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l. BBenenune

Cunapom I'nitena-Bappe - rpynna ocTpbIX IU3UMMYHHBIX HEBPOIIATHM, T€TEPOrE€HHBIX 110
KJIMHUYECKOW KapTUHE U MaTO(PU3HOIOTUIECKUM MEXaHU3MaM Pa3BUTHAL.

CI'b - camas yacras NOpUYMHA OCTPOrO BSUIOTO TeTpamapesa. Peakuil Bua ocTpoit
JNEMUEITUHU3UPYIONIEH MaToJ0ruu, BCTpevaromieiicss ¢ dacrotor 1-1,9 ciydas wa 100 ThICSY
HaCEJICHUSI.

Ha nonto akcoHanbHbIX BapuaHTOB cuHipoMa ['niteHa-bappe (ocTpas MOTOpHOAaKCOHAJIbHAS
Herponatuss - OMAH, octpas MoTOpHO-ceHCOpHasi akcoHaibHas Heilponatus - OMCAH) B
cTpanax 3amana npuxoasrcs 3-5%, a B Asum u Jlaruackoit Amepuke — 30-50%. 6 Okomno 5% ot
BCceX ciydaeB cuHapoma I'miteHa-bappe cocrasinser cuHapom Mwutepa®umepa. Ilo apyrum
JaHHBIM, paclpOCTPAaHEHHOCTh cuHApoMa Mumnepa-®@umepa — 1,9 ciaywae na 1000000
HaCeJIeHHUs, YTO IPUMEPHO COOTBETCTBYET PACIIPOCTPAHEHHOCTH OCTPO MOTOPHO-aKCOHAJIBHOM U
OCTPOIl MOTOPHO-CEHCOPHOM aKCOHAJIBHOU HeMponatuil. OcTpasi TaHaBTOHOMHAs JU3aBTOHOMUS —
caMbIil peIKMil BapuaHT cuHapoma I 'niteHabappe, ee pacpoCcTpaHEHHOCTh B HACTOSAIIEE BpEMS HE
n3ydeHa. [laHHBIX O paclpoCTpaHEHHOCTH CTBOJIOBOro 3HIe(danuTa bukepcrapda B noctynHoi
JTUTEepaType TaKKe He MPeICTaBICHO.

[To gaHHBIM MUPOBBIX AnUAEMHOJOTHYEeCKUX HccaeaoBanuii CI'b Bctpevaercs B 1-2 cimyqasx
Ha 100 000 wmacenenust B roxa. CI'b Bxomut B mepedeHb peakux (opdaHHBIX) O0Je3HEH
MunucrtepctBa 3apaBooxpaHeHuss PO (ot 25.02.2020 r). 3aboseBaemoctsh CI'b B oTaenbHBIX
ropoaax u cyobekrax P® cooTBeTcTBYeT 0OIIIEMUPOBBIM JaHHBIM U BapbupyeT oT 0,34 mo 1,9 Ha
100 000, B cpennem 1,8 Ha 100 000 Hacenenus B roa. CI'b MoxeT Bo3HUKATh B JII0OOM BO3pacTe,

MY)KYHHBI U XKEHIIMHBI 3200J1€Bat0T ¢ 0uHaKoBo# yactoToit CI'b

1. ITHONATOreHe3

Otnonoruueckue (akrtopsl cuHapoma I'uiieHa-bappe okoHuUaTeNbHO HE W3YYEHBI, YTO
MO3BOJIIET MMEHOBaTh OO0JIE3Hb HMIMONATUYECKOW IoJIMHelponaTiueld. MMeroTcss ocHOBaHHSA
paccMarpuBaTh IEJbI P MATOTEHHBIX MHKPOOPraHU3MOB B KadeCTBE OSTHOJOTUYECKH
3HaYMMBbIX, TOCKOJIbKY HMH(MUIMpOBaHME MMHU 3adacTyro (B 66% ciydaeB) NpealiecTByeT
pa3BuTHIO cuHapoMa ['uitena-bappe. B ux umcne purypupyror cieayromue: IuTOMErajJoBUpyc
(IMB), Bupyc Epstein-Barr, Haemophilus influenzac tunm b, Mycoplasma pneumoniae,
Campylobacter jejuni u MHOTHE Ipyrue Bo30yaUTENN UHPEKIIMOHHBIX O0JI€3HEH U MPOLIECCOB.
ITpu srom Campylobacter jejuni siBisieTCS MPUYMHHO-3HAYMMBIM HH(MEKIIMOHHBIM areHTOM Yy
TPETH MALMEHTOB, a MOJIEKYJSpHAs MHMMKPHUS MEXJy TaHTJIMO3MJAMH U JIIOcaxapHIaMu

(eriutoner - GM1, GMl1b, GDla, GQI1b, GalNAc-GDla) paHHOrO MHMKpOOpraHu3mMa
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CIOCOOCTBYET BHIPAOOTKE aHTUTAHTIIMO3UIHBIX aHTHTEN. BBICOKHE TUTPBI aHTUTaHTIIHO3UTHBIX
antuten kiaccos IgM, IgG u [gA, BeTynaroniye B peakiiuu ¢ SIUTONaMu aKCOIIa3MaTHYECKOTO
OT/Iella aKCOHOB W MUEIHMHOBOW 00OJIOUKH, OOHApYKHBAIOTCS B CHIBOPOTKEe KpoBH y 40%
0onpHBIX ¢ cuHApoMoM ['miteHa-bappe. He mckimodaercs 3THOJIOTHYECKAs POJIb HEKOTOPBIX
BUJIOB TPOQPHIAKTHYECKOW HWMMYHHM3aIUU (MIPOTHUBOIOJUOMHUEIUTHON, aHTHPaOU4eCKOH,
MPOTHBO U TEPHITHOM, IPOTUBOTPHUIIIO3HON | JIp.) B pa3BuTHH cuHapoMa [ mitena-bappe. Puck
pa3BuTHs 00JIe3HM TIOCie MPOTUBOrpunmno3Hoi BakmuHauu (HIN1) cocraBnser nmopsinka 1-2
ciiydas Ha | MMJUITMOH IPUBUTHIX. B X0J1e reHeTHYEeCKUX HCCIEeJOBaHUM BBISBIICHA CBSI3b MEXKAY
aaturenamu HLA-54, HLA-CW1, HLA-DQB*3 u cungpomom ['mitena-bappe. OOHapyxeHa
MOJIO)KUTENbHASL  KOPPEIALMS MEXKIYy OCTPOM BOCHAIUTEIBHOW JEMHEIMHUZUPYIOIIEH
nonuHenponatueil u amneneM DQB1#0603 ¢ ynukanehbiM snuronom DQBED70-71, a takxke
oTpuliarenbHas koppemsaunun — ¢ amwiensmu AQB1*0503, DQB1*0601, DQBI1*0602 wu
DQB1*0603, xapakrepu3yeMmbiMu druTorioM RDP55-57 . Cunraercs, uro kinacc HLA siBnsiercs
OTIPENETIONIUM TIPU Pa3MYHBIX BapuaHTax cuHapoma [wuiteHa-bappe, a cama Oomne3Hb
MIPEJICTaBIsIeT KOMIUIEKCHOE TE€HETHYECKOe HapylleHHue, Ha HCXO0J KOTOPOro OKa3bIBalOT
BIusiHuE reHeTnyeckue paktopsl U okpyxkenue. K.H. Chang u coast. (2012) onucanu 256 reHoB
1 18 reHHbIX ceTel, TOCTOBEPHO ACCOIMUPOBAHHBIX C CHHApOMOM I 'miteHa-bappe; cpenn HUX

Hanbojee yacTeIMU IeHaMHu okaszanuck FOS, PTGS2, HMGB2 u MMP9.

bone3nr BBI3BIBACTCS aHOMAIBHBIM T -KIIETOYHBIM OTBC€TOM, HHIAYUHUPOBAHHBIM
I/IH(beKI_[I/IOHHI)IM mpoueccom. Bo3nmkaer BocmanuTennHas HeﬁpOHaTHH C HepeKPGCTHOﬁ
PEAKTHUBHOCTBIO MCXKAY AaHTUTCIaMU K I/IH(i)eKHI/IOHHHM areHTaM W aHTHTeJIaMH K 7
HeﬁpoaHTHFeHaM, IMOCKOJIbKY JIMIIOOJIUI'OCaXapu/Jbl B KJIETOYHOM CTEHKE 6aKTepHﬁ HaIIOMHMHAroT

TaHTJINO3UbI, 4 aHTUTAHITIMO3UJHBIC aHTUTCIIA (bOpMI/Ip}II-OTCH B OTBET OCTPhIC I/IH(i)eKI_II/II/I.

Takum oOpazom, cungpom ['miieHa-bappe paccmarpuBaercs, kak NpPHOOpPETCHHAsS
MMMYHHO-OTIOCPEI0BaHHAsI HEHPOTIATHSI, PA3BUBAIOIIAsCS BCIICACTBHE a0EpPAaHTHON HMMMYHHOM
peakiMu Ha TPEANISCTBYIOIEE HNMMYHOAKTUBUpYIOIIEe COObITHE (TIEpEHECEHHE BUPYCHOM
WHQEKIMKW, BaKIMHAIMSA ©  T.J.). VIMMyHONAaTOJIOTMYECKHE PEAaKUUU MNPUBOJAT K
ayTOMMMYHHOMY TOBPEXICHUIO TKaHEH, acCOIMHUPOBAHHOMY C MEXaHH3MaMU MOJIEKYISPHOI
MUMUKpPUH, y9acTHEM CYINEPAaHTUTCHOB M CTUMYyMsiued nuTokuHoB. OOHapyxkenue JIHK
Campylobacter jejuni B  MHEIOMOHOIMTAPHBIX KJIETKaX TMO3BOJSET Mpearojararb

MpeACTABICHUE HEMPUTOr€HHBIX aHTUreHOB T-kinerkam komiuiekcom HLA kiacca II.

HavanpHpIM 3TamoMm B HMMYHOIIaTOT'CHE3C 00JIe3HU SBIIICTCS NMpEACTAaBJICHUC aHTUI'CHA
HauBHBIM T-KJIeTKaM C HX HOCHC[[y}OHlCﬁ aKTHBaI.IHefI, LII/IpKYHSILII/Ieﬁ IO KpPOBOTOKY H

NPUBS3BIBAHUEM K BEHYISIPHOMY OSHAOTENUIO mnepudepuueckux HepBoB. 3areM T-kieTku
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MEPeceKaroT reMarodHuehaTnyeckuii O0apbep, MUTPUPYIOT depe3 SHAOTEIUANbHBIA CIOW B
MIEPUBACKYJSIPHYIO 00J1aCTh M HANPABIIAIOTCS B SHIOHEBPHH, 3aIeHCTBYS MEXaHHU3Mbl MOJIEKYII
aare3uu (CEJIEKTUHbI, JEMKOLUTAPHBIE HHTETPUHBI U UX KOHTPAPELENTOPbl). 3aKIIOUUTEIbHBIM
JTanoM B IIaToreHese cuHapoma ['miteHa-bappe sBisgercs BXoxaeHHe T-KIETOK U ayTOaHTUTEN
B DHJIOHEBpPHUI BMecTe ¢ Makpodaramu, € HOpU HNOMOIIM AHTHUTENbHBIX M T-KIE€TOYHBIX
MEXaHHU3MOB UIEHTU(DULHUPYIOTCS ayTOAHTUT€Hbl HA AKCOHAJIbHBIX WJIM IIBAHHOBCKUX KJIETKAX.
OnuceiBaeMblil IPOLIECC IPUBOAUT K BEIPAKEHHOMY IOBPEKICHHIO TKaHEH, YeMy CII0COOCTBYET

AKUBHBIN (arouTo3 KICTOK MOHOIIUTAPHO-MaKpOharaibHON JTHHUH.

IIpn kmaccuueckoir ¢opme cunapoma ['mitena-bappe (ocTpasi BocmamuTenbHas
JNEMHUETMHU3UPYIOLIasl MOJMHENPONaTusl) MPOUCXOIUT MOpPaKEHUE BOJIOKOH JABUTATEIbHBIX U
YyBCTBUTEJIBHBIX HEWpPOHOB. [IpMm O5TOM OCHOBHBIMH CTPYKTypamH, ITOJABEPrarOlIAMUCS
MaTOJIOTMYECKOMY BO3JCUCTBUIO, SBISIOTCS IPEUMYILIECTBEHHO KOPHH MOTOHEUPOHOB H
CME)XHbIE€ TNPOKCHUMAJIbHbIE CIUIETeHHS. XapakTepeH (PEeHOMEH BBIPa)KEHHOW CerMeHTapHOU
BOCHAIIUTENBHON  JEMHMETUHU3AIMU, CONpOBOXJatouleiicss owaroBoit u  auddysnoit
uHpunabTpanuet T-TUMQPOUTHBIMM U MOHOLIMTAPHO-MakpodaraabHbIMU KJIETKaMH Ha BCeEX
YPOBHSAX MNepU(eprUuecKoil HEpBHOW cuUCTeMbl. BocnanurenbHble KIETKH AKKyMYIHPYHOTCS
BOKPYI' MEJIKUX COCYIOB 3HJOHEBPHs/SNMUHEBpUs. KOMIIIEMEHT-0MOCPEI0BAaHHOE CBSI3bIBAHUE
aHTUTEJ C BIUTONAMH, PACIIOJIOKEHHBIX HA IIOBEPXHOCTHOM MeMOpaHe IIBAaHHOBCKHUX KIIETOK,

npeAmecTByeT T-KiIeToYHOW HH(DUIBTPAITUH.

AKCOHaJIbHBIC BapuaHThl cuHApoMma [ mifeHa-bappe (ocTpas MOTOpHO-aKCOHaJdbHAs W
MOTOPHO-CEHCOPHAsi HEUpPOTATHH) XapaKTEPU3YIOTCSI OTCYTCTBHEM BBIPAKCHHBIX MPU3HAKOB
BOCHAJICHUS U HAUIMYUEM aKCOHAJIbHOM JereHepany HepBHbIX BOJIOKOH. M3menenus B LITHC npu
ATUX BapuaHTax OOJIE3HHM BTOPHYHBI IO OTHOIIEHUIO K JiereHepanuu akcoHoB. [Ipu octpoit
MOTOPHO-aKCOHAJIbHON HeWpomaTuu «MMMYHHOM aTake» MOJABEpPKEHbI, B TMEPBYIO OYEPE/b,
neuratenbHble y3ibl PanBbe. OMAH u OMCAH accouunpoBaHbl C aHTUIaHTJIMO3UIHBIMU
aututenamu (GM1/GD1a/GM1b/GalNAc-GDla); mpenmonaraercs, 4ro 00a aKCOHAJIbHBIX
BapuaHTa cuHApoMa [ miteHa-bappe BBI3BIBAIOTCS AHTUTEIBHO-OTIOCPEIOBAHHON IEPBUYHOMN
aKCOHAJIbHOM JlereHepanuen 15 R)0% AHTUTEIBHO-0MOCPETOBAHHON WHTHOUIIMCH
BOJIbTAX3aBUCUMBIX HATPUEBBIX KaHATOB. TOYHBIE MEXaHU3MBI IATOT€HE3a CUHApOoMa Muiepa-
Odumiepa OKOHYATEIHHO HE W3YYEHBI, HO M3BECTHO, 4YTO OOJIE3Hb aCCOLMHUPOBAHA C
MOBBIIIEHHBIMU TUTPAaMU 8 aHTUTAHTIMO3UAHBIX aHTUTEN (MpeumylnecTBeHHO K GQ1b), kak u

cTBOJIOBOM sHIIehanuT bukepcradda.



1. Knaccupurkanus

Kinaunueckue dhopmbl 00€3HU:

1) ocTphlii BsjIbIi TeTpanapes (BKJIIoYas mapamnapeTuaeckyio Gopmy):
e OBJII - 80-90% or Bcex cimy4yaeB

e OMAH - 10-20% ot Bcex ciry4aeB
e OMCAH - 5-10% ot Bcex ciay4aeB

2) cunpoM Muiepa @umiepa - 5-25%, Brirouas 0()TaabMOTIUIETHYECKYI0, aTAKCHYECKYTO

(hopMBI M peIKO pa3BUBAOIIMECS OCTPBIE NITO3 WM MUJpPUA3;

3) dapunro-nepsuko-opaxuanbHas Gopma - < 5%, BkIO4as OuOpaxuanibHyl0 (GOpMYy H
OCTPYIO N30JIMPOBAHHYIO (hapUHTECATBHYIO CITa00CTh JIUIEBAsl JUIIJICTHS C TapecTe3ue - <
5%

4) octpas maHan3aBTOHOMUS - < 1%

5) cencopnas popma - < 1%

6) crBosoBoii suIedanuT bukepcradda - < 5%

7) "mepexpéctHprit" cunapom (ot anri. overlap syndrome) - < 1%.

ITarodusnongornyeckas xiaccudukamus dopm CI'B:

1) nemuenuausupyromias Gopma (OB/IIT)

2) akconanbubie popmel (OMAH, OMCAH)

3) Homo- u nmapanogomnarur (OMAH ¢ Giokamu npoBeeHus, cuaapoM Musuiepa ®uriepa,
(hapuHTO-1IEpBHKO-OpaxuaibHas Gpopma)

KHaCCHd)HKaHHH CI'b 1o cTeneHy TSHKECTH: CTEIEHb TSHKECTH OLCHUBACTCA ITIOIIKAJIC

GBS disability score.

Cramuu passutusa CI'b:

1) cTamust HapacTaHKUsE CHMIITOMATUKHU (UTHTEIBHOCTD < 4 HEelh)
2) cragus miaro (uuTenbHocTh oT 0 10 4 Heaens)
3) mepuo1 BOCCTaHOBIICHUS: paHHUH (10 OJIyroia OT Havana 00JIe3HH) M O3 JHUH (0T 6

MCECALIEB 10 1 roza OT Haydalia 6OHG3HI/I)



IV. KiauHuveckasi KapTHHA

[Tpu CI'b HeBposornyeckue HapymeHus MporpecCUupyroT ObICTPO, B Ipeenax 4 HeJelb.
Kak npaBuiio, 3a 2 Heaenw OT Hayana OOJIE3HU HEBPOJIOIMUECKHE HAPYIIEHHs JOCTUTAIOT
HanOOJIbIIeH BRIpaXeHHOCTH. [Ipy NOCTIKEHNN MakCUMaIbHOTO Je(uInuTa MeHee yeM 3a 24
yaca win uepe3 4 Hexenu oT aedrora u bosee, cieqyer paccMoTpeTh Apyrue npuuuasl OBT.
Teuenne Gosie3HM MOHOGA3HOE: 32 TIEPUOJJOM HAPACTAHUS CHMIITOMATHKU HACTYMAET CTaIus
miaro (crabuin3alus COCTOSHUA), a 3aTeM - Perpecc HeBPOJOTMYecKuX HapymeHui. I[lpu
CBOEBPEMEHHOM NPOBEICHUH aJCKBATHOW MATOT€HETHYECKOW Teparuu MepHoJ HapacTaHUs

HEBPOJIOTUYCCKOI'O )le(i)I/IIII/ITa 06pI>IBa€TC$I, 1 34 HUM HACTYIIa€T BOCCTAHOBJICHHC.

CI'B - KIMHHYECKH reTeporeHHOe 3a00JIeBaHNe, OJJHAKO B MOJIABIISFONIEM OOJIBIITMHCTBE
ciyqaeB (80-90%) mposiBiisieTcst B Bujae ocTporo Bsitoro terpamnapesa. s CI'b xapaktepHbl

CICAYIOIUEC CUMIITOMBI:

e [Iporpeccupymomias CHUMMETpUYHAasl cl1a0OCTh MBIIIL, KOTOpas HapacTaeT ¢
JUCTAIIBHBIX MBILII] HOT ¥ pacIpOCTPAHSETCs BbIIIE, BOBJIEKAs M0 BOCXOISIIEMY
THUITY MBIIIIIBI Oe/iep, Ta30BOT0 MOsIca, TYIOBHINA, PYK, [IJICUEBOrO Mosica, a MHOT'/1a

MHUMHUYECKYIO ¥ OYyJIbOapHYIO MYCKYIATypYy.
® HapyIIEHHE MOXOJKH BIUIOTh O HEBO3MOXKHOCTH CAMOCTOSITEIIHHO XOTUTh.

® CHMMCTPHUYHOEC OHEMCHHEC H IIOKaJIBIBAHHEC B PyKaX MW HOrax ("Hep‘laTKI/I u

HOocKH").
e 00JEBOM CHHIPOM B CIIMHE, B PyKaX U HOTaX.

® BCTCTATHBHBIC HAPYIICHUA.

[Ipu ocmoTpe BBISBISETCS CHMMETPHUYHBIN BAJBIA TeTpamape3 ¢ PaBHOMEPHBIM
BOBJICUCHUEM MTPOKCUMAIBHBIX U TUCTAIBHBIX TPYII MBI, AU(Qy3HAS MbIIIIEUHAs TUTIOTOHHUS,
TUIIO- ¥ apediieKchs, HapyIlIeHHe BCeX BUI0B YyBCTBUTEILHOCTH MO MOJMHEBPUTUYECKOMY THITY.
[Tpu TsDKENOM T€USHUH YacTO BOBJIEKAIOTCS YepeHbIe HEPBHI (Yallle BCEro JIMIIEBON HEPB C OJJHOM
WIM JIByX CTOpOH, OynpOapHast rpynna). [IpusHaku mopaxenus LITHC, napymenus QyHKuu
Ta30BBIX OPraHOB OTCYTCTBYIOT. YKa3aHHasi CUMIITOMATHKa XapaKTepHa JUIsl IBYX

¢opm CI'b - OBJIIT 1 OMCAH, xotopsie knuHndecku auddepeHnupoBaTh HEBO3MOKHO, B



000MX CITydastX BBISBIISIOTCS W JBUTATEIbHBIE M YyBCTBUTEIIbHBIC MOJUHEBPUTHUECKHUE
HapymeHus. YTouyHeHue GopMbl 3a00J1€BaHUS IPOBOIUTCA MIPH AIEKTpOHEHpoMuorpaduu

(DHMT).

OcTpplii BsUTBIA TeTpamape3 pa3HOW CTENEHH BBIPAKEHHOCTH 0e3 YyBCTBHUTEIBHBIX
Hapymenuii xapaktepes aust OMAH. Ilpu pazsutin OMAH ¢ 6:10kaMu TpoBeACHUSI MOTYT
Ha0Ir01aThCsl 0COOCHHOCTH: 3HAYMMasi aACHMMETPHS HapyIIeHHH, Tpeobiaaanue ci1adoCcT B

MIPOKCUMAJIBHBIX OTJEJIaX, COXPAHHOCTh CYXOKUIIbHBIX pedIEKCOB.

CrerneHb HEBPOJIOTHYECKOTO JeHUIINTa MOKET BAPbUPOBATH OT JIETKO# O€3 CYIIIECTBEHHOTO
OTrpaHHu€eHUsl OBITOBBIX JIEHCTBUMN, CAMOOOCTYKUBAHUS U HapYIIEHUs XOJbOBbI, 10 TSKENOoH (B
KOKJOM 4YETBEPTOM Cllydyae) C TOJHOW 3aBUCMMOCTBIO OT TIOCTOPOHHEH IOMOIIH,

HeoOxouMocThio B mpoBeaeHun BJL.

Hpyrue denotunmueckue Bapuantel CI'b amarnoctupyrorcs pexe. Codetanue ocTpo
pa3BHBILEHCS aTakCHH, O(PMaTbMOIUIErMu M apediekcuu TUIHMYHBI JJI CHUHApoMa Musuiepa
Oumepa. Ecau npu 3ToM pa3BuBaeTcs MbllliedHas c1aboCTh, TUArHOCTUPYETCS NEPEeKpECTHBIM
cuaapom "Curapom Mumiepa ®@umepa + OBAII/OMAH/OMCAH". CtBonoBo# 3HIEe(auT
bukepcradda Bepuduimpyercs npu oCTpOM pa3BUTHU THIIEPCOMHOJICHITHH, O(PTaTbMOIIIETHHA U
aTakcuu. [Ipyu BO3HUKHOBEHHH c1a00CTH B KOHEYHOCTSAX TUATHOCTUPYETCS MEPEKPECTHBIM
cunaapom "Dunedanut bukepcraddpa + OBAII/OMAH/OMCAH". B cnyyae cunnpoma Musnepa
Ouiepa, crBosoBoro sHuedanura bukepcradda, momumo nepekpecTHoro ¢ Ipyrumu popmMamu
CI'b cunzpoma, BO3MOYKHO pa3BUTHE KIMHUYECKH HEMOJIHON (opmbl. Tak, B IepBOM cilydae IpH
OTCYTCTBHM O(TaIbMOIUIEIMH TUATHOCTUpYyeTcsa "ocTpas arakrtuyeckas ¢opma'; BOBTOPOM -

"ocTpas aTakcu4ecKas rurnepCcoMHOJICHIUSA" .

IIpu octpoM pa3BuTHH OyabOApHBIX HAPYLIEHHH, CIIA00CTH MBIIIIL 111U, IJIEYEBOT0 Mosica
U pyK B coueTaHuu ¢ auddysHoi apedraekcueit npyu UCKIOUYEHUH UHBIX IPUYHH (IIPeX/ie BCEro
3a00JIeBaHMi ¢ HapYIIEHHEM HEPBHO-MBIILIEYHOM Nepejauu, C MePBUYHBIM OPAKEHUEM MBI,
mudTepuiiHON MONMHEBpONaTUHW W [Jp.) JAUMArHocTupyercs (apuHro-nepBUKO-OpaxuaibHas
¢opma CI'b. lns ocTpoit TU3MMMYHHON MaHIAM3aBTOHOMHUM XapaKTEpHO OBICTpOE pa3BUTHE
CUMIITOMOB I'€HEPAJIM30BAHHOTO MOPAXXCHUS BETE€TaTUBHBIX HEPBHBIX BOJIOKOH: MOCTYpaJlbHast
TUIIOTEH3Us WM apTepuasbHas TMIIEPTEH3Us, TAXUKapaus, HapylIeHUs: PUTMa CEpALA; 3alopsl
WU Auapes, NapaIuTUYEeCKUN WIEYC; 3aTpyIHEHHS IIPU MOYEUCITYyCKAaHWUU, WMIIOTEHIUS,
MIOBBIIICHHAs MOTIMBOCTh WJIM AaHTUIPO3, MOXOJIOAAHUE KOHEYHOCTEH, MPaMOPHOCTb KOXKH;

HEYETKOCTh 3pCHUA, KCCpO(I)TaJIBMI/ISI u ap. OCTpO PasBUBLIAACA ABYCTOPOHHSIA c1aboCcTh



MHMHMYECKOM MYCKYJaTypbl B COYETaHHHM C IIOJMHEBPUTHYECKMMH 4YYBCTBUTEIIbHBIMU
HapymeHussMu U apedruexcueld TunuyHbl uis peaxoir ¢popmsel CI'b - nuneBol auruieruu ¢
napecre3ueil. Eme pexke quarnoctupyercst ceHcopHas (hopma 60Jie3HH, IpU KOTOPOH ciabocTh
MBI OTCYTCTBYET WJIM BBIP&KEHA MUHUMAJIBHO, M IPeo0JIafjaloT IMOJIMHEBPUTHUECKUE
YYBCTBUTEIBHBIE PACCTPONCTBA, KOTOPHIE, KaK MPAaBHJIO, PA3BHBAIOTCA OCTPO, B TeUeHHE 2-3
HeJIeNb, M0CJIe IEPEHEeCEHHOr0 MH(MEKIIMOHHOTO 3a00JIeBaHUs UM Ha ()OHE MOJHOTO 3/0POBBS

(6e3 siBHOTO TpUTTEPHOTO (hakTOpa).

V. JAuarnocruka u AuddepeHunaNbHbIH IHATHO3.

Jlmar"o3 ycraHaBInBaeTCs HA OCHOBAHUM:

" aHaMHe3a 3a00JICBaHUS: OCTPOE HAPACTAHWE CUMITOMOB B TeueHHUE < 4 HEJelb;
OTCYTCTBYET OTHFOH.[GHHI)Iﬁ TOKCUYECKUU AHAaMHE3 n JCKOMIICHCAUsA
COMAaTHYECKUX00JIE3HEN;

=  pe3ynbTaToB (PM3UKATBLHOTO 00CHIeOBaHUS (HEBPOJOTHUYECKOTO OCMOTpA): HATWYUE
KIIMHUYECKUX TPU3HAKOB OCTPOTO BSJIOTO TeTparapes3a, IOJUHEBPHTHYECKOTO

CUHJIpOMa;

HEHPO(PU3HOJIOTHYECKUX JaHHBIX: HAIMYUE MPHU3HAKOB I'€HEPaIM30BAHHOIO HEBPAIbHOTO
nopaxeHuss OcTpasi BOCHAIUTENbHAS JEMUEIMHU3UPYIOMIAs MOJWHEHponaTHs (KJIaCCUYEeCKU
cunapom ['mitena-bappe). OcCHOBHBIE TUArHOCTUYECKHE KpUTEepUU cuHIpoma [ wmiteHa-bappe

OCHOBAHBI Ha KIMHUYCCKUX IIPOABICHUAX U J'Ia60paTOpHBIX (aHaJ'II/I3 J'II/IKBopa) IoKas3aTeisx:

1) HanuuKe IPOrpeccCUpyrollel IBUraTeIbHON C1a00CTH ¢ BOBJICYEHHUEM B MAaTOJIOTUYECKUI

nporiecc 0osiee 0THOM KOHEYHOCTH;

2) apednexcus uiu BelpakeHHas runopediaexcust; 3) mpucyTcTBre B 1 MK CIUHHOMO3TOBOM
KUAKOCTU He Oosiee 50 MOHOIIMTOB W/WIK 2 TPaHyIOUHUTOB2+ . JIOMOTHUTEIbHBIMU PU3HAKAMU,
MOATBEPXKAAIOIMMHU  JHArHO3, SBJSIOTCS  CJIEAYyIOIIMe KIWHUYECKUE, J1adopaTopHble U

MHCTPYMEHTAJIbHBIE IaHHbBIE):
1) nepBoHavYaIbLHOE OTCYTCTBHUE TUIIEPTEPMUU (JIMXOPAJIKH);

2) HayaJo BOCCTAHOBJICHUSI HEBPOJIOTUYECKUX (YHKIMN 10 MPOLIECTBUU 2-4 Hellesb 1mocie

IIPEKPALLEHUS TIPOTPECCUPOBAHUS;
3) OTHOCUTEJILHO CUMMETPHYHAs MbIILIEYHas CIab0CTbh;
4) ymepeHHbIe IPU3HAKHA CEHCOPHBIX HAPYLIEHU;

5) cuMITOMBI OpakeHus yepenHbix HepBoB (UH);



6) TOBBIIIEHHUE COJIEpKaHUs OelKa B JIMKBOPE IO MPOIIECTBUU | HENENH MOCIIE MOSBICHUS
XapaKTEepHbIX CHUMITOMOB 00JIe3HM; 7) 3aMEUIEHHE CKOpPOCTH MPOBEACHUS HMIIYJIbca IO
nepudepudeckum HepBaM (<60% ot Hopmel B 80% ciydae), orcyrctBue H-pedrnekca, oTcyrcTBue
WIM CHUKEHHE aMIUIMTYJIbl CEHCOPHOTO IMOTEHIMajla, yBEJIWYEHHE JaTeHTHOCTH F-BonH (mpu

ANEKTPOHEUPOMUOTPaA)UUECKOM UCCIICIOBAHUN);

OnexrpoMuorpadguuecKoe HCCIEAOBAHUE: JACHEPBALMOHHBIA TUIl KPUBOW B MOPaKEHHBIX

MbIIIax.

AHanu3 CIMHHOMO3TOBOM KHUAKOCTH: 1) MOBBIIEHHOE cojnepkanue Oenka (>0,55 1%); 2)
MOBBIIIEHUE (Qpakuuu anbOymMHHA; 3) OTCYTCTBHE COIYTCTBYIOLEIO HapacTaHUs IUTO3a.
OTCcyTCTBHE MOBBIILIEHHOTO IIUTO3a B CHMHHOMO3TOBOM >KMJIKOCTH PAcCMaTpHUBAETCSI B KaYECTBE

WCTOYHHMKA «IICHHOUW HETaTUBHOW MH(OpMAITAM»

OcTpass MOTOPHO-CEHCOpHasi aKCOHajbHas HeWpomaTus. JlMar€Ho3 ycTaHaBIMBaeTCs Ha
OCHOBAHUU XapaKTEPHBIX KIMHNYECKUX TPU3HAKOB (OCTPHIi TeTpanapes, apedaekcus, TucTalbHas
MOoTepss YyBCTBUTEIBHOCTH, JbIXaTeIbHAsI HEJOCTATOYHOCTH), a TaKXKe JaHHBIX JaO0OpaTOPHBIX U
MHCTPYMEHTAJIbHBIX METOJOB HCCIEAOBaHUN (B 0ObeMe, aHAJIOTMYHOM TAaKOBOMY MpPU OCTpOM

BOCTIAJIUTEILHOM IEMUEITMHU3UPYIOIEH TOJTMHEHPOTIaThm ).

[Ipn wuccrenoBaHUM CIIMHHOMO3TOBOM JKHJIKOCTH XapaKT€pHO MOBBIIICHHE COJAEPKaHUS
Oenka . DnexkTpoMuorpapuyeckoe HccieoBaHUe: MPU3HAKU MOTEPH MOTOPHBIX M CEHCOPHBIX
noTeHuHanoB ¢ 1ud@dy3HON akTUBHOM NeHepBaluei (akcoHalbHAs JAereHepalus 0e3 MPU3HAKOB

MIEPBUYHON JIEMHUCIIMHU3AIINN ).

B kpoBH M CBHIBOPOTKE KpPOBH MAI[ICHTOB MOTYT OOHApPY)KUBAThCS aHTHUTAHTITHO3UIHBIC
anturena k GM1, GD1a, GM1b u GalNAc-GD1a 2- . Octpast MOTOpHO-aKCOHaJIbHAsA HEHpOTaTHsl.
JluarHo3 yCTaHABJIMBAETCS HA OCHOBAaHMM THUIHMYHBIX KIMHUYECKHX NPOSBICHUN O0O0JIC3HH
(mporpeccupyroomuil BsIbIH mapanuyd ¢ apeieKcHel, 4YacTo MPUBOISIIMA K JBIXaTebHON

He,Z[OCTaTOLIHOCTI/I), a TaKKe€ HaJWYUs MJICOLMTO3a B CHUHHOMO3IOBOM KHJIKOCTH.

IIpu snekrpoMuorpaduyeckoM HCCIEAOBAaHUM Y TNAlMEHTOB BBIABISIOTCS CHUXKEHUE
aMIIUTyAbl M-OTBETOB, a Takxke AeHepBauuoHHbIA Tun OMI' |, u3peaka — GJIOK MpOBEACHUS MPH
OTCYTCTBMM NpPHU3HAKOB AeMmuenuHuzauuul . Ilpu sTomM oTMeuaeTcs COXpaHEHHWE HOPMAaJIbHBIX
CKOpOCTEHl TMpOBEICHUS MMIIyJbCa [0 JBUTATEIbHBIM M  YYBCTBUTEIbHBIM  BOJIOKHAM
nepugepryeckux HepBoB. OTCYTCTBYIOT NpPHU3HAKU JAEMUEIWHHU3AUHN (B OTIMYME OT OCTpPOU

BOCHAIUTEIBHON JEMUETNHU3UPYIOLIEH TOJUHENPOTIATHH).

B KpOBH U CIIMHHOMO3IOBOM  JKHJKOCTH IAllMEHTOB HEPCAKO O6Hapy)KI/IBaIOTC}I
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anTuranrnmo3uaHeie anturena k GDla w/wmmm GD3 2- . Cungpom Mwmnepa-Ouiiepa.
KnuanueckumMu MposBICHUSAMU OOJIE3HH, IMOATBEPKAAIONIMMH Hanuyue OO0JIe3HU, SBISIOTCS
JIBYXCTOPOHHSISI O(TAIBMOIUIET s, aTaKCHsI U apediieKcus, claboCTh JIMIEBBIX WIH OyIbOapHBIX
MbI/HepBoB (50% ciaydaeB), c1aboCTh MBI TyJlIOBHIA M KoHeuHOocTed (50% cimydaeB)2.
O6beM U BBIOOp JUArHOCTUYECKUX MEPONPUATUI aHAJIOTMYEH TAaKOBOMY IIpU OCTpOH

BOCIIAJIMTEIBHOM IEMHUEIIMHU3UPYIOLIEH ITOJTMHENPOIIATHH.

HccnegoBanne JIMKBOpaA: y 4aCTH NalMCHTOB OTMECYAIOTCS MMOBBIIICHHOEC COACPIKAHUC Ocika
u IJICOMTO3; HWHOrga M™MOXET HNPUCYTCTBOBATH THIIMYHAA  aJlb 6yMI/IHO -IIUTOJIOTHYCCKas

JUCCOLMAIMs, KaK IIPH OCTPOX BOCHAIUTEIBHON IEMUEITUHU3UPYIOLIEH OJMHEUPOTIATHH.

DnexTpoHerpoMHoTrpadUuecKoe UCCIICAOBAHNE: B YACTH CIIy4aeB Y JIETeH PEerUCTPUPYETCs
3aMeJIeHHe MPOBOJAMMOCTU MO JBUTATEIBHBIM M YYBCTBUTENBHBIM HepBaM. B 90% ciydaeB y
MAIIEHTOB ¢ CHHAPOMOM Mmiuiepa-Duiiepa oOHAPYKHBAIOTCS aHTHTAHTIIMO3UIHBIC aHTUTENA K

GQI1b (moryt Taxke ooHapyxkuBatbes GD3 u GTl1a).

Octpasgs maHaAMCaBTOHOMHas  HeWpomatus. JlmarHo3  OCTpoOWl  MaHIUCABTOHOMHUHU
YCTaHABIWBACTCS HA OCHOBAHWM TPU3HAKOB BBIPAKEHHOW BETETATUBHOW JTUCHYHKIIUH
(opTocTaTHueckas TUIOTEH3HUs, TOILIHOTA, PBOTA, 3amop/Auapesi, aTOHHS MOYEBOTO IIy3bIpS,
aHTUJIPO3, HAPYIICHUS CJIE300TACNICHUS U CalMBAllMd, 3PAYKOBbIE HAPYIICHUS) U CEHCOPHBIX
paccTpoicTB 0€3 BBIPAKEHHBIX COMATHYCCKUX MPOSBICHUN U HAPYIICHUH MOTOPHBIX (PYHKITUH .
[IpuMepHO y dYeTBEpTH MANMEHTOB HWMEETCsS XOJuHepruueckas (opma aucaBToHOMUHU (0e3
OpPTOCTATUYECKOW TUIMOTEH3UHM, HO C HAPYIICHUSMH CYIOMOTOPHOM M JAPYIMX BereTaTUBHBIX
CUCTEM — OpTOCTaTHYecKas TaxXUKapAus, TOJIOBOKpY>KEHUE, YCWIEHHOE cepaueduenue 0e3
U3MEHEHHUs apTepuanbHoro namienus). [Ipu stom Bapuante cunapoma [‘mitena-bappe mannbie
aHaJlu3a CIIMHHOMO3TOBOM JKHUJIKOCTH M 3JEKTPOMHUOTpadUuecKOro HCCIEeIOBaHUS MOTYT HeE

BBISBJISITE KAKUX-IH0O0 MAaTOJOTMYECKUX N3MEHEHUH (HpI/I YHCTOH ,Z[I/ICEIBTOHOMI/II/I) .

B ocnoxHEHHBIX ciiydasx OOHApYKHUBAIOTCS M3MEHEHHMs, HAllOMUHAIOLIUE TaKOBHIE IMPHU
OCTPOM BOCHAJIUTENBHON JIEeMUECIUHU3UPYIOLEH moauHeponaTu. OYHKIHMOHAIbHBIE TECThI
(uccnegoBaHue CyIOMOTOPHBIX, KApMOBAralbHbIX U aIpeHePruuecKuX (HYHKIINI — mpoba MUHOPa,
CHEKTPaTbHBIM aHATU3 BAPUATUBHOCTH CEPJICYHOTO PUTMA U JPYTHE) BBHIABISAIOT MHOKECTBEHHbIE
HapyIIEHUs] CO CTOPOHBI BEreTaTUBHOW HEpBHOU cucTembl. [Ipu aHanuse OnomnTaTa MKPOHOKHBIX

HEPBOB O6Hapy)KI/IBaIOTCH I/IHq)I/IJ'IBTpaTBI MOHOHYKJICAPHBIX KJICTOK B o0Oactu SIIUHCBPUL.

CrBosioBoit sHuedanur buxencrapda. OOs3aTeNbHBIMU KIMHUYECKMMM IPH3HAKAMHU
00JIe3HM SBISIOTCA aTakcusd W odranpMoruierus (Kak mpu cuHiapome Munepa-@uiiepa).
CtBouoBoii sHIIedanuT bukencradda ycranaBiMBaeTcs ML TPU HATMYUH APYTUX CUMIITOMOB,

MO3BOJIAIOIINUX HCKIIFOYUTH HAJIWYUC CHUHAPOMA Mnnnepa-d)nmepa (COHHI/IBOCTL, KOMa HJIN
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runeppeduekcus). O0beM AUArHOCTUYECKUX MEPOINPUATHI aHAIOTHYEH TaKOBOMY IIPH OCTPOMU
BOCTIAJIUTEIBHON JIEMUETMHU3UPYIOIICH MOJUHEHponaT. AHAIU3 CIMHHOMO3TOBOM >KUIAKOCTH:
MOBBIIICHUE COJACPKAaHUS Oellka W IUICOUUTO3 OOHAPYKUBAIOTCS YacTo, HO HE SBISIOTCA
cneuupuueckumu. lloBeimenne conepxanus Oenxka B CMXK 0e3 muieommrosa (anbOyMuHO-
LUTOJIOTUYECKAs Auccolnanus) 0ojiee He CUMTAIOTCS XapaKTePHBIMU IPU3HAKAMU 3TOTO BapuaHTa
cuaapoma  ['mifena-bappe .  DnektponelipomMuorpaduiyeckoe  HCCIEAOBAaHHE:  MOTYT
MIPUCYTCTBOBATh IMPU3HAKK aKCOHAJIbHOM MoiMHeWponaTtun2-. [{i1s ycTaHOBIIEHUS TUarHo3a Ipu
9TOM BapuaHTe cuHApoma [miieHa-bappe cneayer mNpOBOAUT MAarHUTHO-PE30HAHCHYIO
tomorpaduro (MPT) romoBHoro mosra. [1pu momoru 3Toro MeToaa HEMPOBU3yaTU3AIMH Y YaCTH
nanueHToB (okojo 30%) BBIABISIOTCS TUIEPUHTEHCHUBHBIE OYaru HENpPaBUIBHOW (OPMBL,
JIOKAJIM30BAHHBIE MPEUMYLIECTBEHHO B 00JACTH CTBOJA FOJIOBHOIO MO3ra (MOCT, CpeIHUN MO3T,
MO3rOBO€ BEIECTBO). Y NBYX TpeTeil MaIlMeHTOB CO CTBOJOBBIM sHIedanmuToM buxepcradda
obnapyxkuBatorcs antutena kK GQIlb. Ilpu D3I'-ucciaemoBanmm Yacto OOHAPYKHUBAIOTCA
HapyleHus: (0OBIYHO TOJBKO MEJIEHHO-BOJIHOBAsl aKTHBHOCTh), YTO IO3BOJISIET CUUTATh STOT

METOQ O6J'IallaIOIIH/IM OrpaHI/IquHOﬁ JIHArHOCTHUECKOM 3HAYMMOCTBIO.

Hubdepenumansuas aumarnoctuka. Cunmpom ['mitfeHa-bappe (kmaccudeckuii u  ero
BapUaHThI) HEOOX0 MO Au(dEepeHITMPOBATh OT TAKMX COCTOSHUMN, KaK OCTPBIH (SMTUIEMUYECKUN )
MOJIMOMHMEIIUT, SHIC(PAIUT, MEHUHTUT, MHAcTeHHs (myasthenia gravis), MHONAaTHs, OCTPBII
MUEIUT, MHEIONATHs, TOJUHEHPOaTusi TpH TUPTEPUH, OCTPhIC TOJIMHEHPOTIATHH HWHOTO

MPOUCXOXKACHUS (OOTYIU3M, CaXapHBIA TUa0eT, BAaCKYJIUT, 00Jie3Hb Jlaiima) u 1p.
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VI. Jleuenune

Joka3ana 3((}eKTUBHOCTh JBYX METOJI0B natoreHeTrdeckoi Tepanuu CI'b: BEICOKOOOBEMHOTO
TepaneBTrueckoro miadmadepesa (IIP) u BbICOKOIO3HONH BHYTPUBEHHOW HMMMYHOTEpPAIHH
(BBUT). Ob6a merona paBHoueHHBI 1O 3(dekrnBHOCTH. OTHOMOMEHTHOE MPHMEHEHHE ABYX
MeTo10B natoreneTrnueckoi Tepanuu (I1® u BBUT) we nenecoodpasno. JlomyckaeTcst IpoBeICHHE

BBUT nocne 3aBepenus [1®, Ho He Ha060poOT.

[TaroreneTnveckass Tepamusi: TPOBEACHHE BBICOKOOOBEMHOTO TEPAIEBTUYECKOTO
mnasmadepesa HWIM  BBICOKOJIO3HOW BHYTPUBEHHOW HMMMYHOTEpAlMy  Ipenaparamu
MMMYHOTJIOOYIMHA dYenoBeka HopMmaibHOro mamuentamM ¢ CI'b mroboi creneHu TshKecTH
3aboneBanus mo GBS disability score B mepro 1 HapacTaHus HEBPOJIOTHYECKOM CUMIITOMATUKH

(ocoOeHHO B TIEpBBIC 2 HEAETH OO0JIC3HM).

CuMmnToMaTH4ecKasi TEpanusi: pPeKOMEHIYETCsI KOPPEKITHsl 00JIEBOTO CHHPOMA MAIMEeHTaM C
CI'b c uenpro ymydieHus kadectBa xku3HHU. [Ipm HoumuentuBHOM Oonu marmueHtam ¢ CI'b
HazHayatotcss HIIBC w/mnu mpocTele aHaIbreTUKHM COIVIACHO MHCTPYKIMHM K Mpenaparam. B
coOTBeTCTBUU ¢ pekomeHmanusmMu EFNS mo nedyenuto Hedporartnueckoi 0oy HazHadaeTCs
mpernapaT W3 Tepanuu NepBOH JUHUM (MOHOTEpamus MWIM KOMOWHAIWA): TPULIUKINYECKHUM
AHTUJCTIPECCAHT (aMUTPHUTITUIINH), TPOTUBOCYAOPOKHBIC TIperapathl (rabarneHTHH, mperadaint),
CEJICKTUBHbIE HHTMOUTOPEl OOpaTHOrO 3axBaTa CEPOTOHMHA W HOpAJApEHAIHHA. (IyJIOKCETHH,

BeHJIa(paKCHH).

HemenukameHTO3Has Tepamnusi: PEKOMEHAYETCS MEPEeBECTH B OTACICHHE PEaHUMAIlMd W
WHTCHCUBHOM TEpaNMM MAIlUEHTOB C TsDKeIbIM TeueHueM Oonesnu (GBS disability score = 4) B
MEPUOJT HAPACTAHUSI CUMIITOMATUKU C IENIbI0 MOHHUTOPUPOBAHUS KMU3HCHHO BAXKHBIX (DYHKIIHIA,
pPaHHETO  BBISBJICHUS W  KOPPEKIMH  JIBIXaTEJIbHBIX, OYJIbOApHBIX W  BEreTaTHBHBIX
CEpACYHOCOCYIUCTBIX HapylIeHUH. PeKoMeHIyeTcss NpH TEpBBIX KIMHHUYECKHX IpPH3HAKaX
nucgaruyd ycTaHOBKA HA30TacTPAIbHOTO 30H[Ia MAllMEHTaM C TsKeNo# crenensto 6onesnu (GBS
disability score = 4) ¢ uenbi0 NPOPUIAKTUKA ACHUPALUOHHONW MMHEBMOHUU U 00ECIeYCHHUS

AJICKBATHOI'O ITMTaHHA.
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