWSIM aHanM3npoBann OTHOCK-
TENbHYIO MOLLHOCTb B 0611aCTAX PErMCTPALLUN.

Cratuctuyeckas obpaboTka

Mpwn oueHke napameTpos I3l B Kaxa0N 13 rpynn ¢ NOMOo-
LWbto kpuTepus LLannpo-Yunka 6bi10 BbISIBNEHO, YTO OHM UMe-
JIN HOpMasIbHOE pacnpeneneHne. 3HauMMOoCTb Pa3ANYNA Mex-
[y rpynnamu Hocutenen MyTaHTHOro annens HTT v 300p0oBbIX
NUL, OMPEAENSAN C MOMOLLBIO OAHO(AKTOPHOIO ANCNEPCUOH-
Horo aHannsa ANOVA (analysis of variation) 8 GLM (generalized
linear model - 0606L1ieHHas nuHeliHas mopenb). Mpu ano-
CTEPUOPHOM (post-hoc) aHann3e ncnonbL3oBanu TecTt [yHka-
Ha. [ns nokadatener A3, umeslumnx no pesynstatam ANOVA
Hanbonee 3HauMMble pas3nuyns Mexay rpynnamu, NpoBoaMIM
ROC-aHanu3 (receiver operating characteristic — pabouyas xa-
PaKTEPUCTMKA NPUEMHNMKA), MO3BOSIMBLUMIA YCTAHOBUTL YyBCT-
BUTENBHOCTb 1 CNeLMdUIHOCTb 3TUX NMoKasaTenen ang pasae-
JIEHNS aCUMMTOMHbIX HOCUTENEW MyTaumin B rene HTT v 300-
POBbIX ML, Pasnnuna Hemponcmxonornyeckmx rnokasatenein
aHanuaunposanu ¢ nomotbio ANOVA B cnyyasix HOpManbHOMo
pacnpegenenns uam ¢ cnosib3oBaHnemM Tecta MaHHa-YutHu
B OCTajlbHbIX Crydasx. [ns OueHK B3aMMOCBS3W Mexay Mo-
kasarensmm O3l ¢ 0AHON CTOPOHBI, 1 yncnom CAG-nNoBTOpPOB
B reHe HTT, BO3, Bo3pacToM npegnonaraemoro aebiota bl n
KONMYEeCTBOM NIET A0 AebroTa — ¢ Apyroi, MCnonb30Baamn Koad-
duupmeHT koppensaumm NMupcoHa. B ¢BA3M C MHOXECTBEHHbIMM
CpaBHEHWSIMW YPOBEHb 3HAYMMOCTU /151 KOADPULIMEHTOB KOP-
penauun yctaHasansanu p < 0,01.

Pe3ynbrathl

[Jemorpaduyeckme 1 NCUXoMeTPUYECKME XapaKTEPUCTUKM
o6cnefioBaHHbIX NpefcTaBneHbl B Tabnuvue. Mpynnbl He pasnu-
Yyanucb No Bo3pacTy v nony. Hocutenn mytaumin B reHe HTT Ha
NpeKkIMHMYeckol ctaaum B v 300poBbIe LA UMESNIN CXOOHbIe
NCUXOMETPUYECKME XaPAKTEPUCTMKM, XOTS Ha MpPeKIMHuYe-
ckon ctagun BI" oTMevanach TeHAEHLMNS K MOBLILLIEHWIO YPOBHS
JIMYHOCTHOW TpeBoxHocTu (p < 0,06).
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Puc. 1. OTHocutenbHaa crnekTpasbHas MOLLHOCTb OCHOBHbIX
4aCTOTHbIX AuanasoHoB A3 crnokoiHoro 60APCTBOBAHUS
(M = SEM) Ha npeknuHuyeckoii ctagum bl (npe-BIT) v B Hopme.
B cBA3n ¢ obpatHo TpaHchopMaLmeid faHHbIX CyMMapHble
3HayYeHns cnekTpanbHoV MoLHOCTM I3 MeHblue 100% (06b-
SICHEHWSI B TEKCTE).

OTHOCUTENBHAsA CnekTpasibHas MOLLHOCTb 8-, 6-, a-, B1- 1
2-anana3oHoB He pasnmyanack y HOCUTENen MyTauuii B reHe
HTT vy 3n0poBbIx nnL (puc. 1).

