denepajbHOE TOCYIAPCTBEHHOE ABTOHOMHOE 00pa30BaTe/ibHOE
yupe:kaeHue Bpicuero oopazosanusi «Poccmiickuii HANMOHAIbHBIH
HUCCJIeA0BaTeNbCKUN MeauIMHCKUNA yHuBepcuTeT uMmenu H.U. Iluporosa»
MunucrtepcTBa 3apaBooxpanenust Poccuiickon @eaepauun

Ha npaBax pykonucu

Epoxuna Enu3zaBera KoHCTAHTUHOBHA

KJIUMHUYECKAS TETEPOTEHHOCTh MUOTOHUYECKOM
ANCTPO®UH 1 TUITA

3.1.24 Hespomorus

Juccepranus

Ha COUCKAHUE YYCHON CTEIICHU
KaHauaaTa MEIUIIMHCKUX HAyK

Hayunsb1ii pykoBOAUTENS:
KaHAUAAT MEAULIMHCKUX HAYK, JOLIEHT
Bnonasen JImutpuit Bnagumuposny

Mocksa, 2025 .



2

OI'JIABJEHUME
L3333 D0 0 0 1 SRR 4
I'VIABA 1. OB30P JIUTEPATYPDBIL .........cooooi 16
1.1 MuoTtonuveckasi nuctpodus 1 TUNA: ITHOJIOTHS, TATOTeHe3, Kiaccupukanu ... 16
1.2 KnuHuvyeckue NMPosiBJeHNsI PU MUOTOHUYECKOH qucTpodum 1 THnA ................... 22
1.2.1 HeoHaTa bHbI MEepHO/ PH BPOKIEHHOH MUOTOHUYeCKOii 1ucTpoduu 1 Tuna
22
1.2.2 MblllleYHbIE U OPTONETUYECKHE CUMIITOMBI Y MAIIHEHTOB ¢ MUOTOHUYECKOIi
THCTPOPHEM 1 THITA ......oooiiiiiiiiiiiiie ittt st e e nbre e nanees 24
1.2.3 Ilopa:xenue nepupepuyeckoii HEPBHON CUCTEMBbI Y NALMEHTOB €
MHOTOHHYECKOMN TUCTPOPUMEN 1 THIIA .....oovviiiiiiiiiii i 27
1.2.4 ComaTnyeckne NposiBJIeHUs IPH MUHOTOHHYeCKOi 1ucTpoduu 1 Tuma .......... 28
1.2.5 CumnToMbI OpakeHHs HEHTPAJIbHOH HEPBHOI CHCTEMBI MIPH
MHOTOHUYECKOM TMCTPOPHMM 1 THIIA .......oiiiiiiiiiiiiiiiec e 34
1.3 OcobennocTy HelipoBU3yaan3aluoOHHOI KapTUHBI 10 MPT roJsioBHoro mosra y
MAIMEHTOB ¢ MUOTOHMYECKOM TUCTPOPUU 1 THIIA .......ooooiiiiiiiiiiiiiciieie e 40
I'JTABA 2. MaTepHuaJibl, METOAO0JOTHSI U METOABI HCCHAETOBAHMS ......coovvvvenireearireeniinennnens 42
2.1 O0mas XapaKTEPUCTHKA MAIMEHTOB ......ccuvveiiiieiieieiieeasieeesieeesseessseesssneessnneeessneas 42
2.2 KIIMHHYECKOE OOCTHECHMOBAHIEC ........cceeevurrensseesesseessssnsssssssseessstnntsssesteeesssnntrreesseesssnnn 43
2.3 HeliponcuX00THYECKOE OOCTETOBAHME ............eeeiirieinireesireesieeesireeessreesasneessnneesnneas 44
2.4 OueHKa HHBAJIUIH3AIMUH H KAYeCTBA 'KA3HHU MAIMEHTOB .............coevvviiiiireeereiiiinnnnn, 49
2.5 JIabopaTopHbIe METOABI MCCHETOBAHMI .......ccovveeinireeintriesteeesieeessseeessneessnneesssreessneas 50
2.6 UHCTPYMEHTAIbHBIE METOABI O0CTHETOBAHMSE .......c..veeveiieiaieeireesieeaneesieesnneessneanneens 50
2.7 CTaTHCTHYECKHE METOABI OOPACOTKH JAHHBIX .......coeiitrieiiiierieeesieeesneeesneessineesnnneas 53
I'JTABA 3. PE3YJIBTATBI HCCIIEJOBAHMUS ..., 55
3.1 O01mas XapaKTepUCTUKA 00CTETOBAHHBIX MAIMEHTOB. ........ccocvvieiireaiiieeiireeanieeeenens 55
3.2 KiimHH4YecKasi XapaKTepUCTHKA MAMEHTOB ¢ BposkaAeHHou dopmoit M1 ........... 61
3.3 Kiiunuyeckasi XapakTepuCTUKA MAIHEHTOB ¢ JAeTckoii popmoid M1 ................... 65
3.4 KiimHu4YecKasi XapaKTepUCTHKA MAMEHTOB €0 B3pocioi ¢opmoit M1 ............... 68

3.5 /laHHbIe HEBPOJIOTHYECKOT0 OCMOTPA Y NANMEHTOB ¢ pa3ubiMu popmavu M/I1..71

3.6 ComaTHyeckne CHMIITOMBI Y NAIHEHTOB ¢ MUOTOHMYeCKOI AucTpodueii 1 Tuna 78
3.6.1 CepaeuHo-cocyaucTasi NaToJIOTUsl y MALMEHTOB ¢ pa3HbiMu popmamu M/I1 78

3.6.2 /IpIxaTeJbHbIC HAPYLICHHUS Y MAMEHTOB ¢ pa3Hbivu ¢popmavu M1 ............ 82
3.6.3 OgranbMoJI0rHYECKHE HAPYLIEHHS Y IAIMEHTOB ¢ pa3HbiMu opmamu M/I1
.......................................................................................................................................... 84

3.7 JIaGopaTopHasi TMATHOCTHKA y MAMEHTOB ¢ pa3HbiMu Gopmamvu M1 ................ 88

3.8 KoruuTuBHbIE H IMOLMOHAJIbHbIE HAPYLIEHUs Yy mauueHToB ¢ M1 .................... 91



3

3.8.1 KoruuTtuBHBIC M IMOIIMOHAIbHbIC HAPYIIEHUS Y B3POCJbIX NanueHToB ¢ M/I1

.......................................................................................................................................... 91
3.8.2 HapymieHusi pa3BUTHS M SMOIIHOHAIbHBIE HAPYIIEHUS Y MAIHEHTOB J€TCKOr0
BO3PACTA € IMLL ..o s 103
3.9 PesyabTaTel MPT rosioBaoro Mmo3ra nanmeHToB ¢ M1 ..o, 105
3.9.1 PesyabTatbl MPT rosioBHOro Mo3ra B3pocibix mamueHToB ¢ M1 ............... 105
3.9.2 PesyabTaTrel MPT rosoBHoro mosray aerei ¢ M1 ..., 107
3.10 IToBblmIeHHAS] THEBHAS COHJIMBOCTD, YTOMJIAEMOCTh M PACCTPOICTBA CHA Y
TMAIMEHTOB € M L.ttt e et e e e abbr e e e e ansbeee s 108
3.10.1 IloBbImIeHHASI JHEBHASI COHJIMBOCTb, YTOMJISIEMOCTb U PACCTPOMCTBA CHA 'y
B3POCABIX MAIMEHTOB € ML T ... 108
3.10.2 IloBbIlIeHHASI THEBHASI COHJIMBOCTb, YTOMJISIEMOCTh U PACCTPOICTBA CHA
JETEH € IMIIT ..o e e e e e et e e e e srtaeeenns 118
3.11 Ouenka KayecTBAa )KU3HH Y B3POCIBIX MAIMEHTOB € M1 ......cooovviiiiiiniiiniiies 119
3.12 KIIMHHYECKHE TIPHMEPDI .....oviiiriiiriaieesineeieessseasseessneesseessneessesssneesseeasneesneeanessnnesnns 125
3.12.1 KinuaugecKuH carydam Nel........coooooiiii 125
3.12.2 KnuHHYECKHH CIYUAT NO2 .....ooiiiiiiiiiii e 128
3.12.3 KinuHHYeCKHH CIYUAR Ne3 ... 129
TJIABA 4. BAKJTTHOUEHHE .........ccoooiiiiiiiii et 134
BBIBOIBL ...ttt 151
MNPAKTUYECKHUE PEKOMEHJAIIMU ..........c.oooooiiiiiiiieeee e 153
MEPCITIEKTHUBBI PABBHUTHSL ... s 151
CIIMCOK COKPAIIIEHWH U YCJIOBHBIX OBO3HAYEHMUM ................c..oooec.... 154
CITUCOK JIUMTEPATYPBI ... e 158

HPUIIOKEHME ... 174



4

BBEJAEHUE

AKTYaJIbHOCTH T€MbI HCCJICJOBAHUS U CTeNEeHb ee pa3padoTaAaHHOCTH

Muotonnueckass auctpopuss 1 tuna (MJI1) sBasieTcs caMbiM 4YacThIM
HEPBHO-MBIILIEYHBIM  3a00JI€EBAHUEM C AyTOCOMHO-JOMHMHAHTHBIM THUIIOM
HACJIEIOBAHMS KAK CpPEAu B3POCIOr0 HACEIEHHUS, TaK U B IEJUATPHUYECKOU
IIPAKTUKE. AHAIN3 AUAEMHAOJIOTHYECKUX JAHHBIX 0 pacnpocTpaneHHocTd M/I1
B Poccuitickon @enepanuy  BBIIBWII  CYLIECTBEHHYK)  PETMOHAIBHYIO
Bapua0ENbHOCTh MPU OrPAHUYEHHON pPENpe3eHTAaTUBHOCTH HCCIEI0BaHUM,
OXBAaTHUBIIMX JHIIb OTAENbHBIE Teppuropu. Haunbonee mnokazarenbHbIMU
ABIsAOTCA  JaHHble 1o  PecmyOnuke — bamkoprocraH, rae  cpenHss
pacnpoctpaneHHOCTh coctaBisier 3,01 caysas wa 100 000 Hacenenus
[Munrazosa 2.3., 2009; AxmaneeBa JI.P., 2001; Xwuausroa N.M., 2011;
MarxanoB P.B., 1988], npu 3TOM oTMedaeTcsi 3HaUUTEIbHAsT BapruaOeIbHOCTh
noKasaTesied CpeAu Pa3IMYHbIX 3THUYECKUX Tpymil. B mpoTHBOMOIOKHOCTH
stomy, B PecyOmuke Caxa (SIKkyTHs) 3aperucTpupoBaHa CYIIECTBEHHO 0oiiee
BBICOKAasl paclpoCTpaHEHHOCTh 3aboneBanuss — 21,3 caywas nHa 100 000
HacenieHust [CyxomscoBa A.JL., 2005]. Ctonp BbIpak€HHAss MEKpPEruoHaIbHas
pazHuIla B TIOKa3aTelIX MOXKET ObITh OOYyCIIOBJI€Ha KaK TI'€HETUYECKUMU
OCOOEHHOCTSIMU MOMYJIALMM, TaK U Pa3IMYUSIMU B METOJOJIOTMUECKUX TTOIX0/1aX
IPOBOJMMBIX  HccienoBaHui.  [lomydeHHble  JaHHBIE  MOAYEPKHUBAIOT
HEO0OXOAMMOCTb MPOBEACHUS MACIITAOHOTO MOMYJISILIMIOHHOTO UCCIEIOBAaHUS C
YHU(GULIHUPOBAHHON METOI0JO0TUEHN ISl TOJIYYEHUS PeNpPe3eHTATUBHBIX TaHHBIX
0 BCEM TEPPUTOPUM CTPAHbI, YTO WUMEET NPHHLMIHAIBHOE 3HAYEHUE IS

IUIAHUPOBAHUS  CTICLIMAIM3UPOBAHHON MEIUIIMHCKOM TOMOIIM, pa3padOTKu



IporpaMM  MEAMKO-TEHETUYECKOIO0  KOHCYJBTHPOBAaHWS U CO3JaHUsA
HalMoHaJabHOTO peructpa M/I1.

M/I1, sBnsisick OIHUM U3 HanOoJiee pacpoCTPaHEHHBIX HACIEACTBEHHBIX
HEPBHO-MBIIIICYHBIX  3a00JICBaHMWM,  MPEACTaBISECT COOOH  CEephEe3HYIO
JMArHOCTUYECKYIO MPOOJIEeMY B POCCUIMCKON MEAUITMHCKOM MpakTuke [MIBaHoBa
E.O. u coaBtr., 2019]. CnoxuBmascsi cuTyalusi ¢ HU3KOW BBISBISIEMOCTBIO
JAHHOW MATOJIOTUH, HECMOTPS Ha €€ 3HAYUTEIbHYIO MOMYJISIIIUOHHYIO YacTOTY,
OoOyCJIOBJIEHA TMPEXKIE€ BCEro BBIPAKEHHBIM KIMHUYECKUM MOIUMOPPHU3IMOM
3a00y1€BaHus, KOTOPBIA MPOSBISECTCA IIMPOKUM CIHEKTPOM (PEHOTUIIHYECKHUX
BApUAHTOB — OT TSKEJIBIX BPOXKJIEHHBIX (DOPM 10 MATIOCUMITOMHBIX CITY4aeB C
MO3JIHUM JeOI0TOM, YTO COOTBETCTBYET BBIBOAAM (PyHIaMeHTalIbHBIX pabOT
3apyOexHbix aBTopoB [Meola G., 2000]. DTOT (peHOMEH TIeTepOreHHOCTU
KIIMHUYECKOM  KapTUHBI ~ CO3JA€T  CYLIECTBEHHBbIE  NPENATCTBUSA IS
CBOEBPEMEHHOM JUAarHOCTUKH, OCOOEHHO B YCIOBHSX IEPBUYHOTO 3BEHA
3paBOOXPAHEHMs, TJI€ OTCYTCTBYET CHELHAIN3UPOBAHHOE 00OpYI0BaHUE AJIs
MOJIEKYJIIPHO-TEHETUYECKOM BEpU(PUKALMM W HEJAOCTATOYHO 3HAHUU O
COBPEMEHHBIX JIMATHOCTHYECKUX aJITOpPUTMax ATOr0 MYJIbTUCUCTEMHOTO
3a00JIeBaHUS.

[ToMrMO XOpOIIO M3BECTHBIX MBIIICYHBIX MPOSBICHUN Yy MAIMEHTOB C
M/I1 HaOmromaeTcss MENbId CHEKTP HEMBIIIEYHBIX CHMIITOMOB, KOTOpBIC
BapbUPYIOT OT KIIMHUYECKOH (hopMmbl 3a0osieBanus [Wenninger S. etal., 2018; De
Antonio M. et al. 2016; Thornton C. A., 2014]. Anaiu3 COBpPEMEHHOM
OTEUECTBCHHOW HAay4YHOW JIMTEpaTyphl BBISBISET CYIIECTBEHHBIM TpoOen B
U3YYeHUU HeMblleuHbIX mposiBieHuit MJI1. Haubonpmmii nedpuuut HaydyHBIX
JAHHBIX HAOJIOAAeTCsl B OTHOILICHWU TOPAXKEHUW IEHTPATbHON HEPBHOMU
cuctembl (IIHC), BkIrouaronux KOTHUTHUBHBIE HapYIICHHS, 3MOIMOHAIBHO-
ad(eKTUBHBIE pacCTPOMCTBA, a TaKXKe pPacCCTPOMCTBA CHA, MOBBILIEHHYIO

nueBHy10 cOHMUBOCTSG (I1/]C) u yrommnsiemocts. Emie menbIne paboT, B TOM uncie
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B 3apyOCKHOU JTUTEPATYPE, MOCBSIIICHHBIX H3yUYCHUIO CHA U APYTHX CHUCTEMHBIX
MPOSIBIICHUH Y JIETEU.

N3-3a nporpeccupyronmx MpIedyHbIX cuMIToMoB, [1JIC u yromiisemocTy,
anmatuu y manueHtoB ¢ MJ[1 3Haummo Hapymnaetcs (yHKIMOHUPOBAaHUE, YTO
MOET IPUBOAUTH K COLMAIIBHON J€3alalTallii U CHUKEHHUIO KauyeCcTBa KU3HU
[Laberge L. et al., 2013; Giovanni Antonini M. D. et al., 2006].

B nerckoit momynsiuu 0cOOEHHO YacTo HaOmroAaeTcs MpeodiiajaHue
HEUPOINICUXOJIOTUYECKUX HAPYIICHUH B KIIMHUYECKON KapTUHE, KOT/1a Ha MEPBBIil
IJIaH BBIXOJAT PACCTPOMCTBA Pa3BUTHS, B TO BPEMsI KAK MBIIICYHBIE CUMIITOMBI
BhIpakeHbI B MeHbInel crenenn [HO G. et al., 2015; Echenne B. 2013]. Takue
HapylIeHus, Kak paccTpoiicTBo aytuctudeckoro crekrpa (PAC), napyuienue
pPEUYEBOTr0 Pa3BUTHS, UHTEIJIEKTYalIbHAsl HEJIOCTATOYHOCTh, CUHIPOM AeduiiuTa
BHUMaHus U runiepaktuBHocTd (CIABI) y aeteit ¢ MI1 npuBoOAsT K TpyAHOCTIM
npu OoOy4eHHH W couuanbHbIM orpanmueHusM [Ekstrom A. B. et al., 2008;
Douniol M. et al., 2012].

[ToMrMO HEBPOJOTHUUECKUX MPOSBICHUN TAKHME COMAaTUYECKUE CUMIITOMBI,
KaK HapylieHue paboThl xkenynouHo-kuiieuHoro Tpakra (JKKT), sHmokpuHHas
MATOJIOTHsSI, PENPOAYKTUBHBIE MPOOJIEMbI, MOTYT HapyIlaTh KayeCTBO KU3HU
MAIMEHTOB.

OCHOBHBIMM TIPUYMHAMU CMEPTHOCTH y manmueHTtoB ¢ MJI1 sBusitoTcs
CepACYHO-COCYIUCThIC HAPYIICHHUS U JbIXaTelIbHas HeJocTaTouHoCTh [Duda J. et
al., 2016]. CBoeBpeMeHHasi NTUArHOCTHKA W JICYCHHE MOJOOHBIX HAPYIICHUH
MO3BOJIUT CHU3UTh PUCKH PAHHETO JIETAJbHOIO MCXOJAa U YJIYUIIUTh KauyeCTBO
JKWU3HU TIAlIUEHTOB.

YuuThiBas ayTOCOMHO-IOMUHAHTHBIM THUI HacleI0BaHMs, 3a00JeBaHUE
4YacTO 3aTparuBaeT HECKOJBKUX  POJCTBEHHUKOB, YTO MPUBOJHUT K
CYIIICCTBCHHOMY CHHKCHHIO KauecTBa JKU3HM Beel ceMmbu [Giovanni Antonini M.
D., 2006]. Hapymienue tpyaocnocodHocTr mamuenToB MJI1 Taxke 3arparuBact

COI_[I/IaJ'IBHO-BKOHOMI/I‘—IeCKI/If/i ACIICKT, 9TO INPUBOJUT K CYIIICCTBCHHOMY 6peMeHI/I.
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Takum 00pazoM, BaXXHOU 3a7a4eil IBJII€TCSA ONMCAHUE HEBPOJIOTMYECKUX U
HEMBIIIEYHBIX MNPOSBICHUN y MalMEeHTOB ¢ pa3HbIMU (popmamu M/I1. Oto
NO3BOJIMT JUMArHOCTUPOBaTh 3abojeBaHWe Ha Oojee paHHUX H3Tamax.
®opMHpOBaHUE NPOTOKOJIOB JHUCIAHCEPHOIO HAOJIIONEHUS OOECHEUYUT paHHEE
BBISIBJIEHHE CUMIITOMOB UM OCJIOXHEHHI 3a00J1€BaHMsl, CKOPPEKTUPOBAB KOTOPbIE
MOYHO 3HAYMMO YJIYYIIUTh Ka4€CTBO KU3HHU ITALUEHTOB U UX CEMEMN. Y UYNTHIBAS
BEJylLIUECs pa3pa0OTKU N€HHOW Tepanuy, JaHHas 3ajada SBISETCS OCOOEHHO
aKTyaJlbHOM, TaK Kak BHEJPEHUE B KIMHUYECKYIO MPAKTUKY [OJ00HBIX
QITOPUTMOB B OYIyIIEM IO3BOJUT CBOEBPEMEHHO HAa3HAYUTH JICUECHHE, TAKHUM

06pa30M CHU3UTb CMCPTHOCTDb U YJIYUIIUTD IIPOTHO3.

eab uccaenoBaHus

OxapakTepu3oBaTh HEBPOJIOTMYECKUE M COMATHYECKHE CHUMIITOMBI,
OLICHUTh UX YACTOTy W BJIMSHHME HA KAYECTBO KU3HHU y MALMEHTOB C Pa3HbIMU
dbopmamu MuOTOHMYECKOM aucTpodun 1 Tuna s pa3pabOTKU aarOpUTMOB

JUarHOCTUKH M JIUCTIAHCEPHOTO HAOJIIOICHHUS.

3ajgauu uccjaea10BaHUA

1. OnucaTe MBbIIIEYHBIE TPOSIBICHUS Y MALMEHTOB C pPa3HbIMU
dbopmMamu MUOTOHUYECKOH nuctpoduu 1 Tuma.
2. Onucarth COMaTUYECKUE CHUMMOTOMBI Y TALUMEHTOB C pa3HbIMU

dbopmamu MHOTOHUYECKOM nuctpoduu 1 Turma.
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3. OneHuTh MO KakoOW JWMHUU HaWOOJIeE YacTO IMPOCICKUBACTCS
HaCJIeI0BaHHE€ MUOTOHHUYECKOW TUCTPOPUH MpU pa3HbIX PopMax.

4. Onucath KOTHUTUBHBIE U AYMOIIMOHATLHBIC HAPYIICHHS TIPUA Pa3HBIX
dbopmMax MHUOTOHWYECKOW AUCTpoduu | THITA, BBIIBUTH KOPPEISIHIO C
HEUPOBU3YAIN3AIUOHHON KAPTUHOM.

5. OnenuTs  HaIWMYME  TOBBIINICHHOW  JHEBHOW  COHJIMBOCTH,
yTOMJISIEMOCTH, a  TaKke  pacCTpOWCTB CHa ¢  TOMOIIbIO
MOJINCOMHOTPAa(UUECKOTO HCCIEIOBAHUA Y MAaIlMEHTOB C MHOTOHUYECKOH
auctpodueit 1 Tuma.

6. OueHuTh Ka4eCTBO KM3HU B3POCIIBIX MAIMEHTOB C MHOTOHUYECKOM

auctpodueit 1 Tuna.

Hayuynast HOBU3HA

OHpGI[CJ'ICHa qacToTa HEBPOJOTNMYCCKUX U COMATUYCCKUX CUMIITOMOB IIpHU

pa3HbIX (OopMax MHUOTOHMYECKOW AuCTpopuu 1 TuUma Ha pOCCUICKON BBIOOpKE

IIannrcHTOB.

Bnepseie B Poccuu Ha BbIOOpPKE TMAalMEHTOB OMKCaHa CTPYKTypa

KOTHUTHUBHBIX PACCTPONCTB M IMOIIMOHAJIBLHBIX HAPYIIICHUH MpU pa3HbIX (popmax

MuoTOHMYecKoi nuctpopuu 1 tumna. KorHUTHBHBIE HAPYIICHHS BBISBICHBI Y

43,3% mnarmentoB ¢ M/[1. Anatus oOHapyxeHa y 81,7% mnauuentoB ¢ M/I1,

nenpeccust — 'y 26,7%, tpeBora — y 13,3%. Takxke nosydeHHbIE TaHHBIE

COTIOCTABJICHBI C HEUPOBU3YATN3AIIMOHHON KAapTUHON — BBISIBJIEHA B3aUMOCBS3b

amaTuy ¢ yMEHbIIIEHHEM 00beMa ceporo BeliecTBa rojioBHoro mo3ra (R = 0,427,

p = 0,001).
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BnepBbie B pOCCHMMCKOW MOIMYJSALMM NAUWMEHTOB OIPEIEIeHa YacToTa
paccTpoiicTB cHa mpu pasHbix ¢opmax MJI1. CambiM pacrnpocTpaHEHHBIM
pPaccTpPOICTBOM CHa cTasl CUHAPOM 00cTpykTUBHOTO annHod cHa (COAC). COAC
Obl1 oOHapyxkeH y 79,2% B3pociblx manueHToB Uy 78% nereit. Taxoke
MIPOBEJICHA OIICHKA BJIMSIHUSA PACCTPOMCTB CHA HA KOTHUTUBHBIC HApYIICHHUS,
MOBBIIICHHYIO JHEBHYI) COHJIMBOCTh M YTOMIISIEMOCTh — HE OBLIO BBISIBJICHO
B3aMMOCBSI3M MEXK]y BBIIIENEPEUUCICHHBIMU cumnTomMmaMu MJI1 u HOYHBIM
armHo?.

OnucaHbl HEMBIIIEYHBIE CHMITOMBI y IAIIMEHTOB C MHOTOHUYECKOU
aucTpodueit 1 Tuma 1eTckoro Bo3pacra.

IIpoBemeHa omeHKa KayecTBa JKA3HU  B3POCIHBIX  IMAIIMEHTOB  C
MUOTOHMYECKOU aucTpodueit 1 tuma, mo pe3ynbraraMm KOTOPOW BCE MAlMEHTHI

MMPpOACMOHCTPUPOBAJINA €TI0 CHUIKCHUC.

TeopeaneCRaﬂ H NMpaKTHYeCKasd 3SHAYUMOCTD

IIpoieMOHCTpUpPOBaHA MYJIBTUCUCTEMHOCTD MPOSIBIEHUI MTPU Pa3IUIHBIX
dhopmax MUOTOHUYECKOU AUCTpoduu 1 THma, 4TO MOATBEPKAAET HEOOXOIUMOCTh
BEJICHUS TaKUX MMAalMEHTOB MYJIbTHIUCIHAIIIMHAPHON KOMAaH/I0M CIIEUATIUCTOB.

VYcraHoBieHa HEOOXOAMMOCTh MPOBEAEHUS MOJUCOMHOIpadUyYECcKOro
uccienosanus (IICI') Bcem nmanmeHTaM ¢ MUOTOHMYECKOUN nuctpodueit 1 tuma
JUISl WCKJIFOYEHMS JIbIXAaTEJIbHBIX HapyLIEHUH BO CHE B CHJIy IMOTEHUHUAIbHOU
KypaOeJbHOCTH TaKUX COCTOSTHUU.

[TokazaHa BaHOCTb MPOBEACHUSI HEHPOIICUXOJIOTMUECKOTO TECTUPOBAHUS

B3POCJIBIM MaIlMeHTaM ¢ MUOTOHHYEcKoW nuctpodueid 1 tumna. BreisBienue u
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KOPPEKIMS SMOLMOHAJIBHBIX HApPYIIEHUM MOXKET OKa3aTb IOJOKHUTEIBHOE
BIIMSIHUE HA KAYECTBO MAlMEHTOB.

Brnepsbie B Poccun pa3paboTanbl U BHEIPEHBI B KIMHUYECKYIO MTPAKTUKY
QITOPUTMbI, HEOOXOIMMBbIE JUIsl JUATHOCTUKA MHUOTOHMYECKOW auctpoduu 1
TUIA, a TAaKXE JUCHAHCEPHOTO HAOJIOJEHUS NAIlUEHTOB, 4YTO I103BOJIUT
YIIYYIIUTh JUATHOCTUKY 3a00JIEBaHUS, B TOM UYHCJIE, ITyTEM BBISIBICHHUS PAHHUX
HEMBIIIEYHBIX CHUMIITOMOB. AJITOPUTMBI BKJIIOYAIOT B Ce€0sl IpOBENEHUE
OIIpPE/ENEHHBIX J1a0OpAaTOPHBIX TECTOB, MHCTPYMEHTAJIbHOM JUArHOCTHKH,

TCCTUPOBAHUC 110 IIKaAJIaAM U OIIPOCHHUKAaM, OCMOTPBI CIICIITHAJIUCTOB.

MeTo010J10THsI M METOABI MCCJIEI0OBAHUS

OOBEKTOM H3Y4YEHHUsI B HACTOSIIEM HCCIEAOBAHUM SBHJINCH MAI[UEHTHI C
pasHbIMM  (OpMaMu ~ TIEHETHMYECKH  TOATBEPKACHHOH  MHUOTOHUYECKOU
muctpodueit 1 Tuna. O6cnenoBaHne MPOBOAUIOCH OJHOKPATHO M BKJIIOYAJIO B
ceOsl: OLIEHKY aHaMHECTUYECKHMX JaHHBIX; CTaHAAPTHOE OOMICKIMHUYECKOE U
HEBPOJIOTHYECKOE 00CIe0BaHNE C OIpENeIeHUEM JABUTaTeIbHOIO Ne(UIunTa,
OLICHKY (YHKIIMOHAILHOTO CTaTyca M KayecTBa JKU3HM C IOMOIIBIO
CHELUAIN3UPOBaHHBIX  ONpPOCHUKOB; oueHky IIJIC wu  yromusiemocty;
HEHPOINCUXOJIOTMYECKOe O00CTIEeI0BaHUE C MCIOJIb30BAaHUEM OOIIETIPUHATHIX
MEXIYHAPOJHBIX IIKaJ C OIEHKOM OOIIero KOTHUTMBHOIO CTaTyca, a TaKXKe
OTJEJbHBIX TOMEHOB — BHUMAaHUS U OPUEHTALUH, NAMSATH, PEYH U 3PUTEIBHO-
MPOCTPAHCTBEHHBIX (PYHKIUNA, SMOIMOHAIILHOIO CTAaTyca MAlMEHTOB C LIEJIbIO
UCKJIFOUEHHUS HATMUUSL AETPECCUH, TTOBBILIEHHON TPEBOKHOCTHU U allaTUU; aHAJIN3
1ab0paTOPHBIX MCCIIe0BaHMi (KIMHHYECKOTO aHATN3a KPOBH, OMOXMUMHUYECKOTO
aHaM3a KPOBU, TOPMOHAJIBHOTO CTaryca); OICHKY WHCTPYMEHTAIbHBIX

uccnenoBanuii (KT, 9xo0-KI', xonrepoBckoe monutopupoBanrie DKI' B Teuenue
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24 4yacoB, WHCCJEJOBaHUE XpyCTadUMKa IMPU TOMOIINM IIEIEBOM JIAMIIBI,
CIIUPOMETPHUS, noJincoMHoTrpadus); aHau3 MarHUTHO-PE30HAHCHOM
tomorpadhun (MPT) ronoBHOro M™o3ra ¢ WCHOJIB30BAHUEM CTaHIAPTHBIX

nocieaosatensHocted (T1 BU, T2 BU, FLAIR).

OcHoBHbBIE MOJIOKEHHUA, BBIHOCUMBbIC HA 3AIIIUTY

1. [ToMuMO KJIACCMYECKOTO JUCTANIBHOTO PACHpPEAEIICHHUS] MBIILICYHOM
ciaboctu, CymecTByeT (EHOTHUN MHOTOHMYECKOM nuctpodpun 1 THma c
MPEUMYILIECTBEHHO TPOKCUMAIbHBIM MATTEPHOM MBIILIEYHOU CITA00CTH.

2. JI1st marMeHToB ¢ MUOTOHUYECKOU qucTpodueil 1 Tuna xapakrepHa
MYJIbTUCUCTEMHOCTh KIMHUYECKUX TMPOSBICHUHN, BKJIIOYAKOMINX HapyUICHUS
CEepJIEYHON MPOBOAUMOCTH U PUTMA, JIBIXaTEJIbHYIO0 HEIOCTATOYHOCTh, PA3BUTHE
paHHel KaTapakThl, HapyuieHue padotsl co croponbl JXXKT. [lns mamueHToB ¢
BPOXKJIEHHOM  (OpMOIl  XapakTepHbl  OMNpPEACIICHHbIE  (DEHOTUITHYECKHE
OCOOCHHOCTH: «TOTHYECKOE» He0O0, TOJIYNTO3, BBITAHyTas QopMa muua,
MUKpPOTHATHS, HApYIICHUE TPUKYCa, «KAPIUiD» POT, USMEHEHUEM BEPXHEH TYObI
10 TUITY IEPEBEPHYTON OYKBBI V.

3. HacnenoBanue BpoxkaeHHOM (hOpMBI MUOTOHMYECKOU auctpoduu 1
THIIA Yalie Ha0IrogaeTcs mo MatepuHckon muauu (71,4%), a 1eTCKo# 1 B3pOCIoi
dbopmbl — 110 OTIOBCKOM JuHUM (56,5% 1 37,1%, COOTBETCTBEHHO).

4, JJ1st manMeHToB ¢ MUOTOHUYECKOM aucTpodueit 1 Tuma XxapakTepHbI
HapyIlIeHUs BCEX JIOMEHOB KOTHUTHBHBIX (DYHKIIUM — BHHUMAHHUS M OETJIOCTH
peuH, 3pUTEIBHO-NPOCTPAHCTBEHHBIX U HCHOJHUTEIBHBIX (DYHKIUNA, MaMSTH.
Cpenyu -SMOUMOHANBHBIX HApPYWIEHHH Yy MalUeHTOB C€ MHUOTOHUYECKOU
nuctpodueit 1 Tuna Hambosee yacto Habmogaercs anarus (81,7%), nenpeccus

BBIsIBIIEHA y 26,7% manuenToB, TpeBora —y 13,3%.
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d. Cpenu HapylmieHM CcHa JUisi MalUEHTOB C MHUOTOHUYECKOMU
auctpopueil 1 Thma xapakTepHO HaJIM4Yue JbIXAaTEIbHBIX HApPYLIEHUI BO CHE:
HOYHOTO arHO?, HOYHOW TUIOKCEMHUH; HapyIIEHUH CTPYKTYphl CHAa;
JIBUTATEIbHBIX HAPYIICHUI BO BPEMs CHA: CUHIPOM MEPUOTUUYECCKUX JBHKEHUIN
BO CHE, CUHAPOMOM OecnoKoWHbIX HOT. CHHAPOM OOCTPYKTMBHOIO allHO? CHa
(COACQ), ITIC n yromnsieMoCTh SIBISIOTCS YaCTBIMU MPOSIBIEHUSIMU MPU BCEX
dopmax MuoTOHMYEecKOW auctpoduu | Tuma u Morytr AeOrTHpPOBaTh 0
HOSIBJICHUSI MBIILIEYHBIX CUMIITOMOB, B TOM YHCJIE U Y ACTEH.

6. Cpenu Bcex NpOSBICHUM MHUOTOHWYECKoW auctpodum 1 THma
MBIILIEYHAsT C€1a00CTh W HEMBIIIEYHBIE NPOSBICHUS 3HAUYMMO CHUXKAIOT

(YHKIMOHUPOBAHUE U KAYECTBO JKU3HU MAIlUEHTOB.

CreneHb JOCTOBEPHOCTH M anipodanus pe3yabTaTOB UCCIeI0BAHMUS

Hacrosiiiee uccnenoBanue 00J1a1aeT BEICOKON CTENEHBIO TOCTOBEPHOCTH,
4yTO 00eCceunBaCTCsI KOMILIEKCOM METO0JIOTHYECKHUX MOIX0/10B, BKIFOUAOITUX
pENpe3eHTATUBHYIO BBIOOPKY MAIMEHTOB CO BCEMHU KIMHUYECKUMHU (OpMaMH
T€HETUYECKH TOATBEPKAECHHOTO 3a00JieBaHUs, TOCTATOYHYIO JUISl TIPOBEICHUS
MOJTHOLIEHHOTO CTaTUCTHYECKOTO aHanus3a. Yértkas MMOCTaHOBKA
UCCIIEIOBATENbCKUX LEIEH U 3a7a4 COYETAIach C MPUMEHEHUEM COBPEMEHHBIX
JIMarHOCTUYECKUX METOJIOB.

Jluccepranus anpoOupoBaHa Ha 3acemaHuu (MpoTokoa Ne6 ot 25.12.2023
r.) Kadeapbl HEBPOJIOTHH, HEUPOXUPYPTUU U MEIUIMHCKONW TEeHETHKHU
neauaTpuueckoro gakyinbTeTa uMeHu akaaemuka JI.O. banansna ®I'AOY BO

PHUMY um H.W. [luporoBa Munsapasa Poccun (pektop — akagemuk PAH,
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npod., 1.6.H. C.A. JIykpsiHOB, 3aB. kKadeapoit — npod. n.m.H. H.H. 3aBanenko).
JuccepTaiysi peKOMEH/I0BaHa K 3aIlHTe.

Martepuansl auccepTaumu ObTM  mpexactaBieHbl Ha: | Hayuwno-
NPAKTHUECKON KOH(MEpPEeHIIMH AacCOIMalMi JIeTCKUX HEBPOJOroB B 0OJACTH
muojorun «<HEOMUMO», 23-24 anpens 2021 r.; Il koHdepeHun accoryamnuu
JETCKUX HEeBposioroB B obsactu muoiorun « HEOMUOy, 9-11 nexabps 2021 r.;
8" European Academy of Neurology congress (8-if xonrpecc Espomneiickoii
akagemun HeBposiorun), Vienna (Bena), 2022; XII banTtuiickoM KOHrpecce Io
nerckoit HeBpoyoruu B Cankr-IletrepOypre, 9-11 wurons 2022 roma; 1V
KOH(QEpEeHLIMH acCcolMalMi JETCKMX HEBpPOJIOTOB B 00JacTH MHOJIOTHH
«HEOMHMO» c¢ wmexayHapoaHsiM yuactuem 24-26 wnosiopa 2022 r.; XII
Bcepoccuiickoit HaydHO-TIPAKTUYECKON KOH(pEepEeHIUU «AKTyalIbHbIE TPOOJIEMBI
coMHOJIOTUNY, 29-30 HOs0pst 2022 r.; V KOH(EpEeHIMH acCOLMAIMU JTETCKUX
HeBposioroB B obnactu muosoru «HEOMUO» ¢ MexayHapOJHBIM y4acTHEM
«Kuas ucropusi» 30 mapra — 1 anpens 2023 r.; VI kondepenuuu acconmnanuu
JeTCKUX HeBpoJioroB B obsiactu muosiorun « HEOMUO» «/luanor 6e3 rpaHuin
26 okTs0ps — 28 okta0ps 2023 r.; VII Hayuno-npaktuueckas KoH(epEHIHs
Accormaiuy JeTCKUX HeBpoJioroB B oOsactu muojorun «HEOMUO» 4-6
anpens 2023 r.; XXXI Poccuiicknii HanMOHAIBHBIA KOHrpecc "YenoBek u

nekapctBo" 17-18 anpesns 2024 r.

yoaukauuu

ITo TeMe nuccepranuu onmyoOJIMKOBaHbI S CTaTeH B )KypHaNIax, 3 U3 KOTOPbIX

B )KypHasax, pekomennyemom BAK Muno6puayku Poccuu.



14

BHenpenne pe3yJibTaTOB HCCJIEIOBAHUS

[Tomy4yeHHbIE PE3YyJIBTATBl MCCICIOBAHUS BHEAPEHBI B IPAKTUYECKYIO
JIESITENbHOCTh ICUXOHEBPOJIOTMYECKUX OTACIEHUN HAyYHO-UCCIE0BATEIBCKOTO
KIIMHUYECKOTO0 MHCTUTYyTa Meauatpur u Jercko xupyprun um. [O.E.
Benprumera ®I'AOY BO PHUMY um. H.U. ITuporoBa u HEBPOJIOTHYECKOTO
otaeNieHnsT MeauIMHCKOTo HayuyHO-00pa3oBarenbHoro nHectutytra ®I'bOY BO
«MOCKOBCKHUI TOCYy1apCTBEHHBIN YHUBEPCUTET UM. M.B. JloMoHOCOBaY, a Takxke
y4eOHBIM MPOLIECC MOATOTOBKH CTYJICHTOB M KIMHUYECKUX OPAMHATOPOB Ha
Kadeape HEBPOJIOTUU, HEHPOXUPYPIHMH U MeTuIMHCKOM reHetuku um. JI.O.

bamansaa MHH.

JIMYHbBIN BKJIAJ aBTOPA

Hacrosiee uccienoBanre ObU10 MOJHOCTBIO Pa3pabOTaHO U PeaTu30BAHO
aBTOPOM, KOTOPBIN BBITIOJHUJI KJIIFOUEBYIO POJIb HA BCEX ATANaxX HAYYHOU pabOThI.
ABTOpOM JMYHO pa3paboTaH OPUTHMHAJIBHBIM IPOTOKON HCCIEeI0BaHUS,
BKJIIOYAIONIMN  YeTKyr0  (OpMYyJIMpPOBKY HAy4dHbIX ILened U 3ajad,
METOJI0JIOTUYECKOE 00OCHOBAHNE BHIOPAHHBIX MOAX0/10B U KPUTEPUEB OLIEHKU. B
npolecce KIMHUYECKOH paboThl aBTOPOM CaMOCTOSITENIBHO OCYILIECTBIIEH: 0TOOP
NAlMEHTOB COIJIACHO KPUTEPHSIM BKJIIOYEHUS/UCKIIOYEHUS; cOOp IOJHOIO
KJIMHUKO-aHaAMHECTUYECKOIO0 MaTepuania; JIETajJbHbIi KIMHUYECKUH OCMOTp C
OLICHKOM HEBPOJOTMYECKOI0 CTaTyca; KOMIUIEKCHOE HEHpPOICHUXO0JIOTHYECKOe
TECTUPOBAHUE C UCIOJIH30BAHUEM BAJIUJIUMPOBAHHBIX METOAMK; a TaKxke

nocToOpabOTKa U UHTEPIPETAIHS TaHHBIX HEUPOBU3YyaTU3AIIHH.
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Ha ananuTtrueckoMm sTame aBTOpPOM IPOBENEH CHUCTEMAaTHYECKHI aHAIIN3
COBPEMEHHBIX OTCUECTBEHHBIX M 3apyOeKHBIX HAYYHBIX MyOJUKaluil 110
npo0jemMe UCClIe0BaHus, YTO MO3BOINUIIO CHOPMHUPOBATH TEOPETUUECKYIO 0a3y
paGoTel. Bce aTambl cTaTUCTHUECKONM OOpaOOTKH JAaHHBIX, BKIIOYas BBIOOP
METOAOB aHalu3a, BepU(UKAIUIO pEe3yJlbTaTOB W HMX HHTEPHPETAIHNIO,
BBITIOJTHEHB! aBTOPOM JIMYHO. 3aKIIOYUTENbHBIM STal HCCIEAOBAaHUS BKIIIOYA
aBTOpPCKOE OO0OOIIEHUE TMOyUYEeHHBIX pPE3yJIbTaTOB, (POPMYIHMPOBKY HAYHHO
00OCHOBAHHBIX BBIBOJOB M pa3pabOTKy MNPaKTHUECKUX PEKOMEHIAIMHA IS
KJIMHUYECKOTO mpuMeHeHHus. Takum o00pa3oMm, aBTOp BHEC OIPEACISIOUIHiA

HHTGHHGKTyaHBHBII;'I BKJIaJd Ha BCCX JTallaX UCCIICAOBAHU.

CTpykTrypa U 00beM auccepTaluu

Huccepranusi u3nokeHa Ha 187 crpaHWile MalIMHOMUCHOTO TEKCTa,
colepkuT 36 TabiuIl u 22 WITIOCTPUPOBAaHA pUCyHKaMu. Pabota cocrout u3
BBEJICHUS, 0030pa JINTEPATYPHhI, 001 XapaKTEPUCTUKU OO0CIEAOBAHHBIX JUIl U
METOJIOB HCCIICJIOBAHMSI, TJIaBbl COOCTBEHHBIX pE3yJbTaTOB HCCIIEAOBAHUM,
OOCYXKICHMS, 3aKJIIOYCHMS, BBIBOJOB, IPAKTHYCCKMX PEKOMCHIAIUN |
JUTEPATypHOTO YyKa3aTells, COJEPKalero OTCYSCTBEHHBIX H 3apyOeKHBIX

HNCTOYHHNKOB H HY6HHKaHHﬁ aBTOpa, IIOATOTOBJICHHBIX II0 TCMC JUCCCPTALINH.

CooTBeTCcTBHE AUCCEPTALIMH MACITIOPTY CIICHHAIBHOCTH

HaquLIe ITOJIOXKCHHUA JUCCCPpTalun COOTBCTCTBYIOT IacropTy

cnenuanbHoctu 3.1.24 — HeBpouorus.
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I'JTIABA 1. OB30P JIMTEPATYPBI

1.1 Muotonunueckas auctpodus 1 THna: 3THOI0THs, IATOTeHe3,

Kiaaccupuranus

M/l saBnsercs camoii yacTod (QOpMOM MBIIMICUHOW AUCTpoPuu ¢
ayTOCOMHO-JJTOMUHAHTHBIM TUIIOM HAcCJI€JIOBaHUS CPEIU B3POCIOTO U JETCKOTO
HacesieHus: B Mupe. CorjacHO JUTEpaTypHBIM JIaHHBIM PACIPOCTPAHEHHOCTH
M/I1 ompenensercs kak 1:8000 [64, 71, 116]. M/11 npeacraBisier coOoit sipkuii
MpUMep reHETUYECKOro (feHOMEHa OCHOBATEISI, TPUBOISIIETO K (POPMUPOBAHUIO
VHUKaJIBHBIX ~ reorpauueckux  o4aroB C  4Ype3BbIYAHHO  BBICOKOM
pacmpocTpaHEeHHOCThIO 3a0osieBaHusi. HaumbOonee mNoOKa3aTeNbHBIM CIIy4aeMm
ABIgeTcs (paHKo-KaHaickas mnonymsiius peruoHa Ksedek (Kanana), rae
3auKcUpoBaHa PEKOPAHAsI MUPOBasi pacrpocTpaneHHOCTs M1 — 158 ciydaes
Ha 100 000 HaceneHus [89]. AHanoruuHbie, XOTS U MCHEE BBIPAKCHHBIC, OYard
MOBBIIEHHOM pacnipocTpaneHHOcTH M/[1 3apeructpupoBaHsl B pernoHe backos
(Ucnanust/@pannus) u Ceeproit [Iseruu [35, 83]. PesynbpTarhl HemaBHEr0O
MacIITa0HOTO AMUAEMUOJOTUUECKOTO HCCIIEIOBaHUs, MpoBeaeHHOro B Hrlo-
ﬁopKe (CIIIA) ¢ mnpuMeHEeHHEM COBPEMEHHBIX METOJI0OB MOJICKYJISIPHOTO
CKpUHHMHTA HOBOPOXJEHHbIX Ha 3kcmaHcuto CTG-nmoBropoB B reHe DMPK,
KapIMHATHHO W3MEHUIIN CYIIIECTBYIOIINE MpPEICTABIICHUS 0
pactipoctpaneHHoctd  MJ[1. CornacHO TOJyYE€HHBIM JaHHBIM, 4YacToTa
BcTpeuaemoct M/I1 cocraBnser 1 cimydait Ha 2100 HOBOpPOXKAEHHBIX, YTO B
HECKOJIBKO pa3 MPEBBIIIAeT MPEAbIAYIIHE SHASMHUOIOTHYEeCKHE OlleHKH [64]. B
Poccun MacmtaGHBIX AIUAEMHUOJOTMUECKUX HCCICAOBAaHUN HET, OJIHAKO
MIPOBOAWINCH €IMHUYHBIC UCCIIEAOBAHUS B OT/ICIbHBIX PErHOHAX CTPaHbl, TaK B
bamikupun  pacnpoctpan€éHHocts  MJI1  3HauMTENBHO ~ BapbUpYyeTCS B

3aBUCUMOCTH OT JTHHYECKOM MNPpHUHAAJICIKHOCTH, B CPCAHEM COCTABJIAA
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5,2:100000, a B Axytun pacmpoctpanenHoctb M/[1 cocrasiser 21,3:100000
nacenenus [10, 12, 13]. Pacmpocrpanennocts MJI1 mo Bceit pecmyOsmke
Harecran coctasiser 0,79:100000 wenmorek [1].

B Poccun coxpansiercst akTyasibHasi mpoOjieMa MO3JHEW JUarHOCTUKHU
MJI1, ocobeHHO cpeau AETCKOTO HAceleHUs, YTO MOJTBEPKAACTCS AaHHBIMU
HaYYHBIX UcclieoBaHuii [2]. OCHOBHBIMY NMPHUYUHAMH HHU3KOH BBISBISIEMOCTH
3a00ieBaHusl  SIBJSIIOTCA ~ KIMHUYECKMH — moiaumopdusM, a  Takxke
MYJIbTUCUCTEMHBIA XapakTep mnopaxkenus. CneiacTtBueM d3TUxX (PakTopoB
CTAHOBUTCSI 3HAYUTENbHAs 3aJI€p>KKa MOCTAHOBKHM JMArHo3a, COCTABJSAIOIIAs B
CpeIHeM 7 JIET JUIsl MalMeHToB crapuie 18 yet u gocturaromas 13 ner B 1eTckoi
nomyssiuu [57]. OcoOyro TpeBOTY BBI3bIBAE€T TOT (aKT, YTO JMATHO3 YaCTO
YCTaHABIMBAETCA JIMIIb HA JTane yxke Cc()OopMUpOBaBIIMXCSI HEOOPATHUMBIX
OCJIO’)KHEHMI, BKJIFOYAIOITUX TSKEITYIO MBILIEYHYIO cJ1ab0CTh,
IIPOTPECCUPYIOLIYIO ABbIXaTEIbHYIO HEIOCTATOYHOCTh M KH3HEYTPOXKAIOIIHE
HapyILIEHUs pUTMa Cep/Illa, YTO HEM30€KHO MPUBOJIUT K pAaHHEH WHBAIUTU3AIUH
MIAIIMEHTOB U TIOBBIIIACT PUCK JICTALHBIX UCX0I0B [56].

MJI1 mnpexacraBisier coOoi 3a0osieBaHWE, pPa3BUBAIOLIEECS BCIEACTBUE
skcrancuu HecTabubHbIX CTG-moBTOpOB B 3'-HETpaHCcIupyeMoi 00J1acTu reHa
DMPK, pacnonoxennoro B jiokyce 19q13.2-13.3. Dtot reH, cocrosiumit u3 15
HK30HOB M 3aHUMAIOUIMK ydacTOK miuHOW okoio 13 000 map HyKI€OTHIOB,
KOJUpYyeT O€JOK MHOTOHUHIIpoTeuHKHUHa3y. B Hopme kommuectBo CTG-
MMOBTOPOB BapbUpyeT OT 5 10 37, OJHAKO MPHU UX NATOJOTHYECKOM YBEJIMYEHUU
pasBuBactcs 3aboseanue [106]. [Ipu moctmxennn 38-49 mOBTOPOB BO3HUKACT
COCTOSIHUE MPEeMYyTallMu, KOTOPOE, XOTS U HE CONMPOBOXKIAETCA KIMHUYECKUMU
MPOSIBJICHUSIMU, HECET BBICOKMI PUCK Mepenadyd MOTOMCTBY OoOJiee TsKeINbIX
dopm 3aboneBanus [58]. Dxcnancus 10 50-80 TOBTOPOB (MPOTOMYTALIHST) MOXKET
acCOLIMMPOBATHCA C OJUTOCUMITOMHBIM TEUYEHHMEM WM OECCUMITOMHBIM

HOCUTEIBCTBOM, TOrJa Kak 0Ipu mpeBbilieHud 80 MOBTOPOB pPa3BUBAIOTCS
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KJIMHUYECKH BbIpaxeHHbIe Gopmbl M/[1 ¢ xapakTepHOil Tpuagol CUMITOMOB:
MHUOTOHHUEH, MBIIIICYHON AUCTPODUCH U MYyIBTUCUCTEMHBIMHU ITOPaXKCHUIMU [67].
CoriacHO JTaHHBIM COBpPEMEHHBIX uccienoBanuid, npu MJI1 B
OOJBIIMHCTBE CIlydyaeB HAOIIOAETCS YMEpPEHHas CTATUCTHUECKH 3HayuMasi
Koppessinus Mexay creneHbto skcnancuu CTG-noBtopoB B rene DMPK u
TSOKECThIO  KIIMHWYECKWX  mposBiieHud  [32, 71, 88]. HccnemoBanus
MOJATBEPKIAIOT CYIIECTBOBAaHUE OOpaTHOW 3aBUCHMOCTH MEXAY KOJIMYECTBOM
CTG-noBTOpoB M BO3pacToM MaHH(ecTalMu 3a00JIeBaHUS — YeM OOJIbIIe
BEJIMYMHA DKCIIAHCUH, TEM paHbIe MPOSBISIIOTCS CHMITOMBI Ooje3nu [109].
OnHako cieayeT MNOJYEpPKHYTb, YTO B3aUMOCBSI3b I'€HOTUINA U (EHOTUIIA IPU
M/I1 He Bceraa HOCHT OJHO3HAYHBIM XapakTep, YTO OO0BsCHSAETCA (PEHOMEHOM
COMAaTHYECKOW  HECTaOMJIBHOCTH  MYTaHTHbIX  ajuienedd. CoMaThyecKuii
MO3auIM3M, SIBISIOLIUIICS XapakTepHOM ocobeHHocThio M/I1, mposiBisercs B
BapuabenbHocTh uuciaa CTG-MOBTOPOB Kak MEXAY pa3HbIMH TKaHAMH
OopraHm3Ma, Tak H BHyTpu ojaHoW Tkanu [23]. IlpumeuarenbHo, YTO B
COMAaTHYECKUX KIETKax HaOII0AaeTCd TEHACHIUA K MPOTPECCUPYIONIEMY
yBenuaeHuto dkcancuu CTG-moBTopoB 1o Mepe pa3Butus 3abosieBanus [96].
MJI1 npencraBinset co0o0il KITacCUYECKU mpuMep 3a00IeBaHUS U3 TPYIIITHI
OKCMAHCUI  TPUHYKJICOTHIHBIX TIOBTOPOB, JJIsi KOTOPOTO  XapakTepeH
BbIp@XEHHBIH  (EHOMEH aHTULMMAUMU. OTOT (PEHOMEH  MpPOsBIAETCS
nporpeccupytoum ypenndenrueMm uncia CTG-OBTOPOB U COOTBETCTBYIOLIUM
yTSDKEJICHHEM KIMHUYECKOW KapTUHBI B TOCIEAYIOMUX MoKoJIeHusX. OcOOeHHO
SIpKO JaHHasg 3aKOHOMEPHOCTh HAOJIOJaeTcsl NpU MaTEpPUHCKOW Iepenaye
MyTallid, KOTJa OTMEYaeTcs 3HAYUTEIHbHOE YBEIWYEHHE SKCIIaHCHUU H, KakK
CIIEJICTBHUE, O0Jiee paHHUH JEOI0T U TSHKeNoe TeueHue 3a00JIeBaHUs Y TOTOMKOB
[43]. Tlpu mepemaye MyTanuMu MO OTIOBCKOW JHUHHHA OOBIYHO HAOIFOIACTCS
OTHOCHTENbHAS CTAOMIFHOCTh pa3Mepa IKCIAHCUU WIH JTaXXe €€ YMEHbBIICHNUE,
YTO OOBSICHSIETCSI CEJIEKTUBHBIM OTOOPOM IMPOTHUB CIIEPMATO30UIOB C OOIBIIINM

YHCJIOM ITIOBTOPOB. OI[HEIKO B JIMTCPATYpPC OIIMCAHBbI MCKIIFOYHUTCIIbHBIC ClIydau
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OTIIOBCKOHM aHTHIMIanuu ¢ yBennderueMm ducia CTG-noBTopoB [7]. OcoObrit
MHTEpEC MPEACTABISIIOT JIaHHBIE O HACJIeJOBAaHUU MPEMYTAIMOHHBIX aJljIesen
(38-49 moBTOPOB) MO OTIOBCKOW JIMHUM — B TaKOW CHUTYallMU CYIIECTBEHHO
MOBBIIIAETCA PUCK 3HAYUTEIBHOTO YBEJIWYEHUS SKCHAHCUU B CIEAYIOLIEM
MOKOJICHMH C  JOCTMIXKEHHEM  TMIOJHOLIEHHOW  MyTaluud. AHaJOTUYHO,
npoToMmyTtanrionHsie amienu (50-80 moBTOPOB) MpH OTIOBCKOM Nepenade B
OOJBIIMHCTBE CIy4YaeB JIEMOHCTPUPYIOT 3aMETHOE YBEIUYCHHUE YK CIIa TOBTOPOB
[67, 88, 110, 144]. IlapagokcaibHbIM 0Opa30M, NMPH MATEPHHCKOW IMepemaue
npeMyTalyil 1 MPOTOMyTaluil HaOII0JAeTCs] MPOTUBOIOJIOKHAS TEHIACHIIUS —
yrcno CTG-nmoBTopoB MO0 oOcCTaeTcss CTAOMIBHBIM, JUOO YBEJIUYUBAETCS
He3HayuTenpHO [88, 116].

M/I1 xapakTepu3yeTcs yHUKaIbHBIM MOJIEKYJISIPHBIM IIATOTEHE30M, MPH
kotopoM okcraHcus CTG-moBTopoB B 3'-HeTpaHCIUpyeMoOil 00JlacTh TeHa
DMPK npuBoautr K 00pa30BaHUIO0 NATOJOTMYECKHX SAEPHBIX BKIIOUEHUH,
coctossmmx wu3 wmytantHoi PHK. OTu BiiItoueHHs 3amyckaroT —KackKaj
NATOJIOTHYECKUX COOBITHI, NpPEXIE BCEro 4Yepe3 HapyIIEHUE peryJsaluu
aIbTEPHATUBHOIO cCIUlaiicuHra. KilloueBbIM aclekToM MaToreHe3a SBIAETCA
nucbanmanc Mexnay nsyms rpynnamu PHK-cBsswiBaromux OenkoB: ¢ 0JHOM
CTOPOHBI, MPOUCXOIUT (YHKIIMOHAIBHAS HEAOCTaTOYHOCTh Oenka MBNL
(muscleblind-like protein), KOTOpBIF B HOpPME YYacTBYeT B pPEryJSAIUH
crutaiicunra, mojaepkanuu crabunpHoctd MPHK u mporeccax Tpancnsiuu
[122], a ¢ npyroit — HaGmromaercs runepaktuBaius OenkoB cemeiictBa CELF
(CUGBP/Elav-like family protein), ocooenno CELF1 u CELF2 B romoBHOM
mo3re mnaruentoB [131]. Benmkm cemeiictBa CELF mnpuHuMMaroT y4actue B
anbTepHaTUBHOM crutaiicunre, aktupaius 6enkoB CELF1 u CELF2 oOnapysxeHa
B TOJIOBHOM Mo3re manueHToB ¢ MJI1 [37].

OTOT MOJEKYISpHbIA AucOamaHc oOKa3blBaeT TIiyOOKOe BIMSHUE Ha
HeHpoHaNIbHbIE (YHKIIMM 4Yepe3 M3MEHEHUE CIUIaCHHTa KPUTHYECKH Ba’KHBIX

TpaHCKpUNTOB. B wacTtHOcTH, Hapymaercs npoueccunr MPHK, komupyromumx
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Tay-0€JIOK, YTO MPUBOAUT K AHOMAJMSIM aKCOHAJIBHOTO POCTa, HAPYLICHUIO
CTaOMIBHOCTH MHKPOTPYOOUeK U JaedeKTaM aKCOHAJIBHOro TpaHcmopta [17].
OnHOBpeMEeHHO H3MeHsieTcsl cIviaicuar cyobenunuinsl  NMDA-penentopa
NMDAR1 [79, 82], uyro Hapymaer TriIyTaMaTepruueckyio TIepenadyy —
byHIaMEHTAIBHBIM ~ MeXaHW3M  cuHanTudeckod rmiactuaHoctu. NMDA-
pelenTopbl — KJIIOYEBbIE KOMIIOHEHTHI TIyTaMaT-OMOCPEIOBAHHBIX CHTHAJOB,
CIIOCOOCTBYIOLIUX BO30YXKIAIOMIEH CHHANITUYECKON Nepeiaye U TIaCTUYHOCTH,
KOTOpBIE B CBOIO OUYEPE/Ib CUMTAIOTCS OCHOBOM 00yueHus ¥ rmamstu [145].

Knunudecku 3Tu MOJIEKyIApHBIE HAPYIICHUS MIPOSIBIAIOTCS XapaKTePHBIM
st MJI1 KOMITJIEKCOM HEMPOKOTHUTHBHBIX M AMOIIMOHAJIBHBIX PACCTPOMCTB.
KorautuBHbIil AeUUUT, BKIOYAIOIUNA HapyLIEHUS NaMATH, 3aMEIJICHHYIO
00paboTKy uHpopmanuu u AeHUIUT BHUMAHUS, MOKET OBbITh HEITOCPEACTBEHHO
cBs3aH ¢ auchyHkimedr NMDA-penenTtopHOro KOMIUIEKCA. DMOIMOHAIBHO-
adbexTuBHBIE HapylleHHs (JIemnpeccusi, TPEBOXKHOCTh, amaTus), YacTo
HaOmomaemble y mnamueHToB ¢ MJI1, BEpoATHO, OTpa)KarOT MOCIEICTBUS
HApYIICHHOTO Tay-OMOCPEIOBAHHOTO BHYTPHUHEHPOHAIBHOTO TpaHCIOPTa H
U3MEHEHHOW CHUHANTUYECKOW IJIACTUYHOCTU. TakuM 00pa3oM, TOKCHYECKHIA
abdext myrantHort PHK mpu MJ[1 peanusyercss uepe3 CIOXKHYIO CETh
MOJICKYJISIPDHBIX ~ B3aMMOJICHCTBUM, 3aTparvBarOlIMX  KIIOYEBBIC  ACHEKTHI
HEeHpOHATBHOTO ToMeocTasa [84].

MJI1 npencrtaBisier coOOW yHHKadbHBIM TpuMep 3a00JeBaHuUsA, MPHU
KOTOPOM E€JMHBIA MOJIeKYyJsApHbIA nedekT — skcnancuss CTG-noBTOpPOB B TeHE
DMPK — mpuBOAHT K TJI00ATBHBIM HAPYIIEHUSM PETYJSIUUA albTePHATUBHOTO
CIUIAaiCHHTA, 3aTParuBalOIUM COTHH T€HOB B Pa3JIMYHBIX TKAHAX OpPraHHU3MA.
OTOT cucTeMHBIH A(P(HEKT peannsyeTcss dyepe3 JABa OCHOBHBIX MEXaHU3Ma: BO-
MEPBBIX, 3a CUET PEAKTUBAIUKA IMOPHUOHAIBHBIX MATTEPHOB CIUIAWCHUHTA, YTO
NPUBOJUT K TOSBICHUIO (DYHKIIMOHAIBLHO HE3peNbix n30(opMm OENKOB, U BO-
BTOPBIX, U€pPE3 yTPaTy 3peibIX, (PU3UOJIOTUUECKH 3HAYNMBIX BaPUAHTOB OCIIKOB.

KnuHnueckne nposiBICHUS 3TUX MOJIEKYJISIPHBIX HAPYLICHUH JEMOHCTPUPYIOT
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YETKYIO TKaHECTISIIU(PUIECKYIO KOPPEISIUI0. B MBIIIIEYHOM TKAaHW aHOMAJTbHBIH
crutaricuar reHa CLCN1, koaupyromero XJIOpHbIA KaHal, TPUBOIUT K Pa3BUTHUIO
XapaKTEPHOTO MHOTOHHUYECKOTO (eHomMeHa. B MeTaboimueckmx MyTsaX
Hapymienue nporeccuira MPHK — wuncynunoBoro  pementopa  (INSR)
OOyCJIOBIIMBAET Ppa3BUTUE HWHCYJIMHOPE3UCTEHTHOCTH U  COMYTCTBYIOIIMX
METa0OIMYECKUX HApyIICHWH. B cepaedHoil MpIlIe W3MEHEHHs CIUIalCHHTa
reHoB RYR1 u SCNSA BbI3BIBAIOT 3JEKTPUUECKYIO0 HECTAOUILHOCTH MUOKAp/A,
HPOSIBIISFOILYFOCS KU3HEYTPOKAIOIIMMHU apuTMusiMu [85].

B 3aBucumocTH ot Bo3pacTta Hayana 3aboneBaHuss M/[1 paznensercs Ha
HECKOJIBKO (POopM: BPOXKICHHYIO, HH(MDAHTUIBHYIO, IOBEHUJIBbHYIO, B3pPOCIYIO U

no3aH010 (ourocumnromMuyro) (Tadmuna 1) [34, 80].

Tabmuma 1 — Bo3pact nebrota MuOTOHHMYECKOH auctpoduu 1 mpu pasHBIX
dbopmax

®opma M/I1 Bo3pact nge6iota
BpoxnenHast C poxaeHus
WndanTunbHas 1-10 ner
IOBenmTBbHAS 10-20 net
B3spocnas 20-40 ner
[To3auss [Tocne 40 ner

IIpu onmurocumnromuoit ¢popme MJI1, neGrotupyromeir nocie 40 ner,
o0bryHO oOHapyxuBaercs 50-150 CTG-moBTopoB, npu B3pocioit hopme — 50-
1000 CTG-moBTOpoB, npu WHGAHTUILHOW W IOoBeHWIbHONW KommyecTBO CTG-
MOBTOPOB, Kak mpaBuiio, npessimaet 800, a mpu BpoxaAeHHONU dopme — Oomee
1000 (Pucynok 1) [134].

Bpoxnennas ¢opma MJI1 npebrotupyeT cpasy IMocie POXKICHUS WU
XapaKTEPHU3yeTCsl CaMbIM TsDKENIbIM TedeHueM 3aboneBanus [43, 60, 143]. [Ipu
ne0rTe B JIETCKOM BO3pacTe CYIIECTBYIOT JiBe KiuHUYeckue Gopmbr MJI1,

KOTOPbIE HEKOTOPHIMU aBTOPAMH OOBEIMHSIOTCS B OJIHY: MH(paHTUIIbHAS (opma,
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pa3BuBaromasica B Bozpacte ot 1 no 10 net, u roBeHwIbHas popma, B ciayyae

Hayvaja 3a0oj1eBanus B quamnaszone ot 10 mo 20 et [34].

Boapacr
/ \ naeboTta

BpoxaeHHan dopma MO1

n=50-1000
n=50-150

Jerckan dopma MO1

Knaccuueckan dopma MO1

MI1 c noaguum aeboTom

MpemyTaumus

—
-

Pucynok 1 — Ilpu MJI1 naGmomaercst HectabunbHas skcnancusi CTG-
noBTopoB. KommuectBo CTG-moBTOpoB KOppenupyer ¢ (EeHOTHIIOM
3a00JIeBaHU.

Bce ¢dopmbl 3a0oneBaHusi XapakTepU3YIOTCS MYJIbTUCUCTEMHOCTBIO
KJIMHAYECKUX  MPOSIBICHUM, KOTOpbIE BKJIIOYAIOT CEPACUYHO-COCYIUCTHIE
HapyLICHUs, SHIOKPUHHYIO AUCPYHKIMIO, MOpakeHue mnepudepruueckon u
LEHTPAJIbHON HEPBHOU CUCTEMBI, HapylLIeHUe paboThI KKT,

oramemomornyeckue usmenenus [63, 116, 120].

1.2KnuHu4ecKkue NposiBjeHus NPU MUOTOHUYecKO# aucTpoduu 1 Tuna
1.2.1 HeoHaTaJibHBIH NePUO/ MPHU BPOKIEHHON MHOTOHUYECKOI
aucTpopuu 1 Tuna

Bpoxnennas ¢opma MJ[1 xapakTepu3yeTcsi CIHEKTPOM aKyIIEPCKHX
OCJIOKHEHHM, KOTOpPbIE MOIYT CIYXUTb BaXHBIMM JHAarHOCTUYECKUMU
Mapkepamu 3a0osieBaHus. KimHuueckue HaOMIOJEHUS JEMOHCTPUPYIOT, UTO

MNCPBBIC IIPOABICHUSA MMATOJIOTMHN 4aCTO BO3HHUKAIOT €IIIC BO BPEMsI 6epeMeHHOCTI/I
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M BKIIOYAIOT LEIBIM PAJA XapaKTEPHBIX HAPYIICHWM: TOBBIMICHHBIM PHUCK
BHEMATOYHOU OEPEMEHHOCTH, pa3BUTHE MHOTOBO/IMSI, IPEJIeKaHUE TUTALICHTBI U
npexaeBpemMennbie  poasl  [111, 143]. OcobGoro BHHMaHHUS —3aCIyKHUBACT
tunmaHas 11 MJ]1 c1abocTh pooBOit IeATeTbHOCTH, KOTOPast 3a4acTYIO TI0OXO
MOJJIaeTCA CTaHJAPTHOU poaocTUMyIAuu. [laToreHeTnyeckoil OCHOBOM ATHX
OCJTIOKHEHUH CIYXHUT KOMIUIEKC (PAKTOPOB, BKIIOYAIOUINI MPOrPeCcCUPYIOLIYIO
c1a00CTh IJI1aKON MYyCKYIaTyphl MAaTKH Y MaTepH, HAPYIICHHE HEUPOMBILIICYHON
nepeadyd B MUOMETPUU U BBIPAKEHHOE CHUKEHHUE JIBUTATEIbHON aKTUBHOCTH
wiofga. OTH U3MEHEHHUs MPHUBOIAT K ToMmy, uTo B 37% cmyuyaeB TpeOyercs
OIEpaTHBHOE POJIOpa3pelIeHUe MyTeM KecapeBa ceuenus [97].

Opnnum n3 cnenuuyHbIX 111 BpokaeHHOM opmbl M1 heHoTHIIMUECKHX
NPOSIBJICHUM CUUTAETCS YBEJIMYEHHUE OKPYKHOCTUM TOJOBBI Ha JBa M Oolee
CTaHIApPTHBIX OTKJIIOHGHHS Ha 3-eM Tpumectpe Oepemennoctu [119].
Knuunueckass kaptuHa npu BpoxiaeHHod MJ[1 y OonpImIMHCTBA MaleHTOB
IpEJICTaBICHA CUHAPOMOM «BSJIOTO peOEHKa», MposBIstommMcs aud@y3Hon
MBIIIEYHON TUIIOTOHUEH, apedeKcreil, HapyIIEeHUsIMU IbIXaTeIbHON (DYHKIIMH
U TPYAHOCTSIMH TIpu KopmiteHuH [ 143]. Ba)XHO OTMETUTB, YTO HOBOPOXKICHHBIE C
Bpoxknennon MJI1 B 58% ciywaeB HyXJalOTCd B pPEaHUMAI[MOHHBIX
MEpONpUATHUSX, a  [epUuHaTaJdbHasi  CMEPTHOCTb  NpPH  OTCYTCTBHHU
CIeUATN3UPOBAHHOTO HAOOAeHUs MoeT nocturats 30-40% [43, 143].

st nereit ¢ BpOXKACHHOU (OpMOM XapaKTepHa clabOoCTh MUMHUYECKUX
MBI, CA0bIA KPUK M TUIa4, MUKPOAHOMAJINH Pa3BUTHUS («TOTHYECKOE» HEOO,
NOJIyNITO3, BBITAHYTass (opma JMIa, MHUKPOTHATHs, HApyLIEHUE MpPUKYca),
rUNOTPOQUs WK aTpodusl KeBATEIbHOW U BUCOUHOM MYCKYJIATYpPbl, «KapIui»
poT, QopMupyromuiics u3-3a ci1ab00OCTH MUMHUYECKHX MBI W HapyHIeHUS

MPUKYyCa, XapaKTEPU3yeTCs] U3MEHEHUEM BEPXHEH T'yObl 10 THITY MEPEBEPHYTOM

oyksel V) [109].
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1.2.2 MplieyHble ¥ OpTONEINYECKHE CHMIITOMBI y ALIMEHTOB €
MHOTOHMYECKOi nucTpodueii 1 Tuna

MJI1 xapaktepusyercs CHENU(PUICCKAM IMATTEPHOM  MBIIICYHOTO
MOPKEHUS, KOTOPBIM, XOTS M CUHTACTCS MPEUMYIIESCTBEHHO HCTaIbHBIM,
MOXET J€MOHCTPUPOBATh 3HAYUTEIBHYIO BapuaOeNbHOCTh B  JeOIOTE
3a0oneBanus. Knaccuueckas kapTWHA BKIIIOYACT BBIPAKCHHBIE TUIOTPOPHUH
JUCTANBHBIX OT/IENIOB KOHEUYHOCTEH — MBIIII TeHapa W TUMOTeHapa Ha KUCTSX,
pasrudaTelieil CTOIbI U MePOHEATPHON TPYIIBI MBIIII] Ha HIDKHUX KOHEYHOCTSIX
[5]. Omnako KIMHWYECKHM 3HAYMMBIM MapKEPOM SIBJIICTCS OJHOBPEMEHHOE
MOpaKEHHE KPaHUATbHOW M aKCHAIBHOW MYCKYJATYpbl: TPYAMHHO-KIIOYHYHO-
COCIICBUAHBIX MBIIIIII, JINIIEBOU MYCKYJIATypbl, BACOYHBIX U )KEBATCIIBHBIX MBIIIIII,
a TaKKe IMapaBepTeOpaabHBIX M TpamenueBUaAHbIX Mo [14]. OcobGoe
KJIIMHAYECKOE 3HAUYCHUE UMEET (PaKT BOBICUCHUS TPOKCUMAIBHOU MYCKYJIaTyphI
B Je0roTe 3a0oJjieBaHUs, 4YTO, COTJIACHO JaHHBIM MCCJIEAOBAaHUM, CITYXKUT
MIPOTHOCTHYECKH HEOIAronpusITHBIM MPU3HAKOM, CBUJIETEILCTBYIOIMIUM O OoJiee
arpecCMBHOM TEUEHUH 3a00JIeBaHMs U OBICTpOM TiporpeccupoBanuu [60].

VY nanuenToB ¢ BpoxxaeHHot M/JI1 B neOroTe 3a00seBaHus HAOIIOAETCS
CHHIPOM «Bsiioro peOeHkay» [42]. BpemenHas cTaOmin3aiiusi COCTOSHUS
XapakTepHA VIS JETeH, BBDKUBIINX HA MEPBOM TOAY KXU3HH, U OOJBITUHCTBO
MAIMEHTOB OBJIAJICBAIOT HABBIKOM CAMOCTOSITEIBHO XOAbOBI Tocie 18 mecsiieB
[59, 60]. B HEeKOTOPBIX CiTydasx BsUIBIA qUCTaIbHBIN TeTpanapes GopMupyercs K
15-20 rogam, 3HAYMTENBHO YXY/IIIast aMOyIaTOpHYIO QyHKIHIO manuenTa [43].

MJI1 ¢ nebroTOoM B JETCKOM BO3pPACTE€ XapaKTEPU3YETCs HE TUMUYHBIM
KIIMHAYECKUM TEUYCHHUEM, MPU KOTOPOM KIACCUYCCKUE MBITIICUHBIE CUMITTOMBI
4acTO OTXOASAT Ha BTOPOM IJIaH, yCTymas MECTO Pa3HOOOPa3HbIM CHUCTEMHBIM
nposiBieHusiM. B oTiimume ot B3pociod ¢GopMbl, TA€ MBIIIEYHas ClIaboCTh |
MUOTOHHSI SIBJSIFOTCS BEAYIIMMH CHMITOMaMH, y JeTed U IOJIPOCTKOB
3a00JIeBaHUE MOXKET JUIMTEIIbHOE BpeMs MPOSBISITHCS HCKIIOUYUTEIHHO
HEMBIIICYHBIMU HApYIICHUSMH, CO3/1aBas CYIIECTBCHHBIC THArHOCTHYCCKHE

tpyanoctu [43, 59]. [Ipu 3ToM TeueHHe 3a00JIeBaHUST OTIUYACTCS BBIPAKCHHOM
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TETEPOTeHHOCThI0O — Yy YacTH TAIMEHTOB HAOIIOMAeTCsd CTPEMHUTEIbHOE
POTrPECCUPOBAHNE MBIIIIEYHON €I1a00CTH BO BTOPOH AEKaJe >KM3HU C OBICTPOIA
yTpaToy ABUTATENBHBIX (DYHKIIMHA, TOT/Ia KaK Y OOJIBIIMHCTBA JIETeH OTMEYaeTCs
OTHOCUTEIBHO CTAaOWUIILHOE COCTOSHHUE C YMEPEHHO BBIPAKEHHON TUCTaTIhHOU
MBIIIICYHON CJTA00CThIO, HE TIPUBOMAIICH K TsDKEIoW HHBaman3anuu [59].

Jlist B3pocnoi popmel M/I1 xapakTepHa 4eTKO OuepUYEHHAs! KIMHUYECKast
KapTUHA C JOMUHUPOBAHUEM HEPBHO-MBIIICUYHBIX HApyIICHUH, (POPMUPYIOITUX
cuenuduueckuii cuMmnrTomMokoMmiuieke [5]. B meOrore 3a0osieBaHus HamboJee
BBIPOKCHHBIMU SIBJIICTCS MBIIICUHAs c1a00CTh U aTpodusi crudaTesneil maables
PYK, TBUIBHBIX CTHOaTeNe CTOM, a TaKKe XapaKTEPHO BOBJICUYCHHE JUIEBOMN
MYCKYJIaTyphl U TPYIUHHO-KITFOUMIHO-COCIIEBHIHBIX MbII [128].

Jlo omnpeneneHHoro Bo3pacta OTCYTCTBYET Takou cnieruduunbiid 11 M/ 1
CUMIITOM, KaK MUOTOHHS, YTO 3aTPYJHSET y3HABAHHE MATOJIOTUU. MHUOTOHUS B
KIIMHAYECKOM TIOHMMAaHHWHM TIPEACTABISIET COOOH 3aJepKKy peaKCaiuu
MBIIIEYHON TKaHW IOCJE €€ MPOU3BOJBHOTO MAaKCUMAaJIBHOTO COKpAICHHUS, a
MIEPKYyTOPHAs MUOTOHHS — 3TO (JOPMUPOBAHUE «BATMKAY WITH «SIMKH» B OTBET Ha
MEXaHHYECKOE BO3IelicTBHE Ha MBIy [15].

C HeipodU3noIOTHIeCKO TOYKHU 3pPEHUS MHUOTOHHS XapaKTEPHU3yeTCs
CIIOHTAaHHO BO3HUKAIONIUMHU pa3psIaMH  BBICOKOH YacTOTBI, I KOTOPBIX
XapaKTEPHO MPOTpPecCUpyrollee MajeHNue aMIUTUTY bl MOTEHIManoB. Bo BpeMs
MPOBEICHUSI UTOJIbYATOM AJIEKTPOMHOTPAPUU MOXKHO YCIBIIIATh XapaKTEPHBIM
3BYKOBOH (peHOMEH «IMHKHpYIOIIero obomoapauporiuka» [15].

Muotonnueckue (ernomensl npu MJ[1 oGmamaroT psiioM XapaKTEpHBIX
O0COOEHHOCTEH, UMEIOIINX BAXKHOE TUATHOCTHYECKOE W KIMHUYECKOE 3HAUCHHUE.
Haunbonee TunuyHOM IOKadu3alMed MHOTOHUM SBJISIOTCS MBIIIIBI KUCTEH,
JKeBaTelbHAs MYCKyJaTypa M SI3bIK, TJIE MOXET BBISBISTHCA MEPKYCCHOHHAS
MHOTOHHSI. XapaKTePHBIM JHAarHOCTHYCCKUM TPHU3HAKOM CIY)KUT (PECHOMEH
«BpabaThIBaHUS» — MOCTEIICHHOE YMEHBIIIEHNE BRIPAXKEHHOCTH MUOTOHUYECKUX

SBJICHUHA TMPH TOBTOPHBIX MBIIMICYHBIX COKpaiieHusax [128]. MuotoHwus
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OTJMYAETCS 3HAYUTEIBbHOW JAOWUJIBHOCTBIO U MOXET YCHUJIMBATBhCS IO
BO3JICUCTBUEM DPA3UYHBIX MPOBOLMUPYIOUUX (PAKTOPOB, TAKUX KAK XOJIOJOBOE
BO3/ICHICTBUE, YMOIMOHAIBHBIN cTpecc WM u3ndeckoe rnepeyromienue [116].
BaxxHOM KIMHUYECKOW OCOOEHHOCTBIO SABIISIETCS JHMHAMHKA MHOTOHHUYECKHUX
MPOSIBJICHUM 1O Mepe MpOorpeccUpoBaHUsl 3a00JieBaHusl. B HayanbHBIX CTagUsIX
MUOTOHHSI BBICTYIIA€T KAaK BEIYIIMA CHMITOM, OJHAKO IO MEpE pPa3BHUTHS
MBIIIEYHON aTpoduu W HapacTaHWs Mape3a €€ BBIPAKEHHOCTh IMOCTENEHHO
YMEHBIIAETCS, BIUIOTh JI0 MPAKTHUUYECKH IMOJHOTO MCYE3HOBEHUS TPU TAKEIBIX
dopmax mopaxenus. HampoTus, y manMeHToB ¢ BpOKACHHON U aeTckoir M/I1
MHOTOHHUsSI OOBIYHO OTCYTCTBYIOT B JeOroTe 3aboiieBanus [6, 42]. MuotoHuio
BO3MOXKHO BbISIBUTH y nered ¢ M/l ¢ Bospacra 5 ner, k 10 romam ona
BcTpeuaeTcs y 75% mnaruenTos [116].

ApTukynsiuoHHble HapymieHus npu  MJI1  npencraBusitor  coboi
CUMIITOMOKOMILIEKC, Pa3BUBAIOIIMKCA BCIEACTBUE COUYETAHHOTO BO3ACHCTBUSA
HEBPOJIOTHYECKUX U aHATOMHUYECKHX (PAKTOpOB. B OCHOBE Au3apTpuM JIEKUT
nporpeccupyromas ciadoctb opodalruagsbHON MYCKYJIaTypbl, COYETAIOMIASCS C
XapaKTEPHBIMU CTPYKTYPHBIMU M3MEHEHHUSIMU YEJIFOCTHO-JIUIEBON 00nacTu —
dbopMHpOBaHUEM «TOTHYECKOTO» Heba, pedopManueid 3yOHOro psga W
WU3MEHEHHEM ITPHUKYyca 1o Tumy nporaatusma [45]. [Ipu Bpoxxaennoi popme M/I1
peYeBble HApPYIIEHUS MPOSABISIIOTCS YK€ B PAaHHEM JETCTBE BBIPAKEHHOM
HEUYETKOCTBIO apTUKYJIALIMU C HA3aJIbHBIM OTTEHKOM, TOTJIa KaK MpU JIETCKON U
B3pOCIIOi (popmMax oTMedaeTcs MOCTEIEHHOE HapacTaHWe CUMITOMOB [42, 43,
121].

Opronenuyeckue HapywieHuss TOpu  BpoxjaeHHod ¢opme MJI1
MPEACTABIISIOT COOOM BaXKHBIN KOMIIOHEHT KJIMHUYECKON KapTUHBI. Y TIAllUEHTOB
c BpoxnenHon MJIl opromenuueckue maToNOTHH (OPMHUPYIOTCA TIO
XapakTEPHOMY CLEHApHUIO: paHHee TosiBleHue Jaedopmalnuii  cTtonmn U
CKOJIMOTHYECKOU nedopmManuu ITO3BOHOYHHUKA C NOCJIETYIOLIUM

MPUCOCAUHEHUEM KOHTPAKTyp CYCTaBOB IO MeEpe MPOrpecCUpPOBAHUS
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3a0oneBanus [60]. YactoTa pa3BUTHS OCIOKHEHHH CO CTOPOHBI OIOPHO-
JIBUTATEJILHOTO armapara JOCTOBEPHO BBIIIE CPEIU MAIMEHTOB C BPOXKIACHHON
dopmoit M/[1 [60]. Ilpm oTHOCHTENBHO ONaronmpusTHOM TedueHun MJI1 y
NaneHToB ¢ BpoxkaeHHoW MJI1 koconmamocTe W apTpPOrpuIio3 MOTYT OBIThH

¢IMHCTBEHHBIMH IPOSIBIICHUAMU B 7icOr0Te 3a00eBanus [42].

1.2.3 Iopaxenue nepudepudeckoii HEPBHOI CUCTEMBbI Y NAIUEHTOB C

MHOTOHMYECKOi nucTpodueii 1 Tuna

[Tepudepuueckas nHeipornarus npu MJI1 npeacTasiseT coO0# CIOKHBIN U
TeTEPOreHHbIA KIMHUYECKUH (PEHOMEH, TMaToreHe3 KOTOPOro  OCTaeTCs
IpEIMETOM aKTUBHBIX HAY4HBIX IucKyccuii [134]. CoBpeMeHHbIe NCCIIeTOBAHNUS
BBIJICJISIIOT JIBAa OCHOBHBIX MAaTTEpHA MNOPAXKEHUA NEepUPEpPHUUECKUX HEPBOB,
Pa3IMYaONIMXCS N0 MEXaHU3MaM pPa3BUTUA U KIMHUYECKUM IIPOSIBICHUSIM.
[lepBbiii BapuaHT — MeTaOOJINYECKU-ONIOCPEOBAHHAS MOJMHEHponaTus —
Pa3BUBACTCS NPEUMYIIECTBEHHO Y ITALIMEHTOB C COITYTCTBYIOIMMU YHAOKPUHHO-
OOMEHHBIMH HApPYIIEHUSIMU U XapaKTepU3yeTCs CMEIIAHHBIM aKCOHAJIbHO-
JEMUCIIMHU3UPYIOIIUM THUIIOM IIOPaXEHUs C KIMHUYECKU BBIPAKEHHBIMU
CUMIITOMaMU B BHJI€ JUCTAJbHBIX NapecTe3uid, HapyUIeHUH BHUOPAIMOHHOU
YyBCTBUTEIBHOCTH W 00JIEBOrO cuHApoma. BTopoil BapuanT — mnepBUYHAas
aKCOHaJbHAasi CEHCOpHas HeWpomartus — HaOmoJaeTca y MalueHToB 0e3
3HAYMMBIX META00JIMYECKUX HAPYLIEHUN U B OOJBIIMHCTBE CIIy4aeB MPOTEKAET
CyOKJIMHMYECKH, BBIABIISISICH TOJIBKO TpH npoBeaeHuu DHMI™ no xapakTepHbIM
WU3MEHEHUSIM: CHM)KEHUIO aMIUIUTYAbl CEHCOPHBIX MOTEHIHAIOB, YMEPEHHOMY
3aMEUICHUI0 CKOPOCTH NPOBEACHUS HMIIYJIbCOB M IPU3HAKAM AKCOHAIBHOU
nereHepanuu]. JIuarHoctnka nepudepudeckor HeWpomatuu npu  MJI1
COMpPSKEHA CO 3HAYUTENIbHBIMUA TPYJIHOCTSIMHU, OOYCIIOBIEHHBIMU MacCKHUPOBKOM
CUMIITOMOB  IIOJl TPOSIBJIEHUS  IEPBUYHOIO  MBIIIEYHOIO  ITOPaXKEHUs,

OFpaHI/IIICHHOﬁ YYBCTBUTCIIbBHOCTBIO CTaHAAPTHBIX AWMArHOCTHYCCKHUX MCETOOOB.
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CoBpeMEHHbIE MNAaTON€HETUYECKUE KOHLEMIUH PAacCMaTPUBAIOT HECKOJBKO
BO3MOXKHBIX MEXAaHU3MOB IOpakeHUs nepudepudyeckux HepBoB Inpu MJI1:
IpsIMOe TOKcHYecKoe BoznercTBue MytaHTHOM PHK Ha mBaHHOBCKHME KIETKH
gyepe3 mexanm3M RNA gain-of-function, HapyieHne akCOHaIbHOTO TPAHCIIOPTA
BCJIEICTBUE  JUCPETYJSIMU  Tay-Oeika, pa3BUTUE  MHUTOXOHAPUAIBHON

TUCHYHKIIMHM B HEPBHBIX BOJOKHAX M MUKPOAHTHOMATUYECKOE MOPAKEHHUE vasa

nervorum [85, 104].

1.2.4 ComaTnyeckue NposiBjaeHUsI NIPU MUOTOHHYeCKOH aucTpoduu 1
THIIA

CepneqHO-cocyzmcnﬂe H IbIXaTCJIbHbLIC HAPDYIICHUA

Cepneuno-cocynuctble Hapymienuss npu MJ[1 mnpencraBisitor co0Ooi
KJIFOYEBOM KOMIIOHEHT CHUCTEMHOTO TMOPaXEHUs, OIpPEACSIONU POTHO3
3a00JICBaHUs HapsaAy C JbIXaTelbHOW HemocTtaTodHOoCThiO [25, 55, 107].
[laTorenes kapauanbHbIX ociokHeHH npu MJI1 oOyciioBieH KOMIUIEKCHBIM
BO3JICIICTBUEM MOJICKYJISIPHBIX HAPYIIEHUN, BKIIOYAIOMIUX JHUCPETYIISIUIO
albTEPHATUBHOTO  CIUIAMCHMHTa T€HOB, KOJIUPYIONIUX KIIOYEBbIE OCJKHU
MPOBOJIAIIECH CHCTEMBI CEpALlAa W KAPAUOMHOIMUTOB. KIIMHMYECKUN CHEKTP
KapJIMOBACKYJISIDHBIX  MPOSIBICHUN  XapaKTEPU3YeTCs] MPOrpecCUPYIOIIUMHU
HapyIICHUSIMU MPOBOAUMOCTH, cpenu KOTOPBIX JIOMUHUPYIOT
aTPUOBEHTPUKYJISIpDHBIE  OJIOKAJbl,  COMPOBOXKIAMOIIMECS  AUCHYHKIIUEH
CHHYCOBOTO y3j1a M BHYTPHXKEIyq0ukoBbIMU Ojokamamu [61, 107]. OcoOyro
OMACHOCTh NPEACTABIAIOT JKU3HEYTPOXKAIOIIME apUTMHUH, BKIIOYAIOIINE
KEITYJOUKOBYIO TaXWUKapAuio, QUOPUIUIIIIUIO TIpeACepaud U TperleTaHue
npeacepauii, KOTOpBIE B COYEeTaHUU c XapaKTepHbIMU
ANEKTPOKApANOTpaPUIECKUMU aHOMaIUsIMU (yIJIMHEHUEM WHTepBajioB PR,
pacmmpenueM komiuiekca QRS u maronmorndeckum yanunennem QT) coznaroT

BBICOKHMI PHCK BHE3aITHOW cepjaeyHoi cMepTH [66]. Omucanbl ciiydau, Korjaa
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HapyIIEHUs TMPOBOJMMOCTH W AaPUTMHHM OBUIM TEPBBIMH KIMHUYECKUMHU
nposBiaeHusmu mpu MJ11 [11].

JlpixaTenpHas HEJOCTAaTOYHOCTh Pa3BUBACTCS NPHUMEPHO Y TIOJIOBUHBI
MAIMEeHTOB ¢ BpoXKIeHHOH (hopmoit M/]1, BcaencTBre 4ero CMEPTHOCTD JIETEH B
TEUYECHHE MIEPBOro roja ku3Hu gocturaet 25-40% [29, 43, 60].

V¥ namuenToB B3pocioro Bo3pacta ¢ MJI1 HapymeHue apIXaTelnbHOU
GyHKIMM — pacnpoCTpaHEHO BCTPEYAETCS M CBSI3aHO C  aJIbBEOJISIPHOM

FHHOBGHTI/IJIHHI/Ieﬁ, XpOHI/I‘ICCKOI‘/’I FHHepKaHHﬂeﬁ N HAPYHICHUCM JbIXaHHWA BO CHC

[55].

Odranbmosiornyeckasi NaToJIOrus

Od¢ranpMonoruueckue mposiBiaeHuss npu MJ[1 BKIHOYAIOT XapakTEpPHYIO
(bopMy KaTapakTbl, KOTOpas CIYXHUT BaXHbIM JIMarHOCTHUYECKHUM MapKepOM
3abosneBanus U HaOmogaercsa y 50-60% mnaruientor [134]. [TaTOrHOMOHUYHBIM
MPU3HAKOM SIBJISIETCS IEPEIHSSA UM 3aHss CyOKancyigpHas KaTapakTa o TUITY
"noBoroaue# enku" ("Christmas tree"), pa3BuBaromiascs y IaifueHTOB B BO3pacTe

10 50 net (Pucynok 2).

Pucynoxk 2 — Panuss 3aqHss cyOKancy/sipHas KaTapakTa 10 THITY «HOBOTOIHEH
enkm» («Christmas treey») y manuenta ¢ M1 1.
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JlanHO€ Ha3BaHWE OTPAXKAET CHEHMUPUIECKYI0 MOP(HOIOTHIECKYIO
KapTUHY, BBISBISEMYIO IMPU HCCIEAOBAHUM C TMOMOIIBIO IIEJECBOM JIaMIIbl —
MHOKECTBEHHBIC BKIIFOUCHHUS B 33/ THEH KaIICyJIe XpyCTaluKa, Co3aaromiue 3 GhexT
nepenuBaronmxcs pasHonBeTHbIx orHedi [101]. BaxkHo momguepKHYTh, YTO 3TH
U3MEHEHUs] MOTYT  OCTaBaTbCsl ~ HE3aMEUYCHHBIMU TMPU  CTAHAAPTHOM
orampMocKkonUU, YTO TpeOyeT 00sA3aTeTHbHOTO MPOBEACHUS HCCIEIOBAHUS C
IIEJICBOM JIaMIIOH JUI UX TOCTOBEpHOH Bepudukaiuu [128].

VY nerelt ¢ BpoxkJieHHOM U netckoit opmoii M/JI1 karapakra BcTpedaercs
npuMepHO B 7% ciydaeB, MPU 3TOM Y MHOTHX BBISBIISIFOTCSI TAKHE HAPYIICHUS
pedpakiiny, Kak MUOTHS, aCTUTMAaTH3M U runepmerponus [59, 80, 125]. B to xe
BpeMmsi, y 41% marueHToB ¢ BpOKACHHOM, MH(GAHTWIBHOW U 1oBeHUIIbHOU M1
BBISIBIITFOTCS. HEBBIPAKCHHBIC N3MEHEHUS B XPYCTAIUKE, PACIICHUBAIOIINECS KaK

npeakaTapakra [44].

)IceJIYIlO‘IHO-KI/IHIe‘{HLIe CHUMIITOMBI

N3-3a MHOTOHUY TIaAKOW MYCKYJIaTyphl BHYTPEHHUX OPTaHOB MAallUEHTHI
MOTYT TPEIBSIBIATH JKAJIOOBl Ha CXBAaTKOOOpas3HbIe OOJM B YKUBOTE, 3arOphI,
HApYIICHUS TJIOTAHUS;, WHOT/IA TAIlMEeHThl CTPaJaloT OT JUaped, a B aHAMHE3e
ecTh ractpodsodaranbueiii peduiroke [60, 116]. YepenoBanue 3anopoB, B3Iy THS
YKUBOTA U AUAPEU — YaCThle CUMIITOMBI y MAIIMEHTOB C pa3HbIMU popmamu M1
[105]. Hapymenue padoter JXKT HaOmogaeTcs wdamie y MalUEHTOB C
BpOoKAcHHON hopmoit M/I1 mo cpaBHeHuto ¢ aerckoii [59, 125].

Hucdarus mnpeactaBnsieT coOOM Cepbe3HOE CUCTEMHOE OCIIOKHEHHE,
pa3BUBaroIIeecs BCJIE/ICTBUE MIPOrPECCUPYIOLIETO HNOpaKEHUSI
opodapuHTeaTbHON MYCKYIAaTypbl U HapYIICHHUs] KOOPAWHAIIUN TJIOTATEILHOTO
pednekca. [ucdharus y MHOTHMX MAlMEHTOB MPHUBOIUT K HEOOXOIMMOCTH
nepeBojia Ha 3oHA0Boe muTaHue [125]. OcoOyr KIMHUYECKYH 3HAYMMOCTh

nucgarusi TpuoOpeTaeT B COYETAHUU C AbIXATEIbHOW MBIIIEYHON CIa00CThIO —
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XapakTepHbIM MposiBieHueM MJI1. DTo couderaHue co3qaeT NOPOYHBIA KpPYyT
MaTOJOTUYECKUX MPOLIECCOB: HAPYIIECHUE TJIOTAHUS MPUBOJUT K ACTIHPALNH,
KOoTOpas Ha (hOHE CHMKEHHOW (PYHKIIHH JBIXaTeIbHON MYCKYyJIaTyphl BHI3bIBACT
TSKEJIbIE PEUUANBUPYIOIINE ACTIHPALMOHHBIE THEBMOHKH, a ITOCJIEIHHE, B CBOIO
ouepesib, yCYryOJsilOT JbIXaTeIbHYI0 HEIOCTAaTOYHOCTh. Hamumuwue aucdaruu
YBEIMYHUBAET PHUCK JETAIBHOIO HCXOJa, SIBJSISICH HE3aBUCUMBIM IPEAUKTOPOM
cmeptHoctr ipu M/J11 [134].

MJI1 accouuupoBaHa C XapaKTEPHbIM KOMIUIEKCOM OMOXUMUYECKHUX
U3MEHEHUH, OTPaXXAIOIIMX CHUCTEMHBIM XapakTep MOPaKEHHs MpPU JAHHOM
3abonieBannu. Hanbosnee yacTo oTMeYaeTcst yMEPEHHOE MOBBIILICHUE aKTUBHOCTH
neueHOYHBIX hepMeHTOB (ACT u AJIT), 00bIYHO HE TTpEBBIITIAIOIIEE 2-3 BEPXHUX
rpaHul] pedepeHCHbIX 3HAuYeHUWd. BakHO NOMYEPKHYTh, YTO B OTJIMYHUE OT
KJIACCUYECKHX TEMaTONaTUi, TaHHOE MOBBIIIEHNE IPEUMYIIECTBEHHO OTPAXKaeT
MUONATUYECKUH, a HE NEYEHOYHBIM I'eHE3, MOCKOJIbKY 3HAYWTEIbHAs 4YacTb
LUTO30JIbHBIX (PEPMEHTOB BBICBOOOXKJAETCS U3 MMOPAXKEHHOW CKEJIETHOM

MycKynatypsl [128].

JHAOKPUHHbIC HAPYLICHUS

M1 conpoBoXmaeTcsi KOMIUIEKCOM SHAOKPUHHBIX  HapyILICHHM,
GOpMHPYIONTUX BaXHBI KOMITOHEHT CHUCTEMHOTO MOPAKCHUS TPH JTaHHOM
3aboneBanun [134]. TlatoreHeTMyeckr 5TH HM3MEHCHHS OOYCIIOBJICHBI Kak
npsaMbeIM Bo3zeiicTBueM 3kcriancun CTG-moBTOPOB Ha SHIOKPUHHBIE OpPTaHBI,
TaK ¥ BTOPUYHBIMH META0OJIMYECKHUMH HapyIICHUSAMU. [leHTpambsHOe MECTO B
CTPYKTYpE JHIOKPHHOIATUN 3aHUMAIOT PACCTPOMCTBA YTIEBOJHOTO OOMEHa,
MPOSIBIISIFOIINECS MHCYJIMHOPE3UCTEHTHOCThIO, HAPYIIEHUEM TOJICPAHTHOCTHU K
IIII0KO3¢ U MaHU(eCTHBIM caxapHbiM auadetoM (CJI) 2 Tuma. DT U3MEHEHUs

CBA3AdHbBI C HAPYHICHHUCM aJIbTCPHATHUBHOI'O CIJIaliCUHIa T'eHa HHCYJIMHOBOT'O
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penentopa (INSR) u pa3BuTHEM MHUTOXOHAPHANBHON IUCHYHKIUU B
nepudeprudyeckux Tkanax [85].

He menee 3HaUMMBIMU SBJISIOTCS HAPYIICHUS PENPOAYKTUBHON (QYHKIUH,
BKJIFOYAIOIIME TEPBUYHBIA TECTHKYJSAPHBIA TUIIOTOHAIU3M Y MYXYUH H
paccTporcTBa MEHCTpyaslbHOTO IMKiIa y keHmwH [5, 70]. IlatoreHes »tmx
U3MEHEHUH OOBSACHSAETCA MPSMBIM TOKCUYECKUM JericTBUeM MyTaHTHON PHK Ha
KJIeTkH Jlelaura u rpaHyse3Hble KJIETKH, a TakKe HapylIeHHEeM TUIoTallaMo-
runou3apHoOi perymisiuu.

Co CTOpOHBI TIMTOBHIHON JKEJe3bl HaMOOJee YacTo OTMEYaeTCs
runotupeo3. (OcoOoro BHUMaHUS 3acly’)KUBAIOT HApyIIEHUS KaJIbLUM-
(dbochopHOro 0OMeHa, BKIIIOYAIOIINE TUIONAPATUPEO3 U BBIPAKEHHBIN Je(DULIUT
BUTaMHHAa D, KOTOpbIE B COYETAaHUM C TUNOAMHAMUEN TPUBOJAAT K PAa3BUTHUIO
BTOpUYHOro octeornopo3a [63, 116]. Kiuuuudeckoe TeueHHE HSHIOKPUHHBIX
HapyweHui pu M/JI1 xapakTepu3yercsi paHHUM pa3BUTUEM METa0O0JIMYECKOTrO
CUHJIPOMA, BBICOKOW 4acTOTOM 0€CCUMITOMHBIX (POPM U ci1aboi KOppemsiueil ¢
BBIPQKECHHOCTBIO MBIIICYHON cuMnToMaTuku [123].

Passeri et al. (2013) coobuiaeT o BOBJIEUEHUU MO KpalHEW Mepe OJITHOTO
OopraHa SHIOKPUHHOU cuctembl y 44% MaMeHToB Ha UCXOAHOM ypoBHE 'y 84%
yepe3 8 ner [102]. Hexontpomupyembrii CJI MOXKET yCyryOUTh HMEIOITYIOCS
KJIMHUYECKYIO KapTUHY BCIICJCTBUE PA3BUTHS AUA0ETUUECKON MOJIMHENPONaTuHy,
KOTOpasi B CBOIO 04epeib MPUBOAUT K YCUIJICHUIO HEYCTOMUMBOCTH NP X0/1b0€ U
YYBCTBUTEIBHBIM HApYyLIEHUSIM B JAUCTAIbHBIX OTAENaX KOHEYHOCTEH,
HelponaruueckoMy OosieBomy cuuapomy [104]. Tunepmapatupeo3 MoOXKeT
MIOTEHIUPOBATh UMEIOIIYIOCS y MauMeHTOB ¢ M/I1 yTOMISIEMOCTh U MBILLIEYHYIO
crmabocth [116].

['unmoronanu3mM MPOSBISAETCA OPEKTWIHHOW JUCHYHKIHUCH, HUZKUM
YPOBHEM TECTOCTEPOHA U aTPO(PUel AUUEK y MY UHH, Y KEHITUH — HApYIICHUEM
MEHCTPYaJIbHOTO LMKJA, MPUBBIYHBIM HEBBIHAIIMBAHHEM OEpPEeMEHHOCTH,

panauM kiaumakcoMm [123]. Tlporpeccupytomas atpodusi sSHYEK SBISIETCS
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XapakTepHbIM TpHU3HaKoM Oone3Hu U BcTpewyaetcss B 80%  cioyuaes.
['mcTonornueckue M3MEHEHHUs BKIIOYAIOT THATMHHU3AINIO, aTpoduio, Guodpos
CEMEHHBIX  KaHaJbIIeB W  CHW)KCHHE  KOJMYECTBA  CIEPMAaTO30MJIOB.

OsrrocriepMus ¥ a300CepMUs BBISBIISIOTCS Y 73% maruenToB ¢ M1 [70].

Ko:xnble NMPOsAABJICHUA U OHKOJIOTHYECCKHUE 3a00J1eBaHus

Koxnble mokpoBel mnpu MJIl MOryr mpenocTaBUTh  BaKHBIC
JTMAarHOCTUYECKUE TI0JICKa3KH, 0COOEHHO HA PAaHHUX CTaJUsIX 3a00JIeBaHMs, KOrAa
JpyTUE KIWHUYECKUE TMPOSBICHHS €II€ HEIOCTaTOYHO BbIpaxkeHbl. Cpeaun
pa3IMYHBIX  JIEPMATOJIOTMYECKUX  HAXOJOK 0co00€ MECTO  3aHMMAloT
MUAJIOMATPUKCOMBI — JOOPOKAUYECTBEHHBIC OIYXOJIM, MTPOUCXOAIINE U3 KIETOK
BOJIOCSTHOTO MaTpHUKCa, KOTOpble 00JadaloT BBICOKOM JHMAarHOCTUYECKOU
cnenuUIHOCThI0. DTH 00pa30BaHMS KIMHUYECKH TMPOSBISIOTCS B BHJE
MHOKECTBEHHBIX MJIOTHBIX, ITOJBUKHBIX MOJKOXKHBIX Y3€JIKOB AUaMeTpoMm ot 0,5
70 3 cM, C IPEUMYIIIECTBEHHOM JIOKaIU3aluel B 00JIaCTH TOJIOBBI U IIEH, XOTS

MOTYT OOHApYKUBAThCS U HAa PYTUX ydacTkax Tena [46, 68, 142] (PucyHok 3).

Prucynok 3 — DOpuTeMaTo3HbI W3BS3BISIOIIMKICS y3€JI B IPAaBOM 3ayLIHOM
obnactu (muioMaTpukcoma) y nanuenta ¢ MJI1.
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Taxxe mpu OCMOTpe MOXKHO OOHAPYKUTh OYAroBbIM THIIEPIHIIPO3,
GOTUKYISIpHBIA ~ THUIEPKEpaTo3,  PaHHIOK  aHJAPOTEHHYIO  aJIOMElHIo,
TPUXOKWHE3, CEOOpEHHBIA OEepMATUT, THIEPIUTMEHTHBIE ISITHA U PAHHIOKO
cenuny [28, 30]. ®poHTanbHas ajomenus MOXET OBITh CIMHCTBEHHBIM
CUMITTOMOM OO0JIC3HH Yy TTAIMEHTOB ¢ mo3aHel popmoit M/I1.

CoBpeMeHHbBIE  SMUAEMHOJIOTHUYECKHE  HCCIEIOBAaHUS  yOEIUTENbHO
JEMOHCTPUPYIOT ~ TOBBIMIEHHBI ~ PUCK  Pa3BUTHUS  3JIOKAYECTBEHHBIX
HOBOOOpasoBanuii y namuentoB ¢ MJ[1 [16, 46, 132]. M/I1 3anumaeT ocoboe
MECTO cpeAu 00e3HEell HKCMAaHCUU HYKJICOTHIHBIX MOBTOPOB, SBISSACH MEPBOIl
HaTOJIOTUEH 3TOM rpynmbl, AJi KOTOPOM JOKa3aHa acCOLMaIUs C MOBBIIICHHOM
YaCTOTOM OHKOJIOTMYecKuX 3a0osneBanuil. Hanboiiee 3HaunTENIbHOE YBETNYEHUE
pUCKa OTMEYaeTcsl Ui KOXKHBIX 3JIOKAaYeCTBEHHBIX HOBOOOpa3oBaHH, B
YaCTHOCTH JUIsl 0a3aIbHOKJIETOUHOW KapIIMHOMBI ¥ MeaHoMbI [87, 132].

Oco0y1o 03a00YE€HHOCTh BBI3bIBACT opras-cnenupuyeckoe
pacnpe/iesieHue TOBBIIIEHHOTO OHKOJIOTMYECKOT0 pPHCKa, BKIIIOYAIOILIEE pak
IMIUTOBUHON Kelle3bl, 3JI0KauYeCTBEHHBbIE HOBOOOPA30BaHUS PEMPOTYKTUBHOM
CHCTEMBI U KOJOPEKTAIbHBIN pak. JJOMOJHUTENbHYIO OMAaCHOCTh MPEACTABIISIOT
mumponponudepatuBubie 3aboneBanus, omyxoau [[HC u pak MosouHoit
JKEeJe3bl, YaCTOTa KOTOPBIX TAaK)Ke JOCTOBEPHO IMOBBINIECHA Y TaHHOW KaTeropuu

narenTos [16, 63].

1.2.5 CuMnToMbl NOpPaKeHUs HEHTPAJIbHONH HEPBHOM CHCTEMBI NPHU
MHOTOHHYECKOH qucTpoduu 1 Tuna

KoruutuBHbIC H SMOLHMOHAJIbHbIC HAPYUICHUS Y MAIMEHTOB C
MHUOTOHUYECKO JucTtpoduu 1 Tuna

Hecmotpst Ha To, uto MJI1 sBiseTCS HEPBHO-MBIMICYHOW O00JIE3HBIO,
BoBJIeueHHe B mnarojorudeckuii mnpomnecc [HHC  pgokazaHo MHOrUMH
uccnenoBanusivu [22, 99, 133]. Hapymienus B KOTHUTUBHOW W SMOIIMOHAILHON

C(bepe SIBIISICTCS OTJIMUUTEIbHOM I—IepTOI\/JI 10 CPAaBHCHUIO C IPYTUMHU MBIINICYHBIMHA
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muctpopusimu. CHUKEHHBIH ypOBEHb HHTEIUIEKTa HE SIBISIETCS OOJIMTaTHBIM
CUMITOMOM 3a00JI€BaHUs, OJHAKO TAKUE HAPYIICHHUsS BBICIIUX KOPKOBBIX
GyHKIMI, Kak CHIDKEHHWE BHHMAHHUSA, MaMSITH, HCIIOJIHUTEIBHBIX (YHKIUH,
3PUTENBHO-TIPOCTPAHCTBEHHBIX (DYHKIIMIA, MHUCHbMEHHONW W pPa3rOBOPHOM peuw,
HAOJIIOJAI0TCS Y MPeo0IaJaroniero 0OIbIIMHCTBA MallueHTOB. KOrHUTUBHbBIE U
MOLIMOHAJIbHBIE HAPYIICHUS IEMOHCTPUPYET O0IbIlIasi 4acTh NAIlMeHTOB [ 72, 94,
95, 99, 136].

Haubonee BblpaXk€HHOE CHUKEHHUE ITI00AIbHBIX KOTHUTUBHBIX (YHKIUI
HAOMIOJaeTCsl y TMAalMeHTOB C BpokAEHHOUW Qopmorr MJI1, y KOTOpBIX
3a0oyieBaHME MaHU(]eCTUpPYeT B TEUYEHHE IMEPBOrO roja JKU3HHM, a TaKKe Yy
NAIMEHTOB C AEOIOTOM B pAHHEM JIETCKOM BO3PAcTe, UTO YKa3bIBA€T HA HAJUUHE
HapyiieHnid Heripopassutus [94, 138]. Ilpu nedrote MJ[1 B mo3aHEM JIETCKOM
WJIM B3pPOCIJIOM BO3pacTe, B YAaCTH CIy4YaeB U IIPU MO3AHEM Hadaje CUMIITOMOB,
HEHPOIICUXOJIOTUYECKOE  TECTUPOBAHHE  BBISABIAET  CHUKEHUE  IAMSTH,
3pUTENILHO-TIPOCTPAHCTBEHHBIX ~ (QDYHKLUH, pexe MOXKeT (HopMHUpOBATHCS
(dbeHoTHIT TOOHO-BUCOUHOM nemenIuu [8, 94, 95].

3asepKKa ICUXOPEUYEBOr0 Pa3BUTHS, SIBISIOMIASACA YACThIM KIMHUYECKUM
nposiienreM MJI1, HepenKko BBICTYIAeT B Ka4eCTBE MEPBUYHOUN KalIoObI TIpH
0OpalleHNH 32 METUIIMHCKOM oMotikio [42, 43]. BriociaencTBiY 3T HapyIICHUS
CHOCOOCTBYIOT  Je3aJalTallli, IPOSBIIAIOLIEICS COLIMAJbHBIMU |
00pa3oBaTe/IbHBIMU TPYAHOCTSIMHU y TAlMEHTOB cTrapiiero Bospacta [60, 75].
Ecmm nna nmanmentoB ¢ BpoxaeHHoM MJ[1 B 60% xapakrtepHa ymepeHHas
YMCTBEHHAasi OTCTajJOCThb, TO TpH Je0roTe 3a00JeBaHUsS B JIETCKOM BO3pacTe
YPOBEHb MHTEIUICKTAa B HEKOTOPBIX CIIyYasx MOXKET ObITh Bhie cpeanero [18].
PesynbraThl  OpeABIAyIIMX  HMCCICAOBAaHUNW  JIEMOHCTPUPYIOT  OOpaTHYIO
KOPPEJSILMIO MEXKy BO3pACTOM Hadajia 3a00JI€BaHUS M YPOBHEM MOJyUYEHHOTO
nanueHTaMu oOpazoBanus. B 69-87% y nerell oTmeudaroTCsi TPYAHOCTH TpPU

MPOXOXKJIEHUU IIKOJBHOM Tmporpammbl, 81% HEOOXOaUMO MPOXOXKICHUE
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OOy4YeHHS B CHEIUATBHBIX YUCOHBIX YUPEIKICHUSX WUIIU 10 WHIUBUIYATHHOMY
yuebHoMy miany [40].

Hepenko netn ¢ M/I1 momamaror Ha mpueM K IETCKOMY IICHUXHATPY U
HaOTIOMAOTCA ¢ TakuMu guarHo3amu, kak CJIBI, smonumoHanbHBIC
paccTpoicTBa, aJEKCUTUMMS, HApYyIICHHE COIMAIM3allMd W aJalTUBHOTO
noBenenus. B monynsmuun CIIBIT y merei BcTpedaeTcs ¢ gactotor 3-5% [4].
CIBI' y nereii ¢ M/[1 nmarnoctupyetcs B 17-35% u posiBIII€TCS MOBBILLICHHBIM
YpPOBHEM  HapylIeHUs  BHUMAaHWI, OJIHAaKO HE  COMPOBOXKIACTCS
TUIIEPAaKTUBHOCTBIO, HAIPOTHB, JETH MEUIMTEILHBI U cOHUBHI [40, 41].

Cpenu apyrux HapylleHU pa3BUTHUS BaKHO oOpaTuTh BHUMaHue Ha PAC
y mnamueHtoB ¢ MJI1. ABTopel Oojiee paHHHUX HCCJIEIOBAHMA OOpaIIaOT
BHUMAaHHE Ha MUPOKUH nuana3oH ot 2,6 10 36% vactotsl PAC, 4TO MOXET ObITh
CBSI3aHO C Pa3jMUYUsIMH B NMPUMEHSACMBIX JUArHOCTHYCCKUX KpuTepusax [18]. B
1[EJIOM, B TOMYJIAIIMU CYIIECTBYET BBICOKAss KOMOPOMIHOCTh MEXKIY HaTUYUEM
PAC u C/IBT [3].

Hanuure cuMnTOMOB CO CTOPOHBI ICUXO-PEUEBOM Chephl MPU OTCYTCTBUU
BBIPAKEHHBIX MBIIICYHBIX HAPYIIIEHU MOXKET BBOJIUTH B 3a0Ty>K/ICHUE Bpaueu u
MPUBOJUTH K HEMPABUIIbHOW MOCTAHOBKE JUArHO3a.

[ToMrMMO KOTHUTHBHOTO Je(uIuTa, y 3HAYUTEILHON YacTH MalMeHTOB
OTMEYAIOTCSA  AMOIMOHAIBHO-THYHOCTHBIE — pacctpoiictBa [20, 91]. B
KIIMHUYECKOM KapTUHE JOMHHHUPYIOT amaTusi, JENpeccHsi W TPEBOXKHbBIC
paccTpoiicTBa, MPUUYEM CHUMITOMBI TPEBOXKHO-IEMPECCUBHOTO CIEKTpa MOTYT
HOCHUTH BTOPUYHBIN XapakTep, (GopMuUpysch Kak peakiiys Ha MpOTrpeccupyroliee
3aboneBanne [93, 130, 137]. IloBblmicHHAass TPEBOXKHOCTh, B YacCTHOCTH
cernapaldoHHasi TpeBora u paziauuHbie Goouu, onpenenserca y 19-25% nereit ¢
M/JI1 [40].

Yacts manrienToB ¢ M1 popmupyrot uepTsl n30€eraroero paccTpomucTBa
JUYHOCTH, KOTOPHIC aKIEHTYHPYIOTCA Ha ()OHE KOTHHUTUBHOTO nedwummra, a

TaK)K€ HapYyIICHWW TUJIAHUPOBAHMS M CIOCOOHOCTH TPUHHUMATH pEIIeHHUS,
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CHWKEHHOW MoTHBanuu. OOBIYHO 3TO TPOSBIAETCS OTCYTCTBHEM OJM3KHUX
JPYXKECKUX M JIOOOBHBIX OTHOILIECHUM, HEKEJTAHUEM 3HAKOMUTHCS C HOBBIMU
JIOIbMU, W30€TaHWe ONPENCICHHBIX BHUIOB JEATEILHOCTH, CBS3aHHBIX C
MEXJTMYHOCTHRIME KoHTakTamu [91]. B pesymprare, y Takux NaIMeHTOB
HaOmoaaoTcss apeKTUBHBIE PACCTPONCTBA, B YACTHOCTH, amaTHs, JACHpeccHus,
KOTOpBIC 3HAYMMO MOTYT CHWXaTh KadecTBO >km3HHM [130, 137]. Pesynbrarsl
MOCJIEAHUX UCCIEA0BAHUN OCTAIOTCS JUCKYCCUOHHBIMU: DS/l JAHHBIX YKA3bIBACT
HAa  OTHOCUTEIHHO  CJIa0yl0  BBIPAKEHHOCTh  TPEBOXKHO-IEIMPECCUBHOM
cuMITOMaTUKH y manueHToB ¢ M/[1 [92]. B To e BpeMs, reHe3 SMOIMOHATBHBIX
HapyIIEHUH MOXET OBbITh CBsI3aH HE TOJIBKO C IMCHUXOJIOTMYECKOW peakiuei Ha
00JIe3Hb, HO U C HenocpeAcTBeHHBIM BoBiieueHueM [[HC B maronmoruueckuit

nporiecc [49].

1.2.6 HapymeHmI CHA, ITOBBINIICHHAsd THEBHAadA COHJIMBOCTDb H
YTOMJIIAEMOCTD Y NIAIIMCHTOB C MHOTOHHYECKOM )II/ICTpO(l)I/Il/I 1 Tuna

B ornuuMuM OT Jpyrux HEPBHO-MBIIIEYHBIX 3a00J€BaHUN Yy MHOTHX
nanueHToB ¢ M/l 1 HaOmro1at0TCst HapyILIEeHUs CHa, THEBHAS COHJIMBOCTD, & TAKKe

HAMHOTO Yallle BBISBISETCS IMOBBIIMIEHHAs yTomisiemocTs [112, 113, 114, 127,

129].

CornacHo J1aHHBIM  COBPEMEHHBIX  HCCIEIOBAHUM,  JbIXaTeIbHbIE
HapyIICHUS BO BpeMs CHa MPEACTABIISIOT CO00M 0HY M3 HanbOojee KIMHUYCCKH
3HAYMMBIX TpobsieM y mnanueHToB ¢ MJ[1. DnuaemMuonoruueckue HTaHHBIC
CBUJICTEJILCTBYIOT O BbICOKOW pacnpoctpaHeHHOocTH COAC, KOTOpbId
nuarHocrtupyercst B 52-86% citydaeB, B TO BpeMsl KaK LEHTPAIBHOE allHO3 CHa
BcTpeuaetcs y 44% manuenTos [38, 74, 77, 112, 135]. [TomuMo AbIXaTeIbHBIX
PacCTPOMCTB, y JAaHHOW KaTeropuu OOJIHBIX YaCTO OTMEYAIOTCS JIBUTATEIbHBIC

HapyleHus: BO cHe. B yacTHOCTH, CHHIPOM OECIOKOMHBIX HOT HaOMIOAaeTCs Yy
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22,5% nanueHToB, a CUHAPOM MEPUOANYECKUX JBUKEHUH KOHEUHOCTEH BO CHE

perucTpupyercs ¢ 9actoTor 10 61% ciyuaes [113, 126, 140].

[Ipu uccrnenoBaHuu apXUTEKTYphl cHa y manueHToB ¢ MJ{1 npu nmomoiu
[ICI'  Oputm  OOHapyXeHbl  CIENYIOIIME  U3MEHEHMS:  yYMEHBIICHHUE
MPOJIOJKUTEILHOCTH BTOPOM CTaJuu, YIJIMHEHHE MeljieHHoro cHa 1 REM-cHa
(or rapid eye movement, aHria. — COH ¢ OBICTPHIMHM JBMJKCHHSMHU TIJa3),
TIOBBINIICHHBIN WHACKC MUKpoakTuBaiuu [ 74]. Tloszxe Seshagiri D. et. al. B 2007
rojfy TMOATBEPAWJI OMNBIT MPEABIIYIIMX KOJUIET KacaTelbHO W3MEHEHHI
CTaIMHHOCTU CHA, a TAKXKE BBISIBIII yJJIMHEHHUE TIEPBOM CTaIUU U YMEHBIIICHHUE
uHAeKca 3(P(PEKTUBHOCTU CHA, YTO OOBACHSIIOCH HAPYLICHUSIMU AbIXaHUS BO
Bpemst cHa [118].

OpHoil M3 mnpoliieM, 3aTPYAHSIONIMX CBOEBPEMEHHYIO JTUAarHOCTHKY
HapyLICHU! CHa, SIBJISIETCS OTCYTCTBHE aKTUMBHBIX kajio0 y nmanueHTtoB ¢ M/JI1.
Takue tunmuneie ais COAC xamoObl, Kak yTpEeHHHE TOJIOBHBIE O0IH, Xparl,
YacThle HOYHBIE MPOOYKIEHHUS, TOBBIMIEHHAS HOYHAs TMOTJIUBOCTh, YacTOe
MOUYEHCITyCKaHHE B T€UEHHE HOUYHU, OOBIYHO HEe OecrnokosT nanueHToB ¢ MJI1
[108]. Xotsa Goisiee mompoOHbIN cOop aHamHe3a B 70-88% ciydyacB BBISBISICT

[T1IC, koTOpas B CBOIO OUEpEAb MOXKET MPEAIECTBOBATh PA3BUTHIO MBILIEYHOM

cmaboctu ¥ muotonuu [78, 113, 118, 126, 140].

Bomnpoc Beicokoi pacipoctpaneHHocTH U renesa [1/IC mpu M/I1 ocraercs
OTKPBITBIM M TOJABEPTacTCs IMOCTOSHHOM IUCKyccuu. YacTe mcciiemoBarenen
pacuenuBaroT [1/IC B kauecTBe nmepBuuHOro nposieaeHus MJI1, kak pe3ynabTart
HapyIIeHWs] [EHTpanbHOM perymsuuu cHa [33, 54, 78, 114]. Jlpyrue
UCCIIEOBAHUS YKa3blBalOT Ha TmaBeHCTBYywIIyl0o poilb COAC u apyrux
HapymieHuit cia B atnosoruu I1JIC y mammentoB ¢ MJI1 [74, 108, 135, 140].
Hanuuue nenpeccuu, HapymieHus: (PyHKIIUU IIUTOBUIHOM KeJe3bl, MOBBIICHUE
Macchl Teja MoryT noreHiuposath passurue I1JIC [77, 129]. KadecTBo *u3HH

nanueHToB ¢ M/]1 3aaunmo camkaercs npu Hammuauu [1J]C [113].
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[ToMHUMO BBILIENEPEUNCIEHHBIX CHUMITOMOB JIOBOJBHO CHEHU(PUIECKUM
CUMIITOMOM SIBJISIETCSI TIOBBILIIEHHAsI YTOMJISIEMOCTh, KOTOpasi BbisiBisieTca y 70-
80% MmanueHToB, MOXET OBITh OJJHUM W3 TIEPBBIX CUMIITOMOB OOJIE3HH, M MOYKET
HAOMIOAThCS JIaXXe TMPU HEBBIPAKCHHBIX MBIIICYHBIX CHMIITOMAX, 3HAUYKMMO
Hapyiras kadectBo oku3Hm [33, 56, 78, 126, 108, 135]. IloBbimeHHas
yromisieMocTh y manueHtoB ¢ M/l mpencraBnsier co0oii MynbTH(AKTOPHBIN
CUMIITOM, B IIaTOr€HEe3€¢ KOTOpPOTo, HapsAIy CO CJIa0OCThIO JAbIXaTEIbHOU
MYCKYJATyphl, CYIIECTBEHHYIO POJIb WrparoT pa3iuyHble HApYIICHUS CHa.
CoBpeMEHHbIE  HCCIEJIOBAaHMUS  CBHJAETEIBCTBYIOT, YTO  JbIXaTEJIbHBIC
paccTpoiicTBa BO CHE, BKJIIOUas LIEHTPAJIIbHOE U OOCTPYKTUBHOE alHO?, a TaK¥Ke
HOYHYIO THUIOBEHTWISAINIO, BHOCSAT 3HAYUTENBHBI BKJIA B pPa3BUTHE
XPOHUYECKOH YTOMIIIEMOCTH 3a CUET BBI3BIBAEMOW MMHU (pparMeHTalMud CHA U
HapylleHuid okcureHauuu. IlapamnensHo HaOmronaeMble — JIBUraTelIbHBIE
HapyIICHUS CHA, TaKhWe KaK CHUHAPOM OECIOKOMHBIX HOT U TIEPUOIUYCCKHUE
JBUKEHHUS] KOHEYHOCTEH BO CHE, JOMOJHUTEIBHO YCYIYOJSIIOT CHUTYyalHuIo,
NPUBOJS K YXYIIICHUIO Ka4eCTBA CHA M YCUJICHUIO JHEBHOUW coHmmBocTH [113,
140]. Ilpu 3TOM 1O pe3yabTaTaM HEKOTOPHIX MCCICIOBAHUN HA BBIPAKEHHOCTH
YTOMIIIEMOCTH BJIMSIET TSDKECTh MbIIeuHON ciaboctu [77]. TlanmeHTsl C
MOBBIIIICHHOW ~ YTOMJIIEMOCTBIO  Halle JEMOHCTPHPYIOT JUYHOCTHBIE W
9MOITMOHAJIbHBIC HAPYIIICHHS, B YaCTHOCTH, Jienpeccuio [76].

HekoTopeiMu HcciieoBaTeNsIMU BBIABUTATIOCH IPEATIONIOKEHUE O TOM, YTO
HEUPOIICUXOJIOTUYECKUE W3MEHEHHUs], XapakTepHble Mg nauueHtoB ¢ M/,
MOTYT OBITh CJIECTBMEM HapyiieHu# cHa [51, 65]. OgHako, B Apyrux paborax
cBsi3u Mex 1y COAC ¥ KOTHUTUBHBIMU HapyIISHUSIME O0OHAPY)EHO He ObLo [24,
94, 141].

Bce BoblmienepeuncieHHble  JaHHBIE  KacalOTCS  MPEUMYILECTBEHHO
B3pOCIbIX ManueHToB ¢ M/J[1. PaboT, mocBsIEHHBIX HUCCIEIOBAHUIO PACCTPOUCTB
CHa B neauaTpuueckoil npaktuke rnpu MJ[1 nemHoro. Meroniuecs pe3ynbTaThl

MCCIIEIOBAaHUM MOKAa3bIBAIOT JOBOJIBHO BBICOKYIO YAaCTOTY PACHpPOCTPAaHEHHOCTH
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HapyllleHU JpIXaHus Bo cHe y nereid: oOHapyxenue COAC nmocruraer 29% B
nenuaTpudeckoi mpaktuke [65, 115, 125]. IToka3zana cBs3p mMexay COAC u
MacCOW TeJla IMAIMEHTOB, B3aHUMOCBA3M C BO3PACTOM, JIUTenbHOCTBIO M/1 mn

TSYKECTHIO MBIIIICYHOM cl1abocTH He 00Hapy»keHo [77, 129].

1.3 Ocob0eHHOCTH HEHPOBU3YAIU3ANMOHHOH KapTUHBI 0 MPT
rOJIOBHOTO M03ra y NalMeHTOB ¢ MUOTOHHYecKo# aucTpoduu 1 Tuna

Jlnst natmentoB ¢ M1 1 xapakTepHbl HEHPOBU3YyaTU3alMOHHbBIE U3MEHEHUS
o MPT ronoBHOro Mo3ra: MOBBIIIEHHE CUTHAJIA OT OEJIOT0 BEIIECTBA TOJIOBHOTO
mosra B pexkumax T2 BU u FLAIR, nunaTtanus >kemyao4ukoB, arpodusi KOpbl, a
Takke yToJieHue win arpodus mozonuctoro tena [8, 19, 31 93]. Ha done
nuddy3HbIX U3MEHEeHMM B Oeinom  BemiecTBe |y nmanueHToB ¢ MJI1
MIPOCIICKUBACTCS XapaKTEPHBIN MATTEPH B BUJE TIOPAKEHUS TIEPETHUX OTIACIOB
Bucounbix goieit [31, 72, 93]. Oanako, OH HE SIBISETCS MATOTHOMOHUYHBIM,
MTOCKOJIPKY CXOKHM€ M3MEHEHHUs OEJIOro BEIIecTBa B 0OJACTH BHCOYHBIX JIOJICH
Takke  crneuuuuHbl s 1epeOpanbHOM  ayTOCOMHO-JIOMUHAHTHOMN
apTepuomnaTHi ¢ TOJKOPKOBBIMH HH(pApPKTAaMU H JICHKO3HIIe(anonaTuen
(CADASIL — cerebral autosomal dominant arteriopathy with subcortical infarcts
and leukoencephalopathy) [124]. Taxxe moOBBIIEHHE CHTHajla OT OEJI0ro
BelecTBa B T2-pekuMe MOXKET OBITh OMIMOOYHO WHTEPIPETUPOBAHO KaK OYaTH
JEMUEIUHU3ANA, YTO  TPUBOJAUT K  HA3HAYCHHIO  HEPAIMOHAIHHOM
(apMakoTepanuu U 3aiep>KKe MOCTaHOBKKM BepHOro auarnosa [9, 81].

[Tomumo Genoro Bemectsa npu MJI1 u3MeHeHus: 0OHapyKUBAKOTCS U B
cepoM BemiecTBe. ATpodusi 3aTparuBaeT Kak pa3IMuHbIE PeTHOHBI KOPBI, TaK U
OazanbHbIe snpa, Tanamyc [20, 133].

HecmoTrpss Ha ©00ibIIOE KOJUYECTBO padOT, IOCBAIMICHHBIX ITOUCKY
B3aMMOCBSI3M MEXK/Ty KOTHUTUBHBIMU HAPYIICHUSIMH U HEHPOBU3YATH3AIMOHHOM
KapTUHOM, TIOJYYCHHBIC TaHHBIC BechbMa MpoThBopeunBs [31, 136]. Pe3ynbrats

OJHHX I/ICCHGHOBaHI/Iﬁ ACMOHCTPUPYIOT HAJIMIUC B3aAUMOCBSA3U MCIKAY HAINIHNCM
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HSMOLIMOHAIBHBIX HAPYLIEHUH U MOpaXeHHEM Oeoro BeIIecTBa TOJOBHOTO
MO3ra, B YaCTHOCTH, B 00jacTi MocTa [133].

Hexoropsie HCCIIEI0BATEIIA paccMaTpuBarOT M/I1, KakK
HelpoaereHeparuBHoe 3a0oseBanue [48, 31]. B monb3y mporpeccupyromniero
HEHUpOJIETeHEPATUBHOTO XapakTepa TEYeHHUs 3a00JeBaHUS CBUICTEIbCTBYET
CBSA3b MEXAY JUIMTEIbHOCTEI0 M/[1 U cTeneHpro nmopaxeHus: O€I0ro BelecTBa
rojoBaoro mosra [20, 27, 133]. IIpu stom, Antonini G. et. al. (2004) ormeuaer,
YTO HECMOTpS Ha TO, YTO C Bo3pacToM y mnamueHTtoB ¢ MJI1 mpoucxoaut
yMEHbIIIEHHE 00beMa Ceporo BEIIEeCTBA, KOPPESAIUH MEXIY ATUTEIbHOCTHIO

3a001eBaHMsI U 00BEMOM O€JI0TO BCIICCTBA I'OJIOBHOI'O MO3I'a BBISIBJICHO HC OBLIO

[20].
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I'JIABA 2. MaTtepuaJibl, METOX0JIOTHSL 1 METOAbI HCCIEA0OBAHUS

OcHOBOI JUCCEpPTAlIMOHHON pabOThl SABWICS KOMIUIEKCHBIA —aHAN3
KIMHUYECKUX M WHCTPYMEHTAIbHBIX JAHHBIX NAlUEHTOB C TEHETUYECKU
NONTBEpPXKIEeHHbIM AuarHo3oM MJI1 ¢ pasabiMu ¢dopmamu 3aboneBanus. B
paboTte ObLI UCIIOJIB30BAH AU3aHH OJITHOMOMEHTHOT'O CILIOIIHOTO UCCIIEIOBaHUSI.

Hayuno-kBanudukanuonnas pabora BeimosHsuiack B DPIAOY BO
PHUMY um. H.W. Tluporosa Ha 6a3e HEPBHO-MBIIIIEYHOTO OT/IECJICHUSI HAYYHO-
MCCIIE0BATENBbCKOTO KIIMHUYECKOTO MHCTUTYTA NEANATPUU U IETCKON XUPYPTrUH
uM. akaaemuka O.E. Bemprumesa. B paboTy ObulM BKIIFOYEHBI MAllUEHTHI,
noJAnucaBIre MHGOPMUPOBAHHOE COTJIACME HA y4acTHE B HCCIEAOBaHUH, a
Takxe 00pabdOTKy NEpPCOHANBHBIX AaHHBIX. MccneqoBanue oq00peHo DTHYECKUM
komuTeToM PI'TAOY BO PHUMY um. H.U. ITuporosa (mpotoxoi JISK Ne203 ot
21 nexabps 2020 r.) (mpencenarens — 1.M.H., mpodeccop U.I'.T'opaees).

2.1 O0masi XapaKTepucTUKA NAIUEHTOB

B ocHoBHy0 rpymiy uccienoBaHusi ObutM BKIItOUeHBI 72 marmueHTa (33
eHckoro mosa (45,8%) u 39 myxckoro mona (54,2%), cpenHuii Bo3pacT —
34,3+15,7), y1oBIAETBOPSIONINX KPUTEPHSIM BKIIOUEHUS U UCKITIOYCHHS B JAHHOE
UCCJIEI0BAHHUE.

KpuTtepun BK/II0YeHHS NALMEHTOB B HCCJIeJ0BAHUE:

o ['eHeTyecku  NOATBEPKIECHHBIM  JHArHO3  MHOTOHUYECKOU
nuctpoduu 1 Tuna;

° [TomyyenHoe cormacue Ha OOpPabOTKY TMEPCOHANBHBIX JAHHBIX M
NO0OpOBOJIbHOE MOAMNKCaHUEe WH(GOPMUPOBAHHOTO COIJIacHsi Ha ydacTue B

HCCIIEOBAHHE.
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Kpurepuu uck/iro4eHns naiueHTOB U3 UCCIAET0BAHNS:

° [IpotuBOMIOKAa3aHUs K IIPOBEJICHUIO MPT (Hanyue
KapJMOCTUMYJISITOPA, UMILTAHTUPOBAHHBIX METANIOKOHCTPYKITUH).

B 3aBucumocTm 0T BoO3pacta ne0roTa 3a00JIeBaHHS TMAIUCHTH ObLIN
pazzaeieHsl Ha 3 rpynmnbl: 1 — MarueHThl ¢ BpoXKJIeHHoW dopmoit M1, 2 —
narueHTs ¢ 1eorotoM MJI1 B ieTckom Bo3pacte (fetTckas popma); 3 — MarueHThI
Cc 1IeOI0TOM BO B3pOCIIOM BO3pacTe (B3pocias popma).

['pynmy KOHTpPOJIsS 7151 OLIEHKU KOTHUTHUBHOTO CTAaTyca U AMOIIMOHAIBHBIX
HApyIICHUH 1O CHEIHMaTU3MPOBAHHBIM IIIKAJlaM U OMPOCHUKAM COCTAaBHIU 22
3JI0POBBIX JJOOPOBOJIbIIA COMTOCTABUMBIX IO TOJTY U Bo3pacTy. M3 Hux 14 sxeHmH

u 8 myxxunH cpeaaum Bo3pactom 30,9+10,3 6e3 HEBPOIOTHUECKON TATOJIOTHH.

2.2 Kinaudeckoe 00cjie10BaHue

Knuaungeckoe o0cnenoBanue BKIKOYAIO cOOp KajloO U aHAMHE3a, OLIEHKY
(deHoTUIIMYEeCKUX 0COOEHHOCTEN, MPOBEJEHHE JIETAIBHOIO 00LIECOMAaTHYECKOTO
U HEBPOJOTUYECKOTO OCMOTpa, B TOM YHUCJE OIICHKY MBIIIEYHON CHIIBI TIO
MEXTYHAPOTHBIM OOIIETTPUHATHIM IIIKATaM:

° [ITkana ouenku Meimeunoit cwisl — Medical Research Council
sumscore (MRCss): msaTubannpHas IIKajia, XapaKTepU3yIollas CHIIy TPYIII
MBIIII BEPXHUX W HIDKHUX KOHEYHOCTEH ¢ BYX cTopoH (0 OGamioB — mierus; 5
0aJTOB — HOPMaJIbHast MBIIIICYHAS CHJIA).

° [IIkana omeHku MbimeuHbix Hapymenuin — Muscular Impairment
Rating Scale (MIRS): nstubamibHas peWTHHrOBas IIKajia, OCHOBAaHHas Ha
JTAHHBIX HEBPOJOTUYECKOTO OCMOTpPA, B TOM YHCJIC HA OCHOBAaHUH MaHyaJbHOTO
MBIIIEYHOTO TecTUpoBaHus (0 6aIOB — OTCYTCTBHE MBIIMICYHBIX CUMIITOMOB, 5
OaJIJIOB — BRIpOKEHHASI POKCUMAJIbHASI MBIIIIEYHAS CJIA00CTh ).

° [ToBbIIIEHHAsT YTOMIISIEMOCTh OIIEHHMBAJIACh C TIOMOIIBIO IIIKAJIBI

rpajalyy CTEIeHU TshkecTu ycranoctu — Fatigue Severity Scale (FSS): mkana
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JUTSL OI[EHKH CTENEHU YTOMIISIEMOCTH, TJe 9 — 3TO MUHHUMAIBHBIN Oai, 49To
COOTBETCTBYET HOpME, a 63 Oaiyla — MaKCMMaJbHBIM Oal, 4TO yKa3bIBaeT Ha
HanOoJIee BEIPAKCHHYIO CTETICHh YTOMIISIEMOCTH.

° JIHeBHAasi COHJIMBOCTH OIIEHUBAIACH C MOMOIIIBIO IIKAJIbl COHJIMBOCTH
Oneopta — Epworth Sleep Scale (ESS): mikana s BbISBICHHS TOBBIIICHHON
JTHEBHOUW COHJIMBOCTH, T1ie 11 u 6osee 6aimoB cooTBeTcTBYIOT Hammuuto [1J]C.

° [llxana STOP-BANG gt pacuera pucka OOCTPYKTHBHOTO artHO?
CHa: cOCTOMUT U3 8 BompocoB. 0-2 Oayia — HU3KUN pUCK, 3-4 — cpeHuid puck, 5-8
— BBICOKHM PHCK.

° Pecnimpatopubiii  onpochuk  —  Respicheck  questionnaire:
CKPUHUHTOBBIA OIMPOCHUK, HCHOJB3YIOMMICS MJisi BBISBICHUS JIbIXaTEIbHBIX
HapylIeHuH, pa3paboTaHHbIi A1 marueHToB ¢ M/[1. O6muit 6an BapbupyeTcs

ot 0 a0 8, YCM BBIIIC 62LHJI, TeM OoJiee BBIPAKCHBI IbIXaTCIbHBIC HAPYIICHUS].

2.3 Heiiponcuxojioruueckoe o0cjie0BaHue

Bcem B3pocibIM TIAaIMEHTaM TPOBOAMIIOCH HEHPOIICHXOJIOTHYECKOE
TECTHUPOBAHUE, B TOM YUCJIC OI[CHKA KOTHUTHBHBIX HAPYIICHUN OTPEAesiach ¢
MIOMOIIIBIO CIIEAYIOUINX KAl ¥ TECTOB:

° MoHpeasbckas IIKaia OleHKH KOTHUTUBHBIX (QyHKImi — Montreal
Cognitive Assessment (MoCa): manHast MeTOAMKa IIO3BOJISICT HCCICAOBATH
KJIIIOYCBbIC KOTHUTHBHBIC JOMCHBI, BKJIIOYas BHHMAaHHWE W KOHIICHTPAIIHIO,
ympasisitone QyHKIIUN, MHECTHYECKHE CIIOCOOHOCTH, PEUYEBYIO IEATEIHLHOCTD,
3PUTCIIbHO-KOHCTPYKTHBHBIC HABBIKK, a0CTPAKTHOE MBIINUICHHE, CYCTHBIC
oleparyy, a TaKXe OPHCHTAIMI0 BO BpeMEHW W mpocTpaHcTBe. CoriacHo
CTaHIAPTH3UPOBAHHBIM KPUTEPHSIM HMHTEPIPETAIMH, MTOKA3aTeIM B JUANa30HEe
26-30 0amioB COOTBETCTBYIOT HOPMaTHUBHOMY KOTHUTUBHOMY
(GYHKITMOHUPOBAHMIO, TOT/Ia KaK pe3ybTatr 25 0aJUIOB M HIKE CBUICTCIIHCTBYET

O HAIMYUHA KOTHUTUBHBIX HAPYILICHHUI Pa3IMYHON CTENIEHU BBIPAKEHHOCTH.
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° Kparkast mikana orneHkn nicuxudeckoro craryca — Mini-Mental State
examination (MMSE): onpocHuk u3 30 myHKTOB, UCTIOIb3YEMBIH JIJIs1 CKPUHUHTA
KOTHUTHUBHBIX HapyuieHui. 29—30 0aioB — HET HapyIIeHUH, 28 0aJIoB — JIETKUE
KOTHUTUBHBIE HapylleHus, 25-27 O0aioB — yMEPEHHbIE KOTHUTHUBHBIE
HapymeHusi, 20-24 Gamna — jnerkas aemeius, 10—-19 OGamnoB — ymepeHHas
nemennus, < 10 6amIoB — Tsokenas JSMEHITHS.

° AnneHOpyKcKasi IIKanda OLEHKH KOTHUTUBHBIX (QyHkuud II —
Addenbrooke’s cognitive examination Il (ACE — Il1): coctout u3 5 0CHOBHBIX
KOMITOHEHTOB OIICHKH: BHUMAHUE W OPUCHTAINSI, TaMATh, peueBasi aKTUBHOCT,
pedb MW 3PUTENBHO-TIPOCTPAHCTBEHHbIE (GyHKIMU. HMToroBas BO3MOXKHAas
MaKcUMaJibHas OlleHKa Mo AiieHOpykckoit mkaie 100 6aios.

o Tect Bekcnepa, VI cyOTect: BOCHpOU3BEICHHE T€OMETPUUYECKUX
¢buryp. UcnbityeMOMy IE€MOHCTPUPYIOTCS TMOCIEAOBATEIbHO 4 KapTOYKU C
IPOCTBIMU TEOMETPUUECKUMHU H300pakeHUsIMU. Jkcnozunms — 10 cekyH.
OneHka ycremnHoCTH BhITONTHEHUS JudpepeHInpoBaHa B 3aBUCUMOCTH OT YU CJIA
BOCITPOU3BEJICHHBIX AJIEMEHTOB (PUTYD.

° Tect pucoBanust yacoB — Clock drawing test: OrieHka BBIIOTHEHUS
3aganus nmpopoautcs no 10—0amipHOM Gpopmann3zoBaHHoOM ikae, rae 10 6amios
— 3TO HOpPMa, HApHUCOBAH Kpyr, MU(PHl B MPaBUIBHBIX MECTaxX, CTPEJIKU
MOKA3bIBAIOT 3aJaHHOE BpeMsi; 1 6a1 — O0JIbHOM He /IeJIaeT MOMBITOK BBITIOJHUTD
UHCTPYKITHIO.

° Tect cuMBOJIBHBIX U II(PPOBBIX MOpanbHOCTEH — The Symbol Digit
Modalities Test (SDMT): Tect i OLEHKA TICHXOMOTOPHOH CKOPOCTH,
U3MEPSIONINI CKOPOCTh 00pad0TKK UH(POPMAIIHHU, & TAKKE CKOPOCTh MOTOPUKH.
Tect BeimonHsAETCS 32 60 CEKYHI.

° Tect Bekcnepa, cyorect V: noBropenue nudp. Tect npeacrapisieT
co00# CTaHAAPTU3UPOBAHHYIO METOJUKY JUIsl OIICHKH COCTOSIHHSI OTIEpPAaTUBHOMU
naMaTd W (QYHKOWA BHAMaHHWS. B X0Je WCCIIEIOBAaHUS HCIBITYEMOMY

MOCJIEIOBATEILHO TPEIBABIAIOTCS pAAbl IM(p BO3pacTAOMICH UIMHBI C
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TpeOOBaHMEM HUX BOCIPOU3BEACHUS CHayala B NPSIMOM, 3aTeéM B OOpPaTHOM
nopsinke. I[lpsimoe BocmpousBelneHHWe HUPPOBBIX  IOCIEI0BATEILHOCTEM
PEUMYIIECTBEHHO OTpakaeT 00beM KPaTKOBPEMEHHOW BepOATbHOM MaMsITH U
OLICHMBAETCS MO0 MAaKCHUMaJbHOMY KOJHMYECTBY TMPABUIBHO MOBTOPEHHBIX
AJIEMEHTOB B TMOCJIEAHEH YCHENIHO BBINOJHEHHOW mipobe. OOpaTHoe
BOCTIPOM3BEJICHNE TpeOyeT MEHTANbHOM MaHUIYISAUUA ¢ HUHPopManueld u
CIIY’)KUT HMHAUKATOPOM pabodeil mMaMiaTH W KOHLEHTpalMd BHUMAaHUA,
JIEMOHCTPUPYSI CIOCOOHOCTh K MBICIEHHOMY MPEe0oOpa30BaHUI0 CTUMYJIBHOTO
Marepuana. HopmatuBHbIEe OKA3aTENM I B3POCIION MOMYJIALMNA COCTABIISIOT S-
9 nudp npu npsMomM Bocripou3BeieHud U 4-6 udp npu 0OpaTHOM.

° Barapes mooHoit qucdynkiun — Frontal Assessment Battery (FAB):
UCIIOJIB3yeTCsl  JUIsl ~ JUArHOCTUKM  KOTHUTHUBHBIX — HApyHIeHUH ¢
IPEUMYIIECTBEHHBIM TMOPaK€HUEM JIOOHBIX JoJyied. ONpOCHUK COCTOUT U3 6
IIYHKTOB OLEHKH. 16 — 18 OamioB — HOpmanbHas jJo0Has QpyHkuums, 12 — 15 —
yMmepeHHas 100Hast TuchyHKIMs (JIeTkiue KOTHUTUBHBIE HAPYIIIeHUs ), MeHee 12 —
BBIpaKEHHAsI IOOHAs TUCPYHKITUS (JIOOHAS TEMEHITHS).

° Tect npokmaaeiBanus mytd — Trail Making Test (TMT): no3BossieT
OIICHUTh KOTHUTHBHBIE CIIOCOOHOCTHM uenoBeka (dopmMa A) U Kav4ecTBO
UCIIOJIHUTENbHOTO  (GyHKIHOHUpoBaHUs (popma B): ckopocTh moucka
00paboTKH uH(popmaru, CEKBEHHUPOBAHUE (ompeneneHust
MOCJIEIOBATEIBLHOCTEH ), THOKOCTh YMa U 3pUTEILHO—MOTOPHBIE HABBIKU.

° Tect 3ayuuBanus 10 cioB (JIypus A.P., 1969): ucnions3yercs ais
OLICHKM KPaTKOBPEMEHHOM BepOaNbHON NaMsTH.

Onpenenenus HadU4Msl W TSHKECTH OMOILMOHAIBHBIX — HapyIICHUN
OTIPEAETSIOCH C TIOMOIIBIO CIASAYIONINX KA U OTIPOCHHUKOB:

° I'ocniuranbhas mkaiga Tpesoru u Jlenpeccun (I'ILIT/I) — Hospital
Anxiety and Depression Scale (HADS) — BanmuaupoBaHHBIH CKPUHHHIOBBIH
WHCTPYMEHT, COCTOSIINI U3 IBYX 7-TIYHKTOBBIX CyOIIKal (TPEeBOTa U IEMTPECCHS).

Kaxnprit mynkt onernBaetcs ot 0 go 3 6ammos. Uarepnperarus: 0-7 — HopMma, 8-
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10 — cyOknuHuueckue mnposiBaeHHs, >11 — KIMHUYECKH BBIPAKEHHOE
paCCTPOUCTBO.
° [lkana [amunbrona mns omneHku aenpeccuu — Hamilton Rating

Scale for Depression (HRSD): mo3BoyiseT OCYIIECTBIATh KOJIHYSCTBEHHYIO
OLICHKY JWHAMUKH [ICTIPECCUBHBIX IMpPOsIBICHUN. ['pamanus mnpoBoOaUTCA
ciemyronuM oopasom: ot 0 mo 6 OGamioB — Hopma; oT 7 mo 16 — jerkoe
JENPECCUBHOE PacCTpOrcTBO; OoT 17 1m0 24 — nenpeccuBHOE pPAacCTPOMCTBO
CpellHel CTeneHu TsbkecTu; Oonee 24 OayioB — JAENPECCUBHOE PacCTPOMCTBO
TSKEJION CTEICHMU.

° [lIkana tpeBorm beka — The Beck Anxiety Inventory (BAI):
KJIIMHUYECKasi TECTOBAasi METOAUKA, MMPETHA3HAYEHHAs JIJIs1 BBIBICHUS U OLICHKU
CTEIICHH BBIPAKEHHOCTH TPEBOTH. OTIPOCHHUK COCTOMUT M3 21 IMyHKTA, KaXIbIM U3
KOTOpbIX olieHuBaeTcs ot 0 10 3 GamioB. 3HaueHue A0 21 6ansa BKIIOUYUTEITBHO
CBUJICTEIILCTBYET O HE3HAYUTEIHLHOM YPOBHE TPEBOTH, OT 22 1035 GamioB — o
CpeaHel BBIPa)KEHHOCTh TPEBOT'H, BhIIE 36 0aI0B — 00 OY€HB BBICOKOM TPEBOTE.

° [lIxana Amatum — Apathy Scale: coctout u3 18 yTBepxacHUIA,
KXKJI0€ M3 KOTOPHIX TMAalMEHT JOJDKEH OIEHUTh MO 3-OaJIbHOW IIKajae B
nuara3one ot 0 (coBceM HeT) 110 3 Oaia (J4acto).

JleTssM Takke MNPOBOJUIIOCH HEUPOICUXOJIOTUYECKOE TECTUPOBAHUE IO
CJIEIYIOLIUM IIKaJIam:

° Tect Bekcnepa, cyorect VI: moBropenue uudp, 1eTCKUii BapHaHT.
Tect mnpencraBisger coOOW CTaHAAPTH3UPOBAHHYIO HEHUPOIICHXOJIOTHUYECKYIO
METOJMKY, HAMpaBJICHHYIO Ha OIICHKY KJIFOYEBBIX KOTHUTHBHBIX (YHKIUN Yy
nereid. Ilpouenypa wucclienoBaHHMs BKIIIOYAET JBAa OCHOBHBIX KOMIIOHEHTA:
npsIMOE  BOCIPOM3BEJEeHUE HU(PPOBBIX IMOCIEAOBATEILHOCTEH, CIIyXKalllee
WHIUKATOPOM OO0BbeMa KpaTKOBPEMEHHOW BepOalbHON mHamsaTH, W oOpaTHOE
MOoBTOpeHHE 1P, OTpakarolee YPOBEHb pa3BUTUA paboyell mamsTu W

KOHOCHTPAOWH BHUMAaHUA.
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° Tect 3ayunBanus 10 cioB (JIypus A.P., 1969): ncnons3yercs s
OILICHKU KPAaTKOBPEMEHHOU BepOaibHOM maMaTu. TecT MOKET UCIONIb30BaThCS Y
netel crapiue 4 ner.

° [IIkanma TPEeBOKHOCTH Yy TOMIKOJILHUKOB — Spence Children's Anxiety
Scale: Bepcus mis pomkonpHukoB uian PAS (The Preschool Anxiety Scale)
NPEACTABIACT COO0OM BaTMAMZUPOBAHHBIM HMHCTPYMEHT OLIEHKH TPEBOMKHBIX
NPOSIBICHUN y eTei 3-6 JeT, 3amoaHsIeMblii poguTensiMu. MeToiuKa BKI0YAeT
28 TYHKTOB, CTPYNIHUPOBAHHBIX B 6 KIMHUYECKH 3HAYMMBIX CYOIIKa:
reHEpAJIn30BaHHasl  TPEBOra, COLMAIBbHASI  TPEBOXKHOCTb,  OOCECCUBHO-
KOMITYJIbCUBHBIE ~ CHUMIITOMBI,  CTpax  (U3MYECKOTO  TOBPEXKICHUA U
cenapanronHas TpeBora. OIIEHKa OCYIIECTBISETCS MO S5-0a/sIbHOM TIKaje
4acToThl IposiBieHuil (0-4 6aisa), 4To MO3BOISAET MOJIYYUTh KaK UHTErPATbHBIN
MoKasaTelib O0IIe TPEeBOXKHOCTHU, TaK M AU(GdEepeHIUPOBAHHBIA MPOPUIH 1O
TUTIAM TPEBOXKHBIX PACCTPOMUCTB.

° [kana TpeBorn CrnieHca i A€Tel MIKOJIHLHOTO BO3pacTa — Spence
Children's Anxiety Scale: mnpencraBinser co00H CTaHIAPTU3UPOBAHHBIN
OMPOCHUK CaMOOTYETa, pa3pabOTAHHBIN 1JI1 KOMIUJIEKCHOM OLIEHKU TPEBOMXKHBIX
PacCTpOMCTB y AeTeld W MOJAPOCTKOB B Bo3pacTe oT 8 a0 15 mer. Meroauka
BKJIIOYaeT 38 MYyHKTOB, CIPYNIHMPOBAHHBIX B MIECTh KIMHUYECKU 3HAYMMBIX
CcyOmIKan, COOTBETCTBYIOIIMX OCHOBHBIM JUAarHOCTUYECKUM KaTE€ropusiMm
TPEBOXKHBIX PACCTPOMCTB JETCKOIO BO3PACTA: MAaHUYECKOE PacCTPOMCTBO H
aropadoOusi,  comuaigbHas  TPEBOXKHOCTh,  0OCECCUBHO-KOMITYJIhCHBHBIC
CUMIITOMBI, T€HEpaIM30BaHHAsl TPEBOTa, CTPax (PU3NYECKOTO MOBPEKACHUS U
cenmapanuMoHHass — TpeBora. llpoumemypa  TecTupoBaHUsS ~— IpEANOJIaraet
CaMOCTOATENbHYIO OIIEHKY PEOEHKOM 4YacTOThl BOSHUKHOBEHHUS OIMCHIBAEMBIX
CUMITOMOB 10 4-OamapHoi mkame (or 0 — «HHKOTZA» 10 3 — «BCETIay).
CymMapHbIii TIOKa3arenb, MpeBblmammmii 60 0aioB, CBUIETEIHCTBYET O

KIIMHUYCCKN 3HAYMMOM YPOBHEC TPCBOKHOCTH.
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° [kana aenpeccun beka — The Beck Depression Inventory for
Youth: ckpMHUHTOBBIM OMPOCHUK JJIsi OLICHKH HAJUYUS U TSHKECTH JCTIPECCUU:
rje mMeHee 9 6amioB — orcyrcTBHe Aenpeccuu; 10-19 6amnos — cyOaenpeccus;

20-22 6amna — ymepeHHas aenpeccus; 23 6amia u 0oyee — TsHKenast Iepeccusl.

2.4 O]_leHKa HHBAJIUAN3AIINHN U KaYeCTBaA KU3HHU NMAIlUCHTOB

OneHKa CTEMEeHW BBIPAKEHHOCTH WHBAIWIU3ALUA MPOBOAWIACH MO
OOIIETPUHATHIM MEKTYHAPOAHBIM IITKAJIAM:

° lkana ¢yHknroHambHOW aktuBHOCTH mpu MJ[1 — DMI1-Activ
(Dystrophic Myotonia type 1): mo3BoJisieT MPOBECTH OLICHKY (DYHKIIMOHATBHOTO
craryca narueHToB ¢ M/[1 (50 GamioB — MakCUMAaJIbHBIN Oail, OTpasKarOIIHiA
OTCYTCTBHE CJIO)KHOCTEM B MOBCEAHEBHOM N€ATENBbHOCTH; 0 — MHUHUMAJIBHBIN

6aHJI, COOTBCTCTBYI-OIHPIIZ BBIPA’)KCHHOMY  CHHIKCHHUIO Q)YHKHHOHaJIBHOFO

cTaTtyca).
° Creruaau3upoBaHHbI OMPOCHUK OIEHKHA KA4eCTBA JKU3HU IS
NAlMCHTOB C HEPBHO-MBIINIEYHBIMH  3aboneBanusmu  —  Individualized

Neuromuscular Quality of Life (INQOL): ouieHuBaeT kKak 00Ilee COCTOSIHUE, TaK
U BIUsSHUE 3a00JieBaHUS Ha OTHEIbHBIE cepbl ((HU3MUYECKYI0 AKTHUBHOCTD,
CITOCOOHOCTh K  CaMOOOCITY)XKHBaHUIO, SMOIIMOHAIBHOE COCTOSIHHE,
B3aMMOOTHOIIICHHS C IPYTUMH JIFOJIbMU, BHCIITHUN BH]T).

° Kpartkast ¢popma oreHku 310poBbs — 36-Item Short-Form Medical
Outcomes Study (SF-36): mpencraBmsieT Co0OH CTaHIAPTU3UPOBAHHBIN
WHCTPYMEHT 11 KOMIUICKCHOW OIIGHKM KadecTBa J>KW3HH, CBS3aHHOTO CO
310poBbheM. JlaHHBIM OMPOCHUK BKJIIOYAET 36 MYyHKTOB, CTPYNIUPOBAHHBIX B
BOCEMb IIKAJI, OTPAKAIOIINX KITFOUEBBIC aCIIeKThI (PU3NUECKOTO U IICHXUYECKOTO
Onmaromonyuus: puzndeckoe GyHKIIMOHUPOBAHKE, POJieBOe (YHKIIMOHUPOBAHHUE,
WHTEHCUBHOCTH 00JIH, O0IIlee BOCIPUSTHE 3J0POBBS, KU3HECHHYIO aKTHBHOCTD,

colaibHoe (YHKIIMOHUPOBAHUE M TICUXHYECKOEe 370poBhe. Kaxkmas mikana
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peaycMaTpuBaeT Ipeoodpa3oBaHNE UCXOAHBIX TAHHBIX B CTAHIAPTU3UPOBAHHBIC
nokazarenu 1o 100-6amnbHOM cucteme, rae Oojiee BBICOKHE 3HAUYCHUS
COOTBETCTBYIOT JIy4IllIEeMy KayeCTBY JKU3HHU. llodmydeHHbIE pPE3yJabTaThl
WHTETPUPYIOTCS B JIBa OOOOIIEHHBIX MOKa3aTems: (PU3NIECKUd U MCUXUYECKUMA

KOMITIOHCHT 310POBbA.

2.5 JlabopaTopHbIe MeTOAbI HCCIeT0BAHMS

JlaGopaTopHble METOJbl BKJIIOYAIM KIMHUYECKUM aHalu3 KpOBH,
OMOXMMHMYECKUN  aHalW3 KPOBH C  KOHTPOJEM  YypPOBHS  TJIFOKO3HI,
KpeaTtuHdochHOoKUHA3ZEI (KOK), allaHMHaAMUHOTpaHcdepasbl (AJIT),
acniaptatamuHoTpancdepasbl (ACT), nakraraerunporunassl (JIAI'), obGmiero
KaJIbLIAS, TapaTUPEOUHBbI TOPMOH, TpuioatupoHuH (T4), TUpPEOTPONHBIHA
ropmoH (TTI), nunuaueli npodgwib  (XOJECTEPUH, TPUTIUIEPHUIIBI),
OTIpe/IeTICHNS YPOBHS TITMKUPOBAHHOTO TeMoriiobnHa. MccnenoBanue npoBeieHo
B J1abopaTopusix Ha 0a3e KIMHUYECKOTO WHCTUTYyTa IEIUaTpUd U JIETCKON
xupyprun uMm. Axkanemuka fO.E. Benbrumesa ®I'AOY BO PHUMY um. H.N.

[InporoBa Mun3apasa Poccun.

2.6 UHCcTpyMeHTAJIbHBbIE METOAbI 00CJIe0BAHUS

HNHcTpyMeHTallbHOE 00CIeIOBaHUE BKIIIOUAJIO B ¢€0sl MPOBEACHUE OLIEHKH
CEPJIEYHO-COCYIUCTON CHUCTEMBI C TOMOIIBI0 3nekTpokapauorpadun (OKI') u
CYTOYHOI'O  XOJTEPOBCKOro MoHuTOpupoBanus OKI' mig  uckirodyeHus
HapylieHud putMma cepaia; ekrpokaoauorpaduu (3XO-KI') nns BoisgBiIeHUS
CTPYKTYPHBIX U3BMEHEHHI cep/ua.

[Tauuentam npoBoaunack IICI 115t oLleHKH apXUTEKTYphl CHA, BBISIBJICHUS
JbIXaTeNbHBIX U JIBUTATENbHBIX HapymieHud Bo cHe. [ICIT BhIMOJIHSUIACH C

WCIIOJIBb30BaHUEM TOopTaTUBHOTO anmapata Somnolab2 PSG (Loewenstein
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Medical (Weinmann), ['epmanusi). JnmurenbHOCTS MOHUTOPUHTA cocTaBisia 10

JacCoOB. OI[HOBpeMCHHO PETUCTPUPOBAJINCH:

° Onektpookynorpamma (D0I): peructpaluu ABUKEHUN TJIa3HBIX
s10JI0K);
° Onexkrpomuorpadus (OMI'): perucrtpanusi MBIIIEYHOTO TOHYCa

nuadparMel pTa);

° DneKTpoKapaANOrpaMMma,;

° OnektposHiedanorpamma (331) B MOHOMOJAPHBIX OTBEACHUSX
C3A1, C4A2, O1A1, O2A2;

° OueHka pecnupaToOpHOM AKTUBHOCTHM MPOBOJWIOCH HA OCHOBE
perucTpanyu OpoHa3aabHOrO MOTOKA BO3/1yXa;

° MoHHUTOpHHT TIOKa3aTeNed JaTdyhkKa Xpama, C apajuIeIbHOU

3aIIUCBHIO ITYJIbCOKCUMCTPHH,

® PGI‘I/ICTpI/IpOBaJIOCB ITOJOXKCHHUC TCJIAa ITIaIMCHTA B IIOCTCJIM B TCUCHUC
BCCT'O CHA.
HOHI/ICOMHOFpaMMa AHaAJIM3UPOBAJIACh C HCIIOJIb30BaHUCM

KOJIMYECTBEHHBIX MMOKa3aTeJICH:

° JlaTeHTHOCTH KO CHY (MHH.);

° Nunexce s dextuBroctu cHa (%);

° IIpencraBnenHocts 1, 2 craauii cHa (%);

° [IpencraBnenHocts REM-da3sl cHa (%);

° [IpencraBieHHocTh riyookoit ctaauu cHa (%);
° MHexc 9acTOThl MEKPOAKTHBAIINH;

° Nupaekc anmHo3+THIONHO? (3MHU3040B B Yac);

° Onu3o/sl Aecarypauuu 6osee 3%;

° Hacsimmenue kpoBu kuciopoaom (%).

3a HOpMaTHWBHBIE 3HA4Y€HUs aHAIW3Upyembix mnapamerpoB [ICI-

UCCJIEIOBAHMSI TMPUHUMAIIUCh HOPMBI, pEKOMEHJoBaHHble Maurice M. c
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COABTOpaMH, ITOCUMTAHHBIE HAa OCHOBAaHMM METa-aHaju3a KOJWYECTBEHHBIX
IapaMeTpoB CHA.

MPT ronoBHOro mo3ra NIPOBOAWIOCH HAa MAarHUTHO-PE30HAHCHOM
tomorpade SIGNA GE architect 3T (CIIIA) ¢ BenmmunHON MarHUTHOW MHAYKITUU
3 Tin ¢ ucnoab30BaHNEM KOMOMHUPOBAHHOM 19-KaHaIBHOW TOJIOBHOM KAaTYIIKU U
MarHUTHO-pe3oHaHcHOM Tomorpade Magnetom Avanto Simens Healthineers
('epmanus) ¢ BeTWYMHONW MarHUTHOM MHAyKOuu 1,5 Ti ¢ ucnonb3oBaHuEM
TOJIOBHOM KaTYIIKU U BKJIIOYAJIO CIEIYIOIINE PEKUMBL:

° 3D T1-CUBE B caruttanbHON MPOEKIIMH C U30TPOIMHBIM BOKCEIOM
IxIx] MM c mocnenymoomeld peKOHCTpYKIMEH H300pakeHHi BO BCEX Tpex
miockocTax (TR — 500 mcek, TE — 395 Mcek; npoomKUTENbHOCTh — 7 MUH 12
CeK);

° 3D T2-FLAIR  (fluid-attenuated inversion  recovery [/
MOCJIEIOBATEIbHOCTh MUHBEPCHH-BOCCTAHOBIIEHUSI) B AKCHAJIBHOW MPOEKIUU C
M30TPONIHBIM  BOKcenoM  1x1x1 MM ¢  mocneayromen peKOHCTPYKLIHEH
n3o0pakenuii Bo Bcex Tpex mwiockoctax (TR — 6000 mcek, TE — 395 wmcek;
MPOIOTIKUTEILHOCTh — 7 MUH 12 cek).

['unepuntencuBHocTh Oenoro BemectBa (I'MBB) ompenensnacey na T2-
B3BenieHbIX FLAIR n3o0paxenusix. Ee BbIpa)keHHOCTh OIIEHMBAJIACH IO IIIKAJE
Fazekas (F): FO (xonTposib) — orcyrctBue ' IbB, F1 — enunuunsie ouaru, F2 —
HaJIMYue KaK €IMHUYHBIX, TAK U YACTUYHO CIMBHBIX 04aroB, F3 — ciuBHbBIE 0yaru
(Fazekas F. et al., 1987; Pantoni L. et al., 1997).

Onenka arpoduu KOpbI MPOBOAMIACH C MOMOINBIO MIKAIbl TJI00ATBHOM
niepedpanbroit atpodun (Global cortical atrophy scale — GCA), mikainsr atpodun
menuanbHO# BucouHou nomm (Medial temporal lobe atrophy score — MTA),
1IKasl aTpodun TeMeHHbIX goseit (Posterior parietal atrophy score of Koedam).

OneHka )KU3HEHHOM eMKOCTH JIETKUX U3MEPSIach C MOMOUIBIO

cuupometpa (MasterScreen Body (ERICH JAEGER) 2004).
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OueHka MpPO3payHOCTH XPYyCTaJIMKa MPOBOAWIACHE C  MOMOIIBIO
0(hTaTbMOJIOTHYECKOT0 OCMOTpA C UCIOJIb30BaHueEM IienieBoit tamisl (Carl Zeiss

30 SL-M).

2.7 CtaTucTHYECKHE MeTO/IbI 00Pa00TKM TaHHBIX

Cratuctuueckass oOpaOOoTKa JaHHBIX MPOBOAMIACH C HCIOIb30BAHHEM
nakera npukiagHeix nporpamm IBM  SPSS  Statistics 26.0 (CHIA).
OnucarenbHasi CTaTUCTUKA ISl KaTETOPHAIBHBIX MEPEMEHHBIX IPEACTABIICHA
aOCOJIOTHBIMU 3HAYEHUSMHM WM MPOLEHTHBIMHM JIOJISIMHU, JJIs1 KOJUYECTBEHHBIX
nokasareiel — mapaMeTpaMH LEHTPaJbHOW TEHACHLUMU W BapuaOeIbHOCTH:
CpEeHUM apU(PMETUYECKUM CO CTAaHJAPTHBIM OTKJIOHEHHEM (ISl MPU3HAKOB C
HOPMAJIBHBIM PAacHpeeI€HUEM) WIIM MEIUAaHON C MEXKBAPTUIBHBIM Pa3MaxoM
(pu OTKJIOHEHUH OT HOPMAJILHOTO Pacpe/IeIICHNUs).

[IpeaBapuTenbHasl OLEHKA XapakTepa pacHpenesieHus KOJIUYECTBEHHBIX
NEPEMEHHBIX OCYIIECTBISIACH C IPUMEHEHUEM IrpapUuecKX METOJO0B (aHAIU3
TUCTOTPAMM pacrpesieseHus) U PopMalIbHbIX CTATUCTUYECKUX TECTOB (KPUTEPHi
Konmoroposa-CmupHoBa). CpaBHEHHE TpylIl MO Kauye€CTBEHHBIM MpPH3HAKAM
BBIIIOJIHSJIOCH C UCIIOJIB30BaHUEM KpUTepHs > [IMpcoHa Wiy TOYHOIO KPUTEPHUS
@umepa. AHanu3 KOJIMYECTBEHHBIX IOKA3aTENed MPOBOAWICS C YYETOM THIIA
pacripeneneHus: JUisi MapaMeTpPUYEeCKUX JAHHBIX NPUMEHSIICA t-KpUTepuil
CrploleHTa  WJIM  OJHO(AKTOPHBIM  JUCHEPCHOHHBIM  aHamu3;  JUIs
HermapamMeTpuueckux JaHHbiXx — U-kputepuii MaHHa-YUTHM W KpUTEpHid
Kpackena-Yomiica COOTBETCTBEHHO.

MHOXeCTBEHHBIE nonapHbIe CpaBHEHUS npu MIPOBEICHUU
HermapamMeTpUuecKoro JUCIEPCHOHHOIO aHaJIM3a OCYIIECTBISUIUCH C TIOMPABKOM
boudepponn nmns xoutpons ommOku | poma. OreHka B3auMOCBSI3EH MEXTY
NepEeMEHHBIMU MPOBOAMIIACH METOJOM KOPPENALIMOHHOTO aHanu3a [Tupcona.

Bo Bcex BUIax aHayM3a UCMOJIB30BAMCH JIBYCTOPOHHHUE CTATUCTUYECKUE

KpUTEPUHU, HYyJIEBas TUIIOTE€3a OTBEprajgach IpPU JOCTHKEHUH  YPOBHSA
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cratuctuyeckoir 3Haunmmoctu p<0,05. OObeM BBIOOPKHM COOTBETCTBOBAI
TpeOOBaHUAM IPUMEHSEMbIX CTATUCTHUECKUX METOIOB. AHAJIN3 IPOBOAMICS C
COOJIIOJIEHUEM BCEX HEOOXOIUMBIX MPEANOCHIIOK M JOMYUIEHUH, XapaKTePHbIX

AJI1 UCITIOJIb3YEMBIX CTATUCTUYCCKUX IIpOoLCaAyp.
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I')TABA 3. PE3YJIBTATBI UCCJIIEJOBAHUA

3.1 O01masi XxapakTepuCTHKA 00C/IeI0BAHHBIX NAIUEHTOB

B nccnenoBanmne BKIIOYEHO 72 MAILMEHTA C TEHETUYECKH MTOITBEPKACHHOU

MJI1 — 34 (47,2%) xenckoro mnoja, 38 (52,8%) my»xcKoro 1moJja B Bo3pacrte oT 3

no 70 met (cp. Bo3pact 34,3+13,7 net). 13 (18%) naruentoB Obu Mitamiie 18

ner. B 3aBucumocTH OT BO3pacta Ae0roTa 3a00JieBaHHS MAUCHTHI OBLIN

pasneneHsl Ha 3 Tpynmnbl: 1 — maueHTsl ¢ BpoxaeHHou ¢popmoit M/I1 (n = 14 —

19,4%), 2 — naruenTs! ¢ aerckoit popmoit MJI1 (n = 23 — 31,9%), 3 — manueHTsI

co B3pocnoi ¢popmoit MI1 (n = 35 — 48,6%). OcHOBHBIE MHIEMHOJIOTHICCKHE

N KIIMHUKO-aHAMHCCTHYCCKUC JaHHBIC BKIIFOYCHHBIX B HCCIICA0OBAHHNC ITAITUCHTOB

MIPE/ICTABIICHEI B TAOIHUIIE 2.

Ta6J11/1ua 2 — Kinnuko-aHaMHECTHYECKHUE JaHHBIC IIAIMCHTOB C pPa3HbIMU

dbopmamu M1
1 rpynna 2 rpynna 3 rpynna
XapaKTepucTuKa (Bpoxxnennas (Hetckas (B3pocnas p
MJ1) MJ1) M)
KonnuectBo yenosek, n 14 23 35
Kenckwuit moi, n (%) 9 (64,3%) 9 (39,1%) 16 (45,7%)
0,311
Myxckoit o, n (%) 5 (35,7%) 14 (60,9%) 19 (54,3%)
Boszpact Ha MOMEHT
BKJIFOUEHUS B UCCIIEIOBAHNE, 20,2+6,4 24,8+10,9 46,2+9,6 0,000
JIeT; mean + SD
Bospact nebrora, niet; mean +
0 10,6+4,9 33,5+11,8 0,000

SD




56

1 rpynma 2 rpynna 3 rpynna
XapakTepucTuka (Bpoxnennas (Herckas (B3pocnas p
MAT) MATI) MA1)
Bo3pact nocranoBku
14,5+6,4 21,7+8,4 43,7+10,1 0,000
JIMarHo3a, Jiet; mean + SD

3aepxKa MOCTaHOBKU

12,8+46,2 11,148,5 10,248,2 0,775
JINarHo3a, JIeT
JIMMTEIIBHOCTD OOJIC3HH, JIET 21,6+12,0 14,5+11,1 12,7+8,9 0,109
HacnenoBanue no

71,4 21,7 28,6 0,000

MaTE€pUHCKOW JTUHUH, %o

Hacnenosanue 1mo oTIOBCKOM
14,3 56,5 37,1 0,000
JHuHA, %
HacnenoBanue He onpeeneHo,
14,3 21,8 34,3 0,000
%

[IporpeccupoBanue, % 64,3 73,9 82,9 0,538

Haunbonbias 3agepikka NOCTAaHOBKM JAMArHo3a HaOojanach B IpyIIe

BpoxkieHHo M/[1 u B cpenHeM coctaBuiia 12,8 set. TeM He MeHee, MaleHTHI C

JeTCKOM U B3pocioit hopmoii M/[1 ocraBanuch 6€3 BepHO BEpUPHUITIPOBAHHOTO

nurartosa B cpegHeM B Teuenue 11,1 u 10,2 net, cooTBEeTCTBEHHO. BOJIBIIMHCTBO

narenToB (71,4%) ¢ BpoxaenHoi Gopmoit M/[1 yHaciienoBau 3a001€BaHUE OT

MaTepH, B TO BpeMs Kak Oojiee, yeM y mojioBHHbI (56,5%) manueHToB ¢ 1eTCKOH

(GbopMoli yCTAaHOBJIEHO HACJIEI0BAaHUE MO OTLOBCKOW JIMHUMU.

CumnTomMbl B 1e0I0T€ U HA MOMEHT OCMOTpa Mpu paszHbix dopmax MJI1

npeCcTaBieHbl B Ta0uIe 3 u 4.

Tabnuua 3 — Cumnromsl B edrote MJI1 ipu pasubix ¢popmax
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Comitiront Bpoxnennas,% | Jlerckan,% | B3pocaas,%o 0
n=14 n=23 n=35

CUHAPOM «BSIOTO peOEHKAY 100 0 0 0,000
JlprxaTeapHass HEAOCTaTOYHOCTD 35,7 0 0 0,001
Bynb6apHbie HapymeHus 42,9 4,3 5,7 0,002
3asepKKa MOTOPHOTO Pa3BUTHS 71,4 0 0 0,000
3azeprkKa IICUX0-PeueBOro 571 0 0 0,000

pa3BUTHUSA
Kocornasue 28,6 4,3 0 0,001
I'mapouedanst 35,7 0 0 0,000
Jledopmarus cron 57,1 0 0 0,000
Huzaptpust 0 30,4 8,6 0,013
MpelmeyHas ¢i1abocTh B HOrax 100 8,7 34,3 0,000
Mpimevnast ¢1abocTh B pyKax 100 13 25,7 0,000
Hapymenne noxoaku 0 8,7 20 0,211
Cnab0oCTh MBIIIII] IIIEU 100 8,7 34,3 0,000
Pannss anaporeHHas ajonenus 0 43 20 0,119
MuoToHHUS KUCTEN 0 478 68,6 0,000
MuoToOHHUS A3BIKa 0 21,7 14,3 0,166
MuUoOTOHHUS )KeBATEIbHBIX MBIIIII] 0 17,4 8,6 0,206
Korautusnsie 0 8.7 57 0.843

HapyIICHHS
Hapymenue cepnednoro 0 43 2 0.854

pUTMa ¥ IPOBOIUMOCTH

Karapakra 0 43 25,7 0,030
Konctunamus 35,7 8,7 5,7 0,018
IJ1C 0 39,1 25,7 0,088

Hosicnenus k Tadumue: [1/IC — noBbllieHHas JHEBHAS COHIMBOCTb.
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VY Bcex manueHToB ¢ BPOKIEHHOH (hopMoli 3a0oeBaHne Je0I0THPOBAIIO C
CUHApPOMAa «BsUIOrOo pebeHka». OTINYUTENBHOM OCOOEHHOCTBIO J1e0roTa
BpoxJaeHHOM M/[1 siBiisieTcsl Hanuuue TakuX MPOSBJICHUM, KaK JbIXaTEIbHBIE U
OynbOapuble Hapymenus (35,7% wu 42,9%), aedopmaruu crom (57,1%),
ruaponedanus (35,7%) m xocornazue (28,6%). Tonbko is MaIMEHTOB C
BpoxkaeHHON Qopmori MJ[1 Opima xapakTepHa 3ajaep)kKka MpUOOpETEHHS
MOTOPHBIX HaBBIKOB (71,4%) 1 HapylieHHe pa3BUTHUS NICUXO-pEUyeBOil chepsl
(57,1%).

