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cnasm Ene¢apocna3M ONCToHNA CNacTU4YHOCTb MUrpeHb AeTpy3opa MOYeBOro ny3bipa

KpaTKkasa NHCTPYKUMA No NPpUMEeHeHNIo IeKapcTBEeHHOro npenapara Ana KOro Ny BoTokc® (Komnnekc 60TyNMHUYECKNI TOKCUH TNa A-remMarriioTUHWH)

PerucrpaumoHubiit Homep N N011936/01. $opma: ana pacTeopa Ana sBefjedua 100 EA.  Hue, a3, 3KXUMO3bl, W OTeK KOXM nhua. L QuUCMOHUA (cnacmuyeckas KpUBOLUES): PUHUT 1 MHGEKUWN BEPXHHUX AbiXa-
X : it cnasm; BMCTOHUR (CMACTUeCKaA KpMBOLUER); (HOKaNbHaR CIACTIYHOCTD: ACCOUY-  TebHbIX MyTedl, runecress, 1 ronoBHas 601b, Aucdars, CYXOCTb 50 pry 1 TOWHOTS, MR CT36OCTs KO-
VMPOBaHHa# C AMHAMU4ECKOi! AedOpMALVedi CTOMbI MO TUNY «KOHCKaA CTONa» BCNEACTBIE CMIACTUYHOCTI Y NAUMEHTOB 2 NIeT U CTaplue C AeTCKUM BaHHOCTb 1 Tb [IBIKEHVIA, GO, acTeHus, T i cuHgpom, obuiee cnacmuyrocme y demeli ¢ demckum

p: 3 A Ha eUEHNI; 3AMACTHA 1 KCTW Y B3POCTIBIX MALMEHTOB, VHCybT; CTPa6uam mo- : BUpYCHBIE UHEKLUN 1 i ot nOXomKN U Chiflb, MMANTS, MbllueYHAA Cla-

4EBOTO Ny3bip: Kan T ny3bipA ¢ MouM, 103bIBAMM K MOUEVCTYCKAHYIO M 4aCTbIM MoYe-  60CTb 1 60nm B KONE'-IHOCDIX, HeAepKaHye MO, NapeHWs, HeAOMOTaHve, 60Nb B MeCTe MHBEKLUY 1 acTeHWs. DOKATbHAA CNACMUYHOCT 3ANACMbA U KUCMU Y

VCnyCKaHVIeM y B3POCAbIX B CNyUae HeRoCTaTouHOi 3 T nm ™" Kot Tepanuu, ¥ nauyenTos ¢ uHCynbm: T , 3KXVMMO3b1 1 NypMypa, 60/ B KOHENHOCTAX U MbllieuHa CaBoCTb, 6O B MECTe MHBEKLMM, NMXOPaKa, FpUn-
i ar Tbio AeTpy30pa (Hei i MOYeBOI Ny3bIpb) B XPOHUYECKOrO C! « i1 CUHAPOM, B MeCTe UHBEKLWN 1 pa3apakeHue KOXM B MecTe MHbeKwun. Cmpabusm (kocoenasue): nTo3, HapyweHus nsmmenm

wn 0 ckneposa; MurpeHy, ueii (POHUYECKOI MUTPEHY ( npucyTCTBYyIoT 15 Heii B Me- T i ny3eips: uHbeKuuA nyreii 6 DM3ypus, 3a8EPKKa MO

AL MK Gonee, U3 HIX He MeHee 8 el ~ MUrpeHb), Npn Ha KX PEHO3HBIX WX ocT: it i obyc i

HEMEPEHOCUMOCTI, BPENEHHaA KOPPEKLA BHEWHEFO BIGa MOPLLYIH BepXHeH TPETH A HOGHbIX MOPUH U

MOPUMH TvNa

WX YT, GECCOHHMLR 230, MLIEUHaR CNAGOCT, Ca3Mbl B MLILEX, 3/1Epa MO, TEMTyPUR, QH3yDIS, AVIBEDTKYT MOYEEOTO My3bips, YTOMTAEHOCTS,

«rycuHble nanki) y B3pocabix. Cnoco6  Ro3bl. [ina nonHoit 06paTHTeCh K NOHOI MHCTPYKUMM NO
npenapara. BoccTaHoBAeHYe npenapata BOTOKC” NPOM3BOAT TONbKO 0,9% PaCTBOPOM HATPUA XNIOPWA A1 UHBEKLMIL. BOCCTaHOBNEHHBII BOTOKC MOXeT xpa-

TOXOAKHM, AVIcpedneKcus, Naperme. XPoHUYECKas MupeHb: ToNoBHaA 60Nb, MATPeHb, Napes MMMHECKWX Mbilu, 6nedaponTos, 3ya,
CoiNb, GO & Luee, MAGATYAR, KOCTHO-MBILIEUHaR GO, CKOBAHHOCT, MBILULY 1 CYCTaBOB, MbILLIEUHIE CTa3iibl, HAMPAXEHHOCTL MLULY 1 MbILIEYHaA CRAGOCTb, oMb
B MeCTe uibeKuwy. MpoTHBONOKa3aHWA. OGU{Ue: TUNEPHYBCTBMTEbHOCTb B aHaMHE3E K I0GOMY KOMTIOHEHTY NPENapara, BOCTAnUTENbHBIA NPOECC B MeCTe

HUTbCA B XONOAWNbHUKE NpU reMnepatype 2-8 °C B TeyeHne 24 yacos. EgvHMUbI peficTeuA KOrO TOKCUHA B He

ReliCTa A1 Mpenapara BOTOKC', OTIAIOTCA OT TakoBbixy AYTIX 601y~
TUHUHECKOrO TOKCUH. VINbEKI.llM npenapara BOTOKC' AOMKeH OCywiecTBAATL it Bpay, i Kype i wnony-
Bt WHBeKuUin B ycnoBmAx kaburiera. floza npenapara Bo-
TOKC' ¥ TOUKY A1 UHDEKWMT ONPERENAIOTCA UHAVIBIAYANIHO Y KAX/I0TO NALMENTa B COOTBETCTBAM C ThiO 1

HOCTI. B HEKOTOpBIX Cnyuasx AnA 60Miee TOUHOrO yc KOTO NPOLIECCa UCTIONb3YETCA MEKTPOMMOrpadMA 13MI'] Tesenue
6nehapocnasma u 2emuayuarbHo2o cnasma: HawanbHa 4o3a cocraner 1,25-2,5 EJ} npenapara 8 Kaxaylo TOuKy BBefeHMA. CyMMapHas HauailbHas 403a He
ROmKHa peBbiLaTh 25 Ef] € Kaxgoii cTopoHsi. Mpy neveHn BOTOKC' 3 12 Hellenb He omKHa npesbiwarb 100 Efl.
Jleveriue yepsukanbHol dUCMOoHUU (cnacmuyeckol Kpusowieu): f03a, BBOAMMAA B Kaxayio TOUKY, He omkHa 6biTb 6onee 50 E[l. B rpyanHHO-KNI0UMYHO-COCUE-
BIHYI0 MbiLULl BBOAAT He Gonee 100 Ef] npenapara. [T yMeHbLIGHNA PUCKa AMCHANAU He PEKOMEHYETCA IByXCTOPOHHEE BBE[eHIe NPenapaTa B rpyanH-
HO-KIII0UIMIHO-COCUEBMAHYI0 MbiluLly. CyMMapHas 403a npenapata B0 BpeMA NepBoi NPOLeAYPbI He AoMkHa npesbiwatb 200 EL, npy MOCTEAYIOLIK KypCaX

it uHbeKuA (i ocpan daza T U NaKTaLUA;
mMpemu uya: BIPAXEHHbITA TPABATALMOHHIV NTO3 TKaHei! /1ML, BbIPAXEHHbIE PbIKY» B 0BNIACTH BEPXHYIX I HIKHIX Bek; JUCGYHKUUA MO4e8020 nysbrpn. WH-
eKUYIA MOUEBLIBOTALLYIX NyTeiA Ha MOMEHT NIEYeHIIR, OCTPast 3AiePAKa MOUIN Ha MOMEHT TIeeHWA B OTCYTCTBUe CTaHAAPTHOM KaTeTepy3aLMH, OTKa3/HeCroco6-
HOCTb NaLeHTa NPOiATH NP HEOGXOAMMOCTM KaTeTePU3aLI0 MOYEBOTO NY3bIPA MOCre NleveHis. Ocobble yKasaHua. BOTOKC' NPUMEHACTCA B Ceunanisnpo-
BaHHbIX MEAULMHCKIX yupexaeHuax. Mpenapar xpaHuTca B it 3aKpbITOlH it Kopobke B Cpasy e nocne nposefeHa
MHbeKLiA PacTBOp Npenapata, OCTABWINVICA BO $AKOHe VAN WNPHLE, AONXeH GbiTb MHAKTBMPOBaH PACTBOPOM rMNOXNIOpUTa HaTpitA (0,5%). B ciyyanx npe-
WIeCTBYIOUIErO NeYeHII0 XUPYPrUYECKOro T8a B 06naCTA AMLA i1 MHTePBan MexXy XUpypruveckoit onepaLueii it BBefeHvem npenapara
BOTOKC' ROnXeH COCTaBATH He MeHee 3-X MecALes. He CieayeT NpesbiluaTb PeKoMeHA0BaHHbIe A03bi v 4aCTOTY BBEACHUA NpenapaTa BOTOKC . Bbino coobueHo
0 Pa3BUTUN CePBE3HbIX /WK HEMELTIEHHbIX PeaKLHiA FEpUYBCTBITENbHOCTI Ha OHE MPUMEHEHNA NPenapaTa BOTOKC', TakiX Kak aHagunaKCws, CIBOPOTON-
Has GonesHb, Kpanwauuua, OTeK MATKWX TKaHeii N ANCNHO3. B Clyyae PasBUTVA Takux peakunii AanlbHeliee BBeAeHMe Npenapata BOTOKC™ AOMKHO BbiTb

103y KOPPEKTUPYIOT C y4eTOM 0TBETa Ha HavalbHOe NeveHie. Mpi MI06OM Pa3soBOM BBEAEHIV He CleflyeT npesbiuaTh 06uylo 03y 300 Ef]
cnacmudHocmu y deme ¢ demcKuM Uepe6pabHbIM NAPANUOM: NPV TEMANNETN HAYANbHAA PEKOMEH/I0BaHHaA 06LIaA A03a cocTasAAeT 4 EfI/Kr Maccel Tena B
NOparKeHHyIo KOHeuHOCTS. Myt AUNnervin HavanbHan pekoMeH0BaHHan objan 403a cocTaBnReT 6 E[I/Kr Maccsi Tena Ha 06e nopaeHHble KoHeuHocTH, O6uan
1032 He JOMKHa 200EN.. ] 13aNACMbA U KUCMU Y UHCY/IbM: B KNMHUYECKIX NCCNIeA0BaHN-
AX Ha OJMH KyPC NIeYeHNA CNONb30BaNK 036l oT 200 10 240 Ef], pacipeqieneHHble Mexy BbiGPaHHbIMMA MbiLLaMM. Y GOMbHbIX € GOKANbHOI CNACTUUHOCTBIO
BOTOKC” MCNONIb3yeTcA B KOMBMHAUMIA CO CTaHAAPTHOM CXeMOIA nevenwA. Mpenapar He NPefHasHadeH [1A ICMOMb30BAHVIA B KAYECTBE 3aMeHbl STUX METOR0B
nevenus, Han 03 na BBEIeHA B N0GYI0 MbiLULY MY NIEYEHIN KOCOrnazMA
coctasnAer 25 E[l. [JuceyHKyus MO4e8020 ny3bips: BBeACHNE NpenapaTa BOTOKC /1A leveHis HeAepkaHuA MOUY OMKHBI IPOBOAMTb TONbKO BPaUM, UMelouye

nacmu

HauaTa COOTBETCTBYIOUAA MEAVKAMEHTO3HaR TePaNAR, B YACTHOCTH Knuueckite ¢ i npu
npUMeHeHIN npenapar.: BOTOKC (KaK 1 ;418 BCeX GOTYAMHNYECKVX TOKCHHOB) MOTYT GbiTb PesynbTaTom Pasnuuuii B TexHWKe passeAeHua npenapara, nkTepsa-
nax mexgy " MbllULaX, 3 TaKKe /1 3HauEHUIA BKTMBHOCTY NPenapara, oNpeienAemoii GHONOrMIEcKMM MeTo-
AOM. BOTOKC' CIERYET MPAMEHATb € OCTOPOXHOCTBIO MpH BbIPaXEHHO CNABOCTH Wi ATPOGU MBILULL, Ha KOTOPYI0 HAMPABAIEHO A€THCTBUE NperapaTa. BoTok<”
HEOGXOAMMO MPUMEHATS C OCTOPOXHOCTbIO MW NlevieH N GOMbHbIX C NepUepUHeckM 6oKo-
BbIM aMOTPOGUUECKIM CKIIEPO30M 1A MOTOPHOI HeliponaTieih). BOTOKC™ CleAyeT NPUMEHATS C KpaiiHeii OCTOPOXHOCTbIO M MO NOCTOAHHbIM KOHTPONIEM Y
MaLMEHTOB C i1, IMelouuX Cy: KV WA KNVH4ECKIE NPU3HaKN HapyIWeHIA HEPBHO-MbIWEYHOI NIepefayy, Hanpumep
NPUE MIaCTeHA W CUKAPOME JlamGepTa-}Tona; y STO/t rpyNNbl GonbHbIX NOBBILIEHA HYBCTBUTENIBHOCTS K AHHOMY MIPENAPaTy, 4TO MOKET NIPUBOAWTb K pas-

KM

KOt

OMBIT AUATHOCTVIKI M NeveHIA AVChYHKLMIA MOYEBOTO My3bIpA (HANPUMEP, YPONIOT WA YPOrMHEKONOrW). [UNepaxkmusHOCMb MOYe8020 ny3bips:
Mas o3a npenapara botokc coctasnaer 100 E/] 8 Bupe 0,5 mn (5 E/l) nHbekuwit B 20 Touek AeTpy3opa. PasseaerHbii botokc” (100 E1/10 mn) BBOAAT B Mbi-

BUTMIO i1 cnaBocTy. MaLiyeHTb C HePBHO-MBILIEUYHBIMI 3360NIEBaHIAMMA MOTYT COCTABAATH PYNNy PUCKA BOHUKHOBEHWA KNMHAYECKM
BHIPAXEHHbIX CUCTEMHBIX JGHEKTOB, BKIOYAR TAXENYI0 ANCHATIO 1 HAPYWIEHNA AbIXaHWA, NPY BBEACHNN 0BbINHBIX 403 Mpenapata BOTOKC, Nleverie Takix

4y-RCTPYZ0P C MOMOLIO XECTKOTO W FUEKOTO LYCTOCKON3, U3Geras 30! MOYEYIHPHOTO TEYTONbHIK 1 AHA MOUEBORO ny3sips. flevere
Moy, 06yc Botokc” coctasnset 200 Efl, npw 3ToM BBOAAT N0 1 Mn
(oxon0 6,7 EJ) 8 30 Tovex AeTpyaopa. Passeennii GoTokc' (200 E[30 ) BBORRT 8 MsLiLY-ATPY30p C OMOLLSI0 KECTKOFO Wik EKOTO LUCTOCKONa, WaGeran
30Hbl MOYENY3bIPHOrO TPEYroNbHIUKa 1 iHa MOYEBOrO My3bips. po3a coctasnaet 155-195 E/l. Mpenapat 8Bo-

6OMbHbD A COCTOPOXHOCTbI0. Dopma BbinycKa: o 100 E/ 8o ¢ . Yenosua npenapar TpaHc W XpaHUTCA npu

2-8°Cunms Vi Kamepe npn paType MAHYC 5 °C 1 HUKe B 3aKPbITIX, OeaTaHHbIX 1 MApKVPOBAHHbIX eMKOCTAX B MECTax, Heo-
CTynHbix AnA peteit. Cpok rogrocTy: 3 rofja. Yenosua otnycka: no peuenty. OcobeHHocTn ana uc B meau-
toTukan3 Anapnang, Kacnbap Poys, Bectnopr, Ko. Meito, pnaraus. Monyunts gononHuTenbHyio

LMHCKNXY

TR BHYTPUMBILIEUHO C oMowbi0 uril 30G Ao 12,7 w0 0,1 (5 EA) @ 31-39 Tosex. Wrweruan oo 2 Mexay 7

TAMU T AaHHbIM KNMHUYECKHX UCC CNeyeT OXMAATL CeayloLylo HacToTy PasBUTHA Hexe-
naTenbHbIX peaKLyii B 3aBICUMOCTY OT itk ~35%, AVICTOHWA — 28%, AETCKWiA LiepeGpanbHbiii napany —
17%, poKanbHaA CNaCTUYHOCTb 3aNACTbA U chm BC/IEACTBME UHCYNbTa — 16%, FMNepakTUBHOCTL MOYEBOrO Ny3bips — 26% Nocne nepsoil Npoueaypbl n 22%
nocne sTOpOI neTpy3opa - 32% npy nepsom % npu
npenapara, XpoHNYeCKan MArpeHb — 26% Npi NepBoil HbEKLUK, 11% Npu NOBTOPHOM BBeAeHU. HexenaTenbHble peakyun (vactora = 1/10 - 21/100,
<1/10). i cnazm: ToueuHBih KepaTuT, , CyXOCT B rnazax, $OTOGOBUA U MOBbILLICHHOE Cne3o0TAENe-

RU/0061/2014

a ipecy: 000 «Annepran CHI" CAP/I», Poccwiickan Gepepauns, 115191, r. Mo-
cKBa, XONOBMALHbIIA NepeynoK, A. 3, KopN. 1, CTp. 4. Ten.: +7(495) 778-98-25. TeneoHHbil LieHTp: 8-800-250-98-25 (380HOK 1o Poccum GecnnaTHbii). Gakc: +7(495)
778-98-2, e-mail: MW- «com. CoobuieHns o ABNEHUAX CneayeT pec komnan 000 «Annepran CH CAPI» no
TenedoHam +7 (495)7789825, 8 800 2509825 (380HOK Npo Poccum Gecnnathbii), dakcy: +7 (495) 7789826 unm no e-mail: MW-Medinfo@Allergan.com
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HenpomoHuTtop

MOHUTOP LepebpanbHbIX GYHKLUN

[NnTenbHbI MOHUTOPUHT LepebpanbHbIX
bYHKLMI, a TaK»Ke AbIXaTeNbHOMN U cepaeyHo-
COCYAMUCTON AeATEeNbHOCTU, YPOBHSA HACbILLEHUA
KPOBW KUCI0POAOM, TEMMEpPaTypbl TeNa U T. 4.

BO3MOKHOCTb CUHXPOHHOM BUAEO03aNUCK
BO BpeMsA MOHWUTOPUHTa.

MpeactaBneHme HPoOpMaLMn Ha SKpaHe B BUAE
ckatbix TpeHaos ad3l, I3[, 3KI, SpO, n . 4.

ABTOMATUYECKOE BblaeneHne naToNormMyeckmnx
a33l-natTepHOB, KOTOpbie NpuobpeTatoT
CTporo onpegeneHHyo popmy npwm
HEKOTOPbIX HAPYLIEHUNAX AeATEeNbHOCTH
LEHTPasIbHOM HEPBHOM CUCTEMBI.

ABTOMATMYECKUIA CUTHAN TPEBOTM B CNyYae
0BHapyKeHNA NaToNOrMUYECKOro naTrepHa.

,ﬂ,ﬂﬂ Ha4da/Zla MOHUTOPUHIa 40CTAaTOYHO HAaNOXUTb
4 371eKTpoAa Ha roNoBy NaLMEHTa U HaXaTb
HECKO/IbKO KHOMOK Ha 3KpaHe npmbopa.

UcxogHaa anekTposHuedanorpamma coxpaHaeTca
B 6a3e JaHHbIX M NPU HEOOXOANMMOCTU MOXKET
6bITb pacwmndpoBaHa cneumnanmcTom no 31

B peasibHOM BpPEMEHU UM NOC/IE MOHUTOPUHTA.

Mpubop npocT B NnpumeHeHnun. Um
MOKET yNpaBAATb WTATHbIN NepcoHan
peaHMMaUMOHHOro oTaeneHus 6es
ANVTENbHOM crneunanbHOM NOArOTOBKMY.

Bnarogaps uHtepdelicy touchscreen
NPMBOPOM MOKHO yNpaBAATb 6e3 KnaBuaTypbl
M MbILLM, NPOCTO Kacasncb Nasiblem

3/1IEMEHTOB yNpaB/ieHNA Ha SKpaHe.

B cNOXHbIX cay4anx « HeMpomMoHUTOP»

MOMKET JIETKO TPaHCHOPMUPOBATLCA B MOJHO-
dYHKLUMOHaNbHbIM NprMbop Ana 4AnTenbHOro
93l-BMAEOMOHUTOPUHIA: C perucTpaumert 33T,
BMAEO, 3BYKa, C OHNANH-AeTeKLMelN cnaikos

M OCTPbIX BOJIH, KAPTUPOBAHMEM U T. 4,

HenpocooTt

MepauumHcKoe auarHoctuueckoe o6opyaoBaHue

com@neurosoft.ru  www.neurosoft.ru
TenedoH: +7 4932 24-04-34 ®dakc: +7 4932 24-04-35
Poccua, 153032, r. MBaHOBO, yn. BopoHuWHa, 4. 5

Poccua, 153000, r. MeaHoBO, Masnoytamr, a/a 10
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NHHOB3UMOHHbLIY HENPONPOTEeKTOop

HOBbIE NEPCMNEKTUBEI HEVPOMDAPMAKOAOT AV
®
LLENANEKC

[/IHHOBAUOHHBI HeMPONPOTEKTOP

lMpenapat, 06naaaloLLii BblpaXKeHHbIM HEMPOMPOTEKTVBHBIM IEACTBMEM,
CTUMYNMPYIOLLM GU3MONOTMYECKYIO 1 PENapaTUBHYIO PereHepaLyiio HEPBHOM TKaHM

0
>
f( %(
: LEANEKC :
E————— 2
r &
) <
T
} Errm
(o e

SMMDEKTUNBHAS N BE3OMNACHAS TEPANNS NILEMWYHECKUNX N TEMOPPAIMNMYECKX NHCYABLTOB

® BoccTaHOBNEHVE KOPKOBOIO KPOBOTOKA ® YMEHbLUEHMEe oYara HEKpo3a ® YMeHbLUeHre 30Hbl NeHYMOpbl
© BbiparkeHHbIli perpecc o6l emMo3roBor 1 04aroBo HEBPOIOrMYECKOM CUMMTOMATUKN
© CHMKEeHMEe MHBaNNAM3aLnmn 1 ynyylleHne KauecTBa X13Hu naleHToB

MPOV3BOONTESb: 3A0 «®apm—CuHTesy,
115418, Poccus, r. MockBsa, PoLumHekun 2—-11 npoesp, 4. 8

Ten: (495) 796-94-33, thakc: (495) 796-94-34 www.pharm-sintez.ru

e—mail: info@pharm-sintez.ru
PY INM-001393 o1 20.12.2011




HepBHO-MblWeYHble

IJIABHBIV PEJAKTOP
npog., 0.m.1n. N.A. 3aBammmmn (Mockea)

3AMECTUTEJIA INTABHOT'O PEJAKTOPA
npog., 0.m.1. C.C. Hukurun (Mockesa)
d.m.1. H.A. Cynonesa (Mockea)

OTBETCTBEHHBI CEKPETAPH
M.O. KoBanwbuyk (Mocksa)

PEJAKIIMOHHAS KOJUIETUS

d.m.H. A.P. Apremenko (Mockea)

npog., 0.m.1. A.H. Boiiko (Mockesa)

npog., 0.m.1. EJI. Janam (Mockea)

npog., 0.m.1. C.H. Unnapuomkun (Mockea)
k.m.H. AJL. Kamuakun (Mockea)

npog., 0.m.1. A.B. Kapnos (Mocksa)

d.m.H. AJL. Kypenkos (Mockea)

k.m.4. C.B. Jlamun (Cankm-Ilemep6ype)
npog., d.m.1. ML.A. JIobos (Mockea)

npog., 0.m.1. .M. Mepkyaosa (Mockea)
unen-kopp. PAMH, npog. M. A. Tlupanos (Mockesa)
npog., 0.6.1. A.B. IloaskoB (Mockea)

d.m.H. 1. Pynenko (Cankm-Ilemep6ype)
npog., 0.m.1. A.T. Cananze (Mockea)

npog., 0.m.n. H.H. Compun (Hpocrasns)
k.m.H. U.A. CtpokoB (Mockesa)

npog., d.m.1. B.C. Cyxopykos (Mockesa)
npog., 0.m.1. H.A. lInaiinep (Kpacrospck)

PEJAKIIMOHHBIV COBET

npog., 0.m.1. B.. BacuibeB (Mockea)

npog., 0.m.1. A.A. Tpunb (Mockesa)

npog., 0.m.n. B.M. Kazakos (Cankm-Ilemep6ype)
npogh., 0.6.n. J1.®. Kacarkuna (Mockea)

npog., d.m.1. O.C. JleBun (Mockea)

k.m.H. C.I. Hukonaes (Bradumup)

M.JI. HoBukoB (“pocarasny)

npogh., d.m.1. A.C. Iletpyxun (Mockea)
unen-kopp. PAMH, npog. O.M. Ilo3ausakos (Mockea)
npog., d.m.1. C.I. Panencka-JlonoBok (Mockea)
k.m.H. C.B. PeBenko (Mockesa)

3APYBEXHBIE PEJIAKTOPbBI
npogh. U Taycmanosa-Ilerpycesuu (/1osvua)
npog. A. MakKomac (Kanaoa)
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BpomaeHHbie MbllueyHble gucmpoduu:
Knaccutukauua u guarHocmusa

Francois Rivier, Pierre Meyer, Ulrike Walther-Louvie, Moise Mercier, Bernard Echenne, Susana Quijano-Roy
Centre de Reference Maladies Neuromusculaires, CHRU Montpellier

Ilepe6oo: Mapus Onecoéna Kosanvuyx

Konmaxmeot: Francgois Rivier f-rivier@chu-montpellier.fr

Bpoxcoennvie muiuieunvie ducmpoguu (BMJ]) cocmasasom KauHuvecKuy u eeHemu4ecKuy 4pe3ebiuaiino eemepo2eHHyH0 epYNNY MblUleYHbIX
3aboaesanuii. U3nauarvho BMJ] paccmampueanucy kak epynna 6oaesHell ¢ 0e0r0mom 6 panHem 0emcKoM o3pacme, 00 HA4aAa camo-
CmMosimeAnbHoll X00b0bl, U HAAUYUEM NPU3HAK08 ducmpoguu npu namoeucmonocuveckom uccaedosanuu. Ceeoons BMJ] nodpaszodensrom
He cmoab cmpoeo. Tak, umeemcs yeavlii CneKmp KAUHUYECKUX QOopM, KAOUAOWUL ducmpoduu noscoe ¢ 6osee no30HuUM 0e6romom u
2UCMOA02UYECKOU KapmuHo, coruxcaroueli ux ¢ 6poxcoennvimu muonamusamu. Pazauuarom 9 gpopm BMI, pacnpedenennvix na 6 epynn
C021ACHO N0KAAU3AUUY U/UAU QYHKYUU HADYUWIEHHO20 0eaKa U coomeemcmayoueco 00Homy uz 26 eenos. Yauje 6ceco ecmpeuaromes
cnedyiougue gpopmot BMJI: 6oaesnv Yavpuxa (korracenonamus, césasannas ¢ namoaoeueii 3 eenos: COL6A1, COL6A2, COL6A3); emo-
DpuuHble ducmpoauKanonamuy (Hapyuernue eAuKo3UAUPOBAHUs a.-OUCMPOAUKAHA ¢ 808aeueHueM 16 2eno8) u Mepo3uH-depuyumuas
BMUJI (mepo3unonamus, o6ycaoeiennas mymauueii 00Hoeo eena LAMAZ2). K kaaccuueckum gopmam BMI] maxoce omnocames cunHopom
pueudHoeo no3eoHouHuxka I-eo muna (ceaenonamus ecaedcmeue mymayuu eena SEPN) u L-BMJI (ramunonamus, eoérexarouas eeH
LMNA). Jluaenocmuueckuii nouck onpedensemcs 8big6AeHUeM XAPAKMePHOU KAUHUMECKOU KApMUHbl, HAAU4Uuem uiu Omcymcmeuem
NPUBHAKO8 NOPANCEHUS UEHMPAAbHOU HEPBHOL CUCIEMbl, HOPMAALHBIM UAU YMEPEHHO NOBbIUEHHBIM YPOGHEM KPeamuHpochoKuHasyl.
Bvibop monekyaapHoeo uccaedoganus 045 ymouHeHUs OUAeH03a onpedeisiemcs pe3yabmamamu npedeapumenbHo2o 1a60pamopHo-ut-
CIMPYMEHMAAbHO20 00CAe008aHUS, BKAHOHAIOUL20 MACHUMHO-DE30HAHCHYI) MOMOSPAPDUIO MbLULY, U/UAU 20108H020 MO32a, OUONCUU MblUL-
Ybl U/Unu KoiCu.

Karwoueeuvie caoea: 6p0MaeHHbt€ MblileHHble 0ucmpod}uu, KoiaaraeeHonamuu, 6ucmpoeﬂmcanonamuu, Mepo3uHonamuu, ceaeHonamuu, n1a-
MUuHonamuu

Congenital muscular dystrophies: classification and diagnostic strategy

Frangois Rivier, Pierre Meyer, Ulrike Walther-Louvie, Moise Mercier, Bernard Echenne, Susana Quijano-Roy
Centre de Reference Maladies Neuromusculaires, CHRU Montpellier

Congenital muscular dystrophies (CMD) are a large group of genetically determined muscular diseases, initially defined by an early onset
before the age of walking and dystrophic changes on myopathologic analyses. Currently, their definition is less restrictive with, a clinical
continuum with limb-girdle muscular dystrophies, and closer histomorphological aspects with congenital myopathies. We distinguish 9 dif-
ferent forms of DMC, classified in 6 different groups depending on the location and/or function of the protein involved, on the control of 26
different genes. Ullrich’s disease, UCMD (collagenopathy involving three different genes: COL6A1, COL6A2, COL6A3); secondary dystro-
glycanopathies (by abnormal glycosylation of alpha-dystroglycan involving 16 different genes); and DMC merosin negative, MDCIA, (me-
rosinopathy secondary to mutations in a unique gene, LAMA2); represent the three most common forms. Rigid spine syndrome type I,
RSMD1 (selenopathy secondary to SEPN1 gene mutation) and L-CMD (laminopathy involving LM NA gene) are also part of the most
current forms. Clinical features, plasmatic creatine kinase elevation or not, the presence or absence of clinical signs of central nervous sys-
tem involvement, allow a first level of diagnostic pathway. According to these elements, muscle and/or cerebral MRI, muscle and/or skin
biopsy will be discussed to guide the molecular investigations that will allow accurate diagnosis.

Key words: congenital muscular dystrophies, collagenopathies, dystroglycanopathies, merosinopathies, selenopathies, laminopathies

Bpoxcdennoie moiueurnvie oucmpogpuu (BMJI) cocmaens-
H0M KAUHUMECKU U 2eHeMUMeCcKU Ype38biuaiiHO cemepo2eH Y0
2pynny mululeuHsix 3a00neéanuii. lenemuueckue uccaedosa-
HUs no3eoauru ymouHums kounuenuuro BMI u npodemon-
CMpUpo8anu cxo0cmeo ¢ Opyeumu MUONAMUIMU C PAHHUM
debromom (8podCcOeHHbIMU MUORAMUSIMUL), A MAKIce 0OHAPY-
cunu  cyuwecmeoganue 0osee NO30HUX POPM, CBA3AHHBIX
C Mymayusmu ¢ MeHbum koaruuecmeom deseyuii. Ceco0us

uzgecmuo 26 eenog, omeemcmeernuvix 3a BMJI. Boavuiuncm-
80 SMUX 2eHO8 MO2YM OblMb KAACCUPUUUPOBAHBL CO2AACHO
koanaeenonamusm (eenot COL6A1, COL6A2, COL6A3), ou-
cmpoeaukanonamusam (16 eenoe, uz Hux Haubosee 4acmo
soeneuenvt POMTI, POMT2, POMGnTI, ISPD, FKRP,
FKTN u LARGE) u meposunonamusm (een LAMAZ2). Bvibopy
2eHeMU4ecK020 aHaAu3a Mo2ym cnocoocmeosams cneyugu-
yecKue KAUHU1ecKUe Mapkepbl, ypoeeHb MblUeUHbIX hepmeH-
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moe, ummyHnoeucmoxumuueckuti (UI'X) ananuz u Western-blot
Uenesvix MolUeHHbIX 0enK08 (Mepo3uH, 0-0UCmpoenuKaH,
Koanaeen VI), a makce cneyuguueckue nammepHl Molidey-
HOIl 808/1€4eHHOCMU, 8bl8AseMble NPU MACHUMHO-DE30HAHC-
Hoit momoepaguu (MPT). Inobarvro ghopmot, conposoicoa-
emble 3HA4UMeNbHbIM NOBbIUEHUECM MbIUEUHbIX (hepMeHmOos
(Mepo3uHonamuu, OUCMpOAUKAHONAMULU), BKAIOUAIOM epe-
bpanvHoe nopadcerue, a MaKk Hasvieaemvie yucmoie opmol
umerom cneyughuueckoe mvliueyHoe nopaicerue, 00HapyIcu-
saemoe npu MPT moiuy,.

BM/I siBasttoTCSI, BO3MOXHO, CaMO# KJIMHUYECKHU Te-
TEPOTECHHOM T'PYIIIOI MBIIIIEYHBIX 3a001eBaHmil. CpemHsis
3a00J1€Ba€MOCTb, TT0 JaHHBIM Pa3HbIX AaBTOPOB, COCTABIISI-
et 1:21500 (¢ pacipoctpaneHHOCThIO 1:125000) Ha ceBepe
Hramnu n 1:16000 B I Benun [1]. Knaccuyeckue guardHo-
ctuueckue kputepur BMJI BKIOYAIOT KIMHUYECKUE
U TUCTOJIOTIEeCKIE TTpr3HaKK. CeromHs TUCTOJIOTMIESCKIE
KPUTEPUH HE SIBIISIIOTCS CTPOTMMH, TaK KaK OBLIIO 00HAPY-
JKeHO MHOXECTBO CXOIHBIX MI3MEHEHMI 1 TIPU HEKOTOPBIX
BPOXICHHBIX MHOIIATHUSX. YTOYHEHHE IIpeIACTaBICHUMN
0 ecTtecTBeHHOM TeueHUn BMJI, mporpecc B MOJEKyIsIp-
HOM Ouojyioruu, a Takxke MPT MBI BEISBUJIU OTIpee-
JIEHHbIE 001IME YepThl y 04eHb paHHUX BMJI 1 nosicHbIX
nucTpoduii B3pocibix. Ha ocHOBaHMM TaHHBIX KIIMHUYC-
CKHUX, HaTO(PU3NOJOTMYECKIX U MOJEKYISPHBIX (26 13-
BECTHBIX TE€HOB) MCCIIeIOBaHMI, 9 paccMaTpuBaeMBbIX
dopm BMJI nnoapasaeneHsl Ha 6 rpyiin. CaMbIMU YaCTHIMU
BM/I 1o creneHu yObIBaHUS SIBJISIOTCS: 00NE3Hb YIbpHXa
(Ulrich congenital muscular dystrophy, UCMD), o6yciioB-
JIeHHas maTtoyioruei KoyareHa VI (3 reHa); BTopumaHBIE
IHUCTPOTTINKAHOIIATAM, CBSI3aHHBIC C HAPYIIICHNEM TJIMKO-
JIM3UPOBaHUS o-AucTporavkaHa (16 renos); BMJI, 06-
YCIIOBJICHHASI TIEPBUYHBIM Ie(PUIIMTOM Mepo3nHa (me-
rosin-deficient congenital muscular dystrophy, MDC1A)
BciencTBue Mytauuu B reHe LAMAZ2. [Be npyrue (opMbl
BM/I momoHsOT 00LIyI0 KOropTy, HO SIBJISIIOTCST OoJiee
PEIKMMU: CUHIPOM PUTHIHOTO ITO3BOHOYHMKA 1-TO THIIA
(rigid spine muscular dystrophy type 1, RSMD1) Bcaenct-
BHe MyTalum B reHe ceneHomnporenHa N1 (SEPNI) u L-
BM/I, cBs3anHas ¢ reHoMm jgamMmuHOB A/C (LMNA).
B OobIm10it rpyIIe AMCTPOTIMKAHOIIATUIA CUMIITOMATO-
JIOTHS He OTpaHUIMBACTCS MUOTIATHICCKUM CHHIPOMOM,
HO BKJTIOYAET B HEKOTOPBIX CIyJasiX aHOMAJINU IIEHTPaJIb-
Hoit HepBHOU cucteMbl (LIHC) u rma3. [TpusHakm mopa-
xennst LIHC moryt Bctpeuatbest mpu MDCIA.

Tun nacnenoBanust ipu Bcex BMJI — ayrocomHo-pe-
LIECCUBHBIH 3a McKmodeHneM L-BMJI 1 HeKoTophIX (hopm
UCMD, npu KOTOPBIX BCTPEUYAIOTCS JTOMUHAHTHBIE MyTa-
1y de novo.

CoBpemeHHaa 3BONIOYUOHHAA KOHUenyusa namorexesa BMJ
BMJI saBastoTcst 3a007€BaHUSIMU, IIOpaXKalIIUMU
CKEJICTHYIO MYCKYJIaTypy, a B HEKOTOPHIX CIyJasiX — cep-
ne, TOJIOBHOM MO3T M I1a3a [2—4]. B oTnenbHyI0 KaTe-
roputo BMJI Ob111 BhIeIeHbI HA OCHOBAHMUM KJIIMHUKO-
aHAaTOMHMYECKMX KPUTEPHUEB, BKJIOYAsT CUMIITOMBI,

TTOSIBJISIIONIIMECS eIlle 1O Hadayia XOabObl, M TUCTpOGhIIe-
CKME MPU3HAKU, HE CONPOBOXMAIOIINECS cremuduae-
CKMMHU MOPGOIOTHIECKUMU TTPOSBICHUSIMU IIPU THCTO-
JIOTUYECKOM MWCCJIeIOBaHMM OWMONTaTa MBIIIIIHI.
Kak mpaBuiio, 3Tu 001e3HI HACIEIYIOTCS IT0 ayTOCOMHO-
pellecCUBHOMY THUITY. BEIsIBIIeHME B TTOCIeTHAE 2 TeCATH-
JICTHSI TEHOB, B OOJBIIMHCTBE CIIydaeB KOTUPYIOIINX
CTPYKTYpHBIE O€JIKN KJIETKM U TIIMKO3UITpaHC(pepassl,
JICXXWT B OCHOBE TIOHUMaHUSI TaTO(PU3NOIOTUH, a TAKXKe
pacIIMpeHus] CIEKTpa M KOHICIIINM TIPEACTABICHMUS
o BMJI. IIpu myrauuu B 1 reHe KJIMHUYECKasi KapTUHA
3a00JIeBaHMSI MOXKET CYIIECTBEHHO BapbrpoBaTh. Hampu-
Mep, pu MyTalusix B reHe FKRP ogHOBpeMeHHO HabJI10-
IAfOT TSKEJIbIe BPOKACHHBIE (DOPMEBI, TOSICHBIC TUCTPO-
¢dum n oyt acumrromusle tnnepKPKemnu [5, 6].
Ilpun cTaHaAapTHOM TUCTOJOTMYECKOM HCCAEI0BAaHUMU
W3MEHEHMSI MBIIICYHBIX BOJIOKOH MOTYT OBITh MWHHU-
MaJIbHBIMU ¥ HACTOJIbKO HECTEIM(PUIHBIMUA, YTO YACTO
MIPUBOIAT K OIIMOOYHOMY CYXIeHUI0. B cBs3mM ¢ atmM
B auarHoctuke BM/I mig criennduKanum 1MarHo3a oosi-
3aTeIbHO UcIob3oBanne MI'X-meTomoB 1 Western-blot-
aHaJIM3a, TOMOJHEHHBIX MOJICKY/ISIPHBIM T€eHETUIECKUM
HCCIIeIOBaHUEM.

MznavansHo BM/I, Ha3piBacMble YUCTHIMU (03 KITH-
HUYeCcKuX npu3HakoB BoBieueHus LIHC), 6pumm otaee-
HBI OT MBIIIIEYHO-1IepeOpaIbHBIX CHHIPOMOB. Takoe pas-
IeJIeHWe IIO-TIPeXHEeMY aKTyaJlbHO B KIMHUYECKOMU
MIpaKTHUKE, OMHAKO Ha CaMOM JeJIe OHO HE COOTBETCTBYET
HapacramolieMy MHorooopasuio BM/JI. CymectByromiast
cerogHs kinaccudukaunss BMJI cornmacHo 6 rpynmnam ydm-
THIBaeT KIMHNYECKNE TIPOSIBJICHNS, MOJICKYJIIPHBIC U T'e-
HETHMYEeCKNE aCIeKThI, a TaKKe IMaTODU3NOIOTUICCKIE
0COOEHHOCTH B COYETAHWU C BOBJICYCHHBIM CYOCTPaTOM
1/ VI1 OMOJIOTUYECKOM (DYHKIIMEH: SKCTpalleTI0OUISI PHEIIA
Matpukc (B1IM), capkosemma u 6a3anbHass MeMOpaHa,
SHIOIUIA3MATUYECKNI PETUKYIYM, simepHast 00o0JIoUKa,
MHTOXOHIPHH, TIIUTO3WINPOBAHNE 0.-TUCTPOTTIMKAHA.

Haub6onee pacnpocrpaneHnHbie BM]I oTHOCsITCS K ep-
BbIM 3 rpynimiam: MDCIA ¢ nepBUYHBIM Je(PULIMTOM MEPO-
31Ha BCJIEACTBUE MyTalnu B reHe LAMAZ2; 6one3Hb YiIbpu-
Xa BcliencTBue neduinra KoiiareHa VI, cBszaHHOro ¢ 3
reHamu (COL6A1, COL6A2, COL6A3) v BTOpU4IHBIE TUCTPO-
[JIMKaHOTIATHH, 00YCIIOBICHHBIC HAPYIIIEHNEM TJINKO3WIIH -
pOBaHMS o-IUCTPOIVIMKAHA, 3aTparMpaioiiye 16 oOHapy-
>KeHHBIX TeHOB (POMT1, POMT2, POMGnTI1, FKTN, FKRP,
LARGE, DPM2, DPM3, DOLK, ISPD, GTDC2, TMEMS,
B3GALNT?2, B3GNTI1, GMPPB, DPM]I) [7].

JunarHoctuueckuii anroputm rpu BM/JI gomkeH ObITh
MpenesIbHO cTporuM. Hammame vim oTCyTCTBUE KITMHIYE-
ckux mpuszHakoB mopaxeHusi LIHC, deHotunmmyeckue
0COOEHHOCTH (TUIIeP3JIAaCTUIHOCTD TUCTAIBHBIX OTIEIIOB,
PUTHUIHOCTD MTO3BOHOYHMKA, CBHCAIOIIASI TOJIOBA), TIJIa3-
MEHHBIN ypoBeHb KpeaTnHpochokmHazsl (KDK) gacto
TTO3BOJISTIIOT CIEIaTh ITIePBOE TMAarHOCTUIECKOE TIPEATIONO-
xenue. [Ipn Hamnmumm npusHakoB nopaxenus IL[HC
1/ WY 3HAYUTEIbHOTO TToBbIIeHNs ypoBHSI KDOK anamm3



HepBHo-MbileYHbIe
BOJNIE3HH

Jexuuu u 0630pbi

0€JIKOB MEPO3MHA U 0-AUCTPOIJIMKAHA B MBILIEYHOM OU-
ornrrate 1 MPT T0o10BHOTO MO3Ta SBISIOTCSI OIIPEICISIO-
UMY TMAaTHOCTUIECKMMH MOMEHTaMM. B npyrux ciayda-
X W NOPU HAJIUYUU COOTBETCTBYIOIIMX KIMHUYECKUX
npu3HakoB MPT MbllIl 1 Ucceg0BaHNE CEKPELIUMU KOJI-
nareHa VI mpu momoim KyasTypbl pruOpo01acTOB JOIKHBI
00CyXImaTbcs Tiepen MpoBeIeHNEM OMOIICMY MBIIII. 3a-
BEPIIAIOIINM 3TAIIOM OCTACTCsSI MAKCUMATHHO ITPUILICTHBHOE
1 YIIIyOJIEHHOE MOJICKYJIIPHOE MCCIeOBAaHNE, TIO3BOJIS-
follee MOATBEPAUTh TUATHO3 W MPOBECTU TeHETHMIECKOE
KOHCYJIETUPOBaHUE.

MonexynapHas u namodusuonoruyeckas Knaccuuxrayus

YeTkass KIMHUKO-aHATOMUYECKAsT KJIaCCU(UKALIIS
BMJI, ocHoBaHHasl HA TUCTOJIOTMYECKOI KapTUHE CKe-
JICTHOI MBIIIIIIEI, CETOIHS IIPOUTPHIBACT TIepe pe3yIbra-
TaM1 MOJICKYJISIpHBIX MCCIIeTOBaHUM. JIMaAMpyIoIIyio
no3uuu B guarHoctuke BMJI 3anumaror MIT'X-
1 Western-blot-aHann3bl MBIIIIEYHBIX OEJIKOB M OCOOEHHO
MOJIEKYJISIpHO-TeHeTHIecKuii aHanu3. Kimaccndukamus,
npeajioxeHHas F. Muntoni u HemaBHO AOMOJHEHHAas,
coYyeTaeT OCHOBHBIC KIMHUYECKNE aCIEKTHl M MOJICKY-
JISIpHBIC TaHHBIC, HAXOIAIIMECS B IIOCTOSTHHOM 10padoT-
Ke [2, 4]. OHa oTpaxaeT 3HAUUTEJbHOE pa3HOOOpasue
maToU3NOJIOTNIeCKUX MexaHn3mMoB mpu BM/I (puc. 1,
Tabm. 1).

Konnaren VI
COL6A1, A2, A3
- 6one3Hb Ynbpyxa

Mepo3uH
LAMA2

- MDC1A

rnMKOBVlI'IVIpOBaHME O-AUCTPOINTMKAHA
POMT1, POMT2, POMGnT1, FKTN,
FKRP, LARGE, DPM2, DPM3, DOLK,
ISPD, GTDC2, TMEEM5, B3GALNT2,
B3GNT1, GMPPB, DPM1

= BTOPUYHbIE AUCTPOrIMKAHONATUN

IMonkoxxHast U CYyOKJIeTOUHAS JIOKATU3aIlAsT MyTH -
pOBaHHOTO OejKa ¥/WIM pa3BUBAIOIIAECS BCIICIACTBUE
3TOTO MMATOJIOTHYECKIE N3MEHEHMS Ha YPOBHE MBIIIICUHBIX
BOJIOKOH CK€JIETHBIX MBIILILI [IO3BOJISIIOT BBIAEIUTD 6 TPYIIN
paznuuHbix BM/I.

® Myranuu 6eka DM

MyTaumy CTPYKTYPHBIX OC€IKOB, PAaCIIOJIOKEHHBIX
B ODLIM, xapaKTepu3yIOT JaHHYIO TPYIIITY, BKIIOYAIOIIYIO
2 Haubosee u3BecTHbIe opMbl BMJI: compoBoxnaemast
neUIIUTOM MEpO3WMHA, WJIM MepO3WMH-HeTaTUBHAsS
(MDCI1A) u cBsi3anHast ¢ mytanueit reHa (LAMAZ2) mamu-
HuHa o’ (Mepo3uHa) — nepBast opma, UIEHTU(HULIUPO-
BaHHasI KIIMHWUYECKA U TeHeThdecku. boie3nsr Yabpuxa
(UCMD) BcrnemcTtBue MyTalliM B OOHOM U3 3 TEHOB
(COL6A1, COL6A2, COL6A3) xonnarena VI (COL6) siBisi-
eTcsd caMoii pacipocTpaHeHHo# (hopmoit BM/I B Eporte.

e Myranun 0eJIKOB 0a3ajIbHOi MeMOpPaHBI H CAPKO-
JIEMMBI

BM/I, obycnoBieHHbIE MyTaLIMSIMA T€HOB MHTETpUHA
a7 (ITGA7) v unrerpuna 09 (ITGAY) — enuHCTBEHHBIE
OIMMCaHHBIC clTy4dau [8] 1 SIBJISTIOTCS KpaiiHe peIKNMH.

Myrtamum reHa nucTporankaHoB (DAGI), coOTBETCT-
BYIOIIIME TIEPBUIHBIM TUCTPOTITMKAHOIIATHSIM, TAaKXKe MO-
M OBI OBITH OTHECEHBI B JaHHYIO TpyImTy. Ha ceromHsi-
HUI JIeHh OHU OBLIN ONMCAHBI JIUIIIh B CIIyJasiX ITOSICHBIX
nucrpoduii, a He mpu BM/I, [9].

¥~ Arpun/nepdekan

ba3anbHasna

B-aucTpornunkaH
membpaHa

CapKorauraHbl

CapkocnaH

eele
1&!‘ b Mma
HHCO
CeneHonportenH N1 <«— AuctpodpuH
SEPN1 —> U] Capko
. & pKonaasma
SRSMD-1 JHAONNAZMATUYECKNI &G g:g’ Lntockener
peTukynym
JNlamuHbl A/C
LMNA
2L-BMA
ApepHaa membpaHa
dmepuH

Puc. 1. Ochognbie beaku, yuacmeyroujue 8 pazgumuu 0cHogHbIX 5 hopm BMJI u coomeemcemayroujue um eeHol U gheHomunsl (cxema)
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Tabmua 1. Ocrosnbie xapakmepucmuxku BMJI, udenmughuyuposanmbix eenemuuecku Ha ce200HAWHUL OeHb
Tun MyTHPOBAHHOTO Tun Hacae- ITopaxkenue
Genka DenoTun AbOpesunarypa OBARMS Ten (renbr) Benok (0enkm) ITHC K®K
Mg JleiikonaTtust
neduuur MDCIA AP LAMA2 Mepo3uH (MPT) =FAraE
DKcTpaneonspHpi  MEPOSHHA
RLMEC Bonesnp Vib- UCMDI1 COLG6AI
puxa UCMD2 AP/AJ1 COLG6A2 Kosnaren VI Her H/+
UCMD3 COL6A3
At ;‘“' AP ITGA7 Unrterput o7 H
BazanbHas MeMbpana TCTPMHA O
U cCaKkposeMMa _
Heduwur un AP 1TGA9 WHrerpis o9 H
TerpuHa 09
. POMTI, POMT2,
HUEEEL POMGnTI
Yonkepa—Bap- ? JleiikomaTtust
FKRP, FKTN, LARGE, [Muko3ui- ++
o (falkens WS l GTDC2, GMPPR, || tpancdepassn | | emdopyas l
BB B3GNTI, TMEMS, L
ISPD
Bonesnp
C MOPAXCHNCM POMGnTI1, POMTI, JleiikonaTus
BN, FA MEB AP POMT?2 e N B
¥ TOJIOBHOTO FKRP. IARG é ISPD TpaHcdepasbl o AFFaF
mo3ra (Muscle- ’ ’ !
eye-brain)
IIxosuntpancdepa- BMJL JleiikonaTust ++/
3bl (BTOPUYHbIE M- DyKysIMbI FCMD AP FKTN DykyTuH Manbsthopma- Tat
crporukaHoraru)  (Fukuyama) g
BM/I tuna 1D MDCID AP LARGE LS Tttt la T,
HBII 0€J10K)
Benox cBsizaH-
BM/ tumna 1C MDCIC AP FKRP HBI ¢ QyKyTH- Her S
HOM
FKRP, FKTN, POMT],
POMT?2, POMGnT]I,
«Knununye- AP LARGE, ISPD, [nko3un- Ta ++/
CKMI CITEKTP» GMPPB, TMEMS, TpaHcdepasbl S
B3GALNT2, GMPPB,
DPM1, DPM2, DPM3
CunHapoM
PUTHIHOTO
DHIOMIA3MATHYECKUET 1o P onO = CeJleHOTIPOTEH
f— ka l-to Thma RSMD1 AP SEPN1 NI Her H/+
PETHKY LY (Rigid Spine
syndrome 1,
RSS 1)
BM/] ¢ npuse-
TIEHUEM 0O0JTb- SYNEI Hecnpun 1 Ja 4e4F
SlnepHast o6osouka  MX TIAJIBLEE
BpoxneHHas F ar)
TAMITHOTATIST L-BM/]] ALl LMNA Jlamunbl A/C Her Tt
MEIGERRLI OO [T BM/Imt CHKB XonuH KuHa3a B Ja +/++
J1§0)707%1 XOHIpUabHAS

IIpumenanue. /lns KOK: H — nopma; + ymepenroe noswiutenue; +++ cyuecmeennoe nosviuienue; AP — aymocomuo-peyeccusrolii; AL — aymocomHo-

0OMUHAHMHDBLLL.

¢ MyTamuu NiMKo3uITpancdepas o-IMCTPONIHKAHA

BM/I maHHOV Trpynmnbl COOTBETCTBYIOT BTOPUYHBIM
JMIACTPOTJINKAHOMATUSIM, OOYCIOBIEHHBIM aHOMAaJIbHBIM
[JIMKO3WJIMPOBAHUEM 0-IMCTPOTJMKAHA BCIIEICTBUAE MY-
TalWu, MPEATNOIOXUATETHHO OeTKa TIMKOo3uWITpaHchepa-
3bl. B JaHHBIN MaToreHe3 BOBJIEYEHBI U BbIIEICHBI 16 Te-

HoB: POMTI1, POMT2, POMGnTI, FKTN, FKRP, LARGE,
DPM2, DPM3, DOLK, ISPD, GTDC2, TMEMS,
B3GALNT2, B3GNTI1, GMPPB, DPM I. HexoTopble TeHHI,
B yactHocti FKRP, FKTN w ISPD, 3aneiicTBOBaHBI
MpU pas3aTuuHbIX peHotnax BMJI, HaumHast OT mpaKTH-
YeCKM MCKIIOUUTEIbHO MMOIIATUYECKOTO CHHAPOMA
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0e3 KOTHUTUBHOTO A¢(OUIINTA 1 3aKaHUNBasI MHTCIICKTY-
ATBHBIM Ie(ULIMTOM MPU MBIIICYHO-IIepeOPaTBbHBIX CUHI-
poMax, OMMCAHHBIX MHOTHUE AecsaATuneTus Hazan: BMJI
®ykysmel (FCMD), 601e3Hb ¢ mopaskeHNEM MBI, TJ1a3
u TonoBHOro mosra (Muscle-Eye-Brain disease, MEB)
U HauOoJiee TsKeblii — cuHApoM Yosikepa — BapOypra
(Walker-Warburg, WWS) [5, 10, 11]. JlarHas rpyIma cooT-
BETCTBYET IPEIObIMYINEil IO pacIpeieIeHUIO o-IUCTPO-
IJINKaHa B HAPY>KHOM MeMOpaHe capKOJIEMMBI.

® Myramuu 0ejIKa 3HI0ILIA3MATHIECKOr0 PETHKY.JIyMa

EmnHcTBeHHAs KIMHUKO-TEHETUYSCKU OITHOPOMHAS
TPYIIA, BKIIOYAIOIIAS CHHIPOM PUTHIHOTO ITO3BOHOYHMKA
1-ro Tima (rigid spine syndromel — RSMD1), obycnoBieH-
HBI MyTanneit B reHe SEPN 1, KOmUPYIOIIETO CeJICHOIIPO-
TenH N1. DTOT 6eIoK pacrojioXkeH B capKoruia3MaTude-
CKOM PETHKYJIyMe, OMHAKO €T0 pOJIb JO KOHIIA HesCHA.
RSMD1 Haxomutcsa Ha rpanuiie Mexay BMJI n BpoxkaeH-
HOM MHUOIIATHEH II0 TUIYy MMOMNATHH MHOXECTBEHHBIX
LIEHTPaJIbHBIX CTEpXKHEH [12].

® Myranuu 0eJIKOB siIepHOI 000109KH

Cpenn BMJI usBecTHO 2 Tuma Hykieoratuii. BMJ,
BoinencTBue MyTaumii B reHe LMNA mamuuoB A/C
(L-BM]I) ssBasteTcsa HambOomee yacToit; mpyrass BMJI, cBs-
3aHHas ¢ reHoM HecrmpuHa 1 (SYNEI), BcTpedaetcs
B MCKJTIOUNTEIBHBIX CITyJasiX.

o Myranun 0ejIKa, BOBJICYEHHOTO B (DYHKIIMOHHPOBAHHE
MUTOXOHIPUI

MerakonuanbHasi BM/I Obuia BblgesieHa MHOTO JIET
Ha3aj BCIICACTBUE OOHAPYKEHMS MOP(hOIOTMISCKIX aHO-

Puc. 2. MDCIA: a — penomun pebenka 2 nem: eunepaopoo3 6 NoA0NCeHUU
cuos, 8vIpadsceHHas caabocms Molutly, nepeoreli cmenku cusoma; 6 — MPT
20/106H020 M032a, aKcuanbHolil cpes ¢ T2: anomanvHblil 08YCMOPOHHUIL 2U-
nepcueHan om 6en020 ewjecmea, pacnpoCMpaHSIOWUILCS Om NOAYUWApUil 00
CYOKOPMUKANbHBIX 30H; @ — MblUUEUHbIL OUONMAMm, OKPACKA 2eMAMOKCUAUH-
903UHOM: NPUBHAKU MblUUeHHOU Jucmpoguu ¢ pasHokarubepHocmoo oua-
Mempa MblUleYHbIX 80A0KOH, SHOO- U NePUMUSUANbHBLU GUOPO3 U adunos;
2, 0 — HOpMANbHOE COOepICarHUe CeKmpuHa (2) u deguyum meposura (0),
goiaeasiemoe npu MI'X-uccaedosanuu

MaJIIii ¥ TiepepacIipeie/icHeM MUTOXOHAPHi (LIEHTPaIb-
HOE pacIlleTuIeHe W CKOIUICHUE KPYITHBIX MUTOXOHIPHUIA
Ha reprdepry MBIIIEYHBIX BOJIOKOH). OHa XapaKTepu3y-
ercs neumToM orMocrHTe3a hochaTHAMIXOIMHA (MyTa-
sl XONMMH-kuHa3el B, reH CHKB), OTBETCTBEHHOTO
3a HapyIIeHUe paboThl MUTOXOHIPUIA C BTOPUIHOM MUTO-
darueit [13].

Namb ocHoBHbIX dhopM BMJ

Mepo3zun-neratusaas BMJI (MDCI1A)

BM/, compoBoxaaeMmas IepBUYHBIM Ie(PUIIUTOM
Mepo3uHa (puc. 2), — mepBast hopMa, oxapaKTepu30BaH-
Hasl C TOYKH 3pEHUs TTaTOJIOTHUYECKOro OejIKa, a 3aTeM —
OTBETCTBeHHOTO reHa. OHa paciieHBaJlach, KaK OCHOBHAsI
¢dopma B CBA3U CO CBOEH YaCTOM BCTPEIAEMOCTBIO, TOCTH -
rarouieit 30—40 % uaeHTUdULUPOBAHHbBIX ciiydyaecB BM]I,
[14]. CoBpeMeHHBIE STTUACMUOJIOTNICCKIE TaHHBIC TT03H -
LIMOHMPYIOT ee Ha 3-e MecTo B EBporie ¢ 9acToToit BeTpe-
yaemoct 10 % corjacHO HeJaBHEMY MCCJIEIOBAaHUIO
Dubowitz Neuromuscular Center [7]. OHa o0ycnoBieHa
mytauueit rena LAMAZ2 [Ha 6q22 xpoMocoMme], KOTUpyIo-
LLEro o2-1eMb JAMUHUHA, OAHY U3 LieTeil, (POpMUPYIOIIMX
JIaMUHUH-2 (Mepo3uH) [15]. Mepo3uH SIBIsIeTCS TeTepo-
IuMepHBIM OentkoM DIIM um BcTpedaeTcst B CKeJIETHOM
MBIIIIIE, KOXe W MUeJIMHe. XapaKTep HAcJIeIOBaHUS —
ayTOCOMHO-PEIIeCCUBHBIA.

Kimangeckas KapTHHAa BapbhUpYyeT B 3aBUCHMOCTHU
OT ITOJIHOTO MJIM YaCTUYHOTO Aeduumra mepo3uHa [16].
®opma, cornpoBoxIaeMas ITOTHBIM AeHUIIATOM, BCTpeda-
eTcsl B paHHEM Bo3pacTe (OO0 POXICHHUS WK B IIEPBBIC
HeIeau Tocje POXICHUS) 1 SIBIISICTCST KpaitHe TSDKeJIOi,
COITPOBOXIaeMasi TