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|. BBenenue

BokoBoii amroTpoduueckuil CKiIepo3 u apyrue 00JIe3HH MOTOHEHPOHA XapaKTePU3yIOTCs
CTOMKOM, HEIIPEPBIBHOM, IIPOTrPECCUPYIOLLIEH JIeTeHepaliell KOPTUKOCIIMHAIIBHBIX IIyTEH, KIETOK
IepeHero pora, OynbOapHBIX JABHUraTelbHBIX sAJep WIM UX KoMmMOuHanued. CumMnTomsl
3a00J€BaHUs BapbUPYIOT IO CTENEHU BBIPAKEHHOCTH M MOTYT BKIJIIOYaTh B C€0sl MBILICUHYIO
cimabocTh U aTpoduio, (pacIUKyYISIIAK, SIMOIMOHATBFHYIO JTA0UIBHOCTh U CIIA00CTh JIBIXATEIIbHON
MyCKyJaTypbl.  JlMarHocTuka  BKJIKOYAE€T  UCCIEJOBaHUS ~ HEPBHOM  MPOBOJUMMOCTH,
JIEKTpOMUOrpaduI0 U MCKIOYEHHE Ipyrux 3abosneBanuil ¢ nomoubio MPT u naGopaTtopHbix

ucciaenoBanuii. Jleuenue HoCUT HO,Z[,Z[CP)KI/IBB.IOH_[I/II‘/‘I XapakTep.

bokoBoit amuorpoduueckuit ckiaepod (BAC) sBrnsercs Hambojee 4acTbiM BapHAHTOM
6ose3uu MoTtoHeliponoB (BMH). bone3nu MoToHelipoHa MOpaXkarT Kak HEHTPAIbHYIO HEPBHYIO
cucremy (IHHC), Tak w mnepudepuueckyro HEPBHYIO CHCTEMY. OTHOJOTHS 3a00JeBaHUS
HeusBecTHa. HomeHkimatypa W CcUMITOMBI 3a00JIEBAHUN MOTOHEHpOHA pa3IUYyaloTCi B

3aBUCHUMOCTH OT TOI'O, KaKas 4aCTb IIBI/II“aTeJH)HOI\/JI CHUCTCMBI ITOPAKACTCA B HauOOJIbIICH CTCIICHHU.

Il. ITatomopgosorus

[To naHHBIM 3apyO€XHBIX aBTOPOB, 3HAUMMBIMHM (QakTopamu pucka pa3BuTusi BAC
SIBIIIFOTCSI MY»KCKOH T0J1, Bo3pacT cTapiie 50 JeT, KypeHue, MEXaHUu4ecKasi TpaBMa, MoJydyeHHas
B TE€UEHHE 5 JeT 10 Havana OOJe3HU, 3aHATUS CIOPTOM U WHTCHCHUBHBIA (DU3HUECKUU TPYI.
Beimensiror  Gomee 25 TEHETHUYECKMX JIOKYCOB, AaCCOIMMPOBAHHBIX C CEMEHHBIMH U
cnopaguyeckumu dopmamu 3abosieBaHusi. Hanbonee yacto pazButue 3a00J€BaHUsI CBSI3aHO C
mytaisimu B reHax SODI1, TARDBP u CO9orf72. Ilepeim mpu BAC ObUT OTKpHIT TE€H,
koaupyroumii Cu/Zn-cynepokcuaaucmyrasy (SOD1); npoBeneHHbIE HCCIeIOBaHUS MOKa3aly,
YTO MYTallMM B HEM BO3HHUKAIOT B 15-20 % ciyuyaeB npu cemeitnoit popme BAC u 3HaunTENHHO
pexe — Mpu cropaanyeckod. MyTaHTHasI CyNmepoKCHANCMYyTa3a-1 crmocoOHa HaKaruMBaThCS
MEXAYy CJOSMH MUTOXOHJIPHAILHOM MeMOpaHbl, HapyllaTh AaKCOHANbHBIM TPaHCIOPT,
B3aMMOJICHICTBOBATh C APYTMMH O€NKaMU, BBI3bIBAas MX arperanyio U Hapylias Jerpaaaluio.
Cnopaguyeckue ciay4yau 3a00JeBaHMs, BEpOSITHO, CBSI3aHbl C BO3JECHCTBHEM HEW3BECTHBIX
TPUTTEPOB, KOTOpHIE (KaK U MyTaHTHas CYyMEPOKCHIINCMYyTa3a-1) peann3yroT cBou 3(hPeKThl B
YCIOBUSIX TMOBBIIIEHHONW ()YHKIIMOHATBHOW HArpy3Kd Ha MOTOHEUPOHBI, YTO MPUBOIHUT K UX
CENIEKTUBHOW  yA3BHUMOCTH, CBSI3aHHOW C TIOBBIIIEHHBIMM JHEpPro3aTpaTaMH, BBICOKOM
NOTPeOHOCTHIO BO BHYTPHUKJIETOYHOM KaJbIIMH, C HU3KOH IKCIpeccHell KaJbIMHCBA3BIBAIOIINX
OCNIKOB, TJyTaMaTHBIX penentopoB Tuma AMPA, HEKOTOpPBIX aHTHOKCHUIAHTOB |
aHTUAMONTOTUYECKNX  (pakTopoB. YcuimeHne (QyHKIUH MOTOHEHMPOHOB  OOYCIIOBIMBACT
MOBBIIICHHBIA BBIOPOC TIIyTamara, TIyTaMaTHYI SKCAMTOTOKCHYHOCTh, HAKOTICHUE H30BITKA

BHYTPUKJICTOUHOI'O KaJIblUsd, AKTUBAIWIO BHYTPHUKIICTOUYHBIX MNPOTCOJIUTUYCCKUX Q)epMeHTOB,



BbIJIETICHUE U30BITKA CBOOOIHBIX PAJAMKAIOB U3 MUTOXOH/IPHIA, TOBPEXKICHUE UMU MUKPOTIIHH U
acTpOIJIMM, a TaKKe caMMX MOTOHEHpPOHOB ¢ mnocienymoeid aereHepauuei. I'en TARDBP,
konupyrommii 6enok TDP-43 (TAR JIHK-cBs3bIBaromuii mpoTerH, MYJIbTH(YHKIIMOHATBHBIN
0€eJoK, yJacTBYeT B IKCIIPECCUM U PETYJIALMU I€HOB, BKJIIOYas TpaHCKpUILUIo, crutaiicunr PHK,
TPAHCHOPT U TPAHCIIALMIO; IIOMUMO BCETO IIPOUero, yyacrsyer B cuHrese Manbix PHK, a Taxxke B
crutaiicunre u co3peBanuu PHK), Bonekaercs B 0,7-8,0 % cinyuaes cemeirinoro BAC. Dkcnancus
rexkcanykieoTuAHBIX MOBTOpoB GGGGCC B unTpone 1 rena C9orf72 cumraercss caMbIM 4acThIM
MOBPEKICHUEM B EBPOICHCKON U CEeBEpOAMEPHUKAHCKOM MOMYJSALUAX: OHA BBIABISETCS MpPH
cemeitaoit opme BAC B cpennem B 40 % cirydaes, ripu criopaguieckoid — B 7—11 % ciyuaes. B
POCCHIICKON TMOMYJALMK CaMBIMH YacThIMU sIBJstoTcst myTanmu B reHax SODI1 u CY9orf72.

Bogneuenue APYrux reHoB sBJISICTCS 3HAYUTCIIBHO boinee PEAKUM.

[Ipy GoxoBOM aMHOTPO(HUUECKOM CKJIEpPO3€ BOBICKAIOTCA M  IepupepudecKue
MOTOHEWPOHBI, W HEHTPaAJbHbIE MOTOHEHpOHBHI. ECM CHMNITOMOB mMOpakeHHsT 00EUX TPyl
MOTOHEHWPOHOB HET, AMArHO3 OOKOBOIO aMHOTPO(PHUECKOro CKiepo3a comMHUTeneH. [Ipu 3ot
[ATOJIOTUK OBICTPO pas3pylIaeTcs LUTOCKENIET MOTOHEHPOHOB. B mpoKCcHMManbHBIX OTHAENaxX
aKCOHOB HEPEAKO 00pa3yloTcs YTONIICHHUS M3 CKOIUIEHHMH HEHpO(HUIAMEHTOB, pPa3BUBAETCS
yMepeHHas npoiudeparust acrepouioB. B pesynbpraTe rubeian MOTOHEHPOHOB COOTBETCTBYIOIIE
MBILIEYHbIE  BOJIOKHA  JEHEPBUpPYIOTCA U aTpodupyrorcs.  ['MCTOXMMHUYECKH U
JIeKTPO(U3NOIOTUYECKN TOKa3aHO, YTO HA paHHUX CTaJusAX BO3MOXKHA pPEUHHEpBAIHs
JICHEPBUPOBAHHBIX MBIIIII 32 CYET BETBJIICHUSI OKOHYAHUI COCETHUX JBUTATEILHBIX HEPBOB, XOTS
B TOpa3[0 MEHBIIECH CTENeHW, YeM Npu OOJIBIIMHCTBE IPYTUX OOJE3HEH, 3aTparuBarONINX
MOTOHEWpPOHBI (MosmoMuenuTe, HeWpomnaTusx). Ilo Mepe mnporpeccupoBaHMs J€HEPBALUU
CTaHOBHUTCA SBHOW aTpodus Mmblmn (OTCroga — «amuoTpoduueckuit»). ['mbenb KOpKOBBIX
MOTOHEWPOHOB BEAET K MCTOHYCHUIO KOPTUKOCTIMHAIBHBIX ITyTEH, MPOXOSAIINX Yepe3 OOKOBbIC
W TIepeHHE KAHATUKA CIUHHOTO Mo3ra. Ha MecTe yTpadeHHBIX BOJIOKOH pa3BHBAETCS
GUOPWILIAPHBIA TIMO3, M TKaHb OOKOBBIX KAaHATUKOB CTAHOBHUTCS IUIOTHOM (oTcioma —
«O0KOBOI»). OTIUUUTENBHBIA TPU3HAK OOKOBOIO aMHOTPO(PHUUYECKOrO CKiIepo3a — TuOenb
TOJIBKO MOTOHEHWPOHOB. [Ipy CBETOBOM MHMKpPOCKONMM M3MEHEHMs B Apyrux crpykrypax [[HC
(OTBEHAIOMIMX 33 YYBCTBUTEILHOCTh, PETYISIAI0 W KOOPAMHAIUIO JBIDKEHHH, BBICIIHE
ncuxuyeckue (QpyHKIuM) He oOHapyxkuBaioTcsi. CaMM MOTOHEHPOHBI TaKXke MOPaXKaroTcs IO-
pa3sHOMY: COXpAaHHBIMH OCTAlOTCSI MOTOHEHPOHBI, OOECHeuYuBalOIIME [JBM)KEHUS TIJla3, U
MapacUMITATUYECKAE TPEraHTIIMOHAPHBIE HEHPOHBI KPECTIOBOTO OTAeNla CIWHHOTO MO3Ta,

MHHEPBUPYIOIIHE COUHKTEPHI TA30BbIX OPTaHOB.

I1l. Kimanveckue nposiBieHust

Brigensitor cnenyromue KIMHuYecKue GopMbl 3a00JIC€BaHUS .



1) xmaccuueckyro cnuHHOMO3roBylo Gopmy BAC ¢ nmpuszHakamu mopakxeHus: LEHTPATbHOTO
(IMH) u nepudepuyeckoro moroneripona (IIMH) na pykax unm Horax (IIeiHO-TpyaHas WU
MOSICHUYHO-KPECTIIOBAs JIOKAJIN3AIIH );

2) Oynpbapuyio dopmy BAC, manudecTUpyoOIIyl0 HApyIICHHEM pPEeUYd W TJIOTAHHS, C
MOCJICTYFOIIUM MPUCOSTNHEHHEM PACCTPOMCTB JBIKEHHSI B KOHEUHOCTSX;

3) nepBUYHBIA JATEpaJIbHBIA CKJIEPO3, NPOSABISAIOLIMICS MPU3HAKAMU I1OPAKEHUS
uckmounrtenbHo [IMH;

4) mporpeccupyroly0 MbIIIEUYHYIO aTpo(HI0, KOraa HaOII0Aal0TCsl CUMIITOMBI TTOPaXKEHUS
tosibko [IMH. Bo3mosken ne6roT 3a005ieBaHus ¢ pa3BUTHS CTBOJIOBBIX paccTpoiicTB (okouo 25 %),
HapylieHui QyHKIUU JBUKEHHS B KOHEUHOCTSIX (0koso 70 %) uinu ke ¢ IepBUYHOTO MOPAKEHUS
MBIIII TYJIOBUINA (B TOM YHCJE IbIXaTeNbHBIX) — 5 %, C MOCIEQYyIOIUM pPaclpoCTpaHEHUEM
MaTOJIOTUYECKOTO Mpoliecca Ha IPYriue YPOBHHU.

B oredecTBeHHOH Ki1accupUKAIINMH MTPEUIOKEHO BBIIEIATh 5 3TanoB pa3Butust bBAC:
1) nmpoapomanbHble CUMIITOMBI,

2) nepBble (JIOKaJIbHbIE) CUMIITOMBI;

3) pa3BepHyTas craaus (CTaaus TeHepaIu3alkn);

4) duHampHas CTaNS;

5) aTamn NpoJIEHHOM KU3HH.

Beigenenue mociaemHero drama CBA3aHO € BO3MOXKHOCTBIO JUIMTEIBHOTO IOAJNEPKaHUS
JBIXaTeNbHON (DYHKIIMM C MOMOIIBI0 MCKYCCTBEHHOM BeHTwisiuuu Jierkux (MBJI) y manueHToB ¢
KJIIMHUYECKOW KapTUHOW CUHApOoMa Jied(depeHTaluu.

Haubonee pacnpocTpaHEHHBIMH KIMHHUYECKMMH (OpMaMH SIBJISICTCS KJIACCHUYECKash W
nporpeccupyronmii  Oynp0apHbiidi mapanuy. HavalbHble CHMITOMBI 3aBHCAT OT TOTO, KaKhe
MOTOHEUPOHBI ~OoJbIlle TOpakeHbl. [lpu THOENIM CHUHAJIBHBIX MOTOHCHPOHOB M paHO
pa3BUBAIONICHCS JICHEPBAIMK TEepBasl )Kajaoba — IMOCTENCHHO BO3HUKIIKE CIa00CTh TUCTaTbHBIX
MBIIII] OJHOW PYKH WIJIM CIA0OCTh IWCTANBHBIX MBI OJHOW HOrH. [Ipu paccmpoce yacto
BBISICHSETCS, YTO €Ile JO 3TOr0 WM OJHOBPEMEHHO TOSBUJIMCH OOJE3HEHHBIC CHa3Mbl pPU
JIBMDKEHUSIX, OCOOCHHO PaHHUM YTpOM (HampuMep, NPU TMOTSATUBAHUM B MOMEHT TPOOYKICHHS).
CnabocTh, BbI3BaHHAs JICHEPBAIlUCH, COMPOBOXKAACTCS HapacTawmieil arpodueld MBI ¢
CMIOHTAHHBIMH COKPAIICHUSIMU TPYII MBIIICYHBIX BOJOKOH — (DACHUKYISAIUSIMHA, KOTOPbBIE
0COOEHHO XapaKTepHBI JJII PaHHUX CcTanuil Oone3Hu. Pasrmbarenu KHUCTH OOBIYHO MOPaKEHBI
Ooublie crudaTesei.

ECJ'II/I Xe HepBLIMI/I CTpaHaI-OT CTBOJIOBBIC MOTOHeﬁpOHBI, HaYaJIbHBIC )KaJ'IO6I)I — Sany,Z[HeHI/IH
JKEBaHMUA, TJIOTaHUA, }IBI/I)KeHI/Iﬁ MHUMHUYCCKUX MBI 1 }IBI/I)KGHHI;'I MBIIIIT A3bIKA. HpI/I HOpa)KeHI/II/I
AbIXATCIIbHBIX MBIIII] 60J'II)HOI>1 MOXKET HOI‘I/I6HYTB cuIe a0 paSBI/ITI/IH HOJ'IHOﬁ KJ'IPIHI/I‘-IGCKOﬁ KapTI/IHI-J
0oJIe3HN.

Ecnmu npeobnamaer rubens NHEHTPAILHBIX MOTOHEMPOHOB, IMOBBIMIAIOTCS CYXOXKHIIbHBIC
pedIIeKCh U HEPEIKO MOBBIIIAETCS TOHYC MBIIII] COOTBETCTBYIONMUX KOHEUYHOCTEH. B 3THX cirydasx
OOJBHBIX MOXET OoJblle OECIOKOWTh HE ClaboCTh, a CKOBAaHHOCTH M. [Ipu nereHepammu
KOPTHKOHYKJICAPHBIX MyTEH MOSBISIOTCS MPU3HAKU TICEBAO0YIL0apHOTO Mapannia — IU3apTpHs,



HACWJIBCTBEHHBIN CMEX WIH IU1ad. bolle3Hh MOXKET Ha4aThCsl MPAKTUYESCKH C JTFO00M TPYTIIBI MBIIIIII,
HO CO BPEMEHEM MOpaXeHHUE MPpHoOpeTaeT CHUMMETPUYHBIN reHepain30BaHHbIi xapakrep. Jaxe Ha
MO3JHUX CTAaUsX OOJE3HU YYBCTBHTEIBHOCTh, (PYHKIIMM Ta30BBIX OPraHOB W KOTHUTHBHBIC
(GyHKIMU COXpaHHBL. JleMeHINs He XapaKTepHa JJIs COPandecKoro 60KOBOTO aMHOTPO(PUIECKOTO
CKJIepo3a, HO HabmrogaeTcs B 4acTu ceMedHbix cimydaeB. Jlo 10—15 % manuentoB ¢ BAC umeror
KOTHUTHBHBIC HApPYIICHUS, COOTBETCTBYIONIME JAMATHOCTUYECKUM KPUTEPUSIM JIOOHO-BHCOYHOMN
nemennun (JIBJl), a B 3HAUUTEIPHOM YHCIIE CITy4aeB BHISBISIOTCS 00JIee MATKHE KOTHUTUBHBIC HITH
MOBEJICHUECKUE HapymeHus. bonee yeM y nmonoBuHbl nanueHToB ¢ BAC o0HapyXHBarOTCS anaTus
W/WIM Ienpeccus, KOTOpPbIe MOTYT OTpakaTh MUCHYHKIUIO JIOOHBIX moJieil. Jlaxke mpu TsmKenoM
MOPaXCHUH CTBOJIA MO3Ta IIa30/[BUTATEILHBIX PACCTPOMCTB HE ObIBACT BIUIOTH JI0 TEPMHUHAIBHBIX
craguii Oone3Hu. boje3Hb HEYKIOHHO HpPOTpecCUpyeT, CMEpTh HACTYMaeT OT JbIXaTeIbHOTO
napajuda B cpeqHeM 4epe3 3—5 yer mocie Havana. [IpuMeHsoT Tpu kiaccupukamun OOKOBOTO
aMHOTPO(HUUECKOTO  CKIIepo3a: CEBEpOAMEPHUKAHCKYIO,  OpPHTAaHCKYI0,  OTEYECTBEHHYIO
kinaccupukanuo O.A. XoHakapuaHa.

IV. Juarnoctuka u nudpepeHnuaibHasi THATHOCTHKA

CymiecTBoBaHHE HEKOTOPBIX 3a00JI€BaHUM, MMEIOIIUX CXOAHBIA KIMHUYECKUN MATTEPH C
BAC, TpeOyer TmaTenbHOW TUATHOCTHKH BCEX MAIMCHTOB C IOJO3PEHUEM HA ATy MATOJIOTHIO.
CranmapToM B JAMArHOCTUKE SBJSIOTCS  HEUPO(DU3MOIOTHYECKOE, HEWPOBU3YaTU3aIMOHOE
oOcnenoBanue (kak nmpasuio, MPT), a Takxe psii 1ab0paToOpHBIX TECTOB. B ciiyuasx n301MpoBaHHOTO
nopaxenust [IMH Heob6xonuMo BbITIOTHEHUE TEHETUYECKOTO UccieIoBaHus Ha Oone3nb Kennenu, X-
CHEIUICHHYIO OyJIb0OCTUHAIBHYIO aTpoQUI0 M CIUHAIBHYIO MBIIIEYHYI0 atpoduio. Kpome Toro,
BO3MOXXHO ITPOBCACHUC onorcun MBIII JId UCKIIFOYCHHUS HEKOTOPBIX MI/IOHElTI/If/i, Harmpumep
3a00IeBaHUs TOJUTIIOKO3aHOBBIX TeMell. B To ke BpeMs BBISBICHUE MPH OMOIICHU MBIIIII BOJIOKOH
CMEIIIaHHOTO THMa aTpoduu siBiseTcs naTorHoMoHnYHbIM pu3HakoM BAC. [Ipu MPT ronoBHoro u
CHMHHOTO Mo3ra y 00sibHbIX BAC nmpuMepHO B IOJIOBUHE CIIy4aeB BBISIBIISIFOT IPU3HAKU JA€TEHEPALUN
MUPaMUIHBIX TPAKTOB, YTO O0JI€€ XapaKTEPHO JUIs KIIACCUYECKOro U MupamMuaHoro BapuantoB bAC.

K npyrum npusHakam OTHOCST aTpo(pUI0 MOTOPHOI KOPBI TOJIOBHOT'O MO3Ta.

Y OonbHbIX ¢ kiIuHUYeckH jgoctoBepHbiIM BAC u Hamuumem OynbOapHOro u/min
NCceB100yIbOApHOrO CHHAPOMOB pOJb HEHpoBH3yalnM3allMM He cyllecTBeHHa. CTaHaapTHOE
Helpodusznonoruyeckoe o0cie0BaHue MalMEeHTOB ¢ moo3peHneM Ha BAC BkiIrodaeT ruccieioBaHue
CKOpPOCTH IPOBENIEHUSI UMITYJIbCa [0 HEPBHBIM BOJIOKHAM, 3JiekTpomuorpaduto (OMI), a unoraa u
TPAaHCKPAHUAJIbHYI0O MAarHUTHYIO CTUMYJIALHIO (KOTOpask MOXKET BBISIBUTH CHUYKEHHE BpPEMEHU
HEHTPAJILHOTO MOTOPHOTO MPOBEACHHSI MO KOPTHUKOIIOMOATIBHBIM W/WIM KOPTHUKOLEPBUKAIBHBIM

NMUPpaAaMHUIHBIM TpaKTaM, a TAKXKEC CHUKCHUC B036YILHMOCTI/I MOTOpHOf/'I KOpLI).

HccnenoBanue nepudepruyeckux HEPBOB KpaifHe BaXKHO, MOCKOJBKY MO3BOJISIET UCKITIOUUTh
HEKOTOpbIe 6one3HHu, cxoxue ¢ BAC, B 0COOCHHOCTH IEMUEIMHU3UPYIOINE MOTOPHbIE HEHpOTaTHH.

«30JI0TBIM CTaHJIAPTOM» AWarHocTuku nopaxkenus [IMH siBnsercs uronpuaTas s5eKTpoMuorpadust



(BMI'), xoropasi mpoOBOIUTCS HA TpPeX YPOBHAX (rojioBa WU Iues, pyka, Hora). [Ipusnakamm
nopaxenust [IMH mipu 3TOM SIBIISIFOTCS CIIOHTAaHHAS aKTUBHOCTH B BUJIC MIOTEHITUAIOB (DACIIUKYITSIIIHIMA,
GUOPHILTALIMIA ¥ TTOJIOKHUTEIIBHBIX OCTPBIX BOJIH, a TAK)KE TCHJICHIIUS K YBEIWUYCHUIO JTUTEIBLHOCTH,
aMIUTUTYJIbI ¥ KOJIMYeCTBAa (pa3 MOTEHIIMATIOB JBHTaTEIbHBIX €IWHUIl (IPU3HAKH HEHPOHAIBHON

JICHEPBAIUN).

EnuHcTBEeHHBIN 1a00paTOPHBIM METOJ, TO3BOJSIOMUNA MOATBEpAUTh nuarHo3 BAC, —
MOJIEKYyJIsIpHO-TeHeTHUYecknid ananu3 reHa SODI1. Hanumume myrtanmum 3TOro reHa y OOJBHOTO ¢
nogo3perrieM Ha BAC 1Mo3B0oJIIET OTHECTH €r0 B BBICOKOIOCTOBEPHYIO JUATHOCTUYECKYIO KATETOPUIO

CKIIMHHUYCCKHU JOCTOBCPHOI'O na60paTopH0 IMOATBCPIKACHHOI'O BAC».

[lpu ¢usukampHOM OOCIEAOBAaHMHM OOpAaIIAlOT BHUMAaHHWE HAa KOHCTHUTYIHIO M OOIIYIO
TpouKy OOJBHOTO, MPOBOJAT B3BEIIMBAHUE M W3MEPEHHE POCTA C BBIYMCICHHEM HHJCKCA MaCChI
TeJa, a 3aTeM OLIEHHBAIOT CHCTEMbI OPraHoB. [Ipu HEBPOIOrHYECKOM OCMOTpPE MPOBOISAT BEIOOPOUHOE
HEWPOIICHXOJIOTUYECKOE TECTUPOBAHUE (B YACTHOCTH, MUCHMO IIOJ JUKTOBKY JHOO NPOU3BOJIBHOE
MUCHMO), OIICHUBAIOT YEPEIHYI0 WHHEPBAIMIO C MPOBEJCHUEM NMPOO HAa HAIMYHME MATOJIOTHYECKOU
MBIIIEYHOH yToMisgemocTH. OOs3aTenbHa HpoBEpKa MaHAMOYISIPHOTO peduiekca U peduieKcoB
opaibpHOro aBromarusma. [Ipu ornenke OynbOapHBIX (QYHKIHMH 0OpamialoT BHUMAaHUE HAa CKOPOCTh
peun, TeMOp To0JIoca, BBIPAXEHHOCTh TIJIOTOYHOIO pediexca, Haluuue Mape3oB MArKoro HeEOa,
arpoduu s3p1Ka ¥ (HACIHUKYISAINUN Ha HEM, ITOJIBUKHOCTH S3bIKa, 00beM canuBanuu. [IpoBepstor cuiny
TPyIUHO-KITFOUNYHO-COCIIEBUIHBIX W TPANEIMEeBUIHBIX MBIIII] C OIEHKOH HX Tpoduku (IpocsT
OOJILHOTO TIOBEPHYTh TOJIOBY IONEPEMEHHO B OJHY, 3aTe€M B JPYTyl0 CTOPOHY M OKa3bIBAIOT
COIIPOTHBIIEHUE, BHU3YyaJlbHO OLIEHUBAIOT UM NAJBNUPYIOT MbIIIbI). /[lamee  BBIMOJHAIOT
AQHTPOIIOMETPHIO TUAMETPOB CETMEHTOB KOHEYHOCTEW, YTOUHSS, KAaKHe KOHEYHOCTH SIBIISIOTCS
JOMUHAHTHBIMU. BbIpaBHMBaHWE TUAMETPOB CETMEHTOB KOHEYHOCTEW TIPU  OTCYTCTBHH
aMOMAECKCTPUM WM PA3IUYMs JUAMETPOB, IMpeBbILAoNMe 1,5 ¢M, CBUAETENbCTBYET O HAJIWYUU
aMHOTPO(PHUECKOTO Tpoliecca. BU3yaabHO OIIEHHBAIOT MBIIIIBI [1JIe4a, IpeArieubs, KUCTH (ocoboe
BHUMAaHHE YJEISIOT OCMOTPY MEKKOCTHBIX TPOMEXYTKOB H «aHATOMUYECKON TaOaKepKH»), MBIIIII

TPYIH, CIIUHBI U )KUBOTA, SITOJUII, Oenep, TOJICHEH U CTOII.

BripaxkeHHOCTH JIBUTATEIBHBIX HapylieHWH (00beM IBMIKEHUN W CHITY MBIIII) OLICHUBAIOT
Mo mKajie bpuTaHCKOro coBeTa MEIUIIMHCKUX HCCIeN0BaHW. MBIIIEYHBI TOHYC OLEHHBAIOT IO
mkane AmBopTa. [Ipu 0TCyTCTBUM CIIOHTaHHBIX (HACIUKYIALIUNA TEPKYTUPYIOT MBIIIIBI MOJIOTOYKOM
Ha TpeaMeT HalW4Ms BBI3BAaHHBIX (Qacuukyiasaiuil. OIeHUBAIOT CYXOXKHIIbHBIE, MEPHUOCTANIBHBIE U
MOBEPXHOCTHBIE pediekchl. [IpoBomaT wcciemoBaHne matojorudeckux pediexkcoB. OleHHUBAOT
MMOBEPXHOCTHYIO W TIJIYOOKYI0 YYyBCTBUTEIBHOCTH. I[IpOBOAST CTaTHMYeCKHE M JTHUHAMHYECKUE
KOOpIUHATOpHBIE TIPOOBI. [10 JTaHHBIM CTAaTHYECKHUX UCCIICOBAHUIA JTOKHOTIOIOKUTEIBHBIN THarHo3
BAC BbICTaBIAIOT TPUOTU3UTENHHO B 8 % Ciydaes, a JIOXKHOOTpULATEIbHBINH — B 44 %. OCHOBHBIMH

MPUYMHAMU JIOKHOIOJNIOKUTEIbHOrO0 nuarHo3a BAC sBISIOTCS OTCYTCTBHE NPOTPECCUPOBAHMS



3a00JIeBaHUs, PA3BUTHE ATUIIUYHBIX KIMHUYECKHUX IMPOSIBICHUN OOJIE3HH, U3MEHCHHS PE3yIhbTaTOB
HEHPO(U3NOIOTHYECKUX W HEWPOBH3YyaIM3alMOHHBIX METOAOB B AuMHaMuKe. Hawmbosee yacThiMu
Ho30JIoTHYecKUMHU (GopMaMu, omMO0YHO paclieHeHHbIMU Kak BAC, sBisiorcs MynbTudOKaIbHAs

MOTOpHast Helipornatus u 6one3ns Kennenu.

V. Jleyenue

Opranuzanus nmaJuTMaTUBHON momomu O0onbHEIM BAC mMeeT cBOM OCOOCHHOCTH, HTO
OTPAXXEHO B MEXIYHAPOAHBIX peKoMeHJanusx. Tak, B Hacrosiiee BpeMs ONTUMaIbHBIM
pemieHueM  JUIA  OKa3aHusi nomomu — namueHtaM ¢ BAC  cuuTtaerca  co3jmaHue
MYJIbTUAUCIUILTMHAPHON KOMaH/bI, BKIIOUYAIONICH Pa3IMYHBIX MEAUIIMHCKHUX CIIEIUAINCTOB, B
TOM YHCIIe Bpaya MaJUIMaTUBHON MOMOIIM U CHEIHAMCTOB CMEXHBIX 00JacTel (IICUXOIIOTOB,
COIIMAIbHBIX PAOOTHUKOB H Jp.). OTa PEKOMEHIalus TMOATBEPKAACTCS pe3yibTaTaMu
MPOCTIEKTUBHOTO HCCJICIOBAHMS, TTOKA3aBIIETO 3HAYUTENIPHOE YJIYUIIEHHWE KadecTBa >KU3HU
601pHBIX BAC, Ha0MIOAABIIMXCS MYJIBTUIUCIUIUIMHAPHON KOMaHI0M Bpayeid, 0 CPaBHEHUIO C

6OJ'IBHBIMI/I, MMOJIY4aBIIMMH CTAHAAPTHYIO ITOMOLIb OT YYAaCTKOBBIX CIICHUAJIUCTOB.

[Tpo6nema neuenuss BAC cocrout B TOM, uto 80 % MOTOHElpoHOB morubaer o
KJIMHUYECKUX MpOosiBJIeHUH O6ose3nu. Ha ceronHsAmHui 1eHb B MUpE OTCYTCTBYET 3P (PEeK TUBHBIN
cnioco6 neuenus BAC. 3o10TeiM crangaptom seueHust BAC sBisieTcst mpenapart prity30i1 (Takxke
BBIIIyCKaeTcs 1oj Ha3BaHueM «Pumyrtek»). Jlanublil npenapar (He 3apeructpupoBan B Poccun)
o0lajjaeT  MAaTOr€HETMYECKHMM  JIeMCTBUMEM,  IOCKOJbKY  yMEHbIIAeT  IIIyTaMaTHYIO
9KCaUTOTOKCHUYHOCTb. Ero HEHpONmpOTEKTOPHBIE CBOMCTBA MOATBEPXKACHBI PE3YJIbTaTaMHU JIBYX
KPYIHBIX PaHIOMU3UPOBAaHHBIX IJ1ALI€00-KOHTPOIUPYEMBIX HccienoBanuid. Ho B cBsi3u ¢ Tem 4To
npenapar 3ameIsaeT IPorpecCupoBaHne OOJIE3HH JUIL Ha 2—3 MecsIa, Mo CyTH, €ro IEUCTBUE
MOKHO OTHECTH K MaJJIMaTUBHOMY. PHily3011 pekomeHyeTcsi npuHUMarh, noka 0onpHONM BAC
y4acTBYET B caMOOOCIIy)KUBaHUH, 110 50 Mr 2 pa3a B JIeHb JI0 €/1bl, IPU ATOM COXPAHHOCTb PEYH U
[JIOTaHMWSI TPU TeTpamape3e TOXKE CUYUTAETCS y4acTHEM B CaMOOOCTYXMBaHUU. YIIydllleHHe
SMOILIMOHAIBHOTO COCTOSIHMS MO IIKane KayecTBa ku3HM Npu BAC u, xak cienctsue, obOas
aKTUBHU3alMsl OOJBHBIX BBIABICHBI INpH JiedueHUH OonbHBIX 1 % pacTBOpoM cemakca
(METHOHWITITYTaMUII-THCTU AN -(PeHUTATTAaHUIIITPOIMII-TIUIMIIPOINHA) UHTPaHA3aJIbHO B JI03€
12 mr/cyT (aBa 10-m1HEBHBIX Kypca C MepepbIBOM B JBE HelenH). JlaHHBIN MmpenapaT U3 rpyIIsl

HOOTPOTIOB HE OKA3bIBAET BIUSHUS HA MMPOTPECCUPOBAHUE OOJIC3HHU.

K MerabonuueckuM MUOTPONHBIM INpenaparaM, KOTOpble MOXHO HazHadyath npu BAC,
OTHOCAT  KapHUTHMH B  KalCylax, JIEBOKAPDHUTUH  (IIEpOpalbHbI  pacTBOp)  WIH
TPUMETUITUIPA3ZUHUS IPONHOHAT (BHYTPUBEHHO KaIEJIbHO), & TAKXKE KPEaTUH B 3aBUCUMOCTH OT

BapuanTa 3aboneBaHus. OCHOBHBIM (aTambHbIM cuMOTOMOM BAC sBisercss apIxaTelbHas



HEJOCTAaTOYHOCTh, KOTOpas BO3HUKAET B pe3yiabTaTe mape3a W arpoduu auadparmMbl |
BCIIOMOTATENIbHON JBIXaTeIbHOM MYCKYJIATyphl JIMOO JEreHepaluu IbIXaTeIbHOrO IICHTpA
MPOJOJTOBaTOr0 Mosra. PaHbllle BCero OHU MPUCOCTUHSIOTCS NPU IPOrPECCHPYIOLIEM
Oyns0apHOM napanmue, 1uddy3Hom u rpyaHom aedrore BAC. [1pu Hamruuum arrHO? BO BpeMs CHa
Ha3HayaloT QuyokceTuH mo 20 Mr Ha HOYb B TEUYCHHE TpPEX MecsieB. B mampHelem
PCKOMEHAYIOT MPUMEHSTH almaparhl NEPUOIUUYCCKON HenHBasuBHOM BeHTWwsinuu (BiPAP). K
COXKAJICHUIO, JaHHbIE MPUOOPHI SBISIOTCS TOPOTOCTOAIIMMH U TMO3TOMY MAallOJOCTYITHBIMH.
JUIMTEeNbHOCTh CEaHCOB COCTABJSIET OT JBYX YacoB IpPH JIETKUX HapymieHusx a0 20 yacos,
BKJIFOYAsi HOYHOE BpeMs, IIPH TsDKENbIX. [IpoBoasaT nmukdiyoMeTpuro, onpeieleHre ra3oB KpPOBH,
kucinopopoTepanuio. [lokazano, yTo HEMHBAa3WHAsT BEHTWISAIMA JIETKUX, HAadaTas J0 MaJCHHS
OXKEJI menee 60 %, MmoxxeT npoauTh xu3Hb npu BAC Ha roa. ['unepbapuyueckas OKCUTreHaIs
He 3¢ ¢dektuBHa. [Ipu MOTPpeOHOCTH BO BCIOMOTaTeIbHOM JbIXaHWU CBbIme 20 4acOB CTaBST

BOIIPOC 0 nepexoie Ha uHBasuBHyro MBJI.

Eme onHuM BaxHBIM acnekToM 3¢ (GEeKTUBHOCTH NauMaTuBHOW momomu npu BAC
ABJISICTCS MaKCHUMAaJbHO JUIMTEIbHOE HOJIEp)KaHHe CIOCOOHOCTH MAallMeHTa K KOMMYHHMKAIHUH.
VIMeHHO CHUXEHHE COIMaJIbHOM AaKTUBHOCTU M HECIIOCOOHOCTh OOLIaThCsl — camasl yacTast
MIPUYMHA CHUKEHMSI KauecTBa )KU3HHU 001bHBIX. COBpEMEHHBIE KOMITbIOTEPHBIE TEXHOJIOTUH CBSI3U
(MuTepHet, TenedoH) M MHXKEHEpHbIE pelIeHUs (BHJEOKaMepbl, OECIpOBOAHbBIE YCTPOUCTBA,
CEHCOpHBIE KJIaBHATyphl) MO3BOJIAIOT nanueHTaM ¢ BAC MakcMMaabHO NPOAIUTH COLMATBHYIO U
npodeccnoHalbHYI0 aKTUBHOCTh Ha (POHE MPOrpeccHUpoOBaHUsl MOTOPHBIX cuMNTOMOB. [Ipu
MIPEUMYIIECTBEHHOM MTOPaKEHUH BEPXHUX KOHEUHOCTEH BCe HEOOXOJUMbIE KOMAH bl MOT'YT OBIThH
OTJaHbl KOMIIBIOTEPY C MOMOIIBIO Tosoca. s 3Toro pazpaboTaHbl ClelUalbHbIe TPOrPaMMBl,

CIOCOOHBIE paclo3HaBaTh PyccKyto peub (Harmpumep, «I'opsiabu» u Typle).

[Tpu BBIpaXXEHHOM AU3APTPUU WIM aHAPTPUMU (PYHKLHUIO PEUU MOTYT B35Th Ha ce0sl pyKH.
Camblif IpocTOoil c11oco6 — pa3zyyrBaHME S3bIKA )KECTOB, KOTOPBII TOCTYIEH HA PYCCKOM SI3bIKE.
JIpyriuM MOIX0I0M SIBJISIETCS] HCTIOJIb30BaHUE CHHTE3aTOPOB TOJIOCA WIIH PEYH — CHEIHaIbHBIX
MIpOTpaMM, MO3BOJISIONINX TEPEBOANTH 3arpy’kaeMblii TEKCT B YEJIOBEYECKYIO pedb. M3BECTHBI
CJIEAYIOIINE TOJI0OCOBBIE MPOrpaMMBbl JUIsl BOCTIpOU3BeIeHHs pycckoil peun: Realspeak, Digalo u
Sakrament, Acapela u Sakrament. ITo mepe nporpeccupoBanust BAC Bo3HHKaeT ¢1ab0CTh BO BCeX
TpyIIaxX MBIIII, TPH TOM Yallle BCETO HE 3aTParuBarOTCs MBIIIIIBI TTIA3HBIX SI0JI0K, UTO IMTO3BOJISIET
WCTIOJIB30BATh JBIDKEHHS TJIa3 Ui CBS3M C BHEITHUM MHPOM. CaMbIM TPOCTHIM CIOCOOOM
ABIISICTC TPUMEHEHHE PYCCKOro aidaBUTa, CHCTEMATU3MPOBAHHOTO B BHJE TaOuuipbl. B
HEKOTOPBIX CIIydasiX YAOOHO HCIOJIb30BaHUE TAOJUI, OTPaXKAIOIUX KOHKPETHbIE MOTPEOHOCTH
6ompHOTO. Takum ob6pa3zom, BAC octaercst 10 HACTOSIIETO BPEMEHU OJHOU M3 HEPA3PEIIUMbBIX
po0JieM COBpeMEeHHOM HeBpoJioTHH. U BCE jke JOCTHKEHHMS TTOCIIETHHX JIET, 0COOCHHO B 00J1aCTH

HEHpPOreHeTHKHU, HAMHOTO PACIIMPUIIN TPEACTaBICHUS 00 3TOM 3a00JIeBaHHH, YTO TO3BOJISET



HaACATBCA Ha IOABJICHHUEC B CKOPOM 6YZ[YH_[€M JICKAPCTBCHHLIX IIPCIapaTos, CIIOCOOHBIX

3aMCIJIUTDb, a4 B IICPCIICKTUBEC U OCTAHOBUTDH TCYCHHUC 3a00JIeBaHUs. .

V1. IIporuo3

[Tporuno3 npu BAC Bcerna nebnaronpusiTHeIA. B peakux ciydasix, eciy MoATBEpKICHA
onpenenéHHas MyTalus B reHe cynepokcuaaucmyTasbl-1 (D90A u HekoTopbIe Ipyrue), IporHo3
emé xyxe. B cpennem 6one3ns anures 2,5-3,5 rona. Jlumb 7 % O0IbHBIX KUBYT JIOJIbIIE S JIET.
JlnnrenpHOCTh 3aboneBaHus MeHbIne mpu OyinbebapHoM nediote BAC (mporpeccupyromem
OynbOapHOM Mapaiuye), MpU BO3pacTe Hauvana miazame 45 jer, a Takke Mpu OBICTPOM THIIE
nporpeccupoBanusa. OIHAKO H3BECTHO O JBYX HEOOBICHUMBIX CIy4asX, Korja 3a0ojieBaHUE
"ocranoBuiock". 910 CTuBEeH XOKMHI, KOTOPBIA IMPOXKWUJI C 00Je3HbI0 OoJsiee IMOJyBEKa, U
rutapuct Jlxelicon bekkep, xuByuuil ¢ 6ose3Hpto noutu 30 jget. X0oTs 4acTo CIBIIEH CKEICUC
B cTOpoHy auarHo3a CtuBeHa XOKHHTa, TaK KaKk OH HHKOTJa He MyOJIMKOBAlT MUCTOPHIO CBOEH

00JIE3HU.
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