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HAYYHO-MPAKTUYECKUIA
EXXEKBAPTAJIbHbIV
PELIEH3UPYEMbIV
XKYPHAN

Neuromuscular Diseases

NpoKcumanbHaa cnuHanbHas .
Mblleyxas ampodus 5q , Loaat
(KNUHUYECKUe peKoMeHaauuu) i

fipumenenue 3K3o0MHOro
CeKBEeHUpoBaHua anfa AUarHocmukru
HacneacmMBeHHbIX MOMOPHO-
CEHCOPHbIX Heliponamuii

KnunuKo-renemuyeckue

XapaKkmepucmuKu CUHapoma
bow-byncmpa-llaada,
00ycnoBneHHOro BHOBD E
Mymayusmu B re 4




YTO HEOBXOOMMO NPEOMNPUHATDL NMPU NMNOOO3PEHUNU
HA MMOOUCTPO®UIO OOLLEHHA (MOA)

MOMHUTE O NMPU3HAKAX'

DOOQD

HABNIOOEHUE [Mpr3Haky MblLLEYHO He xopuT go 3apepxka YBenuuyeHune aktuBHoCcT  [onoXUTENbHBIN
cnaboctu LOCTUXKEHNS Pa3BUTMS PeYm TpaHcamuHa3s 6e3 cumnTom [oBepca
18 mecsueB BUAMMbIX NMPUYMH

ONMPEOENEHWE AKTUBHOCTU KPEATUHKUHA3bI (KK)2*

MosbiweHue akmueHocmu KK ceudemenibcmeyem o nopaxeHuu MbIWwy, N03MoMy aHanu3
pexomeHAosaH 8 o6cmaHoeKe nepeuyHoOl MeduUUHCKOU noMouju®®

[Npu ymepeHHom nosbieHuu akmusHocmu KK (8 1-2 pasa
8bILLIE HOPMb 1) - MOHUMOPUHE COCMOSHUS NayueHma®

3HayumerbHoe noebiweHue akmusHocmu KK 2ogopum

0 Heobxodumocmu be3omitazamesibHo20 HanpaereHus
K Hegporoay

TECT

HAMNPABUTb K HEBPOJOTI'Y '

[ns noOmeepxdeHusi duazHo3a npos8odsim:

1. KIMHNYECKOE OBC/IELJOBAHME' 2. TEHETUECKWNA AHATINS!+T 3. BYOrICHS MbILLEYHON TKAHM!

Brrnroyaem Hellpomb iweyHoe

[No3sonsiem onpedenums Hanu4ue/
omcymemaue besnka ducmpoguHa’*

MLPA nosgornsiem obHapyxums
KpynHble Mymayuu 2eHa,
Kodupyrowe20 AUCMpOghHuH

[Npu cexeeHUpoBaHuUU 2eHa
OucmpoghuHa MOXHO 0bHapyKuMb
MerTKue/moYeyHbIe HyKITeomudHble
Mymayuu

obcnedosaHue U oberedosaHue
cKerema

*Takke He0bX0AMM reHeTUYECKNI aHanu3
Ha BbIsiBNIEHWe MyTauuii B rede DMD

HAMNPABJIEHUE

MLPA, MynbTunnekcHas nurasHo-3asucumas
amnnucmkayms JHK-30H008

PAHHWUN OUATHO3 O3HAYAET:

[eHeTnyeckoe
KOHCYNbTMPOBaHWe Npu
MNaHMPOBAHWM CEMbI2

BknioyeHe B ccnenoBaTenbckme
PeecTpbl U KNMHUYECKIE
uccneoBaHus?

JleueHve Byaet Ha3HayYeHo Kak
MOXHO paHblue, YTo ynyyLiaeT
NpOrHO3 1 MOXeT 3aMeanuTh
nporpeccupoBaHie 3abonesanus '’

yxon

MonyunTb BCto MHGopmaLmio o BecnnatHom gnarHoctuke MOL,

a Takke Nony4nTb GnaHkin MHHOPMUPOBAHHOTO cornacus

11 HanpaBneHust Ans aHanuaa Bbl MOXeETE,

No3BOHMB Mo Homepy BecnnaTtHoi Mopsyeit nuumm 8 (800) 100-17-60.
["'opsivast JIMHUS npeHasHayeHa UCKIYUTENBbHO

Anst MeAULMHCKUX paBOTHMKOB.

MUNOONCTPOPUIO OOWEHHA
He ynycTum Hn gHS

Peknama
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H3panue PeruonanbHoii oowecmseHHol opranu3ayuu «OBLECTBO CNELWANUCTOB N0 HEPBHO-MbILWEYHbLIM BOJNIE3HAM~»

HBIX XYpHaJIoB, B KOTOPLIX Hy6JII/IKy}OTCH OCHOBHbLIC HAYUHBLIC PE3YJILTAThI III/ICCCDTHL[I/IM Ha CO-

Kypnan «HepBHO-MbIIIeYHBIe 00JIE3HU» BKJIIOUYEH B MEepeueHb BEAYLIUX peLIeH3MPYyEMbIX Hayu- B v ;
VCKaHUe YIeHOI CTeTIeHU JJOKTOpa U KaHIuIaTa HaykK.

PETMOHANBHAA OBLWECTBEHHAA
. . e i
Kypnan BxitoueH B HayuHyto aiekTpoHHYI0 0M0anoTeky U Poccuiickuii MHAEKC HAydyHOTO LU- OsWECTBO CRERMARMCTOB
10 HEPBHO-MBILEHi M SONESHAN
tupoBanus (PUHLI), umeer nmmnaxr-gakTop, 3aperucTpupoBaH B 0aze JaHHBIX Scopus, CTaTbu

WHIEKCUPYIOTCS € TTOMOILIbIo I poBoro uaeHtudukatopa DOI.

www.neuromuscular.ru

DReKTpOHHAsT Bepcusl KypHaia TMpeACTaBlIeHa B BEMyIIUX POCCUMCKMX M MHUPOBBIX 3JIEKTPOHHBIX
oubmotekax, B Tom unciie EBSCO u DOAJ.

HepBHO-MbIWeYHbIE

bOJIE3HA

EXXERBAPTAJIbHbBIN
HAYYHO-NPAKTHYECKHA
PEU,EH3MPVEMI>II'1 HYPHAN www.nmb.elpub.ru

InasHas 3a0a4a xypHana «HepsHo-mbilieYHbIe 60e3HUY — NYOIUKAUUSA cOBpeMeHHOU uHopmayuu
0 HAYYHbIX KIUHUYECKUX UCCe008aHUSX, HOBbIX Memodax OudzHOCMUKU U fleyeHus 6osnesHeli
HepsHoU cucmemsl.

Uenb u30anus - uHgopmuposams o QoCMUXeHUsX 8 061aCMU NAMOA02UU NepupepuyecKux Hepsos
U MbllY, CGHOPMUPOBAMb NOHUMAHUE HE0OX00UMOCMU KOMNJICKCHO20 MEXOUCUUNIUHAPHO20
nooxoda u 06bveOUHeHUS CNeyuanucmos pasHbix obaacmel MeOUUUHCKOU HayKu: Kapouoso20s,
ny/IbMOHO/I0208, 3HOOKPUHOI0208, 2ACMPOIHMEPON0208, 2eHEMUKOB, UMMYHOI0208, MOPEOI0208,
peabuumonozo8, cneyuaaucmos 8 obsacmu Helipogusuosozuu u Heliposusyanu3ayuu U Bcex
UHMepecyUUXCs HepBHO-MblweYHOU namosozued.
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HepBHo-Mblweynbie BONTE3HU
Pedakuyuonnas konneeus

ITIABHBIN PEJAKTOP
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Heaponoeuu» (Mockea, Poccus)

OTBETCTBEHHLIN CEKPETAPH

Bopuckuna Jlunua MuxaiinoBna, Hegpoaoe (Mockea, Poccus)

HAYYHBII PEJAKTOP
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Kamunkun Anekcanap JleonmnoBud, x.m.H., kapouosoe, pykogooumens Llenmpa meduyunvt cna @IBY
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Jlamun Cepreii BraaumMupoBuy, k. m.H., ariepeonoe-ummyHonoe, 3aeedyrouuii aabopamopuei duaeHocmu-
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HepBHo-Mblweunbie O JIE3HH
Pedarxyuonnas konneeus
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cKuil eocyoapcmeenHuili meduuurckui yrusepcumem um. axao. U.I1. Ilasroéa» Mumuzdpasa Poccuu
(Canxm-Ilemepbype, Poccus)
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(Mockea, Poccus)

HoBukos Muxauna Jleonunosmy, mpasmamonoe, IAY3 Hpocrasckoii obracmu «Kiunuueckas 6orvHuya
ckopoii meduyunckoli nomowsu um. H.B. Conosvesa» (Slpocaaéns, Poccus)

Panencka-Jlonosok Credka [ocnonunoBna, d.m.4H., npogeccop, peemamonoe, pykoeooumensb 1a60pamo-
puu mopghoeenesa peemamuueckux 3abonesanuii PIBHY «Hayuno-uccredosamenvckuii uncmumym peg-
mamonoeuu um. B.A. Haconosoii» (Mockea, Poccus)
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cnumane Jnoa, 3amecmumens oupekmopa Llenmpa obpawienuit 604bHbIX C HEPEHO-MbIUICHHOL Namoo2uell
DHoa (DHoa, Ppanyus)
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Y NAUHUEHTOB s
CO CMA C HAYATTIOM

B MNNAQEHYECKOM
U BOJIEE NO3AHEM
BO3PACTE NPUMEHEH
CNMUHPASDI
OBECIEYUBAET
3SHAYUMOE U CTONKOE
VYNYYWEHUE OABUTATESIE
PYHKUUA

Codbus
so3pacm 2,5 roga

il
CMA c manudecTaumeil B MnageH4yeckom sospacrte (tun )
npwu neveHum npenapatom CMNHPA3A

PACKPOWMTE UX BHYTPEHHUW NOTEHUUAN CO CNUHPA3ON

KPATKASl UHOOPMALIUA NO MEAULUHCKOMY NPUMEHEHUIO CMIUHPA3A.

Peructp i p: J/1M-005730. Toprosoe HaumeHoBaHMe: CnMHpasa. MHH: HycuHepceH.
ﬂexapc-rseuuaﬂ dopma: pacrsop [ONs MHTpaTekanbHoro seefeHus. Map TUYecKas
rpynna: [poyve npenapatel 415 fedeHust 3a601eBaHN KOCTHO-MBbILLIEYHOM cncTemsi. Moxasanus
K npumeHenmio: [Npenapat CnuHpasa nokasaH A5 JIEYEHWUS CMIMHANBHOM MbILLEYHON aTpodum
(CMA). NpoTueBonokasaHuus: MnepuyBCTBATENBHOCTE K AENCTBYIOLLEMY UK NI0BOMY U3 BCOMO-
ratenbHbix Beuwiects. Mepbl np TOp ™M npu np Mpoueaypa nombanbHOMN
NyHKLMN CONPOBOX/IAETCH PUCKOM BO3HUKHOBEHUS HeXenaTeslbHbIX PeakLuii, Takux Kak, rosoBHas
6onb, 6ok B cnnHe, peoTta. MoryT BbiTh MCNOL30BaHbI BU3YanM3aLMOHHbIE TEXHUKW A1 obnerye-
HUA MHTpaTekasbHOro BBeAeHus npenapata CnuHpasa nauveHTam co ckonuosom. Mpu Hanuumm
KAVHUYECKNX MOKa3aHWi, PEKOMEHOOBAHO BbIMOJHSTL 1abOPaTOpHbIE TECTbl A/if OnpeaeneHus
Konu4yecTsa TPOMBOLMTOB U MoKasaTesniell CBEPTHIBAEMOCTU KPOBYW Nepes BBEAEHWEM npenapata
Crunpasa. MNpy HanUuUM KAIMHUYECKNX NMOKa3aHUi, PEKOMEH,0BAHO BbIMOJHATE KONMMYECTBEHHOe
onpepeneHve 6enka B Moye (MPeAnoyTUTENBHO B NEPBO yTpeHHel nopuun moun). MNpenmyliectsa
1 PUCKN NIeYEHUS HYCUHEPCEHOM MaLMEHTOB C BEHTPYVKYIONEPUTOHEabHBIM LYHTOM B HacTosLiee
Bpemsi HenssecTHbl. CNoco6 npumMeHeHus n po3sl: MNpenapat CnuHpasa NpeAHasHaueH Ans UHTPa-
TekanbHOro BeefieHuns. PekomernposaHHas gosa coctasnset 12 mr (5 mn). Cnegyet HaunHaTb Tepa-
nuio npenapatom CnuHpasa kak MOXHO paHblle Moc/e NOCTaHOBKM AuarHosa. Pexxim BBefeHus:
B nepsbiIvt AeHb nederus (Oexb 0), B aeHb 14, 28, 63. [lanee nosy cnepyet BBoguTs 1 pas 8 4 mecsua.
B cnyuae 3agepxku nnu nponycka BBefeHWs Ao3bl npenapaT CnvHpasa ciefyeT BBECTU Kak MOXHO
paHee, Mpy 3TOM WHTEpPBan MexAy 403aMU AOMKeH BbiTb He MeHee 14 aHen; panee cnepyet npo-
[OMKWTb BBEAEHUS C Ha3HauYeHHOM 4acToTon. VIHCTPYKLMM NO NPUTOTOBIEHMIO U BBEAEHMIO [03bI:
1. Heobx0anMo BU3yasibHO OLEHWTL COCTOSIHME PAcTBOPa A0 NCNONb30BaHus. Mcnonb3osatb MOXHO
TONBbKO MPO3payHble U BeclBeTHble PacTBOPbLI, HE copepKaliye HUKakux vactul,. Vcnons3osate
BHelHue GunbTpbl He Tpebyetcs. 2. MpurotosneHue u sBeaeHvie npenapata CnvHpasa AOMKHbI
OCYLLECTBAIATLCS B acenTuieckux ycnosusx. 3. Mepep sBefeHnem GprakoH creayet [4OCTaTb 13 XON0-
[WbHWKE U COrpeTh [0 KOMHATHOW Temnepatypbl, He npuberas K BHELIHUM WCTOYHUKAM Temna.
4. Ecnu dnakoH He Bbll OTKPLIT U PAcTBOP HE WCMONb30Bascs, $pnakoH MOXeT BbiTb BO3BPaLLEH
B XONOAWbHUK. [10C/IE U3BAEUEHNS 3 XONOAWUIbHIKE U KAPTOHHOM Nauku GAakoH MOXET XPaHUTbCS

CMAHPA3A Y
(HycuHepceR) somemreames |

npwv Temnepatype He Bbiwe 25 °C B TeyeHue He bonee 30 u. 5. HenocpeacTBeHHO nepep BBefeHNEM,
LeHTP NpobKu $nakoHa NPOTLIKAKT WO LWNPULE 1 U3B/eKaloT Tpebyembiil 06bem pacTeopa. Pac-
TBOP He cieAyeT pa3BoauTe. B cnydae, ecaim pacTBOp He MCMONb30BasCs B TedeHne 6 4 nocne ero
Habopa B WNpWL, PacTBOP CedyeT yTuausnposate. 6. [1ns sBegeHns npenapata CnuHpasa MoxeT
notpeboBaTbCs ceflauus, eCin 3TO MOKAa3aHO Ha OCHOBAHUM KIIMHUYECKOrO COCTOSHUS MauueHTa.
7. MoxHO paccMOTpeTb BOMPOC O MPUMEHEHUM YbTPa3ByKOBOrO (MM MHOMO BU3yasM3aLnoHHOO)
KOHTPONS MPW UHTPaTeKanbHOM BBeAeHWUW npenaparta CnuHpasa, B 0COBeHHOCTU B Bonee paHHKX
BO3PACTHbIX FPynnax 1 y naumeHToB co ckonuosom. 8. MNepen BBegeHvem npenapata CnuHpasa
pekomeHayetcs nssnedb 06bém LICXK, skBuBaneHTHoIN BBOAYMOMY 06bEMY Npenapata CnvHpasa.
9. MNpenapat CnrHpasa BBOAUTCH UHTPATEKASIBHO BOMIIOCHO Ha MPOTSKEHUN 1-3 MUHYT C MOMOLLbIO
Wbl AN CMHANBHOM aHecTesun. He JonyckaeTcs NPOBOANUTL MHBEKLMIO B TEX yyacTKax KOXW, rae
MIMEIOTCs MPU3HAKKN UHPEKLMOHHOTO v BocnanutensHoro npotecca. 10. Jlioboe HencnonssosaH-
Hoe coflepxumoe bnakoHa cnegyet ytunusuposate. MoGouHoe pencTeme. HexenatenbHble peak-
LMK, CBA3aHHble C IIoOMBanbHON MyHKLMeN, 3aperncTpupoBaHHeie B nccnegosannn CS4 (nospHss
maHudectauns CMA), HabnofasLInecs ¢ 4acToOTOM Kak MUHUMYM Ha 5% Bbilue y NauueHToB, Nosy-
yaBwux npenapat CnuHpasa, No CPaBHEHMIO C NaLUEHTaMy 13 KOHTPOJBLHOW FPyNMbl, MOMyYaBLIMMM
nnauebo: ronosHas 6onb, peoTa, 6onb B cnuHe. B noctpernctpaynoHHom neproae Habnoganmcs
cepbesHble UHPEKUUM, Hanprmep, MeHUHMUT. Vimenuce cooblieHus o crydvasx ruapouedaniu.
YacToTa BO3HUKHOBEHUSI MOAOGHBIX peakumit HevnssecTHa. YcnoBusa XpaHenus: [pu temnepatype
2-8 °C B opuruHanbHo ynakoske (piakoH B nayke) Ans 3aluTel oT ceeta. He 3amopaxwusats. Jony-
CKaeTCs XpaHeHUe B OpUrHanbHomn ynakoske (GnakoH B nayke) npv temnepatype He Boiwe 30 °C
B TeyeHve He Gonee 14 greit. B cnyyae Hencnonb3oBaHus 8 TedeHne 3Tux 14 aHel NoBTOpHOE Xpa-
HeHue npu Temnepatype 2-8 °C He gonyckaeTcs. XpaHWTb B HEAOCTYyNHOM Ans Aetent mecte. Cpok
rogHocTu: 3 roga. Yenosus ornycka: OtnyckaioT no peuenty. [llep)xatens (snageneu) perucrpa-
UMOHHOro ypoctoBepeHus: buoren Angek Jlumuten, BenvkobputaHus. OpraHusaums, ynon-
Tenem (| ) PY ng Tb Hexe-
na X pcT M npeaocTaBnsATh norpeﬁwrenﬂm AOMNONIHUTENIbHbIE
AaHHble o npenaparte: OO0 «,£l>t<0Hc0H&,£l,>KOHc0H» Poccus, 121614, r. Mockea, yn. Kpbinatckas,
A. 17 kopn. 2. Ten.: +7 (495) 755-83-57, dakc: +7 (495) 755-83-58

K o pek

JlIeKapCTBeHHOro npenapaTa.

¥ MeauumHckux paboTHIKOB MPOoCAT cooblaTh O obbiX NOJ03PEBAEMbIX HEXENATENbHbIX PEAKLMAX Ha 1eKaPCTBEHHbIN
npenapat 4Yepes HauMOHaNbHYlO CUCTEMY OTYETHOCTU. YToBbl coobunTs 0 npobnemax GesonacHocTw, obpatutech
8 OO0 «[IOHCOH &[IOHCOH» Wnn obpatnTech K AENCTBYIOWEN WHCTPYKUUKM MO MEAWULUHCKOMY MPUMEHEHMIO

(DOTOI'padJMM npuveefeHbl NCKTIOYNTESIbHO B Ka4ecTBe I/U'IJ'IIOCTpaLLVIVI ” OTpa>atoT pe3ysibTaTbl,
AOCTUTHYTbIE Yy KOHKPETHbIX MauneHTOB. V'H/J,VIBM,D,yaJ'IbeIe pe3ynbraTtbl MOTYT OT/IN4ATbCA.

WHcTpykumio no npumeHenuio npenapata CIMIMHPA3A Bbi MoxeTe nonyuunTb y NnpeAcTaBuTeNsi KOMMNaHum
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[Tpw HanpaBneHu CTaTbi B peAAKLMIO XypHaNa «HepBHO-MbiLLeYHble 6one3HI»
aBTOPaM HeoOX0AMMO PYKOBOACTBOBATLCA CNleAYIOLMMM NPaBUNAMU.
1. 06wue npaBuna
(ratba B 06A3aTeNbHOM MOPAZKE AOMKHA CONPOBOXAATLCA 0dULMANBHBIM pa3-
peLueHrem Ha MybaMKaLyio, 3aBepeHHbIM NEYaTbIo yUpex/eHus, B KOTopom pabotaet
nepBblii B cucke aBTop. Mpu NepBUYHOM HanpaBAeHUM PYKOMUCY B PeAaKLIMIO B KoMK
3NEeKTPOHHOrO NMCbMa JOMKHDI ObITb YKa3aHbl BCe aBTOPbI aHHOIA CTaTby. 06paTHyto
(BA3b C pejakumeli ByneT nodfepxvBaTh OTBETCTBEHHbIIl aBTOp, 0003HaueHHbIil
B CTaTbe (CM. NYHKT 2).
[lpenctaBnenve B pegakumio paHee ony6MKOBaHHbIX CTaTeil He JOMyCKaeTcA.
2. 0¢opmneHne faHHbIX 0 CTaTbe N aBTOPaX
lepBas cTpaHuULa JONKHA CofepaTh:
— Ha3BaHUe (TaTbl,
— MHULManbl 1 GamMuUIMN BCeX aBTOPOB,
— yueHble CTeneHu, 3BaHKA, JOMKHOCTM, MeCTO PaboTbl Kaxoro U3 aBTOPOB,
a T1akxe ux ORCID (npu Hanuuum),
— NMONHOE Ha3BaHMe yupexaeHua (yupexkaeHuit), B KOTopom (KOTopbIX) Bbl-
nonHeHa pabota,
— afpec yupexaeHna (yupexaeHuit) c ykasaHuem MHAeKca.
MocnegHAs cTpaHMLa JOMKHa COfepXarTh:
+ (BeeHuA 06 aBTope, OTBETCTBEHHOM 3a (BA3b C pefaKLmeil:
— damunua, MMa, 0TYECTBO NOSHOCTbIO,
— 3aH1MaeMan AOMKHOCTD,
— yueHas cTeneHb, yueHoe 3BaHue,
—NepcoHanbHblit MexayHapoaHblii uaextudukatop ORCID (nogpobHee:
http://orcid.org/),
— nepcoHanbHblit aexTudukatop B PUHL (noppobhee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTAKTHbIi TenedoH,
— pabouuil appec ¢ ykasaHuem UHAeKe,
— afpec 3NeKTPOHHON NouTbl.
« (KaH noznuceil BCex aBTOPOB CTaTby.
3. 0dopmneHme TeKcTa
Cratbyu npuHMmaiotca B popmartax dog, docx, rtf.
Lpu¢t — Times New Roman, Kernb 14, MeXcTpouHblii uHTepean 1,5. Bce cTpatu-
Libl AOMKHbI ObITb NPOHYMePOBaHbI. TeKCT CTaTbIn HAYMHAETCA CO BTOPOI CTPAHNLbI.
4, 06bem ctateit (63 yueTa UNNICTPALMIA U CNCKA NUTEPATYpbI)
OpuruHanbHas cratbs — He 6onee 12 cTpanuy (66nbLumil 06bem Jonyckaetca
B UHANBUAYANbHOM NMOPAAKE, N0 PELUEHNIO peAaKLK).
OnucaHue KNMHNYECKNX CNyyaeB — He bonee 8 cTpaHuLL.
0630p nutepatypbl — He bonee 20 cTpaHuL.
Kpatkue coo6Lienna u nucbma B pefaKumio — 3 CTpaHuLbl.
5. Pesiome
Ko Bcem BUam CTateil Ha 0TAENbHON CTPaHMLE JOMKHO ObITb NPUNOKEHO pe3io-
Me Ha PYCCKOM M @HTNIACKOM (MO BO3MOXHOCTI) A3blKaX. Pe3tome JoMKHO KpaTko no-
BTOPATb CTPYKTYPY CTaTbM, HE3aBUCUMO OT ee TeMaTuKu.
06bem pesiome — He 6onee 2500 3HaKoB, BKtouas npobenbl. Petome He JOMKHO
COAePXaTb CCIKN HA MCTOYHMKIN IUTePATYpbl 1 MAMKOCTPATUBHII MaTepuan.
Ha 370/ Xe cTpaHuLie NOMELLAoTCA KNIoYEBbIE C0BA HA PYCCKOM 11 aHTNIACKOM
(no BO3MOXHOCTM) A3bIKax B KonnyecTge oT 3 70 10.
6. CTpyKTypa cTateil
OpuruHanbHas cTaTba JOMKHA COfepKaTh CleaytoLme pasgenbi:
— BBefjeHue,
—Lienb,
— MaTepuansbl 1 MeTozbl,
— pe3ynbratbl,
— 00cyxnaeHue,
—3aKntoueHue (BbIBOAbI),
— BKNaZ BCex aBTopoB B paboty,
— KOHOANKT MHTEpeCcoB ANA BCeX aBTOPOB (B Clyyae ero oTCyTCTBUA HeobXo-
ANMO YKa3aTb: «ABTOPbI 3aABAAIOT 06 OTCYTCTBIM KOHPANKTA UHTEPECOBY),
— MH$OPMUPOBAHHOE COrNacue NaLMeHToB (ANA CTaTeil C aBTOPCKUMM MCCTe-
JA0BAHMAMY 1 ONUCAHUAMU KNMHYECKNX CTTyYaeB),

—Np¥ HaMYUM GUHAHCMPOBAHNA UCCNESOBAHUA — YKA3aTb ero UCTOYHMK
(rpaHTnT. A1),
— 6naropapHocTy (pasgaen He ABNAETCA 06A3aTeNbHbIM).

7. UnniocTpaTMBHbIN MaTepuan

VinniocTpaTuBHbIA MaTepuan AoMmKeH ObiTb NpeAcTaBeH B BUAe OTAeNbHbIX aii-
0B 11 He GurypupoBarb B TeKcTe CTaTbyt. [laHHble Tabau He AOMKHbI NOBTOPATL AdH-
Hble PUCYHKOB 1 TeKCTa 1 Ha060poT.

Oororpadum npeacrasnaiorca B dopmarax TIFF, JPG, CMYK ¢ paspewweHuem
He MeHee 300 dpi (Touek Ha Atoiim).

PucyHku, rpadmku, cxembl, AMarpammbl JOMKHbI ObiTb pefakTUpyembiMu,
BbinonHeHbIMu cpeactBamu Microsoft Office Excel unm Office Word.

Bce pucyHKn LomkHbl 6biITb NPOHYMEPOBaHbI U CHabXeHbl NOAPUCYHOUHBIMM
nognucamu. OparmeHTbl pUCyHKa 0603HaYaIOTCA CTPOYHBIMU BYKBaMMU pyccKoro anda-
BUTa — «a», «6» 1 T. . Bce cokpatenua, 0603HaueHua B BuAe KpuBbIX, Oyks, Ludp
WT. fi., NCNONb30BAHHDIE HA PUCYHKE, BOMKHbI ObITb paciundpoBaHbl B NOAPUCYHOUHOI
nognucy. MoAnucu K pucyHKam JaTCA Ha OTALAbHOM JINCTe NOCE TeKCTa CTaTbyt B 0f-
HOM C Heil daitne.

Ta6nunubl JoMKHbI ObITb HArNARHBIMK, UMETb Ha3BaHMe W NOPALKOBBII HOMep.
3aronoBKky rpad OMKHbI COOTBETCTBOBATD WX COZEPaHMK. Bce CoKpalLeHuna paclumng-
POBbIBAKTCA B NpUMeYaHy K Tabnuue.

8. EAVHMLbI N3MepeHna 1 COKpaLLieHna

Enunuupl n3mepenua fatotca B MexayHapogHoii cucteme ey (CU).

CoKpaLLeHna CnoB He Jonyckalotca, kpome obLienpuHATbIX. Bce ab6peBuatypbl
B TEKCTe CTaTby JOMKHbI ObITb MONHOCTbIO paciundpoBaHbl MpU NEPBOM YNOMUHAHMN
(Hanpumep, HepBHO-MblLeyHble Honestn (HMB)).

9. CnncoK nuTepatypbl

Ha cnepytoweii nocne TekcTa CTpaHuLe CTaTbi JOMKEH pacnonaratbea Cnucok
LMTUpYeMOil IuTepaTypbl.

Bce UCTOUHMKM BOMKHDBI 6bITb NPOHYMEPOBaHbI, HyMepaLua 0CyLecTBAAETCA
CTPOro Mo NOPAAKY LMTMPOBAHUA B TEKCTe CTaTbu, He B andaBuTHoM nopsake. Bee
CCBUTKN HA MCTOYHUMKI NUTepaTYpbl B TeKCTe CTaTbi 0603HaYaloTCA apabckumm und-
pamu B KBajpaTHbIX ckobkax HauuHas ¢ 1 (Hanpumep, [5]). Konnyectso untmpye-
MbIX paboT: B OpUTrMHaNbHbIX CTaTbAX — He bonee 20-25, B 0630pax nuTepaTypbl —
He 6onee 60.

(CCbInKkN JOMKHBI [ABATbCA HA MEPBOMCTOUHNKN, LUTUPOBAHUE OLHOTO aBTOPa
10 paboTe Apyroro HegoNYCTUMO.

BKntoueHne B Cnucok nuTepaTypbl T€31UCOB BOIMOMHO UCKNKUMTENBHO NPH CCbi-
Ke Ha MHOCTPaHHble (AHTNOA3bIYHbIE) UCTOYHMKIA.

CcbInKu Ha AnccepTaLuy 1 aBTopedeparbl, Heony6nUKoBaHHble paboTbl, a Tak-
e Ha [laHHble, MONYYeHHble 13 HeOGULMANbHBIX MHTEPHET-UCTOYHUKOB, He Aony-
cKaroTca.

[ina Kaxporo NCTOUHMKA HeobX0AMMO YKa3aTb: GaMunuM 1 MHULMANbI ABTOPOB
(ecnu aBTOpoB Gonee 4, yka3biBaloTcA nepBble 3 aBTOpa, 3aTeM (TaBUTCA < Jp.» B PyC-
koM unu et al.” B aHrnMiicKom B TekcTe). ABTOPbI IUTUPYEMbIX UCTOUHKOB JOMKHDI
ObITb yKa3aHbl B TOM e NOPALKE, UTO U B NEPBOUCTOUHMKE.

[Tpu ccbinKe Ha €TaTby U3 XYPHANOB NOCNe aBTOPOB YKa3blBAKT Ha3BaHMe (Ta-
Tby, Ha3BaHUe XypHana, rog, ToM, Homep Bbinycka, crpaquubl, PMID u DOI ctatbu (npu
Hanuuuu). Npu ccoinke Ha MOHOTpaduK YKa3biBAKT Takxe NONHOE Ha3BaHUe KHUMY,
MECTO U3/aHNA, Ha3BaHWe U3[ATENbCTBA, FOA U3LAHMA, YNCIO CTPaHUL,

(1aTby, He COOTBETCTBYIOLME AAHHDIM TPE6OBaHUAM, K PaCCMOTPEHMUIO
He NPUHUMAIOTCA.

061Me nonoxeHna:

« PacavoTpeHue cTatbin Ha NpeameT NybANKaLMK 3aHUMAeT He MeHee 8 Hepenb.

« Bce nocTynatowuue cTaTby peLieH3MpytoTeA. PeLieH3ua ABNAETCA aHOHUMHOIA.

« Pepakuua octaBnAet 3a coboil NpaBo Ha pefakTUPOBaHHe CTaTel, NpefCTaB-
NeHHbIX K My6aukaumm.

« Pefakuma He npepocTaBnAeT aBTOpCKMe SK3eMANApbl XypHana. Homep
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fipumeHeHue 3K30MHOr0 CeKBeHUpoBaHua Anga AuarHocmuxu
HacneAcmMBeHHbIX MOMOPHO-CEHCOPHDLIX Hellponamuu

O.A. Illarnna, O.I1. PeikkoBa, A.JI. Yyxposa, T.b. Muiosunosa, I1. I'yanoposa, O.J1. MupoHoBHY,
A.A. OpaoBa, M./I. OpsioBa, A.B. IToaskos

DIBHY «Meduxo-eenemuueckuii Hayunuiii yeump um. axkademura H. 1. boukosa»; Poccus, 115522 Mockea, ya. Mockeopeuve, 1

Konmarxmui: Onvea Anamonvegra llaeuna schagina@dnalab.ru

Beedenue. Hacaedcmeertbie MOMOPHO-CEHCOPHble Hellponamuu — 00WUPHAs eeHeMU4ecKU-2emepo2eHHas epynna HacaedcmeeHHblx 6o-
Ae3Hell, npu KOmopulX KAUHUYecKull heHomun 00ycao8aeH mem Uau UHbIM nopasiceHuem nepugeputeckux Hepeos.

Lleab uccaedosanus — oyeHums pazmax ceHemu4eckoll eemepoeeHHOCMU HacAe0CMBeHHbIX MOMOPHO-CEHCOPHBIX Heliponamuil y poccuiicKux
00AbHBIX U OUACHOCMUYECKYI0 I(PPeKMUBHOCMb UCNOAB308AHUS NONHOIKIOMHBIX MEMOO08 UCCAe008aHUsl 0451 NOUCKA 2eHeMmUYecKoll npu-
YUHbI HACAEOCIBEHHBIX MOMOPHO-CEHCOPHBIX Heliponamui.

Mamepuaaot u memoovt. Mamepuanom 045 uccaedoganus nocayxcuau oopasuvt JTHK 51 601vH020 U unenoé ux cemeil, obpamusuuxcs
3Q IK30MHBIM ceKgeHuposanuem ¢ rabopamopuio IHK-duaenocmuxu @I'bHY « Meduko-eenemuueckuii HayuHolil UeHMpP UM. AKaA0eMUuKa
H.I1. boukosa» 6 2017—2019 ee. Memodsi: noanosk3omuoe cekgeHupogatue, cekgerupoganue no Cereepy, memoo aHaiusa noaumophu3z-
Ma OAuUH amMAAUDUKAYUOHHBIX (hpacMeHmos.

Pesyasmamot. Hcnonv3ys 5K30MHOe ceK8eHUPOBaHUe 8 COMeMAHUU ¢ AHANU3OM ceepeayuil NamoeeHHbIX 6APUAHMO08, Y0a10Ch YCIMAHOBUMb
npuuuHy ooneznu 6 cemvsaxy 41 % nayuenmos. Ewey 16 % evisignenvt kanoudamuoie eeHemu4ecKue 6apuanmol, I8ASHOUUEC 803MOHC-
HOU npuUUHOIL 3a004e6aHUsL, 00OHAKO 045 NOOMBEPIHCOeHUs. IM020 He00X00UMbl 0ONOAHUMENbHbIE UCCACO08AHUS, KOMOPbIE HO PEUEHUIO
cemell He Oblau nposedernsl. Haubonee uacmo (8 6 HepoOcmeeHHbIX ceMbsx) eviseaeHvl mymayuu eena MFN2, ¢ 2 cemvax — eena MPZ,
6 2— AARS, no 1 cayyaro — GJBI, HINTI, INF2, LRSAM 1, LITAF, MME, NEFL, WWOX. Cpedu npuuuHHbIX 8apuarmos Obiau 6bi5161€Hbl
Mymauuu 2eHog, omeeuarouux 3a cnacmuyeckyro napanaeeuio (B4GALNTI), eposxcoentyro moiueuryro oucmpoguio bemnema (COL6AD),
muacmenuro (SYT2), umo céudemenscmeayem o mpyoHocmsx oughgepeHyuarbHoil OUaeHOCMUKYU HAcAe0CMBEHHbIX HEPEHO-MbIUEYHBIX 3000~
nesanuii. B 2 cemwvsix do npogedenusi nonHoak3omtoeo cexeeruposanus (WES) 6viia demexmuposana dynaukayus Ha xpomocome 17.
Bo1600b1. Ix30mHble MEMOObL UCCA008aAHUs 0YEHb 8AJICHBL 0151 NOUCKA MOAEKYAAPHOU NPUYUHbI HACAeOCBEHHOU MOMOPHO-CEHCOPHOU
Hetiponamuu. /lns ymouHeHuUss NAMO2EHHOCMU 8APUAHMO8, BblBAEHHbIX NPU IK30MHOM CeK8EHUPOBAHUU, 8 O0AbUILHCIEE CAYHaes8 HeoO-
X0OUMO UCNOAb308aMb 0ONOAHUMENbHbIEe Memo0bl. OOHAKO, HeCMOMPSL HA UX BbICOKYI0 UHDOPMAMUBHOCY, CAedyem NOMHUMb, YO HaU-
boaee yacmolii npuuuHoll 6oae3HU seasemcs KpynHas oynaukayus peeuona 17p11.2.

Karoueevte caoea: naciedcmeenHas MOMOpPHO-ceHCOpHAs Heliponamus, 6oae3ns lllapko—Mapu— Tyma, noanoax30mHoe cekeeHupoganue,
HacaedcmeeHHas nepughepuyeckas Heiponamus

Jlasa wumupoeanusa: lllaeuna O.A., Poiockosa O.11., Yyxposa A.JI. u dp. [Ipumenerue 5K30MHO20 CeK8eHUPOBAHUS 045 OUACHOCIMUKU HA-
Ce0CMBEHHBIX MOMOPHO-CeHCOPHYIX Hetiponamuii. Hepeno-muiueunvie 6oaesnu 2020;10(4):12—26.

DOL: 10.17650/2222-8721-2020-10-4-12-26 [®)sy |

Diagnostic utility of exome sequencing for inherited peripheral neuropathies

0.A. Shchagina, O.P. Ryzhkova, A. L. Chukhrova, T.B. Milovidova, P. Gundorova, O. L. Mironovich,
A.A. Orlova, M. D. Orlova, A.V. Poliakov
Research Centre for Medical Genetics; 1 Moskvorech’e St., Moscow 115522, Russia

Introduction. Hereditary motor and sensory neuropathies, a highly genetic heterogeneous group of disorders, have a phenotype caused
by peripheral nerve damage.

Purpose of the study — to assess the extent of genetic heterogeneity of hereditary motor and sensory neuropathies in Russian patients and
to evaluate the diagnostic effectiveness of using full-exome research methods to find the genetic cause of hereditary motor and sensory
neuropathies.

Materials and methods. The material for the study was DNA samples from 51 patients and their family members referred for whole exome
sequencing to the DNA-diagnostics laboratory of Research Centre for Medical Genetics in 2017—2019. Methods: whole exome sequencing,
Sanger sequencing, restriction fragment length polymorphism.

Results. Whole exome sequencing in combination with segregation analysis of the pathogenic variants in families allowed fo determine the
cause of the disease in 41 % of cases. In another 16 % of cases, candidate genetic variants as a possible cause of the disease were revealed,
but additional studies are needed to confirm it. The most frequently mutated gene was MFN2 caused neuropathy in 6 unrelated families.
MPZ gene mutations were detected in two families, AARS gene mutations were revealed in another two families, and mutations in GJBI,
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HINTI, INF2, LRSAM1, LITAF, MME, NEFL, WWOX were detected once. Among the causal variants, mutations in BAGALNTI caused
spastic paraplegia, in COL6A1 led to Bethlem’s congenital muscular dystrophy, and in SYT2 caused congenital myasthenic syndrome indi-
cating difficulties in differential diagnosis of inherited neuromuscular disorders. A PMP22 duplication was detected in 2 families prior

to whole exome sequencing.

Conclusion. Whole exome sequencing is very important for finding the molecular cause of hereditary motor and sensory neuropathies.
In most cases, additional methods should be used to clarify the pathogenicity of variants detected by whole exome sequencing. However, it is
necessary to remember that the most common cause of the disease is a large duplication of the region 17p11.2.

Key words: hereditary motor and sensory neuropathy, HMSN, Charcot—Marie—Tooth disease, CMT, whole exome sequencing, WES,

inherited peripheral neuropathy

For citation: Shchagina O.A., Ryzhkova O. P., Chukhrova A. L. et al. Diagnostic utility of exome sequencing for inherited peripheral neuro-
pathies. Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10(4):12—26. (In Russ).

Beenenue

HacnenctBeHHBIE MOTOPHO-CEHCOPHBIE HEMpPOTIaTUN
(HMCH), unu 6one3us [llapko—Mapu—Tyra (Charcot—
Marie—Tooth disease, CMT), — rpymiia HacJIeACTBEHHBIX
3a00J1eBaHUI HieprdepruIecKoit HEPBHOI CUCTEMBI C BbI-
PaXEHHOU reTeEPOreHHOCTBIO KIMHUYECKUX MTPOSBIEHUN,
TUTIOB HACJIEIOBAHUS Y IPUYMHHBIX TeHOB. PacmipocTpa-
HEHHOCTb B EBPONENCKUX CTpaHax Kosebnercs oT 1:5 Thic.
1o 1:10 teic. Hacenenwmst [1].

«Kmaccuueckuit» penorun HMCH, kak mpasuiio,
TIPOSIBIISIETCS C1A00CTHIO MUCTATBHBIX OTJEIOB KOHEUHO-
CTel, MoTepeil YyBCTBUTENBHOCTH, Ne(opMaInii CTOTIBI
10 TUITY TTosioit win ctorbl @puapeiixa. Y GOIbIIMHCTBA
GOJIbHBIX MPU3HAKY 3a00JIEBaHMS MTPOSIBISIIOTCA Ha 1-M Win
2-M OEeCSATWICTAM XU3HU W HapacTaloT ¢ Bo3pacToM. Om-
HAaKO OIMKMCAHO MHOTO (DOPM, TTPU KOTOPBIX MaHM(ECTALINS
00J1€3HU TIPOUCXOAUT Ha 1-M TOay >KU3HU M, HAOOOPOT,
B 5—6-1i nekanax. [1o 31eKTpohU3UOTOTMUECKUM KPHUTE-
pUSIM 1OJITO€ BpeMsI ObUTO TIPUHSITO BBIACISTH MUETIUHO-
matuio (HMCH I) co ckopocThio TTpoBeAeHUST UMITYJIbCa
(CIIN) o cpenmHHOMY HEpBY <38 M/C ¥ aKCOHOITATHIO
(HMCH II) — CIIH >38 m/c. [To Mepe HaKOIICHUS KJT -
HUYECKUX U 3JeKTPOGU3NOIOTNIECKNX JAHHBIX Oblia
BBIIEIeHA TTpoMekyToaHas oopma HMCH ¢ CITIU ot 25
u 45 m/c. B mocinenHve Toabl B TPyMITy aKCOHATbHBIX
HMCH 6b1111 BKITIOUEHBI HE TOJThKO MOTOPHO-CEHCOPHBIE
Heliporatuu, HO U (heHOTUIIBI C TIPeodIagaHueM MOTOP-
HOTO MOpaXeHUsI — HACJIEeJCTBEHHBIE MOTOPHBIE HEMPO-
MaTU¥ WU OUCTaIbHBbIE CTMHANIbHBIE aTpodun U (heHOo-
TUTIBI C TIpeoOIaflaHNeM BEreTaTUBHBIX HAPYIICHUN —
HacJeICTBEHHbIE CEHCOPHBIE Heliporatuu. CeromHs B 3a-
pyOexHo# autepaType misi 0003HAYEHWST BCETO MHOTO-
00pa3zust hopM HACTEACTBEHHBIX TTepUdEePUIECKUX MO -
HeliporaTuii mpuMeHsoT TepMuHbl CMT and related
disorders (6one3nn lllapko—Mapu—TyTa u monoOHbIE eit
3a00J1eBaHNs) U inherited peripheral neuropathies, v IPN
(HacnemcTBeHHBIE MepudepudecKre HeipormaTun) [2].
B nanHoi1 paboTe Mbl OyieM MCITOJb30BaTh 7151 0003Haue-
HUS McclieayeMoro 3a00JeBaHusI MPUBBIYHBIN TEPMUH
«HACJIEICTBEHHAS MOTOPHO-CEHCOPHAsT HEMPOTIATHSI».

Ha ceronHs1mHuii AeHb OMKCAHO OMMCAHO YXe 0osee
80 renoB, orBeTcTBeHHBIX 38 HMCH. Kpome Toro, mst me-
JIOTO psifia TEHOB XapaKTePHO HAJIMYME CPa3y HECKOIbKUX

HEBPOJIOTUYECKUX (DEHOTUTIOB, OMHUM U3 KOTOPBIX SIBJISI-
eTcst mepudepudeckast MoJTUHEpOnaTus (CM. pUCYHOK).

ITpu TakoM pazHOOOpa3UM T€HETUYECKUX MPUYUH
¥ OOJIBIIIOM YHCIIie TiepeceKaimmnxcsl (HeHOTUTIOB ToCe
WUCKIIIOUEHUS HauboJiee 4acTo MpUYMHbBI O0JIE3HU — AYy-
TUIMKAIIMM Ha XpoMocoMe 17, Bkimrogaroreid reH PMP22,
Ha JI0JTI0 KOTOopoit mpuxomutcs 60 % ciaygyaes HMCH 1,
OUYEBUIHBIM METOJOM AUATHOCTUKU SIBIISIETCS 9K30MHOE
cekBeHMpoBaHue. B Tab1. 1 cyMMUpPOBaHbI pe3YJIBTATHI TTOJT-
HO3K30MHOT0 cekBeHnpoBaHUs (WES) BEIOOPOK OOJTEHBIX
¢ HMCH u3 pa3HbIX cTpaH.

Tadmuua 1. Pezyabmamot 59K30MH020 CEKBEHUPOBAHUS 8bI00POK OONbHBIX
¢ nepugepueckumu Hellponamusimu

Table 1. Exome sequencing results for different inherited peripheral
neuropathy’s cohorts

Number of The identified
families in the mutations (in total
study (% of the investigated
families number))

ABctpanus 3]
Australia [3] 110 4137
Kanana [4]
Canada [4] 50 1224
ABcTpus,
Tepmanus,
benbrusg [5] 27 8 (29)
Austria, Germany,
Belgium [5]
CIIIA [6]
USA [6] 37 17 (45)

Kak BugHO 13 T2671. 1, 3¢hheKTUBHOCTD TOTHOIK30M-
HOTO CEKBEeHMPOBaHUsI Kojiebsercs ot 24 1o 45 %. Cs3a-
HO 3TO B OOJIBLIEH CTETIEHU C MOJHOTOM MPeaBAPUTETBHOTO
MOJIEKYJISIPHO-TEHETUYECKOTO 00CIeI0BaHUs TPOOAHIOB.
Tak, B pabote M. Schabhiittl u coaBT. 6bUTM 0TOOpPaHBI
OoJbHBIE U3 3 CTpaH, KOTOPBIM Ha 00Jiee paHHUX dTarax
MpoBe/ieH TToucK MyTanuii B 10 Hanbosee 9acThIX TeHax,
a B pabore C. Gonzaga-Jauregui 1 coaBT. y OOJIBITMHCTBA
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Cunppombl 1 HMCH + «yto-TO» /
Syndromic & HMSN + something

Kaunuxo-eenemuueckoe pazHoo6pasue Hacre0CmEeHHbIX MOMOPHO-CEHCOPHbIX Heliponamuil. DPueypbl pa3HbiX 4eemos — eHomunsl; Kypcugom 0003HaUueHbl
8ce 2eHbl, GAPUAHMbI KOMOPLIX NPUBOOSIM K HACAeCmEeHHbIM nepudepueckum Heiiponamusm no dannoim OMIM na cepeduny 2019 e. ILIMT — 6oae3ns
llapxo—Mapu—Tyma, 601e3nu MomoHeipoHa — HacredcmeeHHble 001e3HU, CEA3AHHbLE C NOPAJICEHUEeM MOMOHEUPOHA: HACAe0CBEHHbIE MOMODHbLE HelUpO-
namuu, 60K060i amuompopuueckuii ckaepos, oucmanvhsie cnunansivie ampoguu; CLIA — chunoyepebennsipuoie amaxcuu; CUHOPOMbL — CUHOPOMbL, CO-
nposoxcoarouuecs hepugepuueckoil vetiponamueii; HMCH + «umo-mo» — cunopomansHoie (popmbl HACA0CMBEEHHbIX MOMOPHO-CEHCOPHbIX Hellponamuii

Clinical and genetic diversity of inherited motor-sensory neuropathies. Different colors of figures indicate different phenotypes. Italics indicate all genes, variants
of which lead to inherited peripheral neuropathies according to OMIM data for mid-2019. CMT — Charcot—Marie— Tooth disease; motor disease — hereditary
diseases associated with motoneurone damage: neuronopathy, distal hereditary motor, amyotrophic lateral sclerosis, spinal muscular atrophy, distal; SCA —
spinocerebellar ataxia; syndromic & HMSN + something — syndromes accompanied by peripheral neuropathy and syndromic forms of Charcot—Marie— Tooth

disease

OOJILHBIX 10 MPOBEICHUS SK30MHOTO CEKBEHHPOBAHMUS
ObLTa UCKJTIOYEHA JIWIIb AyTUTMKanus rena PMP22 |5, 6].

B nanHOI1 paboTe mpencTaBieHbl pe3yIbTaThl 9K30M-
HOTO CEKBEHHPOBAHMSI W TOCJIECAYIONIETO 00CIeIOBaAHMS
51 HepoACTBEHHOTO MpodaHaa ¢ KIMHUYECKUM AUAarHO30M
HMCH, o6paTtuBmmxcs 3a 5K30MHBIM CEKBEHUIPOBAaHUEM
B nabopatopuio JJHK-guarnoctiku ®IT'BHY «Mennko-
TeHETUYECKMUI HayYHbIi LIeHTp UM. akaaemuka H.I1. bou-
koBa» B 2017—2019 rr.

Mamepuanbl u Memofibl
ITpoBeneHo ucciaenoBaHue S1 HEPOACTBEHHOTO TPO-
OaHma: 22 >keHIIWH 1 29 My>XI1H B Bo3pacTe oT 3 10 57 JieT.

Cpenu o6cemoBaHHBIX 39 YeJTOBEK OBUIM ¢ MMHCTBEHHBIMU
OOJIBLHBIMHU B ceMbe, 10 — ceMeMHBIX C JOMUHAHTHBIM TH-
TIOM HacJIeIoBaHMsI 00JIE3HU U B 2 CITydasix He ObI10 MHpOP-
Malliil O POHOCIIOBHOI. Y 8 OOJIBHBIX IO JaHHBIM 3JICK-
TpoHelipoMuorpad®uu Obljia BRISIBIICHA MUEIMHOMIATHS,
y 28 — akcoHomnatus, y 10 — mpOMeXyTOUHBIN XapaKTep
TopaxkeHus TieprchepruuecKrX HEPBOB U O 5 OOBHBIX TaH-
HBIE JIEKTpOHEepoMuorpachu UCCaeqoBaHUSI He OBLIN
npenocrasieHbl. Ha 1-m atane Bcem nmpobaHaam BHe 3a-
BUCUMOCTH OT ITOJTHOTHI OOCJIeTOBAaHUIM, MTPOBEACHHBIX
IO HaIlpaBJIeHUsI Ha 3K30MHOE CEKBEHNPOBaHNE, OBLT BBI-
TOJTHEeH MOMCK caMoit yacToit myTtaruu — 1.4-MB myrum-
Kalm Ha Xpomocome 17, BKitouatomeir reH PMP22
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C MICTTIOJIB30BaHMEM MYJIBTUILICKCHOM TTOIMMEPa3HOM IeTI-
Ho¥ peakiuu cucteMbl MapkepoB DUP4 u DUPS, noka-
JIN30BaHHBIX B O0JIACTU IYIUIMKALIMU C TIpUMEHECHHEM
npaiimepoB: DUP4F — GGCAAAAATGGGCATTCTT-
GTCTC, DUP4R — GAAATAACCATAACATAATAAAG-
GCC, DUPSF — TGAACACATTTGGCTTTGAAACAAC,
DUPSR — TTATCCAAAGAGTTGTCACTAGAAC. s
BU3YaJIN3allN Pe3yJIBTaTOB MCIIOIb30BANICS BEPTUKAIBHBIIA
3JIeKTpoOpe3 B ITOTNAKPUIIAMHUIHOM TeJIe.

Dk30oMHbIN aHanm3 JJHK manmeHToB rnmpoBeieH Ha ceK-
BeHaTope HoBoro nokoyieHus Illumina NextSeq 500 meTo-
JIOM MapHO-KOHIIEBOTO 4YTeHUs (2 X 75 map OCHOBaHMIA).
JI1st TIpo6OoIIOArOTOBKHY Y 35 mpobaHI0B ObIJIa UCITOJIB30-
BaHa METOIMKA CEJICKTUBHOTrO 3axBara ydyacTKoB JJHK,
OTHOCSIIIIXCS K KOTUPYIOIIUM 00acTsIM 0Kojio 20 THIC.
reHoB (Haoop Illumina TruSeqR ExomeKit u IDT xGenR
Exome Research Panel), y 14 mpobaHmoB — MeTonMKa ce-
JIGKTUBHOTO 3axBaTa yuyacTkoB JIHK, oTHOCSIIIIXCS K KO-
JIUPYIOILKMM 001acTsIM 6640 reHOB, ONMCAHHBIX HA JaHHbIIA
MOMEHT KaK KJIMHWYeCKU 3HaunMble (Habop SeqCap EZ
HyperCap Workflow). O6paboTKka TaHHBIX CEKBEHUPOBa-
HUS IIPOBelieHa ¢ MCIOJb30BaHNEM CTaHIAPTHOTO aBTO-
MaTH3NUPOBAaHHOTO aJITOPUTMa, IIpemraraeMoro Illumina,
ISl aHaJIM3a JAaHHBIX MCIIOJIb30BaHO (hMPMEHHOE IIpO-
rpamMmMHOe obecrnieueHre BaseSpace Sequence Hub (Illu-
mina, CIIIA).

711 OIIeHKM TIOMYJISIIAOHHBIX YaCTOT BEISIBICHHBIX
BapUaHTOB KCITOJIb30BaHbI TaHHBIE BEIOOPKU MPOEKTOB
«1000 renomoB», ESP6500 1 The Genome Aggregation
Database v2.1.1. 111 OLIeHKM KJIMHUYECKOM peJieBaHTHO-
CTH BBISIBJICHHBIX BAPHAHTOB HMCIOJIb30BaHbI 0a3a TaHHBIX
OMIM, 6a3a JaHHBIX 110 ITATOreHHbIM BaprantaM HGMD®
Professional Bepcust 2019.4 1 maHHBIE INTEPATYPHI.

st OIleHKM TTaTOTeHHOCTU BBISIBICHHBIX IIPU 2K-
30MHOM CEKBEeHUPOBAHNY BaApMAHTOB OBLT IIPOBEICH aHa-
JIN3 cerperanuu B 22 CeMbSIX METOIOM IIPSIMOTO aBTO-
MaTUYEeCKOro ceKBeHMpoBaHUs Mo CeHrepy IeeBBIX
YYaCTKOB KOHKPETHBIX TEHOB.

OlLIeHKa TaTOTeHHOCTH Y IPUYMHHOCTH TeHETUIECKIX
BapHMaHTOB ITPOBOIMIIACH B COOTBETCTBUHU C MEXKIYHAPOI -
HBIMH PEKOMEHIAIMSIMHU 10 MHTEPIPETAIIUN TaHHBIX,
ITOJTYIEHHBIX METOAAMH MacCOBOTO MapalIeIbHOTO CEK-
BeHUpoBaHuUs [7].

Pe3ynbmambl

Knuandgeckue, a5eKTpodr3noaornieckie TaHHbBIe,
PE3yABTaThl 5K30MHOTO CEKBEHUPOBAHMS U TIOCIICIYIOIIE-
IO CEerpeTrallmOHHOTO aHaJn3a IO BCeM HCCIIeIOBAHHBIM
ImpobaHIaM TIpeACTaBICHEI B Ta0. 2.

VY 2 HepoICTBeHHBIX MPOOAHIOB, HAIIPABICHHBIX Ha
9K30MHOE CEKBEHUPOBaHME, IIPH MPEeIBaAPUTEILHOM aHa-
J3e OblJIa BhISIBJIEHA AYTUIMKALMs TeHa PM P22, nnarno3
ITOATBEPXICH, ¥ MACCOBOE Mapaie]IbHOS CEKBEHUPOBAHIE
UM He npoBoauiock. O0a mpobdaHaa UMEIN TUITNYHYIO
KIMHUIECKYIO U 3JIEKTPOHEHpoMUOTrpadpmIecKyIo KapTh-
Hy nemMuenuHu3upyomeit popmsr HMCH.

Kaxk BumHo 13 tabi. 2, B 22 cay4yasgx u3 51 ObUIM BbI-
SIBJICHBI TTATOT€HHBIE ¥ BEPOSATHO ITATOTeHHBIC BAPUAHTHI,
KOTOpEIe, HanboJiee BEPOSITHO, SABJISIOTCS MPUIMHOM 3a-
6osreBaHMs B ceMbe. B 20 ciryyasx Takue BapuaHTHI OBLIN
BBISIBIICHEI TIPM MCCIIEAOBAHNM 3K30Ma, a B 2 CIIyJasiX — Ipr
TIpeaBapUTEITbHOM MOMCKE YaCTOM MyTaIlNU.

151 yTOYHEHUSI TAaTOTeHHOCTH HEKOTOPBIX BAPMAHTOB
OBLJT IIPOBEICH CEMEIMHBIN aHAIN3 U JOKa3aHa HeCTyJaitHasT
cerperaiys BhISIBJICHHOTO BapraHTa B CEMbE C TIOJIMHEMPO-
naTuei, de novo cTaTyCc BapuaHTa I TPAHCIIOJOXECHUE
BBISIBJICHHBIX MyTalIHiA.

Hawn6onee vactoit mpuunHoit HMCH, BuIgBIIsieMoit
MPU 9K30MHOM CEKBEHUPOBAHUU 6 HEPOJACTBEHBIX CEMEIA,
oKazannch Mytaumu reHa MFN2, oTBETCTBEHHOTO 3a
HMCH IIA2. 3ToT pe3ynbTaT He BBI3BIBAET YAWBIICHUS,
TaK KaK JaHHas popMa SIBJISIeTCS] HanboJree YacToi Cpean
AKCOHOIIATHIA, Ha ee JOJII0 puxoauTcs 25 % ciiydaeB 3Toi
dopmel Gosresnu [8, 9].

B 2 ceMpsix ¢ MUeTMHOTIATHEH OBIIN BHISIBJICHBI MyTa-
uuu reHa MPZ, orBerctBeHHoro 3a HMCH IB. ITo panee
noJiyueHHbIM B Jaboparopuu JJHK-nrnarnoctuku jJaHHbIM
STOT TeH TOXE SIBJISICTCS HEPEIKOU MPUINHOM MUETMHO-
MaTUii, Ha ero JOJI0 Ipuxomutcs 10 9 % ciayyaeB 3ToOit
dopmer HMCH [10].

HeoxxmmanHo B 2 ciTydastx ObUTH BBISIBJICHBI pa3INIHbIC
mytauuu reHa AARS, orBerctBenHoro 3a HMCH IIN tu-
ma. JlaHHasa opMa HacJIeACTBEHHON MOJIMHEHPOITaThu
6bu1a BriepBble onrcana B 2010 . [11]. Y o cux mop HeT
JAHHBIX O BBICOKOM pacIIpOCTpaHEHHOCTH, OIMCAHBI JINIITh
eIUHUYIHBIC CITyJamn.

Br110 BRISIBIICHO 110 1 CiTydaro MyTallyii B APYTHUX YacThIX
reHax nepudeprdeckux Heliporaruit — GJBI (HMCH IX),
HINTI (HeiipoOMHOTOHUS M aKCOHaAJIbHAS HEHPOITATHs)
[12, 13]. HeOompimast mojist Takux (popM, BEISIBIICHHBIX TTPU
5K30MHOM UCCIIefoBaHnU, 00bsicHseTcst TeM, uto HMCH,
CBSI3aHHBIC C 3TUMU TeHaAMM, MMCIOT CBOM XapaKTepPHBIC
0COOEHHOCTU — X-ClieTyIeHHasl ponocioBHas nis GJB1
1 MUOoTOHMYeckne peHoMeHwl 11t HINT 1, a reHBI UMe-
0T HEOOJBIION pa3Mep W MOCTYITHO OoJice AEeIIeBOe
X UCCIeIOBaHNE METOIOM CeKBeHUpoBaHUS 1Mo CeH-
repy.

M3 penkux reHetmyeckux BapuantoB HMCH obiu
BBISIBJICHBI MyTanuu B reHax /INF2 (HMCH momuHaHT-
Has, mpoMexyrounas E), LRSAM1 (HMCH IIP), LITAF
(HMCH IC), MME (HMCH IIT).

Kpowme Toro, nucronb3ys anrroput™ Illumina mis ana-
JIN3a TaHHBIX, YIAJOCh BEISIBUTH IIPOTSIKEHHYIO SIS0
Ha xpomocome 8, Bkimouarotyio reH NEFL (HMCH I1E),
a TIpM aHAJIN3€ TTOKPBITHS IIEIEBBIX TCHOB — IEJICIINIO DK~
30Ha 2 BreHe WWOX (3! MyTaniuu ObITA BaTUANPOBAHEI
pedepeHCcHBIMU MeTOmaMM ). HeobxonmmMo OTMETHUTE, UTO
METO[I 5K30MHOTO CEKBEHUPOBAHMSI HE TIPUCITOCOOJICH IIJIST
00HapyXeHUs TaKUX MyTalUMiA — JaHHbIE HAXOIKMU SIBJISI-
IOTCSI CITy4aifHOCTBIO.

Cpenu IpUIMHHBIX BAPUAHTOB OBLIN BBISIBJICHBI MY-
TallMM TEHOB, OTBEYAIOIIINX 32 CITACTUIECKYIO MaparrIeTHIo,

TOM 10
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HepBHo-Mblweynbie BONTE3HU

Jlexuuu u 0630pbi

BPOXIECHHYIO MBIITIEUHYIO mucTpodmto betema, MuacTeHumIo,
YTO CBUACTEIBCTBYET O TPYIHOCTIX U depeHInaTbHON
JNIMAarHOCTUKM HACJIEACTBEHHbIX HEPBHO-MBIIIIEYHBIX 3a-
OosieBaHUM.

B 8 cirygastx Ol BBISIBJICHBI KAHIMIATHBIC BapraH-
TBI, KOTOPHIE, BIIOJTHE BEPOSITHO, MOTYT SIBJISITHCS TIPH-
YUHOU 3a00JIeBaHMSI, HO HEOOXOIMMEI TOITOJTHUTEIbHBIC
MMOATBepXKIaroIre (akTOphl: aHAIU3 cerperanuu, GpyHK-
LIMOHAJIbHBIA aHAIU3 — TaHHbIE UCCIeIOBAHUS HE ObLIU
IIPOBEICHEI TI0 PEIICHUIO ceMeit OOIBHBIX B CHITY pa3Ind-
HBIX IPAYMH.

B 21 cembe He OBIIO BBISIBIIEHO BEPOSITHOM MPUYMHBI
6oJie3Hu. B 6 ceMbsix onpeaesiich reTepO3UrOTHLIE I1a-
TOTEHHBIC W BEPOSITHO IMATOTCHHBIC BapMAHTHI B TeHAX
C ayTOCOMHO-PEIIECCUBHBIM TUTIOM HacjaemoBanms. OmHa-
KO BBISIBJICHHE TAKOTO BapHaHTa He SIBJISIeTCS] MOJICKYIISIP-
HO-T€HETMYECKHUM MOATBepXkKAecHUEM Oosie3HUu. Kpome
TOTO, MPU aHAJIN3€ 3K30MHBIX JAHHBIX HOCUTEILCTBO Ba-
PUAHTOB B PEIICCCUBHBIX TeHaX HEPBHO-MBIIIEYHBIX 00-
JIe3HEU B T€TePO3UTOTHOM COCTOSIHMU OBIJIO BBISIBICHO
1 B 5 CEMBSIX, TIe MOJICKY/ISIPHBIN TUarHO3 ObLT YCTAaHOBJICH
B IOTTOJTHEHME K ITATOT€HHBIM /BEPOSITHO TTATOTeHHBIM Ba-
praHTaM B TOMMHAHTHBIX TeHaX.

06cyxneHue

Takum 06pa3oM, Mbl OLIEHMBAINW IMATHOCTUYECKYIO
LIEHHOCTb MTOJTHO9K30MHbIX METOJIOB UCCJIETOBAHMSI B KO-
ropTe MalMeHTOB ¢ KIMHW4YecKUM auarHosoMm HMCH.
Bcem 001bHBIM ObLT MPOBEAECH TaKXKe MOUCK TYTUTMKALIMA
Ha xpomocome 17. HekoTopbiM O0IbHBIM 0 HAaIIpaBJIeHUSI
Ha 9K30MHO€E CEKBEHUMPOBaHWE ObLIT BBITTOJHEH MOMCK MY~
TalMii B IPYTMX YaCTHIX TeHaX, OTBeTCTBeHHBIX 38 HMCH.
Heo6xoaumo noguyepkHyTh, YTO ONKChiBaeMasi B JaHHOM
pabote TpyIma 0OJBHBIX He ObLIA CIIEIIMATBHO C(HOPMHU-
POBaHHOI BBIOOPKOIA, a peACTaBIsIa KOTOPTY MallMEHTOB,
HaIpaBJIEHHbIX Ha 9K30MHOE CEKBEHMPOBAHUE C AUATHO-
3oM HMCH, nostoMy HepeIKUMU HAXOAKAMU ObUTH MY-
TallMM B YaCThIX T€HAX, OTBETCTBEHHbIX 32 PA3BUTUE MEPU-
deprueckux HelpomaTuii.

O0paraet Ha ce0s1 BHUMaHHE TOT (DAaKT, 9TO, HECMOTPS
Ha TO YTO 3K30MHOE€ CEKBEHUPOBAHUE — TOPOTOCTOSIIIEE
u ponroe uccienonanue, a npy HMCH omnmcana yacrtasg
MyTalLusi, OTBEeTCTBeHHasl 3a 60 % ciydyaeB MUEJIUHO-
MnaTuit, KOTopast MOXET ObITh AETEKTUPOBAaHA MPOCThIMU,
OBICTPBIMM U J€LIEBbIMU METOAaMM, Ha TUArHOCTUKY
METOJOM MacCOBOTO IapasjieibHOr0O CEKBEHUPOBAHUS
4acTO HampasisioTCcs 00JbHbIE 0€3 MpeaBapuTEIbHOTO
WCClIeNOBaHUs OyTUIMKauMid. JleTekuus aejeuui u ay-
TUIMKALMI TPOTSXKEHHOCThIO OoJiee 15 map HyKJI€oTUI0B
SIBJISIETCSI OTPAHUYEHUEM METOA SK30MHOTO CEKBEHUPO-
BaHUs1. HecMOTpsl Ha TO 4YTO HEKOTOPbI€ Bapuallu YKucia
KOITWIA TEHOB, B TOM YHCJIe U ayruKauuuy 17pl11.2, MoryT
OBbITh BBISIBJIEHBI Y O0JIbHOTO ¢ MCMOJb30BAHUEM CHELM-
aJIbHBIX LIEJEBbIX METOIOB aHAIM3a SK30MHBIX TaHHBIX,
JMAHHBIA MOMCK HE MPOBOAMUTCSI PYTUHHO TPU KaxKIOM
HUccaenoBaHuU 9K3o0Ma. [1pu OTCYyTCTBUM NpeaBapuUTEIb-

HOTO 1IeJIEBOTO IMOMCKA AYTUIMKAIINMA TaHHbIC AIINECHTHI
C BBICOKOI MOJIeii BEPOSITHOCTH OCTAIMCh OBI 0€3 MoJie-
KYJISIPHO-T€HETUUYECKHU MOATBEPKAEHHOTO AMarHo3a mo-
cJie TIPOBEICHUS 3K30MHOTO CEKBEHUPOBAHMSI.

Hcronn3yst 5K30MHBIE METOIBI MCCIICIOBAHMS B COUC-
TaHUU C CErperallMOHHBIM aHaJIM30M, MOJICKYJISIPHYIO
MPUYKHY 3a00JIeBaHUS yAAIOCh YCTaHOBUTD B 41 % ciy-
yaeB HMCH, B kauecTBe IIpUYMHBI KOTOPBIX ObIJIa NCKITIO-
yeHa AYIUIMKAIMSI Ha XpoMocoMe 17, 4TO corjiacyercs
¢ TaHHBIMM HMICCIIeIOBATENICi M3 IPYTUX CTPaH.

Ewie B 16 % ciaydaeB BbIsiBJI€HbI KaHIUIATHbIE TeHE-
THYECKHE BapUAHTHI, BEICTYITIAIOIIE BOZMOXHOM IIPUIH-
HOI 3a00JIeBaHUSI, OMHAKO IJIs TTOATBEPXICHMS 3TOTO
HEOOXOIMMBI JOTIOJIHUTETLHBIC MCCICA0BAHUS, KOTOPBIC
10 PEIICHMIO CeMel He OBLIN ITPOBEICHBI.

B 6 % cityyaeB ObUIM BbISIBIIEHBI IPUYMHHbIE MyTALIAK
B T€HaX, OTBETCTBEHHBIX 32 HEPBHO-MBIIIICYHBIC 3a00JIeBa-
HUS, TTATOTEHE3 KOTOPHIX OTIIMYACTCS OT IMepru(eprIIecKIX
TIOIMHEHPOTIATHI, — BPOXKICHHAS MBITIICTHAsT TUCTPOGDHUS,
MHMACTEHMSI, HAaCJIeACTBEHHAsI CIIaCTUIECKasT TTaparuIeTus.
JaHHbIl (peHOMEH MOXKET OBITh CBSI3aH KaK C TPYAHOCTSI -
Mu auddepeHInaTbHON THaTHOCTUKY Ha KIIMHIYECKOM
3Tare 00ciaeno0BaHus O60JbHbBIX, TAK U ¢ MHOTOOOpasuemM
TepeceKaImmxcs (PeHOTUIIOB ITPY MYTAIUSX B Pa3TUIHBIX
reHax HepBHO-MBIIIICYHBIX 00JIE3HEIA.

IMpuymHa 60e3HN TPU SK30MHOM CEKBEHUPOBAHUU
BBISIBJISIACH IPAKTUYECKH B OMMHAKOBOM ITPOIICHTE CITy-
yaeB IPU Pa3INYHBIX 3JIEKTPOHEHPOMUOTPADUICCKIX
TUIIAX HoJIMHelponatuii: B 43 % ciy4yaeB — MUETMHOIATHIA
C MCKJIIOYEHHOM nyrummkauneit reHa PMP22, B 44 % ciy-
yaeB — npoMexyrouHbix HMCH u B 41 % ciryyaeB — ak-
COHOIIaTUM.

B cemeliHBIX ciTyJasix 00JIe3HY Yallle, YeM B CIIOpaIu-
YECKHUX, BBISIBIISIETCSI MOJICKY/ISIpHASI IPUIMHA OOJIC3HU.
W3 10 cemeitnbix caysaeB HMCH B 8 BhIsIBIIEH maToreH-
HBIN/BepOSITHO ATOTCHHBIM BapyaHT, eIle B 1 ciryyae BbI-
SIBJICH KaHIMIATHBIN BapUaHT ¥ JIUIIG B 1 clydae HIYETO
HE BBISIBIICHO.

Cpenu 33 ciryyaeB MaHUDecTalny 3a00JIeBaHMS B IET-
cKkoM Bo3pacTte (mo 10 jeT) mpuYnHA MOJIMHEHPOIIaTUI
MpU 3K30MHOM UCCJIEAOBAHMUU YCTaHOBJIeHA B 16 (48 %)
cinyyvasix, eie B 6 (18 %) — HaiiieH KaHAWIATHBIIA BAPUAHT,
B TO BpeMsI KaK IIpY MaHU(ECTaIInK BO B3POCIOM U IO~
POCTKOBOM Bo3pacte (15 ciaygaeB) mpuamHa 00JIe3HHN Haii-
neHay 3 (20 %) npoGaHa0B M KAaHIMIATHbBIM BApUAHT —
y 2 (13 %) npobGannos. IlonydyeHHbIe pe3yabTaThl COrja-
CYIOTCSI C TAaHHBIMU IPYTUX UCCIICTOBATENICH I MOTYT OBITH
00yCITOBJICHBI MHOTOO0Opa3reM TeHeTHIEeCKNX M HeTeHe-
THYECKUX PUYNH MOJTMHEHPOIIATUIA Y B3pOCIIBIX ITallM-
€HTOB.

3arniouenue

DK30MHBIE METOIBI MCCICAOBAaHUS OUYCHBb BaKHBI
IUIST TIOMCKA MOJIEKYIISIPHOM TTPUIMHBI TCHETHIECKH-TeTe-
POTEHHBIX MOHOTEHHBIX 00JIe3HEH, K KOTOPBIM OTHOCUTCS
HMCH. [JaHHBIe METOABI TTO3BOJISTIOT HE TOJILKO ITOTYYUTh
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nHGOPMAIIMIO O TEHOTHUIIE B HACTOSIIEM BpeMEHHU, HO
¥ IIPOBOIUTH MOBTOPHBIC aHATIU3HI IO MEPE HAKOIIJICHMST
nH(OPMAIIMU O HOBBIX IIPUYMHHBIX TEHAX.

s yTouHeHUsI TaTOTEHHOCTH BapHAaHTOB, BHISIBIICH-
HBIX TIPA 9K30MHOM CEKBEHUPOBAHWH, B OOJIBITMHCTBE
cllygaeB HEOOXOIMMO HMCIOIb30BaTh JOIOJHUTEIbHBIC
MEeTOOBI: CeKBeHUpoBaHUE 110 CeHTrepy ISl OTIpeIeICHIST
cerperalnu, KOJIMIECTBEHHBIC METOIBI aHAIM3A IS TTOM -
TBEePKICHUS CTyJaifHO BBISIBICHHBIX KPYITHBIX IIEPECTPO-
€K, OYHKIIMOHAJBbHBIN aHAIN3 I TOKA3aTeIbCTBA BIIH-
STHUS BapraHTa Ha paboTy IIpOTenHA.

ITpu mogo3pennt Ha HMCH, oco6eHHO TTp1 HU3KUX
CKOPOCTSIX IPOBEAECHUST UMITYJIbCa, HEOOXOAMMO MTOMHUTD,
YTO HAanOOJIee YACTOM IMIPUIMHOM O0JIe3HM SIBIISICTCS] KPYII-
Hasl IyTUIMKanus peruoHa 17pl1.2, ooHapyXeHre KOTopoit
IIpY CEKBEHUPOBAHNUH 3K30Ma MPAKTUIECKHA HEBO3MOXKHO,
TaK KaK JaHHBIM METOO MMEEeT CBOM OTPaHUICHMSI T10 TH -

naM MyTtanuii. g JeTeKnuy TyIauKaluuy CyIeCTBYIOT
TPOCTHIE, IeTIeBble M HAAEKHBIE METO/IbI.

Ha ceromusamawmii neds wia nuarnoctnk HMCH Bce
yalle mpeajaraloT UCITOIb30BaTh ITaHEIM TeHOB, OCHOBAH-
HbIE Ha METOZIE MAaCCOBOTO MapasuIeIbHOTO CEKBEHUPOBa-
Hus. OgHaKO TIPeaCTaBiIsIeTCsI MaJIOBEPOSITHBIM, YTO Ka-
Kag-JIMoo crierduriecKkas maHesIb Koraa-HuOyIb OXBATUT
BCe TeHbI TleprudepruiecKrX HeiiponaThii, 1a 1 MaKCUMaJTb-
HbIe MIAHEJIN 10 CBOE CTOMMOCTH M TPYJTOEMKOCTH aHa-
JIN3a COIMOCTAaBUMBI C aHAJIOTMYHBIMM MTapaMeTpaMy KIIU-
HUYecKoro sk3oMa. C Apyroil CTOPOHEBI, €CIIU YIYUTHIBATh
MOJIydeHHbIe HAMM Pe3YJIbTaThl, ¥ JOCTATOUHO OOJIBIIIOTO
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Beeodenue. Hzyuenue ocobennocmeti cocmositus u30bimoYHol OHe@HOL COHAUBOCMU, YCMAAOCIU U Oenpeccull npU MUACMeHUU 2Pasuc 8aic-
HO 045 npogedenus dughgheperyuanbrHoil OUaeHOCMUKY ¢ Opyeumu 3a004e8aHUIMU U 015 KOMUACKCHOU OUEHKU COCIMOSHUS O0NbHbIX MUA-
cmenueil.

1leaw uccaedosanus — nposecmu KOMNACKCHYIO OUEHKY COHAUBOCMU, YCIMAAOCMU, 0enpeccUuu U OUeHUMb BAUSHUE AYMOUMMYHHOU KOMOD-
OudHOCmU Ha 5MU CUHOPOMBL Y NAUUEHINOE ¢ MUACIEeHUel N0 MeJCOYHAPOOHBIM ONPOCHUKAM ¢ NPedgapumenbHoil eaiudayueil ux pyccKux
éepcuii, a makice 03HAKOMUMb WUPOKYIO PYCCKOAZbIYHYIO ayOUmMOopur0 cneyuaiiucmos 8 004acmu HepeHo-mblileuHbiX 3a001e6aHUll U Me-
OQUUUHbL CHA € OCHOBHBIMU 8bIBOOAMU, ONYONUKOBAHHBIMU PAHee 8 HAWUX padomax no OaHHOU meme.

Mamepuaast u memooot. B ucciedosanue 0110 exaoueno 73 nayuenma ¢ muacmenueii u 230 — KkoHmpoavHoii epynnul. Jlis oueHKU coH-
AUBOCMU, YCMAAOCIU U Oenpeccull UCNOAb308aAUch. wkanra maxcecmu yemanocmu (FSS), wkana yemanocmu (FIS) (koenumuenas/u-
3UUeCKAs/NCUXOCOUUANbHASA NOOWKAbL), wikara conausocmu neopma (ESS), wkana denpeccuu bexa (BDI) (koenumueHo-amoyuoHans-
Has u comamuueckas noowkanvt), wikaia mpeeoeu Cnunbepeepa—Xanuna (STAI).

Pesyavmamol. [llkans epadayuu cmenenu msadjcecmu ycmaiocmu U OUeHKU 6AUSHUS YMOMAAEMOCIU HA pa3autHble cghepbl HCU3HU NOKA-
3a4U Xopouiue ncuxomempuyeckue ceolicmea u mo2ym 0vims UCHOAb308aHYL 0151 BbISAGACHUSA 3HAUUMBIX KAUHUMECKUX ACNeKMO08 YCMAA0Cmu
Y nayuenmoe ¢ muacmerueil. B ucciedyemoii 6bl00pKe 6bis61eHA KAUHUMECKU 3HauuMas ycmanocms (69,9 %), upesmeprnas oneeHas con-
ausocms (15,1 %), ymepenno maxcenas denpeccus (20,5 %), evicokuil yposenv auunocmuoil (64,4 %) u cumyamuenoii mpesojcHocmu
(27,4 %). Cpedu 13 nayuenmog ¢ muacmenueil u OOROSHUMENbHOU AYMOUMMYHHOU KOMOPOUOHOCMBIO He OblLI0 8bisI8AEHO 0OCMOBEPHbIX
Dazauyuil R0 NOKA3amensiM COHAUBOCMU, YCIMAAOCMU U 0enpeccul O CPABHEHUIO ¢ OCHOBHOU epYNNOIL.

3akarouenue. Hcnonvzosanue wkan 045 camooyeHKU NAYUEHMAamu YpoeHs YCmaiocmu U CONOCMagaeHue ¢ KAUHUKO-Hegpoa0eUHecKumu
danHbiMu Mo2ym damb épauy 6onee yeaocmuoe npedcmagietue o 6016HOM. Bbisigaenue conausocmu, ycmaiocmu u 0enpeccuu mojcem
npueecmu K U3MeHeHuro 1e4eOHOl MaKmuKu, Ymo cnocoOHO YAyuuums cocmosinue nayuenmos. Haauvue y nayuenmos c muacmenueil
conymemayioujeil aymoumMmyHHOU RAMoAo2UU He NPUGOOUM K Ycy2yOaeHuio COHAUBOCMU, YCIMAN0CMU U denpeccuu.

Karouesnie caosa: muacmenus epasuc, ycmaiocms, denpeccus, AQymouMmyHHas KomopouoHocms

Jlasa yumupoeanus: Kpeiic O.A., Anexceeséa T.M., laspunoe IO.B. u dp. luaenocmuia conaugocmu, ycmarocmu u 0enpeccuu y NAyUeHmos
¢ muacmenueii epasuc. Hepeno-muviueunvie 6oaeznu 2020;10(4):27—37.

DOI: 10.17650,/2222-8721-2020-10-4-27-37

Diagnosis of sleepiness, fatigue and depression in patients with myasthenia gravis

O.A. Kreis»?, T.M. Alekseeva’, Yu.V. Gavriloy’, P. O Valko®, Yu. Valko*

'Almazov National Medical Research Centre, the Ministry of Health of Russia; 2 Akkuratova St., Saint Petersburg 197341, Russia;
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’Institute of Experimental Medicine; 12 Academician Pavlov St., Saint Petersburg 197376, Russia;
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Introduction. Examination of excessive daytime sleepiness, fatigue and depression in patients with myasthenia gravis is important for dif-
ferential diagnosis of other disorders, and adds to a comprehensive clinical assessment.

Objective. The aim is a comprehensive assessment of sleepiness, fatigue and depression and evaluation of the impact of autoimmune comor-
bidity on these symptoms in myasthenia gravis patients, using newly validated Russian versions of international questionnaires. The present
article aims at familiarizing a wider Russian-speaking audience of specialists in the field of neuromuscular disease and sleep medicine with
the main findings of our previously published work.
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Materials and methods. The study included 73 patients with MG and 230 control subjects. For sleepiness, fatigue and depression evaluation
were used: Fatigue Severity Scale (FSS), Fatigue Impact Scale (FIS) (cognitive/physical/psychosocial subscales), Epworth Sleepiness
Scale (ESS), Beck Depression Inventory (BDI) (cognitive-affective and somatic domains), Spielberger— Khanin State Trait Anxiety Inven-
tory (STAI).

Results. The Fatigue Severity Scale and Fatigue Impact Scale showed good psychometric properties and can be used to identify distinct as-
pects of fatigue in patients with myasthenia gravis. The studied patient cohort revealed clinically significant fatigue (69.9 %), excessive
daytime sleepiness (15.1 %), moderate to severe depression (20.5 %), a high level of personal (64.4 %) and situational anxiety (27.4 %).
Among 13 patients with myasthenia gravis and additional autoimmune comorbidity, there were no significant differences in the severity
of sleepiness, fatigue and depression compared with the main group.

Conclusion. The use of self-reported scale of sleepiness, fatigue and depression combined with careful clinical-neurological characterization
adds to a more comprehensive view of the patient. The identification of sleepiness, fatigue and depression can guide therapeutic decisions
and contributes to a better patient care. The presence of concomitant autoimmune pathology in patients with myasthenia gravis does not

seem to increase the severity of sleepiness, fatigue and depression.

Key words: myasthenia gravis, fatigue, depression, autoimmune comorbidit, somnology

For citation: Kreis O.A., Alekseeva T. M., Gavrilov Yu.V. et al. Diagnosis of sleepiness, fatigue and depression in patients with myasthenia
gravis. Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10(4):27—37. (In Russ.).

BseneHue

Muactenus rpaBuc (MI) sBaseTcss XpOHNYECKUM
ayTOMMMYHHBIM 3a00JIeBaHIEM, B OCHOBE KOTOPOT'O JICKUT
TIpoIiecc 00pa30BaHMS AHTUTEI K Pa3INIHBIM aHTUTCHHBIM
MUIIIEHSIM HEPBHO-MBIIIIEYHOTO CMHAIICA M HAapYIICHMS
HEepBHO-MBIIIETHOI Tlepemadr. OCHOBHOE KIIMHUYECKOE
MIpOSIBJICHNE 00JIe3HU — TTATOJIOTMUECKAasi MBIIIIEUHAS YTOM-
JISIEMOCTD 1 C1a00CTh ¢ XapaKTepHOI (popMyIoil nBura-
TEJIbHBIX PACCTPOMCTB, M3MEHSIONIASICS 110 CTETICHU BHI-
PaXkeHHOCTH B TeUCHUE THS U TIpU (DM3MIECKOM HaTrpy3Ke
[1,2].

OmHaKo HapsIIy C TTaTOJIOTMYECKOM MBIIIIEYHOM YTOM-
JIIEMOCTBIO W CJIA0OCTBIO PACIIPOCTPAHEHHOM XaIo00i
y TIAIIMEHTOB C TeHepaIn30BaHHOM hopMmoit MI siBisieTcst
YCTaIOCTh. DTO CYyOBEKTUBHOE UYBCTBO ITOBBIIICHHOM
YTOMIISIEMOCTH, KOTOPOE MOXET BOSHUKATH KaK Y OOJIBHBIX,
TaK W'y 3010POBBIX JIIOAEH, ABISETCS CJIOXHBIM MOHSITHUEM,
BKJIIOYAIOIIMM KakK (pr3MO0JIOTUYECKUE, TAK U TICUXOJIOTH-
yeckue pakTopbl. OnpenensieTcss Kak OBICTPOE M CTOMKOE
CHMXKEHME DHEPTUM, 3aTPYAHEHUE B COCPENOTOYEHUU
Ha OTIpeeICHHOM BHUJIE paOOTHI M, KaK IPaBIJIO, 3aITyCKa-
eTCs Harpy3Koii, Hecopa3MepHOil ¢ ypOBHEM MHIYIIMPO-
BaHHOM ycTasocTtH |3, 4]. TakuM 06pa3om, 0ObEKTUBHBIN
KIMHUYECKUN TTPU3HAK TTaTOJIOTUISCKON YTOMIISIEMOCTH
1 CJTA0OCTH MBIIII ¥ CYObeKTUBHAS CAMOOIICHKA YCTATOCTH
MIPEACTABIISTIOT CO00 pa3TMYHbBIC TTOHSITHUS.

ITpm MHOTHX XpOHMYECKNX HEBPOJOTMIECKMX 3200-
JIEBaHMSIX, TAKUX, HAIIpUMep, Kak 60yie3Hb [1apkuHCcOHa,
paccesTHHBIN CKJIEpO3 W OPYyTHe, CUHIPOM XPOHUYECKOM
YCTaJIOCTH BBIAEICH B OTHCIBHBIM CUMIITOMOKOMILIEKC,
Ho 1ipu MI ycranocTb KakK OTAeAbHbII CUHIPOM IO CUX ITOp
He TIprBJIeKajia 3HAYNTSIBHOTO BHUMAHUS CIICIIUAINCTOB.
TepMuHOIOTHYECKASI ITyTAHNIIA MOXET OOBSICHSITHCS UC-
ITOJTb30BaHUEM OITPEIeICHUI MBIIIEYHON YTOMIISIEMOCTH
1 YCTAJIOCTU KaK CUMHOHVMMOB B TOHSITHSX IMAlIMEHTOB
u Bpaueii [5]. [ToaToMy npeacTaBiisieTcsi BAXKHBIM HapsiLy
C IVaTHOCTUKOM MaTOJIOTUYECKON MBIIIECYHON YTOMIISI-
€MOCTH M CJIA00CTH y TarieHToB ¢ MI BRISIBIIeHHE yCTa-

JIOCTH, YMEHUE pa3rpaHNINTh 3TH KIMHUIECKIE CUHAPO-
MBI, YTOOBI TIOHATDH BKJIAI KaXXIOTro U3 HUX B KapTUHY
3a00JIeBaHUS IJI BRIPAOOTKN ONTUMAIBPHOM TaKTUKU TE-
panmumu.

IIpu MI, Kak 1 npu APYrux XpOHUUYECKUX OONE3HSIX,
MALMEHTHI MOTYT UMETh IIMPOKUI CIIEKTP TICUXOIOTTICCKIX
¥ SMOLIMOHAIBHBIX PACCTPOICTB. XapaKTepHBIe KOICOaHMS,
MWTPALNSI MUACTCHUTISCKIX CUMITTOMOB MOTYT BBECTH B 3a-
OJIy>XKIeHME U BRI3BATh IIPEAIIONIOXKEHNE O PYHKIIMOHAIb-
HOM TIPOMCXOXIECHUN CUMITOMOB. OMHOBpeMEeHHOE Ha-
yajo MI 1 nerpeccHBHBIX POSBICHMI TTOBBIIIAET PUCK
JIMArHOCTUYECKOU OLIMOKU. Psia paboT BRIIBUIM OILIMOKU
B IMAarHOCTHUKE, Korga cuMIToMbel MIT paciieHmBaim Kak
MPOSIBJIEHUE IICUXOIATOJIOTMYECKOro pacCTpoiicTaa [6, 7].
C npyTroii CTOPOHBI, COOOIIATIOCH, YTO IICUXOIATOIOTIIe-
CKUe HapylleHUs BeTpevatores y 59 % mauuentoB ¢ MIT
¥ OeTpeccHs SIBIsIeTCS Hamboyiee pacIpoCTpaHEeHHBIM
paccTpoiCTBOM IpU JAaHHOM 3aboeBaHuM [8].

OmHMM 13 MaJIOM3y9eHHBIX (PeHOMEHOB, BOZHUKAO-
mux ripu MI sBisieTcst HapyleHre cHa U OOApPCTBOBAHUSI.
Hexoroprie nccienoBaHNs TOKA3BIBAIOT, YTO Y MAIlIEHTOB
¢ MI' Haubomee pacpocTpaHEHBl TaKHME PacCTPOMCTBA
CHa, KaK HapyIlIeHNe TbIXaHWs BO CHE BCIICACTBHE C1a00-
CTH ObIXaTeIbHBIX MBIIII M 0OCTPYKTUBHOE aITHO3 cHa [9].
M30bITOUHAsT AHEBHASI COHJIMBOCTh — ITOJIMATHOJIOTHYC-
CKHI1 CUMIITOM M BaXXHOE IIPOSIBJICHNE OOCTPYKTUBHOTO
arrHo3. PacmipocTpaHeHHOCT JHEBHOM COHIMBOCTH CPEI
MaIlMeHTOB C MUACTEHUEH IO CYyOBEeKTUBHOM IIIKaJle CO-
amBoctr DruBopta (ESS), cormacHo maHHBIM psima ncciie-
nmoBareseit, konebmaercs ot 14,8 10 33 % [8, 10].

B maHHOI% cTaThe IIpeacTaBIeHB OCHOBHBIC pE3YJIBTa-
THI TIPOBEACHHBIX HAMM MCCIICIOBAaHUM, TTOCBSIIIEHHBIX
OLIEHKE COHJIMBOCTH, YCTAJIOCTHU, AENPECCUN U BIUSIHUS
ayTOMMMYHHOI KOMOPOMAHOCTU Ha 3TU CUHAPOMBI Yy T1a-
mueHToB ¢ MI ¢ uCIToIb30BaHIEM U IOCIICAYIONICI BaJIH -
JIalueil MKajl U OIIPOCHUKOB, OIYOJIMKOBAaHHBIX B OoJee
paHHUX HAIIMX paboTax, a TakKe 000OIIEHHBIE BHIBOIBI
TI0 3TUM MCCIICIOBAHMSIM TSI O3HAKOMJICHISI 00JTee ITMPOKOM
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PYCCKOSI3BIYHON ayIUTOPUM CIIELIMAJNCTOB B 00Ja-
CTU HEPBHO-MBIIIEYHON MaTOJOTUU U cOMHOuoruu [11,
15, 16].

Mamepuanbl u Memofbl

Hacrosee mnccnenoBanne mpoBOAMIN Ha Kadempe
HEBPOJIOTUHU U NcuXuaTpuu MHCTATYTAa MEOUIIMHCKOTO
obpazoBanust ®I'bY «<HMUII um. B.A. AnmazoBa» MuH-
3npaBa Poccun 1 Ha Kadenpe HEBpOJIOTUY M. aKaeMUKa
C.H. JaBunenkoBa ®I'BOY BO «C3I'MY um. 1. U. Meu-
HuKoBa» Munsapasa Poccun. ilnarno3 MI' yctanaBimnBa-
JIM C YYETOM PEKOMEHIALIMI 1 KPUTePHUEB, YTBEPKICHHBIX
Bcepoccuiickum ob1iecTBoM HeBpoJioroB [2]. B nccnemo-
BaHMe OBUTM BKJIIOUYEHBI 73 IMallieHTa ¢ HECOMHEHHBIM
(4 xputepus U3 4) I TOCTOBEPHBIM (3 KpuTepus U3 4)
nuardHo3oM MT™ u 230 nuir KOHTPOJIBHOM TPYHIIBL. Y BCex
MMAllMEHTOB OIICHWBAJIM BO3pacT Hayaja, IJIATEeIbHOCTD
3abo0ieBaHMsI, (PapMaKOJIOTHICCKYIO TEPATUIO aHTUXO-
JIMHACTEPa3HBIMHU, TIOKOKOpTUKOcTepongHbeMEU (I'KC)
W/ WIA IATOCTaTUIECKUMM TIpeTiapaTaMu, a TAaKKe YIUThI-
BaJIU IIPOBEICHHYIO MAIlieHTaM TUMAKTOMMIO MJIH TTa3Ma-
depes, HaIMIKe COMYTCTBYIOIICHT ayTOMMMYHHOI TTaTOJIO-
run. TsoxecTh 3a0071€BaHUS OLIEHUBAIUA B COOTBETCTBUU
¢ KinaccuduKaneit AMepuKaHCcKoro (oHmIa MUACTeHUN
(Myasthenia Gravis Foundation of America, MGFA).

B mncciaenoBaHme He BKIIOYAIW MALIMEHTOB C paHee
JMarHOCTUPOBAaHHBIMY HapyIICHUSIMHU CHa 1 OOIpPCTBOBA-
HUS, APYTUMH OpTaHMYECKIMU HEBPOJIOTUICCKIMHU 3200~
JICBAaHUSIMHU 1 TSDKEJIOM COMaTUIeCKOM IaTojiorueit. B mc-
cllemoBaHNEe W KOHTPOJIBHYIO TPYIITY OBLIM BKITFOUCHBI
TOJIBKO pycckue, xutenu Cankr-IletepOypra m JleHuH-
TPafCKO 00J1aCTH, SIBJISTFOIIECS HOCUTEISIMU PYCCKOTO
SI3BIKA.

JI71sT OTIICHKY YPOBHS YCTAJIOCTH, IETIPECCHH, THEBHOM
COHJIMBOCTH Y TPEBOXHBIX PACCTPOMCTB MCITOIb30BaIN
HIDKETIPEACTaBICHHBIC IITKAJIBI.

HlIkara maxcecmu ycmaaocmu (Fatigue Severity Scale,
FSS), xotopas TepBOHayaJlbHO OBIIa pa3paboTaHa
L.B. Krupp u coaBt. B 1989 1. /151 OLIEHKY CTeTIeH! BBIpa-
>KEHHOCTH YCTAJIOCTH Y TTAIIMEHTOB C pacCeTHHBIM CKepO-
30M M CUCTeMHOI1 KpacHoi BoryaHkoit [12]. FSS cocrour
n3 9 yTBepXKIeH!Ii, KOTOPBIE OLICHUBAIOT IJIaBHBIM 00pa-
30M CTEIIeHb BBIPAKEHHOCTU CUMIITOMOB (PU3MIECCKOM
YCTaJIOCTH MAallMeHTa Ha IIPOTSKEHUH TOCIeTHE T Heneau
Tepen 3aIoJIHEHNEM OITpOCHMKA. Ha Kaxkmoe yTBepKIeHme
JaeTcsl OTBET IO 7-TIO3WITMOHHOM 11Kaie JInkepra, B 3a-
BUCHMOCTH OT CTEIICHU COTJIACHSI YUIM HEeCOTJIacus C Ka-
KIbIM yTBepXneHueM (1 — monHoe Hecornacue, 7 — mos-
Hoe cornacue). [ToporoBoif TOYKO# KIIMHUIESCKH 3HAYNMOI
YCTAJIOCTH SIBIISIIOTC 3HaueHus >4 [13]. Pesynsratel FSS
MOTYT OLIEHUBAThCS JIMOO MMyTeM TIOJIydeHHs 00111ero 0a-
J1a, TNOO BBIUMCIICHYSI CPEIHETO Oalia 1o BCeM 9 IyHKTaM,
mpuaeM 0oJiee BBICOKME 0aJITbl YKa3bIBAIOT Ha 00JIee BbI-
paXXeHHYIO YCTaJIOCTb.

Illkaaa yemaaocmu (Fatigue Impact Scale, FIS) 6vina
paspabotana J.D. Fisk u coaBt. B 1994 1. 11 caMOOLIeHKI

BIIVISTHUSI YCTAJIOCTH Ha KAYECTBO XXM3HM TTALIMEHTOB C pac-
cesTHHBIM ckiepo3oM [14]. FIS coctout u3 40 yTBepXK-
IIeHUI, KOTOPBIC TTOAPA3ICIISTIIOTCS Ha 3 TTOMIIKAIIBL: KOT-
HUTUBHYIO, (QM3NUECKYI0O U TICHUXOCOLMaNIbHYO. s
KaXXIOTo IMyHKTAa MAIMeHTHl JOJIKHBI YKa3aTh, KaK 9acToO
OHM WCHBITAIN ONMCAHHYIO CUTYaIllI0 Ha MPOTSKCHUU
MIPOIIUIOTO MecCsIIa, BKITIOYas IeHB 3aITOTHEHHS OIIPOCHM -
ka (0 — Hukorma, 1 — penko, 2 — mHoraa, 3 — yacro, 4 —
Bceraa). MakcumaibHas cymMMa 0aylJIOB 110 KOTHUTUBHOM
rmoamkaie coctasisieT 40, mo moamkane GU3NIECKOro
cocroguus — 40 u ricuxocoumaabHON noakane — 80 oa-
JI0B, o61mit 6ayn — 160. [ToporoBoro 3HaYeHMSI 3HAYNMOA
YCTaJIOCTH y TaHHOM IIKAJILI HET, 6oJiee BHICOKHME OaJUThI
YKa3bIBAIOT Ha GOJIBIIIE OTPAHUYEHNS B (DYHKIIMOHUPO-
BaHUM.

IIxansr FSS, FIS mmpoko ncnonb3yloTcs B KIMHU-
YeCKOU M MCCIIAOBATEILCKOM MPAaKTUKE W TePEBEICHBI
Ha 0OJIBIII0e KOJTMISCTBO MHOCTPAHHBIX SI3BIKOB. [1omapo0-
HO IIpOIIeCC TIepeBOIa Ha PYCCKMIA SI3BIK, KYJIBTYPHOI afar-
TallMy ¥ TIPOBEPKU HA BAIMIHOCTH TaHHBIX OIIPOCHUKOB
OBLJT OIMMCAH B Hallleil oTaeabHOU nyoaukauuu [15].

IIxansr FSS u FIS otnmyalorcst HaneXXHOCThIO, 000-
CHOBaHHOCTB 1 OTJIMYHYIO BHYTPEHHIOIO COIJIaCOBAaHHOCTb,
YTO BbIpaxaercs a-Koadduimentamu KpoHbaxa B aua-
ma3oHe ot 0,91 no 0,96. BanuaupoBaHHbBIE OIPOCHUKHU
MIpeACTaBJICHBI B IPUJIOXeHNN 1 1 2.

IIIkana nenpeccun Beka (Beck Depression Inventory,
BDI) sBnsercst ogHOI 13 HanboJjee IUPOKO MUCIIOIb3Ye-
MBIX IIIKaJI CAMOOLIEHKH ypOBHS nernpeccnu. Ha ocHoBa-
Hum obiero 6auta BDI Mbl olieHMBanu cTeneHb BhIpa-
KEHHOCTH CHMIITOMOB JETIPECCUM Kak JieTkyio (10—18),
ymepeHHyto (19—29) wnm tsexenyto (>30).

a-Koadhdmment Kpondaxa misg BDI B ucciemyemoit
BeIOOpKe 00abHBIX ¢ MI cocraBuit 0,80, 4TO yKa3bIBaeT
Ha yIOBJICTBOPUTEIIFHOE 3HAUYCHHNE.

IIIkana conmmBoctd DuBopra (Epworth Sleepiness
Scale, ESS) — cyObeKTUBHBII OIPOCHUK JIJISI OLIEHKHU YPOB-
Hs1 AHeBHOI coHnmBocTu. KonmnyecTBo 6amioB >11 pacue-
HUBaJIA KaK N30BITOUHYIO THEBHYIO COHJTUBOCTb.

Taxke oneHUBaM TePULIMT CHA, KOTOPHIN paCCINTHI-
BaJIM, KaK Pa3HMILYy B MIPOIOKUTEIBHOCTA CHA MEXIY
BBIXOTHBIMHU 1 pabounmu nHIMU. dedumT cHa >2 9 pac-
LIECHUBAJIM KaK HEJOCTATOYHOE KOJIMYECTBO CHA.

IIIkana Tpesorn Crimnbeprepa—Xanmna (State—Trait
Anxiety Inventory, STAI) — MeTon OlleHKM TUYHOCTHOM
1 CUTYaTUBHOM TPEeBOXHOCTH. [Ipu oIleHKe pe3yIsTaToB
UCIIONb30BaIu cieaymomne kputepun: 0—30 — Hu3Kasg
TPEeBOXHOCTb, 31—44 — ymepeHHas, >45 0a/JIOB — BbI-
coKasl.

[MucpmMeHHOE MHGOPMHUPOBAHHOE COTIACKE Ha yJac-
THE B UCCIIeIOBAaHUM OBLIO MOJIYIESHO OT BCEX YIACTHH -
KOB rcciienoBaHmsI. CTaTUCTUIECKYIO 00pPadOTKY pe3yib-
TaTOB MPOBOIUJIN C MCIIOJIb30BaHMEM TTaKeTa IPOrpamMM
Statistical Package for the Social Sciences (Bepcus 25).
VYpoBeHb 3HAUMMOCTH IPH IIPOBEPKE CTATUCTUIECKUX TH-
moTe3 mMpuHUMaJcs paBHEIM p <0,05.
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Pesynbmamsl

Bce moka3zarenm ycTanocTH, 3a NCKIFOYeHEM KOTHH -
TBHOM nommKansl FIS, Ol BTl y manmeHToB ¢ MT,
YeM B KOHTPOJIbHOU TpyIme (cM. Tadbiauiy) Pacmpocrpa-
HEHHOCTh KJIIMHUYECKM 3HAYMMOM YCTaJIOCTH B HAIleM
nuccinenoBanuu (tipu otieHke FSS >4,0) y mattmerToB ¢ MIT
coctaBuia 69,9 %, u B KOHTpOJbHOI rpymnme — 40,4 %
(p <0,001). Cpennmnii 6amn FIS o mommkane ¢pusmdecko-
IO COCTOSTHUSI cocTaBwII 22,5 + 9,3, 10 IICHMX0COMaIbHOM
nogkane — 33,4 = 16,2, B KOHTpoJbHOM rpyrme 12 * 8,4
u 23 + 13,7 coorBercTBeHHO (p <0,001). [Tpy rmazHoM
dopmMe MUACTEHUM YCTAJIOCTh BhIsIBIEHA Yy 45,5 % maum-
€HTOB, YTO COIIOCTABMMO C PaCIIPOCTPAHEHHOCTRIO yCTa-
JIOCTU B rpyiine KoHTposst (p = 0,76).

HenocraTouHoe KOJIMYECTBO CHA y MalMeHToB ¢ MIT
CITOCOOCTBOBAJIO TTOBHIIIICHUIO YPOBHS (PM3NIECKOM yCTa-
JIOCTH, 9TO TIPOSIBIISIIIOCH B 00JIee BBICOKMX OIICHKAX IO
mkaje FIS (pusnueckas mommikana). YpeamepHast gHEB-
Hast COHJIMBOCTbD BhIsiBlieHa y 15,1 % manuenTtos (ESS >11).
Cpennee 3Hauenue o mkaie ESS cocrasuio 6,8 + 3,7.

JenpeccuBHble paccTpoiicTBa 1o mkane BDI ycra-
HOBJIEHBI Y 64,6 %. B yacTHOCTH, OBLUIO [TOKA3aHO, YTO JIe-
npeccus Oblia yerkoit (10—18 6amwioB) y 30 manmeHTOB
(44,1 %), ymepennoii (19—29 6amios) —y 12 (17,6 %)
U Tspkesiou creneHu (=30 6awtoB) —y 2 (2,9 %). Ipynnbl
MMAIIeHTOB C AeTpeccrueil n 0e3 TaKOBOM He OTINYAINCH
10 BO3PACTY, TIOJIY, TSLKECTH M IIPOIOJIKUTETbHOCTH 3200~
JICBaHMUSI.

IMoka3zaTenu 1Mo IIKajaM yCTaJIOCTH OBLIN BBIIIE  T1a-
LIMEeHTOB ¢ aenpeccueid. Tak, cpequmii 6amn FSS >4,0 ob1n
BhisiBIIeH y 84,1 % c mernpeccueii n'y 45,8 % 6e3 nenpeccun
(p=0,002).

ITo Bcem noamikanam FIS takske ObITA BBISIBJIEHBI 3HA-
YyMBbIe pa3nnuns. JlJaHHBIC TICUXOCOIINATbHOM ITOMIIKATBI
FIS y maumenToB ¢ nenpeccueii coctaBwm 40 * 14,3 ipotuB
22 * 13,9 6amna y manmeHToB 6e3 genpeccuu (p <0,001),
YTO, TIO-BUANMOMY, T€MOHCTPUPYET CaMOEe BEIpaXXeHHOE
pasare MeXIy 3TUMM 2 TPYIIIIaMy HalieHToB. MHOXe-
CTBEHHBIN PETPECCUOHHBIN aHAIN3 ITIOATBEPANII TaHHbBIC
TICUXOCOLMAIbHOM mKanel FIS Kak He3aBUCUMBINA TIpe-
IUKTOp OoJiee BBHICOKOTO TMoKa3aress mernpeccun (BDI)
(B = 0,626, t-3Hayenue = 6,820, p <0,001).

Pesynwrarel o mkazie FSS mokasanu 6ojiee CUIIBHYIO
KOPPEJISIINIO C TaHHBIMU COMATUIeCKO# moaikaisl BDI
(r=0,588, p <0,001), gem ¢ TTOKa3aTeJISIMA KOTHUTHBHO-
addexruBHoi noauikaisl BDI (r= 0,293, p = 0,02). U Ha-
00opoTt, ESS koppemmpyeT TOJIBKO ¢ TaHHBIMA KOTHUTHBHO-
addexTuBHoi moawmkanel (r = 0,26, p = 0,03), HO He
¢ TIoKazaTeJIsIMi coMaTndeckoit mommikansl BDI (r= 0,17,
p=0,16).

YpesMepHast THeBHAsI COHJIMBOCTD OKa3ajach Ooiee
BhIpaXkeHHO# y nmauueHtoB ¢ MI' u nenpeccueit (22,7 %
npotuB 4,2 %, p = 0,04).

IMauunenTsl ¢ MI, niepeHeciie TUMAKTOMUIO, UMETU
0oJiee HU3KYIO PaCIIPOCTPaHEHHOCTD IEIIPECCUN, YeM TE,
KTO TOJTy4ajl KOHCepBaTUBHYIO Teparnuio (15,9 % npoTus

45,8 %, p = 0,01). OnHako B ucClieAyeMOii BbIOOpKE Ia-
nueHTH ¢ MI, mepeHecime THMIKTOMUIO, OBLIM MOJIOXE
B ne6rote 3aboneBanus (30 £ 12,8 roma mporus 40,8 +
17,3 roma, p = 0,02) 1 ¢ GoJBIIIEH TTPOIOKUTEIIBHOCTBIO
3a00JIeBaHMSI, YeM TTAIIMCHTHI, TTOIyYalOIIe TOJIhKO KOH-
cepBatuBHoe JieueHue (10,5 £ 7,4 roga nportus 6,4 = 7,4 ro-
na, p=0,05). B 3ToM KOHTEKCTe He3aBUCUMAsI CBSI3b MEX-
Iy TAMAKTOMUEN 1 Oosiee HU3KMMU TTokazareassMu BDI
3aCIy>KMBaeT 0COO0r0 BHUMAHMS, IIOCKOJIBKY 3TO IIpe-
ToJjlaraeT BO3MOKHYIO POJIb BOCITAJIMTEIBHBIX IIPOIIECCOB
B ITATOTEHE3¢ ACTPECCUBHBIX CUMITTOMOB ITpu MI.

IIpu oneHKe ypOBHS TPEBOXHBIX pacCTPOMCTB Y Ma-
mueHToB ¢ MI o mkane STAI cpenHee 3HaYeHMeE 110 TIOA-
IIKajae CUTYallMOHHOM TPEeBOXHOCTU coctaBwio 40,4
10,2 6ana, a 1o ImoKa3aTesIio TNIHOCTHOM TPEBOXKHOCTH —
48,4 + 8,7 6anna, 4TO COOTBETCTBYET YMEPEHHOMY U BbI-
COKOMY YPOBHIO TPEBOKHOCTH COOTBETCTBeHHO. YacToTa
YMEPEHHOTO YPOBHS JUYHOCTHOI TpeBOXHOCTH (31—44
Oasuta) cocraBuia 34,2 % (n = 25), cutyatuBHoii — 60,3 %
(n = 44). BeIcokuit ypOoBeHb JUYHOCTHOI TPEBOXKHOCTH
(>45 6ay1oB) GbLN BhIsIBIICH y 64,4 % (n = 47), cuTyaTuB-
HOIi TpeBoxXHOCTU — Y 27,4 % (n = 20).

7151 IpOBEePKM TUTIOTE3HI O BIUSIHUYA ayTOUMMYHHOI
KOMOPOMIHOCTY Ha YPOBEHBb COHJIMBOCTH, ACIIPECCHU
¥ YTOMJISIEMOCTH ObLJIa BBIIeJICHA TPYIITIA ITAIIeHTOB C CO-
MYTCTBYIOIIEH ayTOMMMYHHOI ITaTojiorueit — 13 marueH-
ToB ¢ MI' 1 ayTOMMMYHHBIM TUPEOUAUTOM, 1 M3 HUX UMeEII
PEBMAaTOMIHBIN apTPUT KaK 3-¢ ayTOMMMYHHOE 3a00JIcBaHME.

Kak mmokazanm Halm ucciaeaoBaHus, B TPYyIIIIe TalM-
eHTOB ¢ MI' M conyTCTBYIOIIMMU ayTOUMMYHHBIMU 3200~
JIEBAHUSIMH TT0 YPOBHIO YCTAIOCTH, COHJIMBOCTH U TPEBOX-
HO-ICIPECCUBHBIX PACCTPOMCTB HE OBLIO BBHISBICHO
CTAaTUCTUYECKU 3HAYMMBIX Pa3JIMIHii IO CPaBHEHMIO C TI0-
Ka3aTeJISIMA OCHOBHOM TPYIIIIEL.

06cyxneHue

CorracHO CBeICHUSIM psia UCCiIeaoBaTeleli, ypOBEHb
ycrasioct y manueHToB ¢ MI' Bapeupyer ot 44 10 89 % |3,
17, 18], omHako TOYHOE cpaBHEHME JaHHBIX 3aTPYyIHEHO,
MOCKOJIbKY XapaKTePUCTUKHU TTAIIMEHTOB 1 IIPUMEHSIEMbIC
IIKAJIbl YTOMJISIEMOCTH Pa3jInyajlrich B pa3HBIX paboTax.
VYposens ycramocty 1o mkane FSS (69,9 %) B uccnenye-
MO BEIOOPKE OJIM30K K ITOKa3aTeIsIM YCTaJIOCTH IIPH pac-
cestHHOM ckJyiepo3e (53—92 %), omHaKo BhIlle, YeM TaHHbIe
00 ycranoctu ripu 60j1e3Hu [lapkuncona (59 %), uieMu-
yeckoM nHcyIbre (49 %), rmuobnactome (48 %) unu de-
pernHo-Mo3roBoii TpaBme (17 %) [4, 13]. B oteuecTBeHHOIM
nonyaguun 6ombHBIX ¢ MIT B uccnenoBanum A. M. Cmo-
JIMHA YPOBEHb aCTCHMU OBLT OLICHEH C IIOMOIIIbIO CYOheK-
TUBHOM IIKadbl oleHKM acteHum (Multidimensional
Fatigue Inventory, MFI-20), u B rpymiie mammueHTOB ¢ IIPo-
BeICHHOI TUMBAKTOMMEH cpemamit 6ayt coctasuia 10,2 (8,1;
11,8), Torma Kak B TpyIIIIE IMAIIMEHTOB, ITOTYJIAIOITNX KOH-
cepBaTUBHOE JieueHue, oH gocturai 14,6 (13,1; 16,5) [19].

IMoxazaremm FSS u FIS (¢pu3maeckast mommkana) y ma-
mreHToB ¢ MI yBeTMIMBaIVICh B 3aBUCHMOCTH OT CTETICHU
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Clinical characteristics of myasthenia gravis patients and control group

Parameter

MG patients (n = 73)

Control group (n = 230)

2031"‘1“ 452+ 15 448+ 17,4 0,87
e
Kerckuit o 45 (61,6)* 149 (64,8)* 0,68

emale sex
WHpekc Macchl Tena, cpenHee 3HaYeHNe 277+71 258+ 4.6 0.03
Body mass index, mean score [ o >
Bospact Havasia 3a6osieBaHus, JIE€T
Age at the disease onset, years 37,2+ 16,6 - -
JTenbHOCTE 3a00J1eBaHus, JIET §+87 _ _
Disease duration, years -
Tsxects MI' mo MGFA
MG severity according to MGFA

1 11 (15,1 %)

I1a 21 (28,8 %)

11b 10 (13,7 %) — —

I1Ia 23 (31,5 %)

11Ib 7 (9,6 %)

1Va 1(1,4 %)

A% 0
IlIxana tsoxkectu yeranoctu (FSS), cpennmit 6amn
Fatigue Severity Scale (FSS), mean score 4718 36115 <0,001
Yucno maiMeHToB ¢ KIMHUYECKU 3HaunMMoit yetanocthio (FSS >4,0)
Number of patients with clinically significant fatigue (FSS >4.0) 51(69,9)* 93 (40,4)** <0,001
IIkana ycranoctu (FIS), cpennmii 6amn
Fatigue Impact Scale (FIS), mean score
KOTHUTHBHAS TTOAIIKAJIa
cognitive subscale 12,4+8,3 10,6 7,4 0,09
pusmyeckas moamKama
physical subscale 22,5+9,3 12+ 8,4 <0,001
TMICUXOCOIMaIbHAS MOJIIKAIa
psychosocial subscale 33,4 £16,2 23 +13,7 <0,001
TlanreHTsl ¢ nepuuToM cHa (>2 4)
Patients with the sleep debt (=2 h) 22(30,1 %) 82(35,7 %) 0,48
IIkana connmuBoctu DnBopTta (ESS), cpemnmit 6amn
Epworth Sleepiness Scale (ESS), mean score 6,8£3,7 6,7+4,1 0,84
IlIxana nenpeccun beka (BDI) n=68 He r[;?(l)-ia%())lcnn st _
Beck depression inventory (BDI)

No survey was conducted

Cpennuii 6ajut mmo mkazie genpeccuu beka (BDI) 12+7.9 _ _
Beck Depression Inventory Scale mean (BDI) -
TTauueHTsI ¢ nerkoit aenpeccueit (BDI 10—18 6amwios) 30 (41 %) = =
Patients with the mild depression (BDI 10—18 score) °
TTanueHTHI ¢ yMepeHHO TsKenoii nenpeccueii (BDI >19 6amnos) 14.(20,5 %) _ _

Patients with the moderate-severe depression (BDI >19 score)

*B ckobkax YKA3aH npouerm iHCeHuurn 6 8b160plC€ nayuenmoe ¢ Muacmeruei epasuc u ICOHmpO/leOﬁ epynne coomeemcmeeHHO.

*The percentage of women in the sample of patients with myasthenia gravis and the control group respectively.

**B ckobkax YKAa3aH npouerHm nauyuenmoes ¢ KAuHu4ecKu 3HA4UMOU ycmanocmoro om 4ucaa nauuenmoes ¢ muacmenuetl epasuc

u ICOHmpO/leOﬁ epynne coomeemcmeeHHO.

**The percentage of patients with clinically significant fatigue from the number of patients with myasthenia gravis and the control group respectively.
Ilpumeuanue. MI' — muacmenus epasuc;, MGFA — Amepuxanckuii pond muacmernuu.

Note. MG — myasthenia gravis; MGFA — Myasthenia Gravis Foundation of America.
_______________________________________________________________________________________________________________________|
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TsKecTH 3a00eBanus o kinaccudukammn MGFA. MHo-
JKECTBEHHBIN perpecCMOHHBIN aHaIN3 TTOATBepAUII Oojiee
BBICOKYIO cTerieHb TskecTh MGFA kak He3aBUCUMYIO
BEJIMUMHY, CBSI3aHHYIO C 00JIee BRICOKMMU ITOKa3aTeIIMU
o mmkaaMm FSS n FIS (dpusnueckas mommkania).

Takmm 0Opa3om, B HaIlIeM MCCJICTOBAaHUM BBISIBIICHO,
yTO TanueHThl ¢ MIT MMeIoT B OCHOBHOM (DU3MIECKYIO
YCTaJIOCTh. DTO CTAaBHUT MO COMHEHHE Pe3yIbTaThl IIpe-
IBUTYIIUX MCCICIOBaHMI, B KOTOPBIX COOOIIAETCS O BBI-
COKOM pacIpOCTPaHEHHOCTH KOTHUTHUBHOM yCTaJIOCTHU
y manneHToB ¢ MI, 4TO mpuBeIo K MPeAIooXKeHUSIM
00 yJacTuH LIEHTPaJIbHOI HEPBHOM CHCTEMBI B TTaTOTEHE -
3¢ MI'[17, 20]. B oTimume OoT yCTaIOCTH IPY KJIIMHUYECKU
M30JIMPOBAHHOM CHHIPOME M PACCESTHHOM CKJIEpo3e, KO-
TOpast YacTO ObIBACT TSDKEJIONM Ha pAaHHMX CTAIMSIX 3a001eBa-
HWUSI, YCTAJIOCTh Npu MI, TO-BUAMMOMY, 3aBUCUT OT CTEINIEHU
BBIPAXXCHHOCTH MBIIIEYHOH cIabocTu. B cooTBeTCTBUMI
C HEeTaBHUM TIPEIJIOXKEHNEM O ¢IMHOM TAKCOHOMUH yCTa-
JIOCTU MOXHO OBLIO OBl YTBEpXKIATh, UTO pa3BuTHE HU-
3M4ecKoit ycrajgoctu mpu MI, ckopee Bcero, 3aBUCUT OT
MMepPBUYHOM HEPBHO-MBIIIEYHOMN YCTAIOCTH, OLICHEHHOM
o mKajaM ¢pusndeckoit ycramoctu (FSS, FIS, duznue-
CKasl TIOIITKaia) B 3aBUCUMOCTH OT TsikecTr MI (kimace
mo MGFA), B To BpeMsI KaKk KOTHUTHUBHAS U TICUXOCOIIH-
aJbHAS YCTAJIOCTB Yallle TIPEICTABIISIET BTOPUIHYIO, WJTU CO-
MMYTCTBYIOIIYIO, YCTAJIOCTh [3, 4].

YeranocTs U Ierpeccust SIBJISTIOTCST 9aCTBIMM COITYTCT-
BYIOIIMMU CHHAPOMAMHU IIPY MHOTUX HEBPOJIOTMIECKUX
paccTpoiicTBax, BKitouas MI [5, 18]. [TomyuyeHHBIE HAMU
JMaHHBIE 00 YMEPEHHO TSDKEJION MEIpecCui y MalieHTOB
¢ MTI' (20,5 %) cpaBHUMBI C pe3yJIbTaTaMu B IPYTUX paboTax
rpu orieHke 1o wkane BDI (ot 13,6 1o 33 %) [19, 21, 22].

B Hamrem nccirieqoBaHNM OBIIO YCTAHOBIIEHO, YTO Ha-
JIMaue y manueHToB ¢ MI mernpeccnu cTaTUCTAYECKH 3HA-
YUMO MPUBOAUT K YBEJIMYCHUIO MOKa3aTesei yCTalIOCTH
W THEBHOW COHJIMBOCTH. Takke OBUIO BBISIBJICHO, YTO
yBeJIM4eHne crenenu Tsbkect MI o kimaccngumkanm MG-
FA He nprBOIUT K pOCTY YKCIIA MTALIMEHTOB C ACTIPECCUCH.

OmHaKo YCTaHOBUTD, BEICTYIIACT JIM YCTAIOCTD ITPOSB-
JICHVEM METIPeCCUU WJIN CUMIITOMOM MI, KOTOpBHIii CITO-
COOCTBYET pa3BUTHIO ACTIPECCUH, TIPSICTABISICTCST TPYIHOM
3amadeii. Bo3MoXHO, menpecCUBHBIE CUMIITOMBI U yCTa-
JIOCTh MMEIOT OOIIYIO 3THOJIOTUYECKYI0 OCHOBY, HEJIb3sI
HUCKITIOUNTh TaKXKe MX BOSHUKHOBEHUE HE3aBUCHUMO IPYT
OT IpyTa.

PacnipocTpaHeHHOCTh BTOPUYHBIX ayTOMMMYHHBIX
3abonesBanuii mpu MT BapeupyeT ot 13 1o 26 % [23, 24],
BKJTIOUAsI ayTOMMMYHHBIE 3a00JIeBaHMST IITUTOBUIHOM Ke-
JIe3bl, TaKue Kak 0ose3Hb IpeiiBca u XammmoTo, peBMa-
TOMIHBIN apTPUT, CUCTEeMHasl KpacHasI BoJldaHKa, caxap-
HbIi AuabeT 1-ro TUIa, KOTOpbIE€ SIBJISIIOTCS Haubosiee
YaCTBIMU Cpean 23 3aperuCcTPUPOBAHHBIX ayTOMMMYHHBIX
COMYTCTBYIONIMX 3a0oneBaHuit ipu MI [24].

[1aBHOI TPUYMHO BOSHUKHOBEHUSI YCTAIOCTH, COH-
JIMBOCTHU M PACCTPOMCTB HACTPOSHMS TIPH ayTOMMMYHHBIX
3a00JICBaHMSIX, TI0 MHCHUIO MMMMYHOJIOTOB, SIBIISIETCS

HapylleHWe peryassuuu AesiTeIbHOCTU UMMYHHOM cCUCTe-
MBI C TIpe00JIagaHeM ITPOBOCITATUTEILHBIX PEaKIINiA, 13-
OBITOYHOM TTPOMYKIIMEH TTPOBOCITATIUTEIEHBIX IIMTOKHOB,
KOTOpbIe MTHULIMUPYIOT W ITOIIEPKNBAIOT ayTOUMMYHHBII
BOCITAJINTEIbHBIN OTBET. LIMTOKMHBI BBICBOOOXKIAIOTCS
AKTUBUPOBAaHHBIMI UMMYHHBIMU KJIETKAMH, B3aMOICi-
CTBYIOT C Pa3IMYHBIMK CTPYKTYpaMHU TOJIOBHOTO MO3ra,
MIPpUBOIS K HAPYIICHHUIO TIPOAYKIINKM HEHPOMEINATOPOB,
TakMM 00pa3oM BJIMSIS HA MPOLECCH CHA—0OAPCTBOBAHUS
1 TICUXO3MOIIMOHAJIBHOE cocTosTHUE [25].

I1pu cpaBHeHnu naneHTOB ¢ MI, MMeroLIMX ayTOnM-
MYHHbI€ COMYTCTBYIOILIME 3a001€BaHusI 1 6€3 TAKOBbIX, MbI
He OOHAPYXWJIU pa3Indrii B IOKa3aTelsIX 1o mKajgam FSS,
FIS, ESS, BDI u STAI. OgHako CTOUT UMETh B BULY,
YTO MaMeHTH ¢ MI, mMeroIe ayrToMMMYHHBIEC COITYTCT-
ByloIIMe 3abojieBaHu, dalle nmoaydanu tepanuio ['KC,
YeM ITallMeHTHI 0€3 ayTOMMMYHHBIX COITYTCTBYIOIINX 3a-
6onesanmii (76,9 % mipotus 44,6 %, p = 0,035). [1pu sTOM
neueHne 'KC He oka3bIBajio HETaTUBHOTO BIMSHUS Ha
YTOMJISIEMOCTb, HEe BBI3BIBAJIO COHJIMBOCTD U IETIPECCHUIO
y mauueHToB ¢ MI' B ucciiemyemoil BHIOOpKE.

HaHHBIe pe3yIbTaThl MOTYT YKA3bIBaTh Ha CBSI3b MEX-
ny neaenrieM I'KC 1 oTcyTcTBHEM COHIIMBOCTH U AeTIpeC-
cun. bonee Beicokast yactota edeHnst ' KC y manimeHTOB
¢ MI, uMmerommx ayTonMMYHHYIO COITYTCTBYIOIIIYIO TIaTO-
JIOTHIO, MOXET OBITH TJIaBHOM IMMPUYMHOI OTCYTCTBHS pa3-
JIMYMIA B TIOKA3aTEJISIX COHJIMBOCTH, YCTAJIOCTH, NETIPECCUN
0 CPAaBHEHMUIO C TAKOBBIMH Y MMALIMEHTOB 0€3 ayTOMMMYH-
HOW MaToJIOTUU.

TakuM 06pa3oM, MpH TMArHOCTUKE COHJIMBOCTH, YCTa-
JIOCTH, Jeripeccuu y 0oabHBIX ¢ MI g1 Gosee TouHOM
OIICHKH BKJIaZa 3TOT0 CMMIITOMOKOMILIEKCA B KIIMHUYE-
CKYIO KapTHHY 3a00JIeBaHUS, a TaKKe MPU IIPOBEICHUN
muddepeHIInanTbHON mnarHocTuku MIT ¢ mpyrumu HeBpo-
JIOTUIECKNMHU 3a00JIeBaHUSIMU HEOOXOIMMO YIUTHIBATh
cJemyrolee:

1) nnsa nauuenToB ¢ MI, umeroninx 6oiee BIpaXKeHHYIO

TSDKECTD 3a00JIeBaHMsI, OoJIee XapaKTepHa (Dr3MdecKast,

HO He KOTHUTHUBHASI YCTAJIOCTh;

2) HEeIOCTAaTOK CHA YCWJIMBACT MPOSBICHUS (PU3NIECKOM

YCTaJIOCTH y MalueHToB ¢ MI;

3) HanM4Ke Oernpeccuy y naumeHToB ¢ MIT mpuBoauT

K TIOBBIIIIEHUIO BCEX ITOKA3aTeIeil yCTaIOCTH;

4) CUMIITOMBI JCIIPECCUM COMATUYECKOro XapakKTepa

y mareHToB ¢ MI yeHIMBaIoT IIPOSIBIICHMST YCTATIOCTH,
KOTHUTUBHO-a(pDEKTUBHBIC MIPOSIBJICHUS ACTIPECCUI
CITOCOOCTBYIOT Pa3BUTHIO Y HUX JTHEBHOM COHJIMBOCTH;
mareHTel ¢ MI, mepeHecie TUMAKTOMUIO, MEHee
TIOABEPKEHBI ICTIPECCUBHBIM PACCTPOMCTBAM 10 CPaB-
HEHMIO C TTAIIMEHTaMU, TTOJIYJIalOIINMHI TOJIbKO KOH-
CepBaTUBHYIO TEPAITHIO;
COMYTCTBYIOI[Asl AyTOMMMYHHAasI MaToJIOTUS Y Talu-
eHTOB ¢ MI" He IPUBOIUT K YBEIMUEHMIO TIOKA3aTeeit
COHJIMBOCTH, IETIPECCUHU, YCTAJIOCTH M TPEBOXKHOCTH,
YTO, BEPOSITHO, MOXET OBITH CBI3aHO C OOJIBINEH yac-
toroii mpuema 'KC B maHHOI1 TpymITe.

5

~"

6

~



OpueuHnanvHble Uccaedo8anus

HepBHo-mbiweyHbie 5OJIE3HH

NUTEPATYPA / REFERENCES

1.

Cananze A.I. MuacteHust U MUacTeHUYeE-
ckue cuHapombl. M.: TDOTAP-Meaua,
2017. 256 c. [Sanadze A.G. Myasthenia
gravis and myasthenic syndromes.
Moscow: GEOTAR-Media, 2017. 256 p.
(In Russ.)].

. Iyces E.W., Iext A.b. KiluHuueckue pe-

KOMEHIALMU MO TMAarHOCTHKE U JICYEHUIO
muacrenuu. [1pesuanym Beepoccuiicko-
ro obuiecrsa HeBposoros. Mocksa, 2013.
29 c. [Gusev E.I., Gekht A.B. Clinical
recommendations for the diagnosis and
treatment of myasthenia gravis. Presidium
of the All-Russian society of neurologists.
Moscow, 2013. 29 p. (In Russ.)].

. Kluger B.M., Krupp L.B., Enoka R.M.

Fatigue and fatigability in neurologic
illnesses: proposal for a unified taxonomy.
Neurology 2013;80(4):409—16.

DOI: 10.1212/WNL.0b013e31827f07be.
PMID: 23339207.

. Penner I.K., Paul E Fatigue as a symptom

or comorbidity of neurological diseases.
Nat Rev Neurol 2017;13(11):662—75.
DOI: 10.1038/nrneurol.2017.117.
PMID: 29027539.

. Tran C., Bril V., Katzberg H.D.,

Barnett C. Fatigue is a relevant outcome
in patients with myasthenia gravis. Muscle
Nerve 2018;58(2):197—-203.

DOI: 10.1002/mus.26069.

PMID: 29342314.

. Shinkai K., Ohmori O., Ueda N. et al.

A case of myasthenia gravis preceded
by major depression. J Neuropsychiatry
Clin Neurosci 2001;13:116—7.

DOI: 10.1176/jnp.13.1.116.

PMID: 11207344.

. Riiegg S.J., Dirnhofer S., Buitrago-

Tellez C.H. et al. Life-threatening
myasthenia gravis masked by a psychiatric
disorder. Swiss Arch Neurol Psychiatr
2007;158:150—4. DOI:10.4414/
sanp.2007.01850. PMID: 78365098.

. Martinez-Lapiscina E.H., Erro M.E.,

Ayuso T., Jerico I. Myasthenia gravis: sleep
quality, quality of life, and disease severity.
Muscle Nerve 2012;46(2):174—80. DOI:
10.1002/mus.23296. PMID: 22806365.

. Oliveira E.FE,, Nacif S.R., Urbano J.J. et al.

Sleep, lung function, and quality of life in
patients with myasthenia gravis: a cross-
sectional study. Neuromuscul Disord

10.

11.

12.

13.

14.

15.

16.

17.

2017;27:120-7.

DOI: 10.1016/j.nmd.2016.11.015.
PMID: 28062220.

Quera-Salva M.A., Guilleminault C.,
Chevret S. et al. Breathing disordersduring
sleep in myasthenia gravis.

Ann Neurol 1992;31:86—92.

DOI: 10.1002/ana.410310116.

PMID: 1543353.

Gavrilov Y.V.,, Alekseeva T.M., Kreis O.A.
et al. Depression in myasthenia gravis:

a heterogeneous and intriguing entity.

J Neurol 2020;267(6):1802—11.

DOI: 10.1007/s00415-020-09767-7.
PMID: 32140868.

Krupp L.B., LaRocca N.G.,

Muir-Nash J., Steinberg A.D. The fatigue
severity scale. Application to patients with
multiple sclerosis and systemic lupus
erythematosus. Arch Neurol
1989;46:1121-3. DOI: 10.1001/
archneur.1989.00520460115022.

PMID: 2803071.

Valko P.O., Bassetti C.L., Bloch K.E.
Validation of the fatigue severity scale

in a Swiss cohort. Sleep 2008;31:1601—7.
DOI: 10.1093/sleep/31.11.1601.

PMID: 19014080.

Fisk J.D., Ritvo P.G., Ross L. et al.
Measuring the functional impact

of fatigue: initial validation of the fatigue
impact scale. Clin Infect Dis
1994;18(1):79—83. DOI: 10.1093/
clinids/18.supplement_1.s79.

PMID: 8148458.

Alekseeva T.M., Gavrilov Y.V., Kreis O.A.
et al. Fatigue in patients with myasthenia
gravis. ] Neurol 2018;265(10):2312-21.
DOI: 10.1007/s00415-018-8995-4.
PMID: 30099585.

Alekseeva T.M., Kreis O.A., Gavrilov Y.V.
et al. Impact of autoimmune comorbidity
on fatigue, sleepiness and mood

in myasthenia gravis. J Neurol
2019;266(8):2027—34.

DOI: 10.1007/s00415-019-09374-1.
PMID: 31115673.

Elsais A., Wyller V.B., Loge J.H., Kerty E.
Fatigue in myasthenia gravis: is it more
than muscular weakness? BMC Neurol
2013;13:132.

DOI: 10.1186/1471-2377-13-132.
PMID: 24088269.

18.

19.

20.

21.

22.

23.

24.

25.

Hoffmann S., Ramm J., Grittner U. et al.
Fatigue in myasthenia gravis: risk factors
and impact on quality of life.

Brain Behav 2016;6(10):¢00538.

DOI: 10.1002/brb3.538.

PMID: 27781147.

CmonurHa A.W. MuacteHusi: BApUaHThI
KJIMHUYECKOTO TeueHMsl, anddepeHm-
pOBaHHOE JIeYEHUE 1 Ka4eCTBO KU3HU
naiueHToB: ABToped. 1ucC. ... KaHIl. Me/l.
Hayk. Mpkytck, 2015. 23 c. [Smolin A.I.
Myasthenia gravis: variants of the clinical
course, differentiated treatment and
quality of life of patients: Abstract. dis. ...
cand. med. sciences. Irkutsk, 2015. 23 p.
(In Russ.)].

Jordan B., Schweden T.L.K., Mehl T.

et al. Cognitive fatigue in patients

with myasthenia gravis.

Muscle Nerve 2017;56:449—57.

DOI: 10.1002/mus.25540.

PMID: 28033668.

Fisher J., Parkinson K., Kothari M.J. Self-
reported depressive symptoms

in myasthenia gravis. J Clin

Neuromusc Dis 2003;4:105-8.

DOI: 10.1097/00131402-200303000-00001.
PMID: 19078699.

Suzuki Y., Utsugisawa K., Suzuki S. et al.
Factors associated with depressive state
in patients with myasthenia gravis:

a multicentre cross-sectional study.

BMJ Open 2011;1:¢000313.

DOI: 10.1136/bmjopen-2011-000313.
PMID: 22184587.

Christensen P. B., Jensen T. S.,
Tsiropoulos I. et al. Associated
autoimmune diseases in myasthenia gravis.
A population-based study. Acta Neurol
Scand 1995;91:192-5.

DOI: 10.1111/5.1600-0404.1995.
tb00432.x. PMID: 7793234.

Mao Z.E, Yang L.X., Mo X.A. et al.
Frequency of autoimmune diseases

in myasthenia gravis: a systematic review.
Int J Neurosci 2011;121(3):121-9.

DOI: 10.3109/00207454.2010.539307.
PMID: 21142828.

Pryce C.R., Fontana A. Depression in
Autoimmune Diseases. Curr Top Behav
Neurosci 2017;31:139—54.

DOI: 10.1007/7854_2016_7.

PMID: 27221625.

TOM 10

33



TOM 10

HepBHo-Mblweynbie BONTE3HU
Opueunanvhble uccaedosanus

Ilpunosxcenue 1
Application 1

IIIkana rpaaamuu cTenenn Tskectu yerajgoctu (FSS)
Fatigue Severity Scale (FSS)

B TeueHune nocnenHeit Hemen sl 9yBCTBOBAJ(a) ceOsI CISAYIOIINM 00Opa3oM:
During the past week, I have found that:

abCOJIIOTHO He comtaceH IIOJIHOCTBIO COTJIaCeH
strongly disagree strongly agree
1 2 3 4 5 6 7

SI MeHee yBJleUeH KaKUM-JIM0O0 eJIOM, €CJIU 1 YYBCTBYIO C€0s1 YCTaBILIKM.
My motivation is lower when I am fatigued.

dusnyeckast Harpy3Ka yToMJIsIeT MEHsI.
Exercise brings on my fatigue.

4 6bicTpO ycTato.
I am easily fatigued.

YeranocTb MenaeT Moeii (pr3nuecKoit paboToCIIOCOOHOCTH.
Fatigue interferes with my physical functioning.

YeranocTb JOCTaBIISIET MHE MHOTO TIpO0OJIeM.
Fatigue causes frequent problems for me.

YeranocTb MpensITCTBYET BBITTOJIHEHUIO MHOIO JUTUTEIbHOUN (hU3NYeCKO
AKTUBHOCTHU.
My fatigue prevents sustained physical functioning.

YcTanocth MelaeT MHe CIPaBIsITbCSl C HEKOTOPBIMU 00SI3aHHOCTSIMU.
Fatigue interferes with carrying out certain duties and responsibilities.

‘YeranocTb SIBJISIETCS OMHOM U3 MOUX 3 OCHOBHBIX XKaj100.
Fatigue is among my 3 most disabling symptoms.

Yeranocts OTPULATEJIbHO CKa3bIBAC€TCA HA BBINIOJIHEHUUN MOUX
00s13aHHOCTE! Ha pa60Te, B CEMbBE NN 06H_ICCTBCHHOIL/'I KU3HU.
Fatigue interferes with my work, family, or social life.

O OO0 O0do0Oo0oo0odao
O OO0 O0do0Oo0oo0odao
O OO0 dodgo0daon
O OO0 dodgo0daon
O OO0 dodgo0daon
O OO0 dodgo0daon
O OO0 O0do0Oo0oo0odao



HepBHo-Mblweunbie O JIE3HH
OpueuHnanvHble Uccaedo8anus

Ilpunoocerue 2
Application 2

IIkana sausuus ycranoctu (FIS)
Fatigue Impact Scale (FIS)

C ITOMOIIIBIO HIDKEITPUBEICHHBIX BOITPOCOB MBI XOTEJIA OBl BBISICHUTH, HACKOJIBKO CIIBHO YCTAJIOCTh BIMSET Ha Bac
B T€YEHME TTOCIEIHETO MeCs1ia, BKIIIOYasl CETOAHSIIHMI AeHb. [IpounTaiiTe BHUMATEIbHO KaX/10€ YTBEPXKIEHUE U OT-
METETE KPECTUKOM TOJIBKO 1 OTBET.

Using the questions below, we would like to find out how much fatigue has affected you over the past month, includ-
ing today. Read each statement carefully and mark only 1 answer with a cross.

No CumMnToMbI Huxkorna | Penko HNuorna Yacro | Bcerma
= | Symptoms Never Rarely Sometimes Often Always
1 | Y MeHsI cHUXXKeHa YMCTBeHHasi pabOTOCITIOCOOHOCTb.
I feel less alert. D D D D D

2 |V MeHs omnyiieHue, 4To s cTajl/a 60jiee U30JIMPOBaH,/a OT COIUATb-
HBIX KOHTAaKTOB.
I feel that I am more isolated from social contact.

3 | 51 BbIHY:X/I€H/a yMEHBIIUTD HArpy3Ky Ha paboTe/apyrre 00si3aHHOCTH.
I have to reduce my workload or responsibilities.

4 | 4 ctan/a 6onee Kanpu3HbIM /0.
[ am more moody.

5 | MHe c10XHO COCPEAOTOYMUTLCA B TCHEHUE NJIUTCJIbHOI'O BPEMCHU.
I have difficulty paying attention for a long period.

6 |Y mens YYBCTBO, YTO 4 HE MOI'Y ACHO MbICJIUTD.
I feel like I cannot think clearly.

7 | 41 pabotato MeHee 3(pHeKTUBHO (Kak B CBOE KBapTUPE, TaK U 3a €€
npeaesaMu).
I work less effectively (this applies to work inside or outside the home).

8 | [IpuxoauTcst OoJblile MojaaraTbCsl Ha APYTUX.
I have to relay more on others to help me or do things for me.

9 | MHe cJI0XXHO CTPOUTh IJIaHbI Ha Oyayllee, TaK KaK yCTaJloCTh MOXET
MOMEIAaTh 3TO OCYIIECTBUTb.
I have difficulty planning activities ahead of time.

10 | Mou nBMzXKeHMS CTalId 60Jiee HEYKITIOKMMH M HECOTJIaCOBAaHHBIMU.
I am more clumsy and uncoordinated.

11 | 4 cran/a 3a0bIBYMBBIM /Oid.
I find that I am more forgetful.

12 | 41 cran/a 6osee pa3apaKuTeabHbIM /Ol U OBICTPO BBHIXOXY 13 CEO0sl.
I am more irritable and more easily angered.

13 |4l BeIHYXIEH/a 60JIee OCTOPOXHO PACIIPEACIISATh GU3NIECKYIO

HarpysKy.
I have to be careful about pacing my physical activities.

14 | 41 cran/a HEOXOTHO y4acTBOBATh B IESITEIbHOCTH, TpeOyolei pu-
3WYECKOM Harpy3KH.
I am less motivated to do anything that requires physical effort.

15 | 4 cran/a HEOXOTHO IPUHUMATD YJaCTHE B OOIIECTBEHHOM AesSITeITh-
HOCTH.
I am less motivated to engage in social activities.

16 | TpeOyIoTCsST HEBEPOSITHBIE YCUIINSI, YTOOBI BHIATH M3 JOMA.
My ability to travel outside my home is limited.

17 | MHe crajio TpyIHO BblaepkKaTh (PU3MYECKYIO HATPY3KY B TeUEHUE
IJTATEIBHOTO BpEMEHU.
I have trouble maintaining physical effort for long periods.

Ooojo|oooo oo o|oooogrd
Ooo|o|ooooo|ooooogogra
Ooojo|oooo oo o|oooogrd
Ooo|o|ooooo|ooooogogra
Ooojo|oooo oo o|oooogrd
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18

MHe TpyTHO TPUHUMATh PEIIEHMSI.
I find it difficult to make decisions.

[

[

[

19

Y MeHs MaJio cOLMaibHBIX KOHTAKTOB 3a MpeaeiaMu
COOCTBEHHOT'O JoMma.
I have few social contacts outside of my own home.

20

[loBcenHeBHbBIE Ae/1a MEHSI YTOMIISIIOT.
Normal day-to-day events are stressful for me.

21

41 cTan/a HEOXOTHO JenaTh TO, YTO TpeOyeT OOMyMbIBAHUS.
I am less motivated to do anything that requires thinking.

22

$1 nzberaro 06peMeHUTETbHBIX CUTYaITUA.
I avoid situations that are stressful for me.

23

Y MeHs MblllIeqHast ciabocTb.
My muscles feel weaker than they should.

24

Moe ¢pu3nyeckoe caMO4yBCTBUE YXYALIUIOCS.
My physical discomfort is increased.

25

MHhe TPYAHO 06XO,£[I/ITLCH C YEM-TO HOBLIM.
I have difficulty dealing with anything new.

26

MHe cTajo TpyAaHO 3aBeplliaTh Aejia, TpeOyIolre 00ayMbIBaHMSI.
I am less able to finish tasks that require thinking.

27

ST ayBCTBYIO Ce0S1 HE B COCTOSIHMM YIOBJIETBOPSITh 3aITpocam

OKPYKaIOLIUX.
I feel unable to meet the demands that people place on me.

28

MHe crao TpyaHee o0ecreduTh GUHAHCOBYIO MOAIEPKKY IS ceOst
U CBOEW CEMBbU.
I am less able to provide financial support for myself and my family.

29

'V MeHS$ cHU3uMIach cekcyajibHasi aKTUBHOCTD.
I engage in less sexual activity.

30

MHe TpyIHO COCPeaOTOUUTHCS MPU BBITTOJTHEHUM KaKO-T100
paboTHI.

I find it difficult to organize my thoughts when I am doing things at home or
at work.

31

S1 cTan/a Xyxe BBIMOJHSITH pabOTY, TPEOYIONIYIO (PU3UIECKOM
HarpysKu.
I am less able to complete tasks that require physical effort.

32

MeHst 0eCrTOKOUT, KakK Apyrue OleHMBAOT MO BHELTHUIA BUI.
I worry about how I look to other people.

33

MHe cTajo TpyIaHee CIIPaBISIThCS C SMOIMOHATIBLHOU chepoil XKU3HM.
I am less able to deal with emotional issues.

34

Y MeHs oliylieHue, 4YTo S MEIJIEHHO yMalo.
I feel slowed down in my thinking.

35

MHe TpyITHO COCPeaOTOIUTHC.
I find it hard to concentrate.

36

MHe C103XHO TTOJTHOIIEHHO Y4aCTBOBATh B CEMEMHBIX
MEPOTIPUATUSX.
I have difficulty participating fully in family activities.

37

$1 BBIHYXIIeH/a OTPaHUYUTD CBOIO (DU3UIECKYIO AKTUBHOCTbD.
I have to limit my physical activities.

38

MHe TpebytoTcs 6osiee YacTble WY IJTUTEIbHbIE IEPUOIBI
MOKOs1/OTIbIXA.
I require more frequent or longer periods of rest.

39

S HE B COCTOSTHMM O00ECIIEYUTh CBOIO CEMbIO OMOLIMOHATBHOM
MOJAEPXKKOM, KaK XOTeJOCh Obl.
I am not able to provide as much emotional support to my family as I should.

40

HesnaunTteabHblE TPYIHOCTH KaXyTCSl CEpbe3HBIMU MTPOOIEMaMU.
Minor difficulties seem like major difficulties.
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HepBHo-Mblweunbie O JIE3HH
OpueuHnanvHble Uccaedo8anus

Ouenka pesyrbmamos: éceeda = 4, uacmo = 3, unozoa = 2, pedko = 1, Hukoeda = 0.
Evaluation of results: always = 4, often = 3, sometimes = 2, rarely = 1, never = 0.

Koenumuenas nodwraaa: éonpocwi 1, 5, 6, 11, 18, 21, 26, 30, 34, 35 (0—40 6a1108).
Cognitive subscale: questions 1, 5, 6, 11, 18, 21, 26, 30, 34, 35 (0—40 scores).

Iloowkaaa ghuzuneckozo cocmosinus: éonpocot 10, 13, 14, 17, 23, 24, 31, 32, 37, 38 (0—40 6aaa08).
Physical subscale: 10, 13, 14, 17, 23, 24, 31, 32, 37, 38 (0—40 scores).

Ilcuxocoyuaavnas nodwraaa: éonpocwo 2, 3,4, 7, 8, 9, 12, 15, 16, 19, 20, 22, 25, 27, 28, 29, 33, 36, 39, 40 (0—80 b6ann08).
Psychosocial subscale: questions 2, 3, 4, 7, 8, 9, 12, 15, 16, 19, 20, 22, 25, 27, 28, 29, 33, 36, 39, 40 (0—80 scores).

O6wuii 6aaa: éce sonpocw (0—160 6annos).
Total score: (0— 160 scores).
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KNuHuKo-renemuyYyecKue xapaxmepucmuku cuHapoma
bow-byHcmpa-lllaacha, 06ycnosneHHoro BHOBb BbiABNEHHbIMU
Mymauusamu B rese NR2F1

E.JI. Jagamu, A.O. Boposukos, O.A. Illaruna, O.JI. MuponoBrY
DIBY «Meduko-eenemuueckuii yewmp um. axademuxa H.I1. bouxosa»; Poccus, 115478 Mockea, ya. Mockeopeuve, 1

Konmaxmui: Enena Jleonudogna Jladanu genclinic@yandex.ru

Cunopom bow— byncmpa— Illlaapa — aymocomno-domunarnmuoe 3abonresanue, 00ycaosrennoe mymayuamu 6 eene NR2F1. Knunuyeckue
NPOs6ACHUS XAPAKMEPUZYIOMCS COYEMAaHuem ampopuu u/uiu 2unonAa3uu 3pumenbHbiX Hepeos, 3a0epicKoil MOMOPHO20 PA36UMUSL, UH-
MeateKmyanbHoim depuyumom, cyoopoeamu, 2UNOMOHUe U 2UNONAA3Uel MO30AUCMO020 mead. B cmambe npedcmaesnerno onucanue kau-
HuKO0-2eHemuyeckux xapaxmepucmuk 2 60avHbix ¢ cunopomom bow—bByncmpa—Illaagha ¢ 6H06b 6bis16AEHHBIMU MUCCEHC-MYMAUUIMU
¢.329T>C (p.Phe110Ser) u c.413G>A (p.Cys138Tyr) 6 ecene NR2F 1. [lokazano cyuwecmeosarue noaumoppuama KAuHu4eckux nposiéneHui
CUHOpOMA U 0GOCHOBAHA HEOOXOOUMOCTb UCNONb308AHUSL CEKBEHUPOBAHUS IK30MA 8 OUACHOCMUKE HELPOODMANbMOA0UMECKUX 3a001e6aHUI.

Karoueawie caosa: cunopom bow— byncmpa—Illaaga, cexeenuposanue sxsoma, NR2F1

Jasa yumupoeanus: /ladaru E.JI., boposukoe A.O., llaeuna O.A., Muponosuu O.JI. Kiunuxo-eenemuueckue xapakmepucmuxu 08yx
60abHbIX ¢ cunopomom bow—bByncmpa—Illaaga, 06ycroerennbim 61H08b 8biseaenHbIMu Mymauusmu 6 eene NR2F1. Hepero-mbiuieunvie
boae3nu 2020;10(4):38—42.

DOI: 10.17650/2222-8721-2020-10-4-38-42
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Clinical and genetic charsteristics of the Bosch—Boonstra—Schaaf syndrome due to novel mutations in the NR2FI gene

E.L. Dadali, A.O. Borovikov, O.A. Shchagina, O. L. Mironovich
Research Centre for Medical Genetics; 1 Moskvorech’e St., Moscow 115522, Russia

Bosch— Boonstra—Schaaf optic atrophy is autosomal dominant disorder caused by mutations in the NR2F 1 gene. Its common features in-
clude optic atrophy and/or hypoplasia, developmental delay, intellectual disability, attention deficit disorder, autism spectrum disorder,
seizures, hearing defects, spasticity, hypotonia, and thinning of the corpus callosum. We report of the clinical and genetic characteristics
of two patients with Bosch-Boonstra-Schaaf syndrome with newly detected of the missense mutations c¢.329T>C (p.Phe110Ser) and c.413G>A
(p.Cys138Tyr) in the gene NR2F 1. The existence of a polymorphism of the clinical manifestations of the syndrome has been shown, and the
necessity of using exome sequencing in the diagnosis of neuro-ophthalmic diseases has been substantiated.

Key words: Bosch— Boonstra—Schaaf syndrome, whole-exome sequencing, NR2F1

For citation: Dadali E. L., Borovikov A.O., Shchagina O.A., Mironovich O. L. Clinical and genetic charsteristics of the Bosch— Boonstra—
Schaaf syndrome due to novel mutations in the NR2F1 gene. Nervno-myshechnye bolezni = Neuromuscular Diseases 2020;10(4):38—42.
(In Russ.)

BsepeHue

Cunapom bomi—byncrpa—Illaaga (CBBII) — pexn-
KO€ ayTOCOMHO-IIOMMHAHTHOE 3a00JI¢BaHIe, BOZHUKAO-
1IIee B pe3yJIbTaTe reTepO3UTOTHRIX MyTaluii B rene NR2F1,
JIOKAJIM30BaHHOM Ha XpomocoMe 5q15. KitmHnueckue mpo-
SIBJICHUST XapaKTePU3YIOTCS COUeTaHUEM aTpodui/THIIO-
IUTa3UM 3pUTEJIBHBIX HEPBOB, 3aIePKKU IICUXOPEIEBOTO
Pa3BUTHSI ¥ Pa3TMIHON 0YaroBOM HEBPOJIOTMUSCKOM CHMII-
TOMaTuKu. BriepBeie Hanmumune myraumu B reHe NR2F1
ooHapyxwm K.K. Brown u coasrt. B 2009 1. y pebeHka
C HEHPOCEHCOPHOU IIyXOTOM, CTpabM3MOM, 3aAePKKOM

TICUXOMOTOPHOTO Pa3BUTHS U TU3MOP(PUISCKIMU YepTa-
wmu [1]. I1pu n3yyeHun Kapuotumna y o0cie10BaHHOTO pe-
OcHKa BEISIBJIICHO HAJTMYME MHBEPCUU B 00JIACTH JUIMHHO-
ro Ijieda XpoMocoMHEI 5. B pesymbraTe mpoBemcHUS
FISH-ananm3a moka3aHO CyIIeCTBOBaHIEC MUKPOICIICIINI
B TouKe pa3pbiBa pazmMepoM 400—500 TwIiC. map HYKJIEOTH-
IIOB, B 30HY KOTOpOit monanaay 8§ reHoB. OMHNM U3 TCHOB,
STHOJIOTMYECKAas poJib KOTOPBIX OKa3ajach HanboJee Be-
POSITHOI B CBSI3M C aHATNU30M (DYHKIIHMI ero 6eJIKOBOTO
nponykTa, obu1 TeH NR2FI. B 2014 1. D.G. Bosch u coaBr.
BIIEPBBIC OIMMCANM 3 CiIydyasl COUCTaHUS TUIOIIA3UU
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HepBHo-Mblweunbie O JIE3HH

"1 aTpoUU 3pUTEIBHBIX HEPBOB M MHTEJIICKTYaJIbHOTO
nedulnTa ¢ HaTMInueM MUCCeHC-MyTaunii B reHe NR2F 1,
TTOATBEPIMB TEM CaMbIM 3THOJIOTUIECKYIO pOJIb TeHa B pa3-
BuTHM 3a007eBanus [2]. [TokazaHo, UTO OETKOBBII TPOIYKT
reHa SIBJISIICS TPAaHCKPHUITIMOHHBIM (PaKTOPOM ceMeiicTBa
opdaHHBIX PELIENTOPOB CTEPOUTHBIX/TUPEOUTHBIX TOP-
MOHOB, UTPAIOIINX BaXXHYIO pOJIb B HeliporeHe3e 1 aud-
¢epeHLIMPOBKE KIIETOK HEPBHOTO TPeOHS B SMOPHUOTeHE3e
[3]. ®yHkIIMOHMPOBAHME 3TOTO OeIKa 0becIeunBaeT 6a-
JIAaHC KOPTUKAJIBHOTO MAaTTepHA MEXKITy MOTOPHBIMH U CEH-
COPHBIMH 00JIaCTSIMU MO3Ta.

K HacTos11ieMy BpeMeHU orucaHbl 36 MyTaLlMii B reHe,
24 13 KOTOPBIX — OMHOHYKJICOTUIHEIC 3aMeHBI (MUCCEHC/
HOHCEHC-MyTalun), 11 — gerenuu pa3TndHbIX pa3MEpPOB
n 1 — KOMOMHMpPOBaHHAS XPOMOCOMHAasI IepecTpoiika
¢ BKJIIOUEHUEeM JoKyca reHa [1, 4—8]. O6HapyXeH moan-
MOp(}13M KIMHNIECKUX IPU3HAKOB Y OOJIBHBIX C Pa3Ind-
HBIMUY TUTTAMUY MYyTallii, HApyIIalOIIUMI aMIHOKHCIIOT-
HYIO TTOCJIeIOBAaTeIbHOCTD OTIACIBHBIX JOMEHOB O¢JKa, UTo,
II0 MHEHMIO OOJIBIIMHCTBA aBTOPOB, OOYCIIOBIMBACT HE-
00XOIMMOCTb ITPOIOIKEHUS MCCIICIOBAHWI, HAIIPABICH-
HBIX Ha BEISIBIICHIC KIIMHUKO-TEHETUUECKIX KOPPETISITUIA
mpu CBBIII [2, 9, 10]. Pe3ymbraTsl TaKNX UCCIICIOBAHUIA
ITO3BOJISIT ONITUMU3UPOBATh TUATHOCTUKY 3a00JIeBaHMS
¥ TIPOTHO3MPOBATH TSLKECTh KIMHUYECKUX TIPOSBICHUI
y OOJIBHBIX € Pa3IMYHON JTIOKATM3AIIeH ¥ THIIaMU MyTallid
B I€HE.

Ilean HACTOSIIETO HCCAEIOBAHNS — BIICPBBIC OITHMCATh
kHnueckue xapakrepuctuku CBBII, obycnoBieHHOTO
BHOBb BBISIBIISHHBIMU MyTallusIMu B reHe NR2F 1, Ha mipu-
Mepe 2 POCCUMCKNX OOTbHBIX.

Mamepuanbi u Memopbl uccnefoBaHus

JwnarHoctrka 3a00J1¢BaHNs IIPOBOAIACE HA OCHOBA-
HUU TeHEaJIOTMIEeCKOT0 aHaIn3a, KITMHIYECKOTO OCMOTpa,
Pe3yJIBTaToOB IPOBeAeHMS 31eKTpo3HIIeharorpaduu (B3I),
MarHUTHO-pe30HaHCHOM ToMmorpadun (MPT) romosHOrO
MO3Ta, JIEKTPOPETUHOTPa(UN 1 BEI3BAHHBIX 3PUTEIb-
HBIX TOTeHIHNAIOB. DO -BHIeOMOHUTOPUHT IIPOBOIMIICS
¢ (PpyHKIIMOHAIIBHBIMU IIPOOAMHM C MCIIOIH30BAaHUEM ME-
XKIYHApOIHOM CHUCTEMBI HAJIOXEHMS 3IeKTPoIoB «10—20»
W TOTIOJTHUTEIbHBIX JIEKTPOIOB TS 3aITHCH DJIEKTPOKapP-
nuorpaduu.

M neHTndukaIys reHeTUIeCKOTo BapraHTa OCYIIIECTB-
JIsTach Ha OCHOBAHMM MCITOIb30BaHMSI CEKBEHUPOBAHHE
9K30Ma HOBOTO TToKoJIeHnsT MeTomoM NGS. [I1st moaTeep-
KIEHWS ITATOTeHHOCTH BBISIBJICHHBIX HYKJICOTHIHBIX 3aMEH
HCTIOJIb30BAaHO aBTOMATUIECKOE IPSIMOE CEKBEHUPOBAHUS
o CeHrepy.

Brinenenue renomuoii JIHK npoBoaunock u3 neiko-
LIUTOB MeprdepUIecKoil KPOBU C IIOMOIIILIO Habopa pe-
axkTtuBoB 1U1d BeineaeHus Wizard Genomic DNA Purifica-
tion Kit (Promega, CIIIA) 110 IpOTOKOJTY IIPOU3BOTUTEIIS.
JI1st mpoOOITOATOTOBKM MCTIONb30BaIM peakTuBhI [llumina
TruSeq DNA Exome. CekBeHUMpOBaHMHE IPOBEIEHO
Ha rpubope Illumina NextSeq 500 MmeTomoM mapHO-KOH-

1eBoro ureHus (2 x 75 map ocHoBaHUIT). CpemHee IOKPhI-
THE TIOJIHOTO 3K30Ma MallMeHTa COCTAaBIIO X 98,5; Komm-
YECTBO TAPTETHBIX O0JIACTEN ¢ MOKphITHEM >x 10 % 93,16 %,
paBHOMEPHOCTB MOKPBITHS (uniformity Pct >0.2*mean) x
83,4 %.

H71s1 KapTUpOBaHMSI TTOJIYIeHHBIX ITOCIEIOBAaTEIEHO-
creit Ha pedepeHcHBI TeHOM GRCh37 (hgl9) ucmomns3o-
Bajv IiporpamMmmMmHoe obecrieueHre BWA. J1ist nanbHenIero
aHaJIM3a BEISIBJICHHBIX BApMAHTOB IIPUMEHSUTN aJITOPUTMBI
GATK. AHHOTaMsI BApUaHTOB ITPOBEJEHA C MCIIOJIb30Ba-
HUeM nporpaMMHoro odecriedennst Illumina BaseSpace®
Variant Interpreter. IlaToreHHOCTh BHOBb BBISIBJIEHHBIX
MYTaIUH OIPEIEIISUTN C UCITOIh30BaHIEM IIPOTPAMM IIPO-
rHo3upoBanus Polyphen2, MutationTaster, Provean u SIFT.
BrisiBiIeHHBIC Y TAIIMEHTOB BapMAHTHI OBLIN BEpUQPUIII-
POBaHBI C UCIIOJIB30BAHMEM METO/IA TIPSIMOTO CEKBEHUPO-
Banus o CeHrepy ¢ ucnonb3oBanem JJHK npobanmgos
W POOUTEIIEH.

Pomurenu maieHTOB MOATMCAIN HH(POPMHUPOBAHHOE
corjlacre Ha TPOBEACHME UCCICIOBAHNS 1 ITyOINKAIINIO
AHOHVMHBIX TaHHBIX.

RnuHuKko-reHemuyeckue xapakmepucmuxu nayueHmos

Ilayuenm A., 2,5 nrem, eduncmeennoiii pebeHOK 6 cembe.
Poduacs om 1-it bepemennocmu, npomexasuieil ¢ yepo30ii
npepuvieanusl, anneHosKmomueli Ha cpoke 8 Hed. Podet Ha cpo-
ke 40 ned, s3amsaxcuvie. Poduacs ¢ maccoii mena 3,4 ke, po-
cmom 52 cm. 3akpuuan nocae peaHUMAyUOHHbIX MEPONPUs-
muil. Ouenka no Aneap 7/7 6arn06. B poodome ommeuersi
MblUeYHAs: 2UNOMOKUSL, CUHOPOM YeHemeHUsT YeHMPAaIbHOl
HepeHolil cucmembl, 2pydb 8351 MOAbKO HA 3-u cymku. B 603-
pacme 3 mec pooumenu enepgvle 3aMemuAall, Ymo pedeHoK
He credum 3a uepywKamu, He Qurkcupyem 63easa0 u He dep-
acum eon08y. llpu ogpmansmonoeuueckom ocmompe duaeHo-
CMUPOBAHA HACMUYHAS AMpPOPusi OUCK08 3pUMENbHbIX HEPBOB
({3H) c cyncenuem ux dop3zanvusix omoenos. Ilpu neepono-
eu4ecKkom ocmompe 6 gospacme 6 mec ommeuena 3adepicka
memMno8 MOmopHo20 U npedpeyegoeo pazeumus. Pebernok
He depoican 20408y, He caduics, He nepesopauusancs, Obii
be3paznuuer K okpycaroujemy, He eyaun. B 7 mec b6e3 guoumoii
NpU4UHBL 8nepevle B03HUKAU UHGAHMUAbHbIE CHA3MbL.
IIpu nposedenuu Hounoeo eudeo-I I Emonumopunea obHa-
DYJICeHbL 3amedae e OCHOBHOU AKMUBHOCMU, DecUOHANbHAS
INUAENMUPOPMHAS AKMUBHOCIb 8 GUCOYHO-MEMEHHBIX OM-
6edeHUsx 000UX noAyuapuii 8 sude KOMNAEKCO8 NUK—B0AHA.
Dnusenmuueckue nPUCMynbsl 80 8pemsi NPoeedeHUs Uccaedo-
8aHUS He 3ape2UcmpuUpo8ansvl, 00HAKO, Y4UMbleas OAHHble
DII, naznauena mepanus KOHEYAEKCOM, @ pe3yAbmame Ko-
mopoil UHMeEHCUBHOCMb CYdopoe y0aaoch CHU3UMb, a Hepe3
6 mec noanocmoto Kynuposams. Ilpu MPT eviseaensvt npu-
3HAKU He3DeA0CMU M032d, PecUCMpPUpo8acs UHQAHMUNbHBLI
DPeAaKcauuoHHblil nammepH om 6ea020 geuecmaea mMosea.

IIpu ocmompe 6 6o3pacme 2,5 aem ¢husuueckoe pazsumue
COOMBemcman8ano 603pacmusim Hopmam. OmmeueHo om-
cmaeatie @ NCUXope4esom U MOMOPHOM PA38UMUU U Hepe3Ko
8bipadceHHble dusmopguueckue yepmol AUYA: KOPOMKUILL
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830epHymblil HOC, OMMONbIPEHHbIE HUZKOPACHOA0NCEHHbIE
YVIUHble paKo8uHbl, doauxoyeganrvhas gpopma uepena. Pebernok
CamocmosimensHo caduacs, 00HAK0 X00U1 Hey8epeHHO, MONb-
Ko ¢ noddepockoii. Ommeuanacy Oup@ysHas mvluieuHas eu-
nomonus. Cyxoscunbhble peaekcol ¢ pyK U HOZ YCUAEHbL,
be3 uemKoll pazHuybl CMOPOH U NAMOAOCUMECKUX CIONHBIX
3HaKo06. Ommeuancs cpedHepasmMamucmolii Hucmaem, 8321510
He ¢hukcuposan, 00HAKO 3pavku peazuposanu Ha cgem. JKc-
npeccusHas peub omcymemeogana. Mncmpykuyuu He 6binon-
Han. Hasviku onpsamuocmu u camooocayscusanus cgopmu-
posanbl He 6viau. Cydopoeu ne nosmopsaucs ¢ 1 2oda 3 mec,
U Ha MOMEHM 0cMompe pebeHOK He NPUHUMAA NPOMUBOCY)0-
podicHble npenapamel. Ilpu nposedenuu ayouonozcuueckozo
06c1e008aHUs1 NPU3HAK08 KOHOYKMUBHOIL U HEUPOCEHCOPHOU
myeoyxocmu He eévisigneno. llpu oghpmanvmonoeuneckom 06-
cnedoganuu o0Hapyscena eunonaasus J[3H, cmywesannocme
epanuy. Ilamonoeuu makyasapuoii obaacmu u nepughepuu
21a3H020 OHa He @biséaeHo. [Ipu uccaedosanuu 3pumensHbix
6bI36AHHbBIX NOMEHUUAN08 OUACHOCIMUPOBAHO epyboe Hapylue-
Hue PYHKUUU 0N0KOH 3pUMENbHO20 Hepaa. Amnaumyoa om-
semoe cocmasuaa 10 % om HOpMbL, CKOPOCMb NPOBEOCHUS
UMAYAbCA ObIAA 3HAMUMENbHO 3amedaeHa, PYHKYUs pomope-
YenmopHo20 CA05 MaKyaapHoli obnacmu crhudicena. Ilonyuen-
Hble pe3yabmamsl C8UAeMeNbCMB08anU 0 GblPANCEHHOL 2UNO-
naa3uU 3pUmenbHo20 Hepaa.

s ymounenus duaeHo3a nposedero noaHoe CeK8eHupo-
éanue sK3oma. Boiserena panee He onucannas eemeposueom-
nasa mymayus c.329T>C (p.Phell0Ser) 6 3x30ne 1 cena
NR2F1 NM _0055654.5 Mymauus ne b6vira 3apeeucmpupo-
eana 6 KoHmpoavhoix viboprkax 1000 eenomose ESP6500
u ExAC. Ilpoepammsl npoeno3a namoeeHHOCMU OUeHU8alU
O0aHHYI0 Mymayur Kax 6eposmuo namoeennyro. Ilpu npoge-
deHuu asmomamuueckoeo cekgenuposanus no Ceneepy eenHa
NR2F1 naruvue mymavuu y pebeHka noomeepicoero, y po-
dumeneii Mymayusi He 0OHAPYIICEHa, MO CUAeMeNbCMB08A-
410 0 ee npoucxoxicdenuu de novo.

Ilayuenm b., 10 mec, eduncmeernHtblil pebeHOK 6 cembe.
Poouncs 6 bpake cynpyeos, He cocmosaguiux 8 KpogHoM poo-
cmee, om 3-ii 6epemeHHOCMU (nepeble 2 3aKOHUUAUCH CAMO-
npou3sgonbHbiM npepoiearuem 6 I mpumecmpe). bepemennocme
npomekansa Ha goue gocghorunudnoeo cundpoma. Poovt
8 CPOK, nymem NAAH08020 Kecapesa ceveHust, npu podcoeHUU
macca mena 4 ke, pocm 54 cm. Oyenka no Aneap 7/8 6aanos.
Co cnoeé podumeneii, npu ocmompe pebeHKa neouampom
do 3 mec namonoeuu He avisigreHo. B 3 mec nocae naanosoii
npUBUBKU 8nepavle 803HUKAU agheOpUIbHble UHDAHMUNbHBIE
cnaszmol. Hasnawena mepanus cabpunsom. Oounaxo cyoopoeu
noaHoCmbio Kynupogams He ydaaocs. IIpu ocmompe 6 6o3pa-
cme 10 mec — usuueckoe pazgumue co2AacHO 803pAcmy.
Pocm 76 cm, macca meaa 8,5 ke, OKpYICHOCHb 20408bl
46,5 cm. PebeHok xopouio yoepicusan 20408y, nepesopayi-
saics, cuden 6e3 noddepicku. [lpu Heeponoeuueckom ocmompe
OMMeHeHbl CHUIICEHUE CYXOINCUNbHBIX PeqhieKcos ¢ PYK U Hoe,
ymepeHHas Oupghy3Has mulieyHas 2UNOMOHUS, OPOMAHOUOY -
AsipHble duckuHe3uu. Pebenok ne eyaun, Ho peaeuposan na pets
podumeneli yablOKOI, npu nposedenuu ayouoso2u1eckozo

CKpUHUHea namosnoauii He gvisieneno. Ilpu npogedenuu 4-ua-
€06020 6udeo-II-mMoHUMOpUHea OCHOBHASI AKMUBHOCHb
6 npedenax 603pacmHoll Hopmul. B ae6oil 3ambLiouno-memen-
HOII 06nacmu 3ape2ucmpupo8ana dSnUlenmugopmMHas aKkmue-
Hocmb amnaumyodoii 0o 100 mx B 6 éude edunuumbix 0cmpuvix
60/1H, a MaKdice peOKUx cnaiikos, KonieKkcos ocmpas—meo-
sennas éoana. Ilpu nposedenuu MPT 201061020 MO32a 6bi-
56/1eHbl 803PACMHASL CMPYKMYPHASL He3PeA0CHb, ACUMMempUs
3amblA0YHbIX 00A€il, UCHOHYeHUe MO30AUCIO20 MeAd.

IIpu ogpmansmockonuu duazHocmupogana sunepmempo-
nusi cpedneil cmeneHu ¢ acmuemMamuamom, nobredHeHue
u ymenouteHue pasmepog /[3H, komopoie 6biau oKpydiceHbl
ckaepansHvim Koasvyom. Ilo éceii cemuamke ommeuanocs nee-
Koe nepepacnpedeneHue nuemMeHma, MaKyaapras obaacme
He dughgpepenyuposanacs. Ilpu uccaedosanuu 3pumenbHuX
8bI36AHHBIX NOMEHYUAN08 BbIABAEHO 3HAYUMENbHOE Hapyule-
HUe ux KoHghuypauuu u pe3xoe cHudiceHue amnaumyost. Ilpo-
6edeHHble UCCAe008AHUSI NO3680AUAU COAAMb 3AKAIOUEHUE
0 Haauuuu epocdentoli eunonaaszuu J[3H.

B pe3yabmame cexeeHuposaHus noaH020 3K30Ma 00-
HapysiceHa panee He ONUCAHHAS 2eMePO3USOMHAST MYMAUUs
c.414 C>G (p.Cys138Trp) NM_005654.5 6 sx3one 1 eena
NR2F1. Boisgaennblil 6apuanm He 3apecucmpuposan 8 no-
nyasyuonroil 6aze GnomAD. Ilpoepammbr npoenoza namo-
eennocmu (Mutation Taster, SIFT, PROVEAN, PolyPhen-2,
UMD-predictor) ouenusanu 0auHyo Mymayuro KaK namo-
2EHHYIO.

Hanuuue dannoii mymayuu y peberka noomeepicoeHo
cexeenuposaruem no Ceneepy. Y pooumeneii Mmymayuu He ul-
A6AEHO.

06cyxneHue

B nocienHue roabl yBeIMYMBAETCS KOJIUYECTBO OIMU-
CaHWIT MOHOTEHHBIX HeMPOOdTaTEMOIOTMIECKIX 320016~
BaHUIi, XapaKTEpU3YIOLIUXCS COYETAHHBIM MOpaKeHueM
3pUTEJIbHOTO HEPBA U PA3JIMYHbBIX OTIEJOB LIEHTPaIbHOMI
HEpPBHOW cucTeMbl. [urnormnasus uau arpodust 3puTeib-
HOTO HEPBA — PACHPOCTPAHEHHbIE BPOXIEHHbIE aHOMAJIUM,
KOTOpPbIE MOTYT BO3HMKATh M30JMPOBAHHO WM SIBJISITHCS
YacCThIO CIIEKTPa MOPOKOB PA3IUUYHBIX CTPYKTYP TOJIOBHOTO
MO3Tra, IpexXae Bcero rurnodusa W Ipo3pavHoil Iepero-
ponxu [11, 12]. B 601bIIMHCTBE CiTydaeB 3T TTOPOKU BO3-
HUKAIOT B pe3yjibTaTe BO3AE€UCTBUS HEOJArONpUsITHBIX
(dakTopoB BHemIHeH cpembl. OMHAKO K HACTOSIIIEMY Bpe-
MEHM OMKrcaHo OoJiee AecsITKa HaCJleICTBEHHbIX 3a00Jie-
BaHUI U CUHAPOMOB C MaHU(ECTALIMEN B MJIaICHYECKOM
BO3pacTe, B KIMHUYECKON KapTUHE KOTOPbIX Habt01aeT-
cs1 codeTaHune aTpoHH WM THITOIIa3WH 3pUTEIBHBIX He-
PBOB C HEPBHO-MBIILIEYHOM MATOJOTMEN, CrIacTUYECKOMN
naparuierueit, cyioporamu, 3KCTpanupaMUAHbIMU CUM-
NTOMaMM, CIIMHOLIEpeOeIIPHOM aTaKCcuei 1 3a1epKKOoi
TICUXOMOTOpHOTO pa3Butust [9, 13—15]. Atpocdus 3putensb-
HbIX HEPBOB MOXET MPEAIIECTBOBATD MOSIBJIEHUIO HEBPO-
JIOTUIECKOM CUMITTOMATUKH WA (POPMUPOBATHCS CITYCTS
HECKOJIbKO MECSILIEB WJIH JIET TTOCJIE BOSBHUKHOBEHUSI CUM-
MTOMOB MOPAXKEHUSI HEPBHOW CUCTEMBI.
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HepBHo-Mblweunbie O JIE3HH

OmHMM 13 peIKUX HACISACTBEHHBIX CHHIPOMOB, Xa-
PaKTEepU3YIOIMIMNXCS COYEeTaHWEM THITOTUIa3UK /aTpohun
J3H, HapyIeHUSI IICUXOPEYEBOTO Pa3BUTHUS 1 Pa3IMIHOMN
0YaroBOif HEBPOJOTMIECKOM CUMIITOMATUKHU, SBJISCTCS
CBBIII ¢ ayrocoMHO-TOMWHAHTHBIM TUTIOM HACJIeOBaHMSI,
00YyCJIOBJIEHHBII MyTauusiMu B TeHe NR2F 1. OcobeHHOCTH
KJIMHUYECKHUX MPOSIBIIEHUI B caMOii OOJIbIION Ha CEero-
HSIITHUI TeHb BBIOOpKe 13 20 MalMeHToB ¢ 17 pa3anyHbI-
MU MyTauusgMu B reHe NR2F1, cyMMUpOBaHBI B paboTe
C.A. Chen u coasr. (2017) [8]. ABTopaMu moKa3aHO, 4ToO,
ITOMUMO OCHOBHBIX cmMiiToMoB CBBIII — arpodum/ruto-
IUTa3UH 3pUTEJIBHOTO HEPBa M MHTEJUICKTYAIbHOTO Tehr-
uuta, y 75 % 60JIbHBIX OOHAPYXKeHA MbILLIEYHAS TUIIOTOHMSI,
y 40 % — nonumopdHbie cynoporu, y 60 % — opomaH-
IUOYISIpHbIE AMCKUHE3UU U Y 53 % — UCTOHYEHUE MO30-
JINCTOTO Tea. Y 9acTh OOJNIBHBIX OTMEYaIUCh HEPE3KO
BbIpaXX€HHbIE TU3MOP(PUUECKHE YePThl CTPOCHMS JIULIA,
KOTOpBIE, BIIpoUeM, He ObIIN crielinduaeckumu. O0Hapy-
xxkeHHas K.K. Brown u coaBrT. y nepBoro onMcaHHoOro B JIM-
TepaType OOJIBLHOTO ¢ nmejleniueii B oomact reHa NR2F1
CeHCOHEBpaJbHAs TJIyXOTa AMAaTrHOCTUPOBAHA TOJBKO
y 20 % GONbHbBIX 3TOI BEIOOPKH, a BPOXKIEHHBIX IIOPOKOB
pa3BUTHS He ObLIO BBISIBIIEHO HU Y OJHOI0 00JBHOTO [1].
ITo MHEHMIO aBTOPOB, 3TH CUMIITOMBI OOHAPYKMBAIOTCS
TOJIBKO Y MMAIIMEHTOB C KPYITHBIMU IEJICHINSIMMI B 00J1aCTH
XpoMocoMbl 5q15 1 00ycI0BIEHBI TaIUIOHEAOCTATOYHO-
CTBIO HECKOJIPKHMX T€HOB 3TOTO PeTHOHA.

[lox HammM HAGIIOAEHUEM HAXOIMINUCH 2 OOJbHBIX
manbuyuka ¢ CBBIII, ¢ paHee He OoNMMCaHHBIMU TETEPO3-
TOTHBIMY MUCCEeHC-MyTauusMu B reHe NR2F 1. T1pu ripo-
BeIcHUN CeKBeHUpOoBaHUsI 110 CeHrepy ¢ NCITOIb30BaHEM
JAHK ponuteneii mpodaHa0B ITOKAa3aHO, YTO MyTallM1 BO3-
HUKJIH de novo B TIOJIOBOM KIJIETKE OMHOTO M3 POIUTEIICHA.
MyTanmum B TeX Xe KOIOHaX, MPUBOIAIINEC K IPYTUM
aMMHOKMCJIOTHBIM 3aMeHaM, ObLTH BBISIBJICHHI paHee. Tak,
myTamus ¢.328 330del (p.Phel10Ser) B reTepo3nroTHOM
coctosgHUM B reHe NR2F] onina ooHapyxeHa C.A. Chen
¥ COaBT. Y OOJBHOTO C aTpodueil 3pUTeIbHBIX HEPBOB,
TUTIOTOHUEH YMCTBEHHOI OTCTAJIOCTBhIO M MCTOHUYCHUEM
Mo3oaucToro tena mpu MPT romosHoro mo3sra u S.C. Di-
massi ¥ COaBT., KOTOpbIe HAOI0AaI OOJIBHOTO ¢ aTpodreii
3pPUTEIBHOTO HEpBa, CyA0pOraMi M YMCTBEHHOM OTCTAJIO-
cThiO [5, 8]. B oTiume oT Hallero namueHTa ¢ MUCCEHC-
3aMeHOi B ToM Xe komoHe c¢.329T>C (p.Phell0Ser),
Yy ONMCAaHHBIX OOJIBHBIX HE OTMEUYCHO AU3MOPOUIECKUX
YepT CTPOCHMS JINIIA, KOTOPHIE BBISIBJICHBI Y HAOIIOTaeMOTO
Hamu pebenka ¢ CBBIII.

Knununueckast kaptuHa y 15-J1eTHero rnauueHTa ¢ My-
tarmeit ¢.413G>A (p.Cys138Tyr), Habmomaemoro C.A. Chen
¥ COaBT., XapaKTepH30BajIach cCoOUeTaHNEM aTpopum /TH-

TIOTIA3UHU 3PUTETbHBIX HEPBOB, YMCTBEHHOI OTCTaJIOCTH
1 (peOpmIbHEBIX cymopor [8]. B oTmmune oT HabII0MaeMoro
HaMM ITallMeHTa ¢ HYKJICOTHIHOM 3aMEHOM B TOM K¢ KOIO-
He ¢.416C>G, npuBogsei K 3ameHe p.Cys138Trp, y ormm-
CAHHOTO aBTOpPaMM OOJIBHOTO HE OTMEYAIOCh MBIIICYHOM
TMIIOTOHUY Y OPOMAHAMOYISIPHBIX AUCKUHE3UIA.

BroisiBnenHble HaMu MyTanuu B TeHe NR2FI, kak
1 OOJIBIIMHCTBO MACHTU(UIIMPOBAHHEBIX paHee MyTallWiA,
HapyIIaloT aMIHOKHMCIIOTHBIE TTociepoBarebHocTr B JIHK -
CBSI3BIBAIOIIEM pernoHe Oeka. [TokazaHo, 9To 3Ta 00J1aCTh
reHa ob0jagaeT HauOOJIbIIeHt TPAHCKPUITIIMOHHOM aKTHUB-
HOCTBIO TT0 CPaBHEHUIO C JIMTAHACBSI3BIBAIOIIM PETHOHOM,
YTO OOYCIOBIUBACT PA3IMIMSA B TSLKECTH KIMHUICCKUX
nposgBieHnii 3a6oneBanus [8]. Tak, mpu CBBII 6oabHBIE
¢ MyTallMSIMH, HApYIIAIOIINMHA aMIHOKHCJIOTHYIO TTOCTIe-
JIOBaTEIbHOCTD JIUTAHICBS3BIBAIOIIETO TOMEHA, UMEIOT
OTHOCUTEILHO YMEPEHHBIC KIIMHUYECKIE TTPOSIBIICHMS TI0
CpaBHEHUIO C TAKOBBIMU Y TTALIMEHTOB ¢ MyTaLusimu B JIHK -
CBSI3BIBAIOIIEM JOMEHE. Y TaKMX OOJBHBIX MOXKET OBITH
TOJIbKO HepEe3KO BBEIpaXKeHHOE CHIUKEHHE 3PCHUS TIPH OT-
CYTCTBUM TIPU3HAKOB aTPOGMWH WIN TUTIOTUIA3UH 3pUTETh-
Horo HepBa. Kpome Toro, B HeJaBHO OMyOIMKOBAaHHOMN
paobore E.K. Bojanek 1 coaBr. [10] mpeacTasieHo onvicaHue
0OJILHOTO MYy>KIMHEI ¢ HOHCeHC-MyTarmei ¢.82C>T (p.GIn28*)
B obsact N-KOHIIEBOTO yJacTka reHa NR2F I, KmuHnde-
CKas KapTHHA KOTOPOTO XapaKTepru30Bajaach N30MpaTeib-
HBIM HapyIIeHneM HeBepOaIbHBIX (DYHKITNIA IIPU COXpaH-
HOCTH peUH.

3akniouenue

CunnpoMm bom—byHcrpa—IIlaaca oTHOCHUTCS K TpyII-
TIe Helipoo(TaTbMOJIOTHYECKNX 3a00JIeBaHN, KITMHIIEC-
CKUe TIPOSIBJICHUSI KOTOPBIX XapaKTePU3YIOTCS COUeTaHEM
ITaTOJIOTUY 3PUTEILHOIO HepBa, YMCTBEHHOM OTCTAJIOCTH
1 pa3IMIHOI 09aroBOi HEBPOJIOTMUECKOM CUMITTOMATHKH.
OCc00eHHOCTY KIMHUICCKUX MPOSIBJICHUI 2 POCCUMCKIX
OOJIbHBIX C BHOBB BBISIBICHHBIMU MUCCEHC-MYTallMsSIMU
1 aHAJIN3 TaHHBIX JIMTePATyPhl CBUICTEIBCTBYIOT O HAJIA-
YUH (PEHOTUITMIECKOTO Pa3HOOOPA3UsI M aJUICJILHOM TeTe-
POTEHHOCTH CHHIpOMa. B TociiemHMe TOObl BBISIBICHO
HECKOJIbKO IECSITKOB MOHOT€HHBIX CHHAPOMOB, Heiipome-
TeHEepaTUBHBIX 3a00JIeBaHMIT M HACJICACTBCHHBIX OOJIC3HE
00OMeHa BeIIIECTB, XapaKTePU3YIOIINXCS COUYCTAaHIEM aTpo-
¢uu/runorriazum JI3H v ciMITTOMOB TTOpaskeHUST HEpBHOM
CHCTeMBI. 3HAUNTEIbHBIC pa3Mephbl TeHOB, OTBETCTBEHHBIX
3a UX BO3HMKHOBEHHME, M OTCYTCTBHE B HUX MaXKOPHBIX
MYTaIUi ITO3BOJISIOT CleIaTh 3aKJIIOUCHUE O TOM, UTO OC-
HOBHBIM METOIOM MOJICKYJISIPHO-TCHETUIECKOM TMarHo-
CTHUKHM 3TUX 3a00JICBAaHUI SABJISICTCS CCKBCHUPOBAHME K-
30Ma HOBOTO TTIOKOJICHUS.
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HepBHo-Mblweykbie 6O JIE3HU
Kaunuueckuii pazdop

OcoGeHHocmu BOCCMaHOBNGHUA NpU 0CMPOil MOMOPHOl
aKCOHanbHOil HeBponamuu ¢ 6noKamu nposefeHus
Ha npumepe ABYX KNUHUYECKUX Cnyyaes

J.A. Tpnmmna, H.A. CynoneBa
DI'BHY «Hayunwiii uenmp neeponoeuu»; Poccus, 125367 Mockea, Boaokoramckoe wocce, 80

Konmarxmui: /lapvs Anexcandpoena Ipuwuna dgrishina82@gmail.com

Beeodenue. [emepocennocms gopm u cmeneneii mscecmu cunopoma luitena— bappe o6ycroeaugaem 6apuabesbHOCMb 80CCMAHOBACHUSL:
om 6blcmpoeo U noAHo20 (8 6oAbUUHCMEe CAy4Yaes) 00 KpaliHe 3aMe0NeHH020, ¢ (hOPMUPOBAHUEM CIOUK020 0CMAamo4H020 dedhuyuma (ped-
K0). Ocmaemcsi HesACHbIM 0NPOC, HACKOAbKO WKAAA NPOCHO3A 80CCMan08AeHus npu curndpome Tuiiena— bappe Bpacmyc u ee moouguyu-
DPOBAHHASL 8epClisl NPUMEHUMbL KO 8ceM hopmam 3a001e8aHUs.

Lleab uccaedosanus — Ha npumepe 2 KAUHUMECKUX CAYHALE NPOOCMOHCMPUPOBAN 0COOEHHOCMU 80CCIMAHOBACHUS NPU OCMPOIl MOMOPHOU
AKCOHANbHOLL Hegponamuu ¢ OA0Kamu nposedeHus; NOKA3ams 603MONCHOCMU WKAAbI NPOZHO3A 80CCMAHO6AeHUs npu cunopome Tutiena—
bappe Ipacmyc u ee mooupuUUUPO8aHHoL 6epcuU 8 NPOSHOZUPOBAHUU B0CCIMAHOBACHUS NPU OAHHOU (hopme 3a001e8aHUs.

Mamepuaavt u memodst. Pempocnexkmueno npoanaiuzuposarsi danHwle 2 NAYUEHMOK ¢ 0CMPOL MOMOPHOU AKCOHANbHOL Hegponamueil
¢ MOMOPHbIMU OA0Kamu nposederus. Pacuem 6a1106 u ouenka npoeHo3a 60CCMaH061eHUs X00b0bl K 6 Mec om Havara 3a604e8aHus nPpoeoodu-
JUCH C UCNONB308AHUEM OHAQUH-Karbkyaamopa International Guillain— Barre syndrome Outcome Study Prognosis tool 6 ocmpom nepuooe.
Pesyavmamut. Y 06eux nayueHmox npoeHo3 60CCMAH06AEHUs. X00b0bl K N0AY200Y OM HA4AAa 3a00A€6AHUS NO WKANAM NPOCHO3A 80CCMA-
Hoenenus npu cundpome luilena— bappe u ee moougukayuu 6 0cmpom nepuode 0Kas3ancs ouubo4HsIM. B nepeom cayuae cymmapras oyen-
Ka no wkane npoeHosa eoccmanosaerus npu cunopome luiilena—bappe Ipacmyc u ee moduyukayuu e ocmpom nepuode cocmagura 5
u 10 6ann06 coomeemcmeenHo (nA0X0U NPOHO3), MO NPedsewano OAUMenbHbli peadurumayUOHHbLI NPOYECc U HeNoAHOe 80CCIAH0BAe~
Hue. O0HaKo peepecc HapyueHuil Obin OpAMAMUMECKUM U NOAHBIM, U YIce KO 2-My MecAUy 3a001e8aHUs COXPAHAAUCS AUULL MUHUMANbHbIE
OsuzamenvHole HapyuleHus. Y 2-ii nayueHmxu, HanpPomue, CyYMMapHas OUeHKAa No WKase NPoeHO3A 60CCMAH08AeHUs npu cuHopome Tuiie-
Ha—bappe Bpacmyc u ee moduguyukayuu é nepuod HapacmManus CUMNMoMamuKkuy oviaa pasia 3 u 7 6ainam coomeemcmeeHHo (Xopouiuil
NPOCHO3), NPU SMOM B0CCHAHOBACHUE ObLAO OMCPOHEHHBIM — MOALKO K S-My Mecsauy 0m Ha4aia 3a00A€6aHUs B0CCMAHOBUAACH BOZMONCHOCHIb
nepeosudicenus ¢ Onopoil.

Boteoowt. Cundpom lueiina—bappe, HecomHenHo, s68a5emcs 3a001e6anuem ¢ O1a2onpusmHbIM BPOSHO30M eoccmanogaerust. OOHAKo K npo-
2HO3UPOBAHUIO CUEHAPUs peepecca 08UameNbHbIX HapYUeHUTl ciedyem noOX00Ums 0CIMOPONCHO, MAK KAK 8 psde cay4aes 00uenpuHsImole
Kpumepuu npoeHocmu4eckue wKaibl Mo2ym He pabomams. Ocmpas MOMOPHAsL AKCOHANbHAS HEGPONAMUSL ¢ OL0KAMU NPOGeOeHUs: — YHU-
KanvHas gopma 60ae3HU, umerouas namoguauonouteckue U KAUHUKo-Helupopusuosoeutecke 0COOeHHOCML, YMo cAedyem y4umoleams
npu 6e0eHul OaHHOU Kame2opuu NAyUeHmos.

Karoueevte caosa: ocmpas MomopHas aKkcoHanvbHas Hegponamusi, 610k nposedenust, cunopom luitena—bappe, npoenos, éoccmanosnenue,
npoenocmuyeckas wikara, EGOS, mEGOS

Jlasa yumuposanus: Ipuwuna JI.A., Cynoneea H.A. OcoberHocmu 60ccmaHo8AeHUs. npu 0CMpoii MOMOPHOU aKCOHANbHOU Hegponamuu
¢ ba0Kamu npogederusi Ha npumepe 08X KAuHuveckux cayuaes. Heperno-moiueunvie 6onesnu 2020, 10(4):43—51.
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Specificity of recovery in acute motor axonal neuropathy with conduction blocks on the example of two clinical cases

D.A. Grishina, N.A. Suponeva
Research Center of Neurology; Volokolamskoe shosse, Moscow 125367, Russia

Introduction. The heterogeneity of the forms and severity of Guillain-Barre syndrome explains the variability of recovery: from rapid and
complete (in most cases) to slow with the development of persistent residual deficiency (rarely). It is unclear how effective the Erasmus Guil-
lain— Barre syndrome Outcome Scores and its modified version are for different forms of the disease.

The aim of the study — to demonstrate the features of recovery in acute motor axonal neuropathy with conduction blocks on the example
of 2 clinical cases; to show the possibilities of Erasmus Guillain— Barre syndrome Outcome Scores and its modified version in predicting re-
covery in this form of the disease.

Materials and methods. Data from 2 patients with acute motor axonal neuropathy with motor conduction blocks were retrospectively ana-
lyzed. Calculation of the score and assessment of the prognosis of walking recovery by 6 months from the onset of the disease were performed
using the online calculator International Guillain-Barre syndrome Outcome Study Prognosis tool in the acute period.
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Results. In both patients, the forecast of recovery of walking by half a year from the onset of the disease on the Erasmus Guillain—Barre
syndrome Outcome Scores and modified Erasmus Guillain—Barre syndrome Outcome Scores scales in the acute period was erroneous.
In the first case, the total score on the Erasmus Guillain— Barre syndrome Outcome Scores and its modification in the acute period was 5 and 10
points respectively (poor prognosis), which foreshadowed a long rehabilitation process and incomplete recovery. However, the regression of dis-
orders was dramatic and complete, and by the second month of the disease, only minimal motor disorders remained. In the second patient,
on the contrary, the total Erasmus Guillain— Barre syndrome Outcome Scores and its modification during the period of increasing symptoms was
3 and 7 points respectively (good prognosis), while recovery was delayed — only by 5 months from the onset of the disease, the ability to move
with support was restored.

Conclusion. The Guillain—Barre syndrome is a disease with a favorable prognosis for recovery. However, the prediction of regression of mo-
tor disorders should be approached carefully, because in some cases, generally accepted criteria and prognostic scales may not work. Acute
motor axonal neuropathy with conduction blocks is a unique form of the disease that has pathophysiological and clinical-neurophysiological
features, which should be taken into account when managing this category of patients.

Key words: acute motor axonal neuropathy, conduction block, Guillain— Barre syndrome, prognosis, recovery, prognostic scale, EGOS, mEGOS

For citation: Grishina D.A., Suponeva N.A. Specificity of recovery in acute motor axonal neuropathy with conduction blocks on the example
of two clinical cases. Nervho-myshechnye bolezni = Neuromuscular Diseases 2020;10(4):43—51. (In Russ.).

BeeneHue Council sum score (MRCss) Ha 7-e CyTKH TOCIIMTATIN3aIII
C MOMeHTa mepBOro onucaHusl cuHapoMa Iuitena—  (tabm. 1) [27].
Bappe (CI'b) npommto 6omee 100 et [1—3], HO TOTBKO
B KOHLIe XX B., 6Jarogaps pasBUTUIO UMMYHOXUMUYECKUAX Tabmua 1. Moouguyuposannas wikasa npoeHo3a 60ccmano8AeHUs
1 naToMOop(dOIOTUYECKUX METOAOB UCCIEN0BAHUS, MO- ”mpe'il;z’;?;f;og ;’“e””_E appe Ipacmye (socnpoussedeno us [27] ¢ paspe-
SIBWJIMCh JIOKA3aTeIbCTBA 3HAYNUTEILHOTO pa3HOOOpasus
¢dopM, 00beIMHEHHBIX B paAMKaX JaHHOM TaTojiornu [4—8§].
OOLIENTPUHSATHIM ABIsIeTCS MHeHME 0 ToM, 4yTo CI'b — 310
TsDKeJIoe, HO OJIarorpusITHOS HEBPOJIOTMIEeCKoe 3a00J1e- IIporsocTiyeckuii hakTop Bamn
BaHUeE, TIPA KOTOPOM ITaIllMEHTHI IIOCJIE TIePHoIa 00e3IBH -
JKEHHOCTH TOJTHOCTBIO BBI3NOPAaBIMBaOT. OMHAKO TeTepO-
reHHOCTh (hopM U crerneneii Tsokectit CI'B 06ycioBaBaeT — BO3PACT HA MOMEHT <40 0
3a00JIeBaHus, JIET
BaprabeIbHOCTh BOCCTAHOBJICHHMST: OT OBICTPOTO U TTOJTHOTO Y ey 41-60 1
(B OOJIBIIIMHCTBE CIYJaeB) 0 KpaiftHe 3aMeUICHHOTO, C DOp-  years >60 )
MHMPOBaHUEM CTOMKOTO OCTAaTOYHOTO AeduiuTa (pemaKo).

Table 1. Modified Erasmus Guillain— Barre syndrome Outcome Score
(reproduced from [27] with the permission of the authors)

B oTe4ecTBEHHOI U 3apyOEKHOM JIUTEPATYPE OOJIBILIOE He oTMmetanach 0
BHUMaHUE yIeJaeHO0 Borpocy BoccraHoBneHus rnocie CI'b HPGFLHCC,TBYIOUjaH auapes™ Notshowed

[9—18]. loka3aHHBIMHM ITPOTHOCTHYECKM HEOIarOIpusIT- Frevious diarhear Ormeuarnach 1
HBIMHU (DaKTOpaMU BOCCTAHOBJIEHUS SIBIISTIOTCSI: BO3PACT showed

crapiue 60 JIeT, TpeAIIeCTBYIOUIAS PA3BUTHIO HEBPOJIOT M- ) 51-60 0
YECKOI CUMIITOMATUKU IUapesi, ObICTPOE IPOTrPECCUpo- Iﬁ%?gigi%ﬁ%%ﬁﬁfagf) 41-50 3
BaHue 3a0071eBaHus B (pa3y HAPACTAHUS CUMITOMATUKM  sg;yp

(bympMUHAHTHOE pa3BUTHE IO IUIETUM B MEepBBIe 7 CyT),  MRCss (total score) on day 7 31-40 6
BBIPAXEHHOCTb ABUTaTeIbHbIX HAPYILIEHUIT B ocTpoM me-  ©f hospitalization 030 9
puroje, HEOOXOIMMOCTh B MCKYCCTBEHHOW BEHTWIISILIAN

JIETKMX, HAJIMYKME aHTUTEI K raHro3unam nepudepude-  MEGOS (cymma Gaios) 0—12
CKUX HEPBOB, a TAKKE aKCOHATbHas hopma 3abonepanus 0O (total points)

[19-25]. *Pazeumue duapeu 6 meuerue I mec 0o Hauanra 3a601e6anus

B 2007 r. Ha OcHOBaHUM 3 KpUTepueB (BO3PACT, Tsi- oe3 ceponoeuuecKoeo ngameepafcdeﬁuﬂ Haau4us anmumen
K Campylobacter jejuni uau nonosjcumenvHoiii aHaau3 Kpogu

2KECTh Z[BI/IFaTCHbI:IbIX. HapymeHHH 10 ]..HKa.J'I'C Guillain— Ha aHMUmMena K Campylobacterjejuni.
Barre syndrome disability score (GBS disability score) Ha  *Development of diarrhea within 1 month before the onset of the disease
14-¢ CYTKM TOCITATAIU3ALNU, 4 TAKXKE HATUYKE MPEILIe- without serological confirmation of the presence of antibodies to Cam-

. " pylobacter jejuni or a positive blood test for antibodies to Campylobacter
CTBYIOLLIEUN ,E[I/IapeI/I) TPYIIION IT'OJUIAaHACKHMX YUYCHBIX BO I'JIa- jejuni
Be ¢ R. Koningsveld 6bi1a pazpaboTaHa Hikaia npor{osa Ilpumenanue. MRCss — cymmapnas wkana oyeHKu Molie4Holi
BOCCTaHOBJIEHUS TIpu cuHApoMe [iteHa—bappe Dpacmyc  cuavt komumema meduyunckux uccaedoganuii, mEGOS — moou-
(Erasmus GBS Outcome Scores’ EGOS) [26]’ KOTopas d)uuupOBaHHaﬂ uKana npocHo3a 60CCMAROBAEHUA NPpU CUH()])OM@

Tuiiena— bappe.

CHYCTH 5 JieT ObLa MOHHd)HHHpOBaHa C. Walgaard 1 COaBT. Note. MRCss — Medical Research Council sum score, mEGOS —
(modified EGOS, mEGOS): pacyer TsKecTH ABUraTe IbHbIX Modified Erasmus Guillain—Barre syndrome Outcome Score.
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HepBHo-Mblweunbie O JIE3HH

Cormacio mEGOS, cymMMmapHBIit 6ain >5 cBumeTeNib-
CTBYET B ITOJIb3Y HEYIOBJICTBOPUTEIIHLHOTO IIPOTHO3a BOC-
CTAaHOBJIEHUSI XOAbOBI K 6 MeC OT Hayaja 3a0oJieBaHusI.
YKa3zaHHBIE IIKaJIbI B HACTOSIIEEe BpeMsI aKTUBHO MCITOJTb-
3YI0TCS B IPAKTUKE 3apyOeskKHBIX Kojuter [19, 28—31], B Tom
YHUCIie, YTO Hanbosiee BaKHO, IPH IIPOBEICHNN KIIMHIYE-
ckux uccienoBanuii [32—34]. Pa3paboraH ymoOHBINA OH-
JIAafH-KaJbKYJISITOP pacyeTa IPOrHO3a 3a00JIeBaHUST —
International Guillain—Barre syndrome Outcome Study
Prognosis tool (IGOS GBS Prognosis tool). OmHako Ha-
CKOJIbKO JaHHBIC TPOTHOCTUYECKUE IIKATBI ITPUMEHUMBI
KO BceM (popMaMm 3a00JieBaHMS, HE SICHO.

Iean padoTer — Ha IpuMepe 2 KIIMHUIECKNX CIIyJacB
IIPOIEMOHCTPHPOBATh 0COOCHHOCTH BOCCTAHOBJICHUS PEI-
koii popmbl CI'b — ocTpoit MOTOpHOIT aKCOHAJTBHOM He-
Bporaruu (OMAH) ¢ 6mokamu ripoBeneHms (BIT), moka-
3aTb Bo3MoxkHocT EGOS 1 mEGOS B nmporHo3npoBaHumn
BOCCTaHOBJICHMSI TIpU JaHHOU (hopMe 3a00IeBaHN.

Mamepuanbl u Memofbl

PerpocniekTnBHO TTpoaHaIM3MpOBaHbI JTaHHBIC 2 TTa-
mieHToK ¢ OMAH ¢ BeprduImpoBaHHBEIMU TP SJIEKTPO-
Helipomuorpadhuu (DHMI) B nmaamuke BI1, mpoxomus-
mmx obcnemoBanue v tedeHre B @ITBHY «HayuHblii ieHTp
HEBPOJIOTUM» B pa3HbIi iepuoa BpeMeHn. DHMI mpoBo-
JTAJIACh IO CTAaHAAPTHOM MeTOIMKe Ha Iprbopax Keypoint
(Dantec, Janust) m Heiipocodt-MBII (Poccus). Pacuer
0aI0B M OIleHKAa IIPOTHO3a BOCCTAHOBJICHMST XOIBOBI
K 6 Mec OT Havajia 3a00JieBaHUSI IIPOBOAUINCH C UCIIOJIb-
30BaHMeM oHnaH-KanbKynsaTopa IGOS GBS Prognosis
tool B ocTpoM Tteprojie 3a00IeBaHMSI.

Knunuyeckuii cyyaii 1

Hayuenmra JI., 29 nem, 25.10.2019 ommemuna 6bicmpo
CUMMEMPUYHO HAPACAIOWYIO CAA60CMb MbIUY PYK U HO.
Ha caedyrowuii derv moena xo0umes moawvKo ¢ Onopoli Ha Xo-
OVHKU, a yepe3 2 cym Mblule4HAas cAabocms Hapocaa 0o epy-
0020 mempanapesa («gpyromunanmuoe pazsumue»). 3a 10 ounei
00 HA4aNa HE8PONOSUMECKUX HAPYUICHUL NePeHecaa 2acm-
posHmepum ¢ noswiulenuem memnepamypsl meaa do 39°C
u duapeeii 0o 5 paz 6 cymiku. XpoHuueckue comamuecKue
3abonesanus, unmokcuxkayuio ompuyana. 26.10.2019 eocnu-
MaAu3upo8anHa 6 Hegpoaoeu4eckuil cmauyuorap eopoda Mo-
ckebl, 20e bbln yemarnoener duaeno3 CI'b (cmadus IV no GBS
disability score). Ha 7-e cymku (01.11.2019) eocnumanusa-
Yuu CyMMAapHas oyeHka no npoeHocmuyeckum wikaram EGOS
u mEGOS cocmasuna 5 u 10 6asioe coomeemcmeenHo,
a pucKk omcymcmeus camocmosmenvHoi xo0v0ul k 6 mec
om Hauaaa 3aboreeanus — 23 u 45 % coomeemcmeeHHo,
YUMo YKa3bl6an0 Ha HeOAA2ONPUSMHbILL NPOHO3 60CCAHOBe-
Hus (maba. 2). Ha 10-e cymku 3abonesanusn (03.11.2019)
npoeedeno 2 ceanca naasmaghepesa c CyMMapHovim yoareHuem
naazmot 1250 ma. Ha smom gpone pazeusace kaunuxka mpom-
bo3mboauu eemeeti Aec0uHOl apmepuu, OUACHOCTMUPOBAH
mpomb03 2nyO0KUX 6eH Ne80l 20AeHU, YMO HOCAYICUAO
NPUMUHOU NPepbieanus namoeeHemu4eckoeo aeyenus. Ha

29-e cymku 3a60nesanus (22.11.2019) nayuenmxa ovina nepe-
gedera 6 ODI'BHY « Hayumulii uenmp Heepoaoeuut» 045 peuleHus
sonpoca o danvreiiuieil makmuke éedenus. Ha momenm nocmy-
NAeHUsl OMMeHeHa He3HAUUMENbHAS NOA0NCUMENbHASI OUHAMU-
Ka: MblieHas cuaa Hapocaa 8 MulUyax nieweeo2o nosica 0o
3 6annos, 6 pykax — 00 2 61108, 8 MbLIULAX MA308020 NOACA
u bedep — do 3 6annos, 6 Hoeax — 00 2 6an106 (4mo no-npexic-
Hemy coomeemcmeogano cmaduu IV no GBS disability score).
Cuna mumuueckoil, 6y160aPHOL U AKCUANBHOU MYCKYAAMYpPbl
ObLa1a docmamouroii (5 6annos). Yyecmeumenvroix, KoopouHa-
MOPHbIX, MA308bIX HapyuleHUil He ommeyanocs. boaesoil cun-
dpom omcymcmeosan. B OI'bHY «Hayunbwiii uenmp Hesponoeuu»
oObi1a enepevie nposedena SHMI (maba. 3), eviseusuiasn:

* CHUdCEHUe amMnaumyodsi MOMOPHbIX OMBEMO08 C Mblilly

Kucmeti u cmon;

* UHMAKMHOCMb YYE8CMBUMENbHBIX B0N0KOH KOHEUHOCMEl,
* HOpMANBHYIO AameHmHocmbs M-omeemog u eeauuuny

CKOpOCMU Pacnpocmpanerus 8030ycoenus o Momop-

HbIM BONOKHAM;

* omcymcmeue CHOHMAHHOU AKMUBHOCMU NPU U20AbYA -
moii IMT.

1o pezyasmamam DHMT bbi1a duaenocmuposana akco-
HanvHas gopma CI'b — OMAH. Aumumena k eaneauosudam
nepugepuuecKux Hep8oe uccaedo8arsl He ObLAU; UHbIE NPUYL-
HbL ocmpoil noauxeiponamuy (UHGeKyuu, 8KA04AA BUPYC
UMMYHOOeuyuma uenogexa, UHMOKCUKayuu, OeKoOMneHca-
Yusi comamuueckux 3a004e8anuil, NOpuUpUsL) UCKAOUEHbL.

Om OdanvHelluie2o npoedeHUss mepanesmu4ecKo2o naas3-
Mmagepesa peuieHo 6bLA0 OMKA3AMbCA 8 C6:3U € HedaBHO ne-
DEHEeCeHHbIMU 8eHO3HLIMU mpombo3amu (mpomo6oImbosuu
Ce2MeHmapHbIX U CybceeMeHmapHbiX 6emeell 1e204HbIX apme-
puii ¢ 06eux cmopoH, OKKA3UBH020 MPoMO03a Manobepyo6oi
6eHbl cnesa). Bozmoocnocmu npogecmu 6bicok0003HYH0 6HY-
MPUBEHHYI) UMMYHOMEPANUI0 NPenapamom UMMYyHo2100y-
AUHA 4enogeka He Oblro. Takum obpazom, umoeossiii 00sem
namoeenemuteckoii mepanuu cocmagun 1250 ma yoanennoi
6 x00e naazmaghepesa naa3mol, YMo s18AemMcs HedoCcmamou-
HolM 6 pamkax namoeenemuyeckoii mepanuu CI'b. Tem ne me-
Hee @ daabHeliulem OblLr omMeuer OpamamuyecKuil peepecc
Heeponoeuueckux Hapyuienuii: na 40-e cymku om Hauana
3abonesanus (03.12.2019) nayuenmka cmoena ecmasame,;
Ha 60-e cymku (23.12.2019) evinucana ¢ MUHUMANbHBIMU
napezamu (cmaodus I no GBS disability score).

Ilpu xkaunuxo-wnetipogpuszuonoeuueckoii ouerke 6 JuHa-
Muke uepe3 2 mec nocae vlnucku (kamammes 4 mec) 8 nespo-
A02UHEeCKOM Cmamyce 0442080l CUMNMOMAMUKU He omme-
yanoce (cmadus 0 no GBS disability score). IlosmopHas
DHMTIT nepugepuueckux Hepeos noxkasana:

* yseauueHue amMnaumyobl oucmansHulx M-omeemog c mbiuy,

Kucmu u cmonbl;

* Haauyue npokcumanviolx bBII no momophsim 6010KHAM

Hepeoe pyK npu cmumyaayuu 6 mouke Jpoa;

* npu ueonrvuamoit IHMT cnonmannas akmueHocms He pe-
2UCMPUPOBANACH;
* ocmanvHble Helipogu3suonoeuteckue napamempeol 6e3 ou-

Hamuku (cm. maba. 3).

TOM 10

45



TOM 10

46

HepBHo-Mblweynbie BONTE3HU

Kaunuueckuit pazoop

Ha ocnosanuu noemoproit JHMT 6611 nocmaenen oua-
eHo3 — OMAH c BII. Ilayuenmke pekomeH008aHO 8 meueHue
1 200a nposodums npogpusaxmuky unpexuuoHHbIX 3a604e-
8aHULL, 8030ePICambCsi 0m npuema 2opsueil 6aHHbl U noceuje-
HUs 6aHU, UCKAIOYUMb NPUMEHEHUe HellpOMOoKCU1eckKux npe-
napamog u anKoeoasi, 8bINOAHAMb pecyspHble gu3uueckue
aspobHble YnpascHeHus, coda00ams NPUHUUNBL RPABUALHOZ0
numanus u 300p068020 00PA3a HCU3HU.

Tabmuua 2. Beposmnocms 6occmanosnenus nayuenmox JI. u M. no wika-
AGM NPOHO3a 80ccmaHnosaenus npu cunopome luiiena—bappe Spacmyc
u ee moduuyuposantoii epcuu (oHAaiH-Kanrbkyaamop International
Guillain— Barre syndrome Outcome Study Prognosis tool Prognosis tool)
Table 2. Probability of recovery in patients L. and M. according

to the Erasmus Guillain— Barre Outcome Score u modified Erasmus
Guillain— Barre Outcome Score (online calculator International Guillain—
Barre syndrome Outcome Study)

ITapameTp ITanmentka JI. Ilanmentka M.

bann no mkane EGOS

(muH. 0, Maxc. 7) 5 3
Point of the EGOS score

(min 0, max 7)

BepOHTHOCTb OTCYTCTBUA
CaMOCTOSITEJIbHON XOAbObI

K 6 Mec OT Hayajia 00JIE3HU 23 % 2 9%
(EGOS) 95 % CI: .
The probability of not walking 21-28) (95 % CI: 0-0)

independently by 6 months from
the onset of the disease (EGOS)

basn no mkane mEGOS

(muH. 0, makc. 12) 10 7
Point of the mEGOS score

(min 0, max 12)

BeposiTHOCTB OTCYTCTBUS
CaMOCTOSITEJIbHOM XOHI)6LI
K 6 Mec OT Hayasia 00JIe3HA
(mEGOS)

The probability of not walking
independently by 6 months
from the onset of the disease
(mEGOS)

ITporHo3 BoccTaHOBIEHUS
CaMOCTOSITEIbHON XObObI

K 6 Mec OoT Hauaia 6oJIe3HU
Prognosis of recovery of indepen-
dent walking by 6 months from
the onset of the disease

45 %
(95 % CI:
30—61)

18 %
(95 % CI: 8-3)

He6naronpu-
SITHBIA
Unfavorable

braronpust-
HBIA
Favorable

DaxkTryecKuii CPOK BOCCTA-
HOBJIEHUSI CAMOCTOSITEJIbHOM
XO0AbOBbI OT HauYaJ1a 00JIE3HU
Actual period of recovery

of independent walking from

the beginning of the disease

2 Mec 8 mec

Ilpumeuanue. EGOS — wikana npoenosa 6occmanosieHus

npu cundpome luiiena—bappe Ipacmyc; m EGOS — modugpuyu-
POBAHHAS WKAAA NPOSHO3A B0CCIAHOBACHUS NPU CUHOPOME
Tuiiena—bappe Ipacmyc; IGOS GBS Prognosis tool — onaaiin-
KAAbKyAsamop pacuema npoeHo3a 60CCMAH08AeHUs NPU CUHOpoMe
luiiena— bappe.

Note. EGOS — recovery forecast scale for Guillain— Barre Erasmus
syndrome; mEGOS — modified recovery forecast scale for Guillain— Barre
Erasmus syndrome; IGOS GBS Prognosis tool — online calculator for
calculating the recovery forecast for Guillain— Barre syndrome.

KnunuyecKui cnyyaii 2

Hayuenmrxa M., 34 rem, 6 uione 2019 e. na omovixe
6 Typyuu nepenecaa eacmposnmepum 6 neekoii popme ¢ moui-
HOMOIL U 00HOKPamHoI duapeeii be3 noevileHUs memnepa-
myput meaa. Ilocae eo3zepauenuss domoii yepes 2 Hed (¢ Ha-
uansa uioas) 6 meuenue | mec ommemuna Hapacmauue
crabocmu 8 MblUUAX PYK U HOe, U3MeHeHUe noxodku. B me-
ueHue gce2o Mecsaya 00c1edo8anacs o Mecmy JHCUmenbcmad
€ OUAeHO3aMU: ACMeHUYecKUll CUHOPOM, AHeMUSL, OCIEe0XOHd-
po3. Koncyasmuposanace y pasmsix cneyuanucmos.

Yepes 1 mec om nauana 3aboneéanus (07.08.2019) enep-
gvle oopamunace 6 PI'BHY « Hayunolit yenmp Hegponocuu».
Ha momenm nepguunoeo ocmompa 8ois6AsACs 851blil, HE3HA-
YUMENbHO ACUMMEMPUUHBIL Mempanape3 co CHUNCeHUeM
MbIUEHHOU CUAbl 8 NPOKCUMAAbHBIX omdenax 0o 3 64108,
8 ducmanbHbix — 00 4, cyxoxucunvuas apegaexcus, ouggysHas
eunomoHus mvliy. KoopounamopHolx u uyecmeumenbHbix
HapyuweHuil, 6061e4eHUs YePenHbiX HePE08 He BbisBASAOCS.
Ilo danuvim IHMT obpawano eHumarue u30aupo8aHHoe 60-
8AeUeHue NPOKCUMANbHBIX 0MOen08 ONUHHBIX HEPBO8 KOHeU-
Hocmell npu NOAHOU UHMAKMHOCMU OUCMAanbHblX (OMKAOHe-
Hue napamempog F-604H, HOpManbHble 8eAUMUNbL AMAAUMYO
JUCManbHbIX MOMOPHBIX U CEHCOPHBIX OMBEmMOo8, a Mmakice
cKkopocmell npogedeHus: 6030ydcoeHuUss no 08ueamenbHvIM
u uyscmeumenvHuiM Hepeam). Ha ocnoeanuu kaunuko-aHam-
Hecmuueckux U Helipogu3uonocuveckux OaHHsix Obia ycma-
Hoenen duaeno3 «CI'b (cmadus 111 no GBS disability score
Ha MOMeHm ocmMompa), cmaous Hapacmanus CUMRMoMa-
MUKW», peKOMeHO08AHA NAMOLeHeMU1ecKas mepanusi: Gbl-
COK000BeMHbLI naazmagepes Uil 8blCOK0003HA Mmepanus
BHYMPUBEHHBIM UMMYHO2A00yAuHOM. Ha momenm ocmompa
cymmapuas oueHka no npoenocmuveckum wxaram EGOS
u mEGOS cocmaguna 3 u 7641108 coomeemcmeeHHo, a puck
OMCYmMcmauUsi CAaMoCMOosmMenbHOll X00b0blL K 6 Mec om Ha4ania
3abonesanus — 2u 18 % coomeemcmeento, 4mo yKazoieano
Ha 61a2onpuUsiMHbLIL NPOSHO3 B0CCMAHOBACHUS (cM. maba. 2).

B meuenue 1 ned nocae KoHcyasbmayuu MolueyHas cAa-
bocmb Hapocaa, nayueHmKa nepecmana camocmosmenbho
nepedsuzamocsi, 6biAa 20CRUMANU3UPOBAHA 8 HEEPOAOUYE-
ckuil cmayuonap e. Mockevl. Aumumena Kk eaneauosudam
nepugepuueckux Hepgoe uccaedogarsi He OblAlU, UHbLE NPUYL-
HbL ocmpoil noauneiponamuu (UHpeKyuu, 8KA0OHAS UPYC
UMMyHoOeuyuma uenro6eka, UHMOKCUKAUUU, OeKOMNEH-
cayusi comamueckux 3a001e6anuil, nopgupus) 6viau UCKAIO-
uenvl. B cmayuonape nocae 4-e0 kypca naazmaghepesa
(18.08.2019) cnonmanno pazsunace cy6dypasvras eemamo-
Ma Manvlx pazmepos, e mpebo8asuids OnepamueHoeo neve-
HUs1, hposederue naazmaghepesa ObiA0 NPEKPAUEHO, HAYAMO
BHYMpUBEHHOE 86edeHlUe UMMYHO2A00YAUHA 4eN08eKa HOP-
MAAbHO20 8 CYMMAPHOIL Kypcogoil doze 2 e/ke. Ha smom go-
He cocmosHue cmaduau3upo8anoch, 00HAK0 NOA0IHCUMENbHOI
JuHamMuKu ommeuero He ObL10.

ITlosmopnas koucyasmayus 6 PIBHY «Hayunuiii uenmp
Hespoaoeuu» cocmosnacy Ha 60-e cymku (14.09.2019) (ka-
mamne3 3abonesanus 2 mec, cnycmsa 1 mec nocae egedenus
UMMYH02100YAUHa). B Heeponoeuveckom cmamyce vis6asics
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HepBHo-Mblweunbie O JIE3HH

2pyoulil dughghysnotii esnblii mempanapes 0o 2 6a4106 8 pyKax
u 1 6anna 6 noeax, apegprexcus u eunomonus moluty, (cma-
dusi IV no GBS disability score). CybsekmusHubix u 06seKmue-
HbIX 4YBCMEUMEAbHbIX HapyuweHuil He ommeuanrocs. [lpu
DHMT ¢ dunamuxke bbiau 3apeeucmpuposarsvt bII no dsuea-
MeAbHbIM B0A0KHAM OAUHHBIX HEPBO8 PYK 8 NPOKCUMANbHbIX
omadenax, omcymcmeaue CHOHMAHHOL AKMUBHOCMU NPU U20Nb-
yamoit JHMT (maba. 4). Ha ocnosarnuu DHMIT -uccaedosa-
HUs, nposedeHHO20 6 JuHamuke, bviia ymouHeHa gopma
CI'b — «OMAH ¢ BIl». Yuumoieas manyro s¢pgpexmugrocmo
1-20 kypca namocenemuueckoii mepanuu, 6bi10 NPUHAMO
peuierue 0 HOGMOPHOM 68e0eHUU UMMYHOA00YAUHA 6 D03e
2e/ke (8 nepuod 25.09—04.10.2019).

Ilpu ocmompe na 5-ii mecsy om Hauasa 3a004e6aHUS
(27.11.2019) (cnycms 2 mec nocae ho8MopHO20 Kypca 8bico-
K0O003HOIL 6HYMPUBEHHOL UMMYHOMEPANUL) OMMeYeHa HemKas
KAUHUYecKas OUHAMUKA 8 8Ude YBeAUuUeHUs CUNbL 8 KOHEUHO-
CIAX C NOAHBIM Pecpeccom cAabocmu 8 pyKax u npoKcumanb-
HbIX 0mdenax Hoe, ¢ peepeccom napesa 6 ceubamensix,/paszeu-
bamensx cmon om 1 0o 3 bannoe (cmadus 111 no GBS disability
score). Ilayuenmka moena xo0ums ¢ onopol Ha XOOYHKU.
Ilpu DHMT 6bin ommeuen Henoanwiil pecpecc momopruix Bl
HOPMAAU3ayus napamempos No30HUX 0meemos, deHepeaiu-
OHHbLI NPOYECC 8 MbIULLAX He pecucmpuposancs (cm. maoa.
4). Pexomendogano npoooaxcums peadusumayuOHHO-60C-
cmaHogumenvHoe aevenue. Boccmarosnenue camocmosmens-
HO020 nepedsudiceruss Obi10 OMMeUeHo K 8-My Mecsayy om Ha-
yana 3a601e6anus.

06cyxneHue

OcTtpast MOTOpHAasT aKCOHAIbHAST HEBPOITATHSI — BTOpAsT
1o yactote BcTpedaemoctu hopma CI'b, koTopast muarHo-
crupyercs B 15—20 % ciny4aes [3, 5—7].

Hecmotpst Ha To yto mEGOS, Kak 1 ee nipeabiayas
BepCHUsl, B psAIEe UCCIICIOBAHUI TTOKA3aJIH BEICOKYIO JOCTO-
BepHOCTH [19, 28—31], SIBISSICH MPOCTHIM, HE TPEOYIOIITNM
IOTIOTHUTEIBHBIX 3aTpaT, METOIOM IIPOTHO3MPOBAHUS
BO3MOXXHOCTH BOCCTaHOBJIEHMS X0Ab0bI K 6 Mec nociie CI'b
Ha 3Talle OCTPOTo IIeproa, TaHHbIE IITKAJIBl HECOBEPIIICH-
HBI, YTO Y TTOKA3aJIM IIPEACTaBICHHBIC B CTaThe KIIMHUYEC-
CKHMe cydan. Y 00enx NalreHTOK ITPOTHO3 BOCCTAHOBJIC-
HUS B OCTPOM IIEpHUOE, B TOM YHCIIE C MCIIOJb30BaHNEM
mxan EGOS 1 mEGOS, okasajcs olmmb0YHbIM.

B mepBOoM mpencTaBIieHHOM HaMU ClTydae CyMMapHast
oneHka no mkaiaM EGOS u mEGOS B octpoMm nepuoje
cocraBmwia 5 u 10 0aJUTOB COOTBETCTBEHHO (CM. TaOII. 2),
YTO B COBOKYITHOCTH C HU3KMMH aMIUIUTyIaMu M-0TBETOB

C MBI KUCTU U CTOIIBI, aKCOHAJIbHOM (DOpMOii 3ab0ite-
BaHUS ¥ OTCYTCTBHEM JOJDKHOM ITaTOTeHETMIECKOM Tepa-
MY TIPEIBEIaJIO JUINTEIbHBIN peadMInTallMOHHBIN ITPO-
IIecC M HEMOoJIHOe BoccTaHoBiIeHMe. OMHAKO perpecc
HapylmIeHUI OB ApaMaTHICCKUM U TIOJTHBIM, U YXKe
KO 2-My MecsITy 3a00JIeBaHUsI COCTOSTHIE OOIBHOI COOT-
BercTBOBasio ctannu I mo GBS disability score (MuHU-
MaJIbHBIC IBUTATCIbHBIC HAPYIICHUS ). Y 2-1 MallMeHTKA
¢ OMAH c BIl, HanipoTyB, cyMMapHasl OlieHKa 10 IITKajiaMm
EGOS 1 mEGOS B nepuon HapacTaHUSI CHMIITOMATHKHA
ObUIa paBHA 3 1 7 6aJJTOB COOTBETCTBEHHO (CM. TaOII. 2),
npyu DHMI nucranbHBIX OTHENIOB NepudepuIecKnX He-
PBOB HapyIICHUH He BBISIBIISJIOCH, a TTATOTe¢HETHUYECKAs
Teparms ObljIa IIpoBeIeHa XOTh U Yepe3 1 Mec OT Havaa
00JIe3HU, HO B JOJKHOM 00BbeME, TIPU 3TOM BOCCTAHOBJIC-
HMe OBUTO OTCPOYCHHBIM — K 5-MY MECSIITy BOCCTAHOBMIIACH
BO3MOXHOCTb TepeaBuxkeHus: ¢ onopoit (ctagus 111 mo
GBS disability score), a caMmocTosiTeIbHasI Xomp0a craja
BO3MOXHOM TOJIBKO K 8-My MecCSIIy OT Hadayia 00JIe3HH.

Huskyto mpornoctuyeckyro 3HaunMocTh mkan EGOS
n mEGOS otMetnnm u apyrue ucciemonatenu [28, 35].
Haw6osee BepossTHOI TPUIMHOI TTOITOOHOTO HECOOTBET-
CTBWUSI, Ha HAIll B3IJISI, SIBJISICTCS OTCYTCTBHE yIeTa B IIIKaIaxX
Hepo(hU3NOIOTMYeCKIX TAHHBIX U (DOPMEI 3a00JI€BaHMSL.
Tak, TIporHO03 BOCCTAHOBIICHUS TIPH HOTAIBHBIX (hopMax
CI'b, k KOoTOpBIM ITOMMMO cHHApPOMa Muutepa Purirepa,
LIepBUKO-(apuHro-0paxualbHOM, OTHOCUTCS U ¢opMa
OMAH c BII, He MOXeT OBITH pacCYUTaH C MTOMOIIBIO
mwkant EGOS u mEGOS. B ¢Bg3u ¢ 3ThM clieayeT mpoaoi-
KHATH COBEPIIICHCTBOBAHNE IIPOTHOCTUIECKIX MHCTPYMEH-
toB ipu CI'B, Tak KaK OHM COCTaBJISTIOT OCHOBY KIIMHUYE-
CKMX UCCJIEIOBAHU.

BbiBoAbI

CunnpoMm IuitenHa—bappe, HECOMHEHHO, SIBISCTCS
3a00J1eBaHMEM C OJIATOTIPUSTHBIM IIPOTHO30M BOCCTAHOB-
neHust. OqHaKO K IIPOTHO3MPOBAHUIO CIICHApHUSI perpecca
IBUTaTebHBIX HapymeHnit ipu CI'b cieayer moaxonnTs
OCTOPOXHO, TaK KaK B PSIZIe CIIy4aeB OOIICTIPUHSITHIC KPH-
Tepun MOTyT He paborath. OMAH c¢ BIl — yHuxkanbHas
dbopma 00J1e3HN, UMETOIIasT MMMYHOJIOTUISCKIE U TIaTO-
(u3monornyeckme 0COOEHHOCTH, YTO CIICAYeT YYUTHIBATh
TIpY BeICHUH TaHHOW KaTEeTOPUH TTAlIMeHTOB. AKTYaJIbHBIM
SIBIISICTCST TIPOBEICHUE MCCIIEAOBATEIHCKIX paboT 110 CO-
BEepPIICHCTBOBAHMIO IMpOTHOCTUYecKmX Ikaj rmpu CI'b,
KOTOPBIEC YIUTHIBAIN ObI Pe3y/IbTaThl HEUPODU3NOIOTIIEC-
CKOro 00cenoBaHms 1 (PopMy 3a00JIeBaHUS.
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Cnucok coxkpawexui

TOM 10

ot aHri. Biphasic Positive Airway Pressure, BPAP, BiPAP — nByx(a3Hast BeHTUJISILIUS C TTOJIOKUTETb-
HBIM JaBJICHUEM B IBIXaTEIbHBIX ITYTSIX

BU3yaJbHO-aHaJIoroBas kajia bopra
JIe30KCUPUOOHYKIICMHOBAsI KMCJIOTa

JKU3HEHHasi eMKOCTb JIETKHX

WUCKYCCTBEHHASI BEHTWISILINS JIETKUX

WHBa3WBHASI NCKYCCTBEHHAS] BEHTIISIIINS JICTKUX
KWJIOAAJIBTOH

kpeaTuHdochoKrHA3a (CHHOHUM — KpeaTUHKUHA3a)
JedeOHas (PU3KYIBTYpa

MarHMTHO-pe30HaHCHast ToMorpadust

HEWHBa3WBHAS BEHTUJISIINS JIETKIX

MOJIUMOPGU3M IJIUH PECTPUKIIMOHHBIX (DparMeHTOB (criocod ucciaenoBanus reHoMmHol JIHK)
ToTMMepa3Hasi eTTHasT peaKkiius

PUOOHYKJIEMTHOBASI KMCJIOTA

ot aHr1. Constant Positive Airway Pressure, CPAP — BeHTWISILIMM JIETKUX TTOCTOSIHHBIM TTOJIOKUTEb-
HBIM JIaBJICHUEM

CMIMHAJIbHAS MbIIIEYHAs aTpOdust
CIIMHATbHAs MbIlIeyHast arpodust, Tur |
CMIMHAaJIbHAS MblllIeuHas aTpodus, Tui 1
CIIMHAJIbHA MBIIeuHas atpodwus, Tur 111
(byHKIIMOHANIbHASI )KM3HEHHASI EMKOCTb JIETKUX
YPOBEHB TOCTOBEPHOCTHU 10KA3aTEIbCTB
aneKTpoKapanorpabus

sieKTpoMuorpadust
5JIeKTpoHepoMuorpadus

sxoKapauorpadus

ot aHr1. Multiplex Ligation-dependent Probe Amplification — MyJIbTUITZIEKCHAS aMITIAGUKAILIAS JTA-
TMPOBAaHHBIX 30HIOB

OT aHTJI. mean nighttime oxyhemoglobin saturation — catypanus KACJIOpOIOM apTepHUaibHOI KPOBH,
U3MepeHHasl HEMHBAa3UBHBIM CITOCOOOM C TIOMOIIIBIO ITYJTbCOKCUMETPHI
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TepMuHbl U onpepenexud

ABTOCHIIAII (anrn. Auto Constant Positive Airway Pressure) — CullAIl ¢ aBTomMaTnyeckoil HaCTPOMKOU JaBiaeHUs
HarHeTaeMoro BO3[yxa, ONMpeaesiolue YpoBeHb HEOOXOAMMOTro JaBAEHUS, MOAAIOIIME BO3MYIIHbBIA MTOTOK TOJIbKO
B MOMEHT OCTaHOBKU JbIXaHUSI, TIOCTENIEHHO YBEJIMUMBas €ro 10 TeX Mop, MoKa He MPOU30IAET BAOX.

BulIAII (Biphasic Positive Airway Pressure, BPAP, BiPAP — nByxca3Hast BEHTWISILINS € TTOJIOXUTEIbHBIM aBICHUEM
B IBIXaTEJbHBIX IyTSIX) — allapaT, CO3IAIOIINii Ha BIOXE 1 BEIOXE TTAIlMEeHTA JaBJICHNE Pa3IMIHOTO YPOBHS.

JleHcuTOMETPHA — HEMHBA3UBHBIN METOJ ONIpeaeIeHUSI MUHEPATbHOM TIJIOTHOCTU KOCTHOM TKaHU.
Junaranus Kamep cepana — MaToJIOTMYecKoe YBeIMUYeHe 00beMa KaMep cepaiia.

JuchyHkuus MuoKapaa — HapylieHre QyHKIUKY MUOKapaa; TMCGhYHKIIMS ObIBa€T CUCTOJIMYECKOM (CHUKEHUE COKpa-
THMOCTU MUOKap/a), IMacTOJIMYECKO (3aMeieHre paccaabaeHrs] MBILLILIBI CEPALa) U JIeKTPUIEeCKOM (HapylieHue
pPacCMpOCTPaHEHUS NEKTPUYECKON NENONAPUZALNN U PETIOISPU3ALINUI 110 CEPACYHON MBILIILIE).

Kapanomuonarusg — reteporeHHast rpyIia acCOLMUPOBAHHBIX ¢ MUOKAPAOM 3a00JIeBaHNI, COTIPOBOXIAIOIINXCS Me-
XaHWIECKOW U /WU 3JICKTPUIECKOUN TrchyHKIIMEN, 0OBIYHO (HO He BCeraa) MPUBOASIINX K TUIIEPTPOMUY YUTU JUJIa-
TallMy ¥ UMEIOIINX pa3INYHbIe (JACTO TeHETUYECKNE) TIPUINHEI.

Kannomerpus u kanHorpadmsi — nzmMepeHue 1 iudpoBoe 0ToOpakeHne KOHIIEHTPAIIMY WIN MapluaJTbHOTO TaBIeHUS
YIJIEKMCIIOTO Ta3a BO BABIXaEMOM U BBIIBIXaEMOM Ta3e BO BPEMsI IBIXaTeIbHOTO IIUKJIA MTAallueHTa.

Kuc10THO-0CHOBHOE COCTOSIHUE (KMCIIOTHO-ILEJIOUHOM OanaHc, KUCI0THO-1IenouHoe coctosinue, KIIC) — cooTHO-
IIeHUe KOHLIEHTpaIMii "oHOB Bomopona H* u runpokcuiabHbix rpynim -OH B OM0JIOrMYeCKMX XKMIKOCTSIX OpraHru3Ma.

KonTpaKTypa — OI'pPaHUYCHUE ITAaCCUBHBIX JIBUXXEHWUI B CyCTaBeE.

ITaToaornyeckas YCTAHOBKA KOHCYHOCTH WJIX CETMEHTA KOHEYHOCTH — ITaTOJIOTHYCCKOC IMOJIOKEHNE KOHECYHOCTHU WJIH €€
CErMEHTAa, BOBHMKIICE B PE3YJIbTATE N3BMCHCHHW A MBIIIICYHOI'O TOHYCA ITPHU COXPAaHCHHOM o0beMe IBUKEHUI B CYCTaBC(aX).

ITynbcoKCMMETpUS — METO]T, TIO3BOJISIIOIIMI ONIPENETUTh CoAepKaHUEe KMCIOPOIa B KPOBU U YaCTOTY MYyJIbCa B MUHYTY.

Cepneynas HeAOCTATOUHOCTb — CHUXKEHUE CITIOCOOHOCTH cepjilia obecrieunBaTh HacOCHYI0 hyHKLMIO. BriBaeT ocTpoii
U XPOHUYECKOM.

CullIAII (ot anr. Constant Positive Airway Pressure, CPAP, — mocTosIHHOE MOIOKUTETbHOE TaBICHUE B IbIXaTeIbHbBIX
IyTSIX) — MHAWBUIYAJIbHBIM MEIUIIMHCKWN aIlmapar JUIs aBTOMAaTU3UPOBAHHOM IJIUTEIFHOI BCITOMOTaTe IbHOM MHTPa-
Ha3aJbHOM BEHTUJISILMU JIETKUX MOCTOSIHHBIM TOJIOXUTEIbHBIM AABJIEHUEM, IPUMEHSIEMbIA MALIMEHTOM BO BpEMS
Ho4YHoro cHa. [IpencrasisieT co00it HeOObILIO KOMIIPECCOpP, KOTOPBIM MOAAET MOCTOSIHHbBIN MOTOK BO31yXa IO, OIpe-
JIeJICHHBIM JIaBJICHUEM B IbIXaTEJIbHbIE ITyTU YEPE3 TMOKYIO TPYOKY Y TepPMETUUYHYIO HOCOBYIO WJIM POTO-HOCOBYIO Mac-
Ky. Takum 06pa3oM, OH He TaeT IbIXaTeIbHBIM ITyTSIM CMBIKATLCS 1 OJTOKMPOBATh MOCTYILICHUE BO3MyXa (M HEOOXOIM -
MOTO OpTaHM3My Kucjiaopoza). B pesynbraTre mMcKiIOYaeTcss PUCK BHE3aITHON CMEPTU OT OTCYTCTBHS BO3IyXa
B IbIXaTEJbHBIX MYTSX, a TAKXKE 00€CNEYMBAETCS HOPMAJIbHBIN COH.

CKko0J1103 — TPEXIUIOCKOCTHAs aedopmMaiins TO3BOHOYHUKA.

CyOMakcHMAJIbHBI peXKHM HATPY3KH — PEXUM, IIJIT KOTOPOTO XapaKTepHbBI OTCYTCTBUE ONBIIIKY, YYBCTBA YTOMIICHUS
¥ 0011 B MBIIIIIAX.

Daexrpomuorpadusa (DMI, anekrponeripomuorpadus, DHMI, Muorpadust — oT mMuo — MBIIILBI U 2pagho — TUIITY) —
METO[I UCCJICIOBAaHMS OMOAIEKTPUUECKUX MOTCHIIMAIOB, BO3HUKAIOIIMX B CKEJIETHBIX MBIIIIAX YeIOBEKA 1 XXMUBOTHBIX
IPY BO30YXXIECHUM MBILICUHBIX BOJIOKOH; PETMCTPALIMS SJIEKTPUUYECKOM aKTUBHOCTHU MBIIIILI.
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HepBHo-Mblweunbie O JIE3HH

1. Kpamkas undopmayus

1.1. Onpenenenne 3a00/1eBaHAS WA COCTOSTHHS

(rpynmbI 3200J1€BaHNIA WM COCTOSIHUIA)

[MpokcumanbHas ciMHAIbHAST MBIIIIEYHAsT aTpOGus
(CMA) 5q — TsDKenoe ayToCOMHO-PeIleCCHBHOE HEPBHO-
MBIIIIEYHOE 3a00JIeBaHNE, XapaKTePU3YIOIIeecs IIPorpec-
CHPYIOIIMH CUMITTOMAaMH BSUTOTO TTapaiiida M MBITIICUHOM
arpoduu BCISACTBUE AeTeHEePAIIUN ¢.-MOTOHEMPOHOB TIe-
peaHuX POroB CIMHHOTO Mo3ra [1].

1.2. DTHoiorus u narorene3 3a00JIeBaHUS WA
COCTOSHHSA (IPYIIBI 3200J1€BAHMIA MJIA COCTOSTHHIA)
PasButne nmpokcumanbHoii CMA 5q 00yciioBIEHO My-
Tanusamu B reHe SMN 1 (ot aHTI. — survival motor neuron),
KOIMpYIoIeM 0eJI0K BEIKMBAEMOCTH MOTOHEMPOHOB. [eH
SMN 1 kapTupoBaH Ha XpoMocoMe 5 B 1okyce 5q12.2-q13.3
¥ MMeeT LIEHTpoMepHYIo Koo (SMN2). Oba reHa cocTo-
a1 13 9 3k30HOB (1, 2a, 2b, 3—8) 1 pa3nmmuarorcs 5 HyKJIeo-
tpamu B ocaenoBarenbHocTy JIHK [1, 2]. Kputnueckoii
TOYKOI SIBJISIETCS 3aMeHa IIUTO3MHA Ha TUMWH B 9K30HE 7
reHa SMN2 (c. 840C>T), co3nmaromiast CaliT CBSI3bIBAaHMS
IIJIST peTipeccopa cIutalicmaTa. BereaetBre 3Toro pa3mmdaust
B HYKJICOTHIHOM ITOCIIeIOBATEIBHOCTH OCHOBHOI TpaHC-
kpunt reHa SMN2 He comepXUT 3K30HA 7 M IBISIETCS
(YHKIIMOHAJIBHO HeMOJHOLEHHBIM [3]. OmHako reH SMN2
TaKXe POAYLIMPYeT IMOJTHOPa3MEePHBI (DYHKIIMOHATBHBIN
0eJI0K, HO B OTHOCUTEIBHO MajibIX KojindecTBax (10 10 %).
K Bo3HMKHOBeHMIO TpoKcuManbHoit CMA nmpuBoasT
MyTaIuu B TeJioMepHo Koruu reHa (SMN1). OCHOBHBIM
THITOM MYTalliid B 3TOM TeHE SIBJISTIOTCS TOMO3UTOTHBIC
JIeJIeLIM1 9K30HOB 7 Win 7—8, KOTOpPbIE BhIABISAIOTCA Y 95 %
nanureHToB. OctaibHble 5 % MAllMeHTOB SIBJISIIOTCS KOM-
MayHI-TeTepO3UTOTaMu 110 Aejielinu B 1 kormu reHa SMN 1
M TOYKOBOM MYTAllMM B APYTOil, KpaiiHE PEOIKO — KOMIIA-
VHI-TETEPO3UTOTAMU T10 2 MUHOPHBIM MyTalusm [4]. My-
Taumu reHa SMN2 He MoryT 6bITh nprunHOit CMA, ogHa-
KO YHCJIO €r0 KOIMI Ha CETOMHS SIBJISIETCSI OCHOBHBIM
Moaudukaropom 3adoseBanus. [1puGmmsurensHo y 80 %
JIIOZIEN B TIOMyJIsiiy HaGmonaetes 1—2 kormn. st 5—10 %
3IIOPOBBIX JIIOAEH OIMMCAHBI CiIydau aejieliny reHa SMN2
B TOMO3UTOTHOM COCTOSTHUU. Y TTarimeHToB co CMA pa3s-
HooOpa3ue unciia Konuit reHa SMNZ2 ropa3go 06oJblie
M MOXeT BapbupoBaTh oT 1 1o 6 kormii. To HebombIIOE
KOJIMYeCTBO (PYHKIIMOHAIBHOTO 0€JIKa, TIPOAYyIIUPYyEMOTO
LIEHTpOMEPHOI1 Komueit reHa SMN, cmocooHO cMsaTr4aTh
TSDKECTh TeUCHUS 3a00JIeBaHMS Y MMAIIMEHTOB, UMEIOIITNX
yBeJIMYeHHOE YHMCI0 Konuii reHa SMN2 [5—8].
IMponykTom reHa SMN sBnseTcs 6eJ10K, COCTOSIINI
13 294 aMIMTHOKUMCIOTHBIX OCTaTKOB, C MOJICKYJISIDHBIM Be-
com 38 xJla. benok GyHKIMOHUPYET KaK B sapax, Tak
1 B uMromiasMme. B gapax 6emok SMN nokamusyeTcs
B chepOomnomo0HBIX CTPYKTYpax, Ha3bIBAaeMbIX TeMaMM,
aCCOLIMMPOBAHHEIX C TeabllaMu Kaxanst, BOBJICYCHHBIX
B Metabonmu3sm PHK. Benok SMN urpaer BaxkHYIO poJib
B crutaiicuHre 1npe-pPHK u GuoreHe3e manbIX simepHBIX
PUOOHYKIIEOIIPOTEMHOB, B TEHHOI KCIIPECCHH Ha YPOBHE

TPAaHCKPUIIIINH, a TAKKE YIACTBYET B aKCOHAJTHHOM TpaHC-
nopre MPHK B a-MoToHelipoHax [9].

CHuxenue ypoBHs 6esika SMN IpUBOIUT K aKCOHATb-
HBIM AedeKTaM IBUTATeIbHBIX HEHPOHOB, BKIIIOYAs yCe-
YeHWe W/WIHN Ipe3MepPHOE pa3BETBICHNE aKCOHOB, 3a-
MEIUICHHE POCTa, HapyIICHUSM B HEPBHO-MBIIIEYHBIX
cuHarcax (HaKOIUICHUIO HeiipohIaMEeHTOB B IIPeCHHAII-
THUYECKHNX TEPMUHATISIX, (POPMUPOBAHUIO HE3PEIIBIX ITOCT-
CHHAIITHYECKNX TepMUHAJICH) M (YHKIIMOHAIBHBIM aHO-
MaJIisIM, HapylIeHH1Io mpollecca sHponuro3a [10, 11].

Moougurxamopul KauHuvecko2o meuenus 3a604e6aHUS.
KnnHnyeckoe pazHoob6pasume npokcnMmanbHoii CMA 5q
MOXET OOBSICHATHCA HATMIMEM MOIN(DUIMPYIOMNX (Ppak-
TOpOB. MomnbuKaTopbl MOXXHO pa3Ae/UTh Ha 2 OCHOBHBIC
TPYIITBL: BIUSIONINE Ha ypoBeHb 0emka SMN 1, COOTBETCT-
BeHHO, HE OKa3bIBAIOIINE BIUSTHUS Ha KOJIMYIECTBO OeJIKa
SMN.

+ (akTopnl, BIUsIONINE Ha ypoBeHb 0einka SMN. Ha ce-
TOIHST OCHOBHBIM MoauduLmpyoommmMm gpakropom CMA
cuurtaercs reH SMN2 — 4uCcIio ero KOIMUI 1 pa3ind-
HBIe BHYTpHUTCHHBIC BapWaHTHL. MMeroTcs maHHBIC
0 KOPPEJISIUN TSKECTU TeUCHUS 3a00J1eBaHISI 1 YN~
cita xormit reHa SMN2 [12]. YeMm OoJibllie KOITUIA TeHa
SMN2, TeM, KaK TIpaBWIO, MeHee BEIpaXKeHbI KIIMHU-
yeckre cuMnToMbl CMA. OmHaKo yCTaHOBJICHUE THTIA
CMA TOJI5KO Ha OCHOBAaHWY YHCJIa Konuii reHa SMN2
HEIOIyCTUMO ¥ TIPOBOAUTCS BpadoM Ha OCHOBAHHUM
BCEl COBOKYITHOI MH(OPMALIMH O 3a00JICBAHUN Y KOH-
KpeTHoro TamueHTa [12]. Eme oguH Moguduimpyo-
muit pakrop CMA, cBSI3aHHBIII HENOCPEICTBEHHO
¢ LIEHTpOMEpHOIt Kormmeit reHa SMN, — OMTHOHYKIIEO-
taHag 3ameHa ¢.859G>C B sk3oHe 7 reHa SMN2,
KOTOpasi IPUBOIUT K 00pa30BaHUIO HOBOTO SHXaHCep-
CBSI3BIBAIOIIIECTO CaiiTa CIIAaiICHHTA, PE3YIBTaTOM YETO
SIBJIICTCSI BKIIIOUCHUE B TPAHCKPUIIT ¢ TeHa SMNZ2
9K30Ha 7. JIaHHBIIN BapraHT acCCOLMMPOBAH C YBeIITJe-
HHEM B KPOBU KOJMYECTBA IOJTHOPA3MEPHOTO OesKa
SMN y nanmenroB co CMA I1-I11 [13].

Hpyrue bakTopsbl, BAMSIONIE HA YpOBeHb Oenka SMN,
NnpuBeaeHbI B Tabauie 1.

OnHako BAMSHHUE OOJIBIMMHCTBA M3 3THUX (DaKTOPOB
OLICHUBAJIOCH in Vitro. B XXuBOM opraHu3Me MeXaHU3MBI
B3aMMOJIECTBIS HAMHOTO CJIOKHEE 1 TPEOYIOT IIIyOOKOTO
U3yICHMUSI.

« daxkTopnl, HEe BAMSIONINE HAa YpoBeHb Oenka SMN.
MomnhukaTtopoB, He acCOLMUPOBAHHBIX C TCHOM
SMN u ero TIpOAyKTOM, TaKke odeHb MHOTO. C Kaxk-
IIBIM TOIOM OTKPBIBACTCSI BCe OOJIBIIIE MEXaHNU3MOB.
B mocnenHee BpeMst MHTepeC MPUKOBAH K PsITy Oe-
KOB, YJIYUYIIAOIINX IIPOLIeCC SHIOIINTO3a B CHHATICAX,
TaK KaK HEJAaBHO OBLIO YCTAHOBJICHO, YTO MMEHHO
SHIIOLUTO3 SIBJISICTCST OMHVM M3 KJIFOUeBBIX HapyIllae-
MBIX MexaHu3MoB Iipu CMA. DTu 6eKu rpeacTaBiie-
Hel wiactuHoM 3 (PLS3) u xopornmaom (COROI1C)
[14], HetipokanbimHoM aenbra (NCALD) [15] u kanb-
LMitHeBprHOMOA0OHBIM OeikoM (CHP1) [16].

TOM 10

57



TOM 10

58

HepBHo-Mblweynbie BONTE3HU

Kaunuueckue pexomenoauuu

Ta6auna 1. Zlonoasnumenshole pakmopol, eausrousue Ha yposers beaka SMN

Ipynna dakropos ®akTop
Tra23
CriaiiCMHT-peryImpy-
1o1ue pakTopbl SF2/ASF
hnRNPA1
CREBI
STAT3
daxropshl, IRF-1
peTyIMpyIoIne
TPaHCKPUTILIUIO PRL

MerumpoBaHue MPOMOTOPHOM

obsacty reHa SMN2
UlA

Craounusanus MPHK

HuR/p38
DakTOpHI, BIUSIONITE PKA
Ha IIOCTTPAHC/ISILIMOH-
HYIO MOIU(PUKALIIIO GSK3

Tononanue
DK30reHHbIe (PaKTOPbI Tunoxkcus

OKcuaaTUBHBIN CTpeCC

Ilpumeuanue. 1/ | — cmenens earuanus Ha yposens beaxa SMN.

Oco0w1it nHTEpec TpencTapiseT MmeTrmpoBanue JJHK
Kak HanboJjee cTabmiIbHASI MOIU(MUKAIINS, U3MEHSIOIIAs
XapaKTep SKCIPEeCCUM TeHOB. brlia BBISIBJICHA CBS3b Me-
TUIUPpOBaHUS psina TeHoB (SLC2342, NCOR2, DYNCIH]),
KOTOpBIE MOTYT OBITH BOBJICUCHEHI B ITaToreHe3 CMA, ¢ Ts-
XecThlo 3aboneBanus [17—19].

1.3. DnuaemMuoaorusa 3a00;1eBaHus WM COCTOSHUS

(rpynmbI 3a00J1€BaHMIA HJIH COCTOSIHHIA)
PacnipocTpaneHHoCTh mpokcuManbHOii CMA cocTaB-
gsteT 1 Ha 6—10 TeIC. HOBOpOXIEHHBIX [20]. JaHHbBIE
0 pacIpoCcTpaHeHHOCTHU 3aboeBaHus B PD orcyrer-
ByIoT. YacTtoTa HOcHUTeNIbCTBA 3aboneBanus — 1/40—1/50
B momyasauuu B uenaoMm [21, 22]. TTo nanueiMm ®I'BHY
«MenuKo-reHeTUYeCKUI HayIHBIN IIEHTP UM. aKaJeMu-
ka H.II. boukoBa», yacToTa HOCUTEIbCTBA MyTallUU
B reie SMN1 B Poccuu — 1/36 4yeioBek 1 pacyeTHasI yac-
ToTa poxaeHus pedeHka co CMA I Ha 5184 HOBopo-
XKIeHHBIX [23].

1.4. OcobeHHOCTH KOIMPOBAHUS 3200 I€BAHNS
WM COCTOSTHUS (TPyNnbI 3200J1€eBAaHUI WM COCTOSTHUIA)
1m0 MexXIyHapoaHOi CTATUCTHYECKOI KiacCu(UuKAMu
0oJie3Heii 1 MPo0JieM, CBSI3AHHBIX CO 3I0POBbEM
(MKB-10)
G12.0 Jletckag crimHalbHasg MbIIIeYHass aTpodus,
I Tun [Bepnaura—IToddmanal
G12.1 Ipyrue HacnenCTBEHHBIC CITMHAIbHBIC MBIIIICIYHBIC
arpodun

Db ekt

1 yBeIMYMBAET BKIIIOUYEHNE DK30HA 7;
| MPUBOAMT K 5K30H-CKUIIIUHTY 9K30HA 7

1 yBEJIMUMBAET BKIIIOUEHNE 9K30HA 7
1 MHTUOMpPYeT BKIIIOUeHre 9K30Ha 7 reHa SMN2
1 yBeJIMUMBAET TpaHCKpUILuio 6eka SMN
1 cIOCcOOCTBYET POCTY aKCOHOB

1 yBenTu4IMBaeT ypoBeHb Oenka SMN

1 YBETMYMBAET TIPOIOJIKUTEITLHOCTD XU3HU Y TsSDKeTbIX CMA-MBbI-

meun
1 CHMKaeT ypoBeHb Kcmpeccuu reHa SMN2

1 yMeHblIIaeT ypoBeHb 6enka SMN

1 YBEIMYMBAET MPOAOJIKUTETBHOCTD XKU3HU Y TsDKeIbix CMA-MbITeit

1 MHrMOMpYyeT aerpaaaiuio 6eaka SMN

l, YMEPEHHO YBCIMYUBACT BBKMBACMOCTD

11| oKa3bIBaeT MOJIOKUTEIBHOE BIMSHUE HA BEIKMBAEMOCTh

||| yBenmmuuBaeT ypoBeHb osTHOpa3MepHoro 6eska SMN.
JpixaTenbHast MOAAEPXKKa YIYYIIaeT CAMITOMAaTUKY

1l] yennuBaet nporpeccupoBaHue 60J€3HU

1.5. Knaccnduganus 3a00/1eBaHAS WA COCTOSTHUS

(rpynmbi 3a00/1€BAHMIA WM COCTOSTHHIA)

KinunHunueckas kiaccudukanus 3abojieBaHUS OCHO-
BBIBACTCS HA BO3pacTe AeOI0Ta, TSKECTH TeUeHUS 3a0071¢e-
BaHWS ¥ TIPOIOJDKUTEIBHOCTH XM3HU (Tad. 2) [20].

1.6. Kimanyeckasa kapTuna 3a60JieBaHus

WM COCTOSTHUSA (TPYNIbI 3200J1€BAHMIA MM COCTOSTHUI)

IpoxcumansHags CMA 0, unu BpoxaeHHas CMA
C TIOCIIEPOIOBOIT achrKcHe, — HamboJIee TSKEIIBIIA Bapy-
aHT TeueHUs 3a0omeBanus. Ha 30—34 Hen 6epeMeHHOCTH
OTMEUAIOT MAJIONOIBUKHOCTE TuIona. [lociae poxkmeHms
IBIDKEHUS TTPAKTHYECKN OTCYTCTBYIOT, HAJTMIME KOHTPAK-
Typ, TPYAHOCTH C TJIOTAHUEM U IbIXaHUEM — 0e3 obecrie-
YEHMSI IBIXaTeJIbHOM MMOMIepKKI peOCHOK IToruodaet [24].

IMpoxcumanbHags CMA I, unu 6one3np Bepaaura—
Toddmana, Bo3HUKAET B BO3pacTe A0 6 MeC U XapakKTepu-
3yeTCs TSDKEIOM MBIIIEYHOM cirabocThio. BojbHBIE meTh
He CITOCOOHBI Iep>KaTh TOJIOBY, IIEPEBOPAYMBATLCSI, CUIACTh
6e3 mommepxkku. [IpokcuManbHast, CHMMETPUYIHAS MbI-
IIeYHasI CJ1Ta00CTh, OTCYTCTBHE MOTOPHOTO PAa3BUTHS Y MBI-
IIeYHAasi TUTIOTOHMS SIBIISTFOTCS] OCHOBHBIMU KITMHTYECKMU
npusHakamu CMA 1. YacTo oTMeualoT Hammure KOHTPaKTyp
B KOJICHHBIX M JTy4e3aIsSICTHBIX CYCTaBaX, PeKe — B JIOKTEBBIX.
B HeoHaTanbHOM TIepHofie WM B T€UEHHE TIEPBBIX 3 MeC
KW3HU IETH CO CMEPTEIbHBIM IPOTHO30M HCITBITHIBAIOT
TPYAHOCTH C COCAaHHEM U TJIOTAHWEM U YaCcTO JEMOHCTPH -
pytoT nacparmMaabHoe apixanue. Cama quadparma He Bo-
BJICKAETCSI B IATOJIOTUYECKUI TPOIIECC MO IOCIeTHEH
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Tabmmua 2. Kaunuueckas kaaccugpukayus npoKCcUMAnbHol CRUHAALHOU MblueuHoU ampoguu 5q*

Tun CMA Bo3spacr aetiora
CMA 0 BHYTPUYTPOOHO
CMA I (OMIM#253300) 1o 6 Mec
CMA II (OMIM#253550) 6—18 mec
CMA 111 (OMIM#253400)  crapuie 18 mec

Oxugaemas
MPOJAOJIKUTEILHOCTD JKHU3HU

1o 6 Mec
JIO 2-X JIeT
70 % moXXUBAIOT 10 25 JIeT

10—40 net mocne MmaHudecTaluu

JIBurareibHble HABBIKH* *

Her

Hecmoco6HOoCTb IepkaTh TOJIOBY, Mepe-
BOpPAYMBAThCS, CUIETh O3 MOIIEPKKU

CnocoOHOCTb CUAECTh 0€3 MOIAC PXKKU

CrocoOHOCTb CTOSITh U XOJIUTh
0€e3 MOoAIEePXKHU

*cywecmeyem u CMA 1V, Ho npu smom mune 3a601e6anue Manugecmupyem 80 3pocAoM 803pacme;

**npu ecmecmeenHom meveHuu 3a001e8aHUS.

cTamuy TedeHUsl 3aboyieBaHMsI. HapyiieHUS TioTaHUS
MOTYT IIPUBOIUTDH K acCIMPAIMOHHON ITHEBMOHUM U Jie-
TaJTbHOMY MCXOMyY. ¥ TTaIlMeHTOB HaOonaoTes hacmKy-
JISIIIMA MBI SI3BIKA U TTOCTYPaIbHBIA TPEMOp ITaJIbIICB.
BonpmmHacTBo 60BHBIX AeTeit co CMA [ 6e3 MeauimH-
CKOT'O COITPOBOXKICHUS M 0COOOTO yX0/a ITOrudaeT B BO3-
pacre 1o 2 net [25].

IMpoxcumansHasgs CMA 11, mim xponndeckas CMA
(0ome3nsb JlydoBuiia), mMeeT 6oJiee ITo3aHee Hayaso (B BO3-
pacte 6—18 Mec) u MeHee TsKesloe TeueHue. Takue aeTu
COXPAaHSIOT CIIOCOOHOCTh CHIETh M YICPXKUBATH TOJIOBY
caMmocTtoaTeabHO. Y maumedToB co CMA I naGaronarorcsa
haCIIMKYJISIIN MBIIIII SI3bIKA, TPEMOP HAJTbIIEB BRITSIHYTHIX
PYK, dacouKyIsIpHBIC M QUOPWLISIPHBIC TTOACPTUBAHMS
MBIIIIIT IPOKCUMATBHBIX OTIEJI0OB KOHEUHOCTEH, BRIPAXKECH-
HBII CKOJINO3, CJIa00CTh MEXPEOESPHOI MyCKYJIaTypPHI, T1a-
dparmanpHOE ObIXaHUE. Y IeTell BOSHUKAIOT TPYIHOCTH
IIPY KalllJIe ¥ TIyOOKOM IBIXaHWH BO BpeMsI CHA IIJIST TTOM -
IepKaHWST HOPMaJIBHOTO YPOBHSI KMCIOPOa 1 TNOKCHAA
yriaepona [26, 27]. PazBuBaioTcst 1 MPOrpecCUPYIOT CKEIeT-
HbIe fedopMaIiiy. XapaKTepHbI TAKXKE TUIOXOM COH HOYBIO,
YCTaJIOCTh MOCJIE HOYHOTO CHA, COHJIMBOCTDb B JHEBHOE
BpeMsI, BO3MOXHO pa3BUTHE YTPEHHEH TUIICPTCH3UH,
(Te Xe m3MEeHEeHMsI, HO B OoJIee cTapIiieM Bo3pacTe, pa3BH-
Batotcsa mpu CMA I1I).

Hauano mpokcnmansaoit CMA 111 (foHOIIECKast hop-
Ma), i 6oe3nu Kyrenpdepra—Benanmoep, Bapsupyer oT
18 mec 1 10 10HOIIEecKOTo Bo3pacra. [TaumeHTo co CMA
IIT coxpaHsIOT cCMOCOOHOCTh MEPEABUTATLCSI CAMOCTOS -
TEJIbHO, HO MOTYT YaCTO ITafgaTh WX UCITBITBIBATH TPYIHO-
CTHU TIpM TTIOIBEME U CITYCKE TIO JIECTHHUIIE, Oere, HaKJIOHE,
mombeMe W3 ITIOJIOKEeHUST cuasd. HmkHume KOHEYHOCTH
IIpY JAaHHOM THIIe 3a00JIeBaHUSI TOpPaxkeHBI CIUIbHEE,
yeM BepxHue. Y manueHToB co CMA 111 takke coxpaHsieT-
CsI TPEMOP TAJIbLIEB BBITSIHYTHIX PYK [26—28].

IIpu Bcex Tumax CMA MoryT nopaxaTbcsl OCHOBHBIE
TPYIIIBI IBIXaTeJIbHBIX MBIIII, BKJIFOYAsT MBIIIIIB BIOXa
¥ BBIIOXA 1 OyJIBOApHYIO MYCKYJIaTypY, IIPA 3TOM CTEIICHb
TMopaXkeH!sI 1 MEXaHM3MBI, BeAyIINe K HApyIICHUIO TbIXa-
HUsI, MOTYT pa3jInyaThCsa B 3aBUCHMMOCTH OT Thita CMA
¥ CTaIny 3a0ojieBaHus. [1lepBoHaYaIBFHO TMTTOBEHTHIISIINS,
0o0ycCIIOBJICHHAs HapyIIeHWEeM IbIXaHWs, pa3BUBAETCS
BO CHE, HO IIOTOM M B JTHEBHOE BpeMsI. [MIOBEHTIIISILINS

BO CHE IIPUBOINT K pa3BUTHUIO artHO3. HapymeHus gpixa-
HUS — OCHOBHAS IPUIMHA BOSHUKHOBEHUSI OCJIOXKHEHUI
n cmeptHocTy mauneHToB co CMA I u CMA 11, xpome
TOTO, OHU TaKK€ MOTYT Pa3BUBATHCS Y HEOOJBIIION TOIN
narmenToB co CMA I11.

ITpu Bcex Tumax CMA MOXET BBISIBISITBCS KapAUOJIO-
rMYecKast maTojIorus (HapyIIeH!sI puTMa cepalia, Kapano-
MMOTIATUS W T. 11.).

2. luarHocmuka
2.1. ZKano0Obl 1 aHamMHe3
OCHOBHBIC XaJIOOBI M aHAMHE3 OIMMCAHBI B pa3eiie
«1.6. KnuHuyeckast KapTuHa 3a00JIeBaHUSI UJIM COCTOSIHUS
(rpyrmbl 3a00JIeBaHMIT WIN COCTOsSTHMIN)». Hike mpuBe-
JIeHbI XKa100bl, TPEOYIOLIME OTAEIAbHOIO YTOUHEHMSI.
¢ PekoMeHayeTcs YTOUHUTD XKaja00bl Ha Xpall U 4acThle
MpOOYXIeHUs BO CHE, YTPEHHWE TOJIOBHBIC OOJIM,
COHJIMBOCTH B T€UCHUE IHS Y POOUTENICH ITAIluEHTOB
co CMA 5q crapuiero Bo3pacTa JJIsl paHHe# TuarHo-
CTWKU TUTIOBEHTWISIIIUY U alTHO3 cHa [29].
YpoBeHsb yoenuteabHOCTA peKoMeHaauuii B (ypoBeHb
JIOCTOBEPHOCTH JTIOKA3aTeIBCTB — 3).
® PekoMeHayeTcsl YTOYHSITH YacTOTY MH(MEKIIMOHHBIX
3a00JIeBaHNIT 1 aAHTUOMOTUKOTEPAITUY 32 TIOCJICTHIE
6—12 Mec (B 3aBUCMMOCTH OT KPaTHOCTU HaOJoe-
HUSA) y poauteneit mamueHToB co CMA 5q st agek-
BaTHOI OIIEHKM COMaTHYIECKOTo cTaryca rmarmeHToB [30].
YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).
¢ PekoMeHayeTcsl YTOUHSITb >XajJoObl Ha HapyllIeHMS
TJIOTAHMS XKUAKOCTH Y/ VJIH TBePIOIt TTUIIN, OIIyIIe-
HUE 3aCTpeBaHMS IUIIY B TOPJIe BO BPEeMSI TIOTAHMS,
KallleJib WY MONepXUBaHUe 10, BO BpEMS WK MOCTe
IJIOTaHUS, HAJIMYME XPUTLIOTO UM «BJIAXKHOTO» TOJI0-
ca TTocJjIe aKTa TJIOTaHMsI, a TaKXKe BIMSIHUE TIpoliecca
TIpreMa IMUIITA Ha Ka4eCTBO XM3HU Y POIUTENICH ma-
myeHToB co CMA 5q mist uckmodeHus gucdaruu [20].
YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

2.2. ®u3nKkajipHOE 00C/Ie10BaHue
Kimnnyeckoe obcienoBaHrie CMA BKITIouaeT MpoBeacHIE
(pm3MKaTLHOTO OCMOTpA ¢ aKIIEHTOM Ha KOCTHO-MBIIIEYHYIO
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CHCTEMY U BBISIBJICHUE CBSI3aHHBIX C Heil (DYHKITMOHAIBHBIX
HapyiueHuit. Beioop ucmonb3yeMbix o0ciienoBaHUi OyaeT
3aBHCETH OT aCIIEKTOB, KOTOPHIE 00Jiee aKTyaIbHBI IJIST Ka-
KOO CTeneHM TsoKecTu. [JaHHbBIe (DM3MKaIbHOTO 00CIIe-
JIoBaHMs omnvcaHbl pasgene «1.6. Kinmmaudeckast kapTuHa
3a00J1eBaHUSI WJIN COCTOSIHMS (TPYIIITBI 3a00JIeBaHUIT MJTN
cocTosTHUI)». Huke oTpakeHbI 0COOCHHOCTH (DU3UKATb-
HOTO 00CIeIOBaHNS.

® PekomeHnayeTcs olieHKa (PU3UUYECKOTO pa3BUTUS (K3-

MepeHHe MacCHl Tejla ¥ POCTa) B IMHAMMKE ITAIIUCHTY

co CMA 5q 151 o1IleHKM HYTPUTUBHOTO cTaTyca [31].

VYpoBeHsb yoenurerbHOCTH peKoMeHnauit C (ypoBeHb
JIOCTOBEPHOCTH JTOKA3aTEIbCTB — 4).

KommenTapun: y nanmmenToB co CMA JacTto oTMeda-
I0TCSI U3MEHEHUSI B HYTPUTUBHOM cTatyce. Y JIeXKaumx
MalMEHTOB U MALMEHTOB ¢ AMc(arueit moBbILIAETCS PUCK
HEIOCTaTOYHOCTH ITUTaHusA. CUIsane U XOIsTIre malieH-
THI IOABEPKEHBI PUCKY M30BITOYHOI MaCCHI TeJla/OK1pe-
HUIO B CBSI3U CO CHIKCHHMEM DHEProTpaT 13-3a YMEHBbIIIe-
HUSI aKTUBHOCTHM TIPA yTpaTe CIIOCOOHOCTU K XOmbOe.
ITocne ycranoBnenus nuarHo3a CMA BceM maliMeHTaM
PEKOMEHAYeTCs] KOHTPOJIMPOBATh POCT M MacCy TeJa C Te-
PUOIMYHOCTBIO He MeHee 1 pa3a B 3—6 Mec y aeTeii Mia-
IIIEro BO3pacTa M €XEeromHO y AeTeil CTapIlero Bo3pacra
1 JaIle 1o IMOKa3aHMSIM.

® Pekomennyercs olleHKa (DYHKIIUM KeBaHUS U TJI0Ta-

Hug maureHTy co CMA 5q mg uckimodeHus nucda-

ruu [20, 32].

VYpoBeHb yoemuTebHOCTH peKoMeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommeHnTapuu: otneibHOE BHUMaHUE MPU OCMOTpPE
VIEJISIeTCST BO3MOXKHBIM HApYIICHUSIM TTI0TaHUS TTPH KOPM-
JICHUH — CHIUKEHMIO ¥ OTCYTCTBUIO TJIOTOYHOTO U HEOHO-
ro peJIeKCOB, OCIabJICHHOMY COCAaHHIO ¥ MaJIeHbKOTO
pebeHKa, TPYAHOCTSIM C JKeBaHMEM W IIPOTJIaTBIBAHUEM
U1, YBEJIMICHUIO ITUTSILHOCTH e¢ TIprueMa, HATMIHIO
KOHTPaKTYpPhI YSTFOCTHOTO CYCTaBa.

® PekomenayeTcs KIMHUYECKAsI OLIEHKA AbIXaHUS TALv -
eHTy co CMA 5q i UCKITIOYEeHUS HaJIW4dUs JbIXa-

TeJIbHBIX HapyleHuit [33].

VYpoBeHb yoemuTesbHOCTH peKoMeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KoMMeHTapuu: eproIMIHOCTD TIPOBEICHMST OIICHKH
1 MOHUTOPWHTA IBIXaTeIbHBIX (DYHKIIWI 3aBUCUT OT KJIH-
HUYECKOTO COCTOSTHUSI M CTETICHH MPOrPeCcCUpOBaHUS 60-
JIE3HU Y KaXXIoro 60pHor0. YacToTa mpoBeAeHUSI OLIEHKH
COCTaBJISIET B cpeaHeM 1 pa3 B 3—6 MecC y HETSDKebIX I1a-
mueHToB co CMA II u I11. [IprxatenbHble (YHKIIMK OLIe-
HUBAIOTCS peXe Yy MaIlMeHTOB, CITOCOOHBIX K CAMOCTOSI -
TEeJIPHOMY TEPEABIKCHUIO, B CTAOMIIBHOM COCTOSTHUM,
¢ OoJIBIIIEHt YACTOTOM — Y JIeXKalIuX IMallieHTOB, ¢ HecTa-
OMIIBLHBIM TeueHreM 3abosteBanust. C yacTtoToii 1 pa3 B 3 Mec
MOXET MPOBOAWTHCS OLIEHKA bIXaHUs Y TTallMeHTOB, 10~
JIyJaroluX UHBa3UBHYIO BEHTWISILIMIO JIeTKUX. JIist neTeit,
HaxXOISIINXCS Ha HEWMHBA3WBHON BEHTWISIIIUM JICTKUX
(HHMBIJI), xxenaTepHO IPOBOIUTE OIIEHKY 1 pa3 B MecsIII.

ITpu CMA 1, ecnu pebeHok He Haxomutcsa Ha HUBJI,
IbIXaTeIbHBIC HAPYIICHUSI MOTYT HapacTaTh OUYeHb OBICTPO,
¥ WHOTHA TpedyeTcs ele 0osee YacTast ux orieHKa. OleH-
Ka BKJTIOUAET OIpeIesieHHE 1IBeTa KOKHBIX TTOKPOBOB, 3(-
(beKTMBHOCTHM OTKAILIMBAHUS, YACTOTHI IBIXaHUSI, U3ME-
peHHEe OKPYXHOCTU TPYIHOHN KIIETKM, OIIpeAceHHE
9KCKYPCUHU TPYOHON KIIETKM, MPU3HAKOB ITUCHYHKIINU
IBIXaTeIbHOM MYCKYJIATyphl (HaIWIre MapamoKCcaaIbHOTO
IBIXaHWSI, MCTIOJIb30BaHNE BCTIOMOTATeIbHOI TBIXaTeIbHOM
MYCKYJIaTypHI).

* PekomMenmayeTcss OCMOTp ITO3BOHOYHMKA ITAIIUEHTY CO
CMA 5q w1t ICKITIOYeHUS CKoIrmo3a 1 Kudo3sa [34, 35].
YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb

JIIOCTOBEPHOCTH TIOKA3aTCIIBCTB — 4).

KommenTapuu: mipu Bcex hopmax CMA pa3BUBaIOTCS
CKeJeTHBIe medopmannu. MckpuBieHe MO3BOHOYHNKA
C TTOHIKEHHBIM MBIIIEYHBIM TOHYCOM HETIPEPBIBHO ITIPO-
TrpeccupyeT Ha TIPOTSLKEHNU BCell SKM3HM. Takke y 0071b-
IIMHCTBA MTAIIMEHTOB pa3BUBaeTCs K03 TPyTHOTO OTIC-
JIa TTO3BOHOYHMKA Pa3HOU CTEIIEH! BEIPAXXCHHOCTH.

¢ Pekomenmyercs olieHKa (DYHKIIMOHAILHOTO IBUTATETh-
HOTO cTaTyca IO peJeBaHTHBIM (PYHKIIMOHAIBHBIM
IIKAJIaM ¥ BpeMEeHHbIM TecTaM ranveHTy co CMA 5q st
oTpeesIeHIsI €T0 MICXOMHOTO CTaTyca, a TAKXKE TSI MOHH-
TOPHWHTA IBUTATEIBHBIX (DYHKIIMI 1 IJIST OLIEHKH 3(pheK-
TUBHOCTH TATOreHETNYECKOM Tepanuu [36—39].
YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb

JIIOCTOBEPHOCTH TOKA3aTECIBCTB — 4).

KommenTapum: 1mikasbsl ipuBeaeHsl B [Tpunoxenuu I.
XKenarenbHO, 9TOOBI OIICHKY 10 IIIKAaJaM IIPOBOIWIIN Cep-
TUDULIMPOBAHHBIE CITELMATIACTBI PETYJISIPHO KaXIble 6 MEC
MIPOBOAUTE OOCEeOOBAHMS, €CIU HET OCOOBIX 0OCTOSI-
TEJIbCTB, TPEOYIOLINX IPYTOil YacTOThl HabmoaeHus. Ju-
HaMHMYeCKoe 00CiIemoBaHNe peOeHKa 110 CIeMaIbHBIM
IIKajaM 0COOCHHO BaxXHO TP OlleHKe 3G (GEeKTUBHOCTH
TTOJTy9aeMOi TapreTHOU Tepanuu. [Ipm oTCcyTcTBHU cep-
TAGUIIMIPOBAHHOTO CICIINAICTA XeJIaTeIbHO HallpaBUTh
MMaIeHTa B TOT LIEHTP, TIe TaK1e CIIeIUAINCTH €CTh.

* PekomMenayercs OLICHUTDH NOTPeOICHNE U BRIBEICHIE
W3 OpraHn3Ma MUKPO3JIEMEHTOB (0COOCHHO KaJIbIIHS)
¥ BUTAMMHOB (HampumMep, ButaMmuHa D), manmeHTam
co CMA 5@ ¢ HapylIeHUsIMA HyTPUTUBHOTO cTaTyca
IUJISI KOHTPOJIS 3a COCTOSTHMEM KOCTHOI TKaH! [20].
YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb

JIOCTOBEPHOCTH JTIOKA3aTEIBCTB — ).

¢ Pekomennyercs ycraHoBieHue tuima CMA 5q Ha oc-
HOBAaHMM KJIMHWYECKOM KapTWUHBI 3a00JIeBaHUS
B COOTBETCTBUH C KJIacCH(HKAIIEH BCeM IMalieHTam
C TIONTBEPKICHHBIM (KIMHUICCKHN W /WM TeHeTUIC-
CKHW) TMATHO30M JUISI OTIpe e ICHUSI IIPOTHO3a 3a00J1¢-
BaHus [20].

YpoBeHb yoenureasHOCTH pekKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTHU JTOKA3aTEIBCTB — J).

Kommentapun: tunier CMA 5q (CMA I, CMA 11
u CMA III) cm. B paznere «1.5. Kimaccudukars 3a6oieBaHIS
WV COCTOSTHUS (TPYIIITBI 32001 BAHMI VIIM COCTOSTHUIA )».
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2.3. JIabopaTopHbIe TMATHOCTHIECKHE HCCIIEI0BAHUS

® PekoMeHnmyeTcsl MOJIEKYISIPHO-TEHETUIECKOE HCCIIe-
moBaHME MyTauuwii B reHe SMNI BceM malpeHTaM
¢ momo3penreM Ha CMA 5( ¢ 11e/TbI0 BBISIBJICHUS JIeJIe-
LIMM 9K30HOB 7 WX 7—8 M MOJIEKYISIpHO-TeHETHYE-
CKOTO MOATBePXKAeHMS AuarHo3a [40].

VYpoBeHb yOennTeIbHOCTH peKoMeHalnii B (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 2).

KomMenTapum: «30JI0TbIM CTaHIAPTOM» MOJICKYJISIPHO-
reHeTU4YecKoro mcciaemoBanusa mpu CMA 5q sBistercs
KOJIMIECTBECHHBIN aHAIN3 — aHaJIU3 YKCJIa KOl TeHOB
SMNIn SMN2. JlanHoe ucciiegoBaHNe TIPOBOIUTCS Me-
tomamu I1L[P B peanbHOM BpeMeHU WX KOJUYECTBEHHO-
ro MLPA-ananu3a. [luarHo3 noaTBepxKuaeTcs Ipu oOHa-
PYKCHHMU JeIeIINN 9K30HOB 7 M 7—8 B TOMO3UTOTHOM
COCTOSTHUH (T. €. B 00X KOIHSIX TeHa).

He pekomenmyercs vicrionb3oBath [T P-TTIP®-ananm3
U IpyTHe KayeCTBEHHBIC METOMIBI HCCIICIOBAHMS KaK METO-
J1a BEIOOpA marnueHTaM ¢ mono3peHreM Ha CMA 5q ¢ 1iepro
MOATBEPXKIeHNS AuarHo3a [41].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 3).

® PekomeHIyeTCsl BBITIOJTHSITh ITOMCK TOYCUHBIX MyTALTNI
B reHe SMNI MeTomoM MpPSIMOTO aBTOMATHYECKOTO
cekBeHMpoBaHUs 1o CeHrepy MaleHTaM C BhISIBJICH-
HOI eJielineil B TeTePO3UTOTHOM COCTOSIHUM C IICJTBIO
YCTaHOBJIEHMS AarHo3a [42].

VYpoBeHb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 2).

KomMMeHTapnu: HaTuyue OEJIEUHA B TeTePO3UTOTHOM
COCTOSTHUH OTIPEesIIeTCs KaK HaJTMI1e OMHOM KOITUM Te-
Ha SMNI. O6HapyxXeHNe TTaTOreHHOM MyTalluu BO 2-it
kormuu reHa SMN 1 nonrBepxnaet auarno3 CMA.

* He pekomenmyercs yctaHoBiIeHUe auarHo3a CMA 5q
IMaIeHTaM ¢ OTCYTCTBHEM IeJICIINN SK30HOB 7 WIIN
7—8 reHa SMN1 [20].

VYpoBeHb yoenuTeabHOCTH peKoMmeHmanuii C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KomMMeHTapum: OTCYTCTBUE A€JELMU DK30HOB 7
wm 7—8 reHa SMN 1 onipenensgeTcst Kak Hammuue 2 1 6ojiee
konuii reHa SMN 1 metogamu ITLP B peanbHOM BpeMeHU
unn konndyectBeHHoro MLPA-ananu3a. B ciydae kpoB-
HOPOICTBEHHBIX OPaKOB PEKOMEHIYETCsI IIPOBECTH TTOMCK
TOYEYHBIX MyTaluii B reHe SMN 1 MeTOmIoOM IPSIMOTO aB-
TOMAaTUIECKOTO CeKBeHUpOBaHMS 110 CeHTepy Jaxe B CITy-
Yyae OTCYTCTBUS Jeelinn 5K30HOB 7 unu 7—8 rena SMN 1.

® PekoMenmyercs oIpeie/IeHIe Yrciia Kormii reHa SMN2

y TTAIIEHTA C TIOATBEePKICHHBIM TeHETHICCKIM JHrar-

Ho30oM CMA 5q 1151 omipene/ieHusI IIPOrHO3a TeUCHUS

o6onesnu [43].

VYpoBeHb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KomMMeHTapnu: HeOOXOIMMO ITOMHUTE, 4TO TUIT CMA
Y KOHKPETHOT'O MAaIMeHTa He MOXET OBITh YCTAaHOBJICH
10 YMCTy Kommit reHa SMN2, oH omnpenessieTCs TOJIbKO
KIMHWYECKH. PeKoMeHIyeTcsl YIMTHIBAaTh YHMCIO KOITHIA

reHa SMN2 nipy mporHo3e TeuyeHus 3a00JieBaHUs, 10~
CKOJIBKY 3TO BaxKHBIN (haKTOP, OMPEICIISIONINN TSKECTh
KJIMHUIECKOM KapTUHBI. PeKoMeHmyeTcsl oroBapuBaTh
[PpY KOHCYJABTUPOBAHUY MALUEHTOB U UX CEMEM, YTO, HE-
CMOTpSI Ha CUJIBHYIO CBSI3b Kom4yecTBa Kormii SMNZ2
C TIPOTHO30M, UMEIOTCSI ICKITFOUCHUS.

® PekomeHayeTcs MOJIEKYISIDHO-TEHETUUECKOE MCCIIE-

JIOBaHME MyTallnii B reHe SMN 1 poouTelisaM IaiueHTa

C TeHEeTUYECKMM TMToaTBepxaeHeM Haamunst CMA 5q

konudectBeHHBIMU MeTomamu (IILIP B peampHOM

BpeMeHU i MLPA-aHanm3oMm) s IpOrHo3a IeTo-

poxneHus [44].

YpoBeHb yOoenuTeTbHOCTH peKoMeHIaIii A (YpOBeHb
JIOCTOBEPHOCTH JTOKA3aTEeIbCTB — 1).