Haunbonee yacteiMu cuMmnroMamu B aeOtore npu gerckod MJI1 Obuia
MuoTOHUs Kuctei (45,5%), ITJAC (39,1%) u quzaptpus (30,4%).

Jlns manueHToB ¢ 1e00TOM 3a00JeBaHMsI BO B3pPOCIOM BO3pacte ObLIO
XapaKTEPHO HATMYME TAKUX MEPBBIX CHMIITOMOB, KaK MHOTOHUS Kuctel (68,6%),
c1a00CTh MBI 1IeU W HWKHUX KoHeuHocTed (34,3%), cnabocTh BEpXHUX

KoHeuHoctei, katapakta u [1JIC (25,7%).

Tabmuua 4 — CuMOTOMBI HA MOMEHT OCMOTpAa MallUEeHTOB C Pa3HbIMU (POPMAMHU
M1

Bpoxnennas,% | Jerckas,% | B3pocaasn, %0
CumMnrom P
n=14 n=23 n=35
Cnab0CcTh MUMHYECKUX
100 87 82,9 0,198
MBIIIII]
[TonynTo3 35,7 56,5 62,9 0,336
['masoaBurareabHbIE

35,7 13 8,6 0,070

HapYIICHUS
Huzaptpus 100 65,2 60 0,016

Byns6apHbie
78,6 47,8 62,9 0,339

HapYIICHUS
I'unoronust 92,9 60,9 65,7 0,247
['unopednexcus 71,4 60,9 88,6 0,074
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Bpoxnennas,% | Jerckas,% | B3pocaasn,%
Cumnrom p
n=14 n=23 n=35
CiabocTh MBIIIIT B
71,4 52,2 74,3 0,404
pykax
CiabocTh MBIIIIT B
64,3 52,2 74,3 0,417
HOrax
Ci1aboCTh MBIIIIT IIEU 100 62,5 77,1 0,267
Muanrus 28,6 8,7 28,6 0,202
MuUOTOHUS KUCTEH 50 73,9 62,9 0,227
MuoToHHUS A3BIKA 50 78,3 54,3 0,062
Muoronuns
28,6 34,8 34,3 0,894
JKEBATEJIbHBIX MBIIIIL]
MuotoHus BEK 71 13 2,9 0,255
CHUMITOM BaJIMKa 214 47.8 457 0,188
Hapymenue
MTOBEPXHOCTHOM 14,3 17,4 28,6 0,596
YyBCTBHTEIHLHOCTH
Hapyrenne rimyookoit
by Y 71 8,7 28,6 0,251
YyBCTBHTEIHLHOCTH
Koopaunaropusie
0 13 14,3 0,381
HapYIICHUS
Hapymenwns moxoaku 85,7 39,1 62,9 0,030
Koruurusneie
85,7 26,1 40 0,001
HapYIICHUS
Karapaxra 21,4 30,4 54,3 0,022
Konctunamnus 35,7 21,7 28,6 0,689
JKamoOs!I Ha
IBIXaTeJIbHbIE 71 17,4 40 0,012
HapYIICHUS
YToMiisseMocTh 71,4 65,2 77,1 0,939
Iac 71,4 65,2 68,6 0,949
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Bpoxnennas,% | Jerckas,% | B3pocaasn,%

CuMnrom p
n=14 n=23 n=35
Hapymenue
CEpJICYHOTO PUTMA U 57,1 69,6 77,1 0,553
MIPOBOANMOCTH
PaHHss aHApOTreHHAs
21,4 30,4 429 0,295
aJIoIELUs
Ha eHUS
Py 57,1 39,1 40 0,581
pedpakumn
CaxapHnblii 1uader 0 4,32 14,3 0,315
HemnpaBwibHbII pUKyC 92,9 69,6 457 0,315

Iosicnenusi k Taéauune: [1JIC — nmoBeIeHHas JHEBHAsI COHJIIMBOCTb.

Ha MomeHT ocmoTpa y BcexX MalMEHTOB C BPOXIECHHOW Gdopmon
BBISABJISUIACH CIA0OCTh MBI II€H, MUMHUYECKONH MYCKYJIAaTyphl U IU3APTPHUSL.
92,9% mnamuentoB ¢ BpoxkaeHHoM MJI1 JAEMOHCTPHPOBAIO MBIIICUYHYIO
TUIIOTOHMIO W HapylIeHUE Npukyca. OTIMYUTEILHON YEPTOU ABISAETCS HATMYUE
y OonbmuHCTBA TAIeHTOB (85,7%) KOTHUTHBHBIX HApyIICHUH W W3MCHCHUS
MTOXOJKH.

VY naruenToB ¢ getckoi ¢popmoit M1 Ha nepBbIif M1aH BHIXOAWIN TaKUE
MBIIIEYHbIE CUMIOTOMBI, KaKk MHUOTOHUS KHUCTEH M sI3bIKa, CIabOCTh JIMIIEBOM
MYCKYJIATypbl U MBIIIII IIEH, & TAKXKE HENPaBUIbHBIN NpUKyC, au3aptpus, [11C
Y TOBBIIIEHHAS] YTOMJISIEMOCTh, HAPYIIEHUE PUTMA W TPOBOAUMOCTH CEPALA.

B rpynme mnamuenTtoB co B3pociod (Gopmoil Hamboriee dYacTto
OOHAPYXKUBAJIUCH MBIIIEYHBIE CUMIITOMBI B BHJE CJIA0OCTH MUMHUYECKOM
MYCKYJIATyphl, MBIIII] 111U, BEPXHUX U HIKHUX KOHEUHOCTEH, ruropedaekcuu,
MBIIIIEYHOW runoToHuu, a Takxke [1IC u yromisieMmocTs, HapylieHUe pUTMa U
npoBoaAuMOCTH cepana. [lamuenTtsl co B3pocnoi popmoit MJ[1 craructudyecku
yalie *ajaoBaJIuCh Ha JbIxaTenbHble Hapylienus (p = 0,012) u umenu katapakrty

(p = 0,022) mo cpaBHEHUIO C MAUEHTAMU C APYTUMH popMaMu 3a00I€BaHU.
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3.2 KniuHuveckasi XapaKTepUCTHKA NMAIUEHTOB ¢ BPOXK/AEHHOI
¢popmoit M/I1

B uccnenoBanue 6p110 BKIItOUEHO 14 MAaMEHTOB ¢ BPOXKICHHON (OpMOii
M1, u3 vux 9 (64,3%) >xenckoro noina, 5 (35,7%) myxckoro nona. CpegHuit
BO3pacT MAIMECHTOB JaHHOH rpymmbl coctaBmi 20,3+12,3 et, u3 Hux 6 (42,9%)
ot Mutaamie 18 mer. CpeaHss mpoIoHKUTEILHOCTE 00ne3nn — 21,6+12,0 ser,
a 3aJep’KKa TOCTAaHOBKM jJuarHo3a cocrtasiseT 13,2+11,9 ner. IlonoBuna
MallMeHTOB B JIETCKOM BoO3pacTe HaOmomamach C JAAarHO30M  JIETCKHMA
niepedpanbhbii napanuy (JALIT), Tpoe (21,4%) — ¢ mocineacTBHeM epEeHECEHHOM
nepuHataiabHor sHiehanonatuu. 2 (14,3%) namwentam ObUT cpa3y BEPHO
YCTaHOBJICH JMArHo3, Tak KaK y OJHOTO U3 POJUTEICH Ha MOMEHT POXKICHHUS
peOenka yxe Obiia auarHoctupoBana MJI1. YV 2 (14,3%) maiueHTOB qUarHo3

nocraniieH He ObUT (Pucynox 4).

H BpoxzaeHHasa M/[1 B luarnos He yctaHoBsen M /IIIT  ® [Tocaegcrsus [1911

Pucynok 4 — Pacnpesenenue paHee yCTaHOBJIEHHBIX IMAarHO30B y MAlMUEHTOB C
BPOKICHHON MHOTOHHUYECKOH auctpodueit 1 tuna.

Iosicnenust k pucynky: LIl — nerckuit uepeOpanbubiii mapanuy, 11911 —
nepuHaTtaibHast SHIedaIonaTus.
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B npeoGnanatomem OomnbimacTBe (71,4%) ciydyaeB Oblia ycTaHOBIICHA
nepeaava mo MarepuHckou auauu, y 3 (21,4%) nmanueHToB — 1O OTLIOBCKOH, Y
OJTHOTO TAIMEeHTa HEe ObLIO YCTAHOBJICHO 1O KaKOW JIMHUW MPOU30IILIA Iepeaada
3aboneBanus. Y 3 (21,4%) matepeii manuenToB auarao3 MJI1 ObuT ycTaHOBIICH
0 pOXIeHusi OoNbHOTO peOeHKa, MPU OSTOM CHMITOMBI 3a00JeBaHUS
HaOmonamuchk y 10 (71,4%) pomureneit, 3 (21,4%) matepn oTMedanm pe3koe
porpeccupoBaHre 60JIe3HU BO BpeMsi OEpeMEHHOCTH WIIH Cpa3y MocCIie POJIOB, 2
(14,3%) oTHOB He NPEIBABIUIM KaKUX-ITHOO >Kajmo0 1mo 370poBbio. [locie
pOXACHHS O0JIBHOTO peOCHKa ArarHo3 Obl1 ycTaHoBjeH 4 (28,6%) matepsim. [pu
JeTalbHOM cOOpe aHaMHe3a y IBOMX MaTepei UMEJId MECTO CMEPTH TIEPBEHIIEB B
paHHEM HEOHATAJILHOM BO3pacTe.

bonee, uem y monoBunsl (57,1%) matepeii manueHToB ¢ BposkaeHHOW M/ 1
Ha0JII0/1aI0Ch MHOTOBOIHE BO BpeMsi OepemMeHHOCTH. 4 (28,6%) nereii poauinch
HefoHomeHHbIMU (Ha 30-33 Henmene recraumu). PopopaspemieHue mnytem
KecapeBa ceueHus 0110 y 6 (42,9%) matepeii mariieHToB ¢ BpoxkaeHHoH M/I1.

W3 14 manuentoB ¢ BpoxxaeHHO#H dopmoit M/[1 Obut 1 (7,1%) peGeHok,
MOCEHIAIIINN TOIKOJIBHOE 0011eo0pazoBaTebHoe yupexaenue, 2 (14,3%) —
ObLTM HEeopraHu3oBaHHbI. Taxoke cpeau narueHToB 0610 3 (21,4%) mkonbHUKA,
JBOC W3 KOTOPBIX IOCeIaan oOmeodpasoBarenbuyo mkomy, 1 (7,1%) —
CHEIUATN3UPOBAHHYI0  KOPPEKIIMOHHYI0 1iKoiny. CpemHee crenuaibHOE
0Opa3zoBaHKe MOJYYHIIa MOJIOBUHA HaueHToB, 1 (7,1%) marueHT ObLI ¢ BBICIIIMM
oOpazoBanueM. M3 nuil Tpy1ocrnocoOHOro Bo3pacta Ha MOMEHT HaOJIIOICHUS B
MCCJIEIOBAHUM — 8 TTAIIMEHTOB; HA MOMEHT OCMOTpa PabOTaIH O CIIEeNUATEHOCTH
3 (38%).

HukTO 13 B3pOCIBIX AIMEHTOB HA MOMEHT ITPOBEICHHS MCCIICIOBAHUS HE
HAXOJUJICS B OTHOIIEHUSAX, He Obul B Opake. Hu y ogHOro W3 mMaIueHTOB C
BpoxkJieHHON Qopmoit M/[1 He Obuto ngereil. Bce mainueHThl NPOXKUBAIU C

POACTBCHHHUKAMU U HYXXIAJINCh B UX e)KeI[HeBHOﬁ IIOMOIIIH B 6BITy.
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VY Bcex manueHToB ¢ BpoxaAeHHON hopmoit M/I1 ¢ poxxkaeHus: oTmedancs
CUHAPOM «BSJIOTO peOeHka». 3ajiepKKa MOTOPHOIO pa3BUTUsA Obuia Y
oompmmHCcTBa (71,4%) MAnMeHToB, a 3a/IepKKa TICHXO0-PEYEBOTO PA3BUTHUS — Y
57,1%. Cpengnuii Bo3pacT NpPUOOPETEHUSI HABbIKA CAMOCTOSTEIBHOW XOIHOBI
cocraBua 16 [15; 18] wmecsaueB, 1 mDamUMeHT HE JOCTHT CIOCOOHOCTH
camoctositenibHo Xoauth. Y 8 (57,1%) mnammeHTOoB ObLIa JAMAarHOCTHPOBAHA
BpokJieHHas nedopmarus crom, y 4 (28,6%) — xocornazue u'y 5 (35,7%) —
rugpouedanus. Y 1 mamueHta pasBHBIIAscS Tuaporedaivs MoTpedoBaa
MPOBENCHHUSI XUPYPTHYECKOTO JICUCHHUS — BEHTPUKYJIOTICPUTOHEATHLHOTO
ITYHTUPOBAHUS.

JlpIxaTenpHasi HEAOCTATOYHOCTh B /1e0I0TE 3a00JieBaHUsI OTMedaiach y 5
(35,7%) narreHTOB, BCeM IMalMEHTaM MOTPeOOBaiach JAbIXaTelIbHas MOIICPIKKa
¢ nmomorisio UBJIL. Y 9 (64,3%) narnueHToB ObLTH TPYTHOCTH MPU KOPMIICHUH, 4
(44,4%) n3 HuUX TpeOOBalicid MEPEBOJ Ha 30HJ0BOE NuTaHue. Hapymenus co
croponbl padboTsl XKKT, B yactHoCcTH 3anopsl, Ob11H y 5 (35,7%) marueHToR.

Onepanuu moj oOmel aHectesued Obtm  mpoBenenbl 8 (57,1%)
MaryeHTaM, CPeI HUX JBOUM JACTSIM — OIepalys Mo MOBOY KPUITOPXU3MA B
JIETCKOM BO3pacTe, OJHOMY peOeHKy — omepauus M0 MOBOJAY KOCOTIJIa3Hs.
Omneparnst 1O 3aMeHE XpyCTalWKa TMpOBEJACHA JBOMM TmareHTam. B
HOJIPOCTKOBOM  BO3pacTe OAHOMY peOEHKY MOoTpeOOBaloCh IPOBEACHHUE
XUPYPTUUECKOr0 JIEYEHUS] M0 TOBOJY IepeioMa IIedku Oeapa BCIEICTBHE
octeorniopo3a. Bo B3pociom Bo3pacte 1 mamueHTKe OBLIO IPOBEIACHO yaJcHHE
MHOMBI MaTKH.

VY Bcex MmanueHToB OTMEeYallach CTaA0MIIN3alUsl COCTOSIHUS B OOJIBIIIMHCTBE
CIIy4aeB MO Mepe JOCTHKECHUST aMOyIaTopHoi GyHKIMHU (B CPETHEM C BO3pacTa
16 mecsmer). OgHako B MOCIEAYIONIEM MPOTPECCUPOBAHUE 3a00JIeBaHUE OBLIO
xapaktepHo s 9 (64,3%) manmeHntoB, y octaibHbiX 5 (35,7%) Ha Bpems
OCMOTpa COCTOSTHME OBbUIO CTaOWIBHBIM, 0O€3 TPHU3HAKOB MPOTPATUEHTHOTO

TeueHus1. 3a nepuos HaomoaeHus (¢ saBaps 2021 mo mapt 2023 r.) ymepia ogHa
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nalnueHTka B Bo3pacte 23 JieT, NOPUYMHOM  CMEPTH  MOCIY>KWUIIa
OBICTPONPOTPECCUPYIOIIAS KAPAUOMUOTIATHS.

[Ipu npoBeaeHHH OOMICKIMHUYECKOTO OCMOTpa HApyIIEHHE y BCEX
MAIMEHTOB ObUTH BBISBJICHBI MHOKECTBEHHBIC MaJIbIC aHOMAJTUU PA3BUTHS, CPEIH
KOTOpBbIX: Jonuxonedanusi, BbICOKUH JI00, THUNEPTEIOPU3M, 3araBIlas
MIEPEHOCHIIA, CEJIOBUIHBIA HOC, «TOTHYECKOE» HE0O, MUKPOTHATHS, «KAPIUL»

por, nedopmaris BEpXHei ryobl 10 THITy HHBEPTHPOBaHHOU OYyKBbI V (PUCyHOK
5).

il

Pucynox 5 — ®eHoTHIMYECKHE 0COOEHHOCTH MMAIIMEHTOB C BPOXKIACHHOM (popMOit
MUOTOHMYECKOU quctpodun 1 Tuna.

VY 2 (14,3%) narrieHToB HaOIOAaIaCh H30BITOYHAs Macca Tena, y 1 (7,1%)
narueHTa — oxupenue. HenpaswibHeiii pukyc 061 y 13 (92,9%) narmenTos.
Pannsisi anaporeHHas anmorenusi Oblia oOHapykeHa y 3 (21,4%) marueHTOB.
Cpenu KOXXHBIX TNMPOSBICHUN OBbLT BBISBJICH AMCTAJIbHBIA THOEPTUApPO3 — y 3
(21,4%) narueHTOB, MHOXXECTBEHHbIC pomuHKU — y 2 (14,3%), enquHUYHBIC
runonurMenTHele natia —y 2 (14,3%). [lunomatpukcombl He 0OHAPYKEHBI HU Y

OJIHOTO TMaIlMeHTa ¢ BpoXKaeHHoU popmoit M/I1.
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3.3 KiiluHu4eckasi XapaKTepuCTHKA NMAIMEHTOB ¢ AeTcKoi ¢opmoii
MJI1

B uccnenoBanue Opuio BkIoYeHO 10 mamueHtoB ¢ uH(aHTUIBHON U 13
NaIMEeHTOB ¢ IoBeHWIbHOU dhopmoit M1, u3 Hux 9 (39,1%) — xeHckoro nona, 14
(60,9%) — myxckoro mona. CpeaHuid BO3pAcT MAIMEHTOB JAHHOW TPYIIBI Ha
MOMeHT ocMmoTpa — 24,8+10,9 net, 7 (30,4%) naruentoB Obutn Mitajire 18 met
Ha MOMeHT Kyparuu. Cpeanuii Bo3pact aedrora M/[1 cocraBun 10,6+4,9 ner.
CpenHssi npoAOIKUTEILHOCTh TeueHus: O0one3nu — 14,5+11,1 net, a 3amepxka
IIOCTaHOBKM juarHo3a cocrasasuia 11,1485 mer. 10 (43,5%) mnamueHToB
HAOIOMAINCh C UAarHO30M «HEYTOYHCHHOE HEPBHO-MBIIMICYHOE 3a00JICBaHHEC
(neyrounennoe HM3)», 3 (13%) mnamueHTOB — C HEHWpOJereHepaTUBHBIM

3aboneBanueM [{HC, 1 (4,4%) manueHT — ¢ HEIUCTPOPHUUSCKOW MHUOTOHHEH

Tomcena, 1 (4,4%) nanuent — ¢ CIABI" (PucyHok 6).

C/IBI

MuoToHus ToMceHa

HellpoziereHepaTUBHOE
3aboJieBaHUE

HeyTOouHeHHOe HM3
0% 10% 20% 30% 40% 50%

Pucynok 6 — Pacnipenenenue panee yCTaHOBICHHBIX TUATHO30B Y MAIIMEHTOB C
N1e00TOM MUOTOHMYECKOM AucTpoduu 1 TUma B 1E€TCKOM BO3pacTe.

Y 13 (56,5%) mamueHTOB ObLTa YCTaHOBJICHA IEpejaadya IO OTIOBCKOM

auHuY, y 5 (21,7%) — o marepunckoit, uy 5 (21,7%) naiieHTOB HE YCTaHOBJICHO
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10 KaKo¥ JTMHUH IMPOU30IILIa repenaya 3a00eBaHusl, TaK KaKk UX POJIUTENSIM He
BBITIOJTHSUIOCH TEHETUIECKOE TECTHPOBAHHUE 110 TEM MJTU HHBIM TIPUIHHAM.

Cpenu mammeHToB ¢ Jerckoit ¢opmoit MJI1 6o 6 (26,1%) nerei,
moceraronme odieo0pazoBaTenpHy0 mKkoay. OnHa marnueHTka 3akoHdma 11
KJIaCCOB 00I1Ie00pa3oBaTEIbHOMN MIKOJIBI 0€3 JalbHEHIIIer0 00yUeHHUs B BBICIIIEM
yueOHoM 3aBencHuH. 7 (30,4%) manueHTOB MOIYYWIH CPEIHEe CIeUaTbHOe
obpazoBanue. Tpoe (13%) manmeHTOB SBISAIOTCA CcTyacHTamu, 6 (26,1%)
MAIMEHTOB MOTYYHIIN BBICIIee oOpa3oBanue. M3 uil Tpy10CIOCOOHOTO BO3pacTa
(17 manmeHTOB) HA MOMEHT ocMOTpa padotanu 4 (23,5%).

Tpoe (13%) B3poCbIX MAIMEHTOB Ha MOMEHT MPOBEICHHSI UCCIICTIOBAHMUS
ObLIM B Opake, y HUX €CTh JETU: IO OAHOMY peOCHKY B JIByX CEMbSX, B OJHOMU
CeMbE — JIBOE JIETEH, OJIMH U3 KOTOPHIX yHAClIe0Ball 3a00JIeBaHNE OT POIUTEIS.
VY nBoux nereil 3a0oseBaHue AEOIOTUPOBATIO C POXKACHUSA, 3TU JETH COCTABUIIU
TpyIIly MAlMEHTOB ¢ BpoXkJaeHHON popmoit M/[1 B nanHo# pabote. ¥ pebenka
U3 TpeThell ceMbu 3aboseBaHHE JAEOIOTUPOBAIO HA MOMEHT IPOBEICHMUS
HCCIIeI0BATENbCKOM paboThl B Bo3pacte 10 jeT, 0JJHaKO POIUTENN OTKA3aIUCh OT
MPOBEJICHUS TEHETHYECKOT0 TECTUPOBAHMS U 00cTIe1oBaHus peOeHKa.

Cpenu nepBbIX CUMITOMOB y MallUEHTOB C JIETCKOM (opMoii 3a001eBaHMs
MuoTOHUS kucter Obuta y 11 (47,8%), Muotonus s3eika —y 5 (21,7%), MuoToHus
xeBateabHOH Myckynatypsl y 4 (17,4%). Meieynas c¢iabocTh B HOTax H
HapylieHre moxoaku Obutn y 2 (8,7%) marmuentoB B aedrote MJI1, cinabocTh B
pykax —y 3 (13%), cmabocts mbim meu — y 2 (8,7%), nusaptpus —y 7 (30,4%).
VY yactu manueHToB 3a00JieBaHME HAYUHAIOCH C HEMBIIIEYHBIX CHMIITOMOB.
Karapakra u ctpadbu3m Obut quarHoctupoBana y 1 (4,3%) nmanueHToOB B Havasie
3aboneBanus. Y 9 (30,4%) manpeHToB 00JIe3Hb IeOIOTHPOBAa C MOBBIIICHHON
YTOMJIIEMOCTH ¥ THEBHOW COHJIUBOCTH, ITPHU 3TOM Y | marmeHTa 370 ObLT EePBHIii
Y ¢JIMHCTBEHHBIN cuMnToM Oosie3nn. Y 2 (8,7%) manueHToB MepBbIM CUMIITOMOM
OBLTO Helep)KaHue MOYH, a Takxke KoHctunamms. Y 1 (4,3%) manueHTa mepBbIM

CHUMITTOMOM 3a00JIeBaHus OBLIO HAPYIIICHHE CEPCUHOr0 pUuTMa, eie y 1 (4,3%)
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— paHHSs aHapOTreHHas anonernus. Y nBoux (8,7%) Ha mepBbId IUIAH BBIXOIWIIH
KOTHUTHBHBIE HAPYIIIEHUS B 1e0I0TE 3a00JICBaHUSI.

Onepanuu  moj oOmeld aHecteswer ObtM  mpoBenensl 9 (39,1%)
MaIMeHTaM, CpeJd KOTOpBIX: olepamus 1o 3aMmeHe xpycrammka (1),
tupeoudkToMus (1), xomerucrakromus (1), ymaneHue kucthl suunuka (1),
Bapuriekromus (1), omeparus mo ooy neputonuta (1), repanoruiactuka (2),
ynanenue Hepyca (1). OcioxHEHHH BO BpeMs U ITOCJIC MPOBEICHHS OTICpalifii He
Ha0JIr01aJI0Ch.

Y 18 (78,3%) mnammeHTOoB 3a00JIeBaHHE HOCHIO MPOTPECCHPYIOIHIA
xapaktep, y 5 (21,7%) maiueHToB COCTOSIHAE Ha BPEMsi OCMOTpa ObLIO OLIEHEHO
Kak ctabmiibHOe. 3a nepuo HabmoaeHus (¢ saBapst 2021 no mapt 2023 r.) ymep
OIMH MalWeHT B Bo3pacte 49 JeT, NpearoioKHUTEbHO INPUYNHOW CMEPTH
TIOCITY)KUJIO HapyIICHHE CEpACYHOTO PUTMA, BCKPHITHE HE IPOU3BOIUIOCH.
Heo0XomuMo OTMETHTh, YTO y 93TOr0 TAlMEHTa OTMEYalcs OTSATOIICHHBIN
COMAaTHYCCKUI aHAMHE3 B BHJIC HAIMYHS MEPIIATEIIBHON apUTMHUH, TBIXaTSIIHHOM
HEJIOCTATOYHOCTH, PEHUIUBUPYIOIIUX OpoHx0JiIeToYHbIX 3a0omeBanust 1 COAC
TSKCJION CTEIICHU BBIPAKCHHOCTD.

B ornmuue ot mamueHToB ¢ BpoxkaeHHOM (opmoit M1 Tompko y 15
(65,2%) mamuenToB oOpamand Ha ce0fd BHUMAHHE MHOXKECTBEHHBIC
MUKPOAHOMAQJIMA  PA3BUTHS: BBITAHYTOS JIMIO, THUIOTPOMUS BHUCOYHOM
MYCKYJaTypbl, MUKPOTHATHS, PETPOTHATHS, TOHKHE T'yObl, apkooOpa3Hoe Hebo,

HETPaBWIBHBINA MTPUKYC, OTTONIBIPEHHBIC YIITU, MajieHbkue yiu (Pucynox 7).
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Pucynox 7 — ®deHoTunmyeckue 0COOCHHOCTH MAIMEHTOB C JETCKOW (opMoit
MHOTOHHYECKOU quctpodum 1 Thma.

[Ipu mpoBeneHN:H COMaTHIECKOTr0 OCMOTpa o0pamiany Ha ce0s BHUMaHUC
cienyromte ocooeHHocTH. [ToBeimennas Macca Tena obuta y 3 (13%) manueHros,
y 1 (4,3%) naruenra — oxupenne. HenpaBwibHblid npukyc O0but y 16 (69,6%)
nalueHToB. PaHHss aHIporeHHas ajonerwys obuta ooHapyxkena y 7 (30,4%). [Ipu
0CMOTpe KOXHBIX TOKpoBOB y 10 (43,5%) manneHTOB ObUT BBISBICH TUCTATbHBIH
runepruapos, y 5 (21,7%) — eaMHUYHbBIC TUIIEPIMTMEHTHBIC MATHA, ¥ 2 (8,7%) —
HeBychl, y 2 (8,7%) mHOXecTBeHHBbIe poauHKH, v 1 (4,3%) — dommukynspHbIit
rurnepkeparo3. [InaoMaTpruKcoMbl He OBUTH BBISIBICHBI HH Y OJTHOTO MAIUEHTA C

netckoi ¢popmoit M/I1.

3.4 KnuHuyeckasi XapaKkTepUCTHKA MAIUEHTOB cO B3pocJioii ¢popmoii

M1
JlaHHYIO TpyIITy COCTaBUIM 29 MaMEeHTOB CO B3pOCIION U 6 MallMEHTOB C

no3aHe (onurocuMnromMHon) gopmoit MJ{1, u3 Hux 16 (45,7%) xeHimuH u 19

(54,3%) myxxunH. CpenHHH BO3pACT MAIMCHTOB JAHHOW TPYIIBI HA MOMCHT
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ocmotpa — 46,2+9,6 mer. Cpemnuii Bo3pacT AeOroTa 3a00JIeBaHUS COCTABHI
33,5+11,8. Cpennsisi npo0DKUTENBHOCT 00s1e3Hu — 12,7+8,9 net, a 3agepxka
IIOCTAHOBKK  AuarHo3a cocraBmia 10,2+8,2 mer. Ha  ocHoBanuu
aHAMHECTUYCCKUX JaHHBIX 16 (45,7%) manmueHToB JI0 IOCTAaHOBKHA BEPHOTO
JIUarHo3a HaOMIOJaMUCh C JUArHO30M «IOSICHO-KOHEYHOCTHASsT MBIIICUHAs
muctpodus», 6 (17,1%) — muacrenus rpasuc, 2 (5,7%) — Hemuctpoduyeckas

muotonus Tomcena, 2 (5,7%) — 6ose3np aBurarenbHoro Heripona (Pucynok 8).

60J1€3Hb ABUTrATEJLHOIO HEUPOHA

muoToHus ToMceHa

MHUaACTEeHUA I'paBUC

MOSICHO-KOHEYHOCTHasI MbILIeYHasI
Juctpodus

0% 10% 20% 30% 40% 50%

Pucynok 8 — Pacnipenenenue paHee yCTaHOBICHHBIX TUATHO30B Y TMAIIHEHTOB C
N1e00TOM MUOTOHUYECKOHM AucTpoduu 1 THIa BO B3pOCIOM BO3pACTeE.

HacnenoBanue 3a00JieBaHmsI yAaI0Ch ONPEICTUTh HE BO BCeX caydasx: 13
(37,1%) nanmenTtam 3aboneBaHue nepeaanock ot orua, 10 (28,6%) — ot marepw.
Cpenn manueHTtoB ¢ aedtrorom MJI1 Bo B3pociom Bospacte 1 (2,9%)
MalMEeHT 3aKOHYMII 8 Kj1accoB 00I1ieoOpa3oBaTeIbHON MIKOJbI, 1 marueHt — 10
kiaccoB. CpenHee crieinanbHoe oopazoBanue noayuwin 13 (37,1%) marueHTos,
a 20 (57,1%) mnamueHTOB NOJY4YWJIHM BbIcIiee oOpa3oBanue. Ha MomeHT

npoBeacHUs uccienoBanus Bcero 14 (40%) mamMeHTOB MPOIOJIKAIOT CBOKO
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po(heCCHOHATIBHYIO JIeATEeIbHOCTh, OCTaJIbHBIC MPEKPATHIN padoTaTh MO TEM
WJIA UHBIM TIPUYHAHAM.

B 6pake cocrosumu 22 (62,9%) manmenra. Y 24 (68,6%) mamueHTOB eCcTh
JNETH, Cpend OHTHX OONBHBIX y 5 wMaTepeld ACTH yMepiId B IEPHOJE
HOBOPOXKJCHHOCTH. B TIONIOBMHE ceMeil JeTh yHacjemoBaiu 3a0o0JieBaHUE OT
pomutensi: B 9 (37,5%) cembsax 3aboseBanue OBLTIO MEpenaHO MO MAaTEPUHCKOM
auanH, a B 3 (12,5%) cembsax — o otmoBckoi auaun. B 10 (41,7%) cembsix ObuIn
et 6e3 kKIuHuU4eckor cummnromaTtuku, JIHK-amarHocTrka aisi MCKITIOUEHUS
3a0oJieBaHus ipoBoamiach y 2 (20%) nereid.

Ha ocHOBaHMM aHAMHECTHYECKUX JAaHHBIX OBUIO yCTaHOBJICHO, YTO B
ne0roTe 3a00J1eBaHus y TAMEHTOB CO B3pOCIIOi (POPMOIt MUOTOHHUS KUCTEW ObLIa
y 24 (65,7%) namueHToB, MuOoTOHUsA s3blka — y 5 (14,3%), MuoTOHUSA
XKeBaTeabHON MycKynaTypsl —y 3 (8,6%). Mebliieynas ci1abocTh B HOrax Obuia y
12 (34,3%) manuentoB B nebrore MJI1, Hapymenue moxoaku — y 7 (20%),
crabocTh B pykax —y 9 (25,7%), cnadbocth mbit men —y 12 (34,3%), nusaptpus
— y 3 (8,6%) manmeHTOB COrJacHO aHAMHECTHUYSCKMM JaHHBIM. [lepBoe
KJIMHUYECKOE MPOSBIICHUE B BHJIC U30JIMPOBAHHON KaTapaKThl OTMEYAIOCh y 4
(11,4%) maruenTos, a 'y 5 (14,3%) nanueHTOB KaTapakTa BOSHHKaa B COYCTAHUN
¢ apyruMm cumnToMoB. Y 9 (25,7%) mamueHTOB 0O0JI€3HL JCOMOTHpOBANA C
ITOBBILIEHHON YTOMJIIEMOCTH U JHEBHOM COHJIMBOCTH, & Y OJHOM MALMEHTKH C
no3Her hopmoit M/[1 310 OBLTIO €IMHCTBEHHOM Kajl0OOM HAa MOMEHT OCMOTpA.
Jle61oT 3a00J€BaHUs C HKEyIO0YHO-KUIIEUYHbIX CUMIITOMOB ObUI y HEOOJBIION
YacTH MAaIlMEHTOB: auapes Obuta y 3 (8,6%) marueHToB, KOHCTHIALUS — y 2
(5,7%). V nBoux (5,7%) mamnmeHTOB 3a00JICBaHUEC HAYMHAIOCH C OyJIBOAPHBIX
HapyweHuid. Hapyiienue putMa cepaua B ae0roTe 3a00eBaHus ObLUIO Y OJHOTO
nauenTta. Y 7 (20%) nanueHToB aHIpOreHHAs aJTOTELHs ObLIa OHUM M3 IIEPBBIX
cumnToMoB M/I1.

YV 25 (71,4%) nanueHTOB B aHaMHe3e OBUTM OMepald I0J] OOLIUM

HApKO30M, CpEAM KOTOPBIX: xojenuctdakToMus (4), ammenmdkromus (7),
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repauoruiactuka (2), rucrepakromus (5), omeparus Mo MOBOAY BapHUKO3HOTO
pacimupeHusi BeH HWKHHX KoHeyHocTel (1), ymaneHwe kucThl smyHHMKa (2),
KecapeBo ceueHue (6), ynanenue katapakthl (8). Haubonee wacto omnepauuu
IPOBOAMIIUCH TIO MOBOJY 3aMEHBI XpycTanuka. MHTpa- u mocieonepannoHHbIX
OCJIO)KHEHHI He ObLIO HU Y OJTHOTO MallUeHTA.

JIvme y 6 (17,1%) naruieHToB 3a00JieBaHUE POTEKAIO0 CTaOMIbHO, 4 W3
KOTOPBIX MaIMEHTHI ¢ mo3aHe dopmoit MJI1. B TeueHune uccienoBanus ymep
OJIMH TaIMeHT B Bo3pacte 70 neT, mpuyrMHa CMEPTU HE YCTAHOBJIEHA, BCKPHITHE
HE MPOBOIUIOCE.

[Tpu npoBenenun odmekuHnIeckoro ocmorpa y 11 (31,4%) nmarnueHToB
OBLTM BBISIBJICHBI MUKPOAHOMAJIMH pa3BUTHs. [loBbIIIeHHAas Macca Tena OblIa y
11 (31,4%) naruenToB, y 6 (17,1%) — oxxupenue. HenpaBriIbHBIN IPUKYC OBLT Y
16 (45,7%) marmuentoB. Panuss aHmporeHHas ajomnernus Obuia y 15 (42,9%)
narueHToB. Cpeau KoXHBIX nposBicHui y 7 (20%) narueHToB ObUT BBISBIICH
nucTanbHblil runepruapos, y 4 (11,4%) — MHOXXECTBEHHBIC POIAMHKH |
CIMHUYHBIC TUIICPITUTMEHTHBIE TIATHA, ¥ 3 (8,6%) — HeBYCHI U (POUTMKYIISPHBII
runepkeparo3, y 1 (2,9%) — wneiiponepmarut. [TmioMatprukcoMbl He OBLIH

BBIABJICHBI HU Y OAHOI'O ITAIMCHTA.

3.5 /laHHBIe HEBPOJOTHYECKOI0 0CMOTPA Y NAIMEHTOB C Pa3HbIMHU
¢popmamu M/I1

[lpu mpOBEJCHUH HEBPOJIOTHUECKOTO OCMOTpPA CIa0OCTh MUMHYECKOM
MYCKYJIaTyphl HaOJII01a1ach y BceX MalMeHToB ¢ BpoxkaenHo M1, y 20 (87%)
naiueHTa ¢ Jaerckor (opmoii 3aboseBanus u y 29 (82,9%) mamueHTOB CO
B3pocioi hopmoit. ['umoTpodun BHCOUHBIX MBI oOHapykeHa y 13 (92,9%)
NaIKreHTOoB ¢ BpoxaeHHow, y 18 (78,3%) ¢ nerckoii u 'y 30 (85,7%) marueHTOB cO
B3pocioit hopmort MI1. V 5 (35,7%) nmanmenToB ¢ BpoxaenHoi, y 13 (56,5%)

NaIMeHToB ¢ AeTckoi u 'y 22 (62,9%) maiueHToB co B3pocioi popmoit MJI1 6611
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CUMMETpHUYHBIN ToaynTo3. [lomHeii nTo3 6bu1 0OHapyxeH y 1 (2,9%) manuenTa
co B3pocJoit ¢popmoit M/T1.

['ma3onBurarenpHbie HapymeHus Obm y 5 (35,7%) manueHTOB C
BpoxkaeHHon MJI1: y 2 — anprepHUpyIOIMA CcTpaOu3M, y OIHOTO —
COJIPY’KECTBEHHBI  CXOIdIuica cTpabusM, y 1 — coapyKeCTBEHHBI
pacxonsaumiics crpadbusM, y | — mape3 B3opa BBEpX, YacTU4YHAs HapyKHas
opranemoruierus. Y tpoux (13%) mammenTtoB ¢ merckoit gopmoit MJI1 npu
OCMOTpE BBISIBJIEH COJIPY>KECTBEHHBIN pacXosIuiics cTpadusm, y 1 maruenTa —
yacTUYHas HapyxkHas odranpMmoruierus. BepTukanpHblii mape3  B3opa
HaOroancs y oaHoro (2,9%) nmamuenra ¢ 1e6r0ToM 3a00JIeBaHUS BO B3POCIOM
BO3pacTe.

Y wyactu mnarmueHToB ¢ BpoxiaeHHoM MJI1oOHapyxeHbl OyiabOapHbIe
HapyILIeHUs: AU3apTpusi — y Bcex marueHToB, auchonus — y 10 (71,4%),
nucharus —y 5 (35,7%), cHmkeHue TiI0TOYHOTO peduiekca — y 6 (42,9%). ¥V
nanueHToB ¢ jaerckoit ¢dopmoii MJI1 cpenu OynbOapHBIX HapyIICHUM
npeobyanana au3aptpus — y 15 nmanuenton (65,2%), muchonus — y 8 (34,8%),
nucharus —y 6 (26,1%), cHmkenue riotounoro peduexca —y 7 (30,4%). Cpenu
OynpOapHBIX HApYIIEHUH y ManueHToB ¢ aed6rorom M1 Bo B3pociom Bo3pacte
nuzaptpust BeisiBsiach y 21 (60%), auchonust —y 11 (31,4%), nucdarus —y 15
(42,9%), camxenue rmotouHoro peduiekca —y 14 (40%) (Tabmuna 5).

Tabnuua 5 — HeBposiornueckue CUMIITOMBI HA MOMEHT OCMOTpPA y TAllMEHTOB C
azHpiMu (hopmamu MJI1

dopma YacToTa BcTpeuaeMocTH, B %
Bpoxnennas | Jlerckass | B3pocaas p
HeBposorndyeckne CHMITTOMBI (n=14) (n=23) (n=35)
C1ab0CcTh MUMHAYECKHAX MBIIIII] 100 87 82,9 0,198
['umoTporu BUCOYHBIX MBIIIII] 92,9 78,3 85,7 0,821
[MomymTo3 35,7 56,5 62,9 0,336
['ma3onBurarenbHble HApyIICHUS 35,7 13 8,6 0,070
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®dopma Yacrora BcTpeyaemoctH, B %
Bpoxpaennas | Jlerckas | B3pocaas p
Hespostornueckue cuMIt 1 (n=14) (n=23) (n=35)
Huzaptpust 100 65,2 60 0,016
Juchonus 71,4 34,8 31,4 0,029
Hucharus 35,7 26,1 429 0,584
CHKeHHe rII0TOYHOTro pediiekca 42,9 30,4 40 0,853
KoHTpakTypbl KPYIHBIX CyCTaBOB 85,7 65,2 68,6 0,420
H3MmeHeHne HOXOAKH 85,7 39,1 62,9 0,030
Mplmeynas THIOTOHUS 92,9 60,9 65,7 0,247
CHMKEHNE/0TCYyTCTBHUE
57,1 47,8 71,4 0,352
CYXOKUJIbHBIX pe(IeKCOB C PyK
CHIKeHne/0TCyTCTBHE
71,4 60,9 91,4 0,063
CYXOXKHIIBHBIX PE(IICKCOB C HOT
JlucranbHas c1aboCTh MBIIIIL PYK 85,7 73,9 77,1 0,116
[TpokcumanbHas CIa00CTh MBIIII]
57,1 34,8 31,4 0,095
PYyK
JucranbHas ¢1a00CTh MBIIIIL] HOT 57,1 47,8 68,6 0,387
[TpokcumanbHas CIa00CTh MBIIII]
429 8,7 20 0,065
HOT
C1ab0CTh MBIIIII] IIIEU 100 62,5 77,1 0,267
ITomoxuTenpHLINA CUMIITOM BajInKa 21,4 47,8 45,7 0,188
MuoToHHUS A3BIKa 50 78,3 54.3 0,062
MUOTOHUS KUCTEN 50 73,9 62,9 0,227
MuoToHus xeBaTeIbHON
28,6 34,8 34,3 0,894
MYCKYJIaTypBbI
MuoToHMS BEpXHUX BEK 7,1 13 2,9 0,255
51 Has MBIIIEYHAs
Ay 7,1 0 2,9 0,442
runorpodus
JlucranbHble THIOTPO(MUN MBIIIII]
429 52,2 62,9 0,545
pyK
[TpokcumanbHBIC THITOTPOGUH
21,4 26,1 31,4 0,888

MBIIII PYK
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®dopma Yacrora BcTpeyaemoctH, B %
Bpoxpaennas | Jlerckas | B3pocaas p
Hespostornueckue cuMIt 1 (n=14) (n=23) (n=35)
JluctanbHbIe TUTIOTPO(UN MBITIII]
42,9 43,5 71,4 0,112
HOT
[IpoxcumanbHbie TUIIOTPODUHN
P po 7,1 0 8,6 0,404
MBIIII HOT
KoopaunaTtopHbie HapyIIeHUS 0 13 14,3 0,381
Cumkxenue 00J1eBOM
14,3 17,4 28,6 0,596
YYBCTBUTEILHOCTH
Ha €HHe TIIyOOKOM
Py Y 7,1 8,7 28,6 0,251
YYBCTBUTEIBHOCTH

Hapymienne oObema ABMKCHHH OBLIO BBISBICHO MPEUMYIICCTBEHHO B
TOJICHOCTOMHBIX cycTaBax y 12 (85,7%) mamuenToB ¢ BpoxaeHHoit MJI1, y
OJTHOTO M3 3THUX MAIIMEHTOB TAK)KE OBLIM KOHTPAKTYPHI B JIOKTEBBIX CyCTaBax.
KoHTpakTypbl TOJEHOCTONMHBIX CcycTaBoB Obumi y 15 (65,2%) manmeHTOB C
nerckoit u 'y 24 (68,6%) co B3pocnoit popmoit M/I1. 4 (17,4%) naruenra c
nerckoit u 6 (17,1%) mammeHTOB CcO B3pocioi (GopMoil 3a00JCBaHHUS HMEIIH
KOHTPAKTYPhI B JOKTEBBIX CycTaBaxX. KOHTpaKTypsl B JIyde3alsICTHBIX CyCTaBax
obHapyxensl y 1 (4,3%) nmanuent ¢ nerckoi y 1 (2,9%) mammeHTa co B3pociion
dopmoit MI1. ¥V 12 (85,7%) nmamueHTOB ¢ BpokIeHHOM (OpMOI HaOIr0AaIach

nedopmarus cTor.

CHmKeHne MBIIIEYHOTO TOHYCa BEPXHHUX M HIDKHUX KOHEUYHOCTEH OBLIO Y
13 (92,9%) manuenToB ¢ BpokaeHHoi, y 14 (60,9%) ¢ nerckoii u y 23 (65,7%)
nanueHToB co B3pocioit dopmort MJI1. Ha mepuonnueckue 00iu B MBIIIIAX
NPeIbSBIISLIIH Kano00bl 4 (28,6%) manuenTa ¢ BpoxkaeHHoMH, 2 (8,7%) ¢ neTckoii u

0onee uetBeptH (28,6%) marpieHTOB co B3pocioi dhopmoit M/1.
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Cpenu nanueHntoB ¢ BpoxaeHHON MJI1 cyxoxuibHble pedaeKchl C pyK
oTcyTcTBOBaN Y 4 (28,6%) mannenToB, ObuH cHUKEHBI — Y 4 (28,6%), y 1 (7,1%)
namnueHTa peduekcbl ObUIM OXUBICHBL, y 5 (35,7%) — ObuIM HE W3MEHEHHI.
CyxoxuiapHble pediaeKkchl € HOT y TManWeHToB ¢ BpokaenHod MJI1
oTcyTcTBOBaM y 6 (42,9%) maumeHToB, Obutn CcHIKEHBI — y 4 (28,6%),
oxxuBieHHbIMU — Yy 1 (7,1%) namnuenta. Cpeau maneHToB ¢ JIeTCKOi (hopMoit
M/I1 apednekcus BoisiBaeHa y 7 (30,4%) u 12 (52,1%) maiueHToB ¢ pyK U HOT,
COOTBETCTBEHHO. | umopedaekcus y maueHToB ¢ JeTCKOW (popmoit 3a00aeBaHUs
BoIsiBiicHa y 4 (17,4%) 1 2 (8,7%) nallueHTOB ¢ BEpXHUX U HUKHUX KOHEUHOCTEH,
COOTBETCTBEHHO. B rpyrmme namueHToB co B3pocion ¢popmoit M1 apednexcus
BeisiBIicHa y 15 (42,9%) u 24 (68,6%) c pyk M HOr, COOTBETCTBEHHO.
['unopeduiekcus BoisiBiieHa y 10 (28,6%) u 8 (22,9%) manueHTOB ¢ BEpXHUX H
HUKHUX KOHEUHOCTEHN, COOTBETCTBEHHO.

CnabocTh JIUCTANBHBIX MBIII] pyK Obuta oOHapyxkeHa y 12 (85,7%)
HaIMeHTOB ¢ BpoxkaeHHOH, y 18 (73,9%) manuenToB ¢ aerckoit u'y 27 (77,1%)
nanuMeHToB co B3pocnoil popmoit M/I1. IIpokcumanbHas cinaboCTh MBI PYK
BeisiBiIcHa y 8 (57,1%) manmenToB ¢ BpoxxacHHOU, y 8 (34,8%) marueHTOB €
nerckoit u 'y 11 (31,4%) maumentoB co B3pocioi dopmoit MJI1. Crnabocts B
JMCTaTBbHBIX MBIIIIAX HOT HaOmomanack y 8 (57,1%) nanueHToB ¢ BpOXKISHHOMH,
y 11 (47,8%) manumentoB ¢ aerckoit u'y 27 (77,1%) manueHTOB CO B3POCIIOW
dopmori MJI1. IIpokcumanbHas ci1abOCTh HIDKHUX KOHEUHOCTEH Oblia y 6
(42,9%) narueHToB ¢ BpoXacHHOU, ¥ 2 (8,7%) mammeHToB ¢ merckod m y 11
(31,4%) co B3pocmoii dopmoit M/I1. A y 3 (13%) namnueHToB ¢ ACTCKOH U 3
(8,6%) co B3pocimoit MJIl mo pesyiabTatam HEBPOJIOTHYECKOTO OCMOTpa
oOHapyKeH MPEUMYIIECTBEHHO MPOKCUMAIBLHBIN MATTEPH MBIIICYHOMN CIIa00CTH.
Hapymienue moxoaku Obuto BeissBiieHO y 12 (85,7%) manueHToB ¢ BPOKIACHHOM,
y 9 (39,1%) manuenToB ¢ jgerckod u y 22 (62,9%) manmeHTOB CO B3pOCIIOH

dopmort MJ[1. CnaGocTh MBI TIeW ObIJIa Y BCEX MAIIUEHTOB C BPOXKICHHOM
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MJI1 u mpeobnagaromero OOJBIIMHCTBA MAIIMEHTOB C JETCKOW MU B3POCION

dopmamu 3ab6oneBanus (15 (65,2%) u 27 (77,1%), COOTBETCTBEHHO).

MuoToHust Bek ObLTa 0OHApyKeHa TOJBKO B TPYIINE MAIIMEHTOB C JIETCKOM
dopmoit MJI1 y 3 (13%) uenoBek. MHOTOHHS SI3bIKAa W KHCTEH BBIIBIICHA Yy
IIOJIOBHHBI TMAIUECHTOB ¢ BpokaeHHOW u y 18 (78,3%) manueHToB C JETCKOM
dbopmoii 3a0oneBanus. Y mamueHtoB ¢ aedtorom MJI1 Bo B3pociiom Bo3pacte
MHUOTOHHUS s3bIKa W Kucte Obima y 19 (54,3%) u 22 (62,9%) namnueHTOB,
COOTBETCTBEHHO. MUOTOHUS JKEBATEIHHONH MYCKYJIATyphl ObLIa XapakTepHa s
4 (28,6%) narreHToB ¢ BpoxaeHHOH, 11 8 (34,8%) nmanueHToB ¢ ASTCKOM U JIJIs
12 (34,3%) nammenToB co B3pocioit ¢Gopmori MJ[1. CHMITOM MBIIIEYHOTO
BaJIMKa OBLI MOJIOKHUTEIBHBIM Y 3 (21,4%) manmenToB ¢ Bpoxkaennoi, 11 (47,8%)
HAIMCHTOB ¢ JieTckoi u 16 (45,7%) co B3pocioii hopmoit M/I1.

['unotpopuu y mnanueHToB ¢ BpoxaeHHot MJ[1 waGmromanuch
PEUMYIIECTBEHHO B TUCTAIBHBIX MBIIIIAX PyK U HOT y 6 (42,9%) narueHTos.
Cpenu nanueHnToB ¢ getckoit Gpopmoit M1 runorpodguu qucTanbHBIX MBIIIIAX
pyk HaOmonamuch y 12 (52,2%) naruenTos, Hor — y 10 (43,5%). 'unotpodun
JUCTATBHBIX MBI PyK HAOMIOAATUCh Oosee, yeM y mojoBuHBL (62,9%)
HaIKMEeHTOB CO B3pocioi ¢hopmoii 3aboseBanus, Hor —y 25 (71,4%). YV 3 (21,4%)
MAIMCHTOB ¢ BpOXKAeHHOH, 6 (26,1%) mnarmuentoB ¢ gerckor u 11 (31,4%)
MaIMeHToB co B3pocioit hopmoit MJI1 runorpoduu 3aTpoHyIIH MPOKCUMATBLHBIC
mbiiel pyk. Y 4 (17,4%) naumentoB ¢ aetckoi u 3 (8,6%) mamueHTOB co
B3pociion ¢popmoit M/[1 B maTosioruueckuii mporecc ObUTH BOBJICUEHBI MBIIIIIBI
Mosica BEPXHUX KOHEUHOCTEH (TpyaHbIe, HAJIOCTHBIE TTOJ0CTHBIE, POMOOBUIHBIC
mbiinel). Jduddysnas wernmeunas runorpodus Habmomanace y 1 (7,1%)
nanueHTku ¢ BpoxaeHHod MJI1 u 1 (2,9%) nmauuenrta co B3pocioit Gopmoid.

[Ipu oreHKe BBIPa)KEHHOCTH MBIIIIEYHBIX CUMIITOMOB C TIOMOIIIBIO IITKAJTBI
MIRS (Pucynok 9): 1 (14,3%) namueHt co B3pocion ¢popmoii M/[1 wabpan 1
0asu1 (COOTBETCTBYET OTCYTCTBHIO CHMIITOMOB MBIIIICYHO# caboctn); 4 (28,6%)

nanueHra ¢ BpoxxacHHou, 12 (52,2%) mammentoB ¢ merckoii m 5 (14,3%)
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MaryeHToB co B3pocioit ¢opmorr MJI1 HabGpasm 2 0Gamra (COOTBETCTBYET
MHUHHUMAJIBHBIM MBIIIEUYHBIM cuMiiToMaM); 3 (21,4%) manuenTa B ¢ BPOIKICHHOM,
6 (26,1%) maruentoB ¢ netckor u 14 (40%) manueHTOB CO B3pOCION GopMOi
MJ11 Habpanu 3 6aiia (cadocTh B AMCTAIBHBIX MBIIIIAX); 5 (35,7%) nanueHToB
¢ BpoxkacHHOH, 2 (8,7%) marmuentoB ¢ gerckoir u 5 (14,3%) mamnmeHTOB CO
B3pocioir Gopmoit MJI1 — 4 OGamna (ymepeHHast ci1aboCTh B MPOKCUMAIBHBIX
mbimiax); 2 (14,3%) namuenra ¢ BpoxaeHHoi, 3 (13%) marueHTa ¢ 1eTCKOM U 6
(17,1%) namumentoB co B3pocion ¢opmorr MJ[1 — 5 OamioB (BbIpakeHHas

c1a00CTh B TPOKCUMATHHBIX MBIIIIIAX ).

Pacnpedesenue mviuieuHol caabocmu no

wkasne MIRS
60,00%
50,00%
40,00%
30,00%
20,00%
10,00% I I I
0,00% l
1 6asut 2 6asna 3 6asia 4 6anna 5 6as1oB

B BpoxaeHHasa M/[1 W [lerckas M/I1 B3pocaaa M/|1

Pucynoxk 9 — Pacnipenenenue Meimednoi cnadoctu no mkane MIRS y maruenTos
C pa3HbIMU (popMaMu MUOTOHMYEeCcKOH nuctpoduu 1 (p = 0,079).

[Ipu mnpoBeAeHUM JTUCIIEPCHOHHOTO OJMHOGAKTOPHOTO aHamu3a Oblia
BBISIBJICHA B3aUMOCBSI3b MEXKY CTEIECHBIO TSHKECTH MBIIICYHBIX HAPYIICHUH 10
mkane MIRS u Bo3pacToM mHanueHTOB, W JIMTEIBHOCTHIO 3a00JICBaHUS, YTO

noATBepxkAaeT mporpaaueHTHoe Teuenue MJ[1 (Tabnuma 6).
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Tabmuma 6 — Pacnpenenenwe Bo3pacTta W JUIMTEIBHOCTH 3a00J€BaHUS B
3aBHCUMOCTH OT Oasuta no mkajge MIRS y nmarmentos ¢ M/[1
bann no MIRS
1 2 3 4 5)
p
Me[Ql- | Me[Ql- | Me[Ql- | Me[Ql- | Me[Ql-
Q3] Q3] Q3] Q3] Q3]
Bospact | 57 [49-58] | 23[15-35] | 38 [32-50] | 36 [18-43] | 37 [33-45] | 0,010
JnuTenbHOCTh
7[4-14] | 15[9-22] | 18[7-29] | 18[11-25] | 0,006
3a00JIeBaHUs 5[4-7]

Iosichenusi k tadmume: MIRS — Muscular Impairment Rating Scale (mkana oreHkm
MBIIIEYHBIX HAPYIICHHA ).

Hapymienne koopauHanuu, JTUCMETpUST U JApyras  MO3KEuKoBas
CUMIITOMATHKa OTCYTCTBOBAJIM Y BCEX MAIMEHTOB C BPOKJIeHHOU opmoit M/I1.
KoopanHaTopHbIe HapylIeHUs B BUJEC MO3KEYKOBOH arakcuu Obum y 3 (13%)
HalueHToB ¢ aetckoi u y 5 (14,3%) manueHToB co B3pocioit hopmoit M/I1. V
TPOMX TMAIMEHTOB C J€0I0TOM 3a00JieBaHUS BO B3pOCIOM BO3pacTe ObLla
CEHCUTHUBHaA atakcus, y 2 (8,7%) Oblia HapylieHa riy0oKast 4yBCTBUTEIBHOCTbD.

Hapymienue 6071€B0it 4yBCTBUTEIBLHOCTH IO MOJTMHEBPUTHUECKOMY THITY B
Horax BcTpeuanoch y 2 (14,3%) manmeHToB ¢ BpoxxaeHHOMH, 4 (17,4%) ¢ nerckoi
uy 10 (28,6%) marmentor co B3pocioi ¢popmoit MJ[1. Y 2 (8,7%) nmareHToB ¢
netckoi u'y 10 (28,6%) manmentoB co B3pocioi ¢popmoit M/[1 Obu1a HapyIeHa
riyookasi YyBCTBUTEIBHOCTh. UyBCTBUTEIbHBIE HApPYIICHUS MOTYT OBIThH
00yCJIOBJICHBI TAKUMHU KOMOPOMIHBIMHU cocTOsTHUsIMU, Kak CJ[ 2 Tuma, nedpunur

ButamuHa B12, renatut C.

3.6 ComaTnyeckue CMUMITOMBI Y NAIIMEHTOB ¢ MUOTOHUYECKOMH
aucTpogueit 1 Tuna
3.6.1 CepaeuyHo-cocyaucTasi NaTOJIOTUsl Y MALMEHTOB C Pa3HBIMU

¢popmamu M/I1
[TarmeHTsl BO BCEX Tpynmax HE MPEABABISIM JKajJoObl CO CTOPOHBI

CepIeYHO-COCYyaUCTOW  cucTeMbl.  [lo  pe3ynbpraTaM  XOITEPOBCKOTO
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monutopupoBanuss DKI' B Teuenwe 24 wacoB y 4 (28,6%) mnammeHTOB C
BpOXKAcHHOM, ¥ 5 (21,7%) naruentoB ¢ aerckoi u y 8 (22,9%) manueHToB co
B3pocioi dhopmoi OblTa oOHapyxkeHa AB-6mokana I cremenu. AB-6mokana 11
creniean MooOwuti | BeisiBiieHa y 2 (8,7%) namuentoB ¢ aerckoid u y 3 (8,6%)
nanueHToB co B3pocioi ¢opmoit MJ[1. Toasko y 1 (2,9%) mammenra co
B3pocJoi (hopmoii OblTa 3apeructpupoBana HouHas AB-Ookana III crenenn.

Taxxe Ha DKI' BRISABISITUCH CIIEAYIOIINAE OTKIOHEHUS: HEMOMHas OJIoKaaa
npaBoii HOXKH my4dka ['uca —y 5 (35,7%) manueHTOB ¢ BpoXxaeHHOH, Y 6 (26,1%)
nanueHToB ¢ nerckoi u y 4 (11,4%) nmanmenTtoB co B3pocnoit hopmoit M/I1.
[MonHast 6;10Kaia mpaBoi HOXKKH Mmyuka ['uca BeisiBieHa y 2 (14,3%) manueHToB ¢
BpoxkacHHOH u y 4 (11,4%) manuentoB co B3pociou ¢opmoit MJI1. Briokana
3aJlHEl BETBH JIEBOW HOXKKHM Tydka ['mca oOnapyxena y 1 (7,1%) manuenra c
BpoxaeHHon u 'y 2 (5,7%) co B3pocioit popmoit M/11. briokana nepeneii BeTBu
JeBor HOXKM Tydyka ['mca BeisiBiieHa y 2 (14,3%) manueHToB ¢ BPOXKICHHOU U Y
4 (11,4%) marmeHTOB CcO B3pocioi dopmoii M/I1.

Kapauonorudeckoe o0cnenoBaHue BbIABIIO yuiMHeHUE nHTepBaia QT y
1 (4,3%) manmenTa ¢ nerckoit 'y 1 (2,9%) manuenTa co B3pocioi popmoit M/I1.

V¥ 5 (35,7%) marueHToB ¢ BpoxaeHHoH, y 9 (39,1%) manueHTOB ¢ AeTCKOM
ny 7 (20%) narueHTOB co B3pociioi popmoii M/[1 Oblia cuHyCcOBast apuT™MHs. Y
1 (2,9%) manmenta co B3pocioir u y 1 (4,3%) ¢ merckoii dopmoit MJI1

JMAarHOCTUpOBaHa MepiiarenbHas aputmus (Tabnumna 7).

Tabmuma 7 — YactoTra HapylIIEHHH CEpPACYHOTO PUTMA U TMPOBOJAUMOCTU Y
MAIMEHTOB ¢ pasHbiMH Gopmamu MJI1.

dopma Bpoxnennas Herckas B3pociaas
Cummto (n=14) (n=23) (n=35) P
AB-0mokazna I crenenn, % 28,6 21,7 22,9 0,935
AB-6nokazna Il crenenn
0 8,7 8,6 0,697

Moourtr I, %

AB-0nokazna III crenennu,

%

0 0 2,9 0,602
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dopma Bpoxkaennas Herckas B3pocaas
P
CumnTo (n=14) (n=23) (n=35)
Henonnas 6i1okana
MPaBON HOXKKH ITydKa 35,7 26,1 11,4 0,105
I'mca, %
[Tonmuas 6mokana mpaBoit
14,3 0 11,4 0,262
HOXKH Tyuka ['uca, %
bnokana 3agneit BeTBU
JIEBOW HOXKKH mydKa [ 'nca, 71 0 5,7 0,582
%
bnokana nepennei BeTBU
JIeBOM HOXKKH mydyKa ['uca, 14,3 0 11,4 0,262
%
VY HeHue uHTepBaia
0 4,3 2,9 0,854
QT, %
MepuatenpHas apuTMHus,
0 4,3 2,9 0,721
%
CunycoBas aputMmus, % 35,7 39,1 20 0,214

Takum oOpa3zoMm, HauboJsiee YacTO Cpeau HAPYIICHUW MPOBOAUMOCTH U
put™Ma cepana y mamueHToB ¢ MJI1 BeisBimsimace AB-Omokama 1 cremenw,
HernouiHast 0J0Kaaa MpaBod HOKKM myuka ['uca u cunycoBas aputmus. [lpu sTom
CTAaTUCTUYECKU 3HAYMMOW pa3HUIBI MEXIy pasHbiMu (opmamu MJI1 He
BBISIBJICHO.

[Tponanc MuTpampHOro KiamaHa Obul BepudumupoBan y 5 (35,7%)
HAIMCHTOB ¢ BpokAcHHOH, y 4 (17,4%) namuenToB ¢ aerckoit u 'y 15 (42,9%)
nalueHToB co B3pocioit popmoit MJ[1. Cpenu apyrux CTpyKTYpPHBIX aHOMAaJHiA
BBISIBJICH MPOJanc TpuKycnuaaabHoro kiamaHa — y 2 (14,3%) manueHTOB ¢
BpoxaeHHoH, y 2 (8,7%) ¢ aerckoit u y 13 (37,1%) co B3pocnoit popmoit M/I1.
AoprajbHas HEJ0CTaTOYHOCTh | cTeneHu BbigBieHA Y 2 (8,7%) manueHToB ¢

nerckoi ny 5 (14,3%) manueHToB co B3pocioi popmoit MJ[1. HemoctaTouHOCTS
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JIETOYHOTO KJanaHa Oblia BbIiBIeHA y 5 (14,3%) mamueHToB CO B3pOCIION
dbopmoit M/I1.

Y 1 (7,1%) nammenta C BpOXIACHHOW (OpPMOIl BBIIBICH JEPEKT
MEKIKEIyJOUKOBOU MEPETOPOAKN TUAMETPOM 2,2 MM C HENOCTOSHHBIM JIEBO-
paBbIM COPOCOM KPOBH, APYTUX CTPYKTYPHBIX HAPYILIEHUS CEPJILIA U COCYIOB HE
oOHapykeHo. Ha ocHoBanuu nanubix 9X0-KI' 0TKpeITOE OBaTbHOE OKHO HAKHICHO
y 2 (8,7%) manmentoB ¢ aerckoii u y 5 (14,3%) narpieHTOB CO B3pociioi Gopmoii
MJI1.

Y 6 (17,1%) mnamueHTOoB CO B3poCiOl (opMOi BepH(HUIMpOBaHA
JaracTonudeckas JUCQYHKIMS JIeBOro kemymouka 1 Tuma, y 1 (2,9%) —
JTUaCTOJIMUeCKas AUCPYHKIMS JICBOrO Keilyaodka 2 tuma, y 3 (8,6%) —
runepTpodus JEBOTO KeITyAouKa.

Taxxke 48 B3poCIABIM MMalMEHTaM TMPOBEJCHA OLIEHKA COCYAUCTBIX
(bakTOpoB pHCKa, U3 KOTOPHIX HanboJiee 4acTo OTMEYanach U30BITOUHAs Macca
Tena —y 23 (47,9%) nanmenToB, u3 HuX oxupenue 1 crenenu y 8 (16,7%). C/1 2
tuna Obul BbIsABIEH y 6 (12,5%) mamueHToB, apTrepuanbHas TUNEpTeH3us |

creniean — y 5 (10,4%) manmenToB. Kypumu 9 (18,75%) nmanmenTos (Tabmuna 8).

Tabnuma 8 — Cocynucteie (pakTopsl prcKa U pe3yabTaThl 1a00paTOPHBIX
rccienoBannil y nauueHToB ¢ M1

IMoka3aTenn n (%) Me Q25% Q75% min max
Bospacr, et 36 27 45 18 68
- 29
0J1, My)KUMHa
e (60,4%)
UMT, xr/m? 23,3 20,4 27,4 15,2 35,0
15
N30bITOUHBIN Bec
(31,3%)

Osxwupenue 1 crenenn | 8 (16,7%)

XonectepuH, MMOJIB/JT 4,74 4,02 521 2,70 6,70
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IMoka3zarenn n (%) Me Q25% Q75% min max
17
I'mnepxonecrepunemus (35.4%)
HbAlc, % 5,09 4,80 5,50 4,36 8,81
CI 2 tuna 6 (12,5%)
AT 1 crenienun 5 (10,4%)
9
Kypenue (18,75%)

Mosichenusi k Taduuue: HOALC — raukupoBanHblidi remornodun, CJ| 2 Tuma — caxapHslid
nuabet 2 tuna, Al' 1 crenenn — aprepuanbHas runeprensus 1 tuma, UMT — uHmekc macchl

TCIa.

Yactora cepaeunsix cokpamienuit  (UCC) wmenee 60  yn/mMuH
peructpupoBaioch y 46 (95,8%) nanuentos, Mensiie 50 ya/mun —y 37 (77,1%),
menbie 40 yn/mun — y 13 (27,1%), menbmie 30 ya/mun — y aByx (4,2%).
Cpennecyrounass UCC 6Obina 6osbiie 80 ya/mun y 4 (8,3%) narueHToB, HO B
MOAABJISIONIEM Unclie cirydaeB He mpeBbiana 90 ya/mun. Cpennecyrounas YHCC

HC IIOKa3aJjla B3aUMOCBA3U C COCYIUCTBIMU (baKTOpaMH PHUCKa.

3.6.2 [IpIxaTe/ibHbI€ HAPYIIEHUS Y MANMEHTOB ¢ pa3HbIMH (hpopMaMHu
MJ1

Ouenuts XKEJI ¢ momonisio ciupomerprn yaainock 10 (71,4%) nanuentam
C BpoxAeHHOM (hopmoii: y 4 uenoBek otmevanock cHuxenue XKEJI (menee 70%).
Cpeaun nmaumenTtoB ¢ aerckoit opmoit M/{1 JKEJI mo pesynbraram cnipoMeTpuu
obuta Menee 70% y 5 (21,7%) manmMeHTOB, a CpeAM IMAlMEHTOB CO B3POCIIOM
dopmoii — y 8 (22,9%). Craructuuecku 3Haunmon pasuunbl mo JKEJI y
HaIKueHToB ¢ pasHbiMu Gopmamu M1 BeisiBiieHO He ObLI0 (p = 0,438).

KanmeBoit Tomuok yaanmock omenutb y 11 (78,6%) mnanueHtoB c

BPOXKJIEHHOH (hOPMOIA, U3 KOTOPHIX Y 7 OH ObLI CHUkKEH. KalieBoit ToI40K ObLa



83

camwkeH y 7 (30,4%) namwentoB ¢ gerckor m y 18 (51,4%) mamumeHTOB CO
B3pocioi hopmoit MJI1.

2 (14,3%) maruenTa ¢ BpoxkIeHHOH (hopMoii HaOpau o pecpaTOPHOMY
OMPOCHHUKY 5 0aIOB, UTO COOTBETCTBYET HAIHUHUIO JABIXATEIbHBIX HAPYIICHUI.
3HAYMMBIX pa3IMuYUil MO KOJUYECTBY OayuioB mo ompocHHKy Respicheck y
HAIMCHTOB ¢ pa3HbIMU (opmamu He BbiIBICHO (p = 0,709). ¥V 5 (35,7%)
NAIMeHTOB C BpokaeHHOW MJI1 oTMedanuch peluIuBHPYIOIMNAE HHQEKIIUU
OpOHXOJIETOYHON CUCTEMBI.

8 (34,8%) mnammwentoB c¢ gerckor Qopmoirr MJ[1 HaOpaim 10
peCIMpaTOpHOMY OIPOCHUKY 5 0ayuioB U 0oJiee, YTO COOTBETCTBYET HAIUYHUIO
JBIXATEeNbHBIX HAPYIIEHUH, V1A 5 U3 HUX OB XapaKTePHBI PELUIUBUPYIOIINE
MH(pEKIMOHHbIE 3a00J1€BaHUsI OPOHXOJETOYHON CHCTEMBI.

7 (20%) mareHToB cO B3pOCioN (opMOi HaOpaiu MO PecUpaTOPHOMY
OMPOCHUKY 5 0aiioB u 0oJiee, UTO CBHIETEIBCTBYET O HAIMYUU JIbIXaTEIbHBIX
HapymieHnid. [l BceX OTHUX TAIMEHTOB OBLIM  XapaKTepHBI  YacThie

MH(pEKIMOHHbIE 3a0051eBaHus OpOHX0JIErouHOM cuctemsl (Tadmuma 9).

Tabmuma 9 — Yacrota ApIXaTeabHBIX HAPYIICHWNW Y TAIUEHTOB C Pa3HBIMH

dbopmamu MJ11
®dopma Bpoxnennas Herckas B3pocaas
CumMnTo (n=14) (n=23) (n=35) P
XKEJI<70, % 28,6 21,7 22,9 0,691
Hwuskwnii xanmieBoil TOTYOK,
50 30,4 51,4 0,382
%
Omnpocuuk Respicheck (5 u
14,3 34,8 20 0,341
0osee 6ayioB), %
Pemmousupyromme
3a00JieBaHUS
35,7 21,7 20 0,537
OpOHXOJIETOYHO CUCTEMBI,
%

IMossicuenns k tadaune: JKEJI — xxu3Hennas eMKOCTB JIETKUX.
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HecMoTpst Ha TO, 4TO MALUEHTHI CO B3pOCIION (POpMOil yalle xKaloBalucCh
Ha MpoOJIEMBbI C JIBIXaHUEM, CTATUCTUYECKUM 3HAYMMOW Pa3HUIIbI MO YacTOTE

AbIXaTCIbHBIX HapymeHHﬁ cpeau nManucHTOB C pa3HBIMHU CI)OpMaMI/I HE BBISIBJIICHO.

3.6.3 OdTanbmosIoruyecKue HAPYLIEHUS y MAIMEHTOB ¢ Pa3HBIMHU
¢popmamu M/I1

[Tpu odranbmMonornaeckoM o0CIeI0BAaHUH C IMOMOIIBIO IIEIEBOM JIAMITBI
KalcyJiIpHas W 3aJHEKallCcyJIsIpHas Karapakta Oblia BbisiBIeHa y 3 (13%)
naiueHToB ¢ aeTckor u y 15 (42,9%) nanmenTtoB co B3pocioit popmoit M/JI1.
[Ipenkartapakra ooHapyxeHa y 3 (21,4%) ¢ BpoxaeHnHoH, y 1 (4,3%) c nerckoit u
y 3 (8,6%) marieHToB co B3pocioir dopmoir M1, V 1 (7,1%) namuenra c
BpoxaeHHoH, 1 (4,3%) ¢ nerckoit u 7 (20%) namueHToB cO B3pocion Ghopmoit
M/I1 Obuta BTOpUYHAs KaTapakTa IIOCIE MEPEHECEHHOTO XHUPYPrH4ecKOro
JedyeHus. Y OAHOro maimueHTta ¢ BpoxkaeHHoW MJI1 paHHsisi kartapakTa Oblia
JMarHOCTUPOBAHA B BO3pacTe 4 JIET, y OCTaJbHBIX NALMEHTOB — mocie 18 ser.
Oco0eHHOCTBIO KaTapakThl ipu B3pociion popme M1 sBisercst panHuii 1e0r0T
(3-4 nexanma XU3HHU), a TaK)Ke OBICTPOE MPOTPECCUPOBAHHE CUMITOMATHKH C
HEO0OXOAMMOCTBIO MTPOBEACHUS XUPYPIHUUECKOro JedueHune yepes 1-2 roga mocie
MOSIBJICHUS] CAMIITOMATHKHU.

®daxkockiiepo3 Obl1 BbisiBIIEH Y 1 (7,1%) maumenta ¢ BpOKIEHHOU, y 2
(8,7%) nanmentos ¢ nerckoii ny 1 (2,9%) naruenTa co B3pocioi ¢popmoit MJI1.

B kaxmoit rpyrine BbISBIEHBI MPU3HAKK aMeTponuu. Muomnus ciaboit u
cpenHeit creneHu oOHapyxkeHa y 3 (21,4%) marueHTOB ¢ BPOXKICHHOM, y 7
(30,4%) manuenToB ¢ aetckoi u 'y 8 (22,9%) marpeHToB co B3pociaon Gpopmoit
MJI1. Tunepmetponus oT cnaboi 10 BHICOKOM CTENEHU NUarHOCTHpOBaHa y 9
(64,3%) nanueHTOB ¢ BpoXAcHHOH, v 2 (8,7%) manmenTa ¢ nerckoi, y 7 (20%)

MarMeHToB co B3pocioit gopmoit MJI1. Acturmatusm aumarHoctupoBaH y 4
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(28,6%) marueHTOB C BpOKIeHHOH, ¥ 2 (8,7%) marueHToB ¢ Aetckoii u'y 7 (20%)
nanueHToB co B3pocioit popmoit MI1. V 1 (7,1%) nanuenTa ¢ BpOxKACHHOU U Y
1 (4,3%) c nerckoit popmoii M/I1 BeisBiieHa amOauomnus. Y 1 (4,3%) nanueHTKH
¢ nerckoit n'y 2 (5,7%) co B3pocioit popmoii M/[1 Obl1a BISIBIICHA PECOHOIHS.

Huctpodust poroBuilsl auarnoctuporana y 1 (4,3%) nanueHTa ¢ IeTCKOM
u 1 (2,9%) mamumenta co B3pocioit dopmoit MJ[1. Maxkynoguctpodus
obuapy:xena y ogHoro (7,1%) manuenTa ¢ BpoxkacHHoH, y 1 (4,3%) manuenTa ¢
nerckoit u'y 2 (5,7%) manueHToB co B3pocioi dopmoit MI1. YV 4 (11,4%)
naueHToB co B3pociou u 1 (7,1%) nmamumenta ¢ BpoxxkaeHHou (opmont M1
BBISIBJICHA XOpPUOPETHHANIbHAS AUCTpOdusi. BpoxkaeHHas TaToNIOrus 3pUTEIHLHOTO
HepBa oOHapyskeHa y oxHoro (7,1%) manuenra ¢ BpoxxaeHHon Gopmoii MI1. ¥V
onHoro (2,9%) manmenTa co B3pocioir M/I1 nuarHocTHpOBaHA TEPMUHAIIBHAS

rJlayKoMma, o MOBOJY YEro OH ObLI SKCTpeHHO npoonepupoBad (Tabmauma 10).

Tabmuna 10 — Yactora 0o(dTambMOJOrMUECKUX HAPYIICHUW Y MAIlMEHTOB C
pa3ubiMu hopmamu MJ11

Bpoxaennasi, n | [derckas, n | B3pociaas, n 5
=14 =23 =35
Karapaxra, % 0 13 429 0,002
Bropuunas karapakra, % 7,1 4,3 20 0,229
[Tpenkarapaxta, % 21,4 4,3 8,6 0,281
daxkockiepos, % 71 8,7 2,9 0,517
Muonust, % 21,4 30,4 22,9 0,765
I'unepmerponus, % 64,3 8,7 20 0,000
ActurmatisMm, % 28,6 17,4 20 0,744
AmOmmonus, % 71 43 0 0,246
[Ipecouonus, % 0 4,3 5,7 0,647
Huctpodust poroBuirsl, % 0 43 2,9 0,854
Maxynoauctpodus, % 71 43 5,7 0,519
XopHopeTHHAIbHAs 71 0 114 0.327
mactpodus, %
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[Tatonorust 3puTeNHHOTO
7,1 0 0 0,194
HepBa, %
['maykoma, % 0 0 2,9 0,602

VY nauuenToB ¢ BpoxaeHHou ¢popmort MJ[1 Hanbosee 4acTo BBISBISIUCH
Takue odrarpmonorndeckre Hapymenus, kak runepmerponus (p=0,000), B To
BpeMsl Kak y MalMeHTOB CO B3pociod ¢GopMoil Ha MEpBBIA TUIAaH BHIXOAWTIA

karapakrta (p=0,002).

3.6.4 'acTponHTEeCTHHAJIbHbIE HAPYLIEHHUS] Y NALIMEHTOB C Pa3HBIMU
¢popmamu M/I1

Cpenu HapymieHuit co ctoponbl padoThl XKKT BhisBICHA KOHCTUNIAIUS — Y
5 (35,7%) narrieHTOB ¢ BpOXKIeHHOM, Y 5 (21,7%) nanuenToB ¢ neTckoi u y 10
(28,6%) maruenToB co B3pocioi ¢hopmoit MI1. YV yacTu manueHTOB BBIABICHA
nepuoaudeckas auapest — y S (35,7%) manueHTOB ¢ BpoxAcHHOM, y 5 (21,7%)
NalueHToB ¢ jaerckoit, y 8 (22,9%) maumenTtoB co B3pocion dopmoit M/I1.
CxBaTkooOpa3Hele 00au B JxkuBoTe Oecrokownn 3 (21,4%) manmeHTOB C
BpoxaeHHor, y 9 (39,1%) marmuentoB ¢ aerckoi, y 7 (20%) mamueHTOB co
B3pocioi popmoit MJI1. Henepkanue kana Obuto xapaktepHo mis 3 (21,4%)
nanueHToB ¢ BpokaeHHor u 1 (4,3%) manumenTa ¢ aerckoi ¢popmoit M/1. V 1
(7,1%) manueHTKH ¢ BpoXKaAeHHOM 1 y 2 (5,7%) marieHToB co B3pocion popMoi
M/I1 auarHocTUpoOBaHa HEOCTATOYHOCTh MUTAHUS TsKeNnol crenenu (Tadnuia

11).

Tabnuua 11 — YacTora HapylIeHU CO CTOPOHBI KEITYJOUYHO-KAILIEYHOTO TPAKTa
y MalMeHToB ¢ pa3HbiMu popmamu MJI1.
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Bpoxaennasi, n | [derckas, n | B3pocaas, n b
=14 =23 =35
Koucrumarus, % 35,7 21,7 28,6 0,689
[Teproaudeckas TOIIHOTA,
14,3 13 14,3 0,169
%
U3xora, % 7,1 13 40 0,022
Huapes, % 35,7 21,7 22,9 0,675
AOpgoMuHansHBIE 007H, % 21,4 39,1 20 0,213
Meteopusm, % 35,7 8,7 25,7 0,137
DuKonpes, % 21,4 4,3 0 0,016
HenocrarouHocts
7,1 0 5,7
nutanus, %

[TatiuenTs! co B3pocioit hopmoit MJI1 crarucTruuecku yaiie *KajaoBajlicCh
Ha wm3xkory (p = 0,022), 3to MoXeT OBITh CBSI3aHO C MHOTOHHEH TIIaIKOMH
MYCKYJIaTyphl MHUIIEBOA, a TAKXKE KOMOPOUIHBIMU 3a00JI€BaHUSMHU, TAKHE KaK
ractpo330¢araabHBbId pedItoke. Y manueHToB ¢ BpoxkaeHHon M1 dame, yem

y IpYTUX MalMeHTOB BhIABIsUICSA dHKOMpe3 (P = 0,016).

3.6.5 YporenurajabHble HAPYIIEHUSs] Y NAIUEHTOB ¢ Pa3HbIMU
¢popmamu M/I1

VY 3 (21,4%) nanuenToB ¢ BpoxkaeHHoM, 4 (17,4%) narieHToB ¢ IETCKOM 1
y 5 (14,3%) nanueHToB co B3pocioi popmoit MJI1 ObLTO BBISIBJICHO HEIEpIKaHNE
Mouu. HamporuB, yuwalieHHOe MoOYEHCIyCKaHHE oTMmedanoch y 2 (8,7%)
NanueHToB ¢ aetckoit u'y 5 (14,3%) narmenToB co B3pocioit popmoit M1 1.

2 (14,3%) nmamuenTta ¢ BpoxaeHHo#, 3 (13%) ¢ nerckoit u 2 (5,7%) co
B3pocJoit popmoit M/[1 mpensaBisin KanoObl Ha YPEKTUIIHLHBIC HAPYIIICHHUS.

MeHcTpyanbHbIH LUK OB  HapylmieH Yy TIOJIOBUHBI MAaIlMEHTOK

PENPOIYKTUBHOTO BO3pacta ¢ BpokiaeHHou ¢opmort MJI1. Hapymenuit
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MCHCTPYAJIbHOI'O IMKJIa HC BBIABJIICHO HU Y OI[HOﬁ MaOUCHTKU PCIIPOAYKTUBHOTO

Bozpacta ¢ gedrotoMm MJI1 B gerckom Bo3pacte. Cpeau MalUEHTOK
pPEeNpOAYKTUBHOTO BO3pacTa ¢ BpoxkiaeHHOW ¢dopmoit MJI1 y monoBUHBI ObLT
HEPETYJSPHBIA MEHCTPYaIbHBINA ITUKJI, CPEIU MAIIIEHTOK CO B3pOCioi hopMoil y
9 (53%). Muoma maTtku Oblaa auarHoctupoBana y 9 (53%) marueHTOK co
B3pocioit u y 1 (16,7%) oxHolt mamueHTKH ¢ BpOKIeHHOU ¢opmoit MJI1

(Tabnuia 12).

Tabnumna 12 — Yactora yporeHUTaNbHBIX HAPYIICHUHA Y MAIIMEHTOB C Pa3HBIMU
dbopmamu MJ11

Bpoxnennas, n | [derckas, n | B3pocaas, n
=14 =23 =35 P
DHypes, % 21,4 17,4 14,3 0,768
YuanieHHoe
0 8,7 29 0,198
Moueucnyckanue, %
JKamoObl HA DPEKTHIIBH
P e 14,3 13 5,7 0,121
muchyHKIuo, %
Hapyenue
MEHCTPYAJIBHOTO [IUKJIA, 50 0 53 0,035
%
Muoma matku, % 16,7 0 53 0,044

VY namuentok ¢ nedrorom MJ[1 BO B3pocioM BO3pacTe CTaTUCTUYECKH

3HAYMMO Yallle BeIsABIsIack MuoMa Matku (p = 0,044).

3.7 JlaGopaTopHasi IMarHOCTHKA y NAIMEHTOB ¢ Pa3HbIMM (hpopMamMu
M1
Ha ocHoBanmm pe3ynpTaToB J1a0OpaTOPHOW IAMATHOCTUKH MOBBIIICHUE

ypoBHst aktuBHOCTH (hepmenTa KDK 3adukcuposano y 5 (35,7%) manueHToB ¢
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BpoxaeHHOH, y 13 (60,9%) nmanmenTtoB ¢ aerckoii u'y 13 (37,1%) manueHTOB cO
B3pocioi ¢opmoit M1 (Tabauna 13). MakcumaibHOE 3HAYEHUE aKTUBHOCTH
dbepmenta KOK y manmeHToB ¢ BpokneHHOH (popmoit coctaBuino 481 En/m, uto
npebiaeT HopMy B 2,5 pasa (N mo 190 Ex/i). V manmenTos ¢ nedrotom M/I1 B
JIETCKOM Bo3pacTe HaumOombiiee 3HaueHue aktuBHoctu KDK cocrtaBuio 620
En/n, uro B 3,2 pa3a npeBbICHIIO HOPMAJIbHYIO aKTUBHOCTH (hepMeHTa. B rpymme
nanueHToB ¢ aedroToM M/1 Bo B3pocioM BO3pacTe BBISIBJICHO CaMOE€ BBICOKOE
3HaueHue axkTuBHOCTH (epmenta K®DK, koropoe cocraBmio 1010 En/n
(yBemuuenue B 5,2 pa3za BbIlie HOpMbI). CTaTHCTUYECKOH pa3HUIIBI aKTUBHOCTH
K®K y manuenToB ¢ pasusimu ¢popmamu MJ[1 BeisiBiieHo He ObL10. BhisiBiIeHA
B3aMMOCBSI3b MEXKy akTHBHOCTHI0O KDOK 1 6ammom mo mkaire MIRS (p = 0,006).
Hanbonee Bwicokue 3HaueHus ¢epmenta KOK ormedannch y MaiueHTOB ¢
Oanom 3.

YpoBeHb NEe4YeHOUHBIX TpaHcamMuHa3 W JI/II' y manueHToB C pa3HBIMH
dbopmamu 3a00JIeBaHUSI CTATUCTUYECKH HE PA3TNYIIUCh.

JlaHHBIE TUIUI0TPAMMBbI ITOKAa3aJId MIPEBBIIIIEHNE YPOBHS XoJiecTeprHa y 1
(7,1%) namuenta ¢ BpoxaeHHo, y 1 (4,3%) manuenTa ¢ aqerckoit hopmoit M/JI1.
A cpemu mamueHTOB €O B3pociiol ¢gopmoit MJI1 moBbIIEHHE YPOBHS
xosiectepuHa Habmoganock y 15 (42,9%) uenoBek U ObUIO CTAaTUCTUYECKHU
sHaunMbiM (P = 0,028). Ilpu olieHKE YpOBHS TPHUIJMIICPHIOB OTMEYaIach
aHAJIOTUYHAs] TEHJEHIUS: CPeIy MaIlMeHTOB CO B3pocioil (Hopmoil ypoBEHb
TpUTIMUEpUAOB ObLT MOBbIMIEH Y 13 (37,1%) uenoBek, B TO BpeMs Kak Cpeau
nanueHToB ¢ gedrorom MJ[1 B neTckoM Bo3pacte ToJbko y 3 (13%).

YpoBeHb TJIMKUPOBAHHOTO TI'eMOIJIOOMHA TIpeBbIIAl pedepeHCcHbIC
sHaueHus y 5 (14,3%) manuenToB co B3pocion uy 1 (4,3%) nanueHra ¢ 1eTCKoi
dbopmoit MJI1.

IIpu ouenke ropmoHampHOTO cTtaryca y S5 (35,7%) mnauueHToB ¢
BpokJieHHON ¢opmoit MJ[1 ObulO BBISIBICEHO CHUXEHHE ypoBHS T4, Ha

OCHOBAHHM 4YC€T0 SHIOKPHHOJIOI'OM OBLI AUArHOCTHPOBAH THIIOTHUPCO3. CpeI[I/I
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naueHToB ¢ ae6rotoM M/I1 B 1eTCKOM U B3pOCIIOM BO3pPacTe CHHXKEHUE YPOBHS
T4 Obu10 BeIsIBIEHO Y 6 (26,1%) 1 3 (8,6%) yenoBek, COOTBETCTBEHHO.

Y 2 (14,3%) manueHToB ¢ BpokaeHHOW MJI1 BBIABICHO ITOBBIIICHUE
YPOBHS MapaTUPEOUIHOTO TOPMOHA MPU HOPMAJIBHOM COJEP>KaHUHU KaJbLUs B
KPOBM, UYTO MOXET  CBHJETEIBCTBOBATH O  HAJIMYMM  BTOPUYHOIO
runepmaparupeosa. Y 3 (13%) nanuenTos ¢ ne6rotom M/[1 B geTckom Bo3pacte
OOHapy>KEHO TOBBIIICHUE YPOBHS MAPATUPEOUAHOIO TOPMOHA, MPU ITOM Yy
OJTHOTO M3 MAlMEHTOB OBUIO CHI)KEHO COJEpXKaHUS Kajiblus B KpoBu. Y 4
(11,4%) nmarmentoB ¢ ge6rotom MJI1 Bo B3pociaoM Bo3pacTe ObUTH MPEBBIIICHBI
3HAYEHUs] MapaTUPEOUJHOIO TOPMOHA, Yy JBOMX H3 KOTOPBIX OBbUI CHUXKEH
YpOBEHb MOHM3UPOBAHHOTO KaJbIUsA. Y JBOMX MAIIMEHTOB, HAIIPOTUB, YPOBEHb
Kaabl[usl OB TOBBIIIEH, YTO MOTJIO CBUACTEIHCTBOBATh O HAIUYUH
runepnaparupeosa. Jpyrux 3HaYUMBIX OTKJIOHEHHH B  Ja0OpaTOpHBIX

ITOKA3aTeIIsIX BBIIBJICHO HE OBLIO.

Tabnuma 13 — YactoTa n3MeHeHN T OMOXMMHYECKHIX TTOKa3aTeNlel y TalieHTOB C
paszubiMu hopmamu MJI1

Bpoxnennasi, n | Jderckasi, N | B3pocaas, n
=14 =23 =35 P
IToseiienne KOK, % 35,7 65,2 51,4 0,162
[ToBermenwne JIJT', % 57,1 30,4 48,6 0,447
IloBbIIEHNE TPaHCAMUHA3,
28,6 21,7 48,6 0,142
%
[ToBblllIEHHE XONIECTEPUHA,
71 4,3 429 0,028
%
IToBeIlIEHUE
0 13 37,1 0,009
TPUTIULEPUIOB, %o
IToBhIIEHHE
TJIMKUPOBAHHOTO 0 43 14,3 0,315
remoriioonHa, %
Ilosermenune TTI, % 7,1 8,7 0 0,120
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Cumxenne T4, % 35,7 26,1 8,6 0,031
[ToBbiIeHUE

apaTupPeoOrTHOTO 14,3 13 11,4 0,380
ropMoHa, %

IosicHenus k Tadumue: KOK — kpeatnndocdokunasa, JIAI' — nakrataerunporunasa, TTI —
TUPEOTPONHBINA TOPMOH, T4 — TpPUHOATUPOHHKH.

[ManueHTsI ¢ 1e0F0TOM 3a00JICBaHUS BO B3POCIIOM BO3PACTE CTATHCTHUECKH
Yare JEMOHCTPUPOBAIN M3MEHCHHUS B JIMIHIOTPAMME, & HMEHHO IOBBIIIICHUE
ypoBHs XxoJjiectepuHa u TpurimiepuaoB (p=0,028 u p=0,009). A cpenn
NaIMEeHTOB ¢ BpoxkaeHHOM M/]1 vaiie HaOr0AaI0Ch CHIYKEHHE YPOBHS TOPMOHA

T4 (p=0,031).

38 KOFHI/ITI’IBHBIC H OMOIIHOHAJIbHDBIC HADYIICHUA Y HAIITUCHTOB C
M1

3.8.1 KorHuTuBHbIE M IMOLIMOHAIbHbIE HAPYIIEHHUS Y B3POCJIbIX
nanueHTos ¢ M/I1

OrneHka KOTHUTHBHBIX (DyHKIMI mpoBeneHa 60 manueHtam, u3 HUX 24
(40%) sxenmunbl 1 36 (60%) MyxuuH, CpeHUNA Bo3pacT manueHToB — 37+12,4
net. B rpynmy koHTpossi Bouwio 22 370pOBBIX uelloBeKa, B 4dacTHocTH, 14
YKEHITUH U 8 MY>KUMH, CPETHUM BO3pacT KOTopbix coctami 30,9+10,3.

Cpenu o6cnenyembix y 8 (13,3%) Obuta Bpoxkaennas gopma MJI1, y 19
(31,7%) — dopma ¢ nmebrorom B jmerckoM Bospacte, y 33 (55%) — dopma c
ne0oToM BO B3pocioM Bospacte. CpenHuii Bo3pacT Haudaja 3a00jeBaHUS Y
NalMEeHTOB U3 rpynisl ¢ Aedrotom M/I1 B nerckom Bo3pacte coctaBuia 11,2+5,0,
a B rpymme c neboToM BO B3pociaoMm Bo3pacte — 33,5+11,6.  Cpenusas
MPOJIOJDKUTEIFHOCTh 3a00JIEBaHMsI Yy TAIMEHTOB C BPOXKACHHOW (Hopmoii
coctaBuia 29,6+6,2 ner, ¢ AeOroTOM 3abojieBaHUs B JETCKOM BO3pacTe —

16,9+11,3 ner, a ¢ nayasom MJI1 Bo B3pocimoM Bo3pacte — 13,1+9.0 nmer. V¥V
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NaryeHToB ¢ pasHeiMu Gopmamu MJ[1 Obuta ompeneneHa CTaTUCTUYECKH
3HaYMMasi pa3HMIlAa BO3pacTa IpU BKIoueHuu B ucciemoanue (p = 0,000)

(Tabmmuma 14).

Tabnuna 14 — Pacnpenenenue mo Bo3pacTy MAIMEHTOB C pa3HbIMHU (popmamu

M1,

®opma M1
Bpoxnennas Jerckas B3pocnas
(n=8) (n=19) (n=233) p | P, post-hoc
1) ) 3)
Me [min; max] Me [min; max] |Me [min; max]
Bo3spacrt Ha
MOMEHT 30 [24-36: min 22, |26 [21-34: min 18,44 [39-50: min 0.001 p2-3<0,001
< Hl
TECTHPOBAHUS, max 36] max 50] 27, max 68] p1-3 = 0,001
JeT
JIIUTEeIhbHOCTD
3a00JI€BaHUs HA
p1-3<0,001
MOMEHT 30 [23-36] 17 [8-22] 11 [9-17] 0,001
p12 = 0,026
WCCJICIOBAHMS,
ner

HccnenoBanue mokasano, 4To mamueHTsl ¢ aedrotom MJ[1 Bo B3pociom
BO3pacTe ObUIM CTATUCTUYECKH 3HAYMMO CTapllle, YeM IMalUEHThl C AETCKOU U
BpOXKACHHON Qopmamu 3a0oseBanus. OJHaKO Ha MOMEHT MPOBEJCHUS
UCCJICIOBAaHMSI BO3PACTHBIC PA3IUYMsl MEXIy TpyNnmaMud HE HaOII0JaIUCh.
['pynna c BpoxaeHHou popmoit M/[1 nmena HanOoJIbIIYIO TPOJOKUTEIBHOCTD
OOJIE3HU MO CpPaBHEHUIO C ApyrMMU (GoOpMaMH, B TO BpeMsi KaK MEXAY
HNanUeHTaMu ¢ Je00TOM B JETCKOM U B3POCIOM BO3pacTe 3HAUMTEIbHBIX
pazIMuMii Mo NMPOAOIKUTEILHOCTU 3a00JIeBaHus HE OBbLIO.

IIpu olieHKE MBIIMIEYHBIX CUMIITOMOB C MCIIOJb30BaHMEM IKaibl MIRS,

pe3ybTaThl paclpeieInInch ciaeayrmuM obpasom: 5 (8,4%) mnarueHTOB
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HaOpamwm 1 6amn, 14 (23,3%) — 2 6amna, 21 (35%) — 3 6amna, 8 (13,3%) — 4 6amna
u 12 (20%) — 5 OamioB. DTO yKa3bIBacT Ha Pa3HOOOpa3HWe BBIPAKEHHOCTH
MBIIIEYHBIX CHUMITTOMOB CPEIN MAIUCHTOB.

AHanu3  couuaiIbHO-AEMOrpaUUecKUX  XapakTEpPUCTUK  IalMEHTOB
BBISIBUJI 3HAQUMUTENIbHYIO BapuaOeIbHOCTh IO YPOBHIO 0OO0pa3oBaHUA W
npodecCHOHANBPHON  3aHATOCTH. B wmcciaemyemoit Beibopke (n = 60)
pacmpejenieHrie 1no o0pa3oBaTeIbHOMY YPOBHIO JIEMOHCTPUPYET OMMOIabHBIMI
XapakTep € MNpeoliaJaHdeM JIByX OCHOBHBIX TPYIIl: MAllUEHTOB C BBICIIUM
obOpazoBanuem (41,7%) wu nuil, He 3aBepIIMBIINX 00ydeHUE B By3ax (41,7%).
MeHblI1y10 JJ0JII0 COCTaBIIAIOT JIUIIA CO CpeaHUM npodeccuoHatbHbiM (11,7%) u
cpeaHuM oo01mmmM oOpazoBaHueM (5%).

[IpodeccronanbHas akTUBHOCTH 3adukcupoBana y 38,3% o0cie0BaHHbBIX
(23 yenoBeka), MPU OSTOM CTPYKTypa 3aHATOCTH OTPAXKAECT BBIPAKECHHYIO
npodeccuoHanbHylo  auddepennuanuo.  Haubosbiiyro  rpynmy — cpeau
paboTalmMX MaIUMEHTOB (OPMUPYIOT MPEICTABUTEITN HHTEIICKTYaIbHBIX
npodeccuii, TPEOYIOMIMX BBICIIET0 00pa3oBaHUs (YUUTENs, Bpaud, UHKEHEPHI,
IOpUCTBI, ympaBieHlbl) — 39,1%. 3HaYUTENBHYIO OO0 TaK)XE COCTaBIISIOT
pabotnuku cdepsr ycayr (17,4% — pemonTHble cnenmuanbHocTH; 13,1% —
OubnuoTeuHple pabOTHUKHM) U TNpeAcTaBuTeNnn Apyrux mnpodeccuit (30,4% —
BOJUTENIN, OXPAHHUKH, OTIEPATOPHI, Ta0OPAHTHI).

AHanu3 ceMeNHOro MmojoKeHus narueHToB ¢ M1 1 BBISIBUII CYIIECTBEHHBIC
pa3iuuvsi B 3aBUCMMOCTH OT BpeMeHH JeOrora 3aboneBanus. Cpeau
oOcnenoBaHHON BBIOOPKHU (n = 60) OpayHbie OTHOIICHHS 3apETUCTPUPOBAHBI Y
31,7% mnauuentoB (19 ciydaeB), mpu 3TOM BCE COCTOAIIME B Opake Juia
OpUHAAJIekKaNM K Tpynme ¢ B3pocibiM  e0oToM  3a0oseBanus. B
MIPOTUBOIIOJIOKHOCTh ATOMY, B MOATPYMIE MAIMEHTOB C BPOXKIECHHOUN (hopmoii
M1 (n = 15) "He 3adukcUpOBaHO HU OJHOTO CJIyyas BCTYIUIEHHUS B Opak, uTo
CBUJIETEIILCTBYET O CTATHUCTUYECKH 3HAYUMOM aCCOIMAIlMU MEXAY pPaHHUM

Ha4vajoM 3a00JIeBaHMs U OI'paHUYCHUAMU B COHH&J’IBHOﬁ ajgaliTanum.
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Pe3ynbTaThl OLIEHKM KOTHUTHBHOTO CTaTyCa ITOKA3ajH, YTO ITAllMEHTBI BO
BCEX TIpyIIax HUMelu Oojiee HU3KHE Oaibl MO CPaBHEHUIO C KOHTPOJIBHOMN
TPYNION, a TaKke ObUTH BBISIBICHBI pa3imuuus Mexay Gopmamu MJI1 (Tabnuma

15).

Tabnumna 15 — Pe3ynpTaThl OLIEHKH OOIIEro KOTHUTUBHOTO CTaTyca IO IIKajJaM
MoCa, MMSE, ACE-IIl y nartnenToB ¢ pasasiMu hopmamu MJ11

B3pocnas
Bpoxnennas M/ 1 Jerckas
MJ/I1 Me P, post-
ka1 Me [Q1-Q3] MJ11 Me [Q1-Q3] p
[Q1-Q3] hoc
1) )
@)
<0,001* P1-2,1-3
MoCa 17 [15; 20] 26 [25; 28] 27 [24; 27]
<0,001
P12 =
0,009* 0,008
MMSE 22 [17; 26] 28 [27; 30] 28 [27; 29]
P13 =
0,003
ACE-III
<0,001* | p121-3
(oOrmmii 75 [52; 82] 92 [87; 95] 93 [86; 96]
<0,001
oarmn)

Iosichenust k Tadauue: MoCa — Montreal Cognitive Assessment (MoHpeanbCckasi IIKana
OLICHKU KOTHUTHBHBIX QyHKmit), MMSE — Mini-Mental State examination (Kpartkas mkana
omeHku rncuxudeckoro craryca), ACE-IIl — Addenbrooke’s cognitive examination III

(AnneHOpyKcKas IIKajla OLIeHKU KOTHUTUBHBIX (yHKumi I11).

Haunbonee BbIpa)k€HHbIE KOTHUTHBHBIE HapylIeHUs HaAOMIONAIOTC Y
MaIMEeHTOB ¢ BpoxkaeHHoH popmoit M/[1 1o cpaBHeHUIO ¢ pyruMu GopMaMu H
KOHTPOJIBHOM T'PYIIIION.

1o pe3ynbpTaTam OLIEHKM KOTHUTUBHOIO CTaTyca HapylIeHUs: OOHAPY>KEHbI
y 26 (43,3%) manuentoB. CoriacHo pe3yiabTaTaM TECTHPOBAHHUS 10

MoHpeaabCcKol IIKajge KOTHUTHBHBIC HApyIIeHUs ObLIK BbissBiIeHBI ¥ 7 (87,5%)
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MAIMEHTOB ¢ BpoXAeHHOH, y 6 (31,6%) ¢ merckoit n y 13 (39,4%) co B3pocoi
dbopmoit M/I1, o kpaTKoO#l mIKaje OLEHKHA IICUXUYECKOro craryca —y 6 (75%)
MAIMCHTOB ¢ BpOXKIeHHOM, Vv 5 (26,3%) ¢ merckoit u 13 (39,4%) co B3pocioi
dopmoit MJI1. Takum oOpa3om, pe3ynbTaThl OIIEHKH KOTHUTUBHOIO CTaTyca Mo
THM MIKajaM y TAaIMeHTOB C pa3HbiMH (opmamu MJ[1 ObITM MpakTUYECKH

coroctaBuMbl (Pucynox 10).

MoCA MMSE ACE-III
1(12,5%

)
BpoxaeHHasn ¢dopma (n = 8) l ﬁ a
7 (87,5%)

2(10,5%

)
6
Letckaa ¢opma (n=19) (31,6%)
13 (68,4%) 14 (73,7%) 17 (89,5%)

4(12,1%)

]

Hopma

]

KorHutueHble
HapylweHua

13
(39,4%)

13

Bapocnas ¢opma (n = 33) (39,4%)
4%

20
(60,6%)

20
(60,6%)

29 (87,9%)

Pucynok 10 — ConocraBieHre 4acTOTHI BBISIBICHUS KOTHUTHBHBIX HApyIICHUH
IIPU OLIEHKE KOTHUTUBHOTO CTaTyca C MOMOIIBIO Pa3HBIX HIKAJL.

C nmomotpio AneHOPYKCKOM IIKalbl AEMEHIMs JUarHOCTHpOBaHa y 6
(75%) naunmenTtoB ¢ BpoxaeHHow, y 2 (10,5%) ¢ merckoii u y 4 (12,1%) co
B3pocioir popmoit MJI1. Takum obOpazom, AnaeHOpyKckas IIKalla OKa3ajlach
MEHEE UYyBCTBUTEIBHOM IIKAJON y MmarueHToB ¢ AedroroM MJ[1 B aeTckoM u
B3pOCJIOM BO3paCTE MO CPABHEHUIO ¢ MOHpEanbCKOW IIKAJI0M M MIKAJIOW OLIEHKU
MICUXUYECKOT0 cTaTyca. Pa3nuuHble 1OMEHbI KOTHUTUBHBIX (DYHKIIMIA OLIEHEHBHI C

MIOMOIIIBIO MTOIpa3AeioB ANIeHOPYKCKOH MIKaibl U Apyrux tectos (Tadmura 16).
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Tabnuna 16 — CpaBHeHuE pa3HbIX JOMEHOB KOTHUTUBHBIX (DYHKIIMH Y TallUEHTOB
¢ pa3HbiMHu popmamu M/I1 B cpaBHEHHH C KOHTPOJIBHOW IPYyNION

u

Bpoxnennas Herckas Bspocnas P,
Kontpoib
M/I1 M/I1 M1 » po
n=
[kasmsr Me [Q1-Q3 Me [Q1-Q3 Me [Q1-Q3 st-
[Q-Q3] | Me[QL-Qa] | Me[QL-Q3] | oo | P
n==8 n=19 n=33 ho
()
1) ) @) c
ACE-III P12, 1-3 0-
(BHUMaHUE U 13[10;17] 18 [18;18] 18 [18;18] 18 [18;18] | <0,001 | 3<0,001
OpHUEHTALIHS)
Po-1
[ToBTOpeHHs <0,001
oOparHO# Po2 =
3[1;4] 5[4;5] 5 [4;6] 6 [6;7] <0,001
IOCJIEIOBATEN 0,004
BHOCTHU LU Pos =
0,007
IToBTOpEHME
MpSAMOU Po-1
6 [4;6] 7 [6;8] 7 [6;8] 81[7;8] <0,001
MOCJIeIOBATEN <0,001
BHOCTHU LUGP
Tect Po-1
MMOCTPOCHUS <0,001
89 [51;169] 32 [27;49] 39 [28;52] 27 [21;32] | <0,001
nytd (TMT- Po-3 =
A) 0,007
Tecr
IIOCTPOEHUS Po-1,0-3
161 [115;266] | 84 [71;155] | 110 [90;174] 51 [40;76] | <0,001
mytu (TMT- <0,001
B)
Barapes B
JI00HOM 17 [15;18] 18 [17;18] 18 [16;18] 18 [18;18] 0,001 50;0;
JuchyHKIANA ,
Tecr
Po-1
CHMBOJIBHBIX
<0,001
1 T(POBBIX 15 [10;26] 35 [26;46] 31 [22;37] 41 [35;45] | <0,001 _
MOJAIBHOCTE Pos =
0,005
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Bpoxnennas Herckas Bspocnas P,
KonTpons
MJI1 MJI1 M/1 22 po
n=
[Ixams Me [Q1-Q3 Me [Q1-Q3] | Me [Q1-Q3 st-
[Q1-Q3] | Me[QL-Q3] | Me[QLQa] | | | P
n=28 n=19 n=233 ho
()
1) ) ®) c
ACE-III oz 09
<0,001
(6ermocth 8 [5;11] 11 [9;12] 11 [10;12] 13 [13;14] | <0,001
Po-2 =
cuH
pes) 0,001
Tect 10 cnoB
7 [6;9] 9[8;10] 9[8;9] 10 [9;10] 0,053
Jlypus
Po-1,0-3
ACE-IlI <0,001
18 [13;21] 23 [20;25] 23 [21;25] 25 [24;26] | <0,001
(TmamsTh) Po-2 =
0,005
Tecr P 10,12,
PHCOBaHHMS 715;8] 10 [9;10] 10 [9;10] 10[10;10] | <0,001 1-3
4acoB <0,001
ACE-1II o<
0,001
(3puTenpHO-
npoctpancts | 10 [8;13] 15[14:16] | 15[14:16] | 16[15:16] | <0,001 51(')30;
CHHbIC '
dymu) e -
HKIIAH
Y 0,001
Bocnpounsse Po-1
J€HUE <0,001
1[0;3] 4[3;4] 3[3;4] 4 [4;4] <0,001
reoOMETPUYEC Po-3 =
KX GUryp 0,003
IosicHenus k Tadaune: ACE-I1l — Addenbrooke’s cognitive examination III (AnnenOpykckas

IIKaJa OLIEHKU KOTHUTUBHBIX QyHKImii 1T).

IIpn omeHke KpaTKOCPOYHOW MaMATH MO TeCcTy 3anomuHaHus 10 cios

Jlypust pasznuuuii Mexay pasHeiMu rpynmamu M/l u  KoHTponeM He

OoOHapyX eHO.

PesynbraTsl

OCTAJIbHBIX TCCTOB IIOKAa3aJIM CTAaTUCTHYCCKHU
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3HAaYUMYIO Pa3HUILy MEXAY pa3HbIMU (pOPMaMH U MO CPABHEHHIO C KOHTPOJIbHOMN
I'PyIION, B TOM YUCJIE IPYTUM, OLICHUBAIOIIMM HAPYIIEHUS [TaMSTH.

Heliponicuxonoruueckoe o0cae0BaHUE BBISIBUIIO TOCTOBEPHBIE PA3INUMS
Mexay nanueHtaMu ¢ M/[1 1 KOHTpOJIbHON Tpynmnon Mo MOKa3aTeNsIM MMaMSITH,
BHUMaHUS U BepOaJbHON OErjaoCTH, OLIEHEHHBIM C IIOMOIIbIO CyOTECTOB
AneHOpyKCKOM IIKaibl M TeCTa MOBTOPEHHUS OOpaTHOW MOCIEAOBATEIHLHOCTH
mudp. Ilpu 3TOM MEXIpyIIIOBBIE CPABHEHMS MEXAY Pa3IU4YHBIMU (QopMamu
MJI1 He moKa3aiM CTATUCTUYECKH 3HAYMMBIX paznuuuid. OcoOblii MHTEpeC
IIPEACTABISACT BBIIBJICHHOE 3HAYMUTEIBHOE CHW)XXEHUE PE3YJIbTAaTOB B TECTE
oOpaTHOro MOBTOpEHUsI IUpP y MAIMEHTOB ¢ BpoxkaeHHOU (opmoit M1 mo
CPaBHEHHMIO C KOHTPOJBHOW TPYINIOW, YTO CBUAECTENBCTBYET O BBIPAKEHHOM
neduuure padoyeil namMsITH U KOHUEHTPALMK BHUMAHUS.

Taxoke manueHTsl ¢ BpoxkaieHHon M/JI1 momyuniu 6osiee HU3KUE OB 1O
CPaBHEHHMIO C JAPYTMMH TpPyNIIaMH 0IPU OLEHKE BHUMAHUS M 3PUTEIBHO-
IPOCTPAHCTBEHHOTO (DYHKLIMOHUPOBAHUS 110 cyOoTecTaM AIIEHOPYKCKO HIKaIbl
Y TECTY PUCOBAHUs YaCOB.

[IpumeHeHne OaTapen KOTHUTUBHBIX TECTOB, BKIIOYas 3a7a4yd Ha
IOCTPOCHUE IIyTH, CHUMBOJIbHbIE U LU(QPOBBIE MOJAIBHOCTH, a TaKXKe
BOCIIPOU3BEJEHUE TE€OMETpUYECKUX (uryp (OLEHUBAIOIIMX BHHMAaHHE,
UCIIOJTHUTENIbHbIE U 3PUTEIbHO-IPOCTPAHCTBEHHBIE (DYHKINU), BBISBHIIO
JOCTOBEPHBIE pPaA3JIMUMs MEXKIYy IAlUUMEHTaMU C BPOXKICHHOM U B3pOCION
dbopmamu M/[1 u koHTposibHOH Tpynmoil. Kpome Toro, rectupoBanue J00HBIX
bynkuumii (6atapes T00HOM MUCPYHKITUN) TOATBEPANIO 3HAUUMbIE OTJIMYUS KaK
BPOKJIEHHOH, TaK U B3pocioi ¢popmbl M/[1 OT KOHTPOIBHOM TPYIIIIHI.

VYuuThiBas IuTEpaTypHbIE JAHHBIE O TOM, 4TO it JeTcKoM dopmbl M/JI1
XapakTepHO OoJiee TSHKEN0e TEUEHUE 0 CPAaBHEHUIO CO B3POCIION, U OTCYTCTBUE
3HAYMMBIX PA3IUYUI MEKTy JTaHHBIMU IPYIIIIAMHU 10 PE3YyJIbTaTaM MPOBEICHHOTO

HeﬁpOHCHXOHOFI/I‘ICCKOFO TCCTUPOBAHMA, OBLIH IMPpOaHAJIU3UPOBAHBI HAHHBIC
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NAIMeHTOB Bo3pacToM Miaame 45 ner st 6ojee TOYHOTO ONpeiesieHUs
[IaTTepHA KOTHUTUBHBIX U3MECHECHUMU.

B Tabnune 17 moka3aHbl BBISIBICHHBIE Pa3iUyus NMPU CPaBHEHUH 00eUxX
ITPyNI C KOHTPOJBHOW, OJHAKO CTATHUCTHUYECKH 3HAYMMOM PA3ZHULBI MEKIY

JIETCKOM U B3pOCJION TpynaMu He ObLIO BBISIBICHO.

Tabnuna 17 — OneHka pa3HbIX JOMEHOB KOTHUTHUBHBIX (DYHKIIMH Y MallMEHTOB C
JneTcko u B3pocioit ¢opmoir MJ[1 muanme 45 €T MO CpaBHEHHIO C
KOHTPOJIbHOM TPYNIION

Herckas M/[1 B3pocnas M/I1 Kontposs
n=16 n=16 n=16 P, post-
[Ixanbr p
Me [Q1-Q3] Me [Q1-Q3] Me [Q1-Q3] hoc
1) ) )
ACE-III Po-
23 [21;24] 24 [22;25] 25 [24;26] <0,001
(mamsTh) 1<0,001
[ToBTOpeHus
oOparHOI Po-1 =
5 [4;5] 51[5;7] 6 [6;7] 0,001
[IOCJIENOBATEIHH 0,001
octu uudp
Po-1 =
Tect 0,002
MIOCTPOCHHSI 80 [71;142] 95 [70; 110] 51 [40;76] 0,001 Po-2 =
nytu (TMT-B) 0,022
Bbarapes noOnou Po-2 =
18 [17;18] 18 [17;18] 18 [18;18] 0,008
TUCHYHKITHH 0,009
Tect
BOCIIPOU3BEICHNE Po-2 =
4 [3;4] 3[3;4] 4 [4;4] 0,010
TCOMETPHUIECKUX 0,009
¢uryp Bekcnepa
ACE-III Po-2 =
11[9;12] 12 [10;12] 13 [13;14] <0,001
(berytocTh peyumn) 0,006
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Po-
1<0,001

Iosicnenusi k Tadamuue: ACE-I11— Addenbrooke’s cognitive examination III (AxnenOpykckas
IIKaJia OEHKU KOTHUTUBHBIX QyHKIui I11).

W nerckast, u B3pocnas popma MJ[1 oTinnyanuch OT KOHTPOIBHOU TPYIIIIBI
1o cyorecty AIeHOPYKCKOM IIKabl Ha OETJIOCTh PEYH U IO TECTY MOCTPOCHUS
MyTH, XOTS MEXKIY COOOM TPYIIIbI HE OTINYAIHUCE.

[Ipu onieHKe 3pUTENBEHO-TIPOCTPAHCTBEHHBIX U UCTIOTHUTEIBHBIX (PYHKIIUN
C TMIOMOILIBIO TE€CTa BOCIIPOU3BEACHUS FEOMETPUUECKUX PUTYp U OaTapen J00HOM
JUC(YHKIMKM HalMeHThl co B3pocioil ¢popmord M/[1 cTaTUCTHYECKH 3HAUYUMO
OTJIMYAIIUCH OT KOHTPOJIbHOH rpymiibl B (P = 0,009 u p = 0,009, COOTBETCTBEHHO).

[TamenTs! ¢ nerckoit MJI1 nmokazanu 6oJiee HU3KUE OAIITBI IO CPABHEHUIO
C KOHTPOJIBHOW TPYMION MPHU OIEHKE MaMITH U UCIIOTHUTEIbHBIX (PYHKIHNA 1O
cyorecty AnnenOpykckoit mkanbl (p<0,001) u Tecty moBTOpeHHs oOpaTHOM
nocieaoBareabHocTH mudp (p = 0,001).

CreneHp TSHKECTU MBILIEUYHOM c1aOO0CTH, OIIEHEHHAs: C TIOMOIIBIO IIKAaJIbI

MIRS, He Obu1a CBsA3aHa ¢ BEIPAXKEHHOCTHIO KOTHUTUBHBIX HapytieHu# (Tabmuia

18).

Tabmuma 18 — Onenka nmo xkoruuTuBHBIM mkaiaM MoCa, MMSE, ACE-IIl B
3aBucuMocTH OT O6asa no mkane MIRS y narmenTos ¢ M/I1.

bamn o MIRS
1 2 3 4 5
Me [Q1- Me [Q1- Me [Q1- Me [Q1- Me [Q1- P
Q3] Q3] Q3] Q3] Q3]
bamn mo
27 [26-28] 28 [26-28] | 26 [23-27] | 25[25-26] | 23[21-27] | 0,058
MoCa

MMSE | 28[27-28] | 29[28-30] | 28 [27-29] | 281[26-29] | 27 [25-28] | 0,318
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ACE-MI
(obumit | 93[82-93] | 94[92-97] | 90[86-96] | 85[83-92] | 87[79-93] | 0,133

Oain)

IMosichenust k Tad6aume: MIRS — Muscular Impairment Rating Scale (mkana oueHku
MbIIeuHbIX Hapymenuit), MoCa — Montreal Cognitive Assessment (MoHpeanbcKas ITKaja
OLICHKH KOTHUTUBHBIX (yHkiwmit), MMSE — Mini-Mental State examination (Kparkas mikaia
orneHku rncuxudyeckoro craryca), ACE-IIl — Addenbrooke’s cognitive examination |1l
(AnneHOpyKcKas IIKaJia OIICHKU KOTHUTUBHBIX (yHKwi 11).

brina BbIsSBIICHA OTpHUIATENbHAS KOPPEIAMHS MEXKIY IIUTEILHOCTHIO
3a00JIeBaHUSl U BCEMU OCHOBHBIMM KOTHUTHBHBIMH IIKajdaMu: AJJIEHOPYKCKOI
mkane (R =-0,472, p = 0,000), MMSE (R = -0,422, p = 0,000), MoHupeaibckoi
mkane (R =-0,512, p = 0,000), a Taxxe mo tecty 3anmomunHanus 10 cios (R = -
0,409, p = 0,001) u 6arapee noOHBIX TecToB (R =-0,335, p = 0,009). Koppensus
C BO3PACTOM MAIMEHTOB BBISIBIIEHA TOJIBKO MO TecTy 3anomMuHanus 10 cinoB (R =
-0,263, p = 0,017) u 6arapee 1060HbIX TecToB (R =-0,295, p = 0,007).

[IpoBeneHHOE HcCieI0BAHUE SMOIMOHAIIBHOTO CcTaTyca nmaueHToB ¢ M/ 1
BBISIBUJIO XapaKTEePHBIN npoduib ap(peKTUBHBIX HapylICHUH,
XapaKTepU3yIIIHUICS BBIpaKEHHBIM TpeoOnananuem amatuu (81,7%) Hax
nenpeccuBHbIMU  (26,7%) wu  TpeBoxHbiMU  (13,3%) paccrpoiicTBaMu.
[IpumeyaTenbHO, YTO CPAaBHUTENIBHBIA aHAIU3 MEXIY PazIuYHbIMU (HOpMaMH
3a00JIeBaHUS U KOHTPOJIbHOW TPYIIOW HE BBISBHJI CTATHCTHUYECKH 3HAYUMBIX
pa3Inyuui 1O MOKA3aTeNsIM JICTIPECCUH U TPEBOKHOCTH.

HecMoTpsi Ha OTCYTCTBHME CTAaTUCTUYECKOW 3HAYMMOCTH, HAOJIOMAIMCH
OTIpe/ICIICHHBIC TEHJCHIIMA B PACIPEACICHHH SMOIMOHAIBHBIX HapYIICHUN:
MAIMEHTHI ¢ BPOXKIECHHOW (POPMOI JeMOHCTPUPOBATH OTHOCUTEIEHO MEHBIIIYIO
YaCTOTY TPEBOKHO-IEMPECCHBHON CUMIITOMATHKU 1O CPABHEHHIO C JIETCKOU M
B3pociion dopmamu MJ[1, koTOpbie, B CBOIO O4Yepedb, HUMEIH CXOIHBIC
nmokaszaTtend. BaXHO OTMETHTh, 4YTO amaThs COXpPaHsJa CBOKI BBICOKYIO
pacrnpoCTpaHEHHOCTh HE3aBUCHUMO OT (POpMBI 3a00JICBAHUS, YTO MOTYEPKUBAET

€€ KJIIOYEBYIO POJIb B AIMOIIMOHAJIBHOM cTatyce nanueHToB ¢ M/I1.
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Bce wuccnemyembie dopmer MJI1  meMOHCTpHpOBaIM CTAaTUCTUYECKH
3HaUMMO 0oJiee BBICOKHE TMOKa3aTeIW anmaTHU MO CPABHEHUIO C KOHTPOJIHHOM
TPYIIIOH, OTHAKO 3HAYUMBIX Pa3IUINil MeXKIy hopMamu 3a00I€BaHUS BEISIBICHO
He ObU10. ClieyeT OTMETUTD, YTO YacTOTA BBIABJICHUS anaTtuu cocTasisia 50%

npu B3pocioit popme npotuB 75% mpu BpOXKIAEHHON U aetrckoit hopme M/I1

(Pucynoxk 11).
p=0,042
65
o 37 [30; 44]

60
2 55 38[34;47]
S 36 [34; 43]
© 50 T —
s
g 29 [24; 33]
§ 40 . . ) T
Q 35
]
© 30
3
3 1

20 0 i

15 p = 0,006 |

p=0,010 |

BpopgeHHana  [etckasa dopma  Bapocnas dopma  KoHTponb
¢dopma (n = 8) (n=19) (n=33) (n=22)

Pucynoxk 11 — ComnocraBieHue pa3nnyHbix GopM 3a00JI€BaHUSI C KOHTPOJICH TIO
[IKaje OILEHKW amaThu¥ 10 pe3yJbTaTaM HeMapaMeTPUUecKoro MeToja C
ycnoJib3oBanuemM kpurepus Kpackana-Yomuca.

BrIsiBIecHa B3aUMOCBSI3b MEXKJIY KOTHHTHBHBIMM M OSMOIIMOHAIBHBIMU
HapylieHusMH. Tak, oOHapyXeHa oOpaTHasi KOPPESAIHS MEXIy KOJUYECTBOM
OaJJIOB 10 IIKaJe amaTHd M BCEM OCHOBHBIM KOTHUTHBHBIM IIKaJIaM:
Annenopykckoii mkane (R = -0,433, p = 0,000), MMSE (R = -,380, p = 0,000),
Momnpeanbckoii mkaine (R = 0-,420, p = 0,000), a Takxe 1Mo TECTy 3alIOMHUHAHUS
10 cioB (R =-0,441, p = 0,000). Taxxe BbIABICHA B3aUMOCBA3b MY HATHIHEM
JCIPECCU YW KOTHUTHBHBIM JSHHUIMTOM: MPOJEMOHCTPUPOBAHA KOPPEIAIUS

Mex Iy OaioM o cyomikane aenpeccun HADS u Monpeanbckoit mmikainoi (R =
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-0,227, p = 0,044) u 6arapeeii 106HBIX TecToB (R =-0,353, p = 0,001), a Takxe
KOppEJAIUsS MeXay OaioM 1o IKaie jaenpeccur ['amMuiabToHa M Oarapeei
a06ueIx TectoB (R = -0,336, p = 0,002) (Ilpunoxenue 1).IIpu sTom,
HYMOIMOHAIbHBIC M3MEHEHHS HE OBUIM B3aMMOCBSI3aHBI CO CTEIICHBIO TSDKECTH

MBIIIEYHOM citaboctu nanueHToB (Tabmuma 19).

Tabmuua 19 — B3auMoOCBSI3b 3MOIMOHAIBHBIX HAPYUICHUH, OLEHEHHBIX II0
CHEIMATU3UPOBAHHBIM OMPOCHUKAM U IIKajJaM U MBIIICYHONW CHJIBI MO IIKaje
MIRS y B3pocabix manuentoB ¢ M/[1

bann no MIRS
1 2 3 4 5
Me [Q1- Me [Q1- Me [Q1- Me [Q1- Me [Q1- P
Q3] Q3] Q3] Q3] Q3]
[Ixana
JIeTIPECCUN 4 [1-6] 5 [0-6] 4 [2-9] 7 [5-9] 6[3-9] | 0,543
l'amuneTOHA
HADS
3[1-7] 5[1-8] 5 [4-9] 9 [5-11] 8 [4-13] | 0,079
(mempeccust)
HADS
5[3-11] 2 [1-5] 3[1-5] 4 [3-5] 6[3-7] | 0,149
(TpeBora)
[Ikana 41 [36-
35[27-48] | 36 [30-42] | 37[29-44] | 36 [32-44] 0,579
araThu 51]

IMosicienusi k Tadaune: HADS — Hospital Anxiety and Depression Scale (I'ocniuranbHast
mkajga tpesoru u aenpeccun), MIRS — Muscular Impairment Rating Scale (mkana omenku
MBIIIEYHBIX HAPYIIEHUH).

3.8.2 HapyuieHnusi pa3BUTHS M IMOLUMOHA/IbHbIE HAPYIIEHUS Y MAIIUEHTOB
AeTckoro Bozpacra ¢ MJI1
Bcero B wuccnenoBanuum ydactBoBamM 13 geteil, 6 M3 KOTOPBIX C

BpOokAeHHON 1 7 nerckoi Gpopmoit MJI1. B ucciaenoBanre BONUIA 5 MaJbYUKOB
U 8 eBOYEK, CPeAHUN BO3PACT KOTOPHIX HA MOMEHT HcciienoBanus oo 11,1+4,8
net. Cpegnuii Bo3pact nedrora MJ[1 marueHToB ¢ meTckoi popmMoit cocTaBuil

8,313,4 ner. Cpeansisi AIUTEIBLHOCTH 3a00J1€BaHuUs IETEH C BpOXKACHHOU (hopMoi
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Obina 8,2+4,4 net, a manueHToB ¢ nedorom MJI1 B neTrckom Bo3pacte — 5,7+3,8
JIeT.

Y 5 (83,3%) u3 6 manueHTOB ¢ BpoXKAcHHOH (hopmoit MJ[1 orMedasioch
HapyIlIeHHe pa3BUTUS B Icuxo-pedeBoil cdepe. Y 2 (33,3%) manmeHTOB C
BpoxkaeHHON ¢dopmoit MJI1 Ha OCHOBaHMM KIMHHYECKOIO OCMOTpa Oblia
BBISIBJICHA YMCTBEHHas oTcTaiocTh (Tabmmma 20). J/[Boe neTeit JeMOHCTpUpOBaI
HapyIICHUE Pa3BUTHsI KCIIPECCHBHOW M PEIETITUBHON pedd W s3blka. JTuUM 4
JeTSIM HE YJOAJIOCh TPOBECTH OICHKY [0 KOTHUTHBHBIM IIIKaJdaM H3-3a
KOMMYHHKATHBHBIX HapymieHuH. Ha OCHOBaHHMM JMArHOCTHYECKUX KPHUTCPHCB
DSM-V paccTpoicTBO ayTHCTHUECKOTO CriekTpa Obuto BhIsiBiIeHO Y 1 (16,7%)

MarueHTa.

Tabmuma 20 — Pacnpenenenue HapylieHUN pa3BUTUA y JIeTed C pa3HBIMU
dbopmamu MJI1

Bpoxnennas M/I1 Herckas M/I1
HapyuieHue pa3BUTHS pevH U sI3bIKA 33,3(2) 0
PAC 16,7% (1) 0
HHTe/ieKTyaIbHASI HEOCTATOYHOCTD 33,3(2) 0
CJIBI" (HeBHUMATEJIbLHBIH THII) 16,7% (1) 57,1% (4)

IMosicnennst k Tabaune: PAC — paccrpoiictBo ayructuueckoro crnekrpa, CIABI' — cunapom
nepunuTa BHUMaHMS ¥ TUIIEPAKTUBHOCTH.

JIBe neBOYKM yCHEMHO 00y4yanuch B 0011€00pa3oBaTenbHON mKojae. m
yAaJ0Ch OLIEHUTH MaMATh C TIOMOIIbIO TecTa 3anomuHanus 10 cnoB Jlypus, onHa
U3 KOTOPBIX MPOJEMOHCTPUpOBAa BBICOKUM Oania, a Jpyras He HaOpaa
JIOCTATOYHOE KOJIMYECTBO OAIIOB. Y MAIlMEHTKH, HE CITPABUBIIICICS C TECTOM Ha
OIICHKY TaMsITH, Ol muarHoctupoBan C/IBI', mosTomy Henb3s B TIOJHON Mepe
OMPENENIUTh 3a CUYET HAPYIICHUS HCIOJHUTEIbHBIX (YHKIUN WIM CHY)KCHUS
naMaTd TalueHTKa HalOpama Hu3kuii Oamr. Ilpm omenke y 2 mManUeHTOK

3pUTEIBHO-TIPOCTPAHCTBEHHBIX U UCTIOJHUTENbHBIX (DYHKIMH C UCTIOJIb30BAHUEM
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TeCTa BOCHPOU3BEICHUSI TeoMmeTrpuieckux ¢uryp Bekcrnepa: mammentka, He
CIIPABUBIIASICSA C TECTOM Ha OLEHKY aMATH, TOJIy4ria 6oJjiee HU3KUN Oail.

CABI' (neBHMMaTenbHBIA THUI) Ha OCHOBaHUM KputepueB DSM-V 6bin
JTUAarHOCTUPOBAaH y 4 TMAaIMEeHTOB C JACTCKOM ¢opMoit m y 1 mammeHTa c
BpoxkeHHo M/I1.

HecMoTpss Ha yacToe ommcaHue MHTEIUICKTYaIbHBIX HAPYLIICHUW Cpeau
MalueHToB ¢ jaeTckoi ¢dopmoit MJI1, Bce mamueHTHl W3 JaHHOW TPYIIIBI
JEMOHCTPUPOBAIH YAOBIECTBOPUTEIbHBIC TTOKA3ATENN B COIIMAIBHON, OBITOBOM U
yaeOHol chepax. [Ipu orneHke maMsITH C TOMOIIBIO TecTa 3anoMuHaHus 10 cIoB
Jlypus Bce mamueHtel ¢ gebiotom  MJI1 B geTckoM  Bo3pacTe
MPOAEMOHCTPUPOBATIM  YAOBJIETBOPUTEIbHBIE pe3yabTaThl. [Ipu  oneHke
3pUTEIIBHO-IIPOCTPAHCTBEHHBIX U UCTIOJIHUTEIIBHBIX (DYHKIIUN C TOMOIIBIO TECTA
BOCITPOU3BEJICHUSI TEOMETPUUECKUX (QUTYP BCE JETH CIPABHINUCH C 3aIaHUEM.

3HAYMMBIX SMOIIMOHAJIBHBIX HAPYUICHHWH, B YaCTHOCTU JCMPECCUU U
TPEBOXKHOTO PACCTPOMCTBA, MO pe3yJbTaTaM TECTUPOBAHUS HE OBLIO BBISBICHO

HU B OJIHOM TpYIIIE.

3.9 PesyabTatsl MPT rosioBHoro mo3ra nauuentos ¢ M/[1

3.9.1 PesyabTarsl MPT ro10BHOr0 Mo3ra B3pocJibIX NANMEHTOB €
MJ1

MPT ronoBHoro mo3sra mnpoBeaeHo 54 mamuentam ¢ MJI1. JlaHHbie
HEHPOBU3yaIM3aIlMU TOKa3adl Haiauuue u3MeHenne MP-curnama ot Oemoro
BeliecTBa royioBHoro mosra y 41 (75,9%) nanuenta. HamnGosee gacto owaru
JIOKaJIM30BaJUCh B JIOOHBIX oTaenax (44,4%), ayTh peske — B TeMeHHBIX (38,9%)
u BucouHbIx (33,3%). MuTepecHo, 4To XapaktepHblit 1t M1 marTtepH B BUIC
nuddy3HOro BOBIEUEHHUS] OE€JIOr0 BEIIECTBA BUCOYHBIX OTHEIOB OOHApYX eH
b y 5 (9,3%) narrenToB: y 3 co B3pocioi, y 1 ¢ geTckoi u'y 1 BpOKICHHOM

dopmoit M/1 (Pucynok 12).
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Pucynok 12 — A - AkcuanbHbiil cpe3 rosioBHoro mosra Ha T2 BU. XapakrepHbiit
naTTepH u3MeHeHuss MP-curnama ot Oenoro BemiecTBa BHCOYHBIX JIOJEH Yy
naupenta ¢ MJ[1. B - CarurraneHblii cpe3 rojioBHOro mo3ra Ha T2 BIU.
@OpoHTaNbHBI  THUNEPOCTO3 y TMAlMEHTKH C  BpPOXKICHHOW  dopmon
MUOTOHHYECKOU qucTpodun 1 Thna.

VY 8 (14,8%) naiueHTOB OYard JOKaJIM30BaIKMCh B 3aThIJIOYHBIX JOJIX. Y
39 (72,2%) mnanMeHTOB O4Yark TaK)Ke BBIABISUINCH B TEPUBEHTPUKYIIAPHON
obnmacTu. [ WMEpUHTEHCHBHOCTH OEIOTO  BEIIECTBA T'OJOBHOTO  MO3Ta
olleHHBajach ¢ momoikto mkaasl Paszekac (Fazekas). ¥V 21 (38,9%) manuenTa
BBISIBIICHBI M3MeHeHus 1 craaumu, y 15 (27,8%) — 2 cragum, a y 3 (5,6%)
WU3MEHEHHS TOCTUTIN 3 cTamuu. [Ipw 3TOM, B3aMMOCBS3H MEXAY U3MCHCHHEM
MP-curnana ot 6enoro BemecTBa TOJOBHOTO MO3Ta U KOTHUTHUBHBIMU U
HYMOIIMOHAILHBIMU U3MEHEHUSIMH, BO3pacToM, (GOpMoii U JuTenbHoCcThi0o M1
He BbLsiBIieHO (IIpunoxenue 2).

[Ipuznaku riaobanpHOM 1epedpanbHOM aTpoduu, BEISIBIEHHBIE C TOMOIIBIO
mkanel GCA, 0wl BeIsiBiIeHBl Y 29 (53,7%) manueHToB, BUCOYHBIX JOJICH IO
mkane MTA —y 18 (33,3%), Temennbix podeit mo mkane Koedam —y 7 (13%).

BripaxkeHHOCTh aTpouu Ceporo BEIIECTBA B COOTBETCTBUH CO IIKAJION
GCA He Oblna CcBs3aHA C KOTHUTHBHBIMHM HapylIEHUSMU TanueHToB. OmHAKO,
Obl1a BBISIBIIEHA 00paTHAs KOppessius Mexx 1y 6aminom o mkaine MTA u 6amiom,

MNOJYYCHHBIM pPE3yJibTaTaM TCCTUPOBAHUA HUCIIOJIHUTCIIbHBIX (I)YHKHI/II\/'I C
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nomonipio 6arapen 100HBIX TecToB (R = -0,296, p = 0,032). Mexay cTeneHbIO
atpoduu ceporo BemecTBa Mo GCA 1 BO3pacToM MAIMEHTOB BBISBICHA TIPSIMast
koppemsinus (R = 0,292, p = 0,034), mocToBepHO# pa3HUIIBI MEXTY Pa3HBIMH
dbopmamu HE BBISIBIICHO.

Mexny CTemeHbpl0 aTpoduu  CEporo  BeEHmIeCTBAa TOJIOBHOTO U
OMOIMOHAJILHBIMU HApPYIICHUSMH OOHApy)KeHa B3aMMOCBS3b. [aK BBISIBICHA
npsiMasi Koppensiusa Mexay Oammom mo mkaie MTA u G6auioM mo Imkaie
nenpeccuu 'amuapTona (R = 0,373, p = 0,006) u mkane anatuu (R = 0,334, p =
0,016), a Taxxke mexay 6amtom o mkaine GCA u amarueii (R = 0,427, p =0,001)
(ITpunosxxenue 3).

He oOHapykeHO 3HAUMMBIX Pa3IMuuil MEXIY CTECTICHBIO aTpOGUN CEPOTO

BEILECTBA FOJIOBHOTO MO3ra U JUTUTENBHOCTBIO TeueHus, u popmoit M/I1.

3.9.2 PesyabTaTel MPT rosoBHoro mo3ra y aereii ¢ M/[1

Bcem 13 nersam mposenena MPT rojoBHOro mosra B CTaHAAPTHBIX
pexumax. Y Bcex oOcieoBaHHBIX JAeTel ¢ BpoxaeHHOW ¢opmorn MJI1 Obln
BBISIBJICHBI U3MEHEHUS B TOJIOBHOM Mo3re 1o pe3ynbTataM MPT. Ouaru B 6e1om
BEIIECTBE ObUIM BBISIBICHBI Y 66,7%, B TOM 4YuCJE, MEPUBCHTPUKYISIPHOM
nokamu3anuu (50%), no6Ho# u BucouHOH (33,3%), TEMEHHOW M 3aTBIJIOYHOMN
(16,7%). Tunuunsiii a4 MJ[1 naTrepH B Bue 1udGy3HOro BOBICUCHHUS OSIOT0
BEII[ECTBA BHUCOYHBIX OTACJIOB HE OOHApYXeH HU y OJIHOTO TMaIlUeHTa C
BpoxknenHon MJI1. V¥V Tperm mnaumeHToB ¢ BpoxiaeHHOM dopmoit MJI1
oOHapy>keHa BeHTpuKyIomeranus. Cpenu Ipyrux Haxo10K 1o pesynbratam MPT
TOJIOBHOTO MO3Ta UCTOHYEHHE MO3OJIMCTOrO Teja ObUIO BBISBICHO Y MOJOBUHBI
(3 u3 6) nereii ¢ BpoxxaeHuo M/I1.

Jlume y 2 (28,6%) manmeHTOB C JeTCKOM (OpMO  OOHApYKEHBI
TUTIEPUHTEHCUBHBIE 0Yarv B MEPUBEHTPUKYISIPHOM 00JIACTH U JIOOHBIX OT/AEIaxX

rojioBHoro mosra no MPT. Xapakrepnoro st M/I1 narrepua usmenenust MP-
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CUTHAJIa OT O€Joro BEIIECTBA BUCOYHBIX OTJEJIOB HE BBIBIECHO HU Y OJHOIO
naiueHTa ¢ 1e00ToM 3a00J1€BaHus B IETCKOM BO3pacTe.

[Tpu3naku atpoduu Ceporo BelIeCTBA FOJOBHOIO MO3Ta MPHU OIEHKE IO
mkane GCA BoisiBIeHBI y 66,7% NaIMEeHTOB ¢ BpOXACHHON ¢dopmoit. s
NAlMEHTOB C JIeTCKOW (opMoil He OBLIO XapakTEpPHO MOpPaKEHHUE CEPOro
BEILIECTBA.

IIpu onieHke HapyieHui pa3Butusa y aetei ¢ MJ[1 ¢ momoibo Kputepus
ManHa-YuTHU JJ1s HE3aBUCHUMBIX BHIOOPOK HE OBLIO 0OHAPYKEHO B3aMMOCBSI3H
¢ arpodueii kopsl 1o mkajne GCA (p=0,079). [To pe3yibratam ofHOPAKTOPHOTO
JTUCIEPCUOHHOTO aHAIN3a TaKKe He 00HAPYKEHO B3aUMOCBSI3U MEX/1y HATMUUEM
HapyLIEHUN Pa3BUTHUS U BBIPAXKEHHOCTHbIO M3MeHEeHHsT MP-curnamna ot Oenoro

BellecTBa, oricHeHHOH 1o Fazekas (p=0,064) (Ta6muma 21).

Tabnmuma 21 — PacmnpeneneHue mManuMeHTOB JETCKOTO BO3pacTa MO CTENEHH
THUIICPUHTSHCHBHOCTH Oelioro BemiecTBa o Fazekas B 3aBUCHMOCTH OT HaJTMYHS
HAPYUICHUIN Pa3BUTHS

Hanuuue napymenus pa3Butus

Her Hapymennii pa3Butus EcTp Hapymenus pa3BuTus
Crenenu 'IBB 0 4 4
no Fazekas 1 0 5

Iosicnenus k Tadaune: [ IbB — runepuHTeHCHBHOCTH 0€JI0TO BEIIECTBAa FOJOBHOT'O MO3Ta.

3.10 IToBbIlIEHHAS THEBHASI COHJIUBOCTD, YTOMJISIEMOCTb U PacCTPoOiicTBa
CHa y nmauueHToB ¢ M/{

3.10.1 IToBbIIeHHASI THEBHASI COHJIMBOCTD, YTOMJIAEMOCTh H PACCTPOCTBA
CHA y B3pocCJjbIX nauueHToB ¢ M/[1

[TpoBeneHa oreHka 48 B3pOCHBIX MHalKMeHTa, w3 KOTopbix 19 (39,6%)
xeHmH u 29 (60,4%) myxumH. CpemaHuii BO3pacT MAlMCHTOB COCTaBHUJI

39,8+11,2 ner, a cpenHsas IIUTeIbLHOCTh 3aboneBanus — 16,4+10,4. Cpenu
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obcnenyembrx 06110 4 (8,3%) marnpierTa ¢ BpoxkaeHHou, 13 (27,1%) nanueHToB ¢
netckor u 31 (65,6%) nmauuent co B3pocioi popmoit MI1.

Osxwupenue 1 crenenn nmesno mecto y 7 (14,6%) namuentos, CJ/I 2 tuna
IrarHocTupoBaH yeTBepbiM (8,3%). Hapymienuit GyHKIMH IUTOBUIHOM KETe3bI
(TUIO- ¥ TUIIEPTUPEO3) He OOHApYKeHBI HU Y oaHoro. Y 29 (60,4%) mamueHTOB
npu OOIICKIMHUYECKOM OCMOTpE BBISBIICHO HapyIICHHE MPUKYyca U aHOMAJUU
CTPOEHUS HUKHEH YEIIOCTH.

Hns omnpenenenus pucka pa3Butusi COAC Bce mnarueHThl ObLIA
npoTtecTrpoBaHbl ¢ momoikio ornpocHuka STOP-BANG. COAC BeicOKOro pucka
BBIsBIICH ¥ 3 (6,2%), cpennero pucka —y 14 (29,2%), auzkoro — y 31 (64,6%).
IICI" noarBepanina Hammmune COAC y BceX MalMeHTOB CO CPEAHUM U BBICOKAM
puckoM, a y mnamueHtoB ¢ Hu3kuM prckoM COAC BeisiBiaeH y 18 (37,5%)

naruenToB (Pucynok 13).

STOP-BANG ITonucomuorpagus

13,2% 20,8%

[ ] smsknii puck COAC [] =opma
[] cpemnnii puck COAC [1 coAac
B sicoxmit prck COAC B coac+ IIEHTpaJIbHOE allHO?

Pucynox 13 — PacnpeneneHue HOYHOTO arHO? COIVIACHO JAHHBIM ONPOCHUKA
STOP-BANG wu no pesyasratam IICT.

IICI" BhIsiBUJIa BBICOKYIO PaCIpOCTPAHEHHOCTh HAPYIIECHUN JbIXaHUS BO
cie, a umeHHo COAC. CormacHo mnonydeHHbIM JaHHbIM, COAC Obua

BepuduiupoBan y 79,2% oOcneqoBaHHBIX, YTO CYIIECTBEHHO TMPEBBIIIACT
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HOMYJISIIIMOHHBIC TIoKa3zarenu. [lpumeuartenbHo, 9to y 5 (13,2%) manweHTOB
OOCTPYKTHUBHBIC HAPYIICHHUS COUETAINCH C TICHTpaTbHBIMU artHo3. COAC nerkoit
CTETICHU BBIPAXEHHOCTH, MPU KOTOPOM HMHJEKC AITHO3-THIIOIHOD HAXOJWTCS B
npenenax ot 5 go 14, muarnoctuposan 12 (31,6%) manuenTtam, cpemHed mpu
MHJIEKCE almHO3-TUNONHO? oT 15 1o 29 —y 15 (39,5%), Tsbxenoit mpu MHAEKCE
amHOo3-TUNomHO? 6osee 29 — y 11 (28,9%). Cpenu mammenToB ¢ COAC y 12
(31,6%) Ttaxke oOHapykeHa HouHas rumnokcemus. Y 10 (26,3%) manueHTOB
COAC couerancs ¢ REM-3aBucumbiM amHo? cHa, a y 15 (39,5%) — c
MO3UIIMOHHO-3aBUCUMBIM. JITUTETLHOCTE 3a00JICBaHUS HE BIIWsIA HA HAJTUIHAE U

TSHKECTh HOYHOTO anHod (Tabimna 22).

Tabmuia 22 — OneHka BIUSHUS TUTSIBHOCTH 3a001€BaHUS Ha HOYHOE aITHOD Y
B3pOCIBIX manueHToB ¢ MJI1

Hert amtHon EcTb amtHo»
p
Me [Q1-Q3] Me [Q1-Q3]
JnuTensHOCTh
13 [7-15] 12 [6-22] 0,718
3a00JI€BaHUA

Y 2 (4,2%) mnauwentoB COAC OBLIO €IMHCTBEHHBIM IPOSBICHUEM
3aboseBanus, a'y 6 (12,5%) — ObLJIO TIPH OTCYTCTBUH MBIIICYHOM C1a00CTH.

[ToBeimenHass Macca Ttena (mHAeke Maccel Tena (MMT)  >25),
obHapyxeHHas y 16 (33,3%) marueHTOB, MPUBOAMIA K YTHKEICHUIO HOYHOTO
antHod (p<0,001). 60% manueHToB, cTpamatommx oxupenuem (MMT>30),
JEMOHCTpUpOBaIM Tskenyro  BbipaxkeHHOCTh COAC. YV  nanumeHToB C
HOPMAaJILHOW Maccoi Tena oOHapYKMBAJIOCh amHO? Jierkon (28,9%) u cpeaneit
(39,5%) crenenn. Hounas rumokcemwuiss BbIsBIICHA B /5% Yy MalMEHTOB C
M30BITOYHON MacCOW Teia, MPU 3TOM Yy IMAlMeHTOB ¢ HOPMAaJIbHBIM HHJICKCOM

Macchel Tejia Bcero B 15%.



Hamnune HOUYHOTO anmHO? HE BAUSIIO HA KOTHUTHUBHEIN U DMOIIMOHAJILHBIA

craryc manuentoB (Tabmnuma 23).

Tabnuna 23 — Bausitaue cuHapoMa oOCTPYKTUBHOTO allHO? CHA Ha KOTHUTHUBHBIN
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Y YMOLMOHAJIBHBIN CTAaTyC B3pOCIbIX manueHToB ¢ M/[1

CuHIpPOM OOCTPYKTHBHOI'O aIlHOY CHA
Her Ectp p
Me [Q1-Q3] Me [Q1-Q3]
ACE-III (o6uuii Gasr) 95 [88-97] 90 [84-93] 0,070
MMSE 29 [28-30] 28 [26-29] 0,082
MoCa 27 [26-28] 26 [24-27] 0,235
Tect Jlypuu (4uepes 4ac) 10 [8-10] 9[8-9] 0,144
Barapes T0OHBIX TECTOB 18 [18-18] 17 [17-18] 0,222
[IIkasna anatuu 33 [27-42] 36 [32-43] 0,539
[Ikana nenpeccuun [amubToHA 5[1-9] 5[3-8] 0,678
Bban no mkane tpeBoru beka 11 [3-14] 8 [4-17] 0,960
HADS (tpeBora) 4 [3-6] 3[1-6] 0,621
HADS (nenpeccust) 5[2-10] 5 [4-9] 0,772

IMosicnenusi k Tadaume: MoCa — Montreal Cognitive Assessment (MoHpeanbckas mkaia
OLICHKH KOTHUTHBHBIX QyHKuuit), MMSE — Mini-Mental State examination (Kparkas mikana
omeHku rncuxudeckoro craryca), ACE-IIl — Addenbrooke’s cognitive examination III
(AnmeHOpyKcKas mikana oneHkd KorHuTuBHBIX (ynkimit 11T), HADS — Hospital Anxiety and
Depression Scale (I'ocniutanbHas 1Kajga TPEBOTH U ICITPECCHH).

BynbOapHble HapylleHHs, aHOMAJIUU CTPOEHUS HWXKHEM YelIoCTH WU
pUKyca Hapsay cO ciIabOCThIO MBI crudaresieid M pasrudaTeneld IIew Mo
mkaiae MRS u oOmieit mblmeynoit ciaboctero no mikaine MIRS 3maunmo He
BJIMSUTY Ha HaJIM4Kre HOYHOTOo armHod ([Ipunoxenue 4).

IIpu sTOM BBIsIBIIEHA B3aUMOCBA3b Mexk1y creneHbto Tskectn COAC u

BBIPKEHHOCTHIO MBITIICYHOHN CJIa00CTH, KOTOpast Obliia orieHeHa 1o mkaie MIRS



112

(p = 0,035), u ci1aboCcThIO MBIIIII IIEH, KOTOPast OlleHuBaiach mo mkaie MRS (p

= 0,006) (Tabmuma 24).

Tabmuna 24 — Buusanwue wMbineunon ciaboctu no mxiaie MIRS u MRC,
Oynb0apHbIX HAPYIICHUN W HApyUIEHUM MPUKyca Ha CTENEHb BBIPAXKEHHOCTH
CHUHJpOMa OOCTPYKTUBHOTO allHO? CHA Y B3pOCIbIX manueHToB ¢ M1

CrerneHb CUHAPOM OOCTPYKTHBHOTO allHO?
CHa Xu-KBaapar
Jlerkas Cpennsis Tsoxenast ITupcona
12 13 7
Byns6apHble HapyIeHus 5 7 6 0,187
MRC (pasrubarenu 1ien)
3 1 3 0
0,548
4 4 5 4
5 7 5 3
MRC (crubaremnu men)
1 1 6 0
2 3 4 1
3 4 1 3 0,000
4 0 1 3
5 4 1 0
MIRS
1 2 0 0
2 2 2 1
3 6 . A 0,035
4 2 3 1
5 0 7 1
Hapymenue npukyca 5 11 4 0,092

Mosicnenus k Tadmmue: MRC — Medical Research Council (1kaa oreHKH MBIIICUYHOM CHITBI),
MIRS — Muscular Impairment Rating Scale (urkana oleHKH MBIIICYHBIX HAPYIICHHIA).
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Hapyuienus cTpykTypsl cHa y nauueHToB ¢ M/[1 BKIIIOUalOT yBEIUYEHHE
IIPOJOJDKATEIBHOCTH IIEPBOM CTaauy, YMEHBIIEHWE BTOpPOM CTAaguu CHAa M
CHIDKEeHHE MHAeKca 3G (HEeKTUBHOCTH CHA. Pa3nnumii B apXUTEKType CHa MEXIY

pasueiMu (hopmamu 3a00sieBaHus He oOHapyxeHo (Tadnwuma 25).

Tabnuna 25 — ApXuTeKTypa CHa B3pOCIBIX MMAIIUEHTOB B 3aBUCUMOCTH OT (DOPMBI
M/11

®opma M1
Bpoxnennas Herckas B3pocnas p
Me [Q1-Q3] Me [Q1-Q3] Me [Q1-Q3]
1 cranus cHa, % 11,5[8,9-12,6] 14,2 [9,8-21,1] | 14,7 [11,9-24,1] | 0,230
2 cragus cHa, % 27,6 [26,2-28,3] | 36,4 [28,5-43,4] | 36,4 [32,9-41,3] | 0,057
REM-cranus cHa, % | 23,4 [22,2-30,0] | 23,4 [15,3-26,0] | 22,0 [18,0-25,2] | 0,676
['myOoxkas cTanus cHa,
. 39,7 [30,9-41,2] | 23,0[19,9-29,0] | 22,0 [17,2-28,0] | 0,055
0
JIaTeHTHOCTB KO CHY
19 [16-21] 11 [6-24] 15 [8-28] 0,366
(MuH)

JUIMTeNnbHOCTh 3a00JI€BaHMsI 3HAYMMO HE BIIMSJIM Ha apXUTEKTypy CHa
nanreHToB M/[1. Bo3pacT manmueHTOB BIMAT TOJNBKO HAa IPEACTABICHHOCTH
rnyookoit craauu cua (R = -0,330, p = 0,038), uro B 11€)I0M XapaKTepHO IS
o6meit monyssiiuu (Ipunoxenue 5).

He Oputo momydeHO KOppemsuu MEXAy apXUTEKTypOll CHa, YPOBHEM
caTypallud KUCJIOpOJa, OSMNH30JaMU JlecaTypallid W KOTHUTHUBHBIMU U
YMOLIMOHAJIBHBIMHU HapymieHussMu. OOHapykeHa MpsiMasi KOPPEJSUS MEXITy

OautoM 1O mKane (QyHKIUOHANBHON akTUBHOCTH DM-ACtiV U ypoBHEM

HachIeHus kposu kucimopoaom (R = 0,385, p = 0,014) (ITpunosxenue 6).
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He BBISBIIEHO B3aMMOCBSI3€M MEXIy HAPYIICHHSIMHU apXUTEKTypbl CHA,
YPOBHEM caTypalluu KHUCJIOPOJa B KPOBH, HAJIMYUEM SIIHU30]I0B JecaTypalud U
ITJC u yromnsemoctbio ([Ipunoxenue 7).

B rtabmuume 26 mnponeMOHCTPUPOBAHBI OTJIMYMS B  TOKa3aTeNsax
nutenbHocTu pa3 npu COAC u 6e3 Hero. [Ipu Hanuunu COAC Habmonanoch

YIJIUNHCHHUC HepBOﬁ CTalu1 CHA U YBCIIMYCHUC HHACKCA MUKPOAKTHUBALIN.

Tabmuma 26 — OrneHka apXUTEKTyphl CHa Yy TAlMeHTOB C CHHIPOMOM
OOCTPYKTHBHOTO artHO? CHa U 0e3 Hero

CuHzpoM 00CTPYKTUBHOI'O allHO? CHA
[IIxana oueHku P
Her Ectp
JlnnrensHocTs 1 cragun, % 8,9 [6,8; 13,0] 15,3 [12,1; 22,4] 0,008
JlnutenbHOCTh 2 cTaauu, % 36,3 [34,4;42,4] | 34,4[27,7; 40,8] 0,175
JmutensHocts REM crammii cha, % | 22,7 [16,9; 23,8] | 23,4 [19,5; 26,2] 0,233
['ny6okue craguu cHa, % 30,7 [21,5; 33,3] | 23,1[17,8; 28,3] 0,167
Wunekc 3¢ dexTuBHOCTH cHA, % 92,6 [82,4;94,3] | 84,5[71,8;91,4] 0,081
Wunexc MukpoakTuBamnmu, %o 17,2 [12,2; 18,2] 25,5 [20,2; 34,7] 0,005

Hounast runokceMust Takke Bivsiia Ha CTpyKTypy cHa (Tabmuma 27). [pu
HaJIM4YUHA HOYHOM TMIIOKCEMHUH YBEIMYNBAIIACH INIMTEIBHOCTD IIEPBOM CTAINU CHA

N MHACKC MUKPOAKTHUBAIIUKU, U CHUIKAJICA MHJCKC 3(1)(1)€KTI/IBHOCTI/I CHa.

Tabnuna 27 — OneHka apXUTEKTYphl CHA Y TAI[MEHTOB C HOYHOW TMIIOKCEeMUEn U
0e3 Hee

Hounag runmokcemus
IIIxana oreHku P

Her Ectp

12,7[10,3; 15,6] | 21,3[18,4; 25,7]

JnutenbHocTh 1 craaun, % 0,004




115

Hounag runokcemus
[Ixana oneHku P
Her Ectp

JlnutenbHOCTh 2 cTaauu, % 36,2 [28,2; 40,8] 34,4 [28,3; 41,5] 0,779

JimrensHocts REM cramuii cHa, % 23,5[18,9; 25,4] 21,0 [18,30; 26,3] 0,990

['mybokue craguu cHa, % 25,5 [20,0; 33,5] 23,0 [16,2; 25,6] 0,137

Wupekc s dexTuBHOCTH CHa, % 88,4 [74,3; 93,7] 75,2 [64,5; 85,1] 0,016

WHiexkc MUKpoOaKTHBAIKH, %o 21,3 [16,2; 28,4] 35,9 [29,7; 41,9] 0,000

Hounas runokcemus Obuta oOHapyxkeHa y 81,8% MalMeHTOB C TAKETbIM

COAC u mumib y 20% ¢ COAC cpenHeil CTENEHU TSHKECTH.

[IpoBeneHHOE HCCIEAOBAHUE BBIABUIIO OTHOCUTEIBHO HHU3KYIO YacTOTY
JIBUTATEJIBHBIX HapyUIEHUH BO Bpemsi cHa y mamueHToB ¢ M/(1: y 5 (10,4%)
JWAarHOCTUPOBAaH CHHJPOM IIEPUOJMYECKHUX JIBWKEHMM BO CcHe, y 2,1% -
CHUHJIPOMOM O€CITOKOMHBIX HOT.

[TJC u yromasiemocTh oT™Mevanach y 31 (64,6%) u 34 (70,8%) manueHTOB,
COOTBETCTBCHHO. B nebrore 3a00iieBaHus aHHbIe cCHMITOMBI ObLTH y 9 (18,8%)

MaueHToB, y 2 (4,2%) ObuIM €AMHCTBEHHBIMU CUMIITOMAMU OOJIE3HHU.

He BBISBICHO B3aMMOCBS3U MEXIY KOJIUUECTBOM OajlIoB mo mikaie ESS,
FSS u popmoiit M/I1 u Bo3pacTtom manmenToB. [Ipu s3TomM oOHapykeHa mpsmMast
KOppesiiius ~ MEXIy JUIMTeNbHOCTHIO  3a00J7€BaHUS W TOBBIIICHHOM
yromssiemocthbio (R = 0,329, p = 0,047) ITJIC (R = 0,494, p = 0,002).

Hanu4uy HOYHOTO armHO? ¥ TUMOKCEMUHW HE BIUSJIO Ha PE3YJIBTATHI IIKAIT

ESS u FSS (Ta6numa 28 u 29).

Tabnuma 28 — OueHka BIMSHUS HOYHOTO aIllHO® Ha BBIPAKEHHOCTH JTHEBHOM
COHJIMBOCTM M yTOMJIIEMOCTH, OLEHEeHHbIX mno 1mkaire ESS wu FSS,
COOTBETCTBEHHO
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CuHIPOM OOCTPYKTHBHOT'O AITHO? CHA
Her Ecte p
Me [Q1-Q3] Me [Q1-Q3]
basn no mkana ESS 9[2-11] 8 [4-13] 0,702
Basn no mikane FSS 29 [20-63] 40 [24-52] 0,842

IMosichenust k Tadaume: ESS — Epworth Sleep Scale (mkama conamBoOCTH
OnBopra), FSS — Fatigue Severity Scale (mkama rpaganuu CTENCHH TSHKECTH
yCTaJIOCTH).

Tab6mmia 29 — OtneHka BIUSHIS HOYHOW TUTTOKCEMHH Ha BRIPAKECHHOCTD JHEBHOM
COHJIMBOCTA M YTOMIIIEMOCTH, OLIEHEHHBIXx 1o tmkame ESS wu FSS,
COOTBETCTBEHHO

HouHas runokcemust
Hert Ectb p
Me [Q1-Q3] Me [Q1-Q3]
bamn mo mkana ESS 8 [3-11] 12 [8-13] 0,198
Bast no mikane FSS 31 [21-57] 44 [40-55] 0,454

Iosicnenus: k Tadaune: ESS — Epworth Sleep Scale (mkana connuBoctu OnBopra), FSS —
Fatigue Severity Scale (1kana rpaganuu CTEIEHH TSHKECTH YCTAIOCTH).

[TanieHTHI ¢ COMYTCTBYIOMMMHU METAa0OJNYECKUMHU HApYIICHUSIMHU Yallle
ucnbITeiBatOT [IJIC u yromnsieMocTs: BblsiBiieHa Koppensiuus mexay C/0 2 tuna

¢ Oamtom mo mkane ESS u FSS (p = 0,023 u p = 0,018, cooTBEeTCTBEHHO)

(Tabauna 30).

Tabnuna 30 — BnusHue comyTCTBYIONIETO CaxapHOTo AruadeTa Ha BRIPaKEHHOCTh
JTHEBHOW COHJIMBOCTH M YTOMJIIEMOCTH, OILICHEHHBIX Mo Imkaime ESS m FSS,
COOTBETCTBCHHO

CaxapHblii tuader

Her Ectp p
Me [Q1-Q3] Me [Q1-Q3]

FSS 31 [22-52] 54 [42-63] 0,018
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CaxapHnblii tuadet
Her Ectp p
Me [Q1-Q3] Me [Q1-Q3]
ESS 8 [3-11] 13 [11-15] 0,023

IMosicenust k Taduue: ESS — Epworth Sleep Scale (mkana connuBoctu DmnBopra), FSS —
Fatigue Severity Scale (mkana rpagaiuu CTEIIEHU TSHKECTH YCTAIOCTH).

Hannuue wu30bITOuHOM Maccel Tenma y mamueHToB ¢ MJ[1 okasbiBana
BIIMSIHUE HA yTOMIISIEMOCTb 110 1ikasie FSS (p = 0,023), npu 3ToM B3aUMOCBSI3H C

ITJIC BoisiBieHO He ObLTO (Tabmuima 31).

Tabmuna 31 — BrausHuMe CcONMyTCTBYIONIEH MOBBIIMIEHHONM Macchl Tella Ha
BBIPAKEHHOCTH JHEBHOM COHJIMBOCTH UM YTOMIISIEMOCTH, OLIEHEHHBIX I10 IIKAJIE
ESS u FSS, cooTBeTcTBEHHO

Hannyne noseleHHON MaccChl TeIa
Her Ectp p
Me [Q1-Q3) Me [Q1-Q3)
FSS 29 [21-47] 42 [27-60] 0,023
ESS 8 [3-11] 8 [3-12] 0,066

IMosicnenus: k Tadaune: ESS — Epworth Sleep Scale (mkana cornmBocTi OnBopra), FSS —
Fatigue Severity Scale (kana rpagaiuu CTENEHH TSXKECTH YCTATOCTH).

[ToBpIllIEHHAsT yTOMIIIEMOCTbh, OIIGHCHHAs C TOMOINBIO ImIKambl FSS,
MIOJIOKHUTEIIBHO KOppeupyeT ¢ 6ayutom 1o mkane Tpesoru beka (R = 0,581, p =
0,000), mempeccuu I'amunbrona (R = ,606, p = 0,000), cyorecry I'LLIT/ mns
tpeBoru (R = 0,382, p =0,021) u nenpeccun (R = 0,800, p =0,000). Mexay ITJIC,
OIICHCHHOW C TTOMOINBIO IMKAJIBI DMBOpPTA BBIABICHA KOPPEISIHUSA TOIBKO C

Oamtom 1o mikaie Tpesoru beka (R = 0,367, p = 0,022) (ITpunoxenue 8).
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3.10.2 IloBbIIEHHASI THEBHASI COHJIMBOCTb, YTOMJIAEMOCTb 1
paccrpoiicTBa cHa aereit ¢ M1

Bcero o6cnemosano 9 mereii: 5 (55,5%) nesouek, 4 (44,5%) manpunka,
CpeIHuil Bo3pacT KOTopsIx cocTaBmi 11,7+2,7 ner. 3 (33%) manueHTOB OBLIO C
BpoxaeHHoH U 6 (67%) ¢ nerckoii ¢dopmoir MJI1. Cpeansisi IMTEIBHOCTD
3a00neBaHusl y JeTeil ¢ BpoxAeHHOM (opmoi cocrtaBuna 8,3+4,2 ner, a y
MaIMueHToB ¢ aeTckoi hopmoit M1 — 4,8+2 4.

Cpenn KOMOpOUTIHON COMATHYECKOW MATOJOTUH Y OJHOW TMAIMEHTKH C
BpokeHHou ¢popmoit MJ[1 661 nedunut maccer tena, carmkenne XKEJI mo 50%,
a TaKXe OPTOIMEIUYECKUE OCJIONKHEHUS B BUJE CKOJIMOTUYECKON aedopManuu
TPYAOTOSCHAYHOTO OT/eNIa MO3BOHOYHUKA M JAeOpMAIMKA TPYIHON KICTKH. Y
OCTaJIbHBIX 00CJIElyeMBIX JETE COMYTCTBYIOIIEH MATOJIOTUM OOHApYXKEHO HE
obu10. Y 8 (88,9%) neteit mpu ocMOTpe OTMEYATUCH aHOMAJIMU CTPOCHHUS HUKHEH
yemocTh U nipukyca. Y 7 (77,8%) nmanueHToB Obliia MOBBIIICHHAS YTOMIIIEMOCTb,
y 4 (44,4%) —I1J1C. Y nBoux malueHTOB IMOBBIIICHHAS YTOMJIIEMOCTD 1 JTHCBHAS
COHJIMBOCTh OBLIIU YK€ B JIe0I0TE 3a00JICBaHUS.

[Ipoenennas [ICI" y nereit c M/I1 (n =9) BBIIBHIIO KOMILIEKC HAPYILIEHUN
CHa, JEMOHCTPUPYIOIIMX 3HAYUTEIHHOE CXOJCTBO C TAKOBBIMH Y B3POCIBIX
naneHToB. Hambosee BbIpaXeHHBIC M3MEHEHUS BKIIOYAIU TATOJOTHYECKYIO
pEOpraHu3alui0 CTPYKTYPhI CHA, TIPOSBIISIONIYIOCS JOCTOBEPHBIM YBEIMUCHUEM
OTHOCHUTENBHON MpOAOJDKUTENBbHOCTH 1-ii crannn NREM-cHa, yMeHblieHHEM
npenacraBieHHocTH  2-ii cragun  NREM-cHa W CHWKEHHMEM  HMHIEKCa
abdexTuBHOCTH CcHAa. PecnupaTopHble  HapylieHHss BO CHE  ObUIH
3apeructpupoBanbl y 7 (78%) o0cae1oBaHHBIX JETCH, IPHU 3TOM BO BCEX CITydasx
ormeuajics COAC nerkoit crenenn. Y 3 (33%) maiueHTOB OOCTPYKTHBHBIC
HapyleHus couetanch ¢ REM-3aBUCUMBIMU ABIXaTEIBHBIMU PACCTPOMCTBAMM,
ay 2 (22%) HaOMOMAIUCh JTOMOJHHUTEIbHBIC SIMH30/bI IICHTPAIBHOIO aIHO?

(Pucynox 14).
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HouHoe anHo3 y geteit

78%

[] KomnnekcHoe anHos

U Hercoac [ Ects COAC [l REM-3aBuCcKMOE anHOD

Pucynok 14 — Pacnpenenenue HOUHOTO anHod y aereit ¢ M/ 1.

[IpoBeneHHOE HCCIIEOBAHUE BBIABHIO OCOOEHHOCTH KIMHUYECKHX
npossiennit MJ[1 B getckoil BozpactHoil rpynme (n =9). CoriiacHo noy4eHHbIM
JaHHBIM, y MOJABIISAIOLIErO OOJIBIIMHCTBA OOCIEAOBAaHHBIX MalUEHTOB (89%)
OTMEUYAJUCh  MHUHUMAJbHbIE  TPOSBICHUS  MBIIICYHBIX  HApPYIICHHI,
cooTBeTcTBYIOmUEe 2 O6awiaM mno mkaige MIRS. Jlump B onHoMm ciydae (11%)
OblJIa 3aperucTpupoBaHa YMEPEHHO BBIpKEHHAs cumnTomaruka (4 Oamia mo
MIRS), 4YTO CBHIETENBCTBYET O MPEUMYIIECTBEHHO JIEFTKOM TEYEHHH
3a00eBaHus B JaHHOW Bo3pacTHoM kareropuu. [lapamnenbHasi oleHKa
HapyILIEHUH CHa MoKasana, yTo 'y 22% aereit (n = 2) OTCyTCTBOBAJIN Kakue-1u0o
MPU3HAKU PACCTPOUCTB CHA, B TO BpeMs KaK y OCTaJdbHbIX 78% manueHToB (n =

7) OBbLTN BBISIBIICHBI pA3JIMYHbIC HAPYIIICHUS CHA.

3.11 Onenka kavyecTBa ’KU3HHU Y B3POCJIbIX NanueHToB ¢ M1

KauecTBO XH3HHU H (bYHKLII/IOHaHBHaH AKTUBHOCTb OBLIM OLICHCHBI C
IMOMOMIBIO CIICHUAIIN3UPOBAHHBLIX OIIPOCHHUKOB U HIKAI Y 59 B3POCJIBIX ITAIIMCHTOB

¢ M/I1. Cpeau o6cnenyembix 6bu10 35 (59,3%) marmenton ¢ aedrorom M/I1 Bo
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B3pOCJIOM Bo3pacte, 16 (27,1%) nanueHToB — ¢ 1e010TOM 3a00JICBaHUS B IETCKOM
Bo3pacte, 8 (13,6%) — c BpoxaenHoit MJ[1. Cpeansisi mpoa0KATEILHOCTD
3a0oJieBanus coctaBmia 15+10,8 jer.

Pasznuunsie ¢popMbl 3a001€BaHMs 3HAYMMO HE OTIMYAINCh MEXKIY cO00i

IIPY OIICHKE Ka4eCTBA XKH3HH C TOMOIIBIO pa3InyHbIX onpocHUKOB (Tadimia 32).

Ta6nuna 32 — OneHka nmo onpocHuKaM kadectna ku3Hu SF-36 u INQOL u mikamne
(GYHKIIMOHATBPHOW aKTUBHOCTH TMaiueHToB ¢ MJI1 B 3aBUCHMOCTH OT (OPMBI
3a00JIeBaHUs

dopma 3ab01eBaHUA

Bpoxnennas Jerckas Bapocnas p

Me [Q1-Q3] Me [Q1-Q3] Me [Q1-Q3]

[Ixana akTUBHOCTH

] 43 [34-45] 46 [41-50] 42 [31-47] 0,152
DM1-Activ

INQoL 14 [7-32] 27 [6-47] 37 [13-57] 0,230

SF-36 (¢pu3nueckoe
40 [34-46] 52 [40-54] 45 [27-53] 0,145

(YHKIIMOHUPOBAHUE)

SF-36 (ncuxuveckoe
48 [42-53] 52 [44-56] 45 [39-55] 0,448

(GYHKIIMOHUPOBAHUE)

Iosichennsi k Tadmmue: SF-36 — 36-ltem Short-Form Medical Outcomes Study (Kparkas
dopma omenku 3mopoBbst), INQOL — Individualized Neuromuscular Quality of Life
(MHIMBHUlyaJbHBI ONPOCHUK KauecTBa >KU3HM JJIsl HAIMEHTOB C HEPBHO-MBIIICYHBIMU
3aboneBanusMu ), DM1-Activ — mikana GpyHKInOHANEHON akTUBHOCTH Tipu M1 1.

CTaTHCTUYECKHI aHalli3 BBISBHJI JIOCTOBEPHYIO KOPPEISAIHIO MEXKITY
CTENECHbIO MBIIIEUHbIX HapymieHud (o mkaine MIRS) u nokazarensimu
busngeckoro GyHKIHMOHUPOBAHUS MAIMEHTOB (110 onpocHUKY SF-36) ¢ BICOKHM

ypoBHeM 3HaurMocTH (p = 0,000), Ho He ¢ ncuxudyeckuM (Tadnumna 33).
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Tabmuia 33 — BausHue MbIIIEYHBIX CHUMIITOMOB, OlleHEHHBIX 110 mkajae MIRS na
Ka4yeCTBO KU3HU U PYHKIIMOHUpPOBaHUE nanneHToB ¢ M/[1

bamn mo MIRS
1 2 3 4 5
p p, post-hoc
Me Me Me Me Me
[Q1-Q3] | [Q1-Q3] | [Q1-Q3] | [Q1-Q3] | [Q1-Q3]
p1-3 = 0,020
p2-3 = 0,002
Ixana p1-4 = 0,004
50 50 43 35 30
AKTUBHOCTH 0,000 | p2-4=0,000
) [49-50] [46-50] [34-45] [28-45] [17-42]
DM1-Activ p1-s = 0,000
p2-5 = 0,000
p3-s = 0,041
p1-3 = 0,016
p2-3 = 0,003
p1-4 = 0,010
1 7 37 47 50
INQoL 0,000 | p2-4=0,003
[0-19] [2-14] [22-56] [33-49] [38-61]
p1-s = 0,001
p2-3 = 0,003
p2-s = 0,000
p1-3 = 0,044
SF-36 ps-3 = 0,035
H3UYECKO -4=0,011
(@ 56 54 45 40 28 Pt
e 0,000 | p2-4=0,001
[49-57] [53-55] [38-48] [35-43] [20-41]
GyHKIIOHU p1-s = 0,001
poBaHUeE) p2-3 = 0,004
p2-5 = 0,000
SF-36
(mcuxumveck
49 52 44 46 39
oe 0,063
[32-55] [51-60] [39-55] [45-53] [28-45]
GyHKIIMOHU
poBaHue)

Mosichenust k Tadaume: MIRS — Muscular Impairment Rating Scale (mkana omenkn
MBIIIEYHBIX HapymeHuid), SF-36 — 36-l1tem Short-Form Medical Outcomes Study (Kpartkas
dopma omenku 3mopoBbst), INQOL — Individualized Neuromuscular Quality of Life
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(HHHHBHI[yaHBHBIﬁ OMMPOCHHUK Ka4deCTBA KHU3HU [JId TMAIUMCHTOB C HCPBHO-MBIIICYHBIMU
3aboseBanusamMu), DM1-Activ — mkana GyHKIHOHAIBHOM aKTUBHOCTH pr M1 1.

Taxxe y manueHTOB ¢ 0OoJyiee BBIPQXKCHHON MBIINIEYHONW CIIA00CTHIO TIO
mkane MIRS 6wutn 6osiee Boicokue Oamel o onpocHuky INQoL (p = 0,000),
YTO CBHJETEILCTBYET O OoJiee HHU3KOM KadecTBe >km3HU. (OOHapyx)eHa
B3aMMOCBsI3b MKy Oamtom 1o mkaine MIRS u onpocunky DM1-Active (p =
0,000): mareHTHI ¢ 60JIee BHIPAXKEHHOW MBIMICYHOH CIa00CThI0 MMETH OoJiee
HU3KYI0 QYHKIHOHAIbHYIO aKTUBHOCTH (Tabmuia 29).

Mpimieunas  cnabocte cornacHo mkaine MIRS  Obuta  cBsizana ¢
MOBBIIIICHHONW YTOMJISIEMOCTBIO, OLleHEHHOW 1mo ompocHUKy FSS (p = 0,002), B

orimumu oT [1JIC (Tabmuma 34).

Tabmuma 34 — B3auMOCBS3b MEIIIICYHOM ¢J1a00CTH, olleHeHHOM 110 mKkajae MIRS
Y TIOBBIIIICHHOM THEBHOW COHJIMBOCTH M YTOMJIIEMOCTH COTJIACHO TKanam ESS u
FSS, coorBeTcTBEHHO

Bbamn mo MIRS
1 2 3 4 5 ) p::;t_
Me [Q1-03] | Me [01-03] Me [Q1- Me [Q1- Me [Q1- hoe
Q3] Q3] Q3]

pl-5 =
0,009
FSS | 25[18-29] | 25[19-30] | 45[27-60] | 37 [29-42] | 57 [34-63] | 0,002 22;0;
P25 =
0,000

ESS| 4[37] 8[3-11] | 9[6-12] | 7[49] | 11[o-14] |0.164

IMosichenust k Tadoaume: MIRS — Muscular Impairment Rating Scale (mkana oueHku
MbIeyHbIX Hapymenwii), ESS — Epworth Sleep Scale (mrkama connmuBoctn OnBopTta), FSS —
Fatigue Severity Scale (mkana rpagaiuu CTEIIEHU TSHXKECTH YCTAIOCTH).
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N noseiienHass yromssieMocts, u [IJIC Hapymianm KadyecTBO KU3HU
narenToB (Tabmuia 35). O0Hapy)eHa 00paTHast KOPPEIAIHSI MEKIY OaaMu
no mkane FFS u ESS u pesynpraTamu ompocuuka SF-36, a Taxxe mpsimas

Koppessinus Mexy 6amtamu o mkane FFS u ESS u onpocankom INQOL.

Tadonuia 35 — B3anMocBs3b OKa3areliei THEBHOW COHJIMBOCTH U MOBBINIEHHON
YTOMJISIEMOCTH C OITPOCHUKAMHU Ka4eCTBa JKU3HH
Ixana oueHkun FSS ESS

SF-36 ncuxunueckoe pynknuonupoBanue | R =-0,621, p = 0,000 R =-0,376, p<0,006
SF-36 ¢usnueckoe pynknuonuposanue = R =-0,612, p = 0,000 R =-0,372, p<0,007
INQoL R =0,803, p = 0,000 R = 0,450, p = 0,000

IMosichenust k Ttadaume: SF-36 — 36-ltem Short-Form Medical Outcomes Study
(Kpatkas dpopma ouenku 310poBbsi), INQOL — Individualized Neuromuscular Quality of Life
(MHAMBUAYAJIbHBIA OMPOCHHK KAavyeCTBa JKU3HH JUIS MAIMEHTOB C HEPBHO-MBIIICYHBIMU
3aboneBanusmu), ESS — Epworth Sleep Scale (mkana connmuBoctu DnBopra), FSS — Fatigue
Severity Scale (urkana rpaganuy CTENEHH TSHKECTH YCTATOCTH).

Bostee Hu3kuit O6am1 o mkaie GyHKIHOHATbHON akTUBHOCTH (DM-ACtiV)
u Oonee BbicokuMi Oamn mo mkaire MIRS, oueHuBarommMil BBIPAXKEHHOCTD
MBIIIEYHBIX CUMITOMOB, OBITM ACCOIMUPOBAHBI C OOJBIIEH BBHIPAKEHHOCTHIO

yromssiemoctu o FSS u DM-Activ (R =-0,531, p<0,001) (Pucynox 15).

Bann no wkane FSS

R=-0,531, p<0,001 S oo

T T T T
10 20 30 40 50

Bann no gyHKuMOHaNbHORK wKana wkane 1 DM1-Activ
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Pucynok 15 — B3anMoCBsI3b NOBBIILIEHHON YTOMIISIEMOCTH, OLIEHEHHOM I10 ILIKaJe
FSS, u pyakmonansHoro cratyca naueHToB ¢ M/J[1 corimacio DM-Activ.

BrIsiBiIeHa KOppesauus MKy JUIMTEIbHOCTBIO 3a0051eBaHus U Oajuiam 1o
orpocHKy INQoL (R = 0,277, p = 0,034), DM1-Active (R = -0,424, p = 0,001),
SF-36 (dpusuueckoe dyukuuonuposanue) (R = -0,446, p = 0,001). B cBomw
ouepenp, (HYHKIMOHANBHAS AKTHUBHOCTH MAlMEHTOB CTAaTHUCTUYECKU 3HAUMMO
OTpakaJiach Ha KauecTBe xwu3HH nanueHToB ([Ipunoxkenue 9). Takum oOpazom,
JUTUTEIIFHOCTh 3a00JICBaHUsl BIUsIA Ha KAadyeCcTBO JKM3HM U (hu3MUecKoe
(GYHKIIMOHMPOBaHWE  TAlMEHTOB, HO HE BIWsAJAa HA  ICHUXHYECKOE
(YHKIIMOHUPOBAHHE MALUEHTOB.

CBsi3n KOTHUTHBHBIX HApYIICHWH C KAauyeCTBOM >KH3HU MAIMEHTOB HE
OOHapy>XeHO, OJHAKO ObUIa TMOKa3aHa CBsA3b IOKa3aTelled AMOLMOHAIBHOTO

cTaryca co IIKaJlaMH OIICHKH 001iero oyaronoy4us naiueHToB (Taomura 36).

Ta6numa 36 — BiustHue SMOIMOHAIBLHBIX HAPYIIIEHUH Ha KAYECTBO KU3HU

[Ixana
[IIxana HADS
HADS JIeTIPECCUU IIxana
[IIxana oneHKkn TPEBOTH (mempeccus
(TpeBora) [MamunbTOH anaTuu
beka )
a
SF-36 ncux. R=-0,533, | R=-0,570, | R=-0,671, | R=-0,486, | R =-0,609,
byHKII-1e p = 0,000 p =0,000 p = 0,000 p = 0,000 p = 0,000
SF-36 ¢us. R =-0,504, R =-0,489, R =-0,349,
p>0,05 p>0,05
byHKI-1e p =0,000 p = 0,000 p=0,010
R=0,589, | R=0,393, | R=0,719, | R=0,545, | R=0,498,
INQoL
p = 0,000 p =0,003 p = 0,000 p = 0,000 p = 0,000

IMosichenusi k Tadauune: HADS — Hospital Anxiety and Depression Scale (I'ocniuranbHast
IIKaja TpeBOry u nenpeccun), SF-36 — 36-1tem Short-Form Medical Outcomes Study (Kpartkas
dopma omenku 3mopoBbst), INQOL — Individualized Neuromuscular Quality of Life
(MHIMBHIyaJdbHBI ONPOCHUK KauecTBa >KU3HM JJIsl TAIMEHTOB C HEPBHO-MBIIICYHBIMU
3a00JIeBaHUSIMN ).
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HOJ’Iy‘-IeHHLIe JAaHHBIC II0KAa3bIBAKOT, YTO OSMOIMOHAJIBHBIC HAPYHICHUA
3HAYUMO CHHIXKAJIH (i)I/IBI/ILICCKOC H IICUXHUYCCKOC (I)YHKHI/IOHI/IpOBaHI/IC IManMcHTOB,

a TAK)KC HCTaTUBHO BJIWAJIM HAa KAa4YCCTBO XXM3HU IMAITUCHTOB C MI[]

3.12 Knunuveckune npuMepbl
3.12.1 Knnanyeckuii cayuyai Nel

Hacrosiee kiuHMYEecKoe HaOMIOJECHUE JIEMOHCTPUPYET KIACCUYECKUU
ciy4aii BpoxkaeHHoi gopmbl M/{1 y manmentku A. 14 neT, WTIOCTPUPYIOITHIA
XapakTepHbI  (EHOMEH aHTHNWMANWK TPH  MATEPUHCKOW  Iepenade
narojoruueckoro amenss DMPK. 3aboneBanume wmaHudectupoBaio B
HEOHATAIBPHOM TIEPUOJIC THUIUYHBIM CHMIITOMOKOMITJIEKCOM, BKITFOUAIOIIAM
CHUHJIPOM «BSUIOTO peOeHKa», OyianOapHble HapylleHUs (TUIIOTOHHUSI, CIIa0OCTh
KpUKa, HapyIllIEeHWEe COCaHMs), ABYCTOPOHHIOIO YKBHHOBAPYCHYIO Je(popMaliuio
cron (Pucynok 16), rumpomnedanvito W XPOHHUYECKYIO KOHCTHUIAIMIO, YTO
noTpeboBano rmpoBeAcHUS AU(PGEepEeHIIUANTBHON TUATHOCTUKU C JAPYTUMH

BPOXKXICHHBIMHA HCPBHO-MBIIICYHBIMHA 3a00JIEBaHUSIMU.
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Pucynox 16 — Buemmnuit Bun manueHTkHn A. 14 met ¢ BpokaeHHOU (hopmoit
muotoHndeckor auctpodpun 1 tuma. A, C — nmedopmaius TpyaHON KIETKH,
CKOJIMOTHYECKas Jaedopmanus TMO3BOHOYHMKA, KPBUIOBUIHBIC  JIOMATKH,
nedopmarus cTom; B — MHOXECTBEHHbIE MUKPOAHOMAIUU Pa3BUTHSL.

[Tocnenyromee pa3BUTHE TAIUMEHTKH XapaKTEPU30BaJIOCh 3aIePHKKON
MOTOPHOTO pa3BUTUS (CaMOCTOSITENIbHAs XOAbOa JOCTUrHyTa Julib K 19
MecAllaM) W KOTHUTHBHBIMM HApYIICHUSIMH, YTO B COBOKYITHOCTH C
MIPOTPECCUPYIOIEH MBIIIIEYHOU CTa00CTHIO U XapaKTePHBIMH (DEHOTUTTHYECKUMHI
0COOCHHOCTSIMU (onuxoriedans, TAMTOMUAMHUS, TUIOTPOGUST BUCOUHBIX MBIIIIII,
"kaprmuii pot" ¢ V-00pa3Hoil BepxHeWl TryOOW, ceqIOBHIHAs TIEPEHOCHUIIA,
TUIIEPTETIOPU3M) MO3BOJIMIIO 3aM003PUThH BpoxkAcHHYIO Gpopmy MJI1, koTopas
ObLy1a MOATBEPIKIECHA MOJIEKYISIPHO-TEHETUYECKUM HCCIIEIOBAHUEM (BBISBICHHE
narojoruueckoi sxcrancuu CTG-noBTopoB B reHe DMPK) B Bo3pacte 7 ner.

K 14-nerHemy Bo3pacTy y HAlUMEHTKH CQOPMHUPOBAICS pPa3BEPHYTHIN
MYJIbTUCUCTEMHBII CUMIITOMOKOMIUIEKC, BKJIIOUAIOLIUNA: HEBPOJIOTHYECKHE
HapylieHus: (reHepaiu3oBaHHAs TUIOTOHUS, OyJabOapHbIE paccTpoiicTBa -
nuzaptpusi, auchonus, aucdarus); TKEIbIE OPTONEAUYECKUE OCIIOKHEHUS
(CKONMO3  TPYAOMOSICHUYHOTO  OTHAena, Jedopmarusi TPYyIHOM  KIETKH,
COXpaHSIIOIIAsACS KBUHOBapYycHasi aedopMaiusi CTOM); KapauopecnupaTOpHbIC
Hapymenus (AB-6nokana | crenenu, Oiokaga HOXek mydka ['mca, CHUKEHHE
JKEJT o 50%, COAC nerkoii crenenu); Heifpokorautussbli gedurur (CABT
HEBHUMATEJILHOTO TUTIA, TOATBepkKAeHHass MPT-nu3MeneHusiMu 6€510ro BelecTra
B JIOOHBIX JOJISX U IEPUBEHTPUKYJISIPHBIX 30Hax (Pucynok 17)); a Takke apyrue
CUCTEMHBIC TPOSIBICHUS (XPOHUYECKHUM 3amop, HYTPUTHUBHAS HEAOCTATOUHOCTD

TSDKEJIOM CTENeHU, MUOITMYECKUN aCTUTMaTH3M).
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Pucynok 17 — Axkcuanenbie cpe3bl MPT rosnoBHoro mosra B pexxume T2-FLAIR
BU y nanuenTku A.: Menkue o4aru B JOOHOM U MEPUBEHTPUKYISIPHOM o0nacTw,
pacuperre OOKOBBIX U TPETHETO HKEITy0UKA.

OcoOblif Hay4HBIM UHTEpEC MPEICTABISAET CEMENUHBIM aHaMHE3: y MaTepH
nanueHTku (44 rona) 3aboseBanue jaeOroTHpoBano B 30-JIeTHEM BO3pacTe C
MUOTOHMHM KHUCTE€H M OBUIO JMArHOCTUPOBAHO TOJBKO IIOCJIE BBISABICHHUS
BPOXKIACHHOM (OpMBI y Jouepu. B KIMHMYECKON KapTHMHE MaTepu OTMEYarOTCs
TUIIAYHBIE TPOsABICHUS B3pocioi ¢opmbl M/l (MuoToHMs, cinabOCTh IIEH,
TMIIEPCOMHHUSA, TaCTPOMHTECTUHAIbHBIC HApYLIEHHs), a TaKXKe XapaKTepHbIE

u3MeHeHus oenoro Berectsa Ha MPT ronoBaoro mosra (Pucynok 18).
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Pucynok 18 — Axcuanbhbiii cpe3 MPT ronosrnoro mosra B pexume T2-FLAIR
BU y matepu natmeHTku A. 44 net: MHOrooyaroBoe nsmeHenue MP-curnana ot
0enoro BeHleCTBa TOJOBHOIO MO3ra, aCCUMETPUYHOE PACIIMPEHHE OOKOBBIX
KEITyJOYKOB.

[IpencraBieHHBI KIMHUYECKUI CITydail IEMOHCTPHUPYET KaHOHHYECKOE
posiBJicHHe ()eHOMEHA AaHTHUIMITAIMK TIPH MAaTEPUHCKOHN Iepenadye MyTaluH B
rene DMPK, xapakTepusyronieecs: porpecCUupyronmm HapacTaHUEeM SKCIIaHCUH
CTG-mmoBTOpOB W COOTBETCTBYIOIIECH Tpajanued TSHKECTH KIMHHYECKUX
MNPOSIBICHUA B TOCJIEAYIONIUX TMOKOJEeHUsIX. OJHOBPEMEHHO HaOJI0/ICHHE
packpbiBaeT npucyuuid MJI1 BbIpakeHHBI KIMHUYECKUN MOIUMOP(U3M,
MPOSIBIISIIONINICA BapuaOeNbHOCTbIO BO3PACTHBIX (OpM, HEOJAHOPOIHOCTHIO
CUCTEMHBIX MOpakeHU U IudQepeHIrnalIbHON CKOPOCTHI0 MPOrPEeCCUPOBAHUS
3a00ieBaHUsl. OTH JaHHBIE MOJYYAalOT OCOOYI0 KIMHUYECKYIO 3HAYUMOCTD,
MOJTBEPKAAs HEO0OXOIUMOCTh OpraHu3aluu CIICLIMATIN3UPOBAHHOMN
MYJIBTUIUCIUIUIMHAPHON TOMOIIM, OOBEAUHSIONIEH YCUIIMS HEBPOJIOIOB,
T€HETUKOB, KapJIUOJIOrOB, COMHOJIOTOB M pPEAOUIIUTOJIOTOB ISl pa3pabOTKH
MEPCOHAIN3UPOBAHHBIX  QJITOPUTMOB  JIHMArHOCTUYECKOTO  MOHHUTOPHHTA,
TEPANEBTUYECKOTO BMEIIATEJIbCTBA 151 MEJIMKO-T€HETHYECKOTO
KOHCYJIbTUPOBAHUSA, HAMPABICHHBIX HA ONTUMU3ALMIO BEJACHHUS MALMEHTOB U

YIy4IlIEeHUE UX IPOTHO3A.

3.12.2 Knunnveckuii cayuaii Ne2
VYV mnammentku A. 26 ner co B3pocion dopmoit MJ[1 3aboneBanue
ne0rThpoBaio 4 roga Ha3a ¢ MOSBJICHUS MUOTOHUU MBI KucTe. Ha MomeHT
BKJIFOUCHUS B UCCIIEAOBAHUS IPOTPECCUPOBAHUA CUMIITOMATUKN HE OTMEYAIIOCH.
B HeBposiornueckoM craryce KpoMe MUOTOHUM KHUCTEHN U S3bIKA OTKIIOHCHUH HE
BbIsIBJICHO. O4uaroBoil HEBPOJIOTMYECKONW CHUMIITOMATHUKU HE OOHapyxkeHo. Ilo
pe3yJibTaTaM HEUPOIICUXOJIOTHYECKOTO TECTUPOBAHUS MalfieHTKa

ACMOHCTpHUpPOBAJIa OTCYTCTBHC OMOLMOHAJIBHBIX W KOI'HUTHUBHBIX HapymeHI/Iﬁ
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(MoCa — 28 6ammoB, MMSE 29 6amnos, ACE-IlIl — 97 6aimoB). OgHako mpu
IPOBEICHUH HEHPOBU3YaIU3aIlMU OOHAPYKEHO MHOI004aroBoe u3MeHenrue MP-

CUTHaja oT 0eJIoro BemiecTBa rojioBHoro Mosra (Pucynok 19).

Pucynok 19 — Axkcuanshsiii cpe3 MPT ronosroro mosra B pexxume T2-FLAIR y
MalMEeHTKA A.: ouaru B JOOHOUM U MEPUBEHTPUKYIISIPHON 00JIACTH.

[TepBoHauanbHO MOJIOOHBIE OYarv OMMOOYHO OBUIM TPHUHATHI 3a MP-
KapTHUHY PacCEesIHHOTO CKJIEpO3a.
JIaHHBI KIMHAYECKUW CiIydad JIEMOHCTPUPYET HAUCCOIUALMIO MEXKIY

KJIIMHUYECKOM KapTUHOW U pe3yJIbTaTAMU HEMPOBU3YAIU3ALINH.

3.12.3 Knunnueckuii ciaydaii Ne3
JlaHHOE KIMHUYECKOE HAOIIOJEHUE MPEACTABISET YHUKAIBHBIN ciayyal
MJI1 'y MOHO3WUTOTHBIX OJIM3HEIOB, JEMOHCTPUPYIOMIUNA BBIPAKECHHBIH
dbeHoTUNMYECKUN MONMUMOP(GU3M TPU HACHTHYHOM T'€HETHYECKOM Je(eKTe.
MoJieKyIIpHO-TEHETUYECKOE  HCCIEAOBAHWE, TNPOBEIEHHOE B 19-neTHEM
BO3pacTe, MOATBEPAWIIO UAarHO3 Yy OOOMX CHUOCOB, BBISIBHB MATOJOTUYECKYIO

skcnancuio CTG-nmoeropoB B reHe DMPK. OcoOblii uHTEpEc mnpeacTaBisieT
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JUCKOPJAHTHOCTh KIMHUYECKUX NPOSBICHUN: y mnauueHTku JI. oTmevanach
BpOXKJEeHHAsE (opMa 3a00jeBaHUS C J€OIOTOM IO THUIYy CHHJIPOMA «BSUIOTO
peOeHKa» U BBIPAKEHHON OyJIp0apHON CUMIITOMAaTUKOM, TOTJIAa KAK y €€ CECTPbI-
onusHena (manueHTka B.) 3aboneBanue manHudecTHpoBaio Juib B 18 jer
U30JIMPOBAaHHON MHUOTOHHMEN KUCTEN 0€3 TEHIEHIIUH K IIPOTPECCUPOBAHUIO.

[Tpu netanbHOM OOcnenoBaHuu nanueHTKy JI. B Bo3pacte 22 JeT BBIsBICH
KOMIIJIEKC ~HEBPOJIOTUYECKMX HAPYIICHWM, BKIIOYAIOMIMK  BBIPAKECHHYIO
IPOKCUMAJIbHYIO MBILICYHYIO CIa00CTh BEPXHHUX KOHE4YHocTeil (3 Oamna 1o
mkaige MRC), Tspkenyro cmabocTh meHHON MycKyJaTypsl (2 Oamia mo mkajie
MRC), muoTonnyeckue (peHOMEHbI B KUCTSAX U S3bIKE, aTAKCUUECKYIO MOXOJIKY,
JU3APTPUIO U BBIPAXKEHHYIO JHEBHYIO COHJIMBOCTh. BaKHBIM JTUArHOCTUYECKUM
MApKEpPOM CTAJI0 XUPYPTHUYECKOE JICUCHUE JIBYCTOPOHHEW KaTapakThl B 15-
JIETHEM BoO3pacTe. B oTiauume OT cecTphl, ManKMeHTKa B. coxpaHsia XOpOIIMiA
(YyHKUIHMOHAJIBHBIM CTaTyC C MUHUMAJIbHOM CUMIITOMATHUKOM.

CewmeiiHblll aHAMHE3 MPOAEMOHCTPUPOBAI KAPTUHY aHTULUIALMKU: Y OTLA
MalKueHToK (55 JeT) AMarHoCTUpOBaHA OJUTOCHUMITOMHas (opMa C MO3THUM
Ne0I0TOM, TPOSBIIAIONIASCS JHUIIb KaTapakTOM W TJIAyKOMOM, TOrJa Kak y X
0a0yIIKH1 IO OTLOBCKOM JTMHUM OTMEYAIUCH TSKETIbIEe KapinaibHble HAPYILICHUS,
NoTpeOOBaBIIME UMIUIAHTALUN KapAUOCTUMYIISATOPA, C JETAIBHBIM UCXOA0M B 50
ner. JlamHoe HaOmIOeHWE TOMYEpKUBAET KiIOYeBble acmektel MJI1:
BBIPXEHHYIO BHYTPUCEMEHHYIO BapuadebHOCTh KIMHUYECKUX IPOSBICHUIM
AK€ Y MOHO3UTOTHBIX OJM3HENUOB, ()EHOMEH aHTUIUNALUMU MpU Tepenaye
MyTallld, a TaKXe HEeOOXOIUMOCTb KOMIUJIEKCHOTO CEMEWHOr0 CKpPUHHUHIA U
MYJIbTUIUCUMILUIMHAPHOTO  MOAXOAA K BeACHHMIO manueHToB. Ocolyro
JIMAarHOCTUYECKYIO [IEHHOCTh B MOJIOOHBIX CIy4asix MPUoOpETaeT MOJEKYJISIPHO-
IFEHETUYECKOE  TMOATBEPKICHHE  JMarHo3a, IO3BOJIIIOLIEE  YCTAHOBHTH
koppessinuio Mexay nauHo CTG-moBTOpOB M KIMHUYECKUMU MPOSBICHUSIMU

(Pucynox 20).
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Pucynok 20 — PonocnoBnas cembu K. Ilokonenue I: 1.1 — ymeprna B Bo3pacte 50
JIET, TPEANOJOKUTEIHLHO OT HapylIeHUs puTMa (T€HETHYECKU aHajau3 He
nposoauics), 1.2 — 55 ner, I11.1 u 111.2 — 19 ner.

Pe3ynbTaThl HEMpPOBHU3YaTU3aIIMOHHOTO HWCCICIOBaHUS ManueHTKu JI. ¢
BpokJieHHON (popmoit MJI1 BBISIBHIIM XapaKTepHbIE CTPYKTYPHBIE N3MEHEHMUS
TOJIOBHOTO MO3Ta, BKJIOUaromue nuddy3Hble THICPUHTCHCUBHBIC W3MCHCHHUS
0eyoro BelIecTBa NMEPUBEHTPUKYJISIPHON JIOKATU3aIlM Ha T2-B3BEHICHHBIX U
FLAIR-u300paxxenusx. [Tomumo 3Toro, 00OHapy>keHbl J1Ba YETKO OTPAHUYCHHBIX
KHCTO3HBIX 00pa30BaHUsS B TEPUBEHTPHUKYJISIPHOH 0O0JaCTH BHCOYHOTO pora
IPaBoOro OOKOBOTO KEITyJI0uKa, MPOSIBIISIFOIITUECS TUTIAYHBIMU
XapaKTEPUCTHKAMU: THIOWHTCHCHBHBIM CHUTHAJIOM Ha T1-B3BENMICHHBIX U
TUIICPUHTCHCUBHBIM Ha T2-B3BENICHHBIX HM300paXXeHUsAX, O0€3 MPU3HAKOB

nepr(OKaIbHOTO OTEKa WIIM KOHTPACTHOTO HakoruieHus (Pucynok 21).
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Pucynox 21 — AxcuanwHbiii cpe3 MPT ronosaoro mosra B pexxume T2-FLAIR
BU: A — y nmartuentku JI. 22 siet: 2 KUCThI NEPUBEHTPUKYJIAPHON JTOKAJIU3AlUU B
0o0JaCTH BHCOYHOTO pora IMpaBoOro OOKOBOTO JKEIy/I0YKa, EIUHUYHBIC
TUIIEPUHTCHCUBHBIE O4Yard B O€JIOM  BEIIECTBE TOJIOBHOTO  MO3ra
MIEPUBEHTPUKYIIAPHOM JIOKanu3anuu. b — y manuenTa B. 55 ner: HeBbIpaKeHHbBIN
MIEPUBEHTPUKYJSIPHBIN JIEUKOAPEO3.

[Ipu mpoBeaeHUH KOMIUIEKCHOTO oOcienoBaHusi 4wieHoB cembu ¢ M/JI1
BBISIBJICHA BBIPAKEHHAsI TE€TEPOr€HHOCTh KJIMHUYECKUX MPOSBICHUU. Y
naneHTku B. ¢ roBeHunbHON Qopmoil 3aboneBanus ganHsie MPT ronoBHOTO
MO3ra HE IOKa3aJd NAaTOJIOTMYECKUMX H3MEHEHUH, B TO BpEMs Kak y OTLHa
HaONIOAQIUCh  3HAUUTEIBHBIE  CTPYKTYpPHbIE HApyIICHUS, BKIIIOYAIOIINE
MIEPUBEHTPHUKYIISIPHBIC M3MEHEHHUs Oeyoro BemecTBa U auddy3Hyo atpoduro
ceporo BemiectBa (Pucynok 24). Heliponcuxonoruueckoe TeCTUPOBAHUE
BBISIBUJIO COXPAHHOCTh KOTHUTUBHBIX (PYHKUMN Yy 000MX CHOCOB MPHU HAJUYHUH
M30JIMPOBAHHOIO alaTUYeCKOTO CUHApPOMA y MalMeHTKH B., Torma xak y otua
3apEeTUCTPUPOBAH BBIPAKEHHBIN KOTHUTUBHBINA ACHUIIUT C TPEUMYIIECTBEHHBIM
HapyIlIeHHEM TaMsATH ¢ HWCIOMHUTENbHBIX (QyHKIuil. OcoOblli  MHTEpEC
NPEACTABIAIOT  PE3yJbTAaThl  MOJIMCOMHOIPAPUYECKOTO  HCCIEAOBAHMS,
neMmoHctpupytomue Hanmuue COAC kak y oThHa, Tak M 'y NanMeHTKu B., y

KOTOPOM  JIOMOJIHUTEJIBHO BbIsABIECHBI REM-3aBHCHMBIE H  TTO3UIIMOHHO-
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3aBUCUMBIE JbIXaTEIbHbIE HAPYLIEHUS. DTU JIaHHBIE MOAYEPKHBAIOT BAXKHOCTb
oOszaTenbHoro mposenenuss [ICIT BceM mnamueHTaM ¢ TOATBEPKICHHBIM
auarHozoM  MJI1, Bkiroyas  MaJOCUMIITOMHBIE — CIIy4aW,  YYUTBIBasd
NOTECHIMANIBHYI0O KypaOelbHOCTh BBIABISIEMBbIX HapyuieHui. [lomydeHHble
pe3ynbTaThl 000CHOBBIBAIOT HEOOXOAUMOCTh MYIbTHAUCIUIUIMHAPHOTO MOAX0Aa
K BEJCHHUIO TAKUX IMMAIMEHTOB C OOA3aTENbHBIM YYaCTHEM COMHOJOIOB H
CHEUHUAIMCTOB [0 PECHUPATOPHOM MOIAJEPKKE, a TaKKe PETYIAPHOTO
MOHUTOPUHITa KOTHUTHUBHBIX (PYHKIUNA UM HEBPOJOTUYECKOTO cTaTyca Jis
CBOEBPEMEHHON KOPPEKLIUH PAa3BUBAIOIINXCS HAPYIICHUN.

Hacrosiiee kimHu4eckoe HAOMIOACHHE JEMOHCTPUPYET BBIPAKEHHYIO
(EHOTUNMYECKYI0O TE€TEPOr€HHOCTh Yy MOHO3MIOTHBIX Oym3HenoB ¢ MJI1,
MPOSIBIISIONIYIOCS Pa3TUYHBIMU KIMHUYECKUMHU (hopMamu 3a0osieBanust. OcoOblit
Hay4HbII UHTEpPEC IIPEACTABIISIET BBISIBJICHHAS JUCKOPIAHTHOCTD
peCrUpaToOpHbIX HapylmieHu — y cubca ¢ 1oBeHWIbHOM Qopmoit MJI1
JUArHOCTUPOBAH CUHAPOM OOCTPYKTMBHOI'O amHO? CHA, B TO BpEMs KakK y
NAlMEHTKH C BPOXACHHOW (OpMOW MOAOOHBIE HAPYIIEHHS OTCYTCTBOBAJIH.
Ba)xHBIMU acrnieKTaMu JaHHOTO Cilydasl SBJISIOTCS: YETKO MPOCIEHKUBAIOIIMUICS
(eHOMEH aHTULUNAIMK Mpu Meperade MyTalud IO OTIOBCKOW JIMHHH,
3HAuUMTENbHAs 3aJepxkKa nuarHoctuku (19 ner) y mpobanaa ¢ BpOXKIECHHOM
(bopMoOiil; HECOOTBETCTBHE MEXKAY CTENEHbIO HEBPOJIOTUYECKOTO naeduuura u
BBIP@XEHHOCTBIO PECIIMPATOPHBIX HAPYIIEHUH DTO HaOII0ICHNE TOTUEPKUBACT:
HEOOXOAMMOCTh TINATEIBHOTO CKPUHUHIA JbIXaTENbHBIX HApyUIEHUH y BCEX
naimeHToB ¢ MJ[1, He3aBucumo oOT ¢Gopmbl 3a00J€BaHUS; BaKHOCTh
MOJIEKYJIIPHO-TEHETUYECKOTO  MOATBEPXKIICHUSI JHMAarHo3a IMpU  CEMEWHBIX
cllydasix; MOTpEOHOCTh B pa3pabOTKE YETKUX IUarHOCTHUYECKUX aJTOPUTMOB JJIs
COKpalleHHs BpeMeHM Bepudukanuu auarHo3a. IlomydeHHble JaHHBIE
pacUIMpSIIOT COBPEMEHHbIE MPEJICTABICHUS O MEXaHU3MaX KIMHUYECKOTO
nosmMopduzMa npu M1 U NOJAYEPKUBAIOT HEO0OX0IMMOCTh

MCPCOHAIIN3UPOBAHHOI'O IIOAX0Ad K BEACHUIO TAKHUX IMAIIMCHTOB.
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I'TABA 4. 3BAK/IIOYEHUE

M/I1 — 01HO W3 caMbIX YacTO BCTPEYAOIINXCS HACIEICTBEHHBIX HEPBHO-
MBIIIEYHBIX 3a00j1eBaHui B Mupe [64, 116]. OxHako, Ha ceroaHsmHui 1eHb M/J[ 1
JUArHOCTHPYETCA C OONbBIION 3aJep>KKOH, OCOOCHHO B TeAUaTPHUECKOM
MONYJISIUU. Pe3ynbTaTbl HCCIENIOBAHUS BBISIBUIM 3HAYUTEIBHYIO 3aJIEPKKY
nuarHoctukd MJI1 B cpaBHeHUM ¢ 3apyOekHbIMH gaHHBIME [57]. CpemHuii
BPEMEHHON MHTEpBAJl MEXIy J1€0I0TOM CUMIITOMOB M BepuUKaiuen Auarosa
coctaBui: 10,2 roga npu B3pocnou, 11,1 roga npu nerckoit u 12,8 roga npu
BpoJIeHHON popme MJI1. DT mokaszaTenn CyIIECTBEHHO MPEBBIIIAIOT CPOKH
JMAarHOCTUKH, OMHCAaHHBIE B MEXKIYHApoJIHON mnpaktuke. [IpoGnema HuU3KOMN
BBISIBISIEMOCTH  MOXET ObITh  OOBSICHEHAa  BBIPAKEHHOW  KIMHUYECKOM
reTepPOreHHOCThIO CUMITOMOB, a TaKXE Pa3HOOOpa3ueM CHUMIITOMOB B Hayaje
3aboseBanus npyu pasHbix Gopmax MJ[1 [128, 134], uTo HAXOIUT OTpakEHHUE B
pe3yabTarax JaHHOM paboTel. Tak, cuMOTOMaTHKa B Hayajie 3a00JIeBaHUS Y
MAIUEeHTOB C JCTCKOW (POpMOM MOXKET 3HAYMMO OTJIMYATHCS OT KIMHUYECKOM
KapTUHBI TIpH B3pocioil popme M/I1, uto, B CBOIO OUepe/ib, MOXKET 3aTPYIHATh
CBOEBPEMEHHYIO JuarHoctuky. IlomMumo »9Toro, Hu3zkas oOpamaeMocThb
nanmreHToB ¢ MJI1 k BpadaM wH3-3a IICHXOAMOIIMOHAIBHBIX OCOOCHHOCTEH,
KOTHUTUBHBIX HApYIICHUH U CHIDKEHHOM KPUTHUKE K CBOEMY COCTOSIHUIO
MPUBOJIUT K TJIOXOMW BBISIBIIIEMOCTH 3a00JICBaHMUSI.

VY namuentoB ¢ BpoxaeHHOW (opmoit MJI1 3amepikka MOCTaHOBKHU
JIMarHo3a MoeT ObITh 00YCIIOBIIEHA HecTlen(prUUecKo KIMHUYECKOW KapTUHOMN
B HauaJie 3a00JIeBaHus, IPOSBIIAIONIASNCS CHHIPOMOM «BsUIOro pedenka [43, 60].
CuHAPOM «BSIJIOTO peOCHKa» TaKke HaOJII0AaeTCsl MPU MHOTUX JPYTUX HEPBHO-
MBIIIEYHBIX 3a00JICBAaHUSX, & TAKKE JIPYTUX IO ITUOJOTUU cocTosiHUM. OHAKO

Echenne B. et al. (2008) ormeuaer, uro mist BpokacHHONH M/l xapakTepHO
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BOJIHOOOpAa3HOE TEUEHHUE C BPEMEHHOW CTa0WIM3alMed WM YIy4IIEHUEM
COCTOSIHUSl Y BBDKHMBIIUX MIIJICHIICB TOCJIE MEPBOTO roja »xu3Hu [42], uro n
HaOJTI0JIAIOCHh Y BCEX MAIMEeHTOB ¢ BpoxkaeHHOH MJI1 B nmanHOM pabore. Prasad
M. et al. (2019) BeisiBHII Takue 0COOCHHOCTH (peHOTHIIA, KAaK IOJMXOoIedaus,
BBICOKMH 1100, TUIIEPTENOPU3M, 3amaBllias MEePEeHOCHUIld, CEUIOBHIIHBIN HOC,
«TOTHUYECKOE» HEOO, MUKPOTHATHS, «KapIuid» poT, Aedhopmariis BEPXHEH T'yObI
Mo TUIy WHBEPTHUPOBAHHONW OyKkBBl V, KOTOpblE MOIYT TOMOYb IIpH
muddepeHnanbHOl  TUArHOCTUKE C  JIPYTMUMU  COCTOSIHUSIMHU, KOTOpbIE
NPOSIBIISIFOTCS CHHAPOMOM «Bsutoro pedenka» [109]. IIpu BpoxmeHHOU (opme
MJI1 BHemHue (EHOTUNUYECKHE MPU3HAKH MOTYT OBITh JIMArHOCTHYECKOM
MOJICKA3KOM MPHU YCTAaHOBKE IMArHO3a, TaK KaK OOJUTaTHO IPUCYTCTBYIOT Y BCEX
NAIMeHTOB B JaHHOW paboTre B oTinmuuu OT Apyrux ¢opm. Ilo pesynbratam
pabotel 'y manueHtoB ¢ jgerckoit MJI1 B 65,2% OyayTr BbIpakeHbI
dbeHoTUNMYEeCKue MPU3HAKH, a CO B3pOocioi — auib B 31,4%.

KnvHuueckuit ocMOTp Marepu mMaleHTa Takke MOXET TMOMOYb B
JIMAarHoCTUKe 3a00yieBaHUsl, TaK Kak B OOJBIIMHCTBE CIy4aeB (PEeHOMEH
aTULUIAUUU  [POCIEKUBACTCA IPU  HACIEAOBAaHUM  3a00JIEBaHUS  TIPH
BpOXxIeHHOH (hopMe mo marepuHckoi nuHum [69]. B nannoi#t padore B 71,4%
cnydyaeB BpoxaeHHas MJIl HacnepgoBanach IO MAaT€pPUHCKOW JMHUM. Y
OONBIIMHCTBA MaTepell Ha MOMEHT POXKJICHUS peOeHKa YK€ MOXKHO BBHISIBUTH
TaKHe CUMITOMBI, KAK MUOTOHHMSI MBIIII] KUCTEH U SI3bIKA, CIIA00CTHh MUMHYECKOM
MYCKyJaTypbl, a TakKe MBI IIed. B TpeacTaBIeHHOM HCCIEI0BaHUU
3a(pMKCUPOBAHO 14,3% CIIy4aeB OTILIOBCKOTO HACJIEIOBAHUS,
CONMPOBOXKJIABIIETOCS ~ ()EHOMEHOM  aHTHIMMNAIMU, YTO Ccorjacyerca c
JUTepaTypHbIMU AaHHBbIMU [7, 117, 144] u nmoarBepikaaeT HEMCKITIOUNTEIbHBIN
XapakTep JAaHHOTO TUIIA Tepeadn 3a0oaeBanus. TUnuaHas KapTUHA OTIIOBCKOTO
HACJIEIOBAHMS XapaKTepusyeTcs OoJiee MO3IHMM BO3pacToM MaHHUpecTauu
3a00JIeBaHUSI M MEHEE BBIPAKCHHOW KIMHHYECKON cuMITOMaTHKOW. OIHAKO B

npeacTaBJICHHOM HCCICAOBaHUHN BBISIBJICH KJIMHUYECKUM cnyqaﬁ,
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JEMOHCTPUPYIONTNI (PEHOMEH aHTUIMTAIMK MPU TIEepeade MaToI0THIECKOTO
aJuiens o OTIOBCKOM JIMHUK. JTO HAOIIO/IEHUE CBUIETEIBCTBYET O BO3MOKHBIX
WCKJIIOYEHUSAX U3 OOUIETIPUHATON 3aKOHOMEPHOCTH.

Hamnune B anamue3e y mMarepeld paHHEH HEOHATAIIBHOW CMEPTH paHee
POXKACHHBIX JETeH, KOTOpOe B JaHHOM paboTte Hadmoaanoch y 33,3% KEeHI1H,
MOXET CTaTb JWATHOCTUYECKOM TMOJCKAa3KOW B COBOKYIIHOCTH C JPYrou
CUMIITOMATUKOM, HampuMep, MHOTOBOJUE BO Bpemsi OEpeMEHHOCTH,
BHEMAaTO4YHasi 0€pEMEHHOCTh, MPUBBIYHAS HEBBIHAIIMBAEMOCTh OEPEMEHHOCTH B
aHaMHe3e, HeperyJIsipHbIi MeHCTpyanbHbIN muki [43, 60, 109, 143].

CoriacHo MHOTMM aBTOpaM, MBIIIEYHAsI CJIa0OCTh SABJISIETCS OJHUM U3
OCHOBHBIX cumritomMoB npu MJI1 [116, 128, 134]. [To pe3ynbrataM JaHHOM
paboThl MbIMIeyHast caabocTh B jae0r0Te 3a0oseBanms Obuia Jmmb y 13%
MAIMEHTOB ¢ ieTckor popmoit u 34,3% manuenTos ¢ gedbrotom M/J[1 Bo B3pociiom
BO3pacTe, HO IO Mepe MporpeccUupoBaHus 3a00JE€BaHUS OSTU 3HAYCHUS
M3MEHIINCE M cocTaBuiu 52,2% u 74,3%, COOTBETCTBEHHO. Y OOIBIIMHCTBA
HaOJII0/1aICA TUTTMYHBIA TUCTANIBHBINA TUIT paCIIpeIeICHUS MBIIIEYHON CI1a00CTH.
Onnako, 0osee monoBuHbl manueHToB (57,1%) ¢ Bpoxnennoir MJI1 u Gonee
TpeTu mnareHToB ¢ nerckoir (34,8%) wm B3pocnoi (31,4%) MJI1 momumo
JTUCTANbHOW  MBIIIEYHOW  CJIA0OCTH  JI€MOHCTPUPOBAIM  BOBJICUECHHUE B
MaTOJIOTUYECKUH TTPOLECC MPOKCUMAaIbHBIX MBIIIL KOHEUYHOCTER. boiee Toro, y
6 marrenToB (8,3%) Habmonanace 6osiee BeIpakeHHas ¢1a00CTh U TUIOTPOGUU
B MPOKCUMAJBHBIX MBIIIIAX BEPXHUX KOHEUHOCTEM MO CpPaBHEHUIO C
JTUCTAIbHBIMKM OTJIeJIaMHU. TaKoW THIT paclpeie/ieHuss MBIIMICYHONM CI1ab0CTH
CUMTAETCA HEe TUMMMYHBIM [ M/[1 U, crenoBaTebHO, MOKET HABECTH HAa MBICIIb
0 JPYTUX HEPBHO-MBIIICUYHBIX 3a00JICBAHUSX, IPUBE/IS K 3a/IP>KKE TTOCTAHOBKH
TOYHOTO JMarHo3a. TpeTh MaIreHToB 10 YCTAaHOBJICHUSI TUAarH03a HaOII0JaIHNCh
C TaKMMH 3a00JI€BaHUSAMU, KaK MUACTEHUS TPaBUC, OOKOBOW aMUOTPOPUUYECKUN
CKJIEPO3, MOSCHO-KOHEYHOCTHAS MbIIIEYHast TUCTPOdus. Y CTaHOBKA MOJOOHBIX

«pabounx» NMAarHO30B MOXET OBITh OOYCIIOBJIEHa HAJIWYUEM OyJIbOapHO
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CUMIITOMATUKH, TTO33a, & TAaKXE MBIIIEYHON CJIa00CThI0O M THUMOTpodue
MIPOKCUMAJIbHBIX MBI Y HEKOTOPBIX MAIlMEHTOB.

[ToctaHOBKa BEpHOro JHMAarHo3a KpaHE BaXHAa HE TOJBKO JJIs
OTIpEJICICHUS] TPOTHO3a M JabHEUINEH TaKTUKU HAOJIONCHHUS W JICUCHUS
NalMeHTa, a TakKXKe JUIS BBISBICHHS PUCKOB Jis Oymymiero moromctsa [117]. B
COOTBETCTBHU C COBPEMEHHBIMU CTAHAAPTAMU OKa3aHUS MEAUIMHCKOW ITOMOIILIH,
MEJIMKO-TEHETUYECKOE CONMPOBOXAEHUE ceMed ¢ MJIl noKHO BKIIOYATH:
KACKaJIHO€ T'€HETUYECKOE TECTUPOBAHUE POIACTBEHHUKOB, MPECUMIITOMHYIO
JUArTHOCTUKY, T€HETUYECKOE KOHCYJIBTHUPOBAHUE MO BOIMPOCAM HACJIECIOBAHHS,
pa3paboTKy MHIMBHUIYAIbHBIX PEMPOAYKTHUBHBIX CTpaTeruil. MexayHapoIHbIe
KOHCEHCYCHBIE PEKOMEHJAlUN MOJIYEPKUBAIOT HEOOXOIUMOCTh PEryJISIpPHOTO
(€XXEeroJHOr0) MEIUKO-TEHETUUYECKOTO MOHUTOPHHIA JJIs JaHHOW KaTeropuu
narueHTos [21].

Ha ocHoBaHuM BbIACIEHUSI OCHOBHBIX Ham0OJIEE YacTO BCTPEUAIOIIMXCS
CUMIITOMOB OBUIM pa3pabOTaHbl JUATHOCTUYECKUE aAJITOPUTMBI JUISI KaxIOU
dopmbr MJI1 (Ilpunoxenue 10-13). Tak, mas ManMEHTOB paHHETo BO3pacTa
XapakTepHO COYETAaHWE TAKUX MPOSBICHUM, KaK CHHAPOM «BSUIOTO peOCHKa»,
Haguuue (HEHOTUNMMYECKUX OCOOCHHOCTeH, a Takke ypoBeHb KODK, He
npesbimarommii 1000-1500 Exn/n. ITpu mogo6HOM KIMHUYECKON KapTUHE BaKHO
OLIEHUTh MaTh MAIMEHTA HA TpeAMET Hanuuus cumnroMoB M/[1. V marmeHnToB
10 10 jieT MOKHO HEe YBUIETh XapaKTePHOW MBIIIEUHON CIa00CTH U MHUOTOHUHU.
HanpoTuB, y manueHTOB TakOW BO3PACTHOM TPYNNbl HA MEPBBIA IUIAH MOTYT
BBIXOJIUTh Takue HapyuieHus pa3putus, kak PAC, CIIBI', HapyiieHue pa3BuTus
peUM U S3bIKa, MHTEIUIEKTyalbHbIC HApYUICHHUS, a Takxke auzaptpus. Ha Bropoit
JIeKaJie JKU3HU KaK MpPaBWJIO 3aMETHBI KAaK MBIIIEYHBIE CHUMIITOMBI B BHUJE
MUOTOHHMH U MBIIIEYHON c1ab0CTH, TaK U HEHPOIICUXOJIOTHYECKUE HApYIICHUS.
[Ipu couyeTaHuM TAKOW CHUMIITOMATUKM CTOUT IIPOBECTH JOMOJHUTEIBHOE
oOcnenoBanus i uckiatodeHuss MJ[1. V B3pocibIx MareHTOB AMArHOCTHKA

MJI1 meHee 3arpynHUTENbHA, TaK KaK MPH OCMOTPE OOBIYHO 3aMETHBI Kak
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CUMIITOMBI MBITIIEYHON CTA00CTH U MHOTOHUH, TaK U PYTUE MYJIbTHCHUCTEMHBIC
MPOSIBIICHHUSI.

PesynbTaThl uWCClemOBaHWS MOATBEPAMIA XapaKTEpPHBIC KIMHUYCCKUE
nposiBiieHust MJ[1: cnabocTh AUIEBOM MYCKYJIaTyphl, ONMCAHHAsI B JTUTEPAType
[116, 128, 134], O6buta BeisiBiieHa: y 100% maIieHTOB ¢ BPOXKICHHON (GOpMOH, y
91,7% manueHToB ¢ 1e0I0TOM B IETCKOM Bo3pacte, Y 80% ManueHToB ¢ B3pOCIIOi
dbopmoii 3a0oneBanus. [IpumedarenbHo, YTO TUIIOMUMUS HAOMIOAANACh JTaXKe Y
NAIMEHTOB C MUHUMAJIbHON MBIIIEYHOU CUMIITOMATUKON. C1ab0CTh MBIIIILL IIIEH,
SIBJISTFOIIIASICSL BKHBIM TUATHOCTUYECKUM KPUTEPUEM, 3aPETHCTPUPOBAHA: Y BCEX
nanueHToB (100%) ¢ Bpoxaennont MJI1, y 62,5% GonpHbIX ¢ ae6otom M/I1 B
JeTCKOM Bo3pacte u'y 77,1% manueHnToB ¢ 1e00TOM BO B3pOCJIOM BO3pacTe. ITU
JAHHBIC TTOATBEPKIAAIOT TUAarHOCTHYECKYI0 3HAYMMOCTh YKa3aHHBIX CUMIITOMOB
npu pazinuHbix Gopmax M/I1.

Hanmname MHUOTOHHYECKHIX dbeHoMeHOB CIIYyXUT  KJIIOYCBBIM
mudepeHnanbHO-TMarHOCTHYECKUM  TTPU3HAKOM, TIO3BOJISIONIMM  OTIUYUTh
M/I1 ot apyrux BHIOB MbIIICYHBIX nucTpodumii. [116]. MuoTOHUS HAa MOMEHT
BKJIFOUCHHUS B HCCIeOoBaHME HaOmoganach y OOJBIIMHCTBA TMAITUCHTOB.
Hau6Gonee yacto (50-75%) MUOTOHHUSI BBISBIISIIACH B MBIIIIAX KUCTEH U S3bIKA,
qyTh pexe (28,6-34,3%) — B ’KeBaTeIbHON MYCKYJIAType, YTO HE IPOTHBOPCUHT
Oonee paHHuM JaHHBIM [6, 63]. MHOTOHHS BEK HE SBJISCTCS THITHMYHBIM
nposiBiienneM npu MJ[1, B maHHOM paboTe oHa Oblia OOHApy)KEHa TOJIBKO Yy
MalueHToB ¢ jAeTckoi ¢opmoit B 12,5% cayuaeB. Camblii paHHHMII BO3pacT
oOHapy>KeHUsI MUOTOHUH B JJAHHOU pab0Te COCTaBMII 9 JIeT, YTO HE IPOTUBOPEUUT
JTaHHBIM 3apyOexkHbIX Kosuter [99, 116].

HecMoTpst Ha TO, YTO MUAJITHHM HE SABJSIOTCS THITMYHBIM IPOSBICHUEM
M/11, a Gosbllie CBOMCTBEHHA IJI1 MHOTOHHYECKOM quctpoduun 2 tuma [53, 63,
134], 29% ¢ Bpoxaennoi u 20% co B3pociioi GopMoii IPeIbABIISIIN KaT0ObI Ha
0omu B MpImIIax. JIoBOJEHO BBICOKAsl YACTOTA BCTPEYAEMOCTH ITOTO CUMITOMA

rOBOpHUT O HCO6XOI[I/IMOCTI/I YTOYHCHUS HA ITPCAMCT HAJTNINA 0osieBOrO CHUHOpOMaA
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y marmeHToB ¢ MJ[1, Tak kak jedeHne OOJIM MOXKET 3HAYMMO YIYUIIUTh UX
KaueCTBO KHU3HU.

PesynbraThl maHHOW pPabOTHI MOATBEPKAAOT TOT (HAKT, YTO TIOMHMO
XOPOIIO ONHWCAHHBIX MBIIMIEYHBIX CUMIOTOMOB Yy manueHToB ¢ MJI1 moxer
BBISIBJISTBCS 1IEJBIA CIIEKTp coMaTHueckux mposisiaenuid [59, 128, 134]. Bouee
TOTO, IeOI0T 3a00JIEBAHIS MOXKET OBITh ACCOITMUPOBAH UMEHHO C HEMBITIICYHBIMHU
cumntTomamu. Ha ocHoBaHuM JeTaibHOrO cOOpa aHaMHE3a MOXKHO 3aKJIIOYHTh,
yro B 15,3% MJ1 neb6rotupoBana ¢ IIJIC u yrommnsiemoctu. Y 4YeTBepTH
MAIMEHTOB C IE0I0TOM 3a00JIEBaHUSI BO B3POCIIOM BO3PACTE MEPBHIM CUMITTOMOM
ObLIa paHHsS 3aJHEKANCYJsIpHas KaTapakTa, a y TPETU — PaHHSAA aHApPOTCHHAS
aJIOTICIIS.

Hapyiienust co cTOpoHbI cepIeUHO-COCYIUCTON CUCTEMBI SIBIISIFOTCSI OJTHOU
U3 DIaBHBIX mNpuuuH cMmepTHocTH npu MJI1 [98]. [lanHble nuTeparypsl
JTEMOHCTPHUPYIOT TOJIOKHUTEIBHYIO KOPPEAIUI0 MEXKTY BO3PACTOM TAITUECHTOB C
MJI1 u puckom pa3BUTHs HApYyIIEHUNH TTPOBOJUMOCTH U PUTMA CEP/lia, OJTHAKO
KapAuajbHas TAaTOJOTHS MOXET IPOSIBUThCS B JI0OOOM Bo3pacte [25], dro
OTpaXaroT PE3yNbTAaThl JAHHOW paOdOTHL. Y OJHOTO W3 MAlMEHTOB 3a00JICBaHUS
NeOI0TUPOBANIO ¢ HAPYIICHUS CEPACYHON MPOBOJAUMOCTH B JIETCKOM BO3pacTe, a
npu no3nHeM Aedtote M/[1 HapyluieHus puTMa M MPOBOJUMOCTH MOTYT OBIThH
€MHCTBEHHBIMH MPOSBIECHUAMU. YacToTa HapyIIeHUI pUTMa U TTPOBOJUMOCTH
cepana BapbupyeT B mpenenax 25-40%, kotopble MEepBOHAYAIBHO MOTYT
MIPOSIBISITBCS. OECCUMITTOMHBIMH  AJICKTPOKapIUOTpaUueCKUMU HapYyIICHUSIMH
[52, 98]. HecMmoTpst Ha TO, 4TO B 1cOrOTE 3a00I€BaHUS HAPYIIICHUE PUTMa Cep/lia
orMmeuanuck y 4,2% naruenToB ¢ nedtrorom MJ[1 B nerckom Bo3pacte u 2,9% -
BO B3POCJIOM, HA MOMEHT BKJTFOUCHHS B UCCIICIOBAHNE 3T 3HAYCHUS ITOBBICHIIHCH
10 20,8% u 34,3%, cooTBEeTCTBEHHO. PUCK HACTYIUIEHHUS] BHE3AITHOW CMEPTHU Y
nanueHToB ¢ MJI1 BcieacTBue Gubpo3za Muokapaa U HAPYIICHUS TTPOBOISIICH
CHCTEMBI Cepjlia Bbllie, yeM B momyssiiuu [52]. EcTtecTBeHHO, 3TO TOBOPHUT O

HGO6XOI{I/IMOCTI/I CKECTOAHOT' O 06CJ'IGI[OBaHI/IH Ha MpcaAMCT PAHHCTO BBIABJICHUA
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KapJIMOJIOTUYECKON MaTOJIOTUU MJIE CBOEBPEMEHHOIO JIEYEHHUS MOTEHIHAIBHO
JETAIbHBIX NposiBeHnit M/I1.

Taxke mna mamueHtoB ¢ MJI1 xapakTepHO HaauyuMe KOTHUTHUBHBIX
HapyIIEHUH, YTO OTINYACT JaHHOE 3a00JEBaHNUE OT APYTUX HEPBHO-MBIIIECYHBIX
natojoruii [31, 86, 95]. Pesynbrarhl gaHHOW pPaOOTHI CBHAETEILCTBYIOT O
HApYIICHUSX BO BCEX JIOMEHAX KOTHUTHUBHBIX (PyHKUMU manueHtoB ¢ M/I1, uro
HE MPOTHBOPEUUT 00IIeMHUPOBBIM daHHbIM [99, 136]. Ha ceroausiinuii 1eHb HET
OJIHO3HAYHOTO MHEHMS HMcclieoBaTesel o Tom, oTHocutes au MJ[1 k rpymre
HEHpOoJereHepaTUBHBIX 3a00JCBAaHUN WIM K HapyIICHHSIM pa3BuTus [22].
[Topaxxenue [ITHC y mamueHTOB ¢ BpOXJACHHOW U JneTckoi (opmoit Haubosee
BEPOSITHO SIBJISIFOTCSL CJICICTBUEM HapYUICHUS] Pa3BUTUS HEPBHON CHUCTEMBI,
IIPHUBOIAIICE K CHIDKEHUIO KOTHUTHBHBIX criocoOHocTei [36]. EcTh MHEHHE, UTO
MJI1 saBisieTcst mporepouaHBIM 3a00JI€BaHUEM, MPU KOTOPOM MMPOUCXOIUT
yckopeHHoe crapenue opranusMma [48, 90]. JlaHHas Teopuss MOMHMO pPaHHETO
pPa3BUTHS KOTHUTHBHOTO JepUIMTa TMOJATBEPKAACTCS HATUYUEM JPYTUX
KIIMHUYECKUX CUMIITOMOB, JE€OIOTUPYIOIMINX B OTHOCUTEIBLHO paHHEM BO3pacTe,
KOTOpBI€ CBSI3aHBI C HOPMAJIbHBIM MPOIECCOM CTapeHUsi, B YACTHOCTH,
KaTapaKThl, aJOMEIHH, PAaHHSIS CEAUHA, HAPYIIEHUS JPEKTHWIbHON (DYyHKIINH,
SHJIOKPUHHBIMU HapymeHusmu [48].

B nannoi#t pabote marueHTs ¢ BpoxkaenHo MJI1 mponeMoHCTpupoBaiu
HanOoJjiee BBIPAKEHHbIE KOTHUTHUBHBIC HapyIIeHUs, B OCOOCHHOCTH TIO
pe3yiabTaraM  OLEHKH  HUCHOJHUTEIBHBIX ~ (QYHKIUA W 3PUTEILHO-
MPOCTPAHCTBEHHOTO TOCTPOEHHS] MO CPABHEHUIO C KOHTPOJIBHOM TPYIIIONW U
npyrumu popmamu. Y 15% obcnenoBanHbix (n = 9; 5 ciyyaeB BpokaeHHOU u 4
ciydas  B3pociodt  popmbel  MJI1)  knuHHMYeckoe — oOcClielOBaHHE U
HEUPOIICUXOJIOTUYECKOE  TECTHPOBAHWE  JUArHOCTHPOBAIA  CHMIITOMBI,
COOTBETCTBYIOIIIME MOBEACHYECKOMY BapHaHTy JIOOHO-BUCOYHOM neMmeHIuu. B
rpynmne B3pocioit ¢Gopmbr MJI1 oOHapy>KeHbI CTAaTUCTUYECKH 3HAYUMBIC

SPUTCIIbHO-TIPOCTPAHCTBCHHBLIC HAPYHICHHA 110 CPABHCHUIO C KOHTpOJ'IBHOﬁ
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rpynnoi. Jlns nerckoit ¢opmbl MJI1 ObliM  XapakTEpHBI: BbIpaXCHHbBIE
HapyILIEHUs MCHOJHUTENbHBIX (YHKIMHM, AeUIUT NaMsITH W BHHUMAaHUS,
COXpaHHbIE 3pUTEIBLHO-IIPOCTPAHCTBEHHBIE CIIOCOOHOCTH.

Pe3ynbTaThl paboThl HE MPOTUBOPEUYAT KOHLECTIIUU HAPYIIICHUS PA3BUTHUS B
otHomieHun BpoxkaeHHor MJI1. 33,3% mamueHToB AETCKOrO BO3pacTa ¢
BpoxkaeHHON popmoit M1 neMoHCTpUpOBaIN UHTEIJICKTyadbHbIE HAPYILICHUS,
16,7% — PAC, 33,3% — napymenue pa3Butus peuu u s3bika. CJIBI" ormeuancs
KaK B TpyIIe MalMEHTOB C BpOXAEHHON (hopMoH, Tak u ¢ acdrorom MJI1 B
neTckoM Bo3pacte. OrpaHMYeHHEM B JaHHOW paloTe SBISETCS HEOOJIbIIOe
KOJIMYECTBO JIETEH, COCTaBUBIINX BBIOOPKY, TpeOyeTcsi HaOM0AeHEe OO0JIbIIIETO
KOJIMYECTBAa MAllMEHTOB JJIsi Oojiee TOYHOro (OPMUPOBAHUS NPEJCTABICHUS O
yacTtoTre HapyueHul pazputus npu MJ[1. Takxke BaXHO y4WTHIBATH HAJTUYUE
[TAC, yromisieMOCTH W amaTuu, KOTOPhI€ OBIBACT CIIOXKHO Pa3rPaHUYUTH C
HEBHUMATEIBHOCTHIO, XapaktepHou misa C/ABI'.

[Tpu B3pocmnoit hopme M/I1 KOTHUTHBHBIC HAPYIICHHS HA0O0JIEe BEPOSITHO
pa3BUBAIOTCA  BCJIEACTBHE  HEUPOJETEHEPATMBHOIO  IIpolecca [37].
CpaBHUTEIBHBIN aHAJIW3 ITOKA3aJl, YTO MAIMEHTHI ¢ MaHu(ecTarei 3a00JieBaHus
BO B3pOCJIOM BO3pPACTE€ HA MOMEHT BKJIIOUYCHHUS B HCCIIEOBAHUE TOCTOBEPHO
MIPEBOCXOAWIIM TI0 BO3pACTy JApPYyrHe HMCCIeAyeMmble rpynmbl. B aToii koropre
HAONIOMANIUCh:  BBIp@KEHHBIC  JIOOHBIE  TUCHYHKIMM MO  JaHHBIM
HEUPOIICUXOJIOTUYECKOTO TECTUPOBAHMS, HX CTPYKTYpHAs KOPPEJSIUs C
atpodueil ceporo BelIeCTBa, 3HAYMMas BO3pacT-3aBHCHMas JUHAMUKa
BBISIBICHHBIX ~ HapymieHUH. OTOT  (akT  TOAAEpKUBAET  KOHIIEIIIUIO
MIPOTEPOUTHOTO COCTOSTHUS.

MJI1 xapakrepusyercss cnenupUuUeCKUMH HEUpOBU3YaTU3aAlMOHHBIMU
W3MEHEHUSMH, BKITIOYAIONMMU: TIATOJIOTHYECKYI0 TpaHcopmaiinto MP-curnana
OT 6eJI0oro BEeUIeCTBa, peAyKIMI0 00beMa Ceporo BeIleCTBa, JUIATalui0 OOKOBBIX
KemynoukoB. Xotra aud@y3Hbie U3MEHEHHUs OENOoro BelecTBa B TMEPEIHUX

oTAaciaax BHUCOYHBIX I[OJ'IGIZ pacCMaTpuBarOTC:A KakK TUITAYHBIN



142

HelpoBu3yanu3aonueii Mmapkep MJI1 [84], B HacrosimieMm wHccieI0BaHUU
JaHHBIA ()eHOMEH ObLI BBISABIICH JIMIIB B 5 ciaydasx (8,9% ot ob1ieit BEIOOPKH).
OTO pacxoKIEHUE MOXKET OBbITh OOYCIOBJIEHO pPAa3IUYMsIMU B METOAOJOTUU
WCCJIEIOBAHUA WM OCOOCHHOCTAMM HCCJIEIYEMON KOrOpThl. YUHTHIBAs, YTO
MoI00HbIE U3MEHEHMsI HAOJIIOJAIOTCS W TMPHU JIPYTUX HO30JOTHUSX, HApPUMED,
nepeOpasbHO  ayTOCOMHO-JIOMHUHAHTHON apTepUONAaTUU C TMOJKOPKOBBIMU
undapkramu u serikosuiedanonatueir (CADASIL) [124], MOKHO 3aKIIIOYUTH,
YTO JAaHHBIA TATTEPH HE SBISETCS BBICOKOCIEUU(PUYHBIM M JOCTATOYHO
YYBCTBUTEIbHBIM.

MHorooyaroBoe mnopaxeHue OeJIoro BeEIIeCTBA TOJIOBHOTO MO3ra
nanueHToB ¢ M/[1 u ero mpeoOnagaHue HaJl W3MEHEHUSIMU CEPOrO BEIECTBA
IIOKa3aHO MHOTHMHM HccaeaoBaresamu [26, 31, 84]. B nacrosiiem nccieqoBaHHN
CTPYKTYpHBIE U3MEHEHMSI KaK CEpOro, Tak U OEJIOro BellecTBa TOJIOBHOTO MO3ra
Oobutn BbIABIEHBI y 29 (51,8%) manuenToB. CTaTHCTHYSCKUN aHAIM3 HE
OOHapy>KuJl 3HAYUMBIX pa3IU4Uil B XapakTepe u3MeHeHudl MP-curnaia ot
0eyIoro BeweCcTBAa MEXAY pPa3iIM4YHbIMU KiIMHUYeckuMu (Gopmamu MJI1. DOtu
pe3yJIbTaThl PACXOJIATCS C JAHHBIMH MPEAbLIYIIHNX HecaenoBanuii [39], riae Obu10
NoKa3aHO 0oJjiee BhIpaXKEHHOE MOpa)KeHHe Oeoro BeUlecTBa IMPU BPOXKIECHHOM
dbopme MJI1. PerpeccrionHblii aHaTU3 HE BBISIBUII KOPPEISIIMOHHON 3aBUCUMOCTH
MEXK]Ty BBIpaKEHHOCTBIO M3MeHeHn MP-curnaa ot 6e10ro BemecTBa 1 TAKUMH
napaMeTpamM, Kak JJIMTENbHOCTh 3a00JIeBaHMsI MM BO3pPACT MAlMEHTOB.
[Tony4yeHHbIE TaHHBIE COTJIACYIOTCS C PSIIOM paHee OMyOIMKOBAaHHBIX padoT, B
KOTOPBIX TaK)Ke HE OBbLJIO OOHAPYXKEHO MOJO00HBIX B3auMOCBs3eit [26, 62, 92].
CreneHb yMeHbIIEHUS 00bEMa CEpOro BEIIECTBA FOJIOBHOTO MO3ra Obljla CBsI3aHa
C UCTIOJHUTENBHOM mucdynkuueit. Labayru G. ¢ coaBropamu (2019) oOHapyxwmi
3HAYMMYIO  OTPULATEIBHYK)  KOPPEISLUMI0O  MEXAY  UCIOJHHUTEIBbHON
nucyHKIMEN U riao00aJbHbIM U PETHOHAIBHBIM CHIDKEHHEM 00beMa rOJIOBHOTO

mo3ra [73].
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[Ipu u3smenenuun MP-curnana oT 06enoro BemIeCcTBa T'OJOBHOTO MO3Ta
NAlMEHThl Yalle HWMENH HapyIICeHUs HWCHOJHUTEIbHBIX (YHKIHM, anaTuio.
Wozniak J. R. ¢ coaBropamu (2011) mpeamoioxXui, YTO HCHOTHUTEIHHBIC
GyHKIIUM MOTYT OBITH CBSI3aHBI C OOIIEW IIEJIOCTHOCTHIO O€JIOro BellecTBa
roJJOBHOr0O Mo3ra. B cBoemM wuccienoBaHUM OH  TIPOJEMOHCTPUPOBAI
pacrnpocTpaHEeHHbIE U3MEHEHHsI OEJIOT0 BEIIECTBA BO MHOTHUX OOJACTSIX MO3Tra y
nanueHToB ¢ MJI1 ¥ BBISABHII KOPPENSALMIO C UCHOJHUTEIbHBIMU (QYHKUIUSIMHU
[139]. Ha ocHOBaHWM KJIMHUKO-HEHPOBU3yaTU3alMOHHOW KapTHHBI y 11,7%
NAIMeHTOB Bo3pacToM Oonee 45 5eT Henb3s MOJHOCTHIO HUCKIIOYUTH
KOMOpOH/IHbIE W3MEHEHMsI B TOJIOBHOM MO3r€ IO THUILy MHUKPOAHTHOIATHH,
KOTOPBIE€ TOTEHIIMATBHO TAK)KE€ MOTYT IPUBOJUTH K KOTHUTHBHBIM HAPYIICHUSIM.

B cBoro ouepenp, nenpeccus Takke OblIa aCCOUMUPOBAHA C U3MEHEHUEM
MP-curnana ot 0esnoro BeliecTBa BHE 3aBUCUMOCTH OT BO3pacTa MAallUEHTA.
Winblad S. ¢ coaropamu (2010) HanpoTHB MOKa3aJI 3HAYUTEIHHO O0JIee HU3KUE
nokasaTenu 1o Imkane aenpeccur beka y manmentoB ¢ M/l ¢ mopakeHusiMu
0eJIoro BellecTBa TOJOBHOTO MO3ra M0 CPAaBHEHHUIO C MAllMEHTaMU 0€3 TaKOBBIX.
OH TpearnoaoXKUI, YTO MOBPEKIACHHE TOJOBHOTO MO3ra MOXKET (PaKTUYECKH
«3amuiathy namuentoB ¢ MJI1 ot aenpeccun [137]. Mexay ncciieoBaTesiMu
710 CHIX TIOP BEIETCS TMCKYCCHS HAa TEMY TOTO, paCCMAaTPUBATh JIM ACTIPECCHI0, KaK
pe3yabTaT CTPYKTYPHBIX M3MEHEHH B TOJIOBHOM MO3I€ HJIM OHa SIBISETCS
peakiuell manueHTa Ha Tspkenoe 3adoneBanue [50, 130]. PesynbTathl naHHO#M
paboThl TOKa3ald CBS3b MEXKAY JACTPECCHe W HapyIIEHWEM KOTHUTHUBHBIX
GyHKIMA, a TakKe CTENEHbI0 YMEHBIIEHUsS O0BbeMa CEeporo BelIecTBa. ITO
CTaBUT IOJ] COMHEHHE THIIOTE3y O pPa3BUTHUU MACTPECCHUH, KaK HapYIICHUH
aianTaum, U B OOJbIICH CTENICHHN YKa3bIBAeT Ha MIEPBUYHBIN XapaKTep.

Cpenu Jnpyrux HeMbllIeUHbIX mnOposBiaeHud M/l cTouT oTMETUTH
paccTpoiicTBa CHa, KOTOPbIE TOBOJIBHO YacTO BCTPEYAIOTCS CPEIu MAlMEHTOB

COTJIaCHO PE3yJIbTaTaM JIaHHOW PaOOThI, YTO MOATBEPKIAET OMBIT 3apyOEKHBIX

xosurer [33, 112, 113, 126].
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Cratuctuyeckuil ananu3s nokaspisaet, yTo COAC 3aHuMaeT IUIupyloiee
MOJIOKEHHUE TI0 YACTOTE BCTPEYAEMOCTH CPEJIU BCEX BUAOB HAPYIICHUM TbIXaHUS
BO cHe y OompHbIXx MJ[I, dYacToTa KOTOpPOTO OIICHMBAETCA Pa3HBIMU
uccnenoBatensimu 73-86% [74, 140]. Pe3yabrarsl 3TON pabOThI AEMOHCTPUPYIOT
cormocrtaBuMmble JaHHble. [loBbllIeHHass macca Tena W OoJjee BbIpaKEHHAS
MBIIIIEYHAs CJIA00CTh, 0COOCHHO B MBITIIIAX II€H, OKA3bIBAIH BIUSHUE HA CTCTICHD
COAC, uto moaTBepkaaeTcs Oonee paHHUMH UcchenoBanusmu [118]. Taxoke
aHOMAaJIUU PA3BUTHS YEIIOCTH, U3MEHEHUS TPUKYyCa U clIab0CTh opodauaibHOMU
MYCKYJIATYPhl OKa3bIBAIOT BIIMSIHUE HA BBIPAXKCHHOCTh HOYHOTO armHod. Mcxoas
U3 pe3yJbTaTOB JaHHOM PabOThI MOKHO MPEATIONOKUTb, UTO paHHU 1e6roT M/ 1
SIBJIICTCSI PEAPACTIONATAOIINM (aKTOPOM K Pa3BUTHIO HOYHOTO AITHO?.

COAC accouuupoBaH C BBICOKMM HHIEKCOM MHUKpPOAKTHMBAallUH, YTO, B
CBOIO O4Yepe/lb, KIMHUYECKH TMPOSBIAECTCS YaCTHIMU MPOOYKICHUSIMHU, a 3TO
HapylIaeT CTPyKTypy cHa. /laHHas paboTa HEMOHCTPUPYET BBICOKYIO YaCTOTY
(78-79%) HOYHOTO amHO® pa3IMYHON CTEMEHH BBIPAKEHHOCTH. Y BCEX
MAIMEHTOB alTHO® HOCHUT OOCTPYKTHBHBIM TN, a it 13,2% manueHToB OBLI
XapakTEepPeH CcMemaHHblii Tum. [lolydeHHBIE MaHHBIE HE MPOTHUBOpPEUYAT
pe3yJbTaTtaM HcCleI0BaHui 3apyOekHbIX Koyuier [74]. JledeHre HOYHOTO amHO?d
ABJISIETCA BAXKHOM 4YacThiO Tepanuu nmauueHToB ¢ M/[1. YmeHblieHne nHaekca
aITHO?-TUIIOIMHOY TPUBOJIUT K YMEHBIICHHUIO BBIPAKEHHOCTH CHUMIITOMATHKH,
YIIYYIIEHUIO CTPYKTYPhI CHA, U KaK CJICJICTBUE TOBBIIIACTCS KAYECTBO >KU3HU
O00nbHBIX. JleueHne ManMeHToB C MOAOOHBIMU HAPYIICHUSMH IbIXaHUS BO CHE
BKIJIIOYAaeT Moaudukanuio odpa3a KU3HH, a UMEHHO, CHUKEHUE MacChl Tena, a
TaK)K€ BKJIIOYCHHE B PEKOMEHIAIIMU a’pOOHBIX (PU3MUECKHX YIPaKHECHUH.
[ToMmumo »storo, mokazana 3¢hdexkTuBHOCTH wucnojb3oBanus CPAP-tepanuun
(Constant Positive Airway Pressure), Ha (oHe KOTOpOW ymaeTcsl JOCTHYb
YaCTUYHOTO MJIH MOJIHOTO perpecca cuMnToMoB B 33% ciaydaes [135].

PesynbraTel paboThl HE TMOKa3alu B3aUMOCBS3H MEXAY JbIXaTeTbHBIMHU

HapymcHUAMH BO CHC, B YaCTHOCTH, BBICOKHMM HHJICKCOM allHO3-THUIIOIIHO3 M
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CHIDKeHHEM 7 (EKTUBHOCTH CHA, W OallaMH MO HEHPONCHUXOJIOTMYECKOMY
tectupoBanuto. Takum o6pazom, Hanune COAC He BIUSIIO HA KOTHUTHUBHBIM
npoduis nanueHToB ¢ M/[1, yto moaTBepKAaeTCca aBTOpamMu B OoJiee paHHUX
paborax [24, 127]. BeposTHO, HOYHOE aITHOD SBJSIETCS CICICTBUEM HAPYIICHHS
npaBuibHOrO GpyHkimonuposanus [IHC.

BaxxHO OTMETHUTB, UTO y OOJIBIIMHCTBA MALIMEHTOB OTCYTCTBOBAIM TAKUE
Kano0bl, KOTOpbIe MOIJIM ObI yKa3aTh Ha BO3MOXKHbIE HAPYILICHUS JIBIXaHUS BO
cHe. K Takum cumMnToMam OTHOCST €KEIHEBHYIO YTPEHHIOI T'OJIOBHYIO 0OJIb,
U30BITOYHYIO TIOTIMBOCTD B TEUEHUE HOUM, HAPYIICHUE TIOICPKAHM CHA, XA
OTCyTCTBHE KIACCUYECKHX TMPETUKTOPOB (TUIEPTEH3UM, OKUPEHUs) HA (POHE
ONMHMCAHHBIX  OCOOEHHOCTEM  CO3MAa€T  CYIIECTBEHHBIE JAUArHOCTUYECKUE
cinoxHocTy ipu BeisiBieHnn COAC y 6onbabix M/I1. Huzkas nHPpOpMaTuBHOCTH
onpociuka STOP-BANG, BbIsiBI€HHass B  HCCICAOBAHWHU,  JIUKTYET
HEO0OXOIMMOCTh YHHBEPCAIBHOIO MMOJMCOMHOIPA(UUECKOr0 CKPUHHUHIA IS
JAHHOW KAaTerOpuu MalUEHTOB, BHE 3aBUCHUMOCTH OT  KJIMHHUYECKOM
CUMIITOMAaTUKH, BO3pacTa WM TEYeHUs 3a00JIeBaHUs, YTO COOTBETCTBYET
MPUHIAIIAM TPEBEHTUBHON METUIIUHBI.

OnHuM M3 Ba)KHBIX 3aKJIIOYEHUN SBIISIETCS BBIABICHUE BBICOKOW YACTOTHI
HOYHOro amHod cpeau nere ¢ MJ[1. TlomMuMO OOCTPYKTHBHOIO amHO?
OoOHapy>KUBAJIOCh U IIEHTPAJBLHOE alHO? CHA, KOTOPOE MOYTH B 2 pasa daiie
PETUCTPUPOBAIIOCH Y JETEN MO CPABHEHHIO CO B3pocabiMu. Y 77,8% neret, cpeau
KOTOPBIX OBLITU BBISIBJICHBI HAPYIIICHUS JIbIXaHUS BO CHE, OTCYTCTBOBAIU TSKEIIbIC
MBIIIEYHbIE CUMIITOMBI. J[aHHOE HaOIIOJCHUSI MOATBEPKIAeT HEOOXOIMMOCTh
BbInoJiHeHUA [ICI" Bcem mamuenTam ¢ reHeTudecku noarsepxacHHon MJI1 ns
UCKJIFOUEHHSI HOYHOTO artHo?.

JIOBOJILHO YacCTHIMH CHUMIITOMaMH TIpH pasHbix (hopmax MJI1 sBistoTCs
[TJIC 1 yroMJIseMOCTh, C KOTOPBIX MOXKET JcOr0THpOBaTh 3a00eBanue [76, 103].
B cBow oudepenb, 3TU CUMOTOMBI MOTYT 3HAaUYUMO CHUXATh Kauy€CTBO >KU3HU

IIanucHTOB C MI[I Ha POBHC C MBIIMICYHBIMU IIPOABJIICHHUAMMA, YTO HCOJHOKPATHO
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JIEMOHCTPHPOBAIOCH 3apyOeKHBIMU Koyuteramu [33, 76, 77, 78, 126]. HecmoTps
Ha TO, YTO MHOTHE MAIMEHTHI He TPeabaBIAIOT kanod Ha [1JIC u yromiseMocTb,
IIpU JAETAIBHOM ONPOCE W MPOBEJIECHUU TECTUPOBAHUS MOAOOHBIE KaIOObl BCE-
Taku UMET Mecto. [lo Mepe mporpeccupoBaHusi 3a00JI€BaHUS MOBBIIICHHAS
YTOMJIIEMOCTh M JHEBHAsI COHJIMBOCTh MOTYT CTAHOBUTHLCS 00Jie€ 3aMETHBIMHU.
MHorue nauueHThl OTMEYaau OTCYTCTBUE OOJPOCTH Jake HECMOTPS Ha TO, YTO
MPOJIOJKUTEILHOCTh UX CHA ObUTa B HOPME WK OOJIbIIIE JEBSATH YaCOB, a 4acTh
nanueHToB ¢ MJ[1 npuberanu Kk THEBHOMY CHY.

[IAC moxer ObiTh nposiBieHueM COAC, B TO e Bpemsi, TpyNnou
uccienoBareneil ObUIO TMOKa3aHO OTCYTCTBHE CBSI3M MEXKAY IOBBIIIEHHOM
YTOMJISIEMOCTH W JIHGBHOH COHJIMBOCTH M HOYHBIM amHo? mpu MJI1 [74].
[TonyueHHbBIE B HACTOSIIIIEM MCCIIE0OBAHUY TAHHBIC TOATBEPAKAAIOT BEIABUHYTYIO
runote3y o naroreHetrudyeckor cBs3u IIJIC ¢ HapymeHusMu peryisiuu cHa B
[MHC. HeiipoBu3yanuzanmoHHbIE UCCIEAOBAHUS JEMOHCTPUPYIOT 3HAUUTEINBHOE
YMEHBIIICHUE HEWPOHHON MOMYJIALIMU B KIIOYEBBIX PETYISATOPHBIX CTPYKTYpax,
BKJIIOYAs: IEpPEJIHEE U JOPCOMENUANBHOE sAIpa TajlaMyca, iAepHble 00pa30BaHUs
CPEIHEr0 MO3ra, PETUKYISPHYI0 (OpMalMI0 MOCTa (B YaCTHOCTH, spa ILBa)
[106]. Kak u3BeCTHO, 3TH CTPYKTYpbl UIPAIOT BAXKHYIO POJIb B PETYJISIMH CHa,
kotopast Hapymaercs npu MJI1 [100]. IlpuumHa pa3BUTHS TOBBIIICHHON
YTOMJIIEMOCTH Ha CETOJNHSIIHUMA JIeHb HE M3y4eHa B MOJIHOW Mepe, a pador,
ITOCBSAILIECHHBIX JaHHOU TeME, HE TaK yK MHOro. Ha ocHOBaHUM pe3yinbTaToB 3TOU
paboThl MOXXHO ClI€NaTh MPEANON0KEHHE O TOM, YTO TAaKOW CHUMITOM, Kak
YTOMJISIEMOCTD, SIBISIETCS TUNWYHBIM MposiienneM MJ[1 u Moxer He Bcerga
OBITH CBSI3aHA C MBIILIEYHOU CIIA00CTHIO.

B pamkax okazanus MenunuHckou nmomoinu npu MJI1 ocoboe 3HaueHue
nproOpeTaeT cUcTeMaTHUYeCKas OIIEHKa MmapaMeTpoB KadecTBa xu3Hu [47]. He
CMOTpSl Ha HaJIMYKME KOTHUTUBHBIX HAPYIICHWN Yy MHOTHX IMAIlMEHTOB, JdaHHAas
paboTa TeMOHCTPUPYET HU3KYIO OIIEHKY 3TOH cpephl xu3Hu. Ha kauecTBo Ku3HH

n (I)YHKI_[I/IOHI/IpOBaHI/Ie BJIUAKOT KaK MBIINICYHBIC CHMIITOMBI 3360H€B3HI/I$I, B
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IIEPBYIO OYepe/b MBIIIEYHAS CJIA00CTh, TaK W HEMBIIICYHBIC MPOSIBICHUS [75].
Tak, SMOIIMOHAJIbHBIE HApYUICHUS, MOBBIIICHHAs YTOMIIIEMOCTb U JTHEBHAs
COHJIMBOCTh 3HAYMMO CHIDKAIOT OOIIYI0 OIIEHKY KauecTBa >KM3HU, a TaKKe
conuaibHOe (PYHKIIMOHUPOBAHUE B paOOTOCITOCOOHOCTD.

XoTs y MHOTUX marreHToB ¢ M/J[1 B JaHHOM UCclie10BaHUU HAOII01ATI0Ch
CHIDKCHHE KOTHHTHBHBIX (PyHKimid 25 (41,7%) demoBeK MONYYHMIH CpeaHEe
crenuaabHoe odpasoBanue, a eme 25 (41,7%) — Boiciiee. OHAKO HA MOMEHT
MPOBEICHUSI UCCIEA0BaHUS MPOAoKanu padboTaTh iuib 38,3% yyacTHUKOB. U3
HuX 39,1% ObLIM 3aHATHI B cpepe BEICOKOMHTEILIEKTYaIbHOTO TpyAa (1ie1arory,
BpayM, MHXKEHEPHI, IOPUCTBI, MEHEKepbl), 17,4% — B peMOHTHBIX paboTax, a
13,1% — B 6mbmuoreunoii chepe. Octampubie 30,4% paboTanu BOIUTEIIMU
TaKCH, OXpaHHUKAMH, OTIEpaTOPaMHU WJIU JTA0OPAHTAMH.

KitoueBbiM HampaBieHHEM B BelleHMM mnarueHToB ¢ MJI1  sBisercs
MICUXOTEPANeBTUUECKOE  COMPOBOXKIICHWE, HAMNPABICHHOE HAa  YCHJICHHE
MOTHUBAIIMM, TOBBIIMICEHUE TMPOAYKTUBHOCTU U ONTHUMHU3AIMUIO COIUATBHOTO
B3aMOJICHCTBHS. Onnaxo, YUUTHIBAS OTCYTCTBHUE JTOCTYITHOCTH
MICUXOTEPANeBTUUECKNX  METOJAMK B  paMKax OOIIEero  MEIUIIMHCKOTO
CTpaxOBaHUs, MAIMEHTAM C YK€ WMEIOIIMMUCS KOTHUTUBHBIMU HaPYIICHUSMU
CTOWT OTJIaBaTh MPEATMOYTECHUE CIICIIHATBHOCTSM, HE TPEOYIOIINM ITOBBITIICHHOTO
BHUMAaHMS, TaKK€ HE CTOUT 3aHUMATh PYKOBOJSIIUE TOJDKHOCTH C BBICOKHM
YPOBHEM OTBETCTBEHHOCTH. DMOIIMOHAIIbHBIE HAPYIIECHUS, BKIIIOYAs ACTPECCUIO
U TPEBOXKHOCTH, B PsIIE CIIy4acB IMONIAIOTCS MEIUKAMEHTO3HOM KOPPEKIIHH
(cenekTUBHBIE MHTHOWUTOPHI OOpPATHOTO 3axBaTa CEPOTOHHHA), YTO TO3BOJIUT
MOBBICHTH KAYECTBO JKU3HH TMAIIMCHTOB.

dopMupoBaHUE TMAIMEHTCKUX OpPTraHU3aIuil MOTJIO0 ObI PEIINUTh YITYUIIHTh
4acTh MMEIOMMXCS y manueHToB ¢ MJ[1 mpoGiem, B TOM 4mclie, YMEHBIIUTH
BBIPOKEHHOCTh COIMAILHON M30JUPOBAHHOCTH, IMTOBBICUTh HABBIKU COITMATBLHOM
KOMMYHUKAIIMM W B3aUMOJCHCTBUS, a TAKXKE TMOBBICUTH OCBEJIOMIICEHHOCTH O

BO3MOYKHBIX OCJIOKHEHUSX 3a00JIeBaHUs U MeTo/ax ux mpoduiaktuku. PadoTa
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MOJOOHBIX OpTaHM3aIUil aeT OOJBHBIM BO3MOXHOCTh OOMEHHMBATHCS JIMYHBIM
OTIBITOM MPOTUBOCTOSIHUSA OOJIE3HHU, YTO YCUIIMBACT UX MOTHUBAIMIO U YIIyUIlIaeT
KauecTBO >kM3HU. OJTHAKO, yUYUTHIBAS UMEIOIKECS Y TALIUEHTOB AIMOLIMOHAIIbHBIE
HapyLIEHUsI U UX XapaKTEpOJIOTHYECKUE OCOOEHHOCTH, YPOBEHb MOTHBALIUH B
Y4aCTUH COLUATIBHOM JIEATETbHOCTH MOXKET OBITh JOBOJbHO HU3KHUM.

HecMoTps Ha OTCyTCTBUE MATOT€HETUYECKOM Tepanuu i JieueHus M/ 1,
B MHUpE BEJETCS aKTHBHas paboTa Haja pa3paboTKo# mpemnaparoB. BeposTHo, B
Onvkaiiiiiee BpeMs CTaHET JOCTYIHO JICYEHHE C MOMOIIbIO MaTOreHETHUYECKON
Tepanuu, a 3To OyaeT NMPUBOAWTH K HEOOXoauMmocTH auarHoctuku MJ[1 Ha
panHeM 3Tane. Takum 00pa3om, MOHUMaHKE BpayaMH Pa3HbIX CIEIHATbHOCTEH
MHOroo0Opasus cumntToMoB M/[1 kpaiiHe Ba>KHO 17151 CBOEBPEMEHHOM OCTAHOBKU
JIMArHO3a U MMPUMEHEHUS MYJIbTUANUCIUILIMHAPHOTO MOIX0/1a, UTO B IEPCIIEKTUBE
yJIy4IIIaeT MPOTHO3 U Ka4eCTBO JKU3HU ManueHToB (PucyHok 22).

[locne ycTaHOBKM AMar€Ho3a BaXKHO BBICTPOUTH T'PAMOTHBIM aJITOPUTM
JaUcriaHcepHoro  HaoOmogeHus mamueHToB ¢ MJ(1  (Ilpunoxenune 14).
HabGnronenue cTpouTcss Ha OCHOBE padOThl MYJbTUAUCUUIIIMHAPHON KOMAH/IbI,
KOOPJIMHATOPOM KOTOPOH SIBJISIETCS] HEBPOJIOT WJIM TE€paNeBT/IeIUaTp, UMEIOIIHIA
OMBIT BEACHUS TaKUX NalueHTOB. Cpeir OCHOBHBIX MOJX0/I0B MOKHO BBIJIEIUTh
CBOEBPEMEHHOE BBISBICHHE W JICYEHHE COMATHYECKUX, HEBPOJIOTHYECKHX U
MICUXUYECKUX MPOSIBICHUI 00JIE3HU, PAHHIOIO TMarHOCTHKY OcioxHeHud MJ[1 u
uX JICYCHHE, peabUIuTaInIOo, a TaKXKe HHPOPMUPOBAHUE O caMOM 3a00JI€BaHUU U
IUIAaHUPOBAHHE OEPEMEHHOCTH. B  MyIbTHIMCUUIUIMHAPHYIO KOMAaHIy B
00s3aTEILHOM TOPSIKE JOJIKEH BXOJAUTH KapUOJIOT, OCHOBHAA 3a/1a4a KOTOPOTO
COCTOUT B paHHEW JUArHOCTUKE U JICUCHUU HAPYLICHU pUTMA U IPOBOAUMOCTH
cepala, a Takke CTPYKTYpHbIX HapymeHud. I[lyapMOHOIOr W COMHOJIOT
3aHUMAIOTCS TPOOIeMaMu JIbIXaTeIbHON HEIOCTATOYHOCTH M PACCTPONMCTBAMMU
JBIXaHUS BO CHE, COOTBETCTBEHHO. Exeroaneiii ocMoTp odrambmonora c
VCIOJIb30BAaHMEM WIEJIEBOM JIaMIIbl MTO3BOJISIET ONEPATUBHO AUArHOCTUPOBATH U

MPOBECTHU ONEPATUBHOE JICYEHUE KATAPAKThl, KOTOpas y maiueHToB ¢ MJI1 moxet
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pPa3BUBATHCSA YK€ HA TPEThel AeKkaae Ku3HU. OCMOTpP SHAOKPUHOJIOTa O3BOJISIET
OTEPAaTUBHO JUArHOCTUPOBATH U JICUUTh META0OJNYECKUE HAPYIIICHUS, KOTOPbIE
TaK)ke HaOIojarTcd y naiueHToB ¢ M/[1 B pa3nuuHbIX BO3pacTHBIX rpymmnax.
Tak, CJ] npu OTCYTCTBUU JICUYEHUS MOXKET MPUBOJUTH K TAKUM OCIIOKHEHUSIM,
KaK TOJIMHEHPOIAaTHsl, YTO, B CBOIO OYepelb, MOXKET yCYryOJsiTh MMEIOIIHECS
CUMIITOMBI y TIAIlMeHTa. 3aqada opTomneaa u GU3nYecKoro TepaneBTa COCTOUT B
npo(HIIaKTUKE U JICUEHUH YKE PEATU30BABUINXCS OPTONEANIECKUX OCIOKHEHHIM
3a00J1eBaHUsl, KOTOPHIE BKJIIOYAIOT MBIIIIEYHbIE KOHTPAKTYPHI, (hopMUpyromuecs
B CIEJCTBUE MPOTPECCUPYIOIIECH MBIIIEYHON CIIa00CTH, CKOJIMOTUYECKAS
nedopmaiiisi MO03BOHOUYHUKA, JAedopmaiuu cror. JleueHne MOKEeT HOCUTh Kak
KOHCEPBAaTUBHBIN XapaKTep U ObITh HAMPABIICHO HA O3ULIMOHUPOBAHKE, TOAOOD
OpPTONEIMYECKUX U3JIETUNd U (PU3MYECKyl0 peaduiuTanuio, Tak U B cllydae
BBIPKEHHBIX HAPYIICHUN MOXKET MOTPEOOBATHCS OTMIEPATUBHOE JICUCHHE.

[Ipy HEOOXOIUMOCTH K PpabOTe MEXIUCIUIUIMHAPHOW KOMAaHIbI MOKHO
MPUBJIEKAaTh Bpayell JAPYyTUX CIHEHNUAIbHOCTEH. YUWThIBAs 4YacThle KajJoObI
NAlMEHTOB HA HapylIEHHWE CTysna, OONM B KUBOTE, MOMKET MOTpeOOBaTHCA
racTPO3HTEPOJIOT 1711 UCKItoueHus1 opranndeckout marosioruu JXKKT. [lanueHTtsl
C BBIPOKEHHOW MBIIIEYHON CJIa00CThIO CKIOHHBI K MEHEE aKTMBHOMY 00pasy
YKU3HM, YTO B YACTHU CIIy4aeB MOKET MPUBOAMUTH K HAOOpy JHILHETO Beca. Bpau-
JTUETOJIOT TIOMOTAeT COCTAaBUTh JMETY ISl MAIMEHTOB C M30BITOYHON Maccoi
Tela, a Takke Mojo0paTh palMOH I TAIUEHTOB C JACPUIMTOM Beca. Y
nanueHToB ¢ MJ[1 Hepenko OBIBalOT TPYAHOCTHU C 3a4aTUEM, KOTOPBIE MOTYT
noTpe0oBaTh KOHCYJIbTAIlMM TUHEKOJIOTA WJIM aHApPOJora, a TakKe IeHeTHKa,
KOTOPBIM 3aHUMaeTcss MHMOPMHUPOBAHMEM O BO3MOXHBIX pPHUCKaX TMepeaadu
3a00JieBaHUs TIOTOMCTBY, a TaK)Ke TUIAHUpOBaHUEM OepeMeHHOCTH. JlepMarosor
KOHCYJIbTUPYET TMAIMEHTOB II0 BONPOCY QJIONELUUH, a TaKXe MOKET
JIMArHOCTUPOBATH APYTUE MPOABICHUS, B TOM YUCIIE, TUIOMATPUKCOMBI.

[TomuMoO Bpauel COMaTUYECKUX CIIELIMATIBHOCTEN Ba)KHO B KOMAH/I€ UMETh

Bpaya T[ICUXHUATPa, KOTOPHI BOBpeMsl BBIABUT ad@eKkTHBHBIC HAPYIICHUS,
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Ha3HAYMB MEIMKAMEHTO3HOE JICUCHHUE WIIM MICUXOTEPANNI0. Y YUThIBASL JOBOJIBHO
BBICOKYIO PaclpOCTPAaHCHHOCTh KOTHUTHUBHBIX HapyIICHWH y mamnueHToB ¢ M/,
BAXKHO PETYJSIPHO MPOBOJMUTH OIEHKY KOTHUTHUBHOTO CTAaTyca M OTACIbHBIX
nomeHoB. OOBIYHO  BBISBIIGHHEM TMOJOOHBIX  HApYIIEHWH  3aHUMACTCS
HEHUPOIICUXOJIOT, MPH OTCYTCTBHHM TaKOTO CHEIHAIMCTa Bpad KypaTop MOXKET
CaMOCTOSITEJILHO ITPOBECTH TECTUPOBAHKE MO CIECIIUATU3UPOBAHHBIM IIIKAJIaM.
Takum oOpa3zoM, JaHHOE HCCIIeIOBaHUE O TUYEPKUBACT BAKHOCTh paHHEH
JIMarHOCTUKU U MYJbTHAUCIUIUIMHAPHOTO TMOAX0Ja K JICUYCHUIO IMAIlMEHTOB C
M/I1, a takxke HEOOXOAMMOCTH MAIBHEHIINX UCCIACAOBAHUM ISl YIYUIICHHS

Ka4CCTBA ) KU3HU ITAIUCHTOB U CHUKCHHUA YPOBHA CMCPTHOCTH.
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Pucynok 22 — Cxema MyJIbTUIUCIUTIIIMHAPHOTO HAOTIOJCHUS TTAIUEHTOB C
MUOTOHMYECKOU qucTtpodueii 1 Tumna.
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BbIBO/1bI

1. ducranpHas MbllieyHasi ciiabocTh oOHapykeHa y 85,7% ManueHToB ¢
BpoxaeHHoit MJI1, y 73,9% c nerckoit u y 77,1% co B3pocioii. BeisiBiena
BO3MOYKHOCTh HAJIMYHsI HEKJIACCUYECKOTO MaTTepHA paclpeAesICHUsS MBIIIEYHON
cimaboctu. Y 13% nanuenTtoB ¢ aetckoil u 8,6% co B3pocioir M/I1 oOHapyxeH

MPEUMYIIECTBEHHO MPOKCUMAJIbHBIN MATTEPH MBIILIEYHOUN CIAa00CTH.

2. Ilpu mpoBeeHrH COMAaTUYECKOTO 00CIeIOBaHUs MAIMEHTOB MPU BCEX
dopmax MJI1 mnokazaHa MyYJBTUCUCTEMHOCTh KIMHUYECKUX MPOSBICHHM.
Haubonee yacTo cpean KapAMOJIOTHYECKUX HapylleHu# y mamueHtoB ¢ MJI1
BbIsBIIsUIach AB-Osokana I crenenu, HemosiHas OG0Kaja MPaBOd HOXKKHU IMydKa
['uca m cuHycoBast apuT™Mus. Y MalMeHTOB ¢ BpoxkaeHHou MJI1 cratuctuuecku
yarne BoisiBisIiack runepmerponus (P = 0,000), sukonpes (p = 0,016), cHkeHHE
ypoBHsi ropmona T4 (p = 0,031), a y maniuentoB co B3pociioit MJ[1 — karapakra
(p = 0,002), uzxora (p = 0,022), muoma matku (p = 0,044), MOBBILIICHHE YPOBHSI
xoJjecrtepuHa u Tpurimiepuaos (p = 0,028 u p = 0,009).

Hns 100% mnarmmentoB ¢ BpokaeHHow MJI1 B maHHOW pabote ObLIM
XapaKTepHbl MHOXKECTBEHHBIE MHUKPOAHOMAJIMHU Pa3BUTHSA («TOTHYECKOE» HE0O,
MOJIYNITO3, BBITSHYTas QopMa JHIla, MHKPOTHATHS, HapyIIeHUE TPHKYca,

«Kapmui» poT, U3MEHEHUEM BEPXHEU Ir'yObl IO TUITY IEPEBEPHYTOM OYKBBI V).

3. B wuccnemoBanHO#l BBIOOpPKE HACIENOBAHME MPOUCXOAWIO: TIPHU
BpoxaeHHoN M/I1 no marepuncko nuanu —y 71,4%, npu 1eTcKoi ¥ B3pOCIoin

dbopme 1o oToBCKOM uHUU — Yy 56,5% u 37,1% nanueHToB, COOTBETCTBEHHO.

4. Tna 43,3% B3pocnbix nmanueHToB ¢ M/[1 xapakTepHbl HapylIEHHUsS BCEX

KOTHUTHUBHBIX JOMCHOB, IIPpH 3TOM HauOoJiee BBIpa)KeHHBII\/'I KOTHUTHUBHBIN
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neduuT HaOIIOAAaeTCs Y MAaUMEHTOB C BPOXKIEHHOU (Gopmoii. CaMbIM 4acThIM
BApUAHTOM 3MOIIMOHAJIBHBIX PACCTPOMCTB SBIISIETCS amaTusi, KoTopas Obuia
BbIsiBJIeHa Y 81,7%, B TO BpeMs Kak nenpeccust —y 26,7%, tpeBora —y 13,3%.
B3anMocBsI3p ¢ yMEHbBIIEHHEM O0bEMa CEeporo BeIIeCcTBa TOJIOBHOTO MO3ra
nokasaHa TojbKko 1 anmatun (R = 0,427, p = 0,001).

s nereit ¢ M/[1 xapakrepHo Hamuuue CJABI' y 38,5%, Hapyiienue
pa3Butus peuu u a3bika —y 15,4%, PAC —y 7,7%.

5. Haubonee pacnpocTpaHeHHBIM BapUaHTOM paccTpoicTB cHa mpu MJI1
o1 COAC, koTopslid ObUT AuarHocTupoBad y 78% nereid u 79,2% B3pocibix
nanueHToB. Y 87,5% nerent u 12,5% B3pocasix nammentoB COAC Habmroancs
IpU OTCYTCTBUU  MbIlIeUHOM ciaboctu. [loBblllIEHHAsT  yTOMJISIEMOCTb
BbIsBIsUTachk yaie (y 77,8% nereit u 70,8% B3pocibix), yeM ITJC (y 64,6 %

B3poCibIX U 44,4% neteit).

6. Y Bcex B3pocibIX ManueHToB ¢ MJI1 oTMedanoch CHHKEHUE KayecTBa
JKW3HU, OIIEHEHHOE C [OMOUIIBI0  CHEHUAIM3UPOBAHHBIX  OMNPOCHUKOB.
Bripa)keHHOCTh MBIIIIEYHBIX CUMIITOMOB, YMOIIMOHATIBLHBIC HApyIIeHUs (anatus,
TpeBora u paemnpeccus), [IC, yromisieMoCTs W JIUTEIBLHOCTh 3a00JICBaHUS

BJINAJIM KaK Ha Ka4C€CTBO XKM3HHU, TaK U HA (I)YHKI_II/IOHI/IPOBaHI/Ie IIannMCHTOB.



153

HPAKTHYECKHUE PEKOMEHJIALIUN

1. BeIsiBIIeHHE XapaKTEpHBIX MHUKPOAHOMAJIMN DPa3BUTHs BO BpeMs
OCMOTpA JETENM MOXKET NPUBECTU K YIYYIICHHWIO JIHATHOCTUKU BPOKIACHHOU
dbopMbI MUOTOHHUYECKOM nucTpoduu 1 Tumna.

2. ExxeronHoe comMaTHYeCKOE W HEBPOJIOrMUECKOe oOO0cCie0BaHUE
NAlMEHTOB C MUOTOHUYECKON nucTtpodueit 1 Tuna mo3BojseT BhISIBUTH PAHHHE
CUMIITOMBI 3200JI€BaHUSI, MUHUMHU3UPOBATH OCIOXHEHUS U yJIyYIIUTh KAY€CTBO
JKUA3HU ITALIUEHTOB.

3. BeneHnue nanueHToB ¢ MUIOTOHUYECKOM qucTpodueil 1 Tuna qomKHO
OCYILLECTBJIATBCA ~ MYJIBTUIUCLUUIUIMHADHOM  KOMAHIOM  CIELHAIIUCTOB,
BKJIIOYAIONIEH TOMHMMO HEBposora: (hPU3MYECKOTro TepaneBTa, ICHXO0JIOra,
IICUXUATpa, COMHOJIOra,  KapAauosiora,  OpToIena,  IacTPOIHTEPOJIOra,
oranpMoIOora, MyJIbMOHOJIOTA.

4, PexomennoBano MPOBEICHUE HEUPOTICUXOJIOTUYECKOTO
TECTUPOBAHUA  JUI1  OLICHKM KOTHUTHBHOTO  CTaryca U BBIABIICHUA
OMOLMOHAJIBHBIX HAPYIIEHUN, KOPPEKIHS KOTOPBIX MOXKET YJIYUIIUTh Ka4€CTBO
YKWA3HU MTAlHEHTOB.

5. BceMm nanueHTam ¢ MOATBEPKIACHHBIM JUAarHO30M MUOTOHHYECKON
quctpour 1 TUMa pPEeKOMEHJOBAaHO MPOBEACHHUE IOJIMCOMHOTPAPUUECKOTO
WCCIICOBAHUS JUIsl MCKIIIOYEHHs] HApYyLICHUN IbIXaHUSA BO CHE, B TOM YUCIE,

CHUHIpOMa OOCTPYKTUBHOTO aITHOD CHA.
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HEPCIIEKTUBBI PASBUTUSA

1. M3y4yeHne maTOreHeTHYEeCKUX MEXaHN3MOB HEKJIACCUUYECKUX aTTEPHOB
MBIIIEYHOTO TOPAKCHUS
BrisiBneHHOE HamuuMe NPEMMYIIECTBEHHO NPOKCHMAJIbHOTO HaTrTepHa
MbIlIeyHO cinaboctu y 13% mnauuentoB ¢ nerckor u 8,6% co B3pocion M/I1
TpeOyeT JanbHeNIIero uceneaoBanus. [lepcrnekTuBHBIM MpeCTaBIsAETCS:
® MOJIEKYJISIpPHO-TEHETHYeCKUd aHaiu3 ocobOeHHocTel skcnaHcun CTG-
MOBTOPOB y TMAIIMEHTOB C AaTUMUYHBIM paCIpee]ICHHEM MBIIICYHON
cnabocTu
® U3yuyeHUe AKCIIPECCUU I€HOB-MOJIU(PUKATOPOB MBILICYHOM
T depeHIPOBKU B IPOKCUMAIBHBIX U JUCTAJIBHBIX TPYTINAX MBI
® CpaBHHUTETbHBIA aHANU3 OMOXMMHYECKHX MapKEpPOB  MBIIIEYHOTO
HOBPEXACHUS MIPH PA3HbIX MATTEPHAX MBIIIEUHOMN c1ab0CTH
2. Pa3pabotka NEPCOHANU3UPOBAHHBIX IPOTOKOJIOB
MYJIbTUAUCIUILTAHAPHOTO HAOTIOACHUS
Ha ocHOBaHMM BBISIBIEHHBIX BO3pacT-CEHU(PUUHBIX OCOOEHHOCTEH
MYJIBTUCUCTEMHOTO TOPAKESHHS 11€TIECO00pa3HO:
® pa3paboTKa CHEMUATM3UPOBAHHBIX IIKAN JJISI KOJUYECTBEHHOUN OIICHKHU
MUKPOAHOMAJIMI pa3BUTHS y JIeTel ¢ BpoxkaeHHo M/I1
® TIPOBEICHHE MPOCTEKTUBHBIX MCCIEIOBAHUM MO OIeHKE d(H(HEKTHBHOCTH
paHHE KOPPEKIINH BBISIBICHHBIX COMAaTHUECKUX HApYIIEHUH
3. M3ydyeHne HeHPOKOrHUTHUBHBIX U AIMOLIMOHAJIbHBIX HAapYIIEHUN
[Tony4yeHHble TaHHBIE O BBICOKOM pacmpocTpaHeHHocTH anatuu (81,7%) u
€€ CBSI3M C YMEHbIIEHHEM 00beMa Ceporo BellecTBa TPeOyIOT:
® JIOHTUTIOJHBIX MCCIEIOBAaHUN JTUHAMHKMA KOTHUTHUBHOTO CHMJKEHUS Y

MAIMEeHTOB ¢ pa3HbIMU popmamu M/ 1



155

e wu3ydeHus 3p(HeKTUBHOCTH (HapMaAKOJIOTUYECKON U HEMEIUKaMEHTO3HOU

KOPPEKIMH allaTUX U APYTUX SMOLMOHAIBHBIX HAPYLIEHUN
4. OnTuMu3anys JIMarHOCTUKY U JICYEHUS HApYLIEHUN CHA

BrisiBnenne COAC y 78-79% mnaiueHTOB NpU OTCYTCTBUM MBIIIEYHOMN

ciaabocTu YKa3bIBACT Ha HGO6XOI[I/IMOCTBI

e pa3paboTKU aaropuTMoB paHHed nuarHoctuku u JedeHuss COAC vy

MAaIMEHTOB ¢ MUHUMAJIbHON MBIIIIEYHON CUMIITOMAaTHKOMN

OIICHKM BJIMSHMS Tepaldy HapylIeHWH CHa Ha OO0Iee KadyeCTBO KU3HHU
MMaIfieHTOB

5. Co3nanue KOMIUIEKCHBIX MTPOrPaMM OLIEHKH Kau€CTBA KU3HU

Ha ocHOBaHMH BBISIBICHHBIX MHOT O(i)aKTOpHI)IX BJIMSIHAM Ha Kadye€CTBO

KU3HU IICPCIICKTUBHBIM SBJIACTCA:

pa3paboTka MHTETPUPOBAHHBIX KA OIEHKH KaueCTBa >KU3HU C YUYETOM
MBIIIICYHBIX, KOTHUTUBHBIX U YMOIMOHAIBHBIX apaMeTPOB

IIPOBEJICHUE VCCIIEIOBAHUM 1o OLICHKE 3¢ (HEKTUBHOCTH
MYJIbTHAUCHUIUIMHAPHBIX TPOTPAMM COMPOBOKICHUSA

CO3/IaHUE  CHUCTEMbl JUHAMUYECKOTO MOHUTOPUHIa  IOKa3aTeleu

dbyHKIMOHUpOBaHUs narueHToB ¢ M/[1.
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CIIMCOK COKPAIIIEHVH M YCJIOBHBIX OFO3HAUEHUMI

AJIT — amanmaaMuHOTpaHcdepasza

ACT — acnapratamuHoTpancdepasa

I'MBB — runepuHTEHCUBHOCTH OEJIOr0 BEIECTBa
I'IT/] — rociuranbHas MIKajla TPEBOTH U AENPECCUU
JIT — nerckwuii nepeOpaibHbIi mapanuy

KKT — xenyJ04HO-KUIIIEYHBIA TPAKT

HUMT — uHAaekc Macchl Tea

K®K — kpearundocdoknnaza

JII' — IFOTEenHU3UPYIOLINUN TOPMOH

JIAI' — makTataerniporuHasa

MJI1 — muotonuyeckas nucrpodus 1 tuma

MPT — marHuTHO-pe30HaHCHasi TOMOTrpadus

HM3 — HepBHO-MBIIICYHOE 3a00JICBAaHNE

CHBI" — cunnpom neduiuta BHUMAHUS U TUTIEPAKTUBHOCTH
TTI' — TUPEOTPONHBIN TOPMOH

ITJIC — noBbIlIEHHAs! THEBHAS COHJIUBOCTD

[ICI" — nonucomHorpadus

PAC — paccTpoiiCTBO ayTHCTHYECKOTO CIIEKTPA
CHBI" — cuanpom neduiiuta BHUMaHUS U TUTIEPAKTUBHOCTH
CJ1 — caxapnslif 1uadet

COAC — cunnpom oOCTPYKTHUBHOTO altHO? CHA

OCI" — poMMUKYACTUMYIUPYIOLINI TOPMOH

IMHC — nenTpanpHas HepBHas CUCTEMA

OKT — anexrpokapauorpadus

OMI" — snextpomuorpadus

OHMI — snextponeipomuorpadus
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30T — 3neKkTpoOKyJJ0orpaMma

3XO-KT" — anexkrpokapauorpadus

D01 — anmekTpolHIIedanorpaMmma

ACE — lll - Axnenbpykckas mikaiga OleHKH KOTHUTUBHBIX (yHKIui 11

CADASIL - cerebral autosomal dominant arteriopathy with subcortical
infarcts and leukoencephalopathy

CELF — CUGBP/Elav-like family protein

CPAP — Constant Positive Airway Pressure

DM1-Active

DSM-V — nuarHocTuueckoe U CTaTUCTUYECKOE PYKOBOJICTBO T10
IICUXWYECKUM paccTponicTtBaM [V n3nanus

ESS — Epworth Sleep Scale

FLAIR — fluid-attenuated inversion recovery

FSS — Fatigue Severity Scale

GCA - Global cortical atrophy scale

INQOL - Individualized Neuromuscular Quality of Life

HADS — Hospital Anxiety and Depression Scale

MBNL1 — muscleblind-like protein 1

MIRS — Muscular Impairment Rating Scale

MMSE — Mini-Mental State Examination

MRC — Medical Research Council scale

MTA — Medial temporal lobe atrophy score

MoCa — Montreal Cognitive Assessment

REM - rapid eye movement

ROC-anamu3 — Receiver Operator Characteristic

SF-36 — SF-36 Health Status Survey

TMT - Trail Making Test

T4 — TpulioqTUPOHUH
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roJIOBHOI0O MO3ra Ha MPT, KOIrHUTUBHBIMHU H SOMOIIMOHAJIBbHBIMHU
HapymeHUsIMHU, BO3pacToM U NPpOAO0/IZKUTEC/ILHOCTHIO 00J1e3HHN Y NaliMEeHTOB

¢ M.

MMSE
MoCa

ACE-I1I1I
Tect Jlypuu
(uepe3 yac)
Barapes
JIOOHBIX
TECTOB
HIkana
anaTuu
HIkana
Aenpeccun
I'amuiabTOHA
HIkana
TpeBoru beka
HADS
(TpeBora)
HADS
(mempeccus)
Bospacr
JInuTeIbHOCTD

3200J1eBaHuA

0

Me [Q1-Q3]

29 [28-30]
27 [26-28]

93 [87-95]
9 [8-10]

18 [17-18]

38 [25-50]

4[1-8]

9 [3-18]

4 [2-6]

5 [3-10]

26 [22-39]
9 [7-17]

Fazekas
1 2
Me [Q1-Q3] = Me [Q1-Q3]

27 [26-29] 28 [22-30]
25 [22-26] 25 [19-27]
86 [82-91] 91 [78-96]

9 [7-10] 8 [6-10]
17 [16-17] 18 [17-18]
43 [33-48] 37 [36-37]

5[2-7] 4 [3-10]
10 [4-14] 8 [5-18]

3[1-4] 4 [2-6]

8 [5-10] 5 [4-11]
41 [28-45] 36 [35-39]
19 [10-24] 23 [14-31]

3

Me [Q1-Q3]

25 [25-29]

28 [19-29]

93 [76-95]
9 [4-9]

18 [12-18]

38 [30-39]

3 [0-5]

7 [0-16]

6 [0-9]

4 [1-9]

50 [38-60]
18 [1-20]

0,242
0,08

0,586
0,583

0,277

0,789

0,679

0,923

0,831

0,486

0,108
0,164
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IIpusoxenue 3. Pe3yJbTaThl KOPPeJsiiMOHHOI0 AHAIN3A, OLIEHMBAIOILEr0

KOIHUTUBHbBIC (l)yHKIIl/II/I, IMOIMOHAJIbHBIN CTaTyC, HAJININUEC YMCHBIIICHUA

o0beMa Ceporo BemecTsa roJioBHOro Mo3ra, 1JimTe¢JiIbHOCTb 3a00/1eBaHUA U

Bo3pact nanuenToB ¢ MJI1.
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IIpunoxenue 4. Bausinue mpbieuHoii caadocru no mkajae MIRS u MRC,
OyJb0apHBIX HAPYUIEHUH U HAPYILIEHUI MPUKYCA HA HAJIUYHE CHHAPOMA
00CTPYKTHMBHOI'O allHOJ CHA Y B3POCJbIX manueHnToB ¢ M/I1.

CunapoM 0OCTPYKTHBHOTO alTHO? CHA
Xu-KBajpar
Her Ectp
IInpcona
n=38 n=32
byns6apHbIe HapyIIeHUS 6 18 0,439
MRC (pa3rubarenu 1en)
3 2 4
0,578
4 2 13
5 4 15
MRC (crubarenu mien)
1 1 7
2 3 8
0,781
3 2 8
4 0 4
5 2 5
MIRS
1 1 2
2 1 5
0,908
3 4 11
4 1 6
5 1 8
Hapymenue mpukyca 4 20 0,690
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IIpunoxenue 5. Bausinue Bo3pacTa NalMeHTOB M VINTEIbHOCTH
3a00J1eBaHUSI HA APXUTEKTYPY CHA y manueHToB ¢ M/I1.

JMHTENEHOCTE
safiolenanHa

JlaTenTHOCTE KO CHY
(nnm)

1 cTagna cua, %o
2 cragua cua, %o
InyBokan cTaH cHa,

BEM-cTagua cHa, %

JIHTEeNEHOCTE
Boapact 3abonenanHs
Re=0,040, p=0,783

R=0,056, p=0,732 R=-0,132, p=0416

R=0,305, p=0,055 R=0,071, p=0,664
Re=0,036, p=0,827 R=-0,085, p=0,602
R=-1,330, p=0,038  R=0,030, p=0,852

R=1,043, p=0,794 R=-0,014, p=0,930

JlaTenTHOCTE KO CHY

(nm)

R=0,276, p=0,084
Re=-0,032, p=0,844
Re=-0, 188, p=0,246

Re=-0,114, p=0,484

Fnybokas craans
1 cragma cua, %o 2 cTagud cHa, Yo cHa, %

R=-0,172, p=0,289
R=-0,458, p=0,003 R=-0,568, p=0,000

R=-0,568, p=0,000 R=-0316, p=0,047 R=0,113, p=0,489
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(v}

71 AHAJIN3, OICHUBAKIIINHN B3AUMOCBA3b

Ipuiaoxenne 6. KoppeassunoHHbI

(v}

APXUTEKTYPbI CHA 1 KOTHUTHBHBIX M YMOLMOHAIbHBIX HAPYLICHUI,
(PYHKIMOHAJIBHOI aKTMBHOCTH B3POC/bIX manueHTos ¢ M/I1.
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IIpunoxenue /. Pe3yjbTaTbl KOPPEJALMOHHOI0 AaHAJIN3A, OLEHUBAKOIIET 0
NOBBILIEHHYIO THEBHYI0 COHJIMBOCTb, YTOMJISIEMOCTh M APXUTEKTYPY CHA

naunuenTon ¢ M/I1.

JlaTeRTHOCTE KO ImyGosan cramns REM-cTamma caa,

CHY [MHH} | cragms cxa, % 2 cTagms ca, % cHa, e
I cTamm caa, % R=0,276, p=0,084

2 cramen caa M R=0.032, p=0,844 R=-0,172,

p=0,25%
Tnyfiokan cTam R=-0,1879, R=-0,458,  R=-0568, p=0,000
cHa, Y p=0.246 p=0,003
REM-cramen  R=-0,114, p=0.484 R=-0,568,  R=-0316, p=0,047 B=0,113, p=0489
cHa, Y 0,000
Hachmenne  B=0,126, p=0,437 R=-0,345, B=0,13%, p=0,3%4 R=0,151, p=0,352 k=0,100, p=0,541
EPOEH p0,028
KACTOPOIos, Vo

Smuzone  R=-0,122, p=0,519 R=0,187, p=0,322 R=-0,026, p=0,890  R=-0,057,

TECATYPRIAN > p=0,766
kT
FS8 R=0,037, p=0,826 R=0,144, p=0,388 p=0,131, p=0434  R=-0,039,
p=081T7
ESS R=-0,043, p=0,796  R=-0,071,  R=0,098, p=0,553 R=0,082, p=0,619
p=0, 659

%

B=-0,150,
p=0.430

R=-0,262,
p=0,076

R=0,118,
p=0472

Hacemmeane

KPOBH

KHCTOPOA0M, Yo

R=-0,501,

p=0,003

R=-0,010,

p=0.552

R=0,134,

p=0.416

THIHROIRL
AcarypaiHy =
3% F33
R=0,107, p=0,5%0
R=0,087, p=0,616 R=0431, p=0,003
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IIpuioxenne 8. Pe3yJbTaThl KOPPEIIUMOHHOIO AHAJIN3A, OLIEHUBAKOIIET0

<

MOBBIIIEHHYIO THEBHYIO COHJINBOCTH, YTOMJIIEMOCTh, IMOIIMOHAIBHBIH
CTaTYyC, JVINTEIbHOCTH 3200/1eBaHUs U Bo3pacT nauuenTos ¢ M/L1.
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IIpunoxenue 9. AHAJIN3 B3aNMOCBA3HM MEKIY KAaU4eCTBOM KM3HHU,

¢pu3nyeckuM PyHKIIMOHNPOBAHMEM M VIUTEJIbHOCTHIO 00J1€3HU Y
NALMEHTOB ¢ MUOTOHHYECKOM aucTpodueii 1 Tuna.

]:EJTI;IIBLIL{I;(:JTI; Ofgngﬁ){y SF-36 (pusnueckoe SF-36 (rcuxuueckoe
DM1-Activ INQoL (yHKIHOHUpOBaHKE) | (DYHKIMOHUPOBAHHUE)
JnurenbHOCTh
sabonesauns | R = '8,’3511 P R= gégz P= | R=.0446,p=0001 | R=-0,118, p=0,391
bann mikane
DMLActiv R=-0614,p= | o _ (725 p=0,000 | R=0387,p=0004

0,000
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Ipuiaoxenne 10. AAropuT™M JTHATHOCTUKHA MUOTOHHYeCKOii 1ucTpoduu 1
THUna y aerei 10 1 roaa.

Boapacr < 1 roga

KoK = 1000-
1500 Enin

Knunngeckme - HHHYECKHE
OpOARNERHS ¥ DPOABTEHHA ¥
OTHA, CHOCOR MATERH

[MeneTHYecKDE

Jipyrod quarnos Huaraos M1
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IIpunoxenue 11. AnropurM IMarHOCTUKM MUOTOHHYeCKOH qucTtpodun 1

Tuna y aerei or 1 roxa go 10 Jer.

Boapact 1-10 net

3afepacka MOTOPHOTO
pasBEHTHA

KDE = 1000-

1500 En/n

OcobennocTy heRoTHNA:
nonuxone e, BRICOKHR
100, KKAPHOBLII POT,

Knuunueckne nposEneHns
¥ ponHTenei, cHOCoB

| +
Jusaprpus
+

Hapymenna passuraa: peun 1 asska, PAC,
HHTEINEETYANLHAA HenocTaTouHocTs, CJBT

|+

Havenenna mo MPT
MOIOBHOTD MOSTA

|+

[eHeTHIECKDE
TECTHPOBAHHE

HMuarnos M1

Jpyroil auarnos
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Ipuiaoxenne 12. AAropuT™M JTHATHOCTUKHA MUOTOHHYeCKOii 1ucTpoduu 1
THNA y nanueHToB oT 10 10 20 ser.

Bospact 10-20 ner

TpyanocTh npu
ofyHeHHH
|+
Hapymenia KOK < 1000- —
PA3BHTHA: PETH H 1500 En/n
mkiEa, PAC,
HHTEIERTYANEHAR
HEIOCTATOIHOCTE,
CHABT OMT: HermoumTs
MHOTOHHYCCKHS — BPDEIEHHHE
-+ puAPAAES MHOTOHHH
[Toesmennas
THEBHARL OcobennocTy eROTHNA:
COHMTHBOCTE AomExonedianis, BRCOKHE
106, «KapIOBLI: poT,
+ MHKPOTHATHA
Hanmenenna no l +
MPT ronossoro
MOETA Jusaprpan
b /
Knuanueckne npossneans
¥ poAHTEREH, cHOCOB
|+
— + | Jpyroit aparaos

Juwarnos M1
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Ipuiaoxenne 13. luarHocTuKa MUOTOHMYecKO# aucTpoduu 1 Tuna y
B3POCJIbIX NALUEHTOB.

Boapact = 20 net

JOHATHOE

CnafocTh MBI
MEH H THIEROH

HATHO

JIpyTrHe CHCTEMHEIE
npoasmenns: CJI,
HaPYIIEHHE PHTMA,
anomenm, [1J1C

Juarmoes MIT1/MI2

Hamenenna mo
MPT ronoepaoTs
MOETA
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IIpunoxenue 14. ANropurM e:xkeroJHOro MyJIbTHAMCUHUILINHAPHOIO

JUCIAHCEPHOI0 HA0II0JeHHS MALHEHTOB ¢ MUMOTOHUYECKOM aucTpoduei 1

THIIA.
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