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Tembl Nnpe3eHTaUnn

1. HeoTno*Has HePBHO-MbILLUEeYHaA NMNaTonormna " MexaHMKmM oOCTaHOBKWN AbIXdHUA

2. HepasHo npuobpeTeHHble HepPBHO-MbILLEYHbIe PaCcCTPOMCTBA B OTAENEHUN
MHTEHCUBHOM Tepanuu

* CnHgpom lmmeHa-bappe n AIDP
* MunacteHU4YeCKUn KPU3nC B OTAENEHNN MHTEHCUBHOM Tepanumn (OUT)
* OcTpoe mbiweyHoe 3abonesaHue, noctynneHne OUT

3. HepBHO-MblLWeYHble 3aboneBaHMA, BO3HUKAOLWME B OTAENEHNN UHTEHCUBHOW
Tepanuu: «ICU-AW»

4. OPUT-npe3eHTaumnm paHee CyLLeCTBOBaBLUMX HEPBHO-MbILLEYHbIX 3a00/1€BaHNM

* COCTOAHUA, KOTOPble HeJaBHO ANArHOCTMPOBAHbI B OTAE/IEHUN UHTEHCUBHOM
Tepanuu

* KleTVI‘-IECKaﬂ NMOMOLLDb NMNPU 3aNyWEHHbIX XPOHUNYECKUX 3aboneBaHUAX MblLUL,



1. MaumeHT c HeOTNOXHOW HEPBHO-MbILLEYHOW NaTOI0rnen

HeoTnoXHble HepBHO-MbIlLLUEeYHble NMaTO/1I0TNU
MOTYT UMETb BUA,.

* BbICTPO yXyALatoWanaca cnabocTb

¢ AbiXaTe/ibHad HeAOCTaTOYHOCTb U MH(I)eKLIIVIFl
* POTOINNMOTOYHAA cnabocTtb u daCnnpauud

* cepAeyHan HeJoCTaTOYHOCTb UK apUTMUA s e L7y . i
¢ BereratMuBHad ANCTOHUA
* OCTPbIN pabaommnonms

AHTK-SRP noaTtsepana NoSOKUTEbHbIN

nepBbIM B3rnAaAa. ,D,EMCTBMTEIIbHO n r|p06nelv\a ABNAETCA HOBOW UK cywecrsyeTt XpoHU4yecroe
HepBHO-MblLLEeYHOoe COCTOSiHUE?

TOKCUHbI nnu HepBHO-MblLLeYyHble AenpecCaHTbl AO0/TXKHbI ObITb NCKAKOYEHDI.

Apednekcus, BeretaTuBHas ANCTOHUA U BANbIN TOHYC MOTYT CBUAETENbCTBOBATbL O HEMPOreHHOM
paccTpomcTBe; coXxpaHeHHble pedieKcbl Yalle BCTpeyatoTcs Mpu OCTPO MMonaTtum Uam
HapyLLEeHUAX HEPBHO-MbILLEYHOro coeAuHEeHUA.

[laTTepH cnaboctn u anOd)MVI MOXET CBNAETE/NIbCTBOBATb O CI'IGLI,VI(I)MHGCKOVI reHeTU4YeCcKomn
MNOMNaTUu"



[TauMeHT C HEOTNNIOXKHOW HEPBHO-MbILLEYHOM NATONOTNEN

CtonKas cnabocTtb € yCTOMYMBOU MHHEPBALMEN YKA3bIBAET HA HEPBHO-MbILLEYHOE
coeiIMHEeHMEe N YacTo ynycKaeTca U3 Buay

OueHKa AbIXxaTeNbHbIX U POTOMOTOYHbIX MbILLILL UMEET NPUopPUTET AN COPTUPOBKKU B OUT

PecnupaTtopHasa Nnomollb B OCHOBHOM BK/IHOYAET 3HAOTPaxeaibHyt0 MHTYHaLuIo 1
BEHTUAALMIO C NONOKUTENbHBbIM AABNEHMEM; HEKOTOPbIE NALMEHTbI C HE3HAYUTENbHbIM
NopaXKeHMem MOryT NOAYYUTb MNOb3Y OT HEMHBA3UBHbIX MEP

HewnHBa3nBHaA BEHTUNAUUNA MOXKET O6bITb OCHOBHbIM BAPMNAHTOM, KOTda NHBAa3NBHAA
BEHTUNALUUNA HeXKeNaTe/IbHA

MOHUTOPUHI B NanaTe HEHAAEXEH M OMaceH - iyywe NPMHUMATb NaLMEHTOB B OTAeNeHMe
MHTEHCMBHOM Tepannmn aaxe Ha 24 vaca

3KCTp€HHaFI MHTY6aLI,l/|FI LNaHOTUYECKOTIO NauneHTa C rTMNOKCEMUEN UNN 3HAYUTE/IbBHOM
rmnepKanHmeﬁ 0b6bIYHO YKa3blBA€T HaA Hea,ﬂ,eKBaTHbIVI MOHUTOPUHT



[TpUKpPOBaTHbLIN pecnMPaTOPHbIN MOHUTOPUHT - «KNPaBUIO
20-30-40»

MapameTp HopmanbHoe 3HayeHue Kputnueckme sHayeHua

MpuHygutenbHaa |40-70 mL/kg 15-20 mL/kg

YKU3HEHHan

eMKOCTb

MuKoBoe My>»KumHbi: > -100 cm H20 -30 to - 40 cm H20

AaB/IEHUE Ha ¥eHwmHbl: > -70 cm H20

BAOXE

MuKosoe My>KumnHbI: >200 cm H20 40 cm H20

AaB/IEHUE Ha ¥eHwwmHbl: >140 cm H20

Bblgoxe

Kawenb My>KumHbi: > 330 L/min MuKoBbIX NOTOK NpMU
BO pTy unu PEF>60 n /
MUWH NA 3KCTyb6auum

C NOMOLLbIO YPECKOXKHOMU KanHorpadum n HOUHOU OKCUMETPUU

Damian & Wijdicks Neuromuscular Dis 2019



2. HepasHO npmnobpeTeHHble HEPBHO-MbILLEYHbIE
paccTpoincTea B oTAeNeHUN UHTEHCMBHOM Tepanuu

BHOBb NpnobpeTeHHble HEPBHO-MbILLEYHbIE PacCTPOMCTBA MOTYT ObITb
rocnuTasn3npoBaHbl B OTAeNeHUE NHTEHCMBHOW Tepanmuu Npu NocTyrnieHnn Uam B Hadyane
Kypca 1 BKAOYatoT B cebs:

CuHapom MMineHa-bappe, apyrue Taxenble HEBPONATUN U KCUHAPOM OCTPOro BANOIO
napannya»

MuacTeHUYECKUIN KPU3 U Apyrne HapyLleHNA HEPBHO-MbILLIEYHOW Nepeaayn

OCprIe BOCMaNNTENIbHbIE NN TOKCMYECKME 3aboeBaHUS Mbl UL,

He agnarHocTMpoBaHHAA XPOHMYECKAA, YaCTO rEHETUYECKAA, MbllLleYyHasas 601e3Hb MOXKeT
nokasaTtbcA B OUT B KayecTBe, Ka3anocb bbl, HOBOro NPUOOPETEHHOrO PaccTPOMUCTBA U3-33
OCTPOM AeKOoMMNeHcauun.



CuHgpom mneHa-bappe B oTaeneHUn UHTEHCUBHOM Tepanuu

30% nauMeHTOB HYXAAlOTCA B pecnnupaTtopHon nogaepkke.CMepTHOCTb B
oTAeNeHUN MHTEHCUBHOW Tepanumn coctasnaeT <10%, Ho B BCMI - 20%

[Damian et al. 2013]

OncaBToHOMMA BCTpedaeTca y 70% naumMeHToB B OTAeNeHUN MHTEHCUBHOW Tepanum
MpUYnMHaAMM NOCTYN/IEHUA B OTAENEHUE UHTEHCMBHOM TEPANUU ABNAIOTCA
pPecnuUpaTopHbIN KOMMPOMMUCC, C1aboCTb POTOMNOTKM UK TAXKENAA BEreTaTUBHAS

NNCTOHMUA.

KoHpOHAEHTbI BKAKOYALOT B cebs:
e BacKynuT, napaHeoniacTUYecKkmm CUHAPOM , UHOEKLMOHHAA N TOKCMYECKasa HeBponaTus
* Heonnactnyeckaa MHOUABLTPALMA UAN BHYTPUCOCYAUCTaAa Ammedoma

* CMHAPOMbI OCTPOro BANOrO Napasinya c ocTpbiM 3aboneBaHMem nepeaHUX Porosbix KAeTok (Bupyc 3anagHoro Huna,
NO/IMOMUENUT)

* CMHAPOMbI «MJIHOC» BUPYCHOTO OCTPOro MUEINTa, NPENMYLLLECTBEHHO Bbi3BaHHble 3HTepoBupycom D68 / E71, bonesHb
3ukKa, lenaTtut E, ycnnmneatoTca B HEKOTOPbIX reorpaPpuyeckmnx permoHax.



CuHapom MmineHa-bappe B oTaeneHUN MHTEHCUBHOM
Tepanum

[locne mexaHun4yecKomn BEHTUNAUUN OTK/1IaAbIBaHNE TPAXEOTOMUUN HE NPUNHOCUT NOJ1b3bl bonee yem Ha HEeOENIO

[NlauneHTbl, Yy KOTOpbIX IgG He noBbiWwaeTcA nocae nepBoHavyasbHOro Kypca UIBB, moryT nonyynTtb Nonb3y ot
noBTopHOro Kypca UIBB.

Hanbonee Taxkeno NnopaxXeHHble NnauneHTbl B 3a6l'IOKMpOBaHHOM COCTOAHUNU Yalle BCero sCTpeyaroTCA B

aKCOHa/IbHOM BapuaHTe. BocctaHOBNEHME OYeHb 3aTAXKHOE: bonee 6 mecaueB AblXaTe/ibHAA NogaepixKKa, a
3a4aCTyO U HENMOJTHOE.

TecTbl Ha aHTUTeNa moryT BblABUTL NnoaTun GBS nau cosnageHne mexay GBS n CIDP

J.-i. Kira et al. Neurochemistry International xo0x (x006x) X0¢-x0¢ \ v
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PeTpanbHbIK HePB, Ny4oK N2 2: NATHUCTAA NOTEPA MENKUX aKCOHOB?
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PeTpasibHbIX HepB, Ny4OK N2 2: nATHUCTAsA NOTEPA MEJIKMX aKCOHOB??



CuHgpom mneHa-bappe B oTaeneHUn UHTEHCUBHOM Tepanuu

BeretaTuBHaa ANCOYHKLMUA BKAOYAET OPTOCTATUYECKYIO TMNOTEH3MI0, HECaxapHbI AnabeT, YyBCTBUTE/IbHOCTb K
JIeKapcTBam U apUTMHUIO.

[MNepTOHMA N NepcUcTUpyoLWan Taxmkapama nopaxatot 6onee 50% naumenTtos ¢ MBJ1; OnacHble Ana XU3Hu
OC/IOXKHEHMA MOryT BO3HUKaTb A0 20%.

[Mpr3HaKM NoparkeHuA Baryca c bpoHxopeen, bpagmkapanein n rmnoTeH3nein MoryT 6biTb Bbi3BaHbI
MHBA3MBHbIMU NPoLeAYyPaMN U XONTMHEPTUYECKMMM NpenapaTamu

SIADH mo»KeT BbI3BaTb ITMNOHAaTPUEMMIO; HECAXAaPHbIN AMabeT TaKKe MOXKeT BO3HUKHYTb

CuHAapom 3aaHen obpatumon sHuedanonatmm (PRES) moxKeT BO3HMKATb KaK LeHTpasibHOe BEeretaTMBHoOE
HapyLeHue.

HelporeHHana (Takouybo) Kapanommonatma MoxKeT bbiTb CBA3aHa C BEreTaTuBHOM ANUCHYHKLMEN.




MwacteHua (MG) B oTaeneHmn MHTEHCUBHOM Tepanuu

MMMYHHaA aTaka NPOTUB HUKOTMHOBbLIX peuenTopoB aueTunxonmHa (AchR) n poactBeHHbIX
6enkos (Muscle-Specific Kinase = MuSK; 6enok, cBA3aHHbIM C peuenTopom ANNONPOTENHOB
HM3Kon nnoTHoCcTM = LRP4). UHoraa moxkeT 6bITb CBA3aHO C BOCMAANTE/IbHOM MUONATUEN
[edeKT HepPBHO-MbILLIEYHOro COeAMHEHUA Bbi3bIBAET 04AroByH €NabocTb.

Obuwasn 3abonesaemoctb 0,5-5 chyyaes Ha 100 000

MwuacteHnyeckmm Kpu3 Bctpedaetca y 10-60% naumeHTos ¢ MI:

e [IbixaTenbHaA HEAOCTAaTOYHOCTb MIN CNABOCTb POTOMNOTKU AN FTONOCOBbIX CBA3OK,
Tpebyowme MHTYbaumnm n / MM NCKYCCTBEHHOM BEHTUNALMKN NErKUX B TeueHue bonee 24
4yacos

* Y 1/3 naumeHTOoB MOXeET bbITb peunanBUpPYyOLLMN MUAaCTEHUYECKUIA KPU3, YKa3blBaOLW MM
Ha HEKOTOPYIO MHANBUAYANbHYIO NPEAPaCNON0KEHHOCTb

* XONNHEPrnYecKknin Kpus peako Bbi3biBaeT AbIXaTe/IbHYI0 HeJ0CTaTOYHOCTb



MwuacTeHUYeCcKnin Kpms

[TpnUYnHbI :

* BupycHaa unm baktepmanbHaa nHpekumna B 48% (pecnmpatopHas MHPEKLUMA NAN cencuc,
acnupaums B 10%),

e OwnbKK A03NPOoBaHNUA NMUPNAOOCTUTMUHA

* HeocToposkHOEe Hayano NPMMEHEHMUSA BbICOKUX 03 KOPTUKOCTEPOUAOB BHYTPUBEHHO
(oTpuLUATENbHO BAMAET Ha HEPBHO-MbILLIEYHYIO Nepeaadvy U ymeHbllaeT addeKT
NMUPUOOCTUTMUHA)

e Xupyprudeckume npoueaypbl (0cobeHHOo obLwKnpHbIe rpyaHble nam 6proLHble onepauumn)
 bepemMeHHOCTb
* IMOLMOHANbHbIN CTPecC

* Bo3aencrBme n1eKapcTB C HEPBHO-MbILWEYHbIM B/I0KMpPYIOLWKUM AencTBMEM (0COBEHHO
aMUHOMNNKo3nAbl, KeTtonmabl, aHTU-PD1 Abs = ICl; nHoraa 60TYNMHUYECKNIA TOKCUH)

PaHHee pacno3HaBaHWe MOXeT NOo3BO/INTb CBOEeBpemeHHOoe fievyeHune ¢ nomoulbto 1VIg nnm PLEX,
HO: [lbIxaTenbHaA He4OCTAaTOYHOCTb TPYAHO PAaHO Pacno3HaTh.



|_|pVIHLI,MI'IbI BeJeHUA NauneHToB C MMaCTeHNn4YeCKMM KpUusom

BiPAP-NIV mokeT nsberxkatb MHTYH6aUMM, HO NAUUEHTbI A0/IKHbI ObITb MHTYOMPOBAHbLI, EC/IN €CTb
COMHEeHMUA

JleKapcTBa, KOTOpble yXyALlatoT HEPBHO-MbILLEYHYIO nepegady, cneayeT nsberatb (B Tom yncne
6etabnokaTopsbl)

[MMPNAOCTUIMUH NPEKPALLAIOT B HAYa/1e UCKYCCTBEHHOW BEHTUNIALUUN NErkKux, YTobbl YMEHbLLINTD
ceKkpeLuunto 6pPoOHXOB, U MOBTOPHO BBOAAT AJ151 CHATUA € UBJI

CTepOM,ﬂ,bI Ha4YMHaloT B 6oNbLINX A03adX, TdK KaK NnepBoHa4dya/ibHOE HE6!'IaFOI'IpMFITHOe B/IMAHNE Ha
HepBHO-MbllLeYyHOoe coeagnHeHmne He UMmeetT 3HaA4YEHUA

TUM3KTOMMA NPUHOCUT NONb3Y TO/IbKO Yepe3 HECKONIbKO MecALEB, HO NogyManTe o TUMOME B
nepuognyecknx / peppakTepHbIX KpmUsax

YpoBeHb cMepTHOCTUN <5% B cneuuanmnsnpoBaHHbIX LEeHTPaxX MOMKET He oTpakaTb 60/1ee LMPOKYIO
MPaKTUKY:

CMepTHOCTb B OPUTAHCKMUX OTAENEHUAX MHTEHCUBHOM Tepanuu B LUE/IOM cocTaBuna 8,7%, Bapbupya a0
50%, a ocTpaa rocnnTasabHaaA CMEPTHOCTb OT MMACTEHNYECKOro Kpusa aocturna 22%.



MpuHUMNbI BEAEHMA NALMEHTOB C MMAaCTEHUYECKUM
KpM3oMm

[MTPOrHO3 MMACTEHUU MOXKET 3aBUCETb OT CBOEBPEMEHHOM Tepanun (bonee BbICOKanA
CMEPTHOCTb Npu 3aaepxKe PLEX)

CmepTHOCTb MOXKeT ObITb CBA3aHa C 3aM034a/1biM NOCTYN/JEHMEM B OTAENEHUE
WHTEHCUBHOWM Tepanunmn, HeHaagnexawmum nepesogom n3 MC3 B obulee oTaeneHmne m
NOBTOPAOLWMNMUCA KPU3MCAMU, KOTOPbIM OTKa3bIBaOT B MOBTOPHOM npueme

Cepae4vyHan HeJoCTaTOYHOCTb C HEMPOTreHHbIM OF/TyLLEHHbIM MMOKAPAOM MOXET MMETb
MecCTO.

PaHHAA TPaxXeoToMnNA He HYHKHA

YcnelwHasa nHTybauma nporHo3mnpyetca HU3KMM obbemom cekpeuunn; T-obpasHblie
NCNbITAHUA, HOPManbHaA peHTreHorpadua rpyaHon Knetku, MIP, npesbiwatowmmm =50 cm
H20, ynyyweHue VC Ha 4 mn / Kr oT npegmnHTyb6auumn Ao npensKkctybaumm, Ho NMPOrHo3sbl,
KaK NpaBua0, AasieKn OT 4OCTOBEPHbIX

Heypaya He o3Ha4aeT «6ecnone3HoCTby



Cny4yaun gnddepeHumnanbHOM ANarHoCTUKKU, NepBOHaYaIbHO ANArHOCTUPOBaHHbIE Kak MG B
OTAENEHUN UHTEHCUBHOM TEpanum

78-NeTHAA }KeHLWHa NocTynuAaa nocne
nageHusn. 6 mecaLes CHUXaeTcs NOABUMKHOCTb.

[1BYCTOPOHHWUI NTO3, opTaibMONNErus,

KeHwmnHa 69 net ¢ 6-1eETHUM NTO30M,
bynbbapHas cnaboctb. OCHOBHAA mmMonaTua

Konebawwenca optasibMmonaermen n rnotaHnem
npo6. PABPN1 + ve

M. S. Damian, Addenbrookes Hospital, Cambridge



OCprIe BOCNa/iutesibHble MMOMNaTUnN B oTAEeIeHUU
MHTEHCUBHOM Tepanumu

MoxeT noTpeboBaTtbca rocnutanmdayma 8 OUT n3-3a cunbHOM CNabOCTU, NOPArKEHUSA NETKUX
(TAxkenas nHTepcTtnumanbHaa 6one3Hb Nerknx, CBA3aHHaaA C CUHAPOMaMM aHTUCUHTETA3bl)
NN CePAEYHbIX OCNOXKHEHUMN (neroyHasa rmnepTeH3ns, BOCNaaeHmne cepaedHom Mbillilbl UK
KOPOHApPHbIX COCYA0B)

Yalle Bcero BocnanntesibHble MMOMATUM NPU 4ePMATOMMNO3UTE U B HEKPOTU3UPYIOLLLEM
crneKkTpe («HeKpoTuyeckaa aytoummyHHaa mmonatma», NAM c aHTutenamm npotus SRP un

npotnB HMGCR) yalle Bcero Habntoaatotca 8 OUT
NAM yaule Bcero TpedbyoT MMMYHOZEMPECCAHTOB BTOPOro paaa (putykcmmab, Takpoanmyc)

Bonbliaa cepaedyHas NaToNoOrna 3Ha4YNTE/IbHO yXyALlaeT NPOrHo3. AHTUMUTOXOHAPWANbHbIE
aHTUTEeNa MoryT bbiTb 0COBEeHHO cBA3aHbI C TAXKeNon bonesHblo cepaua

9Kl nsmeHsietca B <1/3 cnyyaes, 1 TpebyeT TLLAaTE/IbHOTO 06CNE€40BaHUA

MbiweyHasa bnoncua obssaTtenbHa, HO IeYEHME He ceayeT OTKNAA4biBaTh B OXUAAHUM
buoncuu

Flynbc Tepanna crepongamm B COHeTaHm C CVTO‘—IHOVI ,£I,O30ﬁ BbICOKUX 03 CTEPONAOOB.



20-neTHn CTYAEHT, CbinNb 6 Heaenb, ancdarma. 2 Heaenm cnabocTb
KoHeyHocTeln. 0,5 r / Kr npeaHmnsonoHa / cyt. Moctynun 8 MC3 ¢ ApixaTeNbHOM
HeaocTaTo4YHOCTbIO NO NIV

Inflammatory muscle MRI




20-NeTHWUIA CTYOEeHT, Cbinb 6 Heaenb, Ancdarus. 2 Heaenu cnaboctb KoHevyHocTeln. 0,5 r / Kr
npeaHu3onoHa / cyt. Moctynun 8 MC3 ¢ abixaTeNbHOM HeaocTaTouHOCTbIO No NIV

.
ObblyHan mbluieyHas r’MCToAorMa HopmaJsibHasA, 4yepes 4 HEALENN NPEAHN3O0/I0OHA

~



20-neTHUN CTYAEHT, cbinb 6 Heaenb, ancdarua. 2 Hegenwn cnaboctb

KoHe4yHocTel 0,5 r / kr npeaHnsonoHa / cyt. Noctynun 8 MC3 ¢

)
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26 net npoekTnposLUK noctynun 8 9dKMO nocne
KaTacTpopumyeckom cepae4Hom HeaOCTaTOYHOCTH

S L

g vy
A % .
hia]




79-NeTHAA *KeHLWKWHa co cnabocTbio B TeYEHUE 2 MECALIEB C NPOrPeCccCMpoOBaHNEM
AbIXaTeNbHOM HEAOCTATOYHOCTM U TETPANNErnnN: HEKPOTUYECKAA ayTOMMMYHHAA
muonatmsa (NAM)

HekpoTtunyeckue knetkn (cnesa - H & E x40) 1 pereHepauma (cnpasa - HeoHaTasrbHbIn MUO3UH X10)
C HeDOSMbLLUNM KONMYECTBOM NPU3HAKOB BocnaneHus. buoncusa B otaeneHnmn MHTEHCMBHOM Tepanum




AHTU-SRP-aHTUTEeno, nonoxxutenosHoe NAM

MonoxkutenbHaa perynaumsa MHC1 (chesa - MHC ummyHoOKpalumBaHue Knacca 1 x40) n ammeoumt
nHPmnbTpaumna (cnpasa - CD68 x10) AOKa3bIBAeT BOCNANUTE/NIbHbIN XapaKTep




MSS: aHTn-ammHoauun-TPHK-cuHtetasbl (aHTU-ARS)

(umTOonnNasmaTHUueckue aHTUreHbl, aHTUCUHTETA3HbIU cnHagpom, UM c UBJ1, mexaHuKa pyK,
PeiiHO, apTpuT, AnXopaakKa)

Anti-Jol (anti-histidyl) 15%-25% of PM; HLA: DRw52; DRB1*0301

Anti-PL7 (threonyl) 3%-5% of PM/DM, ILD > 90%, milder than Jo-1,
pericarditis, gastric symptoms

Anti-PL-12 (alanyl) 3% of PM/DM, ILD in > 90%, skin lesions, NAM, gastric
symptoms

Anti-EJ (glycyl) 2% of PM, ILD in > 90%; DM in 10% to 80%

Anti-OlJ (isoleucyl) 2% of PM/DM; ILD > 90%, Skin lesions

Anti-KS (asparaginyl) <2% of PM; ILD > 90%; Myositis in 25%; Skin lesions
Japanese

Anti-Ha/YRS (tyrosyl) Japanese, antisynthetase syndrome

Anti-ZO (phenylalanyl) Japanese, antisynthetase syndrome

M. S. Damian, Addenbrookes and Ipswich
Hospitals



Opyrme Muosurt-cneymudpuyeckme aHTUTeNa

Anti-NXP2 (nuclear transcription) DM; 37% have calcinosis; adults: lung disease and
cancer (CLL, Ovary, prostate, pancreas, gall bladder,
lung)

Anti-MDAS (immune factor) DM (often amyopathic), ILD with rapid progression;
ulcers, palmar papules

Anti-Mi2 (nuclear transcription) DM in 5% -35%; PM 5%-9%, HLA DRw53; V- & shawl-
sign, cuticular overgrowth

Anti-TIF1y 155/140 (nuclear DM/JDM, in adults 75% malignancy

transcription)

Anti-SAE (post translational) DM, in adults < 5%, amyopathic early on

Anti-KU (DNA regulation) Systemic sclerosis, PM/Scleroderma, Japanese

Anti-KJ (translation factor) PM < 1%; Raynaud's; ILD

Anti-SRP (protein translocation, 5% of PM, 18% of IMNM, HLA DRw52); 20% ILD;

cytoplasmic) myalgia, <3% have neoplasm

Anti-HMGCR 200/100 IMNM, statins association

Anti-NT5C1A (nucleotidase) IM-VAMP; sIBM in >70; DM/PM 10%

M. S. Damian, Addenbrookes and Ipswich
Hospitals



OcTpbin pabaomnonus

Pabaomnonuns: oyeHb BbicoKas KpeaTuHKMHa3a (CK), noTeHUManbHO Bbi3biBatoLLLaA
NoYyeyHyo HeJoCTaTOYHOCTb

CaMOOI'paHI/ILII/IBa}OLLI,eeCﬂ nevyeHmne m UHTEHCUBHAA TEPAlNMA HalpasB/ieéHbl HA 3alLUTY
noyek

43 ropa *KeHlMHa - OCTpas NapaHeonnacTMYeckas HeKpoTMUYEeCcKasa MmmonaTums



Pabaommnosunc

MpuunHbl pabagommnonnsa:

MblweYyHaa nwemmsa

Ype3amepHoe Ppun3nyeckoe HanparkeHme

NHbeKuuna

TOKCMYHOCTb, BK/IHO4AA 3/10Ka4YECTBEHHYIO TMNEePTEPMMUIO U CEPOTOHUHOBbLIN CUHAPOM
MeTabonnyeckmne nnm sHAOKPUHHbIE HapyLIeHnsA

MapaHeonnacTnyeckaa mmonaTtua (napaHeonaacTMYeckaa MMMYHHaA NaHe b U KOMMNbOTEPHaS
Tomorpadus)

BocnanntenbHaa mmonatuna (aHTM-MAS namn aHtn-SRP-aHTutena Ha naHenmn MSA)

Peungmnsupyrowmim pabgommonns, BbiaBaHHbIN GU3INYECKOM HATPY3KOU, MOXKET UMETb reHeTU4ecKkue
npuynHbl (Channelopathies; metabonnyeckme mmonatmu, sBapnaHtel ANO5, CPN3, RYR1)

CeKBeHMpOBaHMe cneayrowero noKoneHmAa ¢ NCNoJAb30BaHMEM «TMaHE/N pa6,£I,OMl/IOfIM3a» ABNAETCA
6bICprIN\ M IKOHOMUYECKH ad)dDEKTMBHbIM, €C/IN NCKNHOYUTb TOKCUHECKUE NPUYHNHDI



3. HepBHO-MbILUGHHbIe 3a60!'IEBaHMFI, BO3HUKalOWHNE MNMPU JIieHEeEHNN B
oTAaeeHnu MHTEHCUBHOM Tepannmnu

TOKCUYHOCTb NEeKapPCTB, NCMOJIb3yeMbIX B OTAENEHNUA MHTEHCUBHOM TEeEPaANnnn, U

MMMYHOJIOTMYECKME HapyweHnA (bonesHb «TpaHCN/IaHTAT NPOTUB X03ANHA»; NOOOYHbIe
3P PEeKTbl UHTMOUTOPOB MMMYHHOM KOHTPOSIbHOW TOYKM)

[MaymeHTbl C CUMMETPUYHOM cNaboCTblo, YacTo LWAAALLME NNLEBBLIE N INAa3Hble MblLLbI,
4acTo UMEIT KOMBMHALUMIO NONIMHEBPONATUM KpUTUYeckux 3abonesaHum (CIP) um

MMONATUKN KpnuTndeckmx 3abonesanumi (CIM), KoTopaa Tenepb Ha3biBaeTcs «ci1abocTb,
npnobpeteHHan ICU (ICU-AW)»

ICU-AW noparkaeTt go tpetu naumeHtos ¢ NBJ1 B TeyeHne 6onee 7 gHen, ocobeHHO Tex,
KTO 1e4YnTCA OT Cencuca U N0IMOPraHHOM HeAOCTaTOYHOCTM.

dnektpomunorpadma He otaenaet CIP ot CIM

[Mpn Guoncmm mbllL, MOXKET HabtAATbCA OCTPaAA MMOMNATUA C MOTEPEN MUO3UHA,
HeKpoTuyeckaa mmonatma uan anddysHaa atpodma BOIOKOH TMna 2.



Kputnyeckumne 3abonesanmna Hemnpomumonatuma (ICU -
npuobpeteHHasa cnaboctb): 1. OcTpaa mmMonaTmnAa € NnoTepen
‘MWO3MHa

5y B A I

Absent A-band



Kputnyeckoe 3abonesanne: HempommonaTtma (OUT -
npnobpeteHHas cnabocTtb)

2. OcTtpas atpodunAa BOSIOKOH THUNa 2 3. OcTpasa HeKpoTUYeCKasa mmonaTmA




4. OPUT-maHnpecTauma paHee CcyLecTBOBaBLUEro
XPOHUYECKOro HEMpPOMbILLIEYHOro 3aboneBaHUA

XpOHU4YecKne HeBponaTtnum n 3aboseBaHmA nepeaHnX POroBbiX KNETOK
BOKoOBOW aMNOTPODPUYECKMM CKNEPO3

XpOHVI‘-IeCKVle Mmmnonatmnn, HO HeaAaBHO ANATHOCTUPOBAHHDbIE B
otaeneHnun MHTEHCUBHOM Tepannu

OCprIe OC/NNIOXKHEHUNA XPOHUNYHECKUX MUOMNaTUIn



4. ONT maHudecTauma XpOHUHECKOro HEPBHO-MbILLIEYHOIO
3aboneBaHnA - reHeTU4ecKme HeMporeHHble PacCTPOMUCTBA

XpoOHUYecKme HeBponaTMKn peaKo Bbi3biBalOT roCAUTaAIN3aLMUIO, HO NMPU

HeKkoTopbiX BapnaHTax CMT abixaTenbHad HeAOCTAaTOYHOCTb MOKET ObITb
3aMeTHOU

CMT2A (mytaumm MFN2) u CMT2C (TRPV4) umetoT CTPUAOPHYIO U
AnadparmanbHyO HeO0CTaTOYHOCTb

CMT4A (GDAP1); CMT4B1 (MTMR2); 1 HMIN6-SMARD1 (IGHMBP2) 06bi4HO
Bbl3bIBAOT I'IpO6I'I€N\bI C AbIXaHUNEM

MHoraa octpan nepemekatollancs nopdrupusa MoKeT NPOoSBAATLCSA KaK OCcTpoe
HEepBHO-MbILLEYHOE PacCTPOMUCTBO

X-cuenneHHbit SBMA KeHHeau: abixaTeibHaad HEAOCTAaTOYHOCTDb,
NapuHrocnasm, amcparma nam acnmpaumMoHHaA NHEBMOHMA BbI3bIBAtOT
noctynneHune 8 OUT



BAC B oTAE/1€HNN MHTEHCMBHOM TEPaANUK

10% Amunotpodunyeckoro bokosoro Cknepo3sa (BAC) moryt nmetb pecnmpaTopHble
CUMNTOMDI

[prem B oTAeNneHne MHTEHCUBHOW TEPAnMmM 4acTo He ABAAETCA YaCTbio Npeanonaraemoro
MyTW, HO 3TO NPOUCXOAMUT AOBOJIbHO YAaCTO U3-3a OCTPOM AeKOMMNEeHcauMun no NnoBoay
MHPEKUMK, BbI3bIBAIOLLLEN PECNNUPATOPHbIA AUCTPECC paHblle, Yem Npe/no/siarasochb

Takne naumeHTbl, BO3MOXHO, He caenanu npeasapuTeibHyrO 4UPEKTUBY

YpoBeHb PYHKLMN B KOHLE N€YEHUS B OTAENEHUN MHTEHCUBHOW TEpPanuUm NoYTU BCErAA
XYK€, Yem Npu NOCTynAeHumn

HewnHBa3nBHaA AO0OMalLHAA BEHTUNALUA NPOANEBAET XKN3Hb U YIYHLLAET Ka4eCTBO XU3HWU,
MHBA3MBHAA BEHTUTAUNA NPOTUBOPEHUNBA, U MEXKAYHAPOAHAA NPAKTUKA BAPbUPYETCA

YacTo ocnoxKHAeTcA T06HO-BUCOYHbIM CUHAPOMOM

HelporeHHaa Kapanommonatna npu BAC Tak»Ke MOKeT Bbi3bIBaTb OAbILLKY U AUCKOMPOPT
B rPyAU NPU OTCYTCTBMU KOPOHAPHOM 06CTpYKLU MM



XpoHUYyeckme mmonatnmm maHndecTupyloLlme B oTaeieHne MHTEHCUMBHOM Tepanum

58-NeTHUIN MyXK4MHa OTNpPaBaaeTcs B cBagebHoe nytewectsne B CKaAMUCTble ropbl

[Moxopa Ha 6onbLIOW BbICOTE PA3BUIICA
OCTPOM AbIXaTe/IbHON HEAOCTAaTOYHOCTbIO
NHTYybuposaH, goctasneH B CaH-PpaHLUMCKO
U AnarHoctmpoBaH ¢ GBS

Nleunncsa IVIg, Ho 6e3 yny4yweHunm
[lepeBeneH Ha annapat UBJI

OH yTpaTu UKPbI N NOABUANUCH KOHTPAKTYpPbI §
nasbua HOrnm Axunneca




OMI 6blna mmonaTnyeckas, a MmbileyHasa buoncusa dbina

NADH-TR

BbIMNOJ/IHEHA
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HacneacTBeHHbIE MMONATUK, Bbl3bIBAOLLME Y B3POCbIX
HAYaN0 PaHHEWN AbIXaTe/IbHOW HEeJOCTaTOYHOCTH

TutnHonatna «HMERF» HacheactBeHHaa mmonatmua C paHHEW AbixaTenbHoM HeagocTaTodHocTbio (TTN: AD
OMIM 603689 Bkntouaet 607359): Tnn 1 (2q24-31 wBeacknt TUTUH R279W myTauma) aomeH FN3 119 sk30Ha
343,; Tun 2 (2921 ¢ppaHLy3CKUI)

HapyweHua HakonneHus rnkoreHa: GSD 2 (anbda-rntokosmnaasa = Pompe) n 3 (Debrancher): yauie Bcero ¢
HENepeHOCUMOCTbO GU3NYECKUX YNPArKHEHNN

MuToxoHgpManbHaa MMonaTmA: 4YacTo C MyN1bTUCUCTEMHbIMU NpU3HaKamu, N30 n nopaxkeHmem LULHC

MwuodunbpunnsapHblie mmonatumn: A4ecMmnH (cepaedHbli), aB-KpuctanamnH (Katapakra), MMOTUAMHONATUA
(BapuaHT mmoTuanHonatum cheponganoHon popmbl Tena [mytauma S39F Foroud 2005 B reHe TTID])

M/, KoHe4yHocTel - KanbnamHonatua (LGMDR1 / D4); CeasaHHbIN ¢ dyKyTMHOM (LGMDR9); COL6 (LGMDDS5 /
Bethlem): yalwie nerkoe nnm no3gHee nopakeHue ApixaTeNbHbIX NyTeN; Apyrme BeayLine ocobeHHOCTH

Oculopharyngodistal MD (AD / AR OMIM 164310)

BapuaHTbl «BPOXKAEHHbIX» MMONATUM: HEManMHoBaA naso4yka OMIM 102610 (mytauun ACTAL, nepemeHHoe
HacnegoBaHue 1942 Asnl115Ser; Gly268Cys; lle136Met, MYPN); TPM3 / SEPN1 ueHTpoHYK/NeapHasa v
KO/IMa4yKoBasi MMONaTuUA; MUOTYbynsipHble muonatum (mytaumm MTM1)
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XpOHUYecKkmne mmonaTtmm, manndectmpytowme 8 OUT

* 43-n1eTHAA »eHLWMHa NOCTYNMAa C AblXaTeNbHOM HegoCTaTOYHOCTbO. EM noTpeboBanach sKcTpeHHasn
MHTYBaLMA U TPAaXeOTOMMA U3-33 CIOXKHOIO AbIXaTe/IbHOro NyTu.

e «MblweyHas auctpodusa» bblna agnarHoctnposaHa 30 neT Has3ad. XMpyprusa NnoapoCcTKOBOrO
CKO/IN03a. dNuaencus, HopmasibHbl UHTENNIEKT, HE3aBUCMMbIM, XOTA MHBAIMAHAs KONSACKA CBA3aHa
TO/IbKO C ANCTaNbHbIMU ABUMKEHUAMU PYK. MONeKyNspHbIA ANarHo3 bbln HEN3BECTEH.

* KomaHp,a MHTEHCUBHOM TEPANNU XOHET NPEKPATUTb IEHEHUE. «3TO MblLEeYyHan ﬂ,MCTpO(I)MFI»

Stud y Time: 1




[eHeTMYecKMe MMonaTMm MOryT UMeTb XapaKTepHble
MY/1IbTUCUCTEMHbIE MPU3HAKMK

* MonekynapHbIN AMarHos - mytauua Laminin2 (Merosin)

* OHa npoBesa 2 MecALa B OTAENEHNUN UHTEHCUBHOM Tepanuu; 6 Heaenb B AblXaTe/IbHOM
nanaTe; Tenepb AEKaHIMPOBAH, B HUB 6 4 HOYbIO M BEPHY/ICA K HOpMaabHOM paboTe. 3To
661010 3 roaa Ha3ag,. Tam He 6bl10 HUKAKOrO NPorpecca

Study Time:13: Study Time:1 Study Date: 16/03
Study Time:13




HepBHO-MbILLEYHbIE pacCTPOMCTBA, NPU KOTOPbIX

coobLlaeTca 0 BHeE3aNHOM cepaeyHO CMepPTH

[Finsterer J, Int J Cardiol 2016]
* MunotoHu4veckaa guctpodma: n = 169

* MnTOXOHApPWaNbHbIE paccTponcTBa: n =59

MEJIAC, MERFF, KSS, npoune: n=11

e ledpeKTbl beTa-okncneHuma: n = 42

e lpyroe (dednunt KapHutuHa, CPT2, CACT, MCAD, MCADD, Barth): n=6

e lammnHonatna: n =31

* lecmnHonaTtmna: n =31

* MbiweyHaa gnctpodusa bekkepa: n =16

* MbiweyHaa guctpodpua AdoweHHa: n =11

e BakyonsipHaa mmonatusa, cBaszaHHaA ¢ Danon X (Lamp2): n =10

 Amutpodunyeckmin bokosomn cknepos: n =10



CepaeyvHble 3aboneBaHnA Npu
XPOHNYECKUX MbILLIEYHbIX PACCTPOMNCTBAX

BoBneyeHme cepaLa MOXKeET ObITb 3aMETHbIM PaHHUM CUMITOMOM 3ab0/1eBaHUA MblLL,

[loTeHUManbHaA NPOAO/IKUTENBHOCTb XXN3HU Y NnaumeHTos ¢ ML yasounnacb ¢ 19 ao 38 ner,
NO3TOMY aKTUBHOE NeyeHmne obecneymBaeT bonee ANUTENbHYIO NOTEHUMANbHYIO NO/b3Y

HekoTopble mnonaTtum (Hanpmumep, MblllevyHas auctpodus bekkepa; mmodpmnbpunnapHole MMonaTun)
06bI4YHO PAa3BUBAIOT KAPANOMMNONATUIO U MOTYT NOTPEbOBaTb TPAHCMNAHTALMK

MaumeHTbl ¢ agncTpodunHonatnen tnna bekkepa cocrtaBnAtoT 50% naumMeHToB C MbilLEYHOWN
anctpoduren, KoTopble NOABEPratoTCA TPAHCNAHTaUMKM cepaua

[MpOrHo3 Npu MbllLIEYHON AUCTPOPUMN, NEePEHECEHHOU TPAHCNNAHTALU MM, aHANOTNYEH NMPOrHO3Y Y
Apyrmx naumeHToB (1 rog BoixkuBaHuA: 89% npotns 91%; 5 net BbixkMBaHMA 83% npotus 78%: Wu RS
et al. J Heart Lung Transplant. 2010; 29: 432- 8)

Apyrne nmerT AUCPUTMUIO U MOTYT CUNbHO HYXKAATbCA B Kapanoctumynatopax nam UK (Hanpumep,
NaMMUHONATUA UM MUOTOHUYECKana auctpodus).

[na Bbibopa NpaBMAbHOIO YCTPOMCTBaA Heobxoanma nogpobHas reHeTnveckaa nHpopmauma (PPM
nns Emery-Dreifuss EMD Type 1; ICD ans EMD type 2/3)



MHTEeHCHMBHAA Tepanua Npu 3anyLeHHbIX XPOHUYECKUX
3aboneBaHUAX MblLLLL,

MHoronpodpuabHaaA NOMOLLb U CBOEBPEMEHHbIE BMELLATENbCTBA YABOUIN OXKMNAAEMYIO
NPOAO/IKUTENbHOCTb *KU3HM NALMEHTOB C Mbille4yHOW anctpoduen AowerHHa (MAJ): noTeHUManbHas
nonb3a 4s14 nauymeHtos ¢ M/ oT nedyeHUA B KPUTUYECKMX CUTYaLLMAX CerogHA OTHOCUTEIbHO Bbllle

MNauneHTbl MOTYT NPUHNUMATb 0b0oCHOBaHHbIe peweHna OTHOCUTE/NIbHO CBOUX I'Ipe,EI,I'IOL-ITEHMﬁ B OTHOWEHUN
neyeHnA, B TOM HUCNE Npeae/ibHbIX ypOBHel;’I yXoA4a, eC/im OHU CBOEBPEMEHHO O6CV,£I,I/U'II/I

OTnydeHune ot annapata UBJ1 npoaneBaeTca, HO CyLLEeCTBYeT BbICOKAA BEPOATHOCTb TOrO, YTO NALMEHTbI
byayT ocBoboOXAeHbl OT annapaTa VIBJ/1, n aaxe ata TpaxeoToMmna MOXKeET ObiTb OTMEHEHA

[MauneHTbl He OCTatoTCA «3acTpAaswWMMMnU» B oTAENEHUN WHTEHCUBHOW Tepannn, U UM HEKyAda UATH,
MOCKOJIbKY AO0OMaLWHAA BEHTUNAUNA CTaA/1a ,D,OCTVI'IHOIZ

MeasneHHaa TPAaeKTopMA 03HAYAET, YTO B KOHLLE OTbEMA MOMKET ObITb AOCTUIHYT YPOBEHb GYHKLU MK, BANKNIA
K 6a30BOMY YPOBHIO A0 OTAENEHUSA UHTEHCUBHOW TEPanuu.

PaHHAA rpaMoTHaA peabunmtauma Heobxoamma



BbiBOAbI

CneumnanmncTbl NO HEPBHO-MblLLEYHbIM 3ab0neBaHMAM A0/TKHbI
npenocTaBuTb pekomeHaaumm ana OUT

X poab BKAOYAET B ceba onTMMMU3aLMIO yXxoaa U MOHUTOPUHIA A0
oTAeNeHUss UHTEHCUBHOW Tepanum, MOHMMaHNE PecnmMpaToOpPHbIX U
cepae4HbIX OC/IOXKHEHUIN U BbIABIEHNE PUCKOB ANA NaUMeHTa B
oTAeNeHUU MHTEHCMBHOM Tepanmnm U Nocje yxoaa

OHM O0NXKHbI HAaNPaBNATb AUArHOCTUYECKME npoLleaypbl C MUHUMabHOWM
3a[1ePXKKOM N KaK MOXHO MeHblle MHBa3UBHbIX NpoLeayp, YTobbl HayaTb
cneundunyeckoe neyeHmne n NUHGOPMMPOBATbL O MPOrHO3UPOBAHUM.

KOMaH,EI,a MWHTEHCUBHOM Tepannn AO0/1KHA NOHNMATb TERYLLYHO
NPOoAONKUTENIBHOCTb KU3HU U NOTEHUWNA/T KaHECTBA KU3HA

TaKxe H€O6XO,£I,VIN\O BbICTYMNAaTb B Ka4ecTBe a4 BOKaTa NMNauMeHTOB
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