Mpu aHann3e cnexkTpanbHOWM MOLLHOCTY OQHOTEPLIOBBIX 8-,
0- 1 o-nopamanas3oHoB (2-13 ) 6bIN0 YCTAHOBNEHO, YTO My-
Taums B reHe HTT sBnsieTCs 3Ha4nMbIM GakTOpOM, BVSIIOLLMM
Ha aTu nokadatenm 33 (F=11,6; p=0,001). Y Hocutenein my-
Taumm B reHe HTT OTHOCUTENbHAs CNekTpanbHash MOLLHOCTb
[OCTOBEPHO CHWXEHA MO CPaBHEHMIO CO 300POBLIMU JMLAMMU
Ha rpaHuue 8- n o-BonH B gnanasoHe 7-8 Iy (p < 0,01) n Ha

14 -

12

MouHocTb, %

0-BOSIHAX B AmanasoHe 8-9 Iy (p < 0,05). B gpyrux yacTot-
HbIX MOAAMana3oHax [AOCTOBEPHbIX Pasnuuuii Mexay rpyn-
namy He BbISIBIEHO, XOTS MMeNach TEHAEHUMS K MOBLILLEHUIO
MOLLHOCTV ME[JIEHHOBOJIHOBOW aKkTMBHOCTM 2-4 T, (puc. 2).
Y HocuTteneit ¢ uncnom CAG-noetopos >41 (20 yenosek) otnu-
4yuns OT HOPMBbI B d-noaamanasoHax 2—3 Iy Obinv CTaTUCTUHECKN
3HaumMbIMK (p < 0,05).

Mpy aHanu3e OTHOCUTENbHOM CMEeKTPasbHOW MOLLHOCTM
7-8 Ty B 0obnactsax permcrpauymn ObiN0 BbISBNEHO, Y4TO Hau-
60nee 3HaYMMbIE PA3NNUMS MEXOY HOCUTENSMU MyTauuii B
reHe HTT v 3popoBbiMu nvuamm (p < 0,01) Habnopanmcs B
LieHTPasbHbIX, TOOHBIX 1 BUCOYHBIX 061aCTAX, MPUYEM B IEBOM
nosyLiapum oHu Gblan 6onee BbIPaXEHHLIMK, YEM B MPaBOM
(puc. 3).

Mo pesynsratam ROC-aHanmaa, nokasaresb OTHOCUTESb-
HOI MoLLHOCTM 7-8 T, B neBoli nobHo obnacTu (F3) obnapan
HanbonbLue YyBCTBUTENBbHOCTBIO M CMEeUMdUYHOCTbIO ans
pasgeneHns Hocutene mytaumii B rede HTT 1 300pO0BbIX NL,
(puc. 4).

[ns OTHOCMTENnbHOW CchekTpanbHOW MowHocTn 7-8 Ty
B neBoil nobHoin obnact (F3) nokasatenb nnowanu nop,
ROC-kpvBoir (area under curve — AUC) 6bin paBeH 0,81 +
+ 0,06 (p < 0,001), noporoBoe 3HaveHune 5,2% , YyBCTBUTESb-
HoCTb 79% 1 cneumduyHocTb 70%.

[ns oTHoCcMTeNbHOW MoLHOCTM 7-8 T, B npaBoit N106HOM
obnactu (F4) npu ToM e noporoBoM 3HaveHuu (5,2%) nno-
wanb noa, kpueot AUC coctasnsna 0,77 + 0,06 (p < 0,001),
YyBCTBUTENLHOCTb 71% 1 cneumdunyHocTb 63%.

Yeenunyenue yncna konui CAG-noBTopoB B reHe HTT kop-
PenupoBaso C MOBbILLEHNEM OTHOCWUTESIbHON MOLLIHOCTU 8- 1
0-BonH(r=0,49,p=0,0081r=0,53,p=0,003 COOTBETCTBEHHO),

*k

2-3

3-4 4-5 5-6 6-7

7-8 8-9 9-10 10-11 11-12 12-13

YacToTHble ananasoHsl, Iy,

M Hopma M [pe-Bl

Puc. 2. OTHOCMTENbHAs CnekTpasbHas MOLLHOCTb OAHOrEPLIOBbLIX YACTOTHbLIX AnanasdoHoB Al (2-13 'u) y HocuTenen MyTaHTHOrO
annens HTT Ha npeknvHudeckon ctagum Bl (npe-BI) n B Hopme. * p < 0,05; ** p < 0,01 — LOCTOBEPHLIE PA3NNYUA MEXIY HOCUTENSAMM

MyTauui B reHe HTT v 300pOBbIMY INLIAMU.
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Puc. 3. OTHocuTenbHas cnekTpasibHas MOLHOCTb 93T cnokoinHoro 604PCTBOBaHUS B YaCTOTHOM AmanasoHe 7-8 I B 0bnacTax, ans
KOTOPbIX Oblnv BbiSBAEHbI pasnuyns (p < 0,01) mexay HocuTensmmu MyTaHTHoOro annenst HTT Ha npeknuHuyeckoi ctaaum Bl (npe-Bl) n
300poBbIMU InLamMu. C — LieHTpanbHble 06nacTu, F — nobHble, Fp — HUxHENOOHbIe, Tp — 3aiHEBUCOYHbIE, T — BUCOYHbIE, Ta — nepeaHe-
BUCOYHbIE. * p < 0,01, ** p < 0,005 — gocToBepHble pasnuyus mexay npe-bI n Hopmol.
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Puc. 4. ROC-kpvBasi g AUCKPYMUHALMN NPEKINHUYECKON
cTagum BI' 0T HOPMbI MO NokasaTeNsiM OTHOCUTENLHON CEKT-
pasibHOM MoLHoCTN O3 B YacTOTHOM AvanasoHe 7-8 'y, F4 n
F3 - npaBasi n neBasi N06HbIE 061ACTM COOTBETCTBEHHO.
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aTakke d-nogamanasoHoB 3-4 'y (r=0,53, p=0,003) n 6-BonH
B AmManasoHax 4-5, 5-6 n 6-7 'y, (r = 0,54, p = 0,003; r = 0,54,
p =0,002; r=0,5up = 0,006 cooTBeTCTBEHHO) (pUC. 53, 56).
OTHOCUTENbHAs MOLLHOCTb O- U 6-akTMBHOCTU Obina Bbille
npu 6onee paHHeM Bo3pacTe npeanonaraemoro aebiota bI
(r=-0,49, p=0,009 nr=-0,55, p = 0,002 COOTBETCTBEHHO).
Yeenuyenne umcna CAG-MOBTOPOB KOPPENMPOBANO Co
CHMXEHNEM OTHOCUTENBbHON MOLIHOCTM Q3 -aKTUBHOCTU
o-avanasoHa u o-nogananadoxa 10-11 Iy (r=-0,5, p=0,006
B 060UX Cnyyasx).

O6HapyxeHa Koppensums padHOCTN OTHOCUTEIbHOW MOLLL-
HocTn 7-8 n 4-5 Ty ¢ yncnom CAG-noBTOpOB B reHe HTT
(r=-0,6,p=0,001), c nokazatenem 603 (r=0,57,p=0,001),c
BO3pacToM npeanonaraemoro aebrota 3abonesanus (r = 0,56,
p =0,002) n co BpeMeHeM, OCTaBLLUMMCS A0 NPeanonaraemoro
nebtota bl (r=-0,46, p=0,01). B neBoit no6HoIt 0b6nactu Kop-
penaums pasHOCT OTHOCUTENBbHON MOLWHOCTU 7-8 n 4-5Tu ¢
yucnom konuii CAG-nosTopoB coctasuna r =-0,6 (p = 0,001),
¢ nokasatenem bO3 - r = 0,52 (p = 0,005) (pwuc. 58), ¢ BO3-
pacTom npegnonaraemoro aebiota 3abonesanus — r = 0,6,
p = 0,001 (puc. 5r). Koppensaums mexay aTMM nokasartenem
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Puc. 5. CBA3b TAXECTW reHeTMHeCKMX HapyLwennin B reHe HTT, BO3 v npennonaraemoro Bo3pacta aebiota bl ¢ nokasatensamu 93
Ha npeknuHuyeckol ctagumn Bl Koppenauus yncna CAG-noBTOPOB C OTHOCUTENBHOM MOLLHOCTbIO d-nogavanasoHa 3-4 I (a) u
0-nopamanasoHa 4-5 'y (6). Koppensums O3 (B) n npeanonaraemoro Bodpacta aebtota Bl (r) ¢ pa3HOCTbIO OTHOCUTESIbHON MOLLHOC-
TN nopamanas3oHoB 7-8 n 4-5 I'u. Mo ocu abeumcc: a, 6 — norapudMnpPoBaHHbIE 3HAYEHNS OTHOCUTENBHON CNEKTPAIbHON MOLLLHOCTY;

B,  — OTHOCUTEJIbHAsA crnekTpasibHasd MOLLHOCTb B MPOLLEeHTax.

93Tl 1 BpeMeHeM, ocTaBLwMMCSH 10 aebtoTa Bl BuisBNAnack Ha
ypoBHe TeHgeHumm (r = 0,41, p=0,03).

06cyxpeHune

Mpy aHann3e nokasatenein 33 cnokoitHoro 6oapcTBOBA-
HWS ObINO BLISIBNEHO, YTO Ha NPEKAMHUYECKon ctagumn Bl oT-
HocUTeNbHasl CrekTpasibHasi MOLHOCTb B Y3KOM 4aCTOTHOM
[AnanasoHe Ha rpaHuue 0 u o (7-8 i) 3HaunTeNbHO CHMXKeHa
B CPaBHEHWMN C BO3PACTHOW HOPMOW, MPUYEM OT/INYMS OT HOp-
Mbl IBASINCH 60Mee BbIPAXEHHBIMU B LIEHTPASbHbIX, IOOHbLIX 1
BMCOYHbIX 06nacTsax 1 npeobnagany B n1eBom nonywwapun. Mo
peaynstatam ROC-aHanuaa, HanbonblLLUel YyBCTBUTENIbHOCTHIO
1 cneundUYHOCTBIO ANa pa3neneHns NPeKTMHYECKON CTagum
BI' n Hopmbl 06nagan nokasaTesnb OTHOCWUTENBHOV MOLLHOCTU
7-8 'y, B neBoit nobHol obnacTtn. MeHee 3Ha4MOeE, HO 1OCTO-
BEPHOE CHIKEHNE OTHOCUTENbHOM MOLLHOCTU Y HOCUTENEN My-

Tauuii B reHe HTT HabGn0a10Ch TAKXKe B YaCTOTHOM AyanasoHe
8-9 'l (HM3KOYACTOTHAS 0.-aKTUBHOCTB). Pasnuuns mexay rpyn-
namu NPeKINHNYeCKon BI" 1 HOPMbI B CTaHAAPTHBIX YaCTOTHBIX
AavnanasoHax (9, 0, o, B1 1 B2) 6binn HEAOCTOBEPHLIMU.
OGHapyXeHHbIE N3MEHEHWS Y HOCUTENE MyTaLLMii B reHe
HTT 3aTparnBaloT HU3KOYACTOTHBIA O-PUTM, MOZYASUMUS KO-
TOpOro B 6onbLIel Mepe CBs3aHa C KOPKOBO-MOAKOPKOBLIMY
CHUCTEMAMM, B YaCTHOCTU KOPTUKOTaNaMUYeCKUMu U KOPTU-
KOCTPMaTHbIMU, B TO BPEMS KaK BbICOKOYACTOTHbIV O-pUTM
oTpaxaeT rnaBHbIM 00pa3oM (GYHKLMOHANbHYIO aKTUBHOCTb
KOPTMKOrMAMNOKaMnasbHbIX U APYrMX KOPTUKO-KOPTUKANbHBIX
cuctem [28]. MNonyyeHHble faHHbIE CBUAETENLCTBYIOT O TOM,
4YTO Ha MpekavHuYeckon ctagum Bl cTpagaloT npevmylle-
CTBEHHO KOPKOBO-MOAKOPKOBbIE CUCTEMBI, B TO BPEMS Kak
KOPKOBO-KOPKOBbIE MEXaHU3Mbl OCTalOTCi  OTHOCUTENbHO
WHTAKTHbIMU. XapakTep HapylweHuin — OEeCUHXPOHM3auus
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0.-aKTUBHOCTW CNOHTaHHOW 3l - ykasbiBaeT Ha aucbanaHc
TOPMO3HbIX 1 BO30YANTENbHbLIX MPOLLECCOB B KOpe C Npeob-
NnagaHveM npoLeccoB Bo3OyxaeHusl. 9To, BEPOSTHO, CBS3a-
HO C CENEKTUBHON MPOrpeccupyloLLen NnoTepen TOPMO3HbIX
TAMKeprunyeckux HEMPOHOB CTpuatyma W KOpbl Ha NPekn-
Huyeckon ctagun Bl [29]. HapylueHus aHepreTnyeckoro 06-
MeHa MOTyT SBASATLCS OLHOM 13 NMPUYMH MNOBbLILLEHHOW Liepeb-
panbHoit Bo36yaumocTu [8].

Mony4yeHHble faHHble 0 npeobnagaHny y HocuTenen myta-
unii B reHe HTT gncdyHKUMM NEBOr0 NOAYLLAPUS COTNacyoTCcs
C OaHHbIMKU MeTodoB Henposuadyanudaummn (MPT, dyHKumo-
HasnbHag MPT), CBUOETENLCTBYIOWMMI O HANIMYMKN B 3TOM M0~
nyLwapmm 6onee BbIPaXEHHbIX HENPOAEreHepaTUBHBIX 1 PYHK-
LMOHabHbIX U3MeHeHu [7, 9, 40].

DpOHTOCTPUATHBIE CUCTEMbI UFPAIOT KIKOYEBYIO POSb B
obecneyeHnn BepbanbHol 6Gernoct. Kak Obino BbIIBIEHO
HamWn paHee, y HocuTenen Mytaumm B reHe HTT Ha npeknu-
HUMyeckon ctagmmn BN CHMxeHne MOLLHOCTM HU3KO4aCTOTHOM
o-akTMBHOCTK 8-9 I, a Takxke pasHocTn 7-8 n 4-5 'y, koppe-
JMPYET C yxyaweHnem BepbansHoi 6ernoctu [33]. Bo Bpems
BbINONIHEHMS TecTa BepbanbHOM 6ernocTy akTmBaums NeBoro
nonywapusa y Hocutenen mytaumin B reHe HTT CHMxXeHa no
CPaBHEHMIO C HOPMOWi, 0TMEYAETCS TakxKe YMEHbLUEHNE MEX-
NONyLIAPHbLIX PA3NYNIA aKTMBALLMK KOPbI [5].

Mony4yeHHble HaMK Pe3ynbTaThl CBUAETENbCTBYIOT O TOM,
4yto yBenunyeHue 4ymcna CAG-noBTopoB B reHe HTT cBsi3a-
HO MONOXUTENBHON KOPPENaUMen C MOBbILLEHNEM OTHOCK-
TENbHO CMEeKTPaNbHOMW MOLLHOCTM 33lM-akTMBHOCTU d- U
6-4mana3oHoB, a Takke Mx Nogamanal3oHoB. Takas accouma-
UMS yKasblBAET Ha TO, YTO MyTaumm B reHe HTT OTBETCTBEHHbI
3a NOBbILEHNE MEAJIEHHOBOIHOBOW aKTUBHOCTU Y HOCUTENEN
MyTaHTHOrO HTT, x0T OTAnYme aTux nokadatenein 3 ot Hop-
Mbl ObIfI0 JOCTOBEPHbLIM NULLb NS d—nopamanasoHa 2-3 My y
nunu, ¢ ynenom konuin CAG-noetopos >41.

MoBbilleHne 6- 1 3-aKTUBHOCTW B COCTOSIHUM CMOKOWHOro
604PCTBOBAHNS OTMEYEHO NPV MHOrMX 3aboneBaHusX, CO-
NPOBOXAAOLLYMXCS MOBPEXAEHNEM MO3ra, Takmx kak 601e3Hb
Anbureimepa, LepebpanbHbie CcocyaucTbie 3aboneBaHus,
4YepenHo-mMo3roBble TpaBMbl M T.O. Takne O3l -U3MeHeHus
00YyCNOoB/EHbl HapyLUEHWEM MHMOPMALMOHHBLIX NPOLECCOB B
mo3re [1, 23, 24]. MNoBblLEHNE MEANEHHOBOJIHOBOM aKTUBHOC-
TV HainpeHo y 6onbHbix BI [31]. Accoumaums CAG-noBTopoB
CO CMEeKTpasibHOM MOLLHOCTBIO 8- 1 §-AManasoHoB Yy vl Ha
NpekAnMHMYeckon ctaammn bl BepoaTHO, yka3biBaeT Ha TO, YTO
6onee BbICOKME NMOKa3aTeNn MeJIEHHOBOHOBOW aKTUBHOCTM
OTpaxaloT 60/ee BbIPAXEHHYIO LlepedpabHyio AUNCPHYHKLMIO.
B nonb3y 3TOr0 NpeanonoxeHns CBUAETENbLCTBYET CBA3b MO-
BbILLEHWSI MEAJIEHHOBOIHOBOI aKTUBHOCTU C YXYALLUEHNEM KOT -
HUTUBHbIX NMokasaTenel Ha npekanHnyeckon ctaamm bl [33].

KoppensiunoHHbIn aHanna nokasasn, YTo yBeNnYeHne Ync-
na konuii CAG-NOBTOPOB KOPPENMPYEeT CO CHMXEHWEM OT-
HOCUTENBHOM MOLLHOCTM O-AMana3oHa W o-nopavanas3oHa
10-11 Ty, 4TO NOATBEPXAAET POJSIb MYTAHTHOIO FEHTUHITUHA

Hepsusblie 6oe3an 22016

B reHe3e runepakTMBauuy Kopbl, NPOSBASIOLLENCS B BUAE Oe-
CVYHXPOHM3ALLMN O.-pUTMA.

OG6HapyXeHo TakXe, YTO CHMXEHMEe Pa3HOCTW OTHOCU-
TENbHOM MOLLHOCTM 7-8 1 4-5 Ty CBA3aHO C yBENMYEHWEM
yucna konuin CAG-noBTopos B reHe HTT, ¢ nokadatenem 603,
C npeanonaraemMbiM BO3PACTOM KiMHMYeckoro aebiota bI
n 6nnsocTtbio aebota K MOMeHTY obcnenoBaHus. PasHOCTb
CMeKTpasibHOM MOLLIHOCTX noaamanas3oHoB 7-8 un 4-5 T, xa-
pakTepusyet M3MeHeHUs 3TUX napameTpoB I3l Ha npeknm-
Huyeckon ctagum Bl CHuxeHue cnekTpanbHOM MOLLHOCTM
7-8 Tu 3aBMCMT OT rMNepPakTUBaLMM KOPKOBO-MOAKOPKOBBIX,
B YAaCTHOCTUN KOPKOBOCTPUATHBIX, CUCTEM, B TO BPEMS KaK Mo-
BbILLEHWE MOLLHOCTY B-noaamana3oHa 4-5 'y, BEpOSTHO, CBS-
3aHO C ycueHnemM aMc@yHKLMU Mo3ra B pesdysibTaTe naTono-
rMYeckoro npouecca. Y HocuTenen MytaHTHoro reHa HTT aToT
rokasaTefib JOCTOBEPHO OTIMYAETCS OT HOPMbI U CBSA3aH Bbl-
COKOA0CTOBEPHONM KOppensumern ¢ BO3pacToM npeanonarae-
Moro aebioTa 3aboneBaHus.

Henpoduanonormnyeckre HapyLLeHns Ha NPEKIMHUYECKON
ctagum B MoryT oTpaxars pa3BuTre HePOAEereHepaTBHOro
npowecca u/vnu 3aBMceTb 0T 0COBEHHOCTEN paHHEro OHTO-
reHesa mMoara. BbiiBNeHO, B 4ACTHOCTK, YTO pacLUMpPEHNE 13-
BUJIVH 1 U3MEHEeHWe MX KOHdUrypauum y Hocutenem Mytaumm
B reHe HTT MOryT 3aB1UCETb OT HapyLLEHWIN Pa3BUTKS MO3ra B
paHHeMm oHToreHese [30].

Mockonbky 33l-M3MeHeHnss Ha NPEKIVHNUYECKOW cTaaumn
BI' cBA3aHbl C TXeCTblo MyTauun reHa HTT, OHM MOryT pac-
CMaTpMBaTbCA B KA4YeCTBE BO3MOXHOro Henpodbuanonoru-
4eckoro aHpodeHoTUna — HacneayeMoro Mapkepa, KOoTopbi
NPOSIBNSETCS YXe Ha AOKIVHWYECKOW cTtaaum 3aboneBaHus.
Heobxoaymo npoBefeHne NPOCNEKTUBHLIX UCCNEL0BAHUN C
LeNblo M3YYeHUs OVHAMUKN U3MEHEHWIA nokasaTtenein 33 Ha
PasnnYHbIX CTaAMsAX OOKIMHUYECKOro NaTonornyeckoro npo-
LLlecca 1 Ha paHHWUX CTaamsx KnmHuyeckom manmndectauum bIL
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