KomMmenTapum: MOJIEKYISIpHO-TEHETUUECKOE UCCIEN0-
BaHUe MyTanuii B reHe SMN I TakKe TTOKa3aHO POIUTEIISIM
yMepllero pedeHka ¢ MpearnooXKUTEAbHbIM IUAarHO30M
CMA ¥ OTCYTCTBMEM €T0 OMOJIOTMYECKOTO MaTepuajia
st JHK-guarnoctku, B TOBTOPHBIX OpaKax poauTeaeii
OOJIBHBIX IeTe — MX HOBBIM CYIIPYTaM (eCJv TUTAHNPYETCST
JIETOPOXKIEHIE ), CYIIpyraM B3pOCIIBIX HalleHToB co CMA
MIpY TTAHUPOBAHWHU TETOPOXKICHMST; OJIM3KUM POACTBEH-
HMKaM (CHOCHI TAITMEHTOB ¥ CHOCHI POAMTEICH IAIlueHTOB)
IIJIST TIPOTHO3a MX ITOTOMCTBA; JOHOPaM CIIEPMEI U STifIIe-
KJIETOK ITPHM SKCTPAKOPIOPATHLHOM OILIONOTBOpeHMH. Mo-
JIEKYJISIPHO-TEHETUIECKOE MCCIICIOBAaHIE MyTallil B TeHE
SMN1, XKaK v TIpH psiAe APYTUX YACTBIX ayTOCOMHO-peIiec-
CHBHBIX 00JI€3HEM, PeKOMEHIYETCS IIPU ITIaHNPOBAHUU
OepeMeHHOCTU B KPOBHOPOACTBEHHbIX Opakax. HeoOxo-
IUMO MHGOPMUPOBATh POIUTENICH AETeil C MOJIEKYISIPHO
BepU(UIIMPOBAHHBIM THATHO30M), a TAKXKe TTAphI, B KOTO-
PBIX KaXIBIA M3 TApTHEPOB SIBJISICTCST MOATBEPKICHHBIM
TeTePO3UTOTHBIM HOCHUTEJIEM ACICITNU 7 WA 7—8 5K30HOB
reHa SMN 1, 0 BO3MOXHOCTH TIPOBEICHNS TTpeHATAIHHOM
(BO BpeMsI OepeMEeHHOCTH ) MY TIPeABIMITIAHTAlIHOHHO
(¢ UCTTOIB30BaHMEM 3KCTPAKOPIIOPATBEHOTO OIJI0IOTBO-
penns) JHK-muarnoctuku (cMm. paszmen «5. [Ipodmrak-
TUKA»).

¢ He pekomenayercs uckiouarh quarno3 CMA y nanu-
€HTOB C HETUTTMYHOM KIIMHNYeCcKoi KapTuHoii CMA

5 Ha OCHOBaHWH YMEPEHHO ITOBBIIIIEHHON aKTUBHO-

CTU KpeaTUHKWHA3HI [45].

YpoBeHb yoenureasHOCTH peKoMeHmauii C (YpoBeHb
JIOCTOBEPHOCTH JTOKA3aTeIbCTB — 3).

KommenTapuu: ypoBeHbr KPK 00bIYHO HOpMasieH
WX TIOBBIIICH HE3HAYUTEJBHO, TEM HE MEHee OIMMCAHBI
eOMHUIHEIE CcTyJar ¢ BHICOKMM (B 10 pa3) MOBEIIIICHIEM
YPOBHSI aKTMBHOCTH (pepMeHTa. TakmM 00pa3om, ITOBBI-
IIeHWe YPOBHsS (pepMeHTa He 00s13aTeIbHO MCKITIOYaeT
muarHo3d CMA.

® PekomMeHayeTcs malMeHTaM C YCTAaHOBJEHHbBIM IUa-

raHo3oM CMA 5q, ocobeHHo mauueHTaM co CMA 1,

HCCIICMOBAaHNE KUCIOTHO-OCHOBHOTO COCTOSTHUS 1 Ta-

30B KPOBU JLJISl OLIEHKH CTENEHU KOMIEHCALIMH IbIXa-

TEJIbHBIX HAPYLIEHWI U OIPEACIEHUS TAKTUKU PECITU-

paTopHO# momanepkKu [46].
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VYpoBeHsb yoenuTebHOCTH peKoMeHnamuii C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — 4).

KommeHnTapuu: M3MeHEHUSI B KMCJIOTHO-OCHOBHOM
paBHOBECHHU BO3HUKAIOT Ha JAJIEKO 3aIlleAIINX CTATUSIX
IBIXaTeTbHOW HEIOCTAaTOYHOCTH. 2KeIaTeIbHO IS CBOe-
BPEMEHHOI MMAarHOCTUKM MCIIOJIL30BaTh OoIee mH(popMa-
TUBHBIC MHCTPYMEHTAIBHBIC METOIBI MCCIICIOBAHMS (Kall-
HOMETPHIO 1 JIP. — CM. HIKe). JIeKOMITeHCAITNST TbIXaTeITbHBIX
HapyIIeHNI KOHCTAaTUPYETCST TTPY HAJIMYMK TUTICPKAITHUN
1 alnao3a.

® PekomeHnayeTcs BceM NalMeHTaM C YCTAaHOBJIEHHbBIM
nnarHo3oM CMA 5q ompeaeneHue conepKaHus TITI0-

KO3bI B KPOBU JJISI UCKITIOYEHUSI TUTIOTTIMKeMuH [47].

VYpoBeHb yoemuTebHOCTH peKoMeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KomMMmeHTapuu: pu HATMYUU MPU3HAKOB KETOALIMI0-
3a IOTIOJTHUTETHHO TTOKA3aHO OIpeIesIcHe KETOHOBBIX TEIT.

® Pekomenmyercs rcciemoBanye ypoBHs 25-OH Buramm-

Ha D B KpoBM BceM IMalIEHTaM C YCTAHOBIICHHBIM 1 -

arHo3oMm CMA 5q 1Sl ICKITFOUEHMST BO3MOXHBIX Hapy-

IIIEHWI1 ero oOMeHa 1 TTocieayloleii koppexkimun [20].

VYpoBeHb yoemuTebHOCTH peKoMeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KomMmeHTapuu: CyliiieCTBYET KOHCEHCYC 10 TTOBOY He-
00XOOMMOCTH TIPOBEICHUSI MaHHOTO MCCIEIOBaHUS
10 MeHBIIIeH Mepe 1 pa3 B rom.

2.4. IHCTpyMeHTA/IbHbIE THATHOCTHYECKHE

HCCJIeJOBAHUS

2.4.1. Hucmpymenmaaonole uccaedoeanus

0as duazrnocmuxu CMA 5q

® Pekomenmyercs nuronpuaras DMI 1 cTumynsimoHHast

OHMI (omHOBpeMEeHHO) MallMeHTaM C Pa3BUTHEM

CHMIITOMOB ITPOKCUMAJIbHOM MBIIIIEYHOU CJIA00OCTH,

C OTCYTCTBHEM WJIM CHIKEHUEM CYXOXWIBHBIX ped-

JekcoB mocie 18 mec (xapakrepHo mit CMA 1II),

a TakKe IpH 00Jiee paHHEM Pa3BUTHU TUX CHUMIITO-

MOB, HO 0€3 TMITWYHBIX KIMHUICCKUX ITPOSIBICHUIA

CMA 1 u Il ¢ uenbio ycraHOBIIEHUs rarHo3sa [48, 49].

VYpoBeHb yoemuTeabHOCTH peKoMmeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — 4).

KommenTapuu: 1ipy o6¢teoBaHnH TaieHToB co CMA
IOJDKHBI IPUMEHSIThCS urojpuarast OMI m ctumyms-
monHag DHMI. Ctumyngumonnas DHMI no3Boaser
OLICHUTH OTBET MOTOHEMPOHOB CITMHHOTO MO3Ta IIPU UC-
cnemoBanuy F-sBonH. [Tpu ctumynsmmonHoit DHMI onpe-
IEJISIIOTCST U3MeHEeHMsT F-BOJIH: MOSIBIIEHWE TMTAHTCKUX
F-BoH, mapHBIX 1 TOBTOPHBIX F-BOJTH, MM pacChIlTaHHBIX
F-BonH, mim ux orcyrcrBue (610ku F-BoxH). CkopocTu
IIPOBEICHUS UMITYJIbCa U aMIUIATYyIbl M-OTBETOB IIO TIe-
pudepUIeCKUM IBUTATEIBHBIM BOJJOKHAM MOTYT OBITh
KaK HOpMaJIbHBIMH, TaK 1 HEMHOTO CHIDKEHHBIMH 33 CUeT
BTOPUYHBIX aKCOHAJIBHBIX N3MeHeHUi. Mrompuaras OMI
TO3BOJISIET UCCIICIOBATh KOHKPETHYIO MBIIIILY 1 OTITPEICTNTD
CTeTIeHb JICHEPBALIMOHHOM aKTUBHOCTU. [1pn nrombyaroit
OMI xapakTepHO: YBeIMICHUE aMIUIUTYIB MHTepdepeH-

MOHHOW KPUBOM, pa3peXXeHHOCTh MHTEP(PEePEHITNOHHOM
KPHUBOIA, TTOSIBJICHUST Pa3IMYHBIX TTOTCHIINAIOB CITOHTAH-
HOI aKTMBHOCTH, CKJIAIbIBAIOIINXCS B TaK HA3BIBACMBII
«pUTM YacTokomna» [49].

¢ Pekomennyercas MPT MbllliedHOM CUCTEMBbI MALIMEH-

TaM C TMIPOKCUMAJIBHOIM MBILLIEYHOM TUTIOTOHUEN U MbI-

IIEYHOM CTab0CThI0, HE MMEIONIUM T€HETUISCKOTO

TIOATBEPKICHMS ANArHO3a, ¢ eJTbio nuddepeHIab-

Hoit mmarHocTukn CMA 5q ¥ IpyTX HEPBHO-MBITIICY-

HBIX 3a00seBanmii [50].

YpoBeHb yOenuTeIbHOCTH peKoMeHauit A (YpoBeHb
JIOCTOBEPHOCTH JTIOKA3aTECIBCTB — 2).

Kommentapun: M PT MBI BBISIBIISIET XKUPOBOE 3aMe-
IIEHME MBIIICYHOM TKaH!. Bu3yansupyercst XxapaKTepHbIit
MMaTTepH MOPaXECHUS] — TUIIEPTPODUsSI M OTHOCUTEIbHAS
COXPaHHOCTb m. adductor longus (JUITMHHOI TOJOBKU ai-
IYKTOpa), KOTOPBIU SIBJIICTCS JOBOJBHO CITCIU(PUIHBIM
1 CMA. OgHako crienuu4ecKril maTTepH MopaXkKeHUs
TIPOSIBIISICTCSI HA TIO3MHEN CTaguy 3a00JIeBaHKS, B CAMOM
Hayajie 3a00JIeBaHNS W Y MaJICHBKHX JETeil BBISIBUTH €TO
JIOBOJILHO TPYIHO.

® PekomeHnayeTcsd OMONCHMSI MBIl MALIMEHTY C aTU-
mmyHbIM BapunaHntoM CMA, ecnum gunarHo3 CMA 5q

HE TIOATBEPKICH TeHETUIEeCKH, C 1ebio auddepeH-

muanbpHoro auarHoza CMA 5q u Apyrux HepBHO-MBbI-

IIE€YHBIX 3a00eBaHuii [51].

YpoBeHb yoenureasHOCTH pekKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JIOKA3aTeIBCTB — 4).

¢ PekomeHayeTcsi NaTOJ10r0aHaTOMMYECKOE UCCIEN0BA-

HUE OMOTICUITHOTO (OTIepallMOHHOTO) MaTepraia Mbl-

IIEYHOM TKaHU C TIPUMEHEHNEM NMMYHOTCTOXUMU-

YeCKUX METOIOB MAllMEHTY C aTUMTUYHBIM BAPUAHTOM

CITMHAJIBHOM MBIIICIHON aTpOoGUM, €CIM IUarHo3

CMA 5q He moATBep:KAEH TE€HETUYECKM, C LIETbIO

mnddepeHmanbHOTO IMarHo3a [51].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JTOKA3aTCIBCTB — 4).

KommenTapun: 1ipyi MOpdhOJIOTHIeCKOM MCCIIeIOBAaHUHI
6uorrrata MBI y HarreHToB co CMA BBIBIISTIOTCS] HECTIe-
UIeCKIe IIPU3HAKH ITyIKOBOM aTpOohUX 1 TPYITITUPOBKI
MBIIIICYHBIX BOJIOKOH. BOJIBIIMHCTBO YBEIMUSHHBIX MBIIIICY-
HBIX BOJIOKOH oTHOCSITCSI K CMA 1. Bce mMMYyHOTMCTOXMME-
YeCKIe MapKephl OyIyT HOPMaTbHBIMH. YJIBTPaCTPYKTYpPHEIC
U3MEHEeHUs TakKe OyayT HecrelMpuIecKuMU.

2.4.2. Hucmpymenmanshsie ucciedosanus 0as
duaznocmuxu Kapouoaoeureckux ocaoxcrenuii CMA 5q
® Pekomennyercs peructpauusi DKI' Bcem manmneHTam
co CMA 5q c gacToToii 1 pa3 B rom, a TakxKe Iepes
OIepPaTUBHBEIM OPTONEAMISCKNM BMEIIATSIIECTBOM
IIJISI UICKJTIOUEeHUST HapylLIeHu# puTt™Ma cepana [52].
YpoBeHb yOoeauTeIbHOCTU pekoMeHaauuii B (ypoBeHb
JIOCTOBEPHOCTH JIOKA3aTEIBCTB — 3).
KommenTapuu: y nauimeHToB co CMA I mipeBanupyoT
BpOXIECHHBIC CTPYKTYPHBIC HapyIIeHHS (Ie(eKThI mepe-
TOpPONOK, Ae(EeKTHl BEIHOCSIINX TPAKTOB). Y MAIlIMEHTOB
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¢ MeHee TsekeabMu hopMamut CMA TIpeBaIMpyIOT TIPH-
00peTeHHBIC HAPYIIICHMS pUTMa, HAanboJIee 9acTo — Hapy-
IeHUs WHAUWAOUM puTtMa. [Ipy MmossBIeHWU Kaiod
WY KIIMHUIECKOI CUMITTOMATHUKH ITOPaXKeHUsI CEPASCTHO-
COCYIMCTOM CHUCTEMBI BOIIPOC KPAaTHOCTH HAOIIOZCHUI
pelIaeTcss UHAWBUAYAIbHO Y KaXA0TO MalueHTa.
® Pexomennyercst OxoKI mammeHTy ¢ ycTaHOBJICHHBIM
nmnarHo3oM CMA 5q He pexxe 1 pa3a B rom it UCKITIO-

YEHMSI WUIN OLIEHKH CTETICHM TSDKECTH M MOHUTOPUHTA

BPOXICHHOM MJI TIPUOOPETCHHOM MATOJIOTUU CEePI-

ma [53].

VYpoBeHb yoenuteapHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KoMMeHTapuu: BpoXIeHHBIC IIOPOKHU Cepilia MHOTOA
BcTpevatoTca ipu CMA 1. KapnnoMuormnaTug yaiie Ha-
omonaerca y manueHToB co CMA I u II n mporekaeT 1o -
Iy TWJIATAalIMOHHON. B TSDKEIBIX Ciydasix MOXKET pa3BH-
BaThCsl KJIaccHUecKass KapTUHA JIETOYHON THITepTeH3UU
(ompIIKa, MMaHO3, TeMOAMHAMIWIECKIE HApyIICHS BILIOTh
IO OTeKa JITKUX M3-3a CIaBJICHUS pacIIUpEeHHBIMHM TIpa-
BbIMU OTAEJIaMMU JIEBOTO XKEJIyI0YKa ¥ CHUXKEHHUS dBaKya-
TOPHOM CITOCOOHOCTH JIEBOTO Xelrynouka). DxoKI Takxke
PEKOMEHIOBaHA MalleHTaM ¢ MEHee TSLKEIBIMUA (DopMaMu
CMA 5q 1ipyt HATMYWH KITMHUYIECKIX CUMITTOMOB, a TAaKKe
BceM narmmeHTaM CMA 59 B KauecTBe 00C/ICIOBAHMS TTepeT
XUPYPTUUCCKUM BMEIIATETLCTBOM.

2.4.3. Hucmpymenmaavhole uccae0o6anus

045 duaenocmuxu ocaoxcuenuii CMA 5q co cmoponst

ONOPHO-08U2AMEAbHOU CUCEeMbL

® PekoMeHayeTcsl PEHTITC€HONCHCUTOMETPHUS TMOSICHUY-

HOTO OT/eJIa TT03BOHOYHMKA MMAIUeHTY ¢ JUAarHO30M

CMA 5q crapuie 6 jet ¢ yactoroid 1 pa3 B rom s

HUCKITIOUCHUSI OCTeomopo3a. Takke peKOMEHIyeTCs

MIPOBEIICHNE STOTO MCCICIOBAHUS IIPH ITOATOTOBKE

K OPTONEANIECKOMY XUPYPTHUIECKOMY BMEIIIaTe/IbCT-

By [54].

VYpoBeHb yoenuTeabHOCTH peKoMeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommenTapum: mpu 00HapY>KeHUH OCTEOIIOPO3a B I10-
SICHIYHOM OT/IeJIe TTO3BOHOYHMKA TTOKa3aHa peHTTeHOICH-
cutoMeTpus Bcero Tena. st mammenToB co CMA xapak-
TepHa BBICOKAS YaCTOTa IEPEJIOMOB U OCTCOICHMHU.
JlaHHBIe pUCKH 00YCIIOBICHBI HE TOJIBLKO MBITIICTHOM Clia-
0OCTBIO I HU3KOM ITOABIKHOCTBIO TTAIIMEHTOB, HO U TEM,
yTo TeH SMN urpaet onpeaeIeHHYIO POJIb B METa0OIN3Me
KOCTHOI TKaHu [54].

® PekomenmyeTcst peHTTeHOTIpadust TO3BOHOYHMKA, CTIe-

IMATbHBIC UCCIICAOBAHMS 1 IIPOSKIINH C U3MEPECHUEM

yrina Ko66a maumenty co CMA 5q ¢ HapylleHHeM

OCaHKM W/WJIA BUIUMBIMU de(opMaIiusIMi TPYyIHOMN

KJIETKH ¥ TTO3BOHOYHMKA TSI UCKITIOUEHMST KU(DOCKO-

JIM03a ¥ ONpeleICHUS JaIbHENIIEN OpTOneaAnYeCKOn

TaKTUKU BeIEeHUS MauueHTa [55].

VYpoBeHb yoenuteapHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommenTapym: peHTreHOTrpadms II03BOHOYHMKA (IIei-
HOTO, TPYIHOTO M TTOSICHUIHOTO OTIEJI0B ITO3BOHOYHMKA
C 3aXBaTOM Ta3a M Ta300eAPEHHBIX CYCTABOB) BHITIOTHSICT-
cs B IiepenHe3aaHeil 1 6okoBoii npoekumsix. Mccaeqora-
HHE TIPOBOIUTCS B Han0OO0JIee BO3MOXKXHOM BEPTUKAIBHOM
MOJOXKEHUM MNalMeHTa, MPUHUMAaeMOM HE3aBUCUMO
OT BCTIOMOTATEJIBHBIX YCTPOMCTB (T. €. CUIS Y AeTei, KOTO-
pble MOTYT CUIETh CaMOCTOSTeNIbHO, cTost Tpu CMA 111,
JIexka — y JIesKaunX IMallieHTOB) IS OTIpeneIeHUsI U KOJI-
YECTBEHHOM OIICHKM CTETIeHH IepopMaliiy IT03BOHOYHMKA
KaK BO (DPOHTAJIBHOM, TaK M B CATUTTAJIEHOM ITOCKOCTSIX.
Pentrenorpadus Tazo0eqpeHHBIX CYyCTaBOB HEOOXOmMMa
MpU KJIMHAYECKON MaHU@eCcTaluu MPU3HAKOB, TaK KakK
y nareHToB co CMA pacrpocTpaHeHa HeCTaOMJIBHOCTh
TazobeapeHHOro cycraBa [53]. PentreHorpadus 1mo3Bo-
HouHMKa npoBoauTcs mauueHTaMm co CMA I u 11 co cko-
mmo3oM >20° (peHTreHorpadus TO3BOHOYHMKA B IIPSIMOM
MPOEKLMH B ITOJIOXEHUU CUAS 1 Jiexa) 1 pa3 B 6 Mec, U 3a-
TEM €XXETOHO IMOCJIE MOJTHOTO Pa3BUTHSI CKeJIeTa 1J1s1 KOHT-
POJIST 32 TMHAMUKOM KM(OCKOIIMO3a U ONPEACIICHMS TaTh-
HeMl1lel OpToneanuecKoi TAKTUKHY BeleHus nauyeHTa. [pu
OTICTBHBIX TTOKA3aHMSIX (TIOSIBJICHE HOBBIX KIIMHUYECKIX
TIPOSIBJICHMIA TTATOJIOTMHM U WX OTpULIATEIbHAS TMHAMUKA)
HCCcienoBaHNe MpoBomuTes Jarie. [1pu 3Tom gacToTa oc-
MOTPOB JIOJDKHA OBITh OIpenesieHa MPOoMUILHBIM CITeLa-
JINCTOM WUIM MYJIBTUIUCHUIUIMHAPHBIM KOHCYJIYMOM.

2.4.4. Hucmpymenmaashole uccaedoeanus

041 duaznocmuru ocaoxcrenuii CMA 5q co cmoponbt

obLxameavHoll cucmemol

* PekomMenayercs TIpuIle/ibHAs peHTTeHOrpadus opra-

HOB TPyIHOH KJIeTKM BceM mMmaumeHtam co CMA 5q

KaK MIHAMYM pa3 B 2 Toaa ISl NCKITIOYCHUS aTeJIeK-

ta3oB [30].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

¢ PekoMenayeTcsi MpOBEICHWE KATHOMETPUM TMallMEHTAM
co CMA I tTuna 15 ornpeaeaeHus HaTMIus 1 OLIEHKU

TUTIOBEHTUIIALIAN [56].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

KomMenTapum: 1151 Jlexkaunx IMallieHTOB 3TO 00CIem0-
BaHWE IOJDKHO MPOBOIMTHECA 1 pa3 B 3 Mec, IIsT MeHee
TSDKEJTBIX TTAlIMEHTOB — peXe.

¢ PekomeHmyeTcss YpeCKOKHBI MOHUTOPHUHT HapIraib-

HOTO JaBJICHWSI KMUCIIOPOIAa BO BpeMs HOYHOIO CHa

B CTallMOHAPHBIX yclIoBUsX nanmeHnTaM co CMA I 5q,

a Takke y mamreHToB co CMA 11 mpn MUHNMAaJTBHBIX

TTONO3PEHUSIX [IJIST BBISIBIICHUSI HOYHOM TMITOBEHTHIISI -

LIMU ¥ OOCTPYKTHMBHOTIO aITHO3 CHa [56].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTHU JTOKA3aTEIBCTB — J).

KomMmenTapun: mcrnoirb30BaHNEe OKCUMETPUM B Ka-
YeCTBE CAMHCTBEHHOTO CII0C00a MOHUTOPHHTA HOYHOM TH-
TTOBCHTWISILIAY CIMTACTCS TOITYCTUMBIM, KOTIa HET BO3MOXK-
HOCTH BBHITIOJIHSITH KammHoTpaduio. B HopMme mmokazarenu
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caTypaumu Haxouarcs B npenenax 95—100 %. IMpu SpO,
Huxe 90 % HeoOXOAMMO IMPUHSITh HEOTJIOXHBIE MEPDI.
Carypauust Mexny 94—90 % cuurtaercss MOrpaHUIHOM.
[NanmeHTaM ¢ TUTMIOBEHTWIISIIINEHT PEKOMEHIOBAHO NMETh
JIOMa ITyJIbCOKCUMETD.

® PekomenayeTcs MccliemoBaHUE HECIIPOBOIIMPOBAH-

HBIX JIBIXaTeJIbHBIX 00BEMOB M ITOTOKOB IAIIMEHTAM

co CMA 5q crapuie 5 et st orpeneseHus CTeleHn

TSDKECTH OBIXaTeJIbHBIX HapyIIeHWiT W BEIOOpa BUIA

peCIMPaTOPHOI oAnepKKH [56].

VYpoBeHsb yoenmuTerbHOCTH peKoMeHnanuii C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KoMMeHTapuu: peKOMEHIYETCST BBITIOJHSITH MCCIIEIO-
BaHKWE HECIMPOBOLMPOBAHHBIX IAbIXaTE€JIbHbIX 00BHEMOB
1 TIOTOKOB nanueHTaM co CMA crapiire 5 JieT, CHOCOOHBIM
BBIIOJIHUTH JAHHOE KcciienaoBanue, 1 pas B 6 mec wit CMA
II n 1 pa3 B 12 mec mist CMA 1I1. Cambriit ny49immit u mpo-
CTOU mapaMeTp IJIsl OTCIICKMBAHUS CUJIBI IBIXaTeJIbHOM
MyCcKynaTypHl y meteii co CMA (cImocCOOHBIX BBITIOJIHUTD
nccaenoBanmue) — 3to GKEJI. [TanmeHTH CO CHIKEHUEM
®XKEJI or 20 1o 50 % oT HOKHOTO MOABEPKEHBI ITOBBI-
IIeHHOMY PUCKY JIETOYHBIX OCJIOXHEHMH, a IMalleHTHI
¢ ®XKEJ <20 % — eie 6oJiee BLICOKOMY pUCKY. st ma-
urenToB ¢ ®XKEJI >60 % xapakTepeH HU3KUIA PUCK HOY-
Hoii runoBeHTIWISILIMK. MccenoBane BIUSTHUS (DYHKITUN
IIBIXaTeTbHOU MYCKYJIaTyphl, B TOM YMCJIe HA MaKCUMallb-
HOE JaBJICHNE BIOXa, HA3aJIbHOE PECITMPATOPHOE TaBJICHIE
WA MaKCUMaJIbHOE JaBJICHUE BbIIOXa, HE TaeT JOCTaTOU-
HO WX TOTIOTHUTEIbHOM MHMOpMAINK TIPU CpaBHEHUN
¢ ®XKEJI y maumentoB co CMA.

® PexoMeHmyeTcs KaparopeCIIMPaTOPHBIIA MOHUTOPHUHT

(IMCTaHIIMOHHOE HAOJIOACHME 3a TTOKA3aTeISIMU Ya-

CTOTBI CEPICYHBIX COKPAIICHW W IMCTAaHIIMOHHOE

HaOJoneHne 3a (YHKIMOHAIBHBIMU HapYIICHUSIMHA

TTOKa3aTeieil BHEITHETO AbIXaHMS) B CTAIlIOHApE BCEM

nauneHTam co CMA I n marmmentam co CMA 11 crap-

e 5 JIeT co CHIKeHneM (OpCHpPOBAaHHOTO BBIIOXA

Ha 45 % u 6oJee 1 pa3 B 6 Mec [J1s1 KOHTPOJISI HaJl IIPO-

rpecCcUpOBaHUEM JIbIXaTeJIbHBIX HApyILIeHUit [57].

VYpoBeHsb yoenuTesbHOCTH peKoMeHnamuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

Kommenrapun: Ha koHenr 2019 1. McciemoBaHue 10-
CTYITHO IIJISI ITAIMEHTOB, HAXOISIIINXCS B CITCIINATIN3UPO-
BaHHBIX 10 HEPBHO-MBIIIICUHBIM 3a00JIEBAaHUSIM HEBPOJIO-
rUIecKux oTaeneHusX. KoHeuHo, XenaTeJIbHO BHEIPEHE
5TOTO METOAA M B IPYTMX HEBPOJIOTUUECKNX OTHCIICHUSIX,
¥ B IOMOIITb Ha goMy. [1p1 HEBO3MOXHOCTH TIPOBEIACHMS
KapanopecIpaToOpHOrO MOHUTOPHHTA MOXHO BOCITOJb-
30BaThCs 00JIee MPOCTHIM, HO MeHee CICITM(UIHBIM Me-
TOIOM HOYHO MyTbCOKCUMETPHUH.

® PekomMeHnmyercsl IpOBeIeHNE TTOJIMCOMHOTpaduuy Tma-
mueHTaM co CMA 5q, ecau ecTh MomO3peHNe Ha Ha-

JIMYYe TUTIOBCHTWISILIMM JUTSI yTOUHEHUSI ¢ XapaKTepa

U UCKJTIOUEHMSI COHHBIX artHO? [57].

VYpoBeHsb yoenmuTeabHOCTH peKoMeHnamuii C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

Kommentapun: marmmeHTsI co CMA moaBepskKeHBI Ha-
PYILIEHUIO JBIXaHUS BO CHe, HanboJiee 4acTO — TUITOBEH-
TWISILIAY M3-3a YMEHBIIEHUS TbIXaTeIbHOTO 00beMa, Ha-
pylieHus padboTel AuadparMbl, CHKEHUS QYHKIUU
MeXpeOepHBIX M BCIOMOTaTeIbHBIX MBIIII. Takke OTMe-
yaeTcs OOCTPYKTUBHBIN CUHAPOM M3-3a CIA00CTH MBIIIIIT
TOPTaHY M INIOTKU, O0YCIIOBIIMBAIOIIUIA TTPEAPACTIONIOKEH-
HOCTB K KOJIJIATICY TbIXaTeTbHBIX IyTEH.

2.5. ViHble THATHOCTHYECKHE HCCIIEI0BAHNS

Koncynpranmum crieraincToB MOTYT OKa3bIBaThCS
malreHTaM Ha pa3HBIX 3Tallax OKa3aHWsS MEIUIIMHCKOM
TIOMOIIIX, B TOM YHCJI€ B IIEPUOI TMAaTHOCTUKY 3200 IeBaHISI.

* Pekomenmyercss TmpreM (OCMOTpP M KOHCYJIbTAITWS)
Bpaya-HeBpOJIOTa IMIEPBUIHBIN BCEM MallEHTaM C T10-
nmo3peHueM Ha Hammane CMA 5q ¢ 1Iebio TToATBEp-
XIeHus nuarHo3sa [20].

YpoBeHb yoenureapHOCTH pekKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TOKA3aTEIIBCTB — ).

KomMMmeHnTapun: eciay Bpad-HEeBPOJIOT MOATBEPXKIACT
BEPOSITHOCTD HAJIMYMSI OOJIE3HU, OH MOJDKEH HAIPaBUTh
pebeHKa Ha TeHETUIEeCKOe 00CIeIOBaHME.

* PekomenmyeTcs mprieM (OCMOTpP U KOHCYJIBTAIIS) Bpa-
Ya-HeBPOJIOTa TOBTOPHBIN BCEM MAIIMEHTAM C TI0I03pe-
HueM Ha Hammure CMA 5q, TIpOIIeAIIMM TOIIOTHH-
TeJIbHBIC O00CIeAOBaHUS (B TOM YMCIIC TCHETUUYECKYIO
IUATHOCTHUKY) C LIEJIBIO TTOATBEepKIeHMS ararHo3a [20].
YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb

JIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

¢ PekoMenayercs mpreM (OCMOTP M KOHCYJIBTAIIMsI)
Bpaya-TeHETHKA MEepBUYHBIN IMallMeHTaM C MOHO-
3peHneM Ha Hannune CMA 5q, eci oHU HampaB-
JICHBI Ha KOHCYJIBTAlIMIO BpauyoOM-TIeIUATPOM WA
BpPaYOM-HEBPOJIOTOM C IIeJIbIO IIOATBEPXKICHUS THa-
rHo3a [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KommenTapuu: nepBbIM CIEIAATUCTOM, K KOTOPOMY
Bpay-IeauaTp HalpaBUT MallMeHTa, MOXET OKa3aTbCs
He Bpay-HEBPOJIOT, a UMEHHO Bpay-TeHETHK.

* Pekomenmyercs npreM (KOHCY/IbTAIMsI) Bpada TpaB-
MAaTOJI0Ta-0pTOITeIa TIEPBUYHBIN ITALIMEHTY C IIOATBEPX-
JeHHBIM auarHo3oM CMA 5q 171 olleHKW HaJTu4dus
CKEJIETHBIX AecbopMarnii, QyHKIIMOHATLHBIX BO3MOXK-
HOCTel pebeHKa, HEOOXOAUMOCTU U 00beMA OPTE3U-
poBaHus [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TIOKA3aTEIBCTB — ).

KomMmenTapuu: ocMOTp CcrieliajicTa BKJIIOYAET OLIeH-
Ky 00beMa ABIDKCHUI B CyCTaBaX M HATMYIMS UCKPUBJICHUI
ITO3BOHOYHMKA, a TAKIKE OLICHKY MBIIIICUHOI CHJTBI M (DYHK-
IMOHAJILHBIX BOSMOXKHOCTEH 110 KasKIOM KOHEYHOCTH U CY-
cTaBy. Permarorcst BOIpockl HEOOXOIMMOT'O OpTe3UPOBAHMSL.

* Pekomenmyercs rmprieM (KOHCYJIBTAIIMsI) Bpaya TpaB-
MaToJIOTa-opToNeaa IMOBTOPHBINM MAllMEeHTy C ITOMI-
TBEpXKIAeHHBIM auarHo3oM CMA 5q miIs OlLieHKU
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IIPOTPECCUPOBAHUS CKEIETHBIX Me(opMaruii, BEIOOpa

TEXHOJIOTHI OPTEe3MPOBAHUS M MIOCTYPATBEHOTO KOHT-

POJIS, a TaKKe I PEeIIeHMS BOIIpoca O MOKa3aHMUSIX

K XUPYPTHUECKOMY OPTOIIeIMIecKoMYy JieueHuo [20].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pekomenayercss TipueM (OCMOTpP M KOHCYJIBTAIIHsI)

Bpaya-IyJIbMOHOJIOTa TICPBUYHBIA MALIMEHTY C MO -

TBepKIeHHBIM guarnozoM CMA 5q ¢ menpio o6Hapy-

KEHUSI OBIXaTeJIbHbIX HAPYIICHWIT W OIpemeICHMUS

TaKTUKU PECIIMPATOPHON moaaepxku [57].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMMeHTapuu: Bpad-ITyJIbMOHOJIOT OTIpeIeIsIeT, HyX-
HBI JIA TAIIAEHTY JOTIOTHUTEIBHBIC 00CICIOBAHMS 1 KaKIe
MMEHHO (aHaJIM3 ra30BOT0 COCTaBa KPOBU, peHTTeHOTpadust
TPYIHON KJIETKH, KapauOpPEeCITMPaTOPHBIIA MOHUTOPHUHT,
CIIUPOMETPUSI).

® Pekomenayercss TipueM (OCMOTpP M KOHCYJIBTAIIUsI)

Bpaya-IyJIbMOHOJIOTa TTIOBTOPHBIN MAIlMEHTY C MOI-

TBepKIeHHBIM guarano3zoM CMA 5q ¢ menpio o6Hapy-

KEeHUSI OBIXaTeJIbHbIX HAPYIICHWIT W OIpemeICHMUS

JaJIbHeHIel TAKTUKI peCIIMpaToOpHOI oaaepKKu [57].

VYpoBeHb yoenuteabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pekomenmyercs rmprieM (OCMOTp, KOHCYJIBTAIINsI) Bpa-

Ya-TacTPO3HTEPOJIOra IIepBUYHBIN ManmeHTy co CMA

5q npy HaJIUYMU COOTBETCTBYIOIIUX KaJlo0 (CM. pa3-

nmen «2.1. 2KanoOsl 1 aHaMHEe3») 1T Ha3HAYeHUS 00-

clenoBaHus U TeueHus [S57].

VYpoBeHb yoenuteabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

Pekomenayercs ripreM (OCMOTP, KOHCYJIBTAIINS ) Bpa-
Ya-TaCTPOSHTEPOJIOTa ITOBTOPHEIN mareHTy co CMA 5q
IIPpY HAIMYWHM COOTBETCTBYIOIINX Kajto0 (cM. pa3men «2.1.
XKanoObl 1 aHaMHe3») IS AUarHo3a OCIOXHEHWI U OIl-
peneneHus 3 GEeKTUBHOCTH JIedeHus [57].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pekomenmyercs rmprieM (OCMOTp, KOHCY/IBTAIINsI) Bpa-

Yya-IMeToJIora TepBUYHBIN mmamueHTy co CMA 5q,

KOTOPHINI MMEET HapyIIeHWs HyTPUTUBHOTO cTaTyca

WX YTPO3Y Pa3BUTHUsI HEIOCTATOYHOTO MJIN N30BITOY -

HOTO ITMTaHMSI, C HEJTbI0 AUSTUIeCKOM KoppeKumu [20].

VYpoBeHb yoenuteapHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® PekomenmyeTcs IpreM (OCMOTpP, KOHCYJIBTALINS ) Bpada-

JIMETOJIOTa MOBTOPHBIN NanneHTy co CMA 5q ¢ Hapy-

IIeHNEeM HYTPUTUBHOTO CTaTyca ISl OLIeHKH 3 heK-

TUBHOCTHU AueThl [20].

VYpoBeHb yoenuteapHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pexomenmyercs TIEpBIYHBIN TIpreM (OCMOTP, KOHCYIIBTa-
1LIMST) Bpaya — JeTCKOro Kapayosora mamueHTy co CMA 5q

TIpH OOHAPYKEHNH ITATOJIOTMYeCKIX M3MeHeHui Tipy DK

1 9X03HLIEDATOCKOIS T Ha3HAYeHWs Teparu [57].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb

JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).
¢ PekomeHIyeTcs ITOBTOPHBIN ITpHeM (OCMOTP, KOHCYITh-

Tamus) Bpada — JETCKOrO KapAauoJiora MalreHTy CO

CMA 5q, xoTOpoMy OBIIO Ha3HAYEHO JIEUEHHUE, C 1Ie-

JIBIO OLIEHKHU ero 3 dexkTuBHOCTU [57].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TIOKA3aTECIBCTB — ).

® PekoMeHIyIOTCSI TICPBUYHBIC KOHCY/IBTAIIMU Bpadeit
¥ WHBIX CIIEIIAAINCTOB M3 MEIUIIMHCKOM OpraHmu3a-

MY WX €€ CTPYKTYPHOTO MOapa3aeieHUsI, OKa3bIBa-

FOIIETO CIEIINATN3NPOBAHHYIO MAITMATUBHYIO M-

LUHCKYIO ToMolIb aeTaM co CMA 5q, npu Haauuum

MOKa3aHUU IJIST OTIpeneIeHNSI 00beMa HeOOXOIUMO

najauaTUBHON romoiu [57].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KomMeHTapuu: KOHCYJIBTAIIASI OTHOCHUTEIBHO TTaJUIH -
aTMBHOM MOMOILM MOXET OKa3blBaThbCsl Ha BCEX ATarax
BemeHUs naureHTa co CMA: mpu ITOCTaHOBKE TWArHO3a,
BO BpeMs IIPUHSATHS KITIOYEBBIX TEPAIIeBTUUYECKUX PEIlle-
HU, TP BO3HUKHOBCHUHU XM3HEYTPOKAIOIINX COCTO-
STHUI, a TaKXKe B TCPMUHAIBHOMU (pasze 3a001eBaHNUS.

® PeKoMeHIYIOTCS TTIOBTOPHBIC KOHCYJIBTALIMM Bpadeit
¥ WHBIX CIIEIIAATCTOB N3 MEIUIIMHCKOM OpraHmu3a-

LIUY WK €€ CTPYKTYPHOTO TOapa3aeieHNsI, OKa3bIBa-

FOIIETO CIEeIINATN3UPOBAHHYIO MAITMATUBHYIO MEIH-

LHCKYIO ToMoIIb aeTaM co CMA 5q, npu Haauuum

MMOKa3aHUU IJIsT OTIpeneecHNSI 00beMa HeOOXOIUMO

MAJJTHATUBHOM TTOMOINM U OIEHKH ee 3(D(HEKTUBHO-

ctu [57].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JTOCTOBEPHOCTH TOKA3aTEIIBCTB — 5).

¢ Pekomenmyercs rmprieM (OCMOTpP, KOHCYJIBTAIINS) Bpa-
ya o JIOK manuenty co CMA 5q 1u1s1 onpeneieHus

obbeMa ¥ riaHa peadbwnmramuu [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TIOKA3aTEeIBCTB — ).

¢ PekomeHIyeTcs ITOBTOPHBIN ITpHeM (OCMOTP, KOHCYITh-
taumsi) Bpada mo JI®K mammenty co CMA 35q

JIJIST OLeHKM 3((PEKTUBHOCTU peadUIUTALIMU U OIIpe-

IeJCHNUS TAKTUKY JajdbHeiero gedeHus [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TIOKA3aTEIBCTB — 5).

¢ PekomeHmyeTcs TIepBUIHBIN ITpHeM (OCMOTP, KOHCYITh-

Tanus) Bpada-dusnoreparepra nanreHTy co CMA 5q

IUIST OTIpeIeIICHUSI TAKTUKY (DU3NOTEeParieBTUYECKOTO

neuenus [20].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TIOKA3aTEIBCTB — 5).

¢ PekomeHIyeTcs ITOBTOPHBIN ITpreM (OCMOTP, KOHCYITh-

Tanus) Bpada-dusnoreparebra namreHTy co CMA 5q

IUIST OTIpEIeIICHUSI TAKTUKY (DU3NOTEeParieBTUYECKOTO

neuenus [20].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTH TOKA3aTEIIBCTB — 5).
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3. JleyeHue

3.1. MeaukamMeHTO3HAs Tepanus

MenukamenTo3Has Tepanust CMA 5q mogpasnensieT-
csI Ha IBa HATIpaBJICHUS: TTATOTeHETUIEeCKAsI TepaItus, Ha-
MpaBjieHHass Ha Koppekuuio aedunmura 6enka SMN,
U CUMITOMaTH4YecKasl Tepanus (KOPPEKIINS OTHEIbHBIX
CHMIITOMOB 3a00JICBaHUs).

3.1.1. Ilamocenemuueckas meOuKameHmo3Has

mepanus

CyIIecTByeT HECKOJTBKO TTOIXOIO0B K ITATOTeHETUIECKOM
Tepanuu; IPUMEHEHE aHTUCMBICIIOBOTO OJTUTOHYKJICOTH -
Ia (IpemapaT HyCMHEPCeH ), BEKTOpa ISl TEHHOM Tepa-
MMM IJII TOCTaBKM B KJIeTKU TeHa SMN 1, moaudukaropa
cIutaiicmHTa (TeHeTUIecKoi Moaudukanun) rena SMN2,
YBEIIMIMBAIOIIETO 3KCIPECCUIO ITOTHOPA3MEePHBIX (DYHK-
LIMOHAJIBHBIX 0eKoB [56—58]. Ilpemapar Ha ocHOBe aH-
THCMBICIIOBOTO OJTUTOHYKJIEOTH/Ia HYCUHEPCEH ObLIT 3ape-
TUCTpUpOBaH 1y JiedueHus Bcex tuiioB CMA B CIIA
B aekabpe 2016 r., ogobpen mist npumenenus: B EC B mae
n 2017 ., B P® 3aperucrpuponan B 2019 . [58, 59].

3.1.1.1. Ilamoeenemuueckas meouKameHmo3nas
mepanus nocae Marugecmayuu 3a601e6aHUS
® PexomMenayercs MpuMeHEHME TIperiapaTa HyCHHEpCEeH

BCEM TMAIllMEHTaM C TeHETHMYECKHU IONTBEPKICHHBIM

nrarHo3oM CMA 5q ¢ 2 u 6onee KonusiMu reHa SMN2

B KaUeCTBE OCHOBHI ITATOT€HETHICCKOM TepaItiu 3a00-

neBanus [60].

VYpoBeHb yOenUTEILHOCTH peKOMeHAAIii A (YpOBEHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — 2).

KomMenTapum: 17151 TOCTVKEHMS TTAITMEHTOM JIYJIIIEeTO
BO3MOXKHOTO KJIMHUYECKOTO OTBETa PEKOMEHOyeTCs Ha-
YUHATD MTATOTCHETUICCKYIO TEPAITHIO B CAMBIN KOPOTKUIA
CPOK TI0CJIE TTOCTAHOBKM ArarHosa [61].

3.1.1.2. [lamoeenemuueckas meouKameHmo3nas
mepanus 0o manugecmayuu 3a601e6aHUs
® PekomMeHnayeTcd mpMMeHEHME MpenapaTa HyCUHEPCEH

Ha goxymHndeckoii ctagun CMA 5q maumeHTaMm ¢ re-

HETUYECKH TTOATBEPXKICHHBIM IUArHO30M C 2 WK 3

KoMy reHa SMNZ2 B KauecTBe OCHOBBI TTAaTOTeHEe-

TUYECKOU Tepanuu 3aboseBanus [62].

VYpoBeHb yoemuTesbHOCTH peKoMeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

® PekoMeHnayeTcd mpMMeHEHME MpenapaTa HyCUHEPCEH

Ha goxymHndeckoii ctagun CMA 5q maumeHTaMm ¢ re-

HETWYECKH MOATBEPXKIESHHBIM AMaTHO30M ¢ 1 Komueit

reHa SMN2 B XayecTBe OCHOBBI ITATOTEHETUYECKOM

Tepanuu 3a00jeBaHMSI B ClIydae, €CJIM y IalueHTa

WCTUHHAs MIpeAcUMITTOMaTYecKas craaus [63].

VYpoBeHb yoemuTeabHOCTH peKoMmeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KommenTapum: perieHre o Teparui maireHra co CMA
¢ 1 xonneit reHa SMN2 Ha TOKJIMHWYECKOU CTaguN TIPU-
HUMaeTCs 10 YCMOTPEHUIO Bpayva.

¢ PexomeHayeTcs MpYCTaIbHOE HAOMIOAEHYE 32 BOSHUKHO-
BEHMEM CHMIITOMOB y TAlIMEHTOB ¢ TEHETUYECKU IO/~
TBepXKAeHHBIM mrarHo3oM CMA 5q ¢ 4 nim 6o1ee Komnm-
aMu reHa SMN2 v mpuMeHeHre TiperapaTta HyCMHepceH
rocsie MaHU(ECTALMY TTEPBBIX TIPU3HAKOB 3200JIeBAHNS
B KAa4€CTBE OCHOBBI ITATOrE€HETUYECKOM Tepanuu [63].
YpoBeHb yoenureasHOCTH pekoMeHmanuii C (YpoBeHb

JIOCTOBEPHOCTH 10Ka3aTeJIbCTB — 5).

3.1.2. Cumnmomamuneckas mMeOuKameHmo3nas
mepanus
¢ PekoMeHayeTcs nMpueM KajlbliMsl IIIOKOHATa U KOJe-

Kanmpiudeposia BceM nammentam co CMA 5q, ecnu

BBISIBJICHBI IIPU3HAKKA OCTEOIICHUM WJIM HU3Kasl KOH-

HeHTpalus BUTaMrHA D B KpoBH, IS KOPPEKIIAN

CHIXEHMS TUIOTHOCTY KOCTHOM TKaHu [20, 64].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

¢ Pekomenmyercs npueM 6mcdocdoHaTOB BceM Maln-
enTaM co CMA 5q, eciii BLISIBIEHBI TPU3HAKU OCTEO-

TMEHUH WA BO3HUKAIOT YaCThIe TIEPEIOMBI, IS KOp-

PEKIINY CHIDKEHUS TUIOTHOCTH KOCTHOM TKaHM [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JTIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

¢ PekomeHmyeTcs prieM MIHTMOMTOPOB MPOTOHHOTO Hacoca

IUTST JISYCHUSI TacTpoa30hareaibHOTro pedyirokca (oMerpa-

3071 ¥ 330Mernpa3oi) BceM namueHtam co CMA 5q B co-

OTBETCTBUM C BO3PACTHBIMM TTOKA3aHUSIMU, €CITN BBISIB-

JIEHBI MTPU3HAKU COOTBETCTBYIOLIMX 3a001€BaHUA [57].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

¢ PekomeHayeTca INpuUMeHEHHE OPOHXOAUIATUPY-

IOIIETO CPENCTBA KOMOMHUPOBAHHOTO (f3,-apeHOMU-

METHK CEJICKTUBHBIN + M-XOJMHOOIOKATOpP) ST He-

OynaiizepHoii Tepanuy nauueHTaMm co CMA 5q npu

BBISIBJIECHMM OpOHXOCHa3Ma ISl ero JMKBuganuu [57].

YpoBeHb yoenuteapHOCTH peKoMmeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTM 10Ka3aTeJIbCTB — J).

¢ He pekomMeHnayercs JJIMTEIbHOE MPUMEHEHUE MYKOJIU-

TUYECKUX TTpenapaToB 1151 HeOyiai3epHoii Tepanuu,

317 % runepTOHMYECKOro pacTBOpa HATPUSI XJIOPH-

na y mauneHToB co CMA 5q n3-3a OTCYTCTBUS JOKa-

3aTeJIbHOM 0a3bl 1 B CBSI3U C PUCKOM YCHIICHHS CeKpe-

TOpHOIT Harpy3ku [57].

YpoBeHb yoenuteapHOCTH peKoMeHmanuii C (YypoBeHBb
JIOCTOBEPHOCTH 10Ka3aTeJIbCTB — J).

KommeHnTapuu: 1criosib30oBaHW€E THIEPTOHUYECKOTO
pacTBOpa HaTpHsI XJI0pHaa 0e3 TepalleBTUICCKIX IToKa3a-
HU MOXET IIPUBECTH K PA3KIDKCHUIO CEKpeTa HOPMahb-
HO1 BSI3KOCTH M YCWJICHUIO CEKPETOPHOI Harpy3KH.

¢ He pekomeHayeTcs SMIIUPUUYECKU TPUEM aHTUOMO-

THKOB nauueHTaM co CMA 5q 1St TIpeoTBpaIeHUS

MHQEKIINOHHBIX OCJIOXHEHUN 0€3 HATNIUs OCOOBIX

MOKa3aHUM K aHTMOaKTepuaabHOU Tepanuu [57].

YpoBeHb yoenuteapHOCTH peKoMeHmanuii C (YypoBeHBb
JIOCTOBEPHOCTM 10Ka3aTeJIbCTB — J).
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KommeHTapuu: B TO 3Xe BpeMs y mareHToB co CMA 1
M 4acTo 0OJICIONIVX MAlIMEHTOB ¢ ApyruMu TunmamMu CMA
C oyaraMiy XpOHWYECKON MH(MEKIIMNA paHHee HaJajao aH-
THOMOTHKOTEPAITNY TP MHMOEKIIMOHHBIX 3a00JICBAaHMSIX
WMeeT MPUHIUITHAILHOE 3HAYCHHUE.

® PexoMeHAyIOTCSI MHBEKLIMU OOTYTMHUYECKOTO TOKCMHA

THIa A B CIIIOHHBIE XeJie3bl manuenTaM co CMA 5q,

CTpaaalolIvM OT TUIEPCATUBALIMM, C LIEJbIO YMEHbIIIE-

HUSI CTENIEHN BBIPAKEHHOCTH 3TOTO cMMITOMa [65].

VYpoBeHsb yoenmuTeabHOCTH peKoMeHnamuii C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMenTapuu: maiieHTaM ¢ TUTIepcaInBaIeii Takke
MMOKa3aHa caHalMsI ITOJI0CTH pTa [66].

3.2. Xupypruueckoe jeueHune

Xupypeuueckoe neuenue nayuenmos co CMA 5q 6 ocHos-
HOM 3aKAH04aAemcst 8 6bINOAHEHUU KOPPeKMUPYIoue20 UHCMpy-
MEHMANbHO20 BMEULAMENbCmed Ha NO36OHOUHUKE, NOCKOAbKY
UCNONB308AHUE OPMONEeOUHeCKUX U30eaull umeem naiiua-
MUBHDBLIL XapaKkmep U He N03604sem 0CMaHo8ums degopma-
yuro. Tlayuenmam marice modxcem nompedboeamvcsa Xupyp-
eu1ecKoe eMeuamensCmeo 6 cesa3u ¢ 001e6biM CUHOPOMOM
Kak npu namonoeuu OnopHo-08u2amenbHol cucmemol, max
U 8 C83U C NepesoMamu.

® PekoMeHmyeTcsl pacCMOTPETh BO3MOXKHOCTBH XHPYP-

TUIECKOTO BMeIIaTeJIbCTBA Ha TTO3BOHOYHMKE TTAIIH-

eHTam co CMA 5q ¢ TsoKenTbIM UCKpUBJIeHHEM (Yo

Ko66a mjis 60b110ii KpuBU3HE >50°) MIIM BBICOKOM

CKOPOCTBIO IporpeccupoBaHus (=10° B rom) mis co-

XpaHeHUs 6ajlaHca TyJI0BUILA, KOppeKuu aedhopMa-

LINY TPYIHOM KJIETKHU M YIYUIIICHMS OOIIEero KagecTBa

xu3Hu [20].

VYpoBeHsb yoenuTesbHOCTH peKoMeHnamuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMmeHTapuu: TIpy TIPUHATUY PEIICHUSI O XUPYPTHU-
YeCKOM BMeIaTeJIbCTBE PEKOMEHIYeTCS YYUTHIBATh CHU -
XeHne GYHKIIUM IbIXaHUs, TedopMalnio pedep, TuIep-
K103, BIUSTHIE Ha MOOMJILHOCTD M (DYHKITMOHMPOBAHUE
MmaleHTa, HaKJIOH Ta3a W aucOajiaHc TynoBuina. Peko-
MEHIyeTCSI OTJIOXXUTD BBITTOJTHEHUE XUPYPTUISCKOTO BME-
IIaTeIbCTBA Y IeTel 1o 4-1eTHero Bo3pacta [20].

® PekomMeHmyeTcsl pacCMOTPETh BO3MOXKHOCTD MCIIOJNb-
30BaHUS HE MPETSATCTBYIOIIETO POCTY MHCTPYMEHTA -
pus y mauneHToB co CMA 5(q ¢ He3aBepIlIeHHBIM PO-

CTOM CKeJIeTa JIJIsT CTA0MIM3alliy TO3BOHOYHMKA [67].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

® PekoMeHmyeTcsl pacCCMOTPETh BO3MOXHOCTD BBHITIOJTHE-

HUS 3aIHETO CIIOHAWIONE3a C NCITOIb30BaHUEM TeX-

HOJIOTMY TUHAMWYECKON (PMKCAIIUH TI0 TUITY «IBOI-

HBIX CTePXKHE», TIOJIMCETMEHTHBIC KOHCTPYKIIVH C JTH

0e3 (uKcaumy Ta3a B 3aBUCHUMOCTU OT BOBJICUCHUS

Ta3a B CKOJIMOTMYECKMIT M3rmb y manueHToB co CMA

5q [U1sT MICTIPAaBJIEHNS CKEJIETHBIX AedopMariuii [68].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

¢ PekomeHayeTcst OCTaBUTb CBOOOAHBIMUY OJMH WJIU JBA

YPOBHSI B CPETHEIIOSICHUIHOM OTHENe IO CpemHeit

JIMHUN y nauueHToB co CMA 5q rpu IiJ1aHUpOBaHU N

ornepaluuy Ha TO3BOHOYHUKE /151 BHITIOJTHEHUS JTIIOM-

OGaabHBIX MyHKLMM [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JTOKA3aTEIBCTB — ).

¢ He pekomeHayercsi IpMMeHEHUE CHUCTEM AWHAMUYeE-

CKOM (pyKcaluy ¢ BO3ACHCTBMEM Ha MO3BOHOYHUK WU

peopa (VEPTR, ot anri. Vertical Expandable Prosthetic

Titanium Rib, n ero aHanmorn) y maumeHToB c0 CMA 5q

C LEeJbl0 KOppeKluMu aedopMauuu pedbep 1Mo TUIY

«CJIOXEHHOTO 30HTa» BBUIY HU3KOM 3(D(HEeKTUBHOCTH

3TUX METOHOB [69].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JTIOKA3aTCIBCTB — 4).

¢ PekoMeHayeTcs pacCMOTPETb BOBMOXHOCTb XUPYPIU-

YeCKOTO JICICHUSI HECTAOWILHOCTH Ta300eIpeHHOTO

cyctaBa y mauneHToB co CMA 5q, cTpamaroniux ot 60-

JIEBOTO CUHApOMa, 111 obiaeryeHus 6oym [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TOKA3aTEeIBCTB — ).

¢ PekomeHayeTcs pacCMOTPETb BO3MOXHOCTb XUPYPIU-

YeCKOTO JICUeHUsI KOHTPAKTYp y marneHToB co CMA

5q, cTpagaroumx OoT 00JIEBOr0 CUHAPOMA, JJIsl 00Ier-

YyeHUs 00JIM M yBeJIMYeHUsT 00beMa nBvxkeHmii [20].

YpoBeHb yoenureasHOCTH pekKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

¢ Pekomenayercsi pacCCMOTPETb BO3MOXXHOCTb MHTpaMe-

IYJUISIPHOTO WJIM HAIKOCTHOTO OCTEOCHHTE3a Y MallH-

eHToB co CMA 5q Ha aMOy/IaTOPHO CTaauU MPH TIe-

peloMax UIMHHBIX TPYyOJaThIX KOCTei, a TakKxKe

y TTAaLIMEHTOB, HE CIIOCOOHBIX CAMOCTOSITETbHO XOIUTb,

TIpH TIepesioMax oempa, Il CTaOMIN3aui OTIIOMKOB

1 BO3MOXKHOCTE! paHHe# BepTUKAIN3alNK, peaOIm-

TallMU 1 YCKOpeHUsI KoHcomumauu [20].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JTOKA3aTEeIBCTB — ).

KomMMmeHTapuu: mmepeioMbl BOSHUKAIOT Y ITAIlIEHTOB
co CMA, He CITOCOOHBIX CAMOCTOSITEJTEHO XOIWUTh (paHHEH
1 TI03IHEl HeaMOyIaTOPHOM CTaaun), IPY HE3HATNTEIb-
HOM TPaBMaTUIECKOM BO3IEUCTBUH, C HU3KOM HArpy3KOi
Ha CKeJIeT Ha (pOHe OrpaHNYCHMS BepTUKAIA3AIINN, OCTEO-
ITOp0o3a ¥ BO3MOXKXHOTO AcduiinTa ButamuHa D. [1pu BeI-
60pe KOHCEPBATUBHOIO ITYTH JICICHUS C TUIICOBAHUEM
ciemyeT n30beraTh JUIMTEIPHON MMMOOWIIM3AINH.

¢ PekomeHnmyercsl yCTaHABJIWBATb U OCYIIECTBISITh KOPM-

JIEeHHEe Jepe3 racTpocToMy y nmauueHToB co CMA 5q

TI0CJIe YCTAaHOBJICHMSI HEBO3MOKHOCTH IIPOTJIaTHIBAHUS

MUIIHA, TIPU OOJIBIIIOM PHCKE acCIMPAallMOHHOTO CHH-

JIpoMa U IIpyu HYTPUTUBHOM HempocTaTouHocTH [70].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TOKA3aTCIBCTB — 4).

KommenTapun: 10 ycTaHOBKY TaCTPOCTOMBI pEKOMEH-
JIyeTcsl BpeMEeHHOe KOPMIICHHE Yepe3 Ha30TaCTPaTbHbIIN I
Ha30€IOHAIBHBIN 30H. Y TTAIIMEHTOB CTAPIIEro BO3pacTa,
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Yy KOTOPBIX BO3MOXXHO [IPOBEAEHUE CITMPOMETPUH, 10 HA-
JIOXKEHMS TaCTPOCTOMBI PEKOMEHAYETCS OmpeneeHue
®XKEJI, xoropast nokHa ObITh He MeHee 50 % oT Jo/KeH-
cTByMoIIei. Bo3aMoOXXHa 1 ycTaHOBKA TaCTPOCTOMBI P
o6onee Hu3kou 2KEJI, omHaKo pUCK OCJIOXHEHUI OymeT
YBEJIMYMBATHCSI, TI0 Mepe CHIDKEHUS TIOKa3aTesieil CIpo-
MeTpun. CiiemyeT IOMHUTD, UTO Y TIAIIMEHTOB A0 7 JIET MC-
cinenoBanue 2KEJT 1 @2KEJI MoxeT ObITh OIIMO0YHO BCJIEI-
CTBUE HETPABUILHOM TAKTUKHU AbIXaTEJIbHOTO MaHEBpA.

® PekoMeHayeTcs pacCMOTPETb BO3MOXHOCTb BBIIOJI-

HeHusl pyHmorukanuu mo Hucceny (kemaTtesbHO

SHIOCKOITMYECKNM criocoooM) manmeHTaM co CMA 1

5q OMTHOBPEMEHHO C YCTAaHOBKOM racTPOCTOMBI IIPU

HaJIN9YUHM OCIIOXHEHUI TacTpol3odarecanibHOi ped-

JIIOKCHOM 00JIe3HN U XKU3HEYTPOXKAIOIINX COCTOSTHUI

(amrHO?, OpamWKapausi, acIMpallMOHHAS ITHEBMO-

Hus) [71].

VYpoBeHsb yoemutenbHOCTH peKoMeHnamuii C (ypoBeHb
JIOCTOBEPHOCTH JIOKA3aTEIBCTB — 4).

® PekoMeHayeTcs MOCTaHOBKAa TPaXeOCTOMbI TEM Ma-
mueHTaM co CMA 5q, y KOTOpbIX HeWHBa3WBHas

BEHTUJISIIIUSA JIETKUX HEIOCTAaTOYHO 3(pDeKTBHA UTH

HEBO3MOXHO ITOI00PaTh MACOUHBIM MHTEepGEiic, 1T OCy-

ILIECTBJICHUS MTHBA3WBHOM BEHTWIISIIIMY JieTKuX [20, 72].

VYpoBeHsb yoemutenbHOCTH peKoMeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JTOKA3aTEIBCTB — J).

KomMmeHnTapum: pellieHue 0 Tiepexojie Ha TPaxeoCTOMY
JIOJDKHO OCYIIECTBIISITECS C YIETOM MHTEPECOB IMallieHTa
W CEMbH, KIMHUYECKOTO CTaTyca, IIPOTHO3a M OyIYIIEero
KadyecTBa XXU3HU. TpaxeocToMa He JOJKHA HAKJIaIbIBaTh-
s TOJIBKO C 1IEIbIO CAHAITMHY IbIXaTeIbHBIX ITyTel. Tpaxeo-
CTOMY CTaBsT TOraa, koraa pedbeHok Hyxmaercss B HUBJI
nonbiie 18 4. Borpoc o BeHTUISIMY TOCPEACTBOM TPaxeo-
TOMUH MOXET OBITh pACCMOTPEH B CJIydae YacThIX ITHEBMO-
HUH y JIeXKaunX IMAIIIEHTOB, OTHAKO CJICAYeT MMETh B BIIY,
YTO 3TOT MOIXOM He BCETIa IMPUBOIUT K YIYIIICHUIO Kade-
CTBa XXM3HU U YMEHBIIICHUIO KOJIMUECTBA TOCTTATAIA3AIINIA.
B mo6om cityyae, TpaxeOTOMUSI IPOBOJUTCS B TUIAHOBOM
TmopsiaKe (He B OCTPBIX cuTyarusx). [IpuMeHeHne Tpaxeo-
TOMUM Y CUIISTYNX TTAIIUCHTOB HE SIBIISICTCS OTPaBOAHHBIM.

3.3. Unoe neuenune
3.3.1. Jluemomepanus
® PekoMeHayeTcsl KOHCY/IBTAIMS Bpadya-IMeToIora Kax-
nbie 3—6 mec mauveHTam co CMA 5q paHHero 1eTcKo-
IO BO3pacTa M €XETrOmMHO — OCTAJIbHBIM IAIlMEHTaM
JIJISI OLIEHKU cOCTOSTHUS nuTaHus [20].
VYpoBeHsb yoenuterbHOCTH peKoMeHnauit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).
® PekoMeHmyeTcsl pacyeT KaJOpHMAHOCTH AUETH (KOp-
PEKIINS KAIOPUITHOCTY TTUIIH, TIOTPEOICHMS XKUIKO-
CTHU, MaKpO- ¥ MUKPO3JIEMEHTOB) ImarmeHTaM co CMA
5q ¢ HapyIIeHUSIMA HYTPUTHUBHOTO CTaTyca C IIEIbIO
KOHTPOJII 32 ypoBHeM nuTaHus [73].
VYpoBeHb yoennTeIbHOCTH peKoMeHaaluii B (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — 3).

KomMeHTapuu: TIpM COCTaBIICHUH pallMOHA ITUTAHUS
nauueHTaM co CMA 5q onleHMBaeTcd TOTPEOHOCTh B Ka-
JIOpHUsX (C TOMOIIBI0 pacdyeTa pacxola SHepTUU B TTIOKOE
C KOpPEKIIHEe IT0 YPOBHIO aKTUBHOCTH ), MAKPO- I MUKPO-
HYTPUEHTOB ¥ XuakocTtH [73]. g pacueTa MUTaHUS MC-
TOJIL3YIOT OOIIMEe CTaHAAPTU30BaHHEIE (DOPMYIIHI [74].

¢ PekomeHnayerca n30eraTb rojomaHusl y TalMeHTOB
co CMA 5q st mpenymnpeskaeHusI pa3BUTHUSI MeETa00-

JIMYEeCKUX HapylleHuit [75].

YpoBeHb yoenuTeapHOCTH peKoMmeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTM 10Ka3aTeJIbCTB — J).

KommenTapmu: y nanneHToB co CMA MOTyT pa3BH-
BaThCsI METa0OIMICCKIE HAPYIIIeHUsI, OCOOCHHO TIpH He-
OTJIOXHBIX COCTOSTHMSIX: METaOOJMIECKUM alnao3, Ha-
pylIeHre oOMeHa XUPHBIX KUCJIOT, THITePIUITHICMUSI,
TUTIeP- VJIV TUTIOTJIMKEMUSI, MBIIIIEYHAs] MUTOXOHIPHAJTb-
Has auchyHKunsa. HapyieHHBIT MeTab0IM3M TIIOKO3BI
OTMEYEH Y HEKOTOPHIX ManreHTOB co CMA 1 OXXKUpeHUEM.
B cirygae ocTphIX COCTOSTHUIT HEOOXOIMMO OOECIICUNTD
aZeKBaTHOE MOTpeOICHNE XUIKOCTA, MUHUIMU3UPOBAThH
JUIMTEJbHOCTD rojiogaHusi. B TeueHue 6 4 mpemiaraercs
MUTaHME, cofepxXKaliee 0eIKr. PeKkoMeHIyeTCsI KOHTPOJIb
YPOBHSI 3JICKTPOJINTOB, TJIIOKO3BI 1, TP HEOOXOIUMOCTH,
MpOBeIeHNE KOPPEKIINH.

¢ Pekomenayercst 1og00p OOIIETO MOJOXKEHMSI, 4 TAKXKE

TOJIOBHI Y PYK JUISI TOCTVKEHUS BOBMOXHOCTH CaMO-

CTOSATEJTBHOTO TIMTAaHUS, B TOM YHCIIC C MCIIOJIb30Ba-

HUEM CITeIUAIbHBIX IPUCIOCOOJICHMI, MMallueHTaM

co CMA 5q g yiydineHust 6e30macHoOCT 1 3Pdek-

TUBHOCTH mioTaHms [20].

YpoBeHb yoenureapHOCTH peKoMmeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTH 10Ka3aTeJIbCTB — 5).

¢ Pekomenayercd M3MEeHEHME KOHCUCTEHLMU MUIIA

B MTOJIB3Y TTOTyTBepaoii mareHTaMm co CMA 5q, cTpa-

JaoImuM aucdarveit, ¢ Ieabl0 KOMIICHCHUPOBAHUS

JKeBaTeJIbHON C1a00CTH M YMEHBIICHHS MPOIOJIKI-

TeJIbHOCTU TipreMa ruin [20].

YpoBeHb yoenureapHOCTH peKoMmeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTH 10Ka3aTeJIbCTB — 5).

KomMeHTapuu: TycThbie XXUIKOCTU 0ojiee 6e30MacHbI
B OTHOILLIEHWU acrIMpaluu, 4yeM 6oJjiee Tekyuue. PekomeH-
IyeTCsI MCITOTh30BaHKe 00JIee TUIOTHBIX TATATeTbHBIX CMe-
ceif, xkeaeo0pa3HbIX GOPM ITUIIN, KUAKKUX ITope. MOoXKXHO
HCTIOJIB30BATh CIICIMATbHBIC 3aTyCTUTEH XXUIKOCTH Ha OC-
HOBE MaJIBTOIEKCTPUHA MPOMBILIJIEHHOTO MPOU3BO/ICTBA.

¢ He pexomenayeTcs MpUMEHSITh PyTUHHO CMECH Ha OC-

HOBE aMMHOKHUCIIOT WA BBICOKOTO THIPOJM3a Oeka

naureHTam co CMA 5q 115 yayqieHust HyTpUTUBHO-

ro cratyca [76].

YpoBeHb yoenuteabHOCTH peKoMeHmanuii C (YpoBeHBb
JMOCTOBEPHOCTH TOKA3aTEIIBCTB — 4).

KomMMeHnTapuu: nperMyIllecTBO Ha3HAYEHUSI aMU-
HOKHUCJIOTHOM (DOPMYJIBI, B OTJINYNE OT UCTIOTb30BAHMS
MHTaKTHOTO Oeska mammeHram co CMA 1-ro ronga xxums3-
HHU, a TaKXe IEeTSIM cTapiie 1 roma, IMOJIyJaromuM MH-
TaHUe Yepe3 Ha30raCTPaIbHBIN 30H/I WJIU TaCTPOCTOMY,
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He UMEIOIIUM aJlJIepTUM K OeJIKaM KOPOBBETO MOJIOKA,

He SIBJIIeTCS TOKa3aHHBIM. JIneTndecKkre peKOMeH AN

OCHOBBIBAIOTCSI HA MHANBUAYAJIBHON ITIEPEHOCUMOCTH.
® PekomeHayeTcsi KOpMJIEHUME CIELIMATIbHBIMU CMECSIMU

IIJIsI SHTEpaJbHOTO MUTaHU nauueHToB co CMA 5q,

MTOJTYJaIONIM KOPMJICHHIE Yepe3 30HI U TaCTPOCTOMY,

I obecriedeHnsT COaTaHCMPOBAHHOCTU ITUTAHMS

0 OCHOBHBIM ITHIIEBHIM BelecTBaMm [20].

VYpoBeHb yoenuTeapHOCTH peKoMeHnamuii C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMMmeHTapum: COBpeMEHHbBIE CMECH ISl SHTEPATIbHO-
TO IMMTaHMSI cOaTaHCHUPOBAHBI IT0 COCTAaBy OCHOBHBIX ITH -
IIEBBIX BEIIECTB — OEJIKOB, KMPOB, YIJIEBOIOB; COACPKAT
BUTAaMHWHBI, MAaKpO- M MUKPOHYTPUEHTHI. Pa3ndHbI 1Mo
KaJIOpUIEeCKOM IJIOTHOCTU — TUIIO-, HOPMO- U TUIIEpKa-
JIOpUYECKHe — M comepXaHuio Oenka. CMecu Il SHTe-
PaTbHOTO TMMTAHUS TTOAONPAIOTCS MHANBHUIYAJIBHO B 3a-
BUCHMOCTH OT ITOTPEOHOCTEIA.

® PekoMeHaywTCs CMecH, coAepXKallle MUIlleBble BO-

JIoKHa, mauueHTam co CMA 5q, cTpamaroiyM 3amo-

pamu, 1u1s1 oonerdyeHus nedexaunu [20].

VYpoBeHb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMmenTapuu: 17151 KOppEKLIMU 3a10POB UCTIOb3YETCS
KOMIIJICKCHBIN MOAXOI ¢ TIPOBEACHUEM TUETOTEPAIINN;
IIpY HEOOXOIMMOCTH — JIEKAPCTBEHHOU TepaIriiy M MeXa-
HUYECKOTO ONOPOXHEHMS KUIIeuHnKa. [Ipm Hammauu
IUTOTHOTO CTYJIa TIepOpaIbHO Ha3HAYAIOTCS CIIA0OUTEIIHPHBIC
MperrapaThl C OCMOTUIECKHMM ACHCTBHEM: TIpeTiapaThl JJak-
TYJ103bI (C TIEpYo[]a HOBOPOXAEHHOCTH) WJIM MaKporoja
(c 6 mec). ITonGop [03 NpenapaToB OCYLIECTBISETCS UH-
IWBUIYAJTBHO M0 ITOCTIDKCHUS KIMHUIECKOTO 3ddeKTa.
ITpomoXUTeTBHOCTD JICUSHUSI: OT KypCOBOTO 10 TIOCTO-
STHHOTO TIpreMa.

® PekoMeHIyeTcsl yCTaHOBKA Ha30raCTpajbHOTO 30H/1a Ta-
meHTaM co CMA 5q ¢ HapyIIeHUSIMU TJIOTaHS 10 YCTa-

HOBKHM TacCTPOCTOMBI M TIOCJICAYIOIIETO ITOCTOSTHHOTO

KOPMIICHUST Yepe3 TaCTPOCTOMY IUTST ITPOMIIIAKTUKY ac-

MMUPALIN 1 00ecIIedeHsT aneKBaTHOTO IuTaHus [73].

VYpoBeHb yoennTeIbHOCTH peKoMeHaluii B (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 3).

® PekoMeHayeTcsd KOpMJIEHUE Yepe3 HA30TacTpaJibHbIU
30H/I, TSKeJT000mpHOoTo nanmenTa co CMA 5q ¢ Hapy-

IIEHUSIMHU TJIOTaHUS 1T TPOGIIIAKTUKY acIIMPaIIiN

1 obecrnieyeHus aieKBaTHOTO TuTaHus [73].

VYpoBeHb yOennTeIbHOCTY peKoMeHaluii B (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 3).

3.3.2. Pecnupamopnas noddepicka

Ouenka u noddepicka pecnupamopHoil QyHKyuY 00axuc-
Hbl UMemb HAUBbICWUT npuopumem 6 éedeHul NAyUeHma
co CMA 5q. B nocaednee épems npuHyun ne4eHus 1e20uHblxX
nposieaenuii CMA 5q usmenuncs om peakmuerozo nooxooa,
npeodyCMampuearowec0 Ha4alo Meponpusmuii no oHucmKe
ObIXAMEeAbHBIX NYMell U UX GeHMUAAYUYU MOABKO NPU HAAUMUU
SABHBIX NOKA3AHUI, Ha npogusaKkmu4eckuli nooxod ¢ eHedpe-

HUeM 3mux memodog mepanuu Ha bonee paHHUX IManax
3abonesanus. Ilnan neuebnbix meponpusmuii onpedeasiemcs
CHeyUarucmom no pecnupamopHoli mepanuu, 6 omevecm-
B8EHHOU npakmuke 35mo 0080AbHO WUPOKUI KpYe PA3HbIX
CHeyuanucmos — 8pavu aHecme3uoi02Uu-peaHumamonoy,
8paUU-NYAbMOHOAO0RU, A MAKICE 8PAHU-HEEPON02U U 8DAYU-
neduampul, OpUeHMUPOBAHHbBLE 8 BONPOCAX HEPBHO-Mbluied -
HbIX 30001€8aHUIL.

Katouesoimu npobaemamu, c8s3aHHBIMU C ObIXAMEABHOLL
cucmemoii y demeit co CMA, aeasromes caedyroujue: Hapyule-
Hue OMKAWAUBAaHUsl, NPpUeodsuiee Kk HeOOCMAamouHOl OHUCHKe
HUMICHUX ObIXAMENbHbIX Nymell Om ceKpema, 2Un08eHmMuAsLus
60 8peMsi CHa,; Hedopa3zsumue 2pyOHOl KAemKU U Ae2KUX, no-
8MOPHble UHpEKYUU, KOMOpble YCUAUBAIOM MbLUEUHYIO CAa-
60cmb. OCHOGHBIMU NYMAMU DEUleHUsl IMUX 3a0a4 A6AIOMCS
ouucmia dvixamenvuuix nymeit u HUBJI. Caedyem cobarodams
OCHOBHbLE NPUHUUNbI OHUUEHUSL ObIXAMEAbHBIX NYMell:

v/ py4Hble U MexaHu4eckue 6CnoMo2amensHble cpeocmea
B80CCMAHOBACHUS KAWAEBOU (DYHKUUU PeKOMeHO08AHb
015 edceOHe8HO20 UCHONb308AHUSL Y DoAee MSANCeNbIX
nayuenmos. Jluya, ocywecmensiowue yxo0d 3a nayu-
eHmoM, 00AJCHbL OblMb 00Y4eHbl NOAb308AMbBC IMUMU
cpedcmeamu;

v auya, ocyuwecmeasiouiue yxo0 3a RAUUEHMOM, O0ANCHbL
makice 61adems MeXHUKOU YOaNeHUs 1e204H020 CeKpe-
ma, 8KAYAs NOCMYPANbHbIIL OpeHaddc, U Obimb UHPOp-
MUPOBAHbBL 0 Memodax KuHe3uomepanuu epyoHoll Kaemixu
(Operupyrowuti maccasic);

v’ OarHble oKcuMempuu A6ASI0MCs noKazamenem spgpex -
muenocmu mepanuu. Omcocst Mo2ym 0bimb NOAE3HbL 0151
YyoaneHusi cekpema nocae mozo, Kak 0Ka3aHa NnoMoub
8 OMKAWAUBAHUU.

¢ PekomeHayeTcsi OTCAChIBAHWE CIN3U U3 POTOTJIOTKH,
HOCA W BEPXHUX AbIXaTeIbHBIX MyTeil U MCTIOIb30Ba-
HUE MEXaHUYECKOTo MHCY(IATOpa-aciupaTopa exa-
yuM TanueHTaMm co CMA 5q ¥ cuasiauM marmeHTam
co CMA 5q ¢ pecnmupaTOpHBIMU HapyIIeHUSIMU TSI
MPOMWIAKTUKY JIETOYHBIX OCIOXHEHWI! W TUTIOBEH-
tuasuuu [57].

VYpoBeHb yoeauTeabHoCTH peKoMeHaauuii C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTebCTB — 5).

KommenTapum: snekTpudeckast acliupanus U UCTIOJb-
30BaHME MHCYDIATOpa-acIMPpaToOpa JOKHBI TPOBOIUTh-
€51 y KaXIOTO MaiueHTa ¢ Hea(heKTUBHBIM OTKAIITBA -
HreM. OCHOBHBIE METONbI TPEHUPOBAHUSI MOKPOTHI JJIst
JIeXaunX U CUISTIUX MAlMEeHTOB — 3TO COYETAHUE UCTIONb-
30BaHUST HECKOJIBKMX METONOB: MEXaHUUECKOTO UHCYDIISI-
TOpa-acruparopa (OTKAILIMBATENS) U PYIHBIX KOMITPECCUi
TPYIHOU KJIETKW WJIN TOCTYPaIbHOTO IpPEHaXa B coye-
TaHUU C DJIEKTPUUECKUM acCTIUPaTopoM. Y MaleHbKUX
Y HEKOHTaKTHBIX JeTeil peKOMEHAOBAHBI MHCY(DIISTOPHI-
acmmparopsl ¢ (pyHKIMEl Tpurrepa Booxa, 4ToObl HE TPaB-
MUPOBATh JIETKWE, €CIIN TAKUE JETY 3aJePXKUBAIOT IBIXAHNUE
Y COTIPOTUBISIOTCS OTKANUIMBaHUIO. OTHOCUTETbHBIM
MMPOTUBOIOKA3aHUEM K UCIOJIb30BaHMIO UHCYDIIITOpa-
acrMparopa SIBJISTIOTCSI XpPOHUYECKUe 3a00JIeBaHUST JTIETKUX
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(HampuMep, aMmbuzema). Mcrionp3oBaHre MHCYDIISITOpa-
acmmpaTopa B TaKO¥ CUTYallMU JTOJDKHO OBITH B3BEIICHO
IIPOTHB BO3MOKHBIX PMCKOB ITHEBMOTOpPAKCa.

Hpyrue Metoabl NpoPMIaKTUKKM TUIIOBEHTUISIINI
(TTOCTYpaJIbHBIN ApeHaX 1 MePKYCCUOHHBIN Maccax — CM.
pasnen «4.1.1. Hetexuuueckne MeTOAB peabUIUTALIMMA
JIEXXKaYUX TTAIIUCHTOBY ).

® PekomeHnmyeTcss HeMHBa3MBHAS BEHTIUISIIIUS C TBYX-

YPOBHEBEIM TIOJIOXKUTEIBHBIM HaBiieHrueM (bullAIT)

BceM manueHTaM co CMA 5q ¢ cuMIIToMaMu I1C-

(GYHKIIMM IbIXaTeThbHON MYCKYJIATyPHI IS PO HITaK-

TUKU TUIOTPOMUU TPYTHON KIIETKH, OOJICTUYCHUS

OABIIIKA U OOPLOKI C TMIIOBEHTWIISILIMEH [57, 72].

VYpoBeHsb yoemuTesbHOCTH peKoMeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KommenTtapuu: pemienue o6 ncnonb3oBanu HUBJI
MMPUHUMAETCS WHAWBUIAYAJIBHO B KaXXIOM KOHKPETHOM
ciaydae. OHa, 0e3ycIIOBHO, HEOOXOOMMA TIPY HAJTUIUH TH-
nepkanHuu B gHeBHOe BpeMsi. Hounass HUBJI ymenbina-
€T CUMIITOMBI HapyIICeHHOTO IBIXaHWUS BO BpeMs CHa
U yiydiaeT KadectBo xku3Hu. HUBJI pomkHa KoMOMHM-
POBAaThCS C TEXHUKOM OYMCTKU IBIXaTeIbHBIX ITyTeil. Mc-
nonb3oBanue HWUBJI ¢ Gonpiioit pa3zHuueid gaBleHUM
JIake B TeUeHHE KOPOTKMX THEBHBIX IEPHOIOB MOXET
VIIYYIIATh Pa3BUTHE TPYIHON KIIETKU M JIETKHX, a TaKXKe
YMEHBIIUTD AeopMaIio pedep U IPyIUHBI Y JIeKAINX
W CUASYUX IMarreHToB. O0s3aTeIbHO CAeIyeT ITPOBECTH
VHIWBUAYaIbHBIN Toaoop macok mist HUBJI. UnauBuay-
aJIbHBIN TTOIOOP MPOBOIUTCS ITO PE3YIBTaTy OCMOTpa pe-
OeHKa ¢ BOBMOXHOCTBIO BEIOOpa M3 HECKOJIBKUX THUIIOB
MAacOK Pa3HBIX Pa3MEPOB C YYETOM aHATOMUYECKHUX OCO-
O6eHHOCTel cTpoeHwms uiia. O0s13aTeIBHO UMETh U MCTIONb-
30BaTh MOIIEPEMEHHO IBE pa3HbIe MACKKA OMHOBPEMEHHO,
YTOOBI CHU3UTD PUCK PA3BUTHS IIPOJICKHEH 1 meopMariim
JINIIEBOTO cKejleTa. TWIl MacKy 3aBUCUT OT BO3pacTa pe-
OcHKa, eT0 MPEIITOYTCHU 1 MHBIX O0CTOSTEIBCTB. ONTH-
MaJIBHO MCIIOJIb30BaTh U HOCOBYIO MacKYy, 1 HOCOPOTOBYIO
macky. [Tong6op napamerpoB HMUBJI momkeH ocyiecTs-
JISITBCS TIOA KOHTPOJIEM TTOKa3aTelIell Ta3000MeHa (HOYHast
ITyJIbCOKCUMETPHSI, KAITHOMETPHSI, KaITHOTpadus MU KC-
clleqoBaHNEe KMCJIOTHO-OCHOBHOTO COCTOSTHUSI M Ta30B
KPOBH), C Y4ETOM PabOTHI AbIXaTEeTbHBIX MBIIIIIL 1 CYyOBEK-
THBHOTO KoMdopTa IMarreHTa.

¢ He pekomeHayeTcs HEMHBa3MBHAsI ICKYCCTBEHHAs BEH-

TUJISILIMSL JIETKUX C TIOCTOSTHHBIM nmaBieHueM (CullAIT)

nmauueHTaM co CMA 5q ¢ cuMntoMamMu AUCHYHKIIUN

IBIXaTeJIbHOM MYCKYJIaTyphl TSI 00JIETIYCHUSI OBIIIKI

1 0OpBLOBI C TUTTIOBEHTUJIsILIME [57].

VYpoBeHb yoemuTebHOCTH peKoMmeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

® Pekomenmyercsl oOecIIeueHIE PeCITMPaTOPHBIMU MO-

HUTOpaMHU 1 aHECTE3NOJIOTMYECKIMH CHCTEMaMH (all-

mapatamu bullAIl-Tepanun) mamueHToB co CMA 5q

C CUMITOMaMHU TUC(PYHKIINU IBIXaTeIbHOM MyCKYyJIa-

TYPHI IJI OCYIIECTBICHUSI HECMHBA3MBHON BEHTUJISI-

LIMK JIETKUX Ha JoMmy [57, 72].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TIOKA3aTEIBCTB — 5).

KomMmenTapumn: poauTenn MallMEHTOB MTOJDKHBI OBITh
obecTie4YeHBl MEIUIIMHCKAM 000pyI0BaHNEM — MEIIKOM
IBIXaTeJIbHBIM peaHMMAIlMOHHBIM THITa AMOY, TIpU He-
00XOIUMOCTH — 3JIEKTPOOTCOCOM C aKKyMYJISITOPHOI 0a-
Tapeei U U3AeINeM MEAUIIMHCKUM TSI IbIXaTeIbHOM Te-
parmu (ammapatoMm BullAll-Tepanum) mist OMaITHETO
MOHUTOPHMPOBAHUS PECITUPATOPHBIX (PyHKIMIT. Pomnrenn
TIOJDKHBI OBITh OOYJIeHBI IIPaBUJIaM X TIPUMEHEHUS.

® PekoMeHayeTcs HeVMHBa3WBHasi BEHTWISILIMS JIETKUX

B COUYCTAHMM C TEXHUKOW OUYMIIECHUS IbIXaTeIhHBIX

MyTel XOOsI4nuM M cuagyum namueHtam co CMA 5q

B OCTPBIX CUTYaUsIX (MH(EKITNS TbIXaTeIbHbIX ITyTe)

C LIeJIbIO MPO(UIAKTUKY Pa3BUTHUS OCITOXKHEHMI [57].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KomMMeHTapun: eciii B OCTPBIX CUTYaIMsIX BO3HUKACT
HeobxoguMocTh TpuMeHeHuss HUBJI, To nomkeH ObITh
pPacCMOTPEH BOIIPOC O HAJTMIWHU CPEICTB IS IIPOBEACHMS
HUBIJI noma.

3.3.3. Ilaaauamuenas meOuuuHcKas noMould

ITlarauamuenas nomowp — no0x00, yeavblo KOMOPO2o
A6A51EMCA YAYHULEHUE KAYeCMBA JHCU3HU NAYUEHMO8 U YAeHO8
Ux cemeil, 0KA3a8UUXCSA neped AUUOM YePOICAIOU,e20 JHCUZHU
3abonesanus. Ima yeab docmueaemcsi nymem npedynpesicoe-
HUs u obaeeuenus cmpadanuil 61a200aps paHHeMy Gbiséae-
HUI, MuamensHoil oyeHKe U KYRupogarurw 604U u opyaux
MAOCMHBIX DUUHECKUX CUMNMOMO8, A MAKICe 0KA3AHUI0
ncuxocoyuanvroil u dyxoseroti noddepcku [ 77]. Ihasnas 3a-
daua narruamueroil nomowu — docmudicernue, noodepicka,
COXpaHeHue U nogbluieHue, HACKOAbKO M0 803MOJNCHO, Kaye-
cmea wcusnu nayuenma. O0Hako onpedeaums, ymo makoe
«Kauecmeo JHCU3HUW» , MOJNCem MOAbKO CaM NAYUeHmM, HYlcoa-
rowutics 6 naaauamuenoi nomowu [78]. Baxcro ne npomu-
B80NOCMABASIMb AKMUGHOE (UHMEPBEHUUOHHOE) eYeHUe Nal-
AUAMUBHOL NOMOWU, A 3AUMHO UX OONOAHAMb.

Omcymcmeue KOHCeHCyca U Haauvue pacxoxncoeHuil
60 632/10ax HA NAAAUAMUBHBLI U UHMEPEEHYUOHHbLI N00X00
K aeuenuto nayuenmos co CMA npusnaemcs 6 psde npozpam-
MHBIX DOKYMeHMO08 no danHomy 3aboneganuto [79]. Ilpu om-
cymcmeuu 6oae3nb-moouguuupyrowei mepanuu CMA pso
ceMmell 60CNPUHUMANU UHMEPBEHUUOHHbLI N00X00, 0COOeHHO
mpaxeomomuio, Kak cozoarue KoHaukma mexncoy Kavecm-
B0M JCU3HU U ee NPOJOAICUMENbHOCbIO, KAK npodaeHue
cmpadaHuil nayuenma 6 6oavuueil mepe, 4em obneeuerue obpe-
MeHu e2o 3abonesanus [80]. Koncencyc sxcnepmos 6bia 0o-
CIUSHYM 8 MOM, YMO NpU 8e0eHUU NAUUEHMO08 CO CNUHANBHOLL
MbluleuHoil ampogueil HeoOX00UMO NOAHOUEHHO 0003HAYUMb
04151 HUX OUana3oH MepanesmuuecKux 603MOICHOCHell U Kop-
DPEKMHO NPOUHGOPMUPOBAMb, YMO 8blO0P NAANUAMUBHOU
UMY UHMEPBEeHUUOHHOI noddepiicusaioweii mepanuu He 8-
A5emcsi MOAbKO AUlLb OUHAPHBIM 8b100pom (8blbopom 1 u3 2)
[80]. Taxum obpazom, mexncoyrapoounas pabouas epynna
6 2007 e. He cmoena npuiimu K c02AacUi0 8 OMHOULeHUU
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NAAIUamMueHOL NOMOWU U MO2AA MOABKO NPUSHAMb CYUeCc -
BeHHbIe SMuHecKue npodaembl, KOMopble 00ANCHbL YHUMbIEAMb-
¢ npu NpuHAMUU peuienus o nomouu 6 konmexcme CMA,
6 OaHHbLIL MOMEHM MAaKice ¢ y4emom NOCAeOHUX mepaneemi-
yeckux nooxodos [79]. Ilocaedyrowue nybauxayuu makoice
He npueenu K KOHCEHCYCy OMHOCUMENbHO CMAHOApmMo8 na-
auamueroil nomouwu npumenumenvro kK CMA [81].

Hammame Bo3MOXHOCTH MATOTEHETUYECKUX METOIIOB
JICUCHMS TAeT CYIIECTBEHHBIC OCHOBAHMS JUIST HAIEXKI
Ha M3MEHEHNE MPOTHO3a, OMHAKO HEKOTOPHIE TTPOOJIEMBI
HYXXIAIOTCS B JaTbHEHIIEM N3YICHUH, TIPEXKIE YeM MOXK-
HO OyzIeT pa3padoTaTh CTaHAAPT MAJTUATUBHOMN ITOMOIIITN
B orHoweHnn CMA [60], BKJTI04Yast HEOOXOIMMOCTD Pa3b-
SICHEHUST 3HAUYCHISI TTAJUTMATUBHO TTOMOIITH JIJIST TTAIIEHTOB
co CMA [57]. MexnyHapOgHBIMU 3KCTIEpTaMU TIpU3HA-
eTCsI, 9TO KITIOUEeBOI 3amaueii SIBJISIeTCS] OTKA3 OT JUXOTO-
MIYECKOI MOJIEIH, KOTOPAsI IIPOTUBOIIOCTABIISIET aKTUBHOE
JICYCHHE B paMKax ITaJUTMaTUBHON MOMOIIIH, B ITOJIb3Y MO-
JIeJIM B3aMHOTIO JONoaHeHus [57].

® PekomeHnayeTcsd MHBa3WBHAsl BEHTUJISILUS JIETKMX Ma-
mueHTaM co CMA 5q ¢ HaJoXeHUEM TPaxeoCTOMBI
npu oTcyrcTBUM 3(pdpekra ot HUBJI mnmu HeBo3MOXK-

HOCTH €€ OCYIIECTBJICHMS IS TTONIePKaHUS KU3HU

nauuveHTa [82].

VYpoBeHb yoemuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMmeHTapuu: peireHre OTHOCUTEIBHO MUCIIOb30Ba -
Hus ponrocpouHoit MBJI mpenrionaraer corocraBieHre
MHOTOYMCIEHHBIX (PaKTOPOB «3a» U «IIPOTUB», SIBIISIETCST
CYOBEKTUBHBIM 1 HE MOXKET IIPUHUMATHCS CAMOCTOSITEIIb-
HO OJHO CTOPOHOH (TOJILKO MAlMEHTCKOU WM TOJIbKO
BpadeOHOI). DTUYHBIM B JTAaHHOM cjiyyae OymeT TaKou
TIOIXO, TIPM KOTOPOM YaCTHBIE MHEHMSI 1 YOSXKICHUSI Bpa-
Ya MOTYT OBITh IIPEACTABJICHBI CEMbE BMECTE C TTPEIUIOKCH -
HBIMM BapuaHTaMU JiedeHUs [83]. Pe3ynbraTel HECKOIBKIX
HCCIIEIOBAHNN YKA3bIBAIOT HAa CYIIECTBEHHBIC Pa3JIMUMSI
B OTHOIIICHUM U TTPAaKTUYECKOM ITOIXOIE Bpadeil K pecIm-
paTtopHoOI Tmoanepxke nanueHToB co CMA 1 [84—85].
Pomurtenu n npyrve nuia, oCyIeCTBISIIONINE YXOI, CUM-
TaloT, YTO Y HUX JOJIKHO OBITh ITPaBO BbIOOPA B MOJIb3Y WU
IIPOTUB MCIOJIb30BAHMSI MCKYCCTBEHHOM BEHTUJISILIMM JIeT-
Kux Ha moMy. CTpecc W BOJHEHHE Yy POIMTENICH B TaKOU
CHTYaIlMY BBI3bIBajIa HEAOCTaTOUHAS HoanepxKa ((hrmHaH-
coBasl, TICUXOJIOTHYeCKas U mpakThdeckas) [85]. Heobxo-
MO TIPU3HATH, UYTO, K COXAIICHUIO, B PEATbHO CIOXWB-
1Ieficsl KNMMHUYECKOM TpakThKe pelneHue o Hayajae MM BJI
MOXKET OBITh TIPUHATO 0€3 COTIacHsl 3aKOHHBIX IIpeAcTa-
BuUTeneit peoernka. OTcyTcTBre MH(MOPMUPOBAHHOTO BbI-
06opa M MIA0JIOHHBIN ITOAXOI K JICUCHUIO TIPS TCTBYIOT
IUTAHUPOBAHUIO 1 OTPaHUYMBAIOT BO3MOXHOCTD TIPUHSITHS
pelenwuii [82].

® Pekomenayercsa BKJIIOYEHHWE B MPOLIECC TPUHSATUS

PEIIeHNH 10 IMAJTMAaTUBHOM ITOMOIIM Ha BCEX ATarmax

3a00J1eBaHUSI C TIPEIOCTABICHIEM TTOJTHOI 1 KOPPEKT-

Hot nH(popMaunu poauteseii mameHToB co CMA 5q

JIIJISI TOTO, YTOOBI ITIOMOYB 3aKOHHBIM TTPEACTABUTEIISIM

pebeHKa caenaTb MH(PpOPMUPOBAHHBINA BHIOOD B MOJIb-

3y OKa3aHUs eMy ITAJTMaTUBHOM ITOMOIIIN B COOTBET-

CTBHUU C MX YOCXKXICHUSIMU M TIPEAIIOUTeHUSIMU [83].

YpoBeHb yoenureasHOCTH pekKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

¢ PekoMeHayeTcs oKazaHUWE JOCTYITHOW MaIMaTUBHOM

MeIMIMHCKON oMoy manueHtam co CMA 5q,

KOMIUIEKCHO OCYIIECTBIISIEMOI COTPYTHUKAMM MEI-

IUHCKUX OpraHM3aldii M WX IoApa3nejieHuid, oKa-

3BIBAOIINX CHCINATN3UPOBAHHYIO ITAJUIMATUBHYIO

MEIUIIMHCKYIO TTOMOINb ACTSIM, B PEryJSIpHOM B3a-

MMOJICHCTBUHM C CeMbel IJIT 00ecTieYeHUS ITOTPEeOHO-

CTei TIallMeHTa W €ro 3aKOHHBIX TpeacTaBUTENIeH

Ha pa3IMYHbIX 3Tarnax 3aboneBaHus [57].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KommenTapum: najivaTiBHasi TOMOILLb MOXET OKa3bl-
BaThbCSI Ha BCeX dTalax BeaeHus manmeHTa co CMA:
MpU MOCTAHOBKE AMarH03a, BO BpeMsI IPUHSITUS KJTIOUEBBIX
TepareBTUICCKUX PEIICHUI, IPY BOSHUKHOBESHUH K13~
HEYTpOXAIOIMNX COCTOSTHUM, a TaKxKe B TEPMUHAJIBHOM
(aze 3ab0meBaHUS.

¢ PekoMeHayeTcs BKJIIOUEHUE TIJIAHOBOM OLIEHKU 00U

COIIACHO IIIKaJIaM, COOTBETCTBYIOIIM BO3PACTy U YPOB-

HIO HEPBHO-TICUXNIECKOTO Pa3BUTHSI peOeHKa, ITaIl-

entaM co CMA 5q mist mogoopa o6e30omuBanus [87].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTECIIBCTB — 4).

4. Peabunumauus

B nacmoswee epems doxkazano, ymo peeyaspHas gusu-
Yeckas mepanus u peaduUAUMAayus NAYUEHmMo8 CnocoOHb
usMeHums Kpueyio ecmecmeernoeo meuerus CMA 5q: noswi-
Cumb npo0OANCUMENBHOCDb U KAHECME0 HCUSHU RAUUEHMO8,
YAYMUUMd QYHKYUOHANBHBLI U cOUUanbHbiil cmamyc. Peanu-
3ayust SMotl KOHUENYUU 803MONCHA MOABKO 6 (hopmame yeab-
opuenmuposantoli peaburumayuu. Tax, peabusumayus
nauuenmos co CMA 5q cmaeum neped coboii caedyrouue
yenu: yseautums MoOUAbHOCHb NAYUEHMO8, 3aMe0AUmd Npo-
epeccuposanue ampoguu Muluy,; npedomepamums pa3eumue
B8MOPUYHBIX OPMONnedu4eckKux ocaoxcHenuil. Lleau doaxchvl
cmasumuvCs Kaxk npu noecedHesHoli pabome c peberiom (pe-
aburumayus 00pazom HCU3Hu — mozoa Mo CO8MeCmHAs
paboma pusuueckoeo mepanesma-Kypamopa, pooumenell
U UH020a camoeo pebenka) — bonee 00A20CPOUHbIE Ueal, MaK
U ¢ Kaxcobim npuxo0om pebenka Ha Kypc peabusumayuu é pe-
AOUAUMAYUOHHDLTL YeHMDP — KPAMKOCPOUHble U OMCPOYEHHble
yeau.

Tlpoyecc docmuicenus nocmasneHHbIX yeaell peadbuiu-
mayuu onpedensiem caedyroujue 3a0a4u:

* He donycmumb (POPMUPOBAHUS NPUBIUHOZO NOPOUHOZ0
NOA0MCEHUS. KOHEHHOCMeI U UX Ce2MeHmMO8, U, KaK cAeo-
cmeue, paHHUX KOHMPAKmyp;

* 3ameodaums npoyecc ampogpuu mvludy, om beszoelicmeus;

* NPensamcme08ams 0eceHepamueHOMY YKOPOUEHU) Mbl-
UIeUHbIX BONO0KOH,
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* nPooAUMb YHKYUOHANBHYIO AKMUBHOCMb NAYUCHIN0E;

* NPensmcmeosams pa3eumu0 KOHMpaKmyp cycmaeos

KOHeuHocmell,

* yeeauuums nOOBUNCHOCIb NAUUEHMO8 (COXPAHUMb/NO-

8biCUMb 00BeM U AMIAUMYOY 08UNCCHUIL);

* dambo BO3MONCHOCMYb (DU3UON02UMECKOMY PAZBUMUID

U PYHKUUOHUPOBAHUI) BHYMPEHHUX OP2AHO8 U CUCIEM.

Memodwt peabusumayuu CMASq deassmes ha nemexHu-
ueckue (K HumM omuocamcs Quzuyeckas mepanus: JIDK,
maceac; pacmsiceHue molidy, U dp.) U mexnuueckue (opme-
3UposaHUe U KOPCemuposanue myaoeuuia U KoHeYHocmeil),
BKAIOUASL XUPYPUHECKYI0 KOPPEKUUIO 0PMONneou4ecKux npo-
baem, nPensmcmeyrouUX ux pe3yabmamueHoMy 8bINOAHEHUIO,
a makice opyzue memoosl (HAN0dCeHue UUPKYAAPHBIX 2UNCO-
8blX NOBA30K; POOOMUSUPOBAHHAST MEXAHOMEPANUs NpU 3da-
bonesanusx nepugepu1eckoil HepeHoI cucmembl, NPUMEHeHUe
mpeHaicepos peabuAUMAayUOHHbIX, NAA8AHbE U pu3uome-
panus).

IIpu nposedenuu peabusumayuoHHbIX MEPONPUSMUIL He-
06x00uMo:

* cmapamoCsi 6CMPOUMb QUIUHECKYI0 Mepanur u peey-
ASAPHBIE YIPAXNCHEHUS 8 NOBCEOHEBHYI0 AKMUBHOCMb pe-
beHKa, cgopmuposams Ha UX OCHo8e 06pa3 e2o JHCU3HU,
V4UMbIBAMb, YMO OOMUHUPYIOUUM CUMAINOMOM Y Oemeli
A645€MCs YCMAAocmy, a 3Ha4um, pacnpeoessimo usu-
YeCKYH Ha2PpY3KY HA 8eCb 0eHb — «NOHEMHOR2Y, HO YACMO»;
uomu «Ha wiae enepedu» — cmasums yeau peabuiuma-
yuu Ha baudcaliuiiie HeCK0AbKO Mecsyes 8nepeo ¢ yHemom
meKyueeo cKeaemHo-MbluledHo20 cmamyca nayueHma
U NPOCHO3UPYEMBbIX YXYOUleHULL;

BAJICHO, UMOObL 8 NOBCEOHEBHOI JCU3HU Y pebeHKa Oblau
3a0elicmeosanbl 8ce cKeaemHble MblullYbl U HUKAKUE He
0Cmasanucs 8 besdelicmeuu.

Hekomopuie pexkomendauyuu no peabusumayuu HOCAM
obwULl xapakmep, U OHU OOANCHBL OCYULECNBATMbCS 051 8CeX
nayuenmoes co CMA 5q. Ho, eosops o peaburumavuu nayuenmos
co CMA 5q, 60aee 6epHbim NOOX000M 5645eMCS He PAHHCUPOBA-
Hue nauuenmoe Ha munosl 3abonesanus (CMA I, CMA 11,
CMA I11), a pazdenenue Ha hyHKUUOHANbHBIE KAACCHL (CM. Bblle):

* aexcayue (n030HAA HeambyramopHas cmaous);

* cudauue (panHss HeambyA1amopHas cmaodus);

* xo0auue (ambyramopHas cmaous).

Jlannas yHKyuonarvHas Kaaccupukayus no3eonsem
KOHKpemu3uposams 3ada4u peabusumayuu 045 onpeoene-
H020 NayueHma c y4emom e2o 803MoNcHocmell (cM. pazdensl
«4.1. Peabusumayus nexcauux nayuenmos», «4.2. Peabuau-
mauyus CuoAUUX nayueHmoe» u «4.3. Peaburumayus xoosuux
nauyuenmos» Huxice).

® Pekomenmyercs ocMOTp (KOHCYIIBTaLMs ) Bpada 1o JIOK

BceM marmeHTaM co CMA 5q 11 cocTaBieHUs IUIaHa

3ansaTuii mo JIOK [88].

VYpoBeHb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pekomenmyercst o0CMOTp (KOHCY/IBTAINST) Bpada-(hHu3no-

TepaneBTa BceM nauveHTaM co CMA 5q 11 cocTaB-

JieHus iaHa ¢pusnoteparu [30].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb

JIIOCTOBEPHOCTH TOKA3aTEeIBCTB — ).
® PekoMeHIyIOTCS ITPOIICAYPHI IO adalTallii K YCJIOBH-

IM MakKpocpeanl BceM nauueHTam co CMA 5q, nmero-

IIMM JIBUTATeIbHBIC HApPYIICHUs, IJIS ITTOBBIIICHUS

KauecTBa xusHu [20].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KommenTapuu: HeoO6X0IMMbI MEPOTIPUSATHS O aaar-
TallMK JOMAIITHEH (M IPYroil OKpyKarleit) 00CTaHOBKHU
11T oOecTiedeHUSI MaKCUMAaJIbHOM HE3aBUCUMOCTH TTaIly-
€HTOB 3a CYeT 0€30MaCHOCTH U NOCTYMMHOCTU BCEX HEOD-
XOIUMBIX UM CPEACTB.

¢ Pekomennyercs JIOK mpu 3a60meBaHUsIX TTIepudepr-

YeCKOM HepBHOM CHICTEMBI M CYCTaBOB BCEM ITALIMEHTAM

co CMA 5q ¢ 1ienmpio yBeIMIeHUsI 00beMa U aMITINTY-

JIbl ABUXKEHUI Y MPOMUIAKTUKY PA3BUTUS KOHTPaK-

Typ [88].

YpoBeHb yoenureabHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH 10Ka3aTeJIbCTB — J).

KomMeHTapuu: BackHO OOpPOTBHCSl 32 COXpaHEHUE TeX
NBUKEHUI, KOTOpBIE €CTh Y peO€HKa B HACTOSIIIEE BPEMSI.
7151 5TOTO XOPOIIIO UCIIOIh30BaTh KWHE3NOTePaTrieBTHYC-
CKUIA UTPOBOI TTOIXO TP BOBJICUCHNH PeOCHKA B YIIpaXK-
HCHMSI.

¢ PekoMeHayeTcsa Maccax T'PyOqHON KJIETKWM MEAWIIH-
ckuii BceM mmanneHTam co CMA 5q ¢ pecmupaTopHBI-

MM HapyIICHUSIMA W IS TPO(IIAKTUKY JIETOTHBIX

OCJIOKHEHUI 1 runoBeHTIISIIIA [30].

YpoBeHb yoenureabHOCTH peKoMeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTH 10Ka3aTeJIbCTB — 5).

KommenTapuu: Maccak HOCUT MEPKYCCUOHHBIN XapakK-
Tep ¥ OCHOBHO €T0 1IEJIbIO SIBJISICTCS APSHUPOBAHNUE BepX-
HUX IBIXaTeJIbHBIX ITyTeil. ExxeqHeBHBIN ITepKyCCUOHHBIN
Maccax TpyIHON KIIeTKH (TIOCTYKMBaHYsI/BUOPAIIAHN TI0 XO-
Iy pacIpoCTpaHEHMSI TPaxeoOPOHXUAIBHOTO IepeBa OT
HIDKHUX OTIEJIOB JIETKHX K BEPXHUM) COYETAIOT C TTOCTY-
paJIbHBIM IPEHAXKOM C LIEbIO OTBEICHUS CKAIUIMBaIOILIE-
CsI MOKPOTHI.

¢ Pekomenmyercsa JIDK 1pu 3a001¢BaHUSIX BEPXHUX IbI-

XaTeJIbHBIX IyTelt (KMHe3MOoTepaItis TPYIHOM KIISTKI

WIN TIOCTYPaJIbHBIN IpeHaxk) BceM ITallMeHTaM CO

CMA 5q ¢ pecriupaTOpHLIMUA HapyLICHUSIMUA U IS

pOPUIAKTAKH JIETOYHBIX OCIIOKHEHUI W TUTIOBEH-

Tunsmn [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

¢ PekoMmeHayeTcsa MexaHOTepamnusl MpU 3a00JeBaHUSIX
neprudepruIecKoit HEpBHOM CUCTEMBI BCEM ITalIICHTaM
co CMA 5q ¢ uenbio yBeInueHs o0beMa 1 aMITIATY-

JIbl ABUXKEHUI Y MPOMUIAKTUKY PA3BUTHS KOHTPaK-

Typ [88].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KomMMmenTapuu: naieHTaM peKOMEHAYETCs pOBeae-
HHE PaCTSIKEK, COMMPOBOXIAEMBIX JIETKMM MaccaXeM
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(pasorpeBaroliee neiicTere). MUHUMAaIbHAS YacTOTa 3a-
HSTUI I PaCTSKKU U YBEJIMICHUST 00beMa IBMKCHUI
IIJIS JIesKaunX MallMeHTOB COCTaBIIsIeT 3—5 pa3 B HeIello,
JUISI CUASIYMX MALIUEHTOB — 5—7 pa3 B Heaeno. nurens-
HOCTbD 3aHATUU M1 3(D(HEKTUBHOTO PACTSKCHUS U YBe-
JIMYEeHNST 00beMa IBUXKEHUS 3aBUCIT OT KOHKPETHBIX
IMOTPeOHOCTEH MAaIIeHTa, COCTOSHHS CYCTAaBOB U IeJIeH
peaduIuTaluu.
® PekomeHnayeTcd eyeOHOE MJIaBaHKe B OacceiiHe BCEM
nmaureHTaM co CMA 5q I u 111 mig obneryeHust nBu-

KxeHuii [89].

VYpoBeHb yoemuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KomMmeHTapum: 3aHTHS TUIaBaHUEM MOJIE3HBI U TTPU-
aTHBI maureHTam co CMA. Bopna HeliTpanusyeT neiicTBre
CWJIBI TPABUTAIIMK HaA TEJIO peOCHKA, YTO ITO3BOJISIET MY
Mo-ApyromMy MoYyyBCTBOBATh CBoe Tejo. IlinaBaHue — Xo-
poiras a3poOHast TPEHUPOBKa. DTO BapHaHT aKTUBHOTO
JIOK g pebenka co CMA. Kpome Toro, rraBaHue 1o-
BBIIIIACT SMOIIMOHAIBHBIN (DOH mereil. MeTom He mMeeT
a0COMIOTHBIX MTpoTHBoMNoKazaHuit mpu CMA. PekomeHmy-
eMasl TeMITepaTypa Bonbl B 0acceitHe 30—33°C (onTuMaib-
HBIC TeMIIepaTypHbIE paMKH JUISI HAWJTy4YIIIero MeTabo-
Jm3Ma MbI). [TepBble HECKOIBKO 3aHSITUI TOJKHBI
IIPOXOAUTH HE TOJIBKO C POTUTESIMU, HO M C MHCTPYKTO-
pOM, KOTOpPEIi 00yunT ponurtesieid. [lepem KaxKmbIM 3aHsI-
THEM HeOOXOIMMO OIICHUTh COMAaTHIECKOE OJIaroIroIydne
pebeHKa.

® Pexomennyercst JIOK ¢ mcrmonb3oBaHMEM amIapaToB

1 TPeHAXXePOB P 3a00JIeBaHUAX MeprdepruIecKoit

HEpBHOM cucTeMbl BceM mamueHTtaM co CMA 5q

IIJIST TIOMIE PXKaHUSI IBUTATEIbHOM aKTUBHOCTH U TIPO-

(PUMITaKTUKN pa3BUTUS KOHTPAKTYp [88].

VYpoBeHb yoemuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KommenTapum: 1151 ieXkaurx MalMEHTOB BIOJHE MOXET
MIPUMEHSTHCS TPEHaXKep-BeJIOCHUTIe T (BEIOTpEeHAXeD).

® PekomeHayeTcs1 030KEpUTOTEPAIUS 3a00I€BaHUM TTEpU-
¢eprueckoii HepBHOI crcTeMbl TateHTaM co CMA 5q
¢ (GopMHpPOBaHWEM KOHTPAKTYp Ui YMEHBIICHUS

CTeneHM UX BeIpaxkeHHOCTH [30].

VYpoBeHb yoemuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pekomenmayercs napaduHoTepanus 3a00IeBaHMi1 TIepH-
¢eprueckoii HepBHOI crcTeMbl TTateHTaM co CMA 5q
¢ (GopMHpPOBaHWEM KOHTPAKTYp Ui YMEHBIICHUS

CTeIeH! BRIpaXKeHHOCTH KOHTpaKTyp [30].

VYpoBeHsb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® PekomeHayercsi TpEHMPOBKA C OMOJIOrMYECKOi obpart-

HOM CBSI3BI0 TI0 3JICKTpOMUOTpadmu Impu 3a00JIeBaHN -

SIX TIeprepUIeCKO HEPBHOM CUCTEMBI (MUOCTUMY-

sumst) mammeHTam co CMA 5q u1st TommepKaHusT

(YHKIIMOHAIBHBIX BO3MOXHOCTEM MbIil [90].

VYpoBeHb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

¢ Pekomenayetcsi MexaHOTepanus U poOOTU3UPOBAHHAs

MeXaHOTepaIvs IIpH 3a00J1eBaHMSX TIeprdeprudecKoit

HEpPBHOI cUCcTeMBI BceM namueHTaMm co CMA 5q mig

coxpaHeHMsT 00beMa ABKeHmi [20].

YpoBeHb yoenureasHOCTH peKoMmeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KommenTapum: 1151 gexayux NalMeHTOB MOTYT MpuY-
MEHSTBCSI TPEHAXXEPHl peadIMTallMOHHbBIC (BEJIOTPEHA-
Kep), IJIST CUASTINX TTAlIMEHTOB — HabOp peadMIUTallnOH-
HBIX U3ACNINI TIPU HApYIICHUSIX OMIOPHO-IBUTATEIIHHOTO
armapara, IeInaTpuIeCKil U ApyTrrue TpeHaXepsl peadu-
JINTAIIMOHHEIE, I XOOSTINX — BCE BBIIICTIEPSINCICHHOE
ILUTIOC TOPOXKa OeroBast CTaHHApTHAsT MeXaHWYeCKas
WJIH C 3JIEKTPOITMTAHUEM.

¢ PekoMmeHayeTcs HaJIOXKEHUE LIMPKYJISIPHOW TUTICOBOM
noBa3ku nanueHTaM co CMA 5q ¢ KoHTpakTypaMu

B KOJICHHBIX ¥ TOJICHOCTOITHBIX CYCTaBaX IUIST YBEJIM-

yeHUs o0bema IBIKeHMi B Hux [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

KomMmenTapumn: 0COOEHHOCTU HAJIOXKEHMST LIMPKYJISIp-
HOM TMIICOBOI MOBSI3KM Y TTarieHToB co CMA — rurco-
BaHNE KOPOTKUMU KypcaMu (Ha 5 mHeit yepes 2 THS).

¢ PekomeHayloTcs ycayru no MeIMIMHCKOM peabuanTa-

LM JIE€TEeN C HEMPOOPTOIIEANIECKON ATOJIOTUENA METO-

JaMU JiedeOHoro TeinmpoBaHus rmarpieHTam co CMA 111

C LIEeJTbIO YMEHBIIECHUSI HAarpy3K1 Ha MBIIIIIBI [91].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH JIOKA3aTCIBCTB — 4).

KomMmenTapuu: 1aHHasi METOAMKA MOXET MCIIOJIb30-
Bathbed y aeteii co CMA. Teitrt ciocobeH NpyuHUMAaTh Ha ce-
051 9aCTh HArpy3KH MBITIIIBI, TEM CAMBIM JaTh IIOYYBCTBO-
BaTh IMallMEHTY paboTy cBoeit MBIIIIEL. [IpearoureHue
OTHAeTCsI MOHOTEHIUPOBAHUIO (TEUITUPOBAHUIO OTHOM
KOHEUYHOCTHU ), YTO MO3BOJISIET PEOEHKY «COCPEAOTOUNTHCSI»
Ha KOHCYHOCTH, TIOYYBCTBOBATh MBIIIICYHBIN TPUTTEP TEHi-
MMMPOBAaHHON KOHEYHOCTH.

4.1. Peabnimranus jiexkaunx NanueHToB

OcHo8HOE NoA0dCeHUEe dIMUX NAYUECHMOE 8 0OMAUHUX
VCAOBUSX — NONOICEHUE «AeHCA», KOMOPOE ONACHO (POPpMUPO-
BAHUEM NPUBBIUHBIX (3ANOMUHAIOUUXCS) HOPOUHBIX YCIAHO-
60K KOHEYHOCMeEll U UX CeeMeHMO8 66Uy OeliCMEUs Cua epa-
sUMAayUU HA KOHEYHOCMU U OMCYMCMEUs CHOCOOHOCMU
nayueHma K aHMu2pasumMaylOHHbIM 0BUNCEHUSIM, a MAKICe
BOBHUKHOBEHUEeM 0caoxcHenul. Tak, xapakmepHas ons makux
demeli (6 cuny carabocmu Mvluily, — a00yKmopoe bedep) nosa
«/1edca Ha ChUHe ¢ NOBEPHYMbIMU HapYICy bedpamin» cnocoo-
cmeyem He MmoabKo (hoOpMUPOSAHUIO NAPANUMUHECKUX GblEU-
X086 Ma300e0peHHbIX CYCMAB08, HO U BO3HUKHOGEHUIO MAJCe-
AbIX nponexcHell Ha 6oabuiux eepmenax 6edep. Ouens 6axrcHo
6 5MoM KOHmeKcme, 4mo0bl N0A0NCEHUe DeOeHKa 6 NoCmenu
U Ha 210001 Opyeoll nosepxHocmu 66110 PYHKUUOHANBHO Gbl-
200HbIM U NPe0OMEPAWAN0 B03MONCHOCb Peatu3ayul no-
DOUHBIX YCMAHO0B80K U ux ocaoxcHerull. C 3moii yeavio pexo-
MEHOYIOMCS Hacmble CMEHbl NOAOJCEHUS meaa 6 NOCMenu;
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UCNOAb308AHUE NOOPYYHBIX CPeOCm8, KOMOpble MO2YM 1e2K0
UBMEHSIMb CB010 (hOPMY U NPUHUMAMb 8€C KOHEHHOCMU Ha ce-
051, mem cambim UMUMUPYs AHMUSPA8UMAYUOHHOe delicmaue
(Hanpumep, mampac, HanoaHeHHblil npocom). Cmumyasyus
N08CeOHe8HOl AKMUBHOCIU: U2Pbl U Opyeue AKMUBHblE 3aHS -
mus KaK ¢ UCNoAb308aHUEM CHREelUdNbHbIX NPUCHOCOOAeHUT
(Hanpumep, obaecueHHble USPYUIKU), MAK U 0e3 HUX O0ANCHYI
NPUMEHSMbCSL 8 MAKCUMAAbHO B03MONCHOU CIENeH .
Lleau peaburumayuu aexcauux nAyUeHmMos:
* ygeauueHue o0sema u amnaumyobl AKMUBHsIX,/naccue-
HbIX 08UNCEHULL 8 N1H0OOM CeeMeHme meaa U KOHeYHocmell;
* VAyuueHue cmeneHU KOHMPOs 20108bl/08UMNCEHUIL 8 MPAHC-
6€P3aAbHOI NAOCKOCMU 8 NON0JICEHUU <€A HA CRUHEe»;
* yayuueHue pyHHoi MaHURYAAUUL;
* co3daHue ycaoguii 04s pa3gumus U HOpMAanbHO20 (YHK -
YUOHUPOBAHUSI GHYMPEHHUX 0P2AH08;
* 3amedaeHue paszeumus UCMUHHOU ampoduu Meluly
u ampoghuu besdeticmeus;
* pazpabomka cycmaeos u npoguiakmuka oopazoeanus
KOHmMpakmyp.

4.1.1. Hemexnuueckue memoobst peabuiumauyuu
Aecavux nauyueHmoe
¢ Pekomennyiorcs ynpaxxaenus JIOK c ncnonbp3oBaHuem

ITOABECHBIX CUCTEM JIexkauuM marimeHTa co CMA 5q

C LIEJIbIO YBEJIMUEHUS 00beMa 1 aMILIUTYAbl IBUXKEHUI

1 IPOo(UIAKTUKY pa3BUTUSI KOHTpakTyp [20].

VYpoBeHsb yoenuterbHOCTH peKoMeHnauii C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

Bo Bpems 3aHATHIT GU3NYECKOI Tepanmein ¢ nexadm-
MM MauMEHTaMM YAOOHO MCIIOJb30BaTh PE3MHOBBIE WU
TPSMUYHBIE JIEHTHI 151 MOABEIIMBAHMSI CETMEHTOB KOHEY-
HocTeli. Takoi crnoco® MoAXOAUT JJIs MPUMEHEHUS KaK
Ha BepXHUX (TUIeUN), TaK ¥ Ha HIDKHUX KOHEYHOCTSIX (Oe-
IIPO-KOJIeHO-TOJIeHb). Hammpumep, ist coxpaHeHUs (yHK-
LIMOHAJIbHON aKTMBHOCTU BEPXHUX KOHEUHOCTEN MOXHO
KCIIOJb30BaTh METO/T YCTPAHEHUSI CIUJ TPaBUTALIUU TTyTEM
MOJBEIIMBAHUS MPOKCUMAJIbHBIX CETMEHTOB BEPXHUX KO-
HEYHOCTE Ha JIeHTaX, TEM CaMbIM O0€CHeYrMB BO3MOX-
HOCTb IBMXEHMU BCEM BEpXHEU KOHEYHOCTH M, KpOMeE
TOTO, 3TUM JOMOJHUTh AUATHOCTUYECKUIA TTOUCK «pabo-
TalOLMX» MBILILL B TJTYOOKO IMapeTUYHOM CETMEHTE BEPXHEN
KOHEYHOCTH (TaK, TOIBEIICHHBIM Ha JICHTE TUIEYOM pede-
HOK MOXET IBUTaTh, HAIIPUMEpP, B TpaHCBEP3aJbHOM /
(GPOHTANIBHOM TIOCKOCTSIX, YTO TTOMOTaeT OOHAPYXUTh
«KWBbI€» MOPLAU MBIIIL], YACTO Ha TJIeye 3TO MOPLUUU
JIEJTBTOBUIHBIX MBIIIIIT). DTOT e CIToco0 ImoMoraeT obec-
MMeYNUTh WTPY WIM MaHUITYJSIIHNIO PYKO#l (Hampumep,
IIJIST JKeCTa «yKa3bIBaHUsS» TP paboTe ¢ KapTOIKAMU).

4.1.2. Texnuuecxue memoost/cpedcmea peaduiumauyuu

AeHCauuUx NaAyUeHmos

s docmuicenus nocmaesneHHbIX yeneil peabuiumayuu
UCHOAB3YEMCS CMpPo2asi NPUBEPICEHHOCIb NPUHUUNAM NO-
CMYPANbHORO MEHEONCMeHma, KOMopblil eKAHaem 6 ce0s
NpaguUAbHOE NOSUUUOHUPOBAHUE (8 NOAOICEHUU «COS» — 8ep-

mukaauzayus, maxKice npedvleanue 6 meueHue OHs 6 npa-
BUNBHOM NOAOHCEHUU «CUOS») U OpME3UPOBAHUE MYN0BULLA

U KOHeyHocmeil.
¢ PekomeHmyeTcs BEpTUKATA3ALINS JISXKAUNX TTALIEHTOB
co CMA 5q c 1estbio mpodUJIaKTUKH OPTOTIEINYECKIX

OCJIOXKHCHHMI OCHOBHOTO 3a00JICBAaHUS M CO3MaHUS

(UBUOIOTTIECKIX YCIIOBHI ISl HOPMAJIBLHOTO pa3BH-

TS 1 GYHKLIMOHUPOBAHUS BHYTPEHHUX opraHoB [20].

YpoBeHb yoenuTeasHOCTH peKoMeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTM 10Ka3aTeJIbCTB — J).

KoMmeHnTapun: BepTUKaan3alus IaleHTa B OIope
DI CTOSTHUSI PEKOMEHOYETCSI CyMMapHO He MeHee 1 1
B JIcHb B 3aBUCIMOCTH OT BO3MOXXHOCTeH pedeHKa. J1Jis ma-
LMEHTOB, KOTOPbIe HUKOTIA HE MOIJIM CHUIETh, MOXET OBITh
peKOMeHI0BaHa BepTHKAIMU3aMsl HAUYMHAS ¢ BO3pacTa
14 mec.

¢ PekoMeHIyroTCS peaOIIMTALIMOHHBIC 1 aMaIITUPOBAHHBIC

IUTST UHBAJIMIOB M3NENUsI (3aIHEOIOPHBIC OIOPBI IS

CTOSTHMSI ¢ BO3MOXKHOCTBIO HakitoHa oT 90 mo 180° texa-

yyM nanpeHTa co CMA 5q st 6e3o1macHoro u Kompopr-

HOTO pa3MeIIeHMS 1 BepTUKaIN3auu pederka) [92].

YpoBeHb yoenuTeapHOCTH peKoMmeHmanuii C (YpoBeHb
JMOCTOBEPHOCTH TOKA3aTEIIBCTB — 4).

KomMMeHTapum: omopsl IUIST CTOSTHUST JOJDKHBI UMETh
(GYHKIITMOHAIBHBIN ITOATOJIOBHUK, 00ECIIeYNBAIOIINI 00-
KOBYIO U MEpeIHEe3aIHIO CTaOMIN3AINIO TOJIOBEI M HE
OrpaHMYNBAIOIINI BO3MOXHOCTH IBVMXKCHUS TOJOBOIA;
¢uKcaTopsl KOpITyca Ha YPOBHE TPYIH 1 Ta3a; (GDUKCATOPHI
HIDKHUX KOHEYHOCTE Ha YPOBHE HIDKHUX TpeTeit bemep
M KOJIEHHBIX CYCTaBOB; IMOJCTABKY M/l CTOM C PETYJIUPOB-
KOI 110 YTy HaKJIOHA; IIPUCTaBHOM cToMMK. HemanoBax-
HOM IJIsI JIeXXauynX MAIeHTOB SBJISICTCS BO3MOXKXHOCTD
BEPTUKAIM3ALIMK B OIOPE IJISI CTOSTHUSI B MOJIOXCHUU
«pa3BedeHHBIX Oeep» (HOMOTHUTEIbHAS (DYHKIIMS Y OTIOp
JUTSI CTOSTHMST), UTO TTOBBIIIIAeT KOHTPYIHTHOCTD CYCTaBHBIX
TMOBEPXHOCTEM, CITIOCOOCTBYeT (POPMUPOBAHUIO Ta300eI-
PEHHBIX CYCTaBOB, ITPOPUIAKTHUKE BEIBUXOB Ta300eIpeH-
HBIX CYCTaBOB.

® PekoMeHIyIOTCSl OPTE3bI JUIS KOHEYHOCTEN U TYJIOBU-

11, a TAKKe CIeUATM3NPOBAHHBIC 1 aIalITUPOBAHHEIC

71T THBAJIMIOB TIPUCITOCOOJICHUS VTS TIO3UITMOHUPO-

BaHUS (CMCTEMBI UISI OPTOCTATUICCKON TTOIIEPKKH,

BKJTIOUAIOIINE B ce0sI BaIMKH, (POPMOBAHHBIC TIOMYIII-

KU pa3IMYHO XeCTKOCTH ¥ KOH(UTYpaITU, UTPYIITKI)

JexaduM nmauueHTaM co CMA 5q ¢ Henblo mpuaaHus

MIPUIIOTHSTOTO, (PYHKITMOHAIEHOTO TTOJIOXKEHUS C He-

obxoauMol (uKcalMeil TyJIOBUINA M TTOIAEPXKKOMI

TOJIOBHI M IIJIST TIOOYKIeHUS peOeHKA K IBUTATESIbHOMN

akTUBHOCTH [92].

YpoBeHb yoenuTeapHOCTH peKoMmeHmanuii C (YpoBeHb
JMOCTOBEPHOCTH TIOKA3aTECIIBCTB — 4).

KomMmenTapum: opTe3bl IPeACTABIISTIOT COO0M TeXHIYE-
CKHE CPeICTBa PeadINTALINKI, MCITONb3yeMbIe IS M3Me-
HEHUSI CTPYKTYPHBIX M (PYHKIIMOHAIBHBIX XapaKTepUCTUK
HEPBHO-MBIIIIEYHON M CKEJICTHBIX CUCTEM M 00eCIIeun-
BalOIIKE, B 3aBUCMMOCTH OT MEIMIIMHCKUX ITOKa3aHMUIA,
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OPTOITEINYECKYI0 KOPPEKIINIO, Pa3Tpy3Ky, (pHUKCAIUIO,
aKTUBU3AIMIO NIBUTATEIbHBIX (PyHKINI. CyMMapHOe Bpe-
MsI HaXOXICHMS B opTe3ax — 10 8—12 4 B meHb. MuHM-
MaJjibHasl 4acTOTa MPUMEHEHUS OPTE30B IS JieKauuX
MMAlIMeHTOB — 5 pa3 B Hememo. PuKcamus rpyIHON KIIeT-
KM peKOMEHIYETCS IS CTAOMIU3aLUK TTOJOXKEHUSI, TIPO-
(GUIAKTUKY CKOJIMO3a U TSI CTUMYJISIIUY (DYHKIIMOHATb-
HOI akKTMBHOCTU. PUKCcAMS IIeW 9aCTO MCIIOIb3YeTCS
JIJ151 TIOAJEPXKKU FOJIOBBI U1 MUHUMM3ALIMY PUCKA YIYLIbS
B BEPTUKAJIBLHOM ITOJI0XEHUHU, TaK KaK (GYHKIMS KOHTPOJIS
TOJIOBBI YACTO OTCYTCTBYET WM OCaa0eHa.

® PekoMeHIyWOTCS Kpeca-KOJISICKA C PyYHbIM TTPUBO-

IIOM C JIOTIOJTHUTEIBHON (huKcalmeit (IommepKKOoi)

TOJIOBBI U Tejia, B TOM YMCJIe 71 OOJIbHBIX, TPOTYJI04-

HBIE (1711 MHBAJIUIOB W JIEeTCH-MHBAIMIOB) CUISTINM

u aexxayuM nmaureHTam co CMA 5q 11st obecrieueHUS

o011ei MoomibHOCTH [92].

VYpoBeHb yoenuTeabHOCTH peKoMmeHnanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommenTapuu: 17151 MOOWJILHOCTY U TPAHCTIOPTUPOBKU
PEKOMEHIYETCS UCTIOIb30BaTh KPeCaa-KOISICKU C PyYHBIM
IIPUBOIIOM C TOTIOTHUTEIBHOM (prKcalmeit (MomaepKKoit)
TOJIOBBI U Tejla, KOMHATHbIE W MPOTYJOYHbIE U Kpecsa-
KOJISICKH C TOITOJTHUTENbHOM (huKcalneit (oamepKKoii)
TOJIOBHI M TeJla C 3JIeKTpoIpuBoaoM. OHU M3TOTaBIMBa-
I0TCSI UHAWBUAYAJIbHO 110 OObEMHOM TPEXMEPHOI MOAEIN
3aHE MOBEPXHOCTU Teja, 3TO — JIOKEMEHThI, YCTAHOB-
JICHHbIE Ha KOJIECHYIO 0a3y Kpecsa-KOJsSICK1 COOTBETCTBY-
JolIero pasmMepa U HazHadyeHus. [Ipu nmombope Kpecia-
KOJISICKY M (DYHKIIMOHAJILHOTO Kpecia CeUaavCT J0JKEH
Y4€CTh HEOOXOAMMOCTb AOMOJHUTENbHBIX 3J€MEHTOB
IJIS TIoAAEpKaHWSl PEKOMEHIYEMOI MO3bl U BHECTU 3TO
B peKOMeHmanuu 1o u3nenuio. Cireayet yoeauTbes B MaK-
CUMaJbHOU (PYHKIIMOHAIBLHOW HE3aBUCUMOCTU U KOM-
(GOPTHOCTH NpeObIBaHUS B KPECIe-KOJSCKE.

® PekomeHnayercd npeObiBaHUWE B TOJOXEHUU «CUIS»

JnexaduM naumeHTa co CMA 5q ¢ Lienblo mpoduiak-

TUKWA OPTOMEANYECKUX OCIOXHEHUI OCHOBHOTO 3a-

OoJIeBaHMS M CO3MAaHUS (DU3MOJIOTMICCKIX YCIOBUIMA

JIJIS HOPMaJIbHOTO pa3BUTUSI U (PYHKIIMOHUPOBAHUS

BHYTpeHHUX opraHos [20].

VYpoBeHsb yoenuTeabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KommenTtapum: 111 mpeObIBaHUS B MOJIOXKEHUN «CUIST»
KCIIOJIb3YIOTCS OMOPHI U151 CUAEHUSI WIIU Kpecia-KOMSICKU
KOMHAaTHBIC C JOTIOTHUTEIbHOM (prKcanmeid (TomaepsKKoii)
TOJIOBBI U TeJla. TakKe MOJIOKEeHUE «CUAsl» B TeYEHUE THS
JIOCTUTAETCs TpeObIBAHMEM B IMPOTYJIOUHOM Kpecie-KOosic-
ke. CumeHre B TEXHMIECKOM CPEICTBE JTOJIKHO ITPOBO-
JIUTHCS B TYTOpPax Ha roJIeHOCTOIHbIE cycTaBbl. [1pebbiBa-
HHE€ B TIPaBUJIBHOM ITOJIOKEHUU «CUAST» PEKOMEHIOBAHO
CYMMAapHO 110 6 4 B IeHb.

B kaudecTBe MOMOAHUTENbHBIX (DYHKLMIA B CPEACTBE
IIJ1S CUAEHUS JOJKHBI BBICTYIIATh: (PYHKIIMOHAIBHBII MO~
TOJIOBHHUK (JTMOO TTO3UIITMOHNPOBAHNE TOJIOBBI C IIOMOIITHIO
netnu Inccona), obecreunBaroInii 0OKOBYIO U Tepe/-

He3aIHIO CTAOMIN3ALIMIO TOJIOBEI I HE OTPaHNIMBAIOIIII
BO3MOXHOCTHU IBIDKCHUSI TOJIOBOM; CHICHBE C PETyIINpPY-
e€MbIMU TTyOMHOM, IMMPUHOM 1 YIJIOM HakitoHa. KoHCTpyK-
TUBHO CHICHBE Pa3lIe/IcHO Ha Ta30BYIO M OeApeHHBIC YaCTH,
YTO TTO3BOJIIET MAKCUMAJTBHO TTOJTHO PEIIaTh NMEIOIITUECST
y pebeHKa IIpo0JIeMBI ¢ OaJTaHCOM M CUMMETpPHEH, BI3BaH-
HBbIe BTOPUYHBIMHU OPTOIEINICCKUMU OCIOXHECHUSIMU.
Perynupyemasi o BeICOTe U yIUIy HAaKJIOHA CITMHKA; (PUK-
carop TyJI0BHUIIA (KWJIET), MPeaoXpaHUTEIbHBIN Ta30BhI
TIOSIC, PeTyIMpyeMble TTOUIOKOTHUKY; pa3neIbHBIC pery-
JINpyeMbIe TTOMHOXKH ¢ (DMKCAaTOPAMM CTOIT; IIPUCTaBHOMN
CTOJIVK; TIPOTUBOIIPOJICKHEBASI TIOMYIIKA.

* PekomenayeTcsl MCIIOJb30BaHHWE OpTe3a TYJIOBHIIA
(byHKIIMOHATBFHO-KOPPUTHUPYIOIIETO KOPCeTa), U3To-
TOBJICHHOTO IIJIST peOeHKA MHANBUAYAIBHO I10 CJICTIKY
C WCITOJIb30BaHMEM BBITSDKCHMS TeTieil [imccona 3a
TOJIOBY WUIM B TOPM30HTAJIBHOM ITOJIOXXEHUH C YCTpa-
HeHueM JedopmManmii texkauynm manueHTa co CMA 5q
B MOJIOXKEHWH CUIS C LIEIBIO TIPETISITCTBHS 00pa30Ba-
HUIO CKOJIMOTUYECKOI nedopmariyiv mo3BoHoYHMKa [20].
YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb

JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

KommenTapuu: kopceT st manueHToB co CMA wmc-
TTOJIB3YyeTCsl (PYHKIIMOHAIBHO KOPPUTHUPYIOIINIA «C OTIOPOIA
Ha Ta3», COXpaHSIOMMI 0ajJaHC TTO3BOHOYHOTO CTOJI0A,
MIPeIOTBPAIIAIONINN KOJIOKOJI000pa3HYI0 1ehopMaIliio
TPYIHOM KJICTKM 1 He HapyIIAroIIii (DYHKIIUIO BHEIITHETO
IbIxaHus. Bo3aMoXXHO, TOTpeOyeTCsT «OKHO JUTST IBIXaHUS»
1 OTBEPCTHE IUISI TaCTPOCTOMBI (TIpu ee Hamumuum). CyMm-
MapHOe BpeMsl HAXOXIEHMS B KOPCETE BOZMOXHO 10 6—8 u
B JICHbB.

* PekoMenmyeTcs eXXeTHEBHOE MCITOJIb30BaHIE OPTE30B
Ha HIDKHIE KOHEYHOCTH, N3TOTOBJICHHBIX MHINBHIY-
aJbHO (HAIIpUMED, TYTOPHI Ha TOJICHOCTOITHEIE CyCTa-
BBl — JUISI CHIICHUS, TYTOPBI HA BCIO HOTY — JIJIsSI CHA)
JexkaunM TranreHTa co CMA 5q 11 TIpeIoTBpaIleHUS
1 3aMeUICHUsI TIpoliecca 0Opa3oBaHMUSI KOHTPaKTyp
CyCTaBOB KOHeUHocTei [92].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JIOKA3aTCIbCTB — 4).

4.2. Peabuimranus cCHAsYMX NANMEHTOB

s cudauux nayuenmoe 8aicHo Kaxk coonioderue npuH-
Yuna 003upo8anus QuU3UHecKol Haepy3Ku, maxk u RPUHUUNQ
6HeOpeHuUs pusuecKoll mepanuu 6 00pa3 JHcU3HU pedeHKa.

O0HO u3 eedyujux u AHOUMbBIX NOA0NCEHUT MAKUX Oe-
meii — noAoJCeHUe «CUOSL», KOMOPOe 8 CUAY OCHOBHO20 CUMN-
moma 3a6onesanus (cAabocmu cKeaemHbIX Mblidl,), HeCho-
COOHOCIMU K CAMOCMOSMEAbHOMY USMEHEHUIO NOA0NCCHUS
mena,/no3ui (nepemencamvcs 6 NOA0NCEHUU «CUdsL») U no-
2PEeUHOCAX NOCIMYPAAbHO20 KOHMPOAS CHOCOOHO hopmu-
D06amb HeCUMMEMPUYHDbLY NAMMePH NOCAOKU ¢ HEPAaBHO-
MepHbIM pacnpedeieHueM ONROPbl HA KOCMU mMaA3a
(cnpasa/caesa) ¢ nepekocom masza (Ha0Ma308020 3a cuem
CKOAUO3a 2eHe3a) U OblcmPo NPOBOUUPOBAMb PA3GUMUE CKO-
AUOmMu4ecKol degpopmayuu no360HoOUHUKA. B cesa3u ¢ smum
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0coboe sHUMaHUe 00AHCHO NPUOABAMbC CUMMEMPUHHOMY
Pa3eUMUI0 MeAOCAONCEHUS NAYUEHMO08 U NPABUABHOMY NO-
BULUOHUPOBAHUIO.
Lleau peaburumayuu cuds4UX nAyUeHMOo8:
noebiueHUe MOOUNLHOCIMU NAUUEHMO08,
3amedneHue npoepeccuposanuss MblileyHoll caabocmu,
nomepu QhyHKyuu u ghopmuposarus ampoghuu de3deiicmeus;
VAYMUIeHUe PYYHOU MAHUNYAAUYUU,
co3zdanue ycao8uil 045 pa3eumus U HOPMAAbHO20 BYHK-
YUOHUPOBAHUSL BHYMPEHHUX OP2AHO8;
paspabomka cycmasos u npopuiaKkmuxa 06pazo8anus
KOHmMpaKmyp,
ghopmuposarue u noddepiicariie CUMMEMPUYHOCMU NO3bL;
npedynpexcoerue cKoauomu4eckoil degpopmayuu no3eo-
HOYHUKG U nepeKkoca masa,
00yueHue ObIMOBbIM HABLIKAM U HABBIKAM CAMOOOCAYICU-
eaHus 6 cpede.
Ocoboe 3nauenue 6 uszuueckoii mepanuu yoeasemcs
dopmuposanut0 CUMMEMPUHHOCMU NO3bl U MUHUMUZAUUU
PazAuMuil 8 pazgumocmu U QYHKYUU mexcoy npassvimu U ae-
8bIMU KOHEYHOCAMU.

® PekomeHIyeTCs1 MCTIOb30BaHUE CIEMATIN3NPOBAH-

HBIX OPTE€30B — OPTOIEINIECKHUX aIllapaToB Ha HILK-

HHEe KOHEYHOCTH U TYJIOBUINE CUASTINM IAIICHTAM

co CMA 5q 6e3 KOHTpaKTyp JJIsI TIOIIepXKaHus Bep-

TUKAJIBHON TI03HI M CIIOCOOHOCTH K MEPEIBIKCHUIO

C TIOMOIIBIO CPEACTB TOITOTHUTEIbHOM o1mopkI [20].

Yposens yoenutensHoCcT peKoMeHaarmit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIBCTB — J).

KommenTapun: armmapat CKOHCTPYHMPOBAH CIIeIIUATbHO
JIIJIST TIAIIMEHTOB C BSITBIM MapaJIMuOM, CHJTOM MBIIIIIT HIK-
HUX KOHEYHOCTe MeHee 2 6atoB. OCOOEHHOCTHIO TaH-
HOTO OpTe3a SIBJISIETCS BO3MOXKHOCTh MEXaHUIECKN aCCH-
CTUPOBATh YCUIMAM peOeHKa, B3aMMHO IIepeMelnast
HIKHHME KOHEYHOCTH, B CUMMETPUIHOM TT03¢. Takoii ar-
ITapar MO3BOJISIET HAXOINUTBCS B BEPTUKATHHOM ITOIOKCHUT
1 TIepeMeIaThCsI ¢ OTIOPOM Ha XOAYHKM 0e3 IOIIepKKI
poIuTeNIei, IpW JOCTATOYHOM CHJIe B pyKax. DTa BO3MOXK-
HOCTh MM€EET OTPOMHOE BIMSTHHE Ha (hDOPMHUPOBAHUE pe-
OcHKa KaK HE3aBUCHMOI JTUYHOCTH, O0JIamaionieii BO3-
MOKHOCTBIO K IIPSIMOCTOSTHUIO M TIEPEMEIICHUIO B 3TOM
MOJI0KeHNH. BepTrKabHas 11o3a He TTO3BOJIUT Pa3BUBaTh-
CsI 3aCTOMHBIM SIBJICHUSIM B JIETKUX, UTO CHU3UT PUCK pa3-
BUTHS OCJIOXXKHEHUI IIPU OCTPOU peCIUPATOPHOM BUPYCHOM
WHOEKINY, YIYIIIAT TTAacCaX I10 JKeIyI0IHO-KAIIETHOMY
TPaKTy ¥ MOYEBBIIEINTENIbHOM crucTeMe. OceBast Harpy3Ka
Ha CKeJIeT MPeJOTBPaTUT Pa3BUTHE OCTEOIIOPO3a W BTO-
PUYHBIX HehopMamunii KOCTEel 1 CYyCTaBOB.

[IpeOpIiBaHME B CTOSYEM TOJIOKEHUH JOJIKHO ITOOIII -
psatecs. [TommepkuBaemMoe MOIOKEHUE CTOST TOJDKHO CO-
cTaBIaTh 10 60 MUH, a MUHMMAJIbHAs 4acToTa — 3—5 pa3
B HEZIEJI0, ONTUMaJIbHAsl — 5—7 pa3 B HEAEIO.

® PekoMeHIyI0TCS OPTE3bI TYJIOBUIIIA — KOPCETHI (PYyHK-

LIMOHATTFHO KOPPUTHPYIOIIHE (TPYIO-TIOSICHUIHO-KPeCT-

moBsle TuIa TSLO) cumsranm nanmentam co CMA 5q

TS YITy4IIeHWsI OCAHKU M IBUTATEIbHBIX (DYHKLIMI [92].

VYposeHb yoeauTenbHOCTH peKoMeHaauuii C (ypoBeHb
TOCTOBEPHOCTH TOKA3aTECIIBCTB — 4).

KommenTapum: ctaTnyeckue, TMHAMIYECKHE 1 (YHK-
IIMOHAJIEHBIE OPTE3bl MCIOIB3YIOTCS IJII M3MEHEHUSI T10-
JIOXXEHMS ¥ TIepeBOIa B BEPTUKAJIBHOE TTOJI0XKEHUE 1Al -
eHTOB. 111 BepTUKaJIM3alui BO3MOXHO MCMOJb30BaTh
KPECI0-KOJISICKY C DJIEKTPONPUBOAOM C BO3MOXHOCTbIO
nepeBoja malydeHTa B IMoJioXeHue «cTos». [Ipucnoco-
OJICHUS IJIST TIOMIEPXKKN B BEPTUKAJIBHOM ITOJIOKCHUU
BaXKHBI UTST OOJIETYSHMS PACTSKKI HIDKHUX KOHEYHOCTEH,
a TaKKe I yIydineHus: (pyHKIIUA opraHm3Ma U 0310-
POBJICHUSI KOCTHOM TKaHMU, IIJIsT 00eCTICYeHUSI BEPTHKAIb-
HOTO TIOJIOKEHUS W YIAYJIIIeHUS TTOJIOKEHUS TI03BOHOY-
HUKa 1 BCETO Tea.

¢ PekomenayeTcsi MpoOaKTHBHOE MCIIOJIb30BaHUE (PYHK-

IIMOHAJTEHO-KOPPUTHUPYIOIINX KOPCETOB Y HECHISTINX

maureHToB co CMA, TOJTyJaroIInX IMaToreHeTu4e-

CKYIO JIEKapCTBEHHYIO TepaIuio, IS IIpeIoTBpalle-

HUS nedhopMallnii ¥ yBeIWYeHUS aKTUBHOCTH [93].

¢ PekomeHnnywTcs opToneauyeckue arnmapaTbl — 00-

JICTYCHHBIN ammapaT Ha HIDKHME KOHEYHOCTH 1 TYJIO-

BUIIIC WJIM amlllapaThl Ha TOJICHOCTOITHBIIN M KOJICHHBIN

CyCTaBBI, WJIM aIllTapaThl HAa BCIO HOTY, WJIM aIllapar Ha

HIDKHIAE KOHEYHOCTH U TYJIOBUIIE IS PELUITPOKHOMN

xomp0bl (RGO) — cumssunm marmeHTam co CMA 3q,

00JIATArOIIMM TOCTATOYHON CWIION, IS OOJIeTYCHUS

CTOSTHMSI Y XOJBOBI C TIOMOIIIBIO Ipyrux inil [20].

YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb
JIIOCTOBEPHOCTH TOKA3aTECIBCTB — ).

KoMMeHTapuu: MUHMMaJIbHAsI YacTOTa MpeObIBaHUS
B OpTe3ax — 5 pa3 B HENEJIO.

¢ PekoMeHIyWOTCS CpeICTBA MepeIBUKEHUS aaalTUPO-

BaHHbBIC (MHIUNBUAYAIN3NPOBAHHBIC KPeCia-KOISICKHI

C PYYHBIM IIPUBOIOM C TOIIOJTHHUTEIBHON (brKcaleit

(TTommepXKoif) TOJIOBHI M TejIa, KOMHATHBIE 1 IPOTY-

JIOYHBIE W M3TOTOBJIEHHbIE UHAWBUIYAJIBHO MO 00b-

€MHOI TpeXMEpHOM MOIEIM 3adHeld HOBEPXHOCTU

Tesa JJOXKEeMEHThI, YCTAaHOBJICHHBIC Ha KOJICCHYIO 0a3y

Kpecaa-KOJISICKM COOTBETCTBYIOIIETO pa3Mepa M Ha-

3HAYCHUST) cUIsTunM narmeHTam co CMA 5q mist obec-

TedeHus ooIeil MoomabpHOCTH [92].

YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb
JIOCTOBEPHOCTH JTIOKA3aTCIBCTB — 4).

KommenTapuun: mpu 1mogdoope KOJISICOK CIeayeT pyKo-
BOICTBOBAThCSI MAaKCHMMAaJIbHOW (PyHKIIMOHAIBLHOU HE3a-
BUCHMOCTBIO U KOM(OPTHOCTBIO TIPEOBIBAHUS B Kpeciie
MMallMeHTa; MPEeANoYTeHUE CeayeT OTIaBaTh KOJISICKaM
AKTUBHOTO TUIIA 1 KOJISICKAM C 3JIEKTPOIIPHUBOIOM.

® PekoMmeHayercsa sproTreparnusi CUASYAM MallMeHTaM
co CMA 5q mnst oka3aHus TTOMOIIN MAllMEHTY B O~

BCEITHEBHOM XXM3HU, Pa3BUTHUS U TTOMICPKAHMS exKe-

JMTHEBHO MCTIOJIB3YeMBIX UM HaBBIKOB [20].

YpoBeHb yoenureasHOCTH pekKoMeHmauii C (YpoBeHb
JIOCTOBEPHOCTHU JIOKA3aTEIBCTB — J).

KomMmeHTapum: peKOMEHIyeTCsl TIPUBJEKaTh Criela-
JINCTA 110 3PTOTepanny KakK IIPU Momdope MporpaMMBbl
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GU3MIECKUX YIIPAaKHEHWIN 1 pacTsLKeHUS, TaK U IS pe-
KOMEHIAI{ OTHOCUTEJIBHO COIIMAIBHBIX B3aMMOIEICT-
BUIi, TAKMX KaK ITOCEIIeHNe YIeOHBIX 3aBeICHUI, BRIOOD
mpodeccry M yJacTHe B COLIMATbHBIX aKTUBHOCTSIX.

4.3. Peadbmimranys XOIS9NX NANAEHTOB

s Xomstamx manreHToB (aMOyJIaTOpHast CTaIMsT) CO-
XpaHSIeTCsl MIPUOPUTETHOCTh MPUHIIUIIOB JO3UPOBAHMUS
¢m3MIecKoil Harpy3K1 ¥ BHeAPeHMS (PU3MIECKOM Tepanin
B ITOBCETHEBHYIO XXM3Hb PeOCHKA.

et maHHO TPYIIIBI CTPEMSITCS K aKTUBHOMY TIepe-
IBIKCHUIO ¥ XOIb0E, OMHAKO BBUIY CIa00CTH CKEJIETHOM
MYCKYJIATyphl M1 HU3KOU BBEIHOCIMBOCTH MMEIOT 9aCTYIO
MOTPeOHOCTh B OTABIXE, KOTAAa MTPUHUMAIOT HEPEAKO Je-
(eKTHOE TTOIOXKEHUE «CHIIsT». B IeToM Ist Xomsianx geTeid
B CPaBHEHUH C CUISINMU JCTHbMU XapaKTePHO 00JIee MST-
KO€ T€YEHUE BTOPUYHBIX OPTONEAUYECKUX OCIOXKHEHUN
(Kak pa3BUTHS KOHTPAKTYP B CyCTaBaX KOHETHOCTEH, TaK
1 (popMUPOBAHUS CKOJIMOTHIECKOM TehopMaIiy IT03BO-
HOYHMKA) M UX IIporpeccupoBanus. Llean peabunmurammm
XOISTYNX MAIMEHTOB MIPUMEPHO TE XKe, 9TO U Y CUASTINX
MMAIeHTOB, C JOOABJICHUEM IICJIM TIOBBIIIICHUS] BEIHOCITH -
BOCTH/TOJICPAaHTHOCTHU K (PM3NIESCKUM Harpy3KaM.

® PekomMeHmyeTcsl MCITOTb30BaHUE CPEICTB IIEPEIBIKE-

HUS aIalITUPOBAHHBIX (TPOCTU M MHOTOOTIOPHOM TPO-

CTH, XOOYHKOB KOJIECHBIX M IPYTHIX CPEICTB, HAaNOoJIee

ITOJTHO OTBEYAOIINX OTPEOHOCTSM ITallieHTa, arlia-

patoB RGO (cM. pazmen «4.2. Peabunmuraiimst cCumstanx

MMaIMeHTOB» ) XomstanM marmeHTaM co CMA 5q, Tpe-

OYIOIIMM TOITOTHUTEBHOM OITOPHI IIPH X0ab0e, ¢ 1ie-

JIBIO COXpaHEHMSI IBUTATEIbHOI aKTMBHOCTH [93].

VYpoBeHb yoenuTeapHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

KomMmeHTapumn: co BpeMeHEM MOAJep>KaHUE CIoCo0-
HOCTH XOIWTH IS TalreHToB co CMA mocturaercs ¢ 1mo-
MOIIbIO CPEACTB NOMOJHUTEIbHOU onopsl. B ciydae mon-
06opa CpenCTB JOMOJHUTENbHO OMOPHI C LIEIbIO MPOAJIECHUS
Xonb0OB! Y TTanreHToB co CMA Heo0XOAMMO ONMPaThCS
Ha TeKYIIIMI CTaTyc MarreHTa (CoXpaHssl aKTUBHOCTD M CO-
IUAJIBHBIA CTATyC JIMIHOCTH), a HE Ha TIPOTHO3HPYEMOE
TEUeHME, TEM CaMbIM Mpeiaras pe0eHKy 00jee MHBAIM -
JIU3UPYIOLIKME MPUCTIOCOOIEHMSI.

® PekomeHnayeTcs oprorneanyeckas 00yBb XOAsIUMM Ma-
muenTtaM co CMA 5q, nmerommM neopMaliiy CTOI,

C IICJIBIO OOJICTYEeHMST IBUTATEIbHOM aKTUBHOCTH [94].

VYpoBeHsb yoenuteabHOCTH peKoMmeHmanuit C (YypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — J).

® Pekomenayercs MCIIOb30BaHUE OPTE30B — aNIapaToB

WJIX TYTOPOB Ha TOJICHOCTOITHBIE CYCTaBBI COBMECTHO

¢ 00yBbIO X0msTynM maureHTaMm co CMA 5q, nmero-

M aeopMaLi CTOIT, IJ1sT 00eTYeHUSI XOmbObI [95].

VYpoBeHsb yoenuteapHOCTH peKoMmeHnanuit C (ypoBeHb
JIOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

PekomMeHnayeTcsi MCMOJIb30BaHME CPEJCTB MEPEABUKE-
HUS agalTUPOBaHHBIX — KPEC/Ia-KOJISICKA aKTUBHOTO TH -
na xoastunM nauueHTaM co CMA 5q mipu orpaHUYeHHO

BBIHOCJIMBOCTH peOCHKA WJIM HEOOXOIMMOCTH TIepEIBH-

JKEHMSI Ha OOJIBIIINE PACCTOSTHUS IS YBETMICHUSI MOOWITh-

HOCTH manuenTa [96].
YpoBeHb yoenureabHOCTH peKoMeHmanuii C (YpoBeHb

JIIOCTOBEPHOCTH TOKA3aTEIBCTB — ).

¢ PekoMeHayeTcs MCIIOIB30BaHNE PeaOMINTAIIMOHHBIX

¥ aJalTUPOBAHHBIX [UISI THBAJTUIOB U3IEIUI — OITOp
IUIST CUICHYSI, OTBEYAIOIINX BCeM TpeOOBaHUSIM TIpa-
BWJIBHOTO TTO3WIIMOHUPOBAHMS (IOMOJIHEHHBIX 00-
KOBBIMM (prKcaTopaMu KOpITyca Ha ypOBHE TpYyIH,
PETyASITOPOM HAKJIOHA CIIMHKHU, ITOIOKOTHUKAMM
C MEXaHM3MOM PETYIMPOBAHUS BRICOTHI, IIOICTABKOM
IUTST CTOTI ¢ MEXaHM3MOM PETYJINPOBAaHUS yIJIa HAKJI0-
Ha) xomsgunm nanmeHTaM co CMA 5q s mpodnnak-
TUKHU cKoJino3a [20].
YpoBeHb yoenureapHOCTH peKoMeHmanuii C (YpoBeHb

JIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

¢ Pekomenayercsi NIpUMEHEHME OpTe3a TYJOBUIA —

(bYHKIIMOHATIEHO-KOPPUTHPYIOIIETO KOPCETa XOMTINM
nareaTam co CMA 5q npu Haimanu yriia gecdopma-
1LIUM TT03BOHOYHUKA, U3MEPEHHOTO 110 MeToay Kobba,
15° u Gonee, M3roTOBJIIEHHOTO 10 CJENKY C TPYIHOMI
KJIETKM pebeHKa, IS coxpaHeHus 6anaHca [20].
YpoBeHb yoenureasHOCTH peKoMeHmanuii C (YpoBeHb

JIOCTOBEPHOCTH JTIOKA3aTEeIBCTB — ).

5. Mpohunakmuka
* PekoMeHayeTcsl BAKIIMHALIMS IIPOTUB PECITMPaTOPHO-

CHHILMTHUAILHOTO BUpYCa IMAJIMBU3yMaOOM BCEM IIa-

meHTaM co CMA 5q B TeueHMe MIEPBBIX 2 JIET XXU3HU,

a TaKKe eXeromHasl BaKIMHAIWS TPOTUB TPUIIa

Y ITHEBMOKOKKA (1ociie 6 MeC XU3HM) ISl Tpoduiak-

TUKY 3TUX MHPeKmii [57].

VYpoBeHb yoeauTeabHoCTH pekoMeHaauuii C (ypoBeHb
JIOCTOBEPHOCTH JTIOKA3aTeIBCTB — ).

KomMMmenTapun: coriracHO KaJeHIapro BaKIIMHAIIAM,
MalMeHT TOJKCH ITOJIYIUTh TepBBIe 3 MO3BI BaKIIMHBI
TSI TIPOMITAKTUKY ITHEBMOKOKKOBBIX MH(EKIIHIA 10 rofa,
u 4-10 o3y — mocie 12 mec. Bece ocTanbHBIe BaKIIMHBI
BBOAATCA netaM co CMA 5q cornacHo HaumoHanbHOMY
IIPUBUBOYHOMY KaJIeHIAPIO.

® PekomeHIyeTcsl MOJIEKYISIPHO-TCHETHUECKOE MCCIICIO-

BaHMIA MyTaltuii B reHe SMN 1y rona, ¥ IpeMITIaHTa-

LIMOHHAST TCHeTUYECKAsT TMarHOCTKA SMOpHOHa (C HC-

TTOJTb30BaHMEM SKCTPAKOPITOPATFHOTO OTUIOIOTBOPEHIST)

pomutensM manveHTa co CMA 5q, a Takke mapam,

B KOTOPBIX KaXKIBIN 13 ITAPTHEPOB SBIISICTCS IIOATBEPK-

JIEHHBIM T€TePO3UTOTHBIM HOCHUTEIEM ACTCIIUN 7 WA

7—8 sKk30HOB TeHa SMN1, ¢ 11enblo TPeIoTBpaIeHUS

MMOBTOPHOTO poxkaeHus pedenka co CMA B cembe [20].

YpoBeHb yoenuteabHOCTH peKoMeHmanuii C (YpoBeHBb
JIOCTOBEPHOCTH JOKA3aTeJIbCTB — 5).

Kommentapum: nposeneHue npeHartaibHo JTHK-
IVNAaTHOCTUKM BO3MOXHO Ha pa3HBIX CPOKax OpeMeH-
HocTu: §—12 Hen (BopcuHbBI XopuoHa), 15—18 Hen (am-
HMOTUIeCKas KUAKOCTD), 20—24 Hem (ITyTTOBUHHASI KPOBB).
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OnTuManbHBIM SIBJISIETCS MCCIIEIOBaHNE OMOIITaTa XO-
pPHOHA: IPU HEOJIaTOTIPUSITHOM IIPOTHO3¢ OepeMEHHOCTD
MOXET OBITh ITpepBaHa B CPOKM OOBITHOTO MEIUITMHCKO-
ro abopra.

OpraHu3ayud oKa3aHud MeAuWUHCKol noMowu

Ilokazanus k cocnumaausauuu

Ilokazanus 0ns naaHoeol eocnumanu3auuu 8 0emcKkoe
Hegposoeu4eckoe omaoeneHue:

1. Bce matmmenTtsl co CMA 5q 1 pa3 B rom mutst (pyHKIIMO-
HaJIbHOI IBUTATEILHOI OIICHKM, 00CIIeIOBAHMS HA Ha-
JIMYKE OCIIOXKHEHMI 3a00JIeBaHUS — PECITMPATOPHBIX,
KOCTHO-CYCTaBHBIX ¥ TACTPOIHTEPOJIOTUIECKIX, a TAK-
K€ TSI TIPOBEICHUS peaOMINTALINT.

2. Bce matmenTts co CMA 5q 11 MHTpaTeKaJlbHOTO BBe-
IIeHUs HyCMHepCeHa.

KomMmeHnTapuu: B MEXXIyHAPOIHOM MPaKTUKE HYCUHEP-
CeH MOXKeT OBITH BBEIICH B YCIIOBUSIX THEBHOTO CTAIlMOHAPA.

3. Bee mammmenTsl co CMA 5q, TpeOyrolye ooce oBaHus
TIepeT XUPYPrUdeCcKNM OPTOICIMIECKIIM BMEIIIATEIHCTBOM.
Ilokasanus K evinucke nayuenma nocae NAAHOBOI eoc-

numanu3ayuu 6 0emckoe Hegpoao2uteckoe omoeneHue:

1. BeinmosiHeHUE T1aHA 0OCIeI0BAHMS MTAllUEHTa, B TOM
YHCJIe OIICHKA PECIIMPATOPHBIX HAPYIIICHUIA.

2. I1poBeneHme peabUIUTALIMOHHBIX MEPOTIPUSITHIA.

3. Yerkne pekoMeHOAIMU 110 JaibHEHIeMy Ha0moae-
HUIO 1 JICUCHUIO.

Ilokaszanus 045 nAaHOBOI 20cCnUMANU3AUUU 8 0emcKoe
Xupypeuueckoe omoeneHue:

1. IMaumenTtsl co CMA 5q, HyXXmaromuecsl B TOCTaHOBKE
TracTPOCTOMEL.

2. IMaumenTsr co CMA 5q, HyxXaalomuecs B TOCTaHOBKE
TPaxeoCTOMEL.

KomMMeHTapuu: MHOTIa TpaXeoCTOMA YCTaHABJIMBAETCS
TT0 SKCTPEHHBIM ITOKA3aHMSIM, I PeOCHOK HYXKIAeTCSI B 9KCT-
PEHHOI TOCTIMTAIN3AIINH.

ITlokaszanus 045 3KCMPEHHOU 20CRUMANUZAYUL:

1. Pa3zButne y maumenta co CMA 5q «OOBIYHBIX» 3a-
OosreBaHMit (OCTpast BUpycHash MHMEKIINSI, OPOHXHT,
TacTPO3HTEPUT C 00E3BOXMBAHMEM, AIIICHIUIINT
U IpYyTUE OCTPble BOCMAIUTENbHbBIE MPOLIECCHI), HE-
MIpeIBUICHHBIC TIEPEIOMBI, 3aIJITAaHUPOBAHHBIC XUPYP-
rUIecKue Mpoleaypsl (HalpuMep, YCTAaHOBKA KEJTy-
JTOYHOTO 30HIa, OCTEOTOMUSI Oepa), HO IMPOTEKAIOIINX
TSDKEJIO, YIUTHIBasi 0COOCHHOCTH O0JIC3HU.
KomMMeHTapuu: 11€71610 yXo/a 3a NalMeHTaMU B OCTPOi

CHUTYallu! SIBJISICTCS HOpMaIM3allis Ta3000MeHa IIyTeM
MIPeaYTIPEKICHUS aTeJIeKTa3uPOBAaHMS M OUUIIECHUS TbI-
XaTeJIbHBIX IMyTeil. B OoJMBIIMHCTBE clTydaeB, IO BO3MOXK-
HOCTH, 3TH 3a1aY1 TODKHBI PEIIAThCS C TIOMOIIBIO HEMH-
Ba3UMBHOW BEHTWISILIUM JIETKUX.

2. Pa3zBuTHe TSTKEIBIX XKU3HEYTPOXKAIONINX TbIXaTeTbHBIX
HapyIIeHWH ¢ THITOBEHTWISIIIUEH 1 alTHO3, 0e3 COITyT-
CTBYIOIINX 3a00JI€BaHUIA, TIPY 3TOM JIbIXaTeJIbHBIC Ha-
PYIICHUS TPEOYIOT peaHNMAIIMOHHBIX MEPOTIPHUSITHI,
ITOKa3aHa TOCTIMTATA3AIs B MEAUIIMHCKIE OPTaHM3a-

LI1M, UMEIOIIIME B CBOCH CTPYKTYpE OTAEIeHUE aHeCTe-

3MOJIOTUY peaHNMALIK WU OJI0K (TIajiaTy) peaHIMAaLK

Y MHTEHCUBHOM Teparnuu 1 o0ecrieuynBaloiiie Kpyriio-

CYTOYHOE MEIULIMHCKOE HAOTIOAEHUE U JICUSHUE ACTE.

KommeHnTapuu: npy BBIMOJHEHUU MPOTOKOJIOB HE-
OTJIOKHOM MOMOIIM HEOOXOAMMO CBSI3bIBAThCSI C MYJIBTH-
JUCLMILUIMHAPHOM Opuranoil (HEBpOJIOTMYECKOM U TyJib-
MOHOJIOTMYECKOIT), BKJ[OYasi Bpaya, KaK IIPaBUJIO
HEBpOJIOra UJIU IeTCKOro HEBPOJIOra, KOTOPHI OCBEIOM-
JIEH O TeueHMU O0JIE3HU U MOTEHLUATbHBIX MpobiieMax
KOHKpeTHoro nanuenTa. Kucimopon y mammenTos co CMA
JIOJKEH TIPUMEHSITHCSI C OCTOPOXKHOCTBIO. BTopuuHast ru-
MOKCeMMsI, 00OYyCIOBJI€HHAsI TUITOBEHTUISILIUE, MOXET
OBITH CITyTaHa C TUTIOKCEMUE, 00YCIIOBACHHOM APYyTUMU
NpPUYMHAMM, TAKMMM KaK 3aKyIIOpKa CJIM3bI0 WIN aTeeK-
Ta3. KamHoMeTpus nin ucciegoBaHne KUCIOTHO-OCHOB-
HOT'O0 COCTOSIHUSI U Ta30B KPOBM ITIOMOXKET BBIOpATh mpa-
BUJIBHBIN PEXXUM NPUMEHEHUS KUCI0POaa.

MpuHYUNbI OPrasu3auuu MeAUUUHCKOI NOMOWY

nauyueHmam co GMA 5q

Iuaenoz CMA cmasum mHo20 6onpocoe nepeod poocmeeH-
HUKaMU nayuenma u nepeod CReyuarucmamie, pabomarouumu
¢ maxumu nayuenmamu. Ilpu oonapyxcenuu CMA eo3nuxarom
MHOOMUCACHHbIE NPOOAeMbl, O PeuleHUst KOMOopbiX mpeby-
FOMCs 2PAMOMHAS OP2AHU3AYUS NPOYecca NOMOWU npu y4a-
cmuu MyabmuOUCUUNAUHAPHOU KOMAHObL CReUUAAUCIO8 U CO-
61100eHUe OCHOBHbBIX NPUHUUNO8 U NOOX0008 K ee OKA3AHUIO.

Jlannbie npuHyuns 00AHCHbL COON00ambCs Ha NH000M Smane
OKA3aHUs. MEOUUUHCKOL NOMOWU, KAK 8 MOMEHM NOCMAHO8KU
duaerosza, mak u Ha A1000M Smane HabN00eHUs 34 NAUUEHIMOM.

1. [TanneHT M ero TpencTaBUTEIN AOJDKHBI MOIy4YaTh
TOJTHYI0 MH(MOPMALIMIO 0 3a00JIeBaHUU, €TO TEUSHUH,
maToreHe3e, MPOrHo3ax, OCIOXHEHUSIX U METOAAX BO3-
MOXHOM Teparuu.

2. Inarno3 CMA noapa3symeBaeT BO3MOXHOCTh OKa3a-
HUS TIEPBUYHOM, CITeLIMaIM3MPOBAHHON U MAJIJTMATUB-
HOI ITOMOIIIM Ha BCeX dTarax 3a00JeBaHusl.

3. I1pmn nocranoBke nuarHo3a CMA ceMbsl JOKHA OBITh
HaTIpaBJieHa K CIIeIIAATNCTY, UMEIOIEeMY OITBIT paOOThHI
¢ marmeHTaMu co CMA, 006J1agato1iero COBpeMeHHOM
nHbopMalueit o TeueHn 3a00IeBaHUS M BO3MOXHO-
CTH y4YacTUs B KIMHUYECKUX HUCITBITAHUSAX (HOBBIX
JIEKapCTBEHHBIX IIPEIapaToB U/MIN TEXHUIECCKMX
ycrpoiictB). Takke BasKHBIM SIBJIICTCSI MHMOPMUPO-
BaHUE CEMEN O CYIECTBYIOLIUX OOLIECTBEHHBIX Opra-
HU3aUIX, paOOTAIOIINX C STOM IPYIION MaIeHTOB.

4. K nabmonenunto 3a arpieHToM co CMA nomkHa ObITh TTPH-
BJIeyeHa MyJIBTUAVCIUTLIMHAPHAS KOMAH/IA CTIELIAICTOB
B CJICIYIOIIEM COCTABE: BPaY-HEBPOJIOT, TIeAATp,/TeParieBT,
Bpay-TeHETHK, CIIELIAJIMCT 110 PECITMPATOPHOI ITOIIEePKKE
(Bpa4-ITyJIEBMOHOJIOT 1/ JTA Bpa4 aHECTE3MOJIOT-PeaHIMa-
TOJIOT), Bpau-KapAaHOJIOr, Bpad TpaBMAaToJIOr-OpToITel, Bpad-
XUPYPT, Bpad 110 MEAVLIMHCKOM peabyINTalin U Bpad-hu-
3MOTEPATEBT, Bpau-IUETOJNION, Bpauy-TacTPOIHTEPOIIOT,
a TaKkKe COTPYTHUKHM MEIUIIMHCKMX OpraHM3aInii (M X
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HepBHo-Mblweunbie O JIE3HH

MOpPAa3AeIeHNIA), OKa3bIBAOLLIKE CIIELIMATU3UPOBAHHYIO

MAJUIMATUBHYIO MEAVLIMHCKYIO TTIOMOIIB AeTAM. [Ipyrue

CITEIIMAJIMCTRI TOJDKHBI IIPUBJIEKATHCS IO Mepe BO3HHK-

HOBEHMSI CTIIELIM(PUIECKUX TTPOOIIEM.

KomMMmeHnTapuu: Bpau-HEBPOJIOT, KaK CIELIMaTUCT B 00-
JIaCTH HEPBHO-MBIIIIEYHBIX 3a00JI€BaHNI, OCYIIECTBIISICT
OCHOBHOE HaboneHMe 3a manueHTamMu co CMA. B xpyr
00s13aHHOCTEI Bpada-HEBPOJIOra BXOIAT 0OCIeq0BaHUE
¥ TTIOCTAaHOBKA IMAarHo3a, MHQOPMHUPOBAHUE CEMBH O 3a-
0oJIeBaHWUM, COCTaBJICHNE TNTAaHA MHOTOITPO(MIIFHOTO Ha-
OJIIOICHMSI, OCYIIIECTBIISIT, HaOIIOMeHNE 3a TTAlIMEHTOM,
OILICHUBATh TMHAMHUKY 1 CTEITEHb ITPOrPECCUPOBaHMUS 3a00-
JIEBaHWSI TIPH PETYIISIPHBIX OCMOTpaX, Ha3HavYaeT ITOIIe K-
BaloIIyIo Teparnuio. Ha aTare oka3aHus crielmaaIn3npoBaH-
HOM MEIWITMHCKOW TTOMOIIM Bpay-HEBPOJIOT IMPUHUMAET
y4JacTHe B OLIEHKe (DYHKITMOHAIEHOTO COCTOSTHUS TAIleHTA
(o11eHKa 1O 1IKaJlaM HEPBHO-MBbILLIEYHBIX HAPYILLIEHUIA TIPU
CMA). I1pu cocraBieHn# IJIaHa MHOTOIIPOMIIBFHOTO Ha-
O1roIeHUsT Bpau-HEBPOJIOT OMpPEaEsieT KPaTHOCTb HAOJI0-
JICHUS Y IPYTHX CIICMAIFCTOB MHOTOITPO(MDITEHOM KOMAHIIBI
COOTBETCTBEHHO TEKYIIIEMY COCTOSTHUIO TTartmeHTa. [1pu ka-
KIIOM OCMOTpPE Bpa4-HEBPOJIOT OCYIIECTBIISIET TIEPEOIICHKY
TEKYIIETO COCTOSHUS TAllieHTa M B COOTBETCTBUU C 3TUM
BHOCHT KOPPEKTUPOBKH B ITTaH MHOTOIPO(IIIEHOTO HA0JTIO-
neHusl. B cBorx pekoMeHaalusIX Bpau-HeBPOJIOT YKa3bIBaeT
HeoO0XOIMMbIe TTALIMEHTY TEXHUUYECKME CPEACTBA peadbuii-
TalluK, MEIUIIMHCKYIO aIlliapaTypy, CpencTBa OpToreaude-
CKOIT KOPPEeKIIMHU, JIeKapCTBEeHHBIE MpernapaThl, U3ISTHS
MEIULIMHCKOIO Ha3HAYEHUS U IPYTUE B COOTBETCTBUU C BbI-
SIBJICHHBIMH TTOTPEOHOCTSIMHU TTAIICHTA.

5. CoboneHne TIPUHIIAIIA «paHHETO BMEIIATEIbCTBA»,
YTO TTOApa3yMeBacT MPODMIAKTUKY HEM30eKHO BO3-
HUKAIOIINX OCIIOXXHEHU Ha (DOHE pa3BUTHS 3a00J1e-
BaHUS M paHHEe NPUMEHEHNE TEXHUIECKUX CPEICTB
peadbMIMTAlNM, MEIULIMHCKON aIlmapaTypsl M IPYTHX
METOIOB TepaIlHH.

6. JlonoaHutenbHast nHGOPMALIKS, BIUSIONIAs Ha Teue-
HU€ U UCXOJ 3a00JIeBaHUSI.

Kpumepuu ouenku Ka4ecmsa MEAUUUHCKO noMowu
KpI/ITepI/II/I OLI€HKUM Ka4yeCTBa Me,[[HLIHHCKOfI oMo
JOJI2KHBI OBITH pa3IMYHbIMU Ha pa3HbIX YPOBHAX OKa3aHUA
MeI[H].[HHCKOfI ITIOMOIIH.
1. HepBI/I‘IHaH HEBPOJIOTNYECKAasA IMOMOIIb (OKa3bIBaGTC$I
Bpa4yOM-HEBPOJIOIOM AECTCKOTO KaOMHeTa HOJ'II/IK.T[I/IHI/IKI/I).

Onenka
0
Ne Kpurepuu kauecTBa BBITIOTHEHMS
[MpoBeneHo HampaBieHe Ha MOJIEKY-
1. JgIpHO-TeHETUYECKOe MCClIeJOBaH1e Ha/Her
MyTanuii B rene SMN1
7 [MpoBeneHo HampaBIeHNe Ha KOHCYITb- Ta/Her

TallvlO Bpaya-reHeTuKa

2. Oka3zanue IIOMOIIM B YCJIOBHUAX ACTCKOIO IICMXOHEB-
POJIOTNYECCKOro OTACJICHUAA.

10.

11.

12.

13.

Kpurepuu kayecTBa

[IpoBeneHo MoseKyIIpPHO-TEHETUYECKOE KC-
cjenoBaHue MyTaiuii B reHe SMN 1, BKiitouas
oInpeaeecHue Yncia Komnuii rena SMN2

ITpoBeneH mpueM (OCMOTP ¥ KOHCYJIBTALIMS)
Bpaya-TeHeTrKa MIepBUYHBIN 1/ WK Bpa-
Yya-HeBpOJIOTa (CMenHnaaInucTa Mo HEPBHO-
MBIIIIEYHBIM 3a00JI€BaHUSM) TIEPBUYHBINM,
MPU OTCYTCTBUU TaKOBbIX JAHO HAIPABJICHUE
Ha KOHCYJIBTAIIUIO K HUM

ITpoBeneHa onieHKa (GYHKIIMOHATBHOTO IBH-
raTeJbHOrO CTaTyca peoeHKa

IIpoBeneHa oreHKa GYHKIIUN XKEBaHMS
U TJIOTaHUS

ITpoBeieH OCMOTP IPYIHOTO U MOSCHUYHOTO
OT/Ie/1a TIO3BOHOYHMKA Ha MPEAMET HaTMINS
CKOJIMO03a U Krdo3za

ITpoBeneHa KIIMHUYECKAs OLICHKA AbIXaHUS
JUISL UCKJTIOYEHMS HaJIMYu s AbIXaTeIbHbIX
HapyleHUn

ITpoBeneH nmpueM (0cMOTpP, KOHCYJIBTALIMS)
Bpavya-racTpO3HTEPOJIOTra MIePBUYHbIN MPU Ha-
JIMYUU COOTBETCTBYIOIIMX Kal00™*

[MpoBenen mpreM (0OCMOTpP, KOHCYJIBTALIVIS)
Bpaya-AneToIora MEPBUYHBIN MALIUEHTY

co CMA 5q, KOTOpHIi1 UMeeT HapyIIeHUS
HYTPUTUBHOTO CTaTyca WM yrpo3y Pa3BUTHUS
HEI0CTaTOYHOTO WJIA M30BITOYHOTO MUTAHMS *

ITpoBeneH nmpueM (KOHCYIbTallMsI) Bpaya
TpaBMaToJIora-opToIeaa MepBUIHBII P Ha-
JIMYUU CKEJIETHBIX AedopMalinii 11 obec-
MEeYEHMSI TTallMeHTa TYTOPaMH M OPTe3aMHu,

a MpY HEOOXOIMMOCTU — KPECIOM-KOJISICKOM™

ITpoBeneH nmpueM (KOHCY/IbTallMsI) Bpaya
TpaBMAaTOJIOra-OpTOIeia TOBTOPHBIN MTPU Ha-
JINYUM CKEJIETHBIX AehopMallrii MpU MOBTOP-
HOW TocTuTaIu3auumn’™

ITpoBeneH nmpueM (OCMOTP W KOHCYJIBTAIIMS)
Bpayva-IyJIbMOHOJIOTA TIEPBUYHBII TP K-
HUYECKUX MMPU3HAKaX HapyIIeHWA TbIXaHUsT™

IIpoBeneHa mepBUYHAsT KOHCY/IbTALMK Bpadeil
¥ WHBIX CITEIMATMUCTOB U3 MEIUIIMHCKOM Op-
TraHU3alMK WK €€ CTPYKTYPHOIO IOApa3aesie-
HYS, OKa3bIBAIOIIETO CIIEIMATN3MPOBAHHYIO
Ma/UIMATUBHYIO MEAUIIMHCKYIO [IOMOILb AETIM
co CMA 5q, npu HaJIMYMK MOKa3aHUT*

IIpoBeneH npreM (0CMOTpP, KOHCYJIBTAIIST)
Bpayva o JI®K nepBuYHBIIH

IIpoBenex mpriem (OCMOTP, KOHCYJTBTAIIHS)
Bpaya-(hu3noTepaneBTa MepBUIHbII

BoinmosHeHO OIIPEACTICHUEC COACPKaHUA
TJIIOKO3bI B KPOBU U1 UCKITIOUYCHU S TUTTIOTJIN -
KEMUU

BrlnonHeHo uccienoBaHue KUCIAOTHO-OCHOB-
HOTO COCTOIHUA U Ta30B KpOBI/I*

BoinonHeHo uccnenoBaHue ypoHs 25-OH
BuTaMuHa D*

Onenka
BBIIIOJI-
HeHus

Ha/Het

Ja/Het

Ha/Het

Ha/Het

Ja/Het

Ja/Het

Ja/Het

Ja/Het

Jla/Het

Ja/Het

Ja/Her

Ja/Her

Jla/Het

Ha/Her

Ha/Her

Ha/Her

Ha/Het

TOM 10

79



TOM 10

80

HepBHo-Mblweykbie 5O JTE3HU

Kaunuueckue pexomenoauuu

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

OkoHuanue maon.

Kpurepnu kayecta

BrimosiHeHa perueTpanus 3J1eKTPOKaPINO-
rpaMMBI € YacToTol 1 pas B rof

BeimonHeHa peHTreHorpadust MO3BOHOYHUKA,
crelraabHble UCCIEI0BAHUS U MPOEKIIUU C
uzMepeHueM yria Kob66a nauueHTy ¢ Hapy-
IIeHWEM OCAHKU ¥/ VJIN BUTUMBIMU 1ehopMa-
LUSIMU TPYIHOM KIIETKU

BeimnosiHeHa peHTIeHOIEHCUTOMETPUS TTOSIC-
HMYHOTO OT/eJIa TO3BOHOYHMKA MallUeHTY
crapiire 6 JieT ¢ 4yacToToi 1 pa3 B rox*

BoinosHeHa npuliejibHasi peHTreHorpadust
OPraHOB IPYIHOM KJIETKH BCEM MallieHTaM
co CMA 5q Kak MUHMMYM pa3 B 2 roaa

BrimorHeHO oTCackIBaHWE CIM3U U3 POTO-
[JIOTKU, HOCA U BEPXHUX JAbIXaTeJIbHBIX MyTei
¥ UCITOJIb30BaHNE MEXaHNIECKOTO MHCYD-
JIITOpa-acnuparopa jiexxaunum nareHTam

co CMA 5q u cugsgunm nanueHTam co CMA
5q ¢ pecnupaTopHbIMU HAPYILIEHUSIMU

mpy Hed(PEKTUBHOM OTKAIITUBAHUN

BblnonHeH 4pecKoXXHbIif MOHUTOPUHT Map-
IIMAJTbHOTO JABJICHUS KMCIOPOIa BO BPpeMs
HoYHoro cHa mauueHTam co CMA 5q I, a Tak-
ke y maneHToB co CMA 11 mpu momo3peHusIx
Ha HOYHYIO TUITOBEHTWISILIUIO U OOCTPYKTUB-
HBIE aITHOD CHa™

TIposenena JIOK mnpu 3a6oneBaHuUsIX Tiepude-
pUYECKON HEPBHOW CUCTEMBI U CYCTaBOB

ITpoBeneH Maccax rpyIHOM KJIETKW MEAM-
LIMHCKUIA MPY HAJIMYUU PECTIMPATOPHBIX
HapyLIEHU’

IIpoBenena JIDK mpu 3a601eBaHASIX BEPXHUX
JTBIXaTEeJIBHBIX ITyTeH

[IpoBeneHa MexaHoTepamnus Mpu 3a00IeBaHK-
sIX TIeprepuIecKoil HEPBHOI CHCTEMBI

[IpoBeneHa o30KkeprUTOTEpPANTHS 3a00IeBaHUI
nepudepruueckoilt HEpBHOM CUCTEMBbI TAIIMEeH-
TaM ¢ KOHTPaKTypaMK

[IpoBeneH mpueM KaabliMs TIIOKOHATA U KO-
JieKasbIdeposta, eCv BBISIBICHBI IIPU3HAKKI
OCTEOTNECHUM WY HU3Kasl KOHLIEHTPALIMS
BuTaMrHa D B KpoBU

BeinonHeHa ycTaHOBKa HA30TaCTPaIbHOTO
30H1a nauueHTaM co CMA 5q ¢ HapyleHusI-
MU TJI0TaHUs

BrimmosHeHO KOpMIIeHHE Yepe3 Ha3ora-
CTPaJIbHBIIA 30H] TSKET000JIBHOTO TallMeHTa
co CMA 5q ¢ HapylIeHUSIMU TJIOTaHUS

Onenka
BBINOJI-
HeHHS

Jla/Het

Ja/Her

Ja/Her

Ja/Her

Ja/Hert

Ha/Her

Ja/Her

Ja/Her

Ha/Het

Ha/Her

Ha/Her

Ha/Her

Ja/Her

Ha/Her

*Ecau dannoe2o cheyuaaucma uiu memooa 0uaeHoCmuKy

U AeueHUsl Hem 6 MeOUUUHCKOLU OpeaHU3auuu, Heo0Xoo0umo 0amas
HanpasaeHue 8 opyeue MeOUYUHCKUe yupexcdenus, e0e makue
Cheyuanucmol Uayu Memoost Cyulecmayiom.
** Ecau meOuyuHckoe yupesiclerue He pacnoadeaem peabuiuma-

UUOHHbIMU 603MONCHOCIAMU, hAUUEHM doadicer Obimb Hanpaenen

6 mo yupesicoeHue, e0e peadbuIUMAayus 603MONCHA.

3. OkaszaHue TTOMOIIY B YCJIOBHUAX AECTCKOIO IICUXOHEB-

10.

12.

13.

POJIOTMYECKOTO OTAENeHUsT (peaepaJbHOr0 YPOBHS
W PECITyOJIMKAHCKOIO YPOBHSI, a TaKXe B YCIOBHUSX
CHELNATN3UPOBAHHBIX KOEK IT0 HEPBHO-MBIILIEYHBIM
3ab001eBaHUSIM*

Onenka
Kputepuu kauecTBa BBINOJ-
HeHUsI

[MpoBeneHo MOEKYIIPHO-TEHETUIECKOE MC-
cienoBaHue MyTaiuii B reHe SMN 1, Bkiouass  [la/Her
omnpezeneHre Yncia Konuii rena SMN2

IIpoBeneH npuem (OCMOTP ¥ KOHCYJIbTALIMS)
Bpaya-TeHeTHKa IIEPBUYHBIA 1/ WK Bpa-

Ya-HeBpoJIora (CIeIMaInucTa 0 HEPBHO- Ja/Her
MBIIIEYHBIM 3a001€BAHUSIM) IIEPBUYHBIIA,

IIPY OTCYTCTBUY TAKOBBIX TaHO HAIIpaBJICHME

Ha KOHCYJIBTAIMIO K HUM

ITpoBeneHa orieHKa (hyHKIIMOHAIBLHOTO IBU-
raTeJIbHOTO CTaTyca pebeHKa 1o peneBaHTHeIM Jla/Her
IIKaJiaM ¥ BpEMEHHBIM TecTaM

[IpoBeneHa olieHKa PyHKLIMY XXeBaHUS Ia/Het
Y TJIOTaHUST

[IpoBeneH ocMOTp rpyAHOTO U MOSICHUYHOTO
OTZeJIa MO3BOHOYHHUKA Ha MPEeIMET HATNYUs Ha/Het
CKOJIMO3a 1 K1udo3a

IMpoBeneHa kIMHUYECKAs OLIEHKA AbIXaHUS Ja/Her

[TpoBeneH nmpueM (0CMOTpP, KOHCYJIBTAIIHS)
Bpaya-racTpOIHTEpoJIoTa MepBUYHbIN Tpu Ha- [a/Het
JIMYUU COOTBETCTBYIOIIMUX XKaJI00**

[IpoBeneH nmpuemM (0cMOTpP, KOHCYJIBTAIIKS )
Bpayva-aueTosiora IepBUYHBIN MAllUeHTY

co CMA 5q, KOTOpBbIii UMEET HapyIIeHUs Ta/Her
HYTPUTHBHOTO CTaTyca MINYTPO3y Pa3BUTHS
HEJI0CTAaTOYHOTO WJIA U30BITOYHOTO IMUTa-

HUS**

ITpoBeneH nmpueM (KOHCYJIbTallMsI) Bpaya
TPaBMAaToJIOra-opTorie/a MepBUYHBIN MPU Ha-

JIMYUU CKEJIETHBIX Aedopmariuii 1 obec- Tla/Her
TeYeHUST TTAlMeHTa TYTOPaMy U OPTe3aMH,

a IIp1 HEOOXOAMMOCTH — KPECIOM-KOJISIC-

KOI**

ITpoBeneH nmpueM (KOHCYJIbTallMsI) Bpaya
TpaBMarToJIora-opToreaa HOBTOPHbIﬁ IIpY Ha- Ta/Her
JIMYUU CKEJIETHBIX Ae(opMalInii IPU IOBTOP-

HOM TocnuTaan3auum**

IIpoBeaeH nprieM (OCMOTP ¥ KOHCYJIbTALIUS)
Bpayva-IyJIbMOHOJIOTA IIEPBUYHBINA ITPU KJIM- Ha/Het
HUYECKUX ITPU3HAKAX HAPYIIEHWIA ThIXaHUsT**

IMpoBeneHa nmepBUYHas KOHCYIBTALIMK Bpadei

M MHBIX CITEIIUATMCTOB U3 METUIIMHCKOMN Op-

TaHU3ALUH WIH €€ CTPYKTYPHOTO Monpasiene- . /Her
HMSI, OKa3bIBAIOIIETO CIEIUATN3UPOBAHHYIO
MaJJTMATUBHYIO MEIUIIMHCKYIO TTIOMOIIb AETSIM

co CMA 5q, npy HAUTUYMK MTOKA3aHU**

[IpoBeneH nmpueM (0cMOTpP, KOHCYJIBTAIIKSI ) Jla/Her
Bpaya o JI®K nepBuyHbIi**

ITpoBeneH nmpueM (0cMOTpP, KOHCYJIBTALIKSI ) Jla/Her
Bpaya-(hHU3noTepaneBTa IepBUYHbIIA
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Kputepuu kauectsa

BoinmosHeHO OIIPEACTICHUE COACPKaHUA
TJIFOKO3bI B KPOBU U1 UCKITIOUYCHU S TUTIOTJIN -
KEMUU

BoinosHeHO UccienoBaHre KUCIOTHO-OCHOB-
HOIro COCTOAHMA U ra3oB KpOBI/I*

BoinosHeHo uccienoBaHue ypoHs 25-OH
BUTaMuHa D**

BrimoHeHa perucTpanus 3JeKTpOKapano-
rpaMMBbI C 4YacTOTOM 1 pa3 B rox

BeimonHeHa peHTreHOTpad st TO3BOHOYHMKA,
CIeLMaTbHbIe UCCIEI0BAHUS U TPOEKIIUY C
n3MepeHueM yriia Kob6a manueHTty ¢ Hapy-
IIEHUEM OCaHKU U /WY BUAUMbBIMU Jecdopma-
LUSIMU TPYTHOM KIIETKHA

BrimonHeHa peHTTeHOACHCUTOMETPHSI ITOSIC-
HWYHOTIO OTIEJIA IIO3BOHOYHUKA ITALIMEHTY
crapiie 6 JIeT ¢ yacToToit 1 pa3 B rox **

BrinmonHeHa mpuiiebHast peHTreHorpabus
OpPraHoOB TPYIHOM KJIETKY BCEM IallieHTaM
co CMA 5q kak MUHMMYM pa3 B 2 roia

ITpoBeneHo rccienoBaHNe HECTIPOBOIIMPO-
BaHHBIX JIbIXaTeIbHBIX 00EMOB 1 ITOTOKOB
MaleHTaM crapiie 5 jJer**

[IpoBeneH KapauopecnupaTOPHbI MOHUTO-
PUYHT (IMCTaHIIMOHHOE HAOIIOIEHUE 32 IIOKA-
3aTeJISIMU YaCTOThI CEPIECYHBIX COKPAIIEHUIA
M IACTAaHIMOHHOE HAabMoaeHUE 3a (PyHK-
LIMOHAIbHBIMM HapYIIIEHUSIMU TIOKa3aTeeit
BHEIITHETO JbIXaHK) B CTALIMOHAPE ITALIMEHTY
co CMA I u naumenty co CMA 11 crapie

5 JIET CO CHIDKEHUEM (hOPCUPOBAHHOTO BHIIO-
xa Ha 45 % u Gonee™*

BrIMoTHEHO OTCAChIBAHKE CITM3U U3 POTO-
[JIOTKU, HOCA U BEPXHUX AbIXaTeJIbHBIX ITyTei
Y MCTIOJIb30BAHME MEXaHUIECKOTO MHCY(D-
JIATOpa-acmuparopa Jexaunum nareHTam

co CMA 5q u cupstunm nmanueraTam co CMA
5q ¢ pecniupaTOpHBIMU HAPYIIEHUSIMU

npu He3DHEKTMBHOM OTKAILTUBAHUI

BrImoiHEH YpeCcKOXHBIM MOHUTOPUHT Map-
LIMAJIBHOTO JaBJICHUs KUCIOPOaa BO BPeMsI
HOYHOro cHa mauueHtam co CMA 5q I, a Tak-
Xe y maneHToB co CMA 11 mpu mompo3peHusIx
Ha HOYHYIO TMITIOBEHTWISIIIMIO Y OOCTPYKTUB-
HbIE alTHOD cHa™™

Iposenena JIOK mpu 3a6oneBaHmsIX TIepude-
pUYECKOM HEPBHOW CUCTEMBI U CYCTAaBOB

[TpoBeneH Maccax rpyqHOI KJIETKU MU~
LIMHCKUI MPUA HAJIMYUHUA PECTIMPATOPHBIX
HapyLIEHU!

OneHka
BBINOJI-
HeHust

Ja/Hert

Ja/Her
Ja/Her

Ha/Her

Ha/Her

Ha/Her

Ha/Het

Ja/Her

Ha/Her

Ha/Her

Ha/Her

Ha/Her

Ha/Her
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OkoHuanue maoa.

Kputepuu kauecTBa

IIposenena JIDK mpu 3a601eBaHUSIX BEPXHUX
NIbIXaTeIbHBIX MyTei MPU HATUYUU PECTTUPA-
TOPHBIX HAPYIIIEHUI

Iposenena JIPK mpu 3a6o1eBaHUSIX TIeprde-
PpUYECKON HEPBHOW CUCTEMBI

[IpoBeneHa mexaHoTepamnus Npu 3aboeBaHN-
SIX IepudepruIecKoil HEpBHOM CUCTEMBI

ITpoBeneHa o30KkepUToTEpanus 3a00J1eBaHU
nepudepruyecKoii HEPBHOI CUCTEMBI MallUeH-
TaM C KOHTPaKTypaMu

ITpoBeaeHa Gecena ¢ poAUTENSIMU TAallMEHTa
0 CyTH 3200JIeBaHKSI, BO3MOXHBIX OCJTOXKHE-
HMSIX M €T0 MTPOTHO3¢e

[IpoBeneH mpreM Kaablys IJII0KOHaTa**

U KoJieKanblirdeposa, eciu BbIsIBICHbI IPU-
3HAKM OCTEOIEHNHN MIA HA3KAask KOHIEHTPA-
1¥s BUTaMuHa D B KpoBU

IIpoBeneH nmpuem 6rchocHoHATOB, €CIU BbI-
SIBJICHBI PU3HAKKW OCTEOTICHUY VT YaCThle
TePeTOMbI

BrimoHeHa ycTaHOBKA HA30TaCTPAIBHOTO
30H1a namureHTaM co CMA 5q ¢ HapyIeHusI -
MM TJIOTaHUS

BrinoaHeHO KOpMIIEHHE Yepe3 Ha30ra-
CTpaJIbHBII 30H]I TSKEI000JBHOTO MAIIMEHTa
co CMA 5q ¢ HapylIeHUSIMU IJIOTaHUS

BeimonHeHo paccMoTpeHune Borpoca 00 ycTa-
HOBKE racTpOCTOMBI U KOPMJIEHHE Yepe3 ra-
CTPOCTOMY y TIallMeHTa ¢ (haKTOM HEBO3MOX-
HOCTH MPOMIATBIBAHUS TTUIIH, IIPU O0IBLIOM
pYICKe acTMPAIMOHHOTO CUHIPOMA ¥ TIPU HY-
TPUTUBHON HEJOCTATOYHOCTHU

BoinmosHeHbI Pa3bACHEHUA O IMIPOTrHO3C AETO-
POXKICHUA U HCO6XOI[I/IMOCTV[ T€HETUYECKOI'O
0o0cIe10BaHUs CaMUX pO,E[I/ITCJIefI

BrinosHeHO MpUMEHEHMe TTperapara Hycu -
HEpPCEeH BCEeM MallMeHTaM C TeHeTUYECKU IO/ -
TBEPXKIEeHHBIM nuarHo3oM CMA 5q nipu Ha-
JIMYMM TTOKA3aHWM 1 00eCIIeYeHU TOCTyTa

K TIpenapary

OneHka
BBINOJI-
HeHHus

Ha/Hert

Ha/Het

Ja/Her

Ja/Het

Ja/Het

Ha/Het

Ha/Het

Ja/Het

Ja/Het

Ja/Het

Ha/Het

Ha/Het

* Ecau duaeHocmuueckas uau ae4eOHas npoyedypa ooviia
nposedena pamee 8 deKpemupyembie CPOKU, MO OHA He Q0ANCHA
noemopsamocs. Ecau meduyunckoe yupescoenue He pacnosazaem

pea6u/1umauu0HHthu BO3MOJNCHOCMAMU, hAUUeHm donicen 6bimo

HanpaegneH 6 mo yupedxcoerue, 20e peaburumayus 603MoNiCHA.

** Eeau 0anH020 cneyuanucma uau memooa OuazHoCmuKu

U AeyeHus Hem 8 MeOUUUHCKOL 0peaHu3auuu, Heobxooumo 0ams
HanpasaeHue é dpyeue MeouyuHcKue yupexcoenus, ede maxue
CReyuanucmol Unu Memoobl Cyuecmeyiom.
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TperbsikoBa Anactacust HukosaeBHa — aHeCTe3MOIOT-PEaHMMATOJIOT BEICIIIEH KaTETOPUM, PYKOBOIUTEIb CITYKOBI
nIeTcKoit aHecte3nonornu 1 peannmatonorun GI'BY «Poccuiickuit HayuyHbIH EeHTp «BoccTaHoBUTETbHAS TpaBMAaTO-
JIOTUSI U opTorneausi» uM. akagemuka [LA. Mnuzaposa» Munznpasa Poccuu, Kypras.

®exmiacTo JIMutpnii Anekcanaposmd — TpaBMmatosior-opronen; OCIT «HayaHo-ncciienoBaTeIbeKUi KITMHIYECKU
nHetutyT neararpun M. 1O, E. Bensruiesa» ®TAOY BO «PHUMY um. H.U. ITuporosa» Munsnpasa Poccun, Mocksa.

®unaros Erop IOpbeBH4 — TpaBMaTOJIOr-OPTOIE KIMHUKHU TTATOJIOTUH ITO3BOHOYHMKA M PEIKUX 3a00JIeBaHUI
®PI'BY «Poccuiickmii HayIHBIN LIEHTP «BoccTaHOBUTEIbHAS TPAaBMATOJIOTHS M OPTOTIEANST» M. akagemuka [LA. -
3apoBa» MuHn3zapasa Poccuu, Kypras.
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IITaoaunkuii Bacummii AnapeeBnd — K.M.H., ITyJIbMOHOJIOT, TOLIEHT Kadenpsl myiabMoHoaorun GO OTAOY
BO «PHUMY um. H.W. IMuporosa» Munsnpasa Poccun, skcnept 6arorBopurenbHoro ¢poHma «Kupu ceifuacy,
Mockaa.

ITykumna JIapuca AnarobeBHA — TIeIMATP, 3aBSAYIOIIAS OTACICHUEM ITaJUTMAaTUBHOM roMoIu aeTsiM O01acTHO
JIETCKOM KIMHUYECKOI 00JbHMILIbI, ExaTepuHOypr.

Konthnukm usmepecos:
AptembeBa CBetnana bponnciaBoBHa O0pa3oBareIbHBIC TPAHTBI M TOHOPAPHI 3a JIEKIIMY OT KOMITaHU «SIHCeH
Cunar», «Pours, «PTC» o mpobieMaM HepBHO-MbBIIIIEYHBIX 3a00JIEBaHUI.
YperynupoBaHue KOHMGINKTA — HEe MMeeT (PMHAHCOBBIX MHTEPECOB B yKa-
3aHHBIX KOMIIAaHUSX, He YIacTBOBajIa B HanmucaHuu paszaeina «[laToreHeTn-
YyecKasl Tepartms»

benoycoBa Enena JImurpueBHa ToHopap ot kKommannu «JHcen Cuiar» 3a JIEKIUIO.
VYperynupoBaHue KOH(PIMKTA — B JIEKIIMU 00CYXKIAINCH TOJTBKO BOTIPOCHI
muarHoctuku CMA

Bnomasenr Amutpuit BranmmupoBuda [1aBHBIN KCCIemoBaTe b B MEXIYHAPOIHBIX KIMHIYIECKIX ITPOTOKOIAX
co cnoHcopctBoM koMmnanuit PTC Therapeutics, F. Hoffmann-La Roche,
Novartis, Biogen, NS Pharma, Sarepta Therapeutics, Pfizer, Avexis.
Tonopap 3a nekiuu ot komnanuit PTC Therapeutics, F. Hoffmann-La
Roche, Janssen, Novartis, «I[Tuk-®apma».
YperynupoBaHue KOH(PIMKTa — He MMeeT (DMHAHCOBBIX MHTEPECOB B yKa-
3aHHBIX KOMIIAaHWSIX, HE Y9aCTBOBAJ B HalmMcaHUM pasnaeia «[laToreHeTnue-
CKasl Teparmmsi»

ITabHuukuii Bacunuii AHapeeBruY ToHopap ot kommannu «AHcen Cuiar» 3a JIEKIUIO.
VYperynupoBaHue KOH(PIMKTa — B IEKIIMU 00CYXKIAINCH TOJTBKO BOTIPOCHI
pecnipaTtopHoii moaaepxkku mpu CMA

RoH(hnukm unmepecos omcymcmayem:

Bonbckuii Ipuropuit bonmcnaBosnu, [epmanenko Onbra FOpneBHa, I[po3HoBa Onbra CepreesHa, Iy3esa Banen-
tnHa MBaHoBHa, MxxeBckas Bepa JleonnnoBHa, MnbenHa Enena CrenanoBHa, 3a0HeHKoBa Bukropust BaragumuposHa,
Kennc Bragumup Mapkosuy, KuceneB AHToH BsuecnaBosuu, KokopuHa AnHa AnekcanaposHa, Konecos Cepreit
BacunmneBnu, KomapoBa Okcana HukomnaeBHa, Ky3enkona Jlionmuina MuxaiinosHa, KypoaroB Cepreit AjileKcaHIpoBUY,
Jleonuyk Cepreit CepreeBudu, MenBeneBa Ceemirana HukomaeBHa, Ounposa [lonmmHa BstueciaBoBHa, [TomeBuaeHKO
Enena BnagumuposHa, [Monkos Imutpuit ApHonbsaoBud, ITonsikos Anekcanap Bnagumuposud, I1pokonbseB [eHHanmnit
IepmanoBuy, Pynenko JAmurpuii Uropesuu, Psa6nix Tatbstna BukToposHa, Ps6bx Cepreit Onerosuu, CasBa Hatanbsg
Huxomaesna, Casun Jmutpuit Muxaiinmosud, Camero Enena KOpbseBHa, CycnoB Bacwnmit Muxaitnosnu, To3nmmsaH
Enena BacunbeBHa, TpetbskoBa AHactacus HuxomaesHa, @exmmctoB Jmutpuii Anekcannposud, @unatos Erop
IOpbeBuy, llykmmHa Jlaprca AHATOIbEBHA.
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Kaunuueckue pexomenoauuu

Memoponorus pa3paomku KNUHUYECKUX peKoMeHaauui
IleneBasi aynuTopusi JaHHBIX KJIMHUYECKHX PeKOMeH1a~
1171/

1. Bpaun-HeBpoOIOTH, OPTOIIEABI-TPABMATOIOTH, HEUPO-
XUPYPIH, TIeAUATPHI, aHECTE3NOJIOTH-PEaHNMATOJIOTH,
TacTPO3HTEPOJIOTH, TUETOJIOTH, ITYIbMOHOJIOTH, IET-
ckue kapauonoru, Bpaun JIOK u pusnorepareBThI.

2. CTyneHTH MeOIUIIMHCKUX BY30B, OpIUHATOPHI, aCII-
PaHTHL.

MeTo1pl, HCIOJIb3yeMble 1T cOopa/ceIeKIH 10Ka3a-
TeJIbCTB: TTIOMCK B 3JICKTPOHHBIX 0a3aX TaHHBIX.
Onmcanne METOI0B, NCIOIb30BAHHBIX /IS OIIEHKH Ka-
YecTBAa W CHJIBI JIOKA3aTeJbCTB: ITOKa3aTeJbHOUM 0a30i
IJIST peKOMEHIALINI SBJISIOTCS ITyOIMKAIINY, BOIICIIINEC
B KoxpeiitHoBcKyto 6ubanoTeKy, 6a3bl j7anHHeiX MEDLINE
u PubMed.
[ny6una moucka — 10 set.
MeToabl, HCNOJIb30BAHHDIE 151 OEHKU KA4eCTBA U CH-
JIbI I0KA3aTEeJIbCTB:
* KOHCEHCYC 3KCIIEPTOB;
* OIICHKA 3HAYMMOCTH B COOTBETCTBUM C PEUTUHTOBOM
CXeMoi1 (cxema IpujaraeTcs).
Mertoapl, NCTIOIb30BAHHBIE /151 AHATN3A I0KA3aTe/IbCTB:
* 0030pHI OYOJIMKOBAaHHBIX METaaHAI30B;
* CHCTeMaTUJIeCKIe 0030pHI C TAOIUIIAMM TOKA3aTEeIIECTB.

Onucanue MemopoB, UCNO0Nb30BAHHBIX

And aHanu3a fokasamenbcims

I1pu oT6ope mybnuKauuii Kak NOTeHLMATbHBIX UCTOY-
HUKOB I0Ka3aTeJIbCTB UCITOIb30BaHHAS B KAXKIOM MCCIIE-
JIOBaHUM METOHOJIOTHSI U3ydaeTCs ISl TOTO, YTOOHI yOe-
IUTbCS B €€ BAIMAHOCTU. Pe3yabTaT u3ydyeHus BAUSIET
Ha YpOBEHb JOKA3aTe/IbCTB, IIPHCBANBACMBIi ITyOIMKALINH,
YTO, B CBOIO OUepenb, BIAUSIET Ha CUITY PEKOMEHIAIINIA.
J71st MUHIMM3aLMH1 TIOTEHIIMATBHBIX OITMOOK KaXKI0e 1C-
cJIemoBaHNE OIICHNBAIOCH HE3aBUCUMO. JII00OBIE pa3mmamst
B OIICHKAX 0OCYXIAJIMCh BCE IPYIIIOi aBTOPOB B IIOJTHOM
coctaBe. [1py HEBO3MOXHOCTU JOCTUXEHUSI KOHCEHCYCa
MIPUBJICKAJICS He3aBUCUMBIIN KCIIEPT.

B maHHBIX KIMHUYECKNX PEKOMEHIAIIMSIX BCE CBEIe-
HUS paHXXUPOBAHBI TI0 YPOBHIO TOCTOBEPHOCTH (ITOKa3a-
TeJIbHOCTU) WK Y]IJI B 3aBUCUMOCTH OT KOJIMYECTBA 1 Ka-
YeCTBa UCCIICIOBAHUI 110 JaHHOM TIpobjeMe (Tadi. 3 u 4).

Mopanox 06HOBNEHUA KNUHUYECKUX PEeKOMeHaauuil

MexaHn3M OOHOBJICHUST KITMHIMUYECKIX PEKOMEHIAITNIA
IpeaycMaTpUBaeT UX CUCTEMAaTHYECKYI0 aKTYaIN3aInio —
He pexke uyeM 1 pa3 B 3 rona, a TakKe TIpH MTOSIBJICHUY HOBBIX
JMAHHBIX ¢ 03U T0KA3aTeIbHON MEIULIMHEI IT0 BOTIPO-
caM OMarHOCTUKH, JICYeHUS, TPOMIIAKTUKYI 1 peaOIIH-
Tallid KOHKPETHBIX 3a00JIeBaHM, HATMINN 000CHOBAH-
HBIX JOTIOJTHEHMI /3aMeYaHUI K paHee yTBepXaeHHBIM KP,
HO He vauie 1 pa3a B 6 Mec.

Ilpunoxcerue A2

Taomauna 3. llkana oyenku yposhs docmosepHocmu 00Ka3amenavcme
a5 duazHocmu4ecKux emeuiamenscme ™

Wepapxus 1u3aiiHOB KIMHUYECKUX HCCIIEIOBAHUI
10 YOBIBAHHIO YPOBHS TOCTOBEPHOCTH
JI0Ka3arelibeTB ot 1 10 5

yia

CucreMaTIecKe 0030pbl UCCIIeIOBaHUI
C KOHTpOJIeM pedepeHCHBIM METOIOM MIJTU

1 CHCTeMaTUYECKU 0030p paHIOMU3MPOBAHHBIX
KIMHUYECKUX UCCIeNOBaHUI C TPUMEHEHEM
MeTaaHaInu3a

OTnenbHbIE UCCIEI0BAHUS C KOHTPOJIEM
pedepeHCHBIM METOIOM MU OTACTBHBIC
pPaHIOMU3UPOBAaHHbIE KIMHUYECKUE UCCISI0BAHMS

2 M CUCTEMATUYECK1e 0030pbI UCCIEI0BAHUI JTI0O0TO
Qv3aiiHa, 3a UCKJII0YEHUEM PaHIOMU3UPOBAHHBIX
KIIMHUYECKHX UCCIICIOBaHUI, C TPUMEHEHUEM
MeTaaHaIn3a

HccnenoBanus 6e3 mocienoBaTeIbHOr0 KOHTPOJISI
pedepeHCHBIM METOIOM YUTHA UCCIIEIOBaHMUSI ¢ pede-

3 PEHCHBIM METOAOM, He SIBJISIIOLIMMCST HE3aBUCUMbBIM
OT MCCIIEYEMOTO METO/IA, MJIN HEPAHIOMU3UPOBAH-
HbIE CPAaBHUTEJIbHBIE UCCIIENOBAHUSI, B TOM YUCIIE
KOTOPTHBIE MUCCIIEIOBAHUS

4 HeCpaBHI/ITeHLHbIB NCCIICA0OBaHMsA, OITMCAHUE KN -
HHWYECKOro ciaydyas

5 Mmeetcs nuib 000CHOBaHUE MeXaHU3Ma JEeUCTBUS
MM MHEHUE SKCIICPTOB

Taomna 4. llkana onpedesenus yposHs docmogepHocmu 00Ka3ameabcme
04151 AeuebOHbIX, PeaduiumayUoOHHbIX, NPOPUAGKMUHECKUX 6Meulamenscme

Hepapxus 1u3aiiHOB KIMHHYECKHX

VI  wccienoBaHuii MO YObIBAHMIO YPOBHS 10CTOBEPHOCTH
noKa3areancTs oT 1 10 5
CucremMaTuyecKuii 0030p paHIOMU3UPOBAHHBIX
1 KIIMHUYECKUX I/ICCJIeI[OBaHI/Iﬁ C IPUMCHECHUEM

ME€TaaHa/IiM3a

OtnenbHbIe PAaHIOMM3UPOBAHHLIC KIMHUYECKUE
HUCCICOAOBAHUA U CUCTEMATUYCCKUEC 0630pI>I uc-

2 cJIeOBaHUM J1I0O0ro zm3a17ma, 3a UCKITIOYEHUEM
PaHIOMU3UPOBAHHBIX KTMHUYECKUX WCCIIETOBAHUM,
C NIPpUMEHECHUEM ME€TaaHa/In3a

3 HepaHHOMHSHpOBaHHHe CPAaBHUTECJIIbHBLIC UCCJICI0-
BaHMs, B TOM YHMCJIC KOTOPTHBIC UCCIICIOBAHUA

HecpaBHuTeIbHbBIE MCCIIEAOBAHUS, OMTMCAHUE
4 KJIMHUYECKOTO CITyJast I CEpUM CIyJaes,
HCCIIEOBAHUE «CITyYali-KOHTPOIb»

MwmeeTcst nuiib 000CHOBaHWE MEXaHU3Ma JIEUCTBUS
5 BMCIIATCILCTBA (,[[OK)II/IHI/I‘-ICCKI/IC I/ICCJ'[SIIOBaHI/ISI)
MW MHEHUE 3KCIIEPTOB

Janee orpenessics ypoBeHb yOeIUTETLHOCTH PEKO-
MeHmaIuii (Tadm. 5).
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Taomaua 5. Ilkana onpedenenus yposus yoedumenvrocmu pexomenoayuii (YYP) ons ouaenocmuyeckux, Ae4eOHbiX U RPOQUAAKMUMECKUX MePOnPUAMUL*

CuibHas peKoMeHaanus (Bce paccMaTprBaeMble KpUTepuu 3(hheKTUBHOCTH (MCXO/IbI) SIBJISIFOTCSI BAXKHBIMU, BCE MC-
A cenoBaHUSI UMEIOT BEICOKOE WM YIOBJIETBOPUTEIHHOE METOIOIOTMYECKOE KAYECTBO, MX BBHIBOIBI II0 MHTEPECYIOLIIM
HCXOaM SIBJISIFOTCSI COIJIACOBAHHBIMMU )

YcnoBHas peKoMeHmalus (He Bce paccMaTpruBaeMble KpUTepruu 3P (MEKTUBHOCTHU (MCXOIbI) SBISIOTCS BaXKHBIMU, HE BCE
B HCCIIEeIOBAHMSI UMEIOT BBICOKOE WJIU YIOBJIETBOPUTEIbHOE METOL0JIOTMYECKOE KAaUeCTBO /MU UX BBIBOJIBI I10 UHTEPE-
CYIOIIMM MCXOJaM He SIBJISIIOTCSI COTJIACOBAaHHBIMU)

Crabast pekoMeHanus (OTCYTCTBUE TOKA3aTeIbCTB HaJIeXKalllero KauecTa (Bce paccMaTprBaeMble Kputepun 3hdex-
C  TUBHOCTHM (MCXOIBI) SBJSIFOTCSI HEBaXXHBIMMU, BCE MCCIIEAOBAHMS MMEIOT HU3KOE METOIOJIOTMIECKOE KAUyeCTBO U MX BbI-
BOJIbI TIO MHTEPECYIOIIUM MCXOIaM He SIBJISIIOTCS COrJIaCOBAHHBIMU)

*Mamepuanst 05 pazpabomku KauHuveckux pekomenoayuii (https.//rosmedex.ru/kr/reco).

Ilpunoocerue A3

CBA3aHHbIE AOKYMEHMbI

1. ITpuka3z Munsapasa Poccun (MunucrepctBo 3npaBooxpanenust Poccuiickoit @eaepanun) ot 13 oktsiops 2017 .
Ne 804H «O0 yTBEepKACHNY HOMEHKIIATYPhI METUIIMHCKUX YCITYT».

2. puka3z MuHucrepcTia 3npaBooxpaHeHusi PO ot 7 oktsa6ps 2015 . Ne 700H «O HOMeHKIIAType crieliMaibHOCTe !
CTIEMAMCTOB, MMEIOIIIMX BBICIIIEe MEIUIIMHCKOE 1 (hapMalieBTHIeckKoe 00pa3oBaHKe.

3. [puka3z MuHucTtepcTBa 3apaBooxpaHeHust Poccuiickoit deneparuu ot 14 nekadpst 2012 . Ne 10471 «O6 yTBep-
xaeHnu [lopsiaka okazaHWs METULIMHCKOM MTOMOIIM IETSIM 1O TIPOMUITIO «<HEBPOJIOTUST».

4. HCTpYyKIIMS TIO0 IPUMEHEHWIO JIEKAPCTBEHHOTO Tpenapara HycuHepceH ot 19.08.2019 JITT-005730, noctymHo
Ha BeO-mopTaine [ocynapcTBeHHOTO peectpa iekapcTBeHHbIX cpencts (http://grls.rosminzdrav.ru/).
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HepBHo-mbiweynbie BOJIE3HH
Neuromuscular DISEASES

Kaunuueckue pexomenoauuu

Anropummbl BefieHus nayuenma

1. Anropurm muaraoctuku CMA 5q

Mopo3peHune Ha CMA?

OnpepeneHrie KOonNMyecTsa
Konuii 3k30Ha 7 n 8 SMN'1

Ilpunoxcerue b

0 kKonui

Y

Y

[unarHoctuka
HOCUTENbCTBA

y poavTenei

| Yucno konun SMN2

Y

[lnarHocTrKa OCNIOMKHEHMIA CO CTOPOHDI
[ibIXaTeNIbHON, ONOPHO-AABUraTeNIbHON,
NILLEBaPUTENBHOW 1 iPYTUX cUcTeM

>2 Konun

| CekBeHupoBaHue SMNT |

l

KpoBHoe poacTeo?

SMT, SHMT, KOK, naHenbHoe
nccnefoBaHmne, CEKBEHNPOBaHVE

2. Airoput™ opToneau4ecKoil TAKTUKM TUATHOCTHKH M JIeYeHHs CKoJimo3a y manuenta co CMA 5q

Oa




HepBHo-Mbiweynbie bOJIE3HH
Kaunuueckue pexomenoayuu Neuromuscular DISEASES

3. AsropuT™M pecnMpaTopHOii moaaepxKu y namuenta co CMA 5q

TOM 10 VOL. 10

[H - nbixaTenbHaA HeJOCTaTOYHOCTb
PtcCO, - TpaHCKyTaHHaA NybCOKCMMETPUS
PetCO, - napunanbHoe AasneHne CO, B KOHLE CMOKONHOTO BbIfOXa

4. Anroput™m npecumnromarndeckoii repammun CMA 5q

S
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Ilpusroxcenue B

HudhopMauus ang nayuenmos

Yro TaKoe cimHAIbHAS MbIIeYHast aTrpodus?

CrnimHanbHast MblnedHast atpodus (mamee CMA) — 3To TeHETHIECKOE TIPOTPECCUpYIOIee, MHOTIA CMEPTEIbHOE
HEpPBHO-MBIIlIeYHOE 3a001eBaHue’. HecMOTpst Ha TO 4TO HOBbBIE CJIy4au BCTPEYalOTCs JOCTATOYHO PEIKO, MHOTHE JIIO-
v xuByT co CMA. CMA nopaxaeTt npruMepHO 0gHOro u3 6—10 ThiC AeTeil U SIBISIETCS Beayllei B MUPE FTeHETUYECKOM
MPUYMHON CMEPTH AeTeit no 2 jget>3. HezaBucumo ot Tskectu Bee moau co CMA TepsiioT ABUrate/ibHbie QyHKIUN' .

92

CMA 00bI4HO MOAPA3EIIOT HA 4 OCHOBHBIX THIA®;

©

CMAI

HpOHBﬂHeTCﬂ B BO3pacTe 010 6 mec. HpI/I C€CTCCTBEHHOM
pa3sBUTUU 3a00JIeBaHUSI I€TH HE TOCTUTAIOT CITOCOOHOCTH T1e-
PEBEPHYTHCA WU CUAECTDH, a OXKMAacMad NMPpOaAOJIKUTECIIbHOCTb

CMAII

IIpossasieTcs B Bo3pacte oT 6 10 18 Mec. [1pu ectecTBEHHOM
pa3BUTHM 3a00JI€BaHUSI IETU HE JOCTUTAIOT CIIOCOOHOCTH XO-
IIUTh, MOXET TPeOOBATHCS UCITOJIb30BaHNEe MOTOPU30BAHHOMN

JKM3HU COCTaBJIsIET <2 JeTs.

CMA III

JlnarHo3 MoXeT BOBHUKHYTD BILJIOTh 10 TTOAPOCTKOBOTO
Bo3pacTa. [1pu ecrecTBEeHHOM pa3BUTUY 3a00JIEBaHUS TIOCTIE
nepuroaa HOpMaJbHOTO Pa3BUTHS JIIOJU TTOCTETIEHHO TEPSIOT
MOJIBMXHOCTD, MHOTIIA ¥ CTIOCOOHOCTD XOIUTH .

WHBAIUIHOMN KOJISICKA I

CMAIV

JInarHo3 06bIYHO YCTAHABIMBAETCS B 3pEJIOM BO3PACTE.
[Mpu ecTeCTBEHHOM Pa3BUTHY 3a00JICBAHMSI JIFOIU MOTYT
UCIIBITHIBATh YMEPEHHbIE ABUTATEIbHBIC HAPYIIECHMSI

U MBIIIEYHYIO C1abOCTh'.

[Mpu CMA Bo3HMKaeT AUCOYHKIIMSI MU THOeIb 0-MOTOHEMPOHOB'. a-MOTOHERPOHBI CIMHHOTO MO3ra MHHEPBU -
PYIOT CKEJIETHBIE MBIIIIIIHI ¥ OTBEYAIOT 32 COKPAIICHME MBIIIIII.

CrnunHHOM MO3r

5 Mbiwbl

HopmanbHbiii
Qa-MOTOHENpPOH |

M3-3a HemocTaTka ocoboro oenka — 6enka SMN — mpu CMA Bo3HUKaeT THOeNb .-MOTOHEPOHOB




HepBHo-mbiweyHbie 5OJIE3HH
Kaunuuecxkue pelcomeﬁaauuu

CNUHHOW MO3r \ ATpodua MbiLuL

\
\

a-moToHelnpoH npy CMA ]
|
Ii

Benok SMN HeoOxoaum 11t GYHKLIMOHUPOBAHUSI MOTOHEMPOHOB B CIIMHHOM MO3re!

B cuHTe3e 6enka SMN
yyacTByoT 2 reHa®

OCHOBHOW UCTOYHUK Benka SMN McTOUHUK Manoro Konnyectsa
dyHKLMOHanbHoro 6enka

ITpu CMA kosudecTBO cuHTe3MpyeMoro 6eska SMN He0CTATOYHO /1S BBDKUBAHNUS HEHPOHOB

» 3aboneBanne CMA BbI3BaHO Aeyieleli Uin Myrtanveit reHa SMN 1, 94To MPUBOIUT K CHIKEHUIO YPOBHS Oejika
SMN*

* Eciim ren SMN1 He paboTaeT, eIMHCTBEHHBIM UCTOYHNKOM O0eka SMN ctaHoBuTCS reH SMN2, omHAaKO OH TTpo-
MU3BOINT HEAOCTATOYHO PYHKIMOHAIBHOTO 6ejika SMN®

CHwmKeHme akcnpeccun SMN CHWXeHne KonmyecTBa

SMN1 SMN2

!

{
),
%*
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Kaunuueckue pexomenoauuu

Kak nposiBasieTcs cnuHaIbHAS MbIIIEYHAS aTPODUd

y pedenka?

V¥ kaxgoro manueHta co CMA nMeroTcss THIUBUTY-
aJlbHbIE HApYLIEHUsI, a CUMIITOMbBI MOTYT pa3InyaThCsd
B 3aBMCMMOCTH OT BO3pacTa Hadajia M TSKECTH 3a00eBa-
HUd. JIETU MOTYT UCHIBITHIBATh ITPOTPECCUPYIOLIYIO Clla-
0OCTb B MBIIIIIAX, PACITOJIOXKEHHBIX OJIKe K LIECHTPY Tea,
TaKuX Kak Ij1e4u, oeapa v Ta3. MoTyT TakKe TTopakaThbCs
MBILILBI, YYACTBYIOLIKE B ABIXaHUM U TIIOTAHUN®,

CMA He BIIMSIET HAa HEMPOHBI, OTBETCTBEHHBIE 32 MH-
tesutekr®! 01,

Yro HyKHO 3HATH O rene SMN2?

V¥ Bcex 60mbHBIX CMA uMeeTcst XOTSI OBl OIUH «pe-
3epBHBIN IeH», KOTOPHI Ha3biBaloT SMN2. CTpykTypa
reHa SMNZ2 nonobHa ctpykrype reHa SMN1, HO TOJIBKO
HeOoIbLIAs YaCTh IpoayLpyeMoro um oenka SMN (10 %)
SIBJIIETCS TTOJTHOCTHIO (DYHKIITMOHAIBHOM. DTOTO KOJIIIe-
cTBa 6es1Kka SMN HeTOCTaTOUHO TS MOAIeP>KaHMS BIKI-
BA€EMOCTH MOTOHEMPOHOB' 214,

KonmyecTBo reHoB SMN2 MoxXeT OBITh pa3HbIM; O0JTb-
1Iee Yrciio Konuii SMN2 cBI3HIBAIOT ¢ 00JIee HU3KOM TSI~
XecThio cuMToMoB CMA!4-16,

ITockonbKy 3a00J1eBaHNE TIPOSIBISIETCS] CAaMBIMM pa3-
HBIMU CUMIITOMaMU, 10 YMCITy Kontuii SMN2 cTeTrieHb TS-
JKECTH ITPOTHO3UPOBATH CJIOXKHO. [1py 3TOM crieriaaIncTh
PEKOMEHIYIOT IIPY IIPUHITUN PEIIeHUS 00 OKa3aHMH T10-
MOIIM YYMTHIBATh HE TOJBKO YMCIO Kommii SMN2,
HO 1 (PYHKIIMOHAJIbHBIE CITIOCOOHOCTH pebeHKa'.

Kak npoucxoum HacnenoBaHue chuHanbHol

MblweYyHol ampohuu?

CrimHaabHas MBIIIEYHAsT aTpoduss — ayTOCOMHO-Pe-
LIeCCMBHOE 3a00JIeBaHIE, TO €CTh PUCK 3a00JICTh ITOSIBIISI-
eTcs y peOeHKa B TOM CIIydae, eI OH YHACJIeayeT 10 Ofl-
HoMy TeHy SMN1 ¢ MyTalmisIMi OT KaXXIOTO POIMUTEIIS.
Ecim pebeHOK yHaclieayeT BCero oauH nedeKTHBIA reH
SMN 1, oH cuntaeTcs «<HocuTenemM». Hocurenm He MeIoT
CHMIITOMOB 3a00J1eBaHus 'S,

Ecnu B ceMeiiHOM aHaMHe3¢ €CTh CITMHAIbHAsI MbI-
meyHas atpodus, To Barm maHCh 0Ka3aThCsl HOCUTEIEM
OymyT BBIIIE cpemHero. [1py mpuHATAM peleH’iA, CBSI3aH-
HBIX C TUTAHUPOBaHWEM CeMbH, Bam 1oe3Ho OyneT mpo-
KOHCYJIETUPOBATHCS CO CBOMM BPadoOM.

Kak muarnoctupoBars CMA?

Bpau-reHeTHK WM Bpad-HEBPOJIOT MOTYT Ha3HAYNUTh
TeHEeTUYSCKUI aHaJIN3, KOTOPBI ITO3BOJIMT ITOATBEPIUTD
JIMOO UCKITIOUUTD 3a00JIeBaHuE.

C 1eIbIo TTOATBEPKICHMS JUArH03a IIPOBOIST MOJIC-
KYJISIpHO-TeHETUYECKUI aHamM3 KpoBU. OH ITOKA3bIBaET,
MMeeTCs JIU y TaieHTa mytaiusi B rene SMN 1. Kpome
TOr0, HY>KHO OIPeIe/IUTh YMCIIO Komuii reHa SMN2V.

MoryT OBITh Ha3HAYCHBI U IPYTHe TUATHOCTUICCKIE
HCCIICAOBAHMS, B TOM YHCJIC TOTIOTHUTEIbHBIA TeHETHIC-
CKMI aHaJW3, JIEKTPOMHUOTpadus WIM aHAIN3 KPOBU

JIJISI U3MEPEHMs] YPOBHS KpeaTUHKMHA3BI. DTH UCCIIeI0Ba-
HUSI HE MOTYT C BBICOKOI TOYHOCTbBIO MOATBEPANTE AUATHO3
CMA, 0oIHAKO TTO3BOJISIOT UCKITIOUUTD IPYTHUE TTOXOXKME
3a00JieBaHUSI.

KomnuiekcHblii MOaXo1 K 0Ka3aHUI0 MeIUIUHCKOH MOMO-
¥, B KOTOPOM YYaCTBYIOT CITIELIMAIMCTBI CAMOTO pa3HOTO
npoduiIsg, MOXET ITOMOYb YIIYUIIUThL 00Iee COCTOSTHHE
3I0POBbSI 1 BBLKMBAEMOCTB'.

ACNEKTOB MEIVULIMHCKOIM MOMOIIY MHOTO, M POIUTE-
JIIM COBMECTHO C BpauyoM TPeJCTOUT MPUHUMATh pa3HbIe
pelIeHs, TaK KaK Y KaXI0Tro pedeHKa CUMITTOMBI ITPOSIB-
JITIOTCSI TI0-CBOEMY. YUYMTHIBasl, YTO KaXKIbIM IMAllMEHT
co CMA nMeeT pa3Hble CUMITTOMBI U TTPOSIBIEHUST, WIEHBI
KOMAaHJIBI M CTETIEHb UX BOBJICYEHHOCTU MOTYT MEHSTHCS
B 3aBUCMIMOCTH OT MOTPEOHOCTEHN 1 00CTOATELCTB. Poa-
TeJIIM KaK TJIaBHBIM YIeHaM 3TOM KOMAaHIbI peKOMEH Iy~
€TCs TECHO COTPYIHMNYATH C BpauOM CBOETO pebeHKa, 4YTO-
061 chOpMHUPOBATh KOMAHAY MO OKA3aHWUIO MOMOIIH,
KOTOpas JIy4llle BCEro MOJOMAET IJIST UX CEMBU.

JIbixatenbHasa pynkuus. [ToMolb a5 moaaepKKu bl -
XaTeTbHOM (DYHKIIUM 3aHUMAET LIEHTPaJIbHOE MECTO B Be-
JeHnn naiyeHToB co CMA. M3-3a ¢i1ab0CTy MBI TPYTHOM
KJIETKA MOXET CHUKATBCS CIOCOOHOCTh 3(P(PEKTUBHOTO
JIBIXaHWUS ¥ OTKAUIJIWUBAaHUS, OTYETO ITOBBIIIAETCS PUCK
VHOEKINN.

HewnBa3uBHast MCKycCTBEHHAsT BEHTUJISILIMS JIETKAX
(HUBJI) — MeToa, KOTOPBIiA ITO3BOJISIET UCKJIIOUMTh WK OT-
CpOYMTH MHBA3MBHOE BMelIaTeabcTBo. CrielmaabHas ar-
napaTypa, Takas Kak arnmnapaT AByX(da3HON BEHTWISIIUN
C TIOJIOXKUTETHHBIM JaBIICHUEM B IbIXaTeIbHBIX ITyTsIX (bu-
T1AIT), oGecrieunBaeT IMOCTOSIHHBIN IPUTOK BO3AyXa B JIeT-
KIe 9epe3 MacKy, 3aKpBIBAIOIIYIO pOT M,/ Hoc. B momarii-
HUX YCIIOBUSIX MOXKHO TaKXKe MCTIONTb30BaTh OTKAIITBATEb.

WuBasuBHas MCKYCCTBEHHAs BEHTWISLIMS JIETKUX
obecrieurBaeT 0e30MacHyIo IoJgady BO3ayxa B JIETKME Yepes
SHAOTPAXeaTbHYIO TPYOKY, BBEIEHHYIO Yepe3 pOT NallueH-
Ta (MHTYOAINS), WM HETIOCPEICTBEHHO B TPaxero yepes
HeOOJIbIIIOe pacceueHNUE B IIee (TPaXeOTOMMUSI).

Opronenusa. Ckonmo3 (MCKpUBICHUE TTO3BOHOTHM -
Ka) — pacnpocTpaHeHHasI IIpobjieMa y AeTeit CO CITMHAb-
HOM MBIIIEYHOI aTpodueii, 00yca0BIeHHAs MBIIIEYHOMN
cnabocThio. OpTonen MOXeT ITOPEKOMEHIOBAaTh IIPUMEHEe-
HHE CPEICTB IMOAAepKaHMS TIO3bI (OPTE3UPOBAHNE ) VT XH-
PYPIAYECKYIO KOPPEKLIMIO CKOIMo3a'.

ITuranue. M3-3a MmbliteuHoit ciaaboctu et co CMA
MOTYT TePATh CITOCOOHOCTD XXeBaTh W IIOTaTh. Bo3HMKaeT
PUMCK BIBIXaHMS TTUILIM U XKUAKOCTH B JIETKHE BO BPEMS €bI
¥ Pa3BUTUS pecnMpaTOpHbBIX MHMeKmiA. Pomyteny 1 Bpaun
MOTYT IIPUHSTD PellieHre 00 YCTAaHOBKE BpEMEHHOTO MU T10-
CTOSTHHOTO 30HJIA C 1IeJIbI0 00ecrieueHnsT pebeHKa HeoOX0-
IAMBIMA TUIIENA U XKUIKOCTBIO"”. 30HIbI OBIBAIOT 2 THUIIOB:
Ha3aJlbHbIe ¥ abmoMMHaIbHbIe. HazoracTpanibHble 30HIBI
BBOISTCSI Yepe3 HOC; IMUILA MOCTYNaeT HEIOCPeICTBEHHO
B XeJynoK. OObIMHO OHM YCTaHABIIUBAIOTCS, €CITN 30H]T Tpe-
OyeTcsl Ha KOPOTKOe BpeMs. [acTpocToMuueckue Tpyoku
YCTaHABJIMBAIOTCSI XUPYPTYECKUM ITyTEM Uepe3 OPIONTHYIO
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HepBHo-Mblweunbie O JIE3HH

CTEHKY B kenymokK. OHM JOCTaTOYHO IIPOCTHI B OOCITYKM-
BaHWUM U SBJISIOTCS XOPOIIIMM BapUaHTOM JUISI IeTei, KO-
TOPBIM TPEOYeTCsI IOITOCPOYHAS TTOAACPKKA TIPU KOPMIICHUT.

®usnorepanus. et co CMA MoTyT OBITE Yepecuyp
CIIAOBIMU [IJIST COBEPIIICHUS IBYDKCHUI B TIOJTHOM 00OBeMe.
BozHukaeT prcK pa3BUTHSI KOHTPAKTYpP, KOTOPHIE B Tallb-
HEeMIIIeM MOTYT CTaTh ITOCTOSTHHBIMY U OTPAHNIMBATh IBH-
keHust. JIOK MoxXeT cOCTOATh M3 yIpaskHEHHI 10 BOCCTa-
HOBJICHUIO THOKOCTM M OO0ImMMUX (QYHKIMOHAIBHBIX
BO3MOXHOCTEH. B ompenenieHHBIX CITyJasix BEpTUKAIA3aToOP
ITO3BOJISIET YAYYIIUTD IIPOYHOCTH KOCTEN M MOXKET MCIIOJb-
30BaThCS B JOMAIIHUX YCIOBUSX .

Kpome BrIIIIeIepeurcaeHHbBIX CITEIAINCTOB, B COCTAB
KOMaH/IBl MEIUIIMHCKON ITOMOIIA MOTYT TaKXe BXOIUTH
W ApYTHE CTICIIUAINCTBI, B TOM YMCJIe Bpaul U MHBIE CIIC-
IIUATMCTHI N3 MEAULIMHCKOM OpTaHU3allNH WJIN €€ CTPYK-
TYPHOTO MOAPA3IEICHNSI, OKA3bIBAIOIIETO CITIEITUATN3HPO-
BaHHYIO TTAJUTMATUBHYIO MEIUITMHCKYIO TTOMOIIb.

Baxnbie pecypcbl. CyIliecTBYIOT MEXKIyHAPOIHBIE U POC-
CHICKME OpTaHN3alINH, IIPOSKTHI M COOOIIIECTBA, TIPHU3BAH-

Hble TOMOYb OOJIETYUTD KU3Hb MalreHToB co CMA u nx
ceMeit.

ITanuenTcKkue opraHu3anuu

SMA Europe — EBporeiickast malimeHTCKasi OpraHM-
3aums1, co3nanHas B 2006 1, KoTopasi 0ObeIUHSIET TaLK-
€HTCKHUE U MCCIieAoBaTelIbcKie opraHn3auny Bceit EBpo-
ITbI, OCBSIIEHHBIE CITMHAIBHOM MBIIIEYHON aTpodum.
ITocetuTe sma-europe.eu

Cembn CMA — Poccuiickast malimeHTCKast opraHmu3a-
us, yactb SMA Europe, coznannas B 2015 . [Ipemaraer
MHOKECTBO ITPOEKTOB IS MMALIMEHTOB M UX ceEMeil, TAKNX
Kak Tropsiyas JMHUS, U ToJe3HO nHOopMallny, TaKoi
KakK JeTaJbHOE oNucaHue 00ae3H1 U OuOIMoTeKa Iyoam-
kauumii. [Tocerure f-sma.ru.

HNuTtepueT-pecypebl

TogetherInSMA — MeXXTyHapOIHBIN BEO-CailT, CO3MaH-
HBIH 1719 nHGopMUpoBaHUS ayeHToB co CMA u ux ce-
Mmeil. [Toceture togetherinsma.com.
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HepBHo-mblweykbie OJIE3HH

Kaunuueckue pexomenoauuu

1. HasBaHue Ha pyccKom A3bike: Kniouesbie amanbl ABUramenbHoll akmuBHocmu (pasnen 2)*
Opurunansaoe Hazsanne: Hammersmith Infant Neurological Exam-2 (HINE-2).

Hcrounmk: Bishop K.M., Montes J., Finkel R.S. Motor milestone assessment of infants with spinal muscular atrophy
using the hammersmith infant neurological Exam-Part 2: Experience from a nusinersen clinical study. Muscle Nerve

2018;57(1):142—6. PMID: 28556387. DOI: 10.1002/mus. 25705.
Tun: mIkana oeHKu.

Hasnauenue: o0111a8g OlleHKa IBUTATEIbHOM aKTUBHOCTH y pedeHKa co CMA I, MoXeT Mcroib30BaThCs JIJIsI OLIeH-

K1 3PHEKTUBHOCTH TepaTivu.
Conepxanue (1a6.10n):

Ilpunoncenue I'

JleHb BU3UTA:

Wwmsa nanmenTa

KoroueBsbie stanbl gsuratenbHoi aktuBHocTu: Lllkana HINE, paznen 2

MHuumanst ImalMeHTa

He ynepxuBaer | Kauanus rosno- VYnepxuBaeT
TOJIOBY B Bep- | Bbl U3 CTOPOHBI | TOJIOBY BCE BpeMs OueHka:
VnepxxaHue Y p P Y P =
COTOBE TUKAJTBHOM B CTOPOHY B BEPTUKAIEHOM
MOJIOXKEHU (HopMma MOJIOXXKEHU
(HopMma <3 mec) B 4 Mec) (HopMa B 5 mec) Bo3spacr:
Cunur B nonoxenun | OueHka:
N . | CuouT yBepeHHO ’
Croco0HOCTh He moxer cu- | c mommepxkoit | Cumut ¢ ormopoit [[6 e3 Zn 011))1)1 cuns
CUZIETH JIETh (Hopma (HopMa B 6 Mec) (HopMa B 7 Mec) MOBOpPAYMBAETCS B i
B 4 Mec) (Hopma B 10 mec) | DO3pacT:
T —— Cna0bblit 3axBaT OueHKa:
Co3HaTenbHbIiI OtcytcTBUE Y yKazaTeIbHbIM .
BCIO JIAJIOHb CuJIbHBII 3aXBaT
3axBaT 3axBaTa i 1 OOJIBIITUMK ]
py THaJTbIAMHI Bospacr:
MozxeT nmprka-
Crioco6HOCTh Horu He roa- Horu nonnumatot- Moxer c a(T)b Ceﬂ - E am?— OreHka:
OpBIKAThCS HeTt cnnoco6Ho- HIMAIOTCS csl BBepX (BepTU- pUKacaTbCs .
(B mOJIOXXEHUM CTU OpBIKAThCS TOPU3OHTATHHO KaJIbHO) K HoTre (HOpMa (HOpMa
JIexa) (HopMma B 3 Mec) B 4—5 mec) B 5—6 Mec) Bo3spacr:
IToBopaunBaercsa | [loBopaumBaeTcs
[ToBopauuBaet- OueHka:
CnocobHOCTh He MoXeT rnepe- c q?{ 260K C XXMBOTa Ha CIIMH- | CO CIIMHBI HA XXU- 1
TepeBoOpaun- b KY WIM CO CIIUHBI | BOT M C XKMBOTA
BOpauYUBaAThCS (HopMma
BaTbCs B 4 Mec) Ha XUBOT Ha CIIMHY Bospacr:
(xHopMa B 6 Mec) (HopMa B 7 Mec) :
Mounsaer IMonsaer Ha BbITA- Ionzaer Tonzact Onenka:
CrocoOHOCTh He moxer nep- Ha JIOKTSIX HYTHIX pyKax HA KIBOTE Ha pyKax
10J13aTh JKaTb TOJIOB HOpMa M KOJICHSIX
Y (1op (Hopma B 4—5 Mec) | (HopMa B 8 Mec) Bospact:
B 3 Mec) (Hopma B 10 Mec) pacT:
Moxer Ouerka:
BbIIEPKaTh TOUT
cepxa Crour Cro B ]
CriocobHOCTh He BbInepxuBaeT | Bec COOCTBEH- ¢ HOLIEPKKOH 0e3 MOCTOPOH-
CTOSITh BEC CBOETO Teja HOTO Tesa (HopMa é) 8 mec) Heil moMoIu
(HopMma p (Hopma B 12 mec) Bospacr:
B 4—5 Mmec)
M HHO TiepeMe-
[llaraercs CIICHHO TepeMe OrneHka:
CriocoOHOCTh (HOpMa maercs (1epxach Xomut
XOJUTh B 6 Mec) 3a 4TO-JIM00) (Hopma B 15 Mec)
(Hopma B 11 Mec) Boapacr:

Kimou (uaTepnperanus): olileHKa KauecTBEHHAs (He OaylTbHAsT), B TaOIMIle OOBOAUTCSI TOT HABBIK, KOTOPBI €CTh
y pebeHKa Ha MOMEHT OCMOTpa, TO K€ CaMOe [IETaeTCsI TPU OCMOTpe B AMHaMUKe. CTaHOBSITCSI OYEBUAHBIMU MTPUOOpE-

TeHI/IC/peI‘]I)CCC OCHOBHBIX MOTOPHbIX HABBIKOB.

*[llkana 6 PO ne saruduposana, 015 ee UCHOAb308AHUSL HEOOXO0UMO CReyUaNbHOe 00yYeHuUe.
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HepBHo-mbiweyHbie 5OJIE3HH

2. Ha3BaHue Ha pyccKom A3bike: LKana oueHKu MomopHbIX hyHKUUi npu CMA*
Opurnnansnoe na3sanue: The Hammersmith Functional Motor Scale Expanded (HFMSE).

Hcrounuk: Pera M.C., Coratti G., Forcina N. et al. Content validity and clinical meaningfulness of the HFMSE

in spinal muscular atrophy. BMC Neurol 2017;17(1):39. DOI: 10.1186/s12883-017-0790-9.

Tun: mkana oeHKM.

Hasnavenue: (I)YHKLII/IOHaIIBHaH OLIEHKA ABUTATEIbHOM aKTUBHOCTH Yy nmanmeHTa co CMA, MOXKET NUCITOJIB30BATbCA

IIJIST OLIEeHKY 3(D(HEeKTUBHOCTH TEPaITH.

Conep:xanne (11a0JI0H):

IITKAJIA OIEHKA MOTOPHBIX ®YHKIIMI ITPU CMA BOJIbHUIIBI XAMMEPCMUT (HFMSE)

®.N.0.

Jara poxneHust

JlaTa oLieHKU

BpeMH, 3aTpady€HHOEC Ha o0cieioBaHue

[[aTa orepanyy Ha IO3BOHOYHUKE

OL[CHI/IBaIOH_[I/II‘/)I CIICUATIUCT

CHIETH C BbI-
MPSIMJICHHBIMU
HOraMu

Horu npsimbie =
KOJIEHU MOTYT
OBITb COTHYTHI,
HO KOJIEHHbIE Ya-

Te1 Mokems cu-
NIeTh Ha MoJy/
CKaMbe C BbI-

NPSIMJIEHHBIMU

Moxert cunetsb
Ha I10JTy /CKaMbe
C BBINIPSIMJICH-
HBIMU HOTAMU

Mozxker cuaeThb
MoxeT cuaeThb C BBIMPSIMJICH -

Ha IToJIy/CKaMbe | HBIMU HOTaMH
C BBITIPSIMJIEH- | € OMOpOit Ha 00e
HBIMM HOTaMU | PYyKH, ITOKa Bpay

KommenTapuu
IIpo6a Hucr Ut 2 1 0 OK | b=
p PYKII B = 6amn
1. CriocoOHOCTb Tsl MOXELID
CUIETh Ha CUIETh Ha CKa-
KaMbe /CTyJIe. MbE/CT, Heobxonum HeobOxonum
cKambe/CTyie e/cTyne MOXeT CiIeTh eobxoarma eobxoguMa
Moxet cuaeThb 6e3 onophl 663 OoDbI OI10pa Ha OHY oropa Ha 00e
Ha Kparo CKaMbH Ha PYKH, TTOKa HA DVKH EOKa PYKY IUISL yIep- | pYyKM IJIst yaep-
WJIM Ha CKa- s cyuraro ao 3? B pgz C‘{;/IT aeT JKaHus OayjlaH- | kaHuUs GanaHca.
Mbe /oy, 3anm- (6€e3 onopsl 110 3 11 Gostee ca, rnoka Bpau He criocoben
LIMTE JTIYYIIUi MOJ CIIMHY/C OIOo- CUYUTAET A0 3 CUJIETh Snement |
YBUACHHBI poii wiu 6e3 ono- IMpeobiatamoree
BapuaHT pbI HOTaMu) p
TTOJIOKEHUE TT03BO-
HOYHUKA
2. CriocoOHOCTb TMpeobnanatomee

MOJIOKEHNE HUX-
HMX KOHEYHOCTEH
O6BeauTe Tpe-
obOsanaroniee
MOJIOKEHME TT03BO-
HOYHUKA U HUXK-
HMX KOHEYHOCTEM

KOCHYTBCS
TOJIOBBI OTHOM
PYKO#1 B oJIOXKe-
Huu cuns Pyka
JIOJIKHA KOCHYTb-
€41 TOJIOBBI BbILLE
YPOBHS ylIen

Tbl MOXeNTb
KOCHYTbCS OTHOM
PYKOVi TOJIOBHI,
He HaKJIOHA
ToJI0BY?

LIEYKU JOJIKHBI 6e3 ormopsl C oropo cUMTaeT 1o 3.
I Horamu 6e3 Oropsl p p "
OBbITb OOpalleHbI Ha PyKH, TIOKa Ha pyKH, TToKa Ha ofHy pyky, | Mau He cmocobeH
BBEPX, JIOOBDKKHU YK, o Bpay CYMTaeT | [OKa Bpay CUM- CHUIETH C BbI-
S cyuTao 10 37
TTOJIKHBI OBITH 1o 3 Taer 1o 3 TIPSIMJIEHHBIMU
PaCIOIOXEHbI HOraM#
He aJIbIIe,
yeM B 10 cM apyr
OT JIpyTra
3. CriocoGHOCTD
Moxet 10Tpo-

HYTbCS 10 TOJIO-
BbI OJTHOM PYKOM.
Tonosa u Tyno-
BUIIIE OCTAIOTCS
B CTaOUJIbBHOM
MOJIOXKEHUU

He moxer no-
CTaTh /10 TOJIOBHI
PYKoOI¥i, taxe
C MOMOIIIBIO IBU-
JKEHUSI TOJIOBbI
U TYJOBUIIIA

Moxet norpo-
HYTbCH [0 TO-
JIOBBI PYKOW,

TOJILKO HaKJIO-

HUB TOJIOBY

Mp/J1

4. CnnocoOHOCTh
KOCHYTBCS TOJI0-
BBI IBYMSI pyKaMu
B MOJIOKEHUN

Tsl MOXeTb
KOCHYTBCSI TOJIOBBI
00euMHU pyKamu

cHuIsa

PyKH JI0OKHE] OIHOBPEMEHHO,

KOCHYTbCSI TOJIO- HE HAKIIOHSLA
royioBy?

BBl BBILLIE YPOBHS
yuiei

Moxert moso-
XUTh KMCTH 00e-
X PyK Ha roJIOBY

yepe3 CTOPOHHI.
TonoBa u TyJ10-
BUIIIE OCTAIOTCS
B CTAaOMJIBHOM
TOJIOXKEHUN

MoxeT 1moJio-

KUTb KUCTHU

PYK Ha TOJIOBY,

HO TOJIbKO Ha- He moxeTt
KJIOHUB TOJIOBY, | TIOMHECTH KUCTU
HAKJIOHUBLIKUCH 00euX pyK

B CTOPOHY, K TOJIOBE
nepeoupast
pyKaM#,

WJIY 110 OJHOM

*[llkana 6 PO ne aruduposana, 015 ee UCHOAb308AHUSL HEOOXO0UMO CheyUaNbHOe 00yHeHuUe.
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Tbl MOXELIb
IIOBEPHYTHCS

MozxeT roBep-

Moxert roBep-

I1neuu neprieHau-

5. CrocoOHOCTb CO CITMHbI Ha OOK HYTbCS CO crphp | HYTRCA €O crin- He moxeTt KYJISIPHBI TTOBEPX-
TMOBEPHYTHCS B 000MX HampaB- y;r[ 2 6OK B 0Ge HBI TOJIBKO TMIOBEPHYThCS HOCTH Mara.
CO CIMHbI Ha 60K | JieHusx? [Tocra- CTODOHbI Ha OJIUH 00K HU Ha OIMH OOK TynoBule u 6enpa
paiicsl He KCITIOJIb- p (Ip/J1) Ha OIHOU JIMHUU
30BaTh PYKHU
ITepeBopaunBa-
6. CriocoGHOCTh [TepeBopaunBa- efgﬂe H(;pé‘HHHa
MepeBEPHYTHCS eTcs Ha CIMHy | oo ¥, He moxeTt
C XKMBOTa Ha CITH- yepes IpaBblit S OﬁTgXE” TepeBEepHYThCS
Hy uepe3 npaBblii 00K 6e3 MoMoILIK1 Ha CIIUH
6(})/K pes rp Tl MOXXEITH PYK I HYTbCST/TIONTSI - ¥
MEePEeBEPHYTh- HYTb ce0s1
¢Sl ¢ XXUBOTa
Ha CIIUHY B 000MX IlepeBopauuBa-
7. CnocoOHOCTb HATPABIICHHAX? IlepeBopaunBa eTCS Ha CIHHY,
TepeBEPHYTHCS eTCs Ha CIMHY | -0 DYKY, He moxeTt
C )KMBOTa Ha CITU- yepes MpaBblit 4TOOBL 03;T onk. | TEPEBEPHYTBCS
Hy 4epe3 JIeBhIi 60K 6e3 moMoIIKn Ha CIIMHY
60K YK HYTbCS1/TIONTS-
HYTb ce0s1
IlepeBopaunBa-
8. CnocobHOCTh [lepeBopaunBa- er Cpﬂ H ap)KI/lB or
MepeBEPHYTh- eTCsl Ha CTIMHY | o o > He moxet
CsI CO CIIMHBI yepes ImpaBblit 4TOGI O%nglf}” MepeBepHYThCS
Ha XWBOT Yepe3 00K 6e3 momMouu Ha XWUBOT
o Tel MoXXelTb HYTbCSI/TIONTS-
npaBblii 00K PyK
nepeBep- HYTb ce0s1
HYTBCSI CO CITMHBI
Ha XXUBOT B 000MX TlepeBopaunBa-
. Cx HOCTb [lepeBopaunsa-
9. Cnioco6Hoc HarpaBJIeHUSIX? CPEBOPATMBA~ | 100 Ha KUBOT,
MepeBEPHYTHCS eTCs Ha CIMHY | oo He moxeTt
CO CTIMHBI Ha XU~ yepes IpaBblit TTOBBI OS;TgHS Kl :3_’ TepeBEePHYTHCS
BOT 4epe3 JIEBbI 00K 0e3 momMolu Ha XXUBOT
HYTBCST/TIONTSI -
00K PyK
HYTb ce0s1
Tbl MOXKELIb
XOIUTb O€3 MOCTO- C
. noco0eH cre-
pOHHEM oMo CriocobeH HaTh oT 2 1 é[ 4
20. Cnn HOCTb u TMOMOIIU Th 4
0.C 3?06 oc Ge3 nomor caenath Gonee maroB 0e3 1mo- HesrimomxanmMo
XOIUTh BCIIOMOTATEJIbHBIX | IaroB 6€3 OCTO- CTODOHHEI
YCTPOMCTB? POHHEN oMo u l'IOII)V[OHII/I
IMokaxu, moxa-
JIy#cTa

OLIEHKA

Koi-Bo onieHOK
7=

Ko-Bo onieHOK
=

Koi-Bo onieHOK
0=

HUTOIO =.../40

Ilpumenanue. Hymepayus nynkmoe dana ¢ coomeemcmauu ¢ 0puyUatbHoiM MeKcmom 00KymMeHma.

Koy K mxasne: o6BequTe HaUBBICIIUIA YPOBEHDb CaMOCTOATC/IbHBIX IBV>KEHUI B HACTOSIIEE BpeMA 1M IIpU AMHAMU -
YECKOM OCMOTpE. bannbHas olieHKa OTYETINBEE JCMOHCTPUPYET MO3UTUBHYIO WM HECTaTUBHYIO JTMHAMUKY IBUTaTCJ/Ib-

HOTO pa3BUTUA.

OK = orpaHn4yeHO KOHTPaKTypO.
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HepBHo-mbiweyHbie 5OJIE3HH

3. Ha3BaHue Ha pyccKom A3bike: MlepecMompenHblil MOAYNb OUeHKU MOMOPHOIl (hyHKUUU BEPXHUX KOHEYHoCmei*

Opurunansnoe Ha3Banme: Revised Upper Limb Module (RULM).
Hcrounuk: Mazzone E.S., Mayhew A., Montes J. et al. Revised upper limb module for spinal muscular atrophy:

Development of a new module. Muscle Nerve 2017;55(6):869—74. DOI: 10.1002/mus.25430.

Tun: mkana oeHKM.

Ha3nauenue: (hyHKIIMOHAIbHAS OIICHKA IBIDKCHMI B pyKax y meteil u B3pocibix co CMA II u CMA 111, moxer

MCIIO0JIb30BaThCA OJId OLEHKN 3(1)(1)CKTI/IBHOCTI/I TCparmu.

Conepxanne (1adJI0H):

ITKAJIA RULM JJI1 UCITOJIBb3OBAHUA ITPU CMA

JlaTa oLIeHKU: / / Bpewms Havana (H4: MM): :
IO MM IO/ (24-yacoBoii (popmar)
JoMuHUpYIOLIas pyKa: .
OllpaBas OJleBass O AMOUAEKCTpP Wmsi/un. Homep nauueHra:

Homenue opre3a mo3BOHOYHMKA!
O/Jla* OHer
(*Ecnu na, To yKaxxuTte TUIT)

®.U.0. Bpaua:
IMonnucek Bpaua:

KoHTpakTypa MmpaBoro JOKTEBOTO CYCTaBa:

KoHTpakTypa J1IeBOro JIOKTeBOTO CycTaBa:
OJa OHer Partyp ¥
CanpbyTaMoJt:
OJla OHer
Ornepannsi Ha TO3BOHOYHUKE: O1nieHrBaeMasi CTOpOHa:
OMa OHer OllpaBags OJleBas
KommeHTapuu:
Bxon-
Hoe
1 2 4
TeCTH- 0 . : °
poBaHune
Mosxer MozxeT onHOBpe- MoxeT of-
Mozker aep- nontectn | WOXET noa- Mosxer ox- MEHHO IIOA- HOBPEMEHHO
XaTh KapaHIall Uy 2 HECTH KO PTy HOBPEMEHHO HSTh 00 pyKU OTBegm B CTO-
WJIY TIOMHSITD I KO DT CTaHIAPTHBIN TOIHSTH 00€ HaJl TOJIOBOMA, OHBL 06€ DVKI
OTCyTCTBUE | MOHETY/KETOH pﬁo He M%_y’ TJIACTUKOBBIN | PYKM 10 YPOB- | HO COKpallaeT pc A301H p)]il_
TOJIE3HOM WJIH YTIPABJIATh KeT Hojl- CcTaKaHYMK HS TUTeY C KOM- | TPaeKTOPHIO IBU- MII)/I 1 OKTi’;m
GyHKIUN (byHKUMOHAb- HSTB KO b1V | € 200-rpamMo- neHcauuen JKEeHUsI, crubast S —
PYK HBIM KPECJIOM, CTaK quIl)d 12’ BBIM TPY30M, niu 6e3 Hee. DPYKY B JIOKTe- pyKaMu
TOMB30BATRCS | " o | TIPH HeoOxomm- | Pyka cornyra BOM CyCTaBe - ongmﬁ KDV
KHOITIKaMHU TeJje- M OBbII)M MOCTH IByMSI | WJIA Pa30THYTa (ucronb3yeT cBems naﬂggﬁ
H MU B JIOKT TOJTHUTETbH, o
doHa Ipy3OM pyka JIOKTE HOM)?(J:TKyJIaE’:IJ;’p yg’lo HaJI TOJIOBOIA

Pacumpennad mkana:

Kimou (unTepnperamus): olieHBaeTCs B 0ajljlax HA MOMEHT OCMOTpPA 1 TTIOTOM, B TUHAMUKE.

*[llkana 6 PO ne aruduposana, 015 ee UCHOAb308AHUSL HEOOXO0UMO CheyUaNbHOe 00yHeHuUe.
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4. Ha3BaHue Ha pycckom a3bike: Tecm Aemckoii GonbHuubl Munafenbuu ANA OUEHKU ABUraMEnbHbIX (HYHKUUI Nayuenmos

C HepBHO-MbIWeYHbIMU 3aboneBaHusamu

OpurnnansHoe HasBanue: the Children’s Hospital of Philadelphia Infant Test 104 of Neuromuscular Development
(CHOP-INTEND).

Hcroynuk: Glanzman A.M., Mazzone E., Main M. et al. The Children's Hospital of Philadelphia Infant Test of
Neuromuscular Disorders (CHOP INTEND): test development and reliability. Neuromuscul Disord 2010;20(3):155-61.
DOI: 10.1016/j.nmd.2009.11.014.

Tun: nIkana oeHKu.

Ha3nayenune: MCTIONB3YeTCS IUIST OLIEHKH IBUTATEIbHBIX (DYHKIMH y MarmeHToB co CMA, He CITOCOOHBIX K CaMO-

TOM 10

100

CTOATCIbHOMY IIEPECABHUKCHHUIO.
Conepxanue (1a6.10H):

Nwmst:

JuarHos:

TecTaliMoOHHBII BO3pacT: Hen

Ne ucropuu 60J1e3HM:

Hara poxaeHus:

Bospacr:

[ata ouieHKH: /

S

Bpewmst oueHku:

BpeMH OT ITOCJICAHETO KOPMJICHMA

TCKY]J.[CC COCTOSIHUEC 310POBbS:

Oxoporiee [0 WHMEKINST BEPXHUX TBIXaTETbHBIX Ty TeH
O apyroe 3a0osieBaHre [ HENaBHsISI orepauus

HyrtputuBHast momnepxka:

OHeT [OHa3zoracTpaibHbIii 30HA [ racTpocTomMa

PecniuparopHas nmoaaepxka:
O Her O BullAIl yacoB B n1eHb

Bpemst 6e3 bullAIl Bo BpeMst TeCTUpOBaHUS

IToka3zarenn ITonoxenue IIponeaypa
TECTUPOBAHUA OuenuBaeMblil 0TBET Bamn
1 Jlexa HaGmonator B Teye- | AHTUTIpaBUTALMOHHOE ABUKEHUE JI Jlyuiast cto-
CrioHTaHHOE Ha CIMHe HUE UCTIBITAaHUS mieya (OTpbIBaeT JIOKOTh OT IO~ poHa:
IIBIDKCHUE MOXKHO CHSITh Ha- BEPXHOCTH)
(BEpXHsIST KO- TPY3KY C KOHEUHO-
HEYHOCTh) CTU WY UCTIONB30- | AHTUTPABUTALIMOHHOE IBIKEHUE
BaTh CTUMYJI, YTOOBI | JIOKTA (OTPBIBAET KMUCTh WIIM IIPE-
TTOJIYIUTh OTBET IUIeYbe OT IIOBEPXHOCTH)
JIBU>KeHUe 3arsICThsI
I1
JIBrXeHue NabLa CocrostHue
110 IIKaJIe
. bpaszensrona:
OTCcyTCTBUE IBUKEHSI KOHEUHOCTEM
2 Jlexa Ha cnuHe | HaGmiomaioT B Teye- | AHTUrpaBUTaLlMOHHOE ABMXEHUE JI Jlydias
CrioHTaHHOE HUE UCTTBITAHUS Gempa (OTpBIBaET CTYITHUA U KOJICHU CTOpOHA:
NIBIDKEHUE MoXHO CHATH Ha- OT IMOBEPXHOCTHU)
(HIXHSIS KO- TPY3KY C KOHEUHO-
HEYHOCTD) CTH UJIU UCIIOJIB30- AHTUTpaBUTALIMOHHAS alTyK-
BaTh CTUMYJI, YTOOBI | LMsl/BHYTpEHHEE BpalleHue oeapa
MOJYYUTH OTBET (KOJIEHU OTPBIBAIOTCS OT MOBEPX-
HOCTH)
BripaxkeHHOE ABMKEHME KOJIEHaA,
OrpaHUYECHHOE MPEON0TICHUEM
CHUJIBI TSKECTHU
I1 CocrosiHue
JIBU>KEHUS JIOABIKKU 110 LIKaie
Bpazenbrona:
OTcyTcTBYE IBUXKEHUS KOHEYHOCTEM




Kaunuueckue pexomenoayuu
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3 Jlexxa Ha ciuHe | Cuuta 3axBara: mome- | CoxpaHsieT 3axXBaT MPU MOAHITUU JI Jlyuiast cto-
3axBaT pyKoit IAIOT MaJiel] B Jla- | IJIeYeBOTO CycTaBa ¢ ToBepXxHOCTH | 4 poHa:
TIOHb U TTIONHUMAIOT KOBpHUKa
IO TeX TP, TTOKa
1ieuo He otopeercst | COXPAHSIET 3aXBaT MPU MONHSATHH
OT TIOBEPXHOCTH, JIOKTSI C KOBpUKa (IUIeYU Ha Mo- 3
HaOJII0JA0T, Koraa BEPXHOCTH)
MHMC;{;XL;;)EH36HT CoxpaHnsieT 3axBart, Korja rnpeirie- CocTostHme
Ilnst nereli Gonee Ybe MOMHATO C KOBPUKA (a JIOKOTh 2 110 HIKaTe
OCTaeTCs Ha TOBEPXHOCTH) i
cTapllero Bo3pacTa bpasenbrona:
MOXHO MCIOJIb- CoxpaHsieT 3aXBaT TOJbKO 1
30BaTb UTPYLIKY TIPY OTCYTCTBUU TATH
AHAJIOTUYHOTO I1
nuameTpa OTCyTCTBUE TTOTBITKY COXPAHSATh 0
3axBar
4 Jlexxa Ha ciu- | BusyanbHas ctumy- | [ToBOpOT OT MaKCMMaIbHOTO MTOBO- 4 J>I1 Jlyummas cto-
[MpuBene- He, ToJIoBa JISIIIST TIPYA TIOMOIIY | POTa K CPEIUHHOMY TIOJIOKEHUIO poHa:
HUE TOJIOBBI B CPEAMHHOM UTPYLIKHU.
B CpeIMTHHOE TTOJIOKeHU N Ipu yaepxuBaHuy | 1ACTIHYHO MOBOPAYNBACT FOJIOBY 3
[OJIOXKEHHUE roJIOBbI B cpeauH- | Hasal K CpEAMHHOMY ITOJIOXKEHUIO
BITYAIEHOTO B ToteRMe 5 o na- | TIOBISPKHBACT cpemymrioe Too- |
: JKEHMe B TeueHue 5 ¢ u bosiee
CTUMYJIPOBA- ITYT TOJIOBY TakK, YTO-
HUA Obl ObLIO BO3MOXKHO | [JomaepXnBaeT CPEIUHHOE TIONO- 1
MaKCUMaJIbHO N0~ JKEHUE MeHee 5 ¢
CTYITHOE BpallleHNe
W UCTTOJTB3YIOT BU-
3yaJIbHOE CTUMYIIH-
poBanue, i Toro | [ooBa magaer B CTOPOHY U HE OT-
YTOOBI O0ECIIeYnTh | MeYaeTcs MOMBITOK CHOBA Aepxkatb | 0 CocrosiHue
PACITOJIOXEHHE TO- | TOJIOBY B CPENMHHOM TTOJIOXKEHUU 1>7 TI0 IITKaJIe
JIOBBI B CPEIUHHOM Bpazenbrona:
TTOJTOKEeHU U
5 Jlexa Ha criuHe, Horu corHyTb OTphIBaeT KOJICHO OT ITOBEPXHOCTU JI Jlyuiast cro-
[Mpusonsiue 6e3 B Ta300eIpeHHOM KpOBaTH Ha >5 ¢ WIKM OTphIBaET 4 poHa:
MBIIIIIIBI Gepa TTOTY3HWKA CyCTaBe U TOATSI- CTOITY OT TIOBEPXHOCTH
HYTBI K CPEAUHHON
Emn Tena. Horu | OTPBIBAaET KOJIEHO OT MIOBEPXHOCTH 2
Ha WLMpyHe Geaep, KpoBaTH Ha 1-5 ¢
Oenpa pacroyoKeHbI CocrosiHue
napajuiebHO, KoJie- I 10 1IKaJIe
HY Ha HeGonbiioM | HeT MOMBITKYM COXpaHUTh KoNeHo | () BpasensroHa:
paccTossHUM ApYyT Ha IMOBEPXHOCTU
OT JIpyTa
6 Jlexxa Ha ciuHe | 1. YnepxkuBast HUX- [Tpu nprMeHEeHUY BBITSIXXKEHUS Brpa- Jlyumas cto-
CrocoOGHOCTh (pyKu mo 60- HIOIO YacTh Oepa B KOHIIe MaHeBpa, lepeBopauyrBa- 4 BO poHa:
TepeBopayu- Kam); MJIa[IeHIIa, CTU0AIOT | eTCs Ha XXUBOT C BBITIPSIMIICHUEM
BaTbCs: 3a CUET CTOPOHaA, HOTY B Tazo0e/1- TOJIOBBI Yepe3 60K
HOT (GYHKITMIO MBI |  PEHHOM CycTaBe
KOTODOIA OLIEHH- | U KONEHHOM cycTape | [10BOpauMBaeTCs U3 TIOJIOKCHUA
BAIOT, pacriona- 1 TIO/ITSITUBAIOT Jiexka Ha OOKY Ha XUBOT TOJIOBOMA
raeTcsl CBEpXY; | K CPEMVMHHO iuHuy | BHU3, 03 BHITPSIMIICHHS TOJIOBbI 3
TIepeBOpayM- Tena, TeM CaMbiM yepe3 60K, TIOJTHOCTBIO TIEPEHOCHT
BaTh HAUVHAIOT | MPUBOMS Ta3 B Bep- | BEC € OIIOPHOIT PYKH, YTOObI 3aBep-
CO CTOPOHBI, TAKAJIBHOE TIOJIOXKE- LINTD ITIEPCBOPOT Bieso CocrostHre
D0 LI | T OO ket | Mommmuaer ras, ryosute u pyxy Bpasensrona:
OLLHNBAIOT naysy 6 smom C OMOPHOI MOBEPXHOCTH, MTOBOPA-
YUBAET TOJIOBY M TTOBOPAYMBAETCST 2
7 E'é%f’ﬁ:;gﬁeu Ha OOK, IPU 3TOM pyka nepemelua-
eTCs K TIepeTHeil CTOPOHe Tela
TTOBOpAYNBACT-
cst Ha 00K, TO ero IMoaHUMAET Ta3 U TYJIOBUILE
TSIHYT 1OJ YIIOM 45° | ¢ oropHOIi TIOBEPXHOCTH U TIOBO- |
[IUaroHajabHO K TEJY | payuBaeT rojoBy B CTOPOHY. Pyka
W JICJIal0T 11ay3y, OCTaETCH IO/ TYJOBULLEM
YTOOBI MTO3BOJIUTH
MJIa[I€HILy TIOTIbI-
TaThCs MOBEPHYTh | Ta3 maccHBHO OTOPBAH OT OIIOPHOI 0
TEJIO Ha3al TIOBEPXHOCTHU
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7 Jlexxa Ha ciiHe 1. lepxat pyky IToBopauuBaeTCst Ha XKUBOT, BbI- 4 Bnpa- Jlyuias
Croco0HOCTh (pyku 1o 60- | MJIaZieHIIa 3a JIOKOTh MPSIMJISISE TOJIOBY Yepe3 60K BO CTOpOHA:
rnepeBopaun- KaM); CTOpOHa, M TSHYT K Mpo-

BaThCS: (YHKIIMIO MBIIIIL | TUBOIIOJOXHOMY [ToBopaunBaeTcs Ha XUBOT, Jiexka
3a CYET PyK KOTOPOM OLIEHU- | Ijledy, KOrla Iuleyr | 6e3 BBIPSIMIICHUS TOJIOBBI Yepe3 3
BaIOT, pacnojia- pacriojlararorcs 00K; yOrpaeT BeC ¢ ONOPHOU pyKH,
raetcsi CBepxy; | BepTUKaJIbHO, OCTa- YTOOBI TIEPEBEPHYTHCS
MepeBOpavYrBaTh | HABJIMBAIOT JBIKE-
Ha4yuHaroT HHUe, Ipu 3TOM pyKa | [loBopauuBaeTcsi Ha OOK, ITOMorast
CO CTOPOHBHI, pebeHKa OCTaeTCd | Ta3y MPUHATH BEPTUKAIBHOE I10JI0- ’
d)yHKLllflulO MBbIUILL | B BBITSIHYTOM IOJIO- | 3XeHUe BBIIBIKEHUEM HOTH BITEpeT
KOTOPOi1 OLIEHU- | KEHUM, TIO3BOJISTIOT U ee IPUBEIEHUEM
BalOT peOEeHKY MOBEPHYTh-
Cs Ha XKMBOT. IToBOpaynBalIOT rOJIOBY B CTOPOHY
U TIOJHUMAET IJIEYO U TYJIOBUIIIE 1 Cocrosinue
2. Ecnu a3 noctu- C IOBEPXHOCTU BneBo | mo mkane bpa-
raeT BEpTUKaJIbHOTO 3eJIbTOHA:
MOJIOKEHMS, TO IPO- | [ToBopayMBaeT rojloBy B CTOPOHY;
NOJIKAIOT TAHYTb TeJIO OCTAETCS BSUIBIM WJIM TUIEUO 0
pebeHka MAaCCUBHO MMOJHUMAETCS

8 IMonoxeHue TToGyxnaoT OTphbIBaET JIAOHb OT OBEPXHOCTU JI Jly4mias cto-
CrubaHue Jiexka Ha OOKY, pebeHKa TOTSIHYTh- | aHTUTPaBUTALIMOHHBIM IBIDKEHUEM | 4 poHa:
DYKM B TUlede- | pyka, pacrojio- CsI IO UTPYIIKH, pyKH
BOM CyCTaBe JKE€HHas CBep- | KOTopash HaXOIUTCS
W JIOKTE U TO- Xy, pa30THyTa Ha PACCTOSIHIN MoXeT cru6arb pyKy B IIEIEBOM
PU30HTAIBHOE B IJICYEBOM BBITSIHYTO! PYKU | cycrage Ha 45°, 6e3 aHTUTpaBUTALlM- | 3
OTBe/IeHUE CyCTaBe U COTHY- | Ha ypOBHe Ijieua OHHOTO JABUXEHHUS PyK

Ta B JIOKTEBOM | (MOXHO MCITOJIb30-
cycraBe Ha 30° | BaThb CTUMYJISILIMIO) 11 CocrosiHue
U nofJepXu- | 1 HabmoaaloT crioH- | CrubaeT pyKy B TIOKTEBOM CYCTaBe I10 LIKaJe
BaeTCY Ha TeJie TaHHOE JIBUXXEHUE MocCJje TOro, Kak OTpbIBACT PyKY 2 bpazensroHa:
(rIpy HEOOXOoaM - OT Tena
MOCTH YAep-
KHMBAIOT PYKY,
PacIoI0XeHHYIO Moxer OTOpPBATh PYKY OT T€Jjaa 1
CHU3Y)
OTCyTCTBUE MOMBITKA 0

9 Cunga Ha Ko- PacrionaraloT | Orgonur nneuo wim crubaet pyky 4 J Jly4uias cro-
Crubanue JICHSIX CTHUMYJI Ha CpeaHe B IIEYEBOM CYCTaBe Ha 60° poHa:
DYKU B TUleye- | WY Ha KOBPUKE | JIMHWUM U HAa YPOBHE
BOM CyCTaBe ¢ TTOIACPKKOI Iieya Ha paccTo-

U JIOKTE TOJIOBBI U TYJIO- SIHUU BBITSIHYTOM OTBOAMT IJIEYO WU CTUOAET PYKY 3

BULIA (C HAKJIO- pyKHU (MOXHO B TUTeYeBOM cycTtaBe Ha 30°

HOM IO/l YIJIOM | MCIIOJb30BaTh CTU-
20°) MYJISIINIO) U HaOJII0- CocrosHue
AKOT CIIOHTAHHOE JIto0oe crudbanune PYKHU B IIJIEHEBOM 2 I1 10 LIKaixe Bpa_
IBUXKEHUE CyCTaB€ UJIM OTBEACHUC 3eJIbTOHA:
Tonbko crubdaer pyky B JIOKTEBOM 1
cycTaBse
He npeanpuHuMaeT MOMBITKA 0
MOIHSATH PYKY

10 Cung Ha KoJie- [IexouyT momo- Pasru6aer HOry B KOJIEHHOM 4 | Jly41as cro-
Pasrudanue HSIX WIM Ha Kpalo IIBEHHYIO MO~ cycTaBe Ha >45° poHa:
HOTH B KOJICH- KOBpHKa BEPXHOCTB CTOITBI
HOM CcycTaBe C MOMIEPKKOM | MJIM CJIETKA IMUILIIOT | PasruGaer HOTY B KOJICHHOM CycTa- |

TOJIOBBI U TYJIO- Tmajiell Ha Hore Be na 15—45°
BUILA (C HAKJIO-
HOM TIOI YTJIOM
20°), 6enpo JIro6oe BuamMoe pasrudaHue HOoTu 1 I CocTosiHue
PacIoNoXeHO B KOJICHHOM CyCTaBe 110 1IKae
TOPU30HTAIBHO BpaszensroHa:
K TIOBEPXHOCTH OTCcyTCTBYE KaKOr0-JI11M00 BUAMMO-
3eMJI ro pa3arubaHusl HOTY B KOJIECHHOM 0
cycTaBe
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11 Hepxar mnageH- | [lpoBoasT pykoit CrubaHue HOTY B Ta300eIpEHHOM Jlyuias cro-
Crubanue 1a, MpyUXUMasi | IO CTYIHE WIU K- CyCTaBe WJIH B KOJIEHHOM poHa:
HOTHU K cebe, TUIIoM MaroT Iajiell HOTu cycrase >30°
B Ta300eIpeH- | BIEpel, co CBO-

HOM CyCTaBe 00mHO CBUCAIO- CrubaHue HOTU B Ta300€IpEHHOM
Y TBUIBHOE IIMMU HOTaMU. CyCTaBe WJIH B KOJICHHOM CYCTaBe
crubaHue IMonnepxuBatoT 1100011 CTeNneHn
CTOTIBI MJaJleHLIa B paii- CocrosiHue
OHE XKHNBOTA, TosbKo ThUIBHOE CTUOAHUE TOJIEHO- 1o 1kane bpa-
TIpY 3TOM roJioBa CTOITHOIO CycTaBa 3eJbTOHA:
HaXOIUTCS
MeXIy PyKOr
ot er- Her ot e oo
KO¥i B3pOCJIoro, cycrasa
KOTOPBIH ero
TEPXKAT

12 B nmonoxenun [MomenraroT Mya- W3 ronoxeHus ¢ oIyIeHHO’ To- Jly4mas cto-
VnepxaHue CHIIS C TIO[/Iep- | [IIeHIIa Ha KPYIJIoe | JIOBOU MOXHUMAET TOJIOBY U IEPKUT poHa:
TOJIOBBI JKKOI 3a TUIeYM | CUIEHbBE C ITONHSITON | €€ B BEPTUKAJIbHOM IOJIOXKEHUH,

U MIPSIMBIM TYJIO- | TOJIOBOM, IpuUaEp- a TaKKe MTOBOPAYMBaET TOJIOBY
BUILIEM KUBasl 3a TUIeYn 13 CTOPOHBI B CTOPOHY
(criepenu U c3amau)
(MOXXHO OTJI0- ViepxuBaeT rojloBy B BEpTUKAJIb-
XKWUTb OLIEHKY 1 1 4 HOM TIOJIOXEeHUU OoJiee
JI0 KOHIIa UCTIbITa- 15 ¢ (mpu moaepruBaHUM rOJOBbI
HUS) 32 UCTTBITAHNE «yIepKaHUe TOJIOBBI»
cTaBdT 2 O6aJiia)
VYhepxuBaet rojoBy Mo cpeIHen
JIMHUY >5 C, TIPY 3TOM TOJI0Ba Ha-
kJIoHeHa 1o 30° Bepen Win Ha3af CocrosHue
no mkane bpa-
AKTUBHO NTOTHUMAET WX ITOBOpa- 3€/JIbTOHA!
YUBAET TOJIOBY JBAXIBI C MOMEHTA
crubaHus B TeyeHue 15 ¢ (He 3acuu-
TBIBAIOT, €CJIN IBUXEHUE TIPOUCXO-
IIAT OMHOBPEMEHHO C TLIXaHHEM)
OTCyTCTBUE OTBETA, TOJIOBA BUCUT

13 Jlexxa Ha ciure | OTBeT Ha BeITsITUBA- | CrubaeTt pyKy B JIOKTEBOM CyCTaBe Jlyqmas
Crubanue HME: TSHYT MJIaJeH- CTOpOHa:
DPYKH B JIOKTe- 11a B TTOJIOXEHME Buaunmoe cokpaiiieHue qByTIaBoii
BOM CyCTa- CUIS, PYKU AEPXKAT | MBILILIbLI O0€3 CrubaHus pyKH B JIOK-

BE, OLIEHKA nox yrioM 45° TEBOM CYCTaBe
o MyHKTY 14 JI0 TOYKHU, KOr/a ro- CocrosiHue
JIOBa TIOMHUMAETCST 1o mkane bpa-
1 rioutH otpbiBaercsi | OTCYTCTBUE BUIMMOTO COKPAIIEHUST 3€JIbTOHA:
OT TOBEPXHOCTH

14 Jlexxa Ha cimHe | OTBeT Ha BHITSTUBA- TTomHUMaET rojloBy ¢ KpOBaTU Jlyummas cto-
CrubaHnue HUE: TSHYT MJIaJIEH- poHa:
1Ieu, OLIEHKa 11a B [TOJIOXEHUE
1Mo myHKTY 13 CHIIST, PYKH AepiKaT Bunumoe cokpariieHue IPYIMHO-

Ton yriom 45° KITIOYNTHO-COCIIEBUTHON MBITIIIIBI
IO TOYKH, KOTIa TO- CocrostHue
JIOBa MOJTHUMAETCS no wkaine bpa-
W TIOYTH OTPHIBACTCS OTCYTCTBHE MBILIEUHOTO 3eJIBTOHA:
OT TTOBEPXHOCTU COKPATICHST

15 [Ipo6a ¢ BeH- [MpoBoasat pykoit | Ecnu muaneHel yaep:KuBaeT rojioBy Jlyuymas cto-
Pasrubanue TpaJIbHOM BIOJIb IO3BOHOYHU - Ha OJTHOM YPOBHE C TYJIOBULLEM poHa:
TOJIOBBI/IIIEN TTOIIePXKKOM: Ka OT IIeu K KPecT- WJTY BBITIIE
(Jlannay) MJIafeHel JIEXKUT |  1y. @poHTaNbHAs

Ha XXWUBOTE, Bpayd | IJIOCKOCTb TOJIOBBI Ecnu ronoBa yacTuaHO ynepxu-
MPUTTOIHU- MPY PacIoioxe- BaeTCsl, HO He 10 TOPU30HTATbHOMI
MaeT ero OTHOU | HWM MapayieIbHO TJIOCKOCTH
PpyKoii B obnacTu MOBEPXHOCTU CocrosiHue
BepxHelt yactu | koBpuka = 0° (ropu- T10 LIKaJje
XKUBOTa 30HTaJIbHA) BbpazensroHa:

He BoITSITMBaET TOJIOBY

TOM 10

103



TOM 10

104
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16
N3ru6
MO3BOHOYHMKA
(TanaHr)

ITpoGa ¢ BeH-
TPAITBLHOM
MOAIEePXKKOI:
MJIaJIEHEe1l JIEXXUT
Ha XUBOTE, Bpay
MpPUITOJHUMA-
€T ero OJHOU
pyKoii B obiacTu
BEpXHEU yactu
XKUBOTa

ITpoBoasiT pykoit
CHavaJia c mpaBou
CTOPOHBI, a 3aTeM
C JIEBOI1 CTOPOHBI
10 MOSICHUYHO-
rpynHoit obaactu
BIOJIb IO3BOHOY-
HUKa, WIN IEKOUyT
>KVBOT WJIM CTYITHIO,
WY HAKJIOHSTIOT
MJlaaeHla, IpoBe-
pss pedaexc [anan-
Ta. Y MiafieHLeB
¢ BecoM boiee 10 kr
KOJIEHU U roJioBa
MOTYT KacaTbCst
TOBEPXHOCTHU

TToBopauuBaer Ta3 1o HarpasJie-
HMIO K CTUMYJTY BHE OCU

Bunumoe cokpalieHue mapaBepre-
OpajbHOU MBIIILBI

OTBeT OTCYTCTBYET

4 JI Jlyuiast cto-
poHa:
CocrosiHue
no wkajne bpa-
3eJIbTOHA:
I

OG6IIMii 6aJTI, TYYIINiA 6aJIT ¢ KakAOM CTOPOHBI IO KaXXIoMy napameTpy (MakcuMyM 64 6aia):

Kimiou (unTepnperamus): olieHUBaeTCs B 0alylax HA MOMEHT OCMOTpa U TTIOTOM, B IMHAMUKE.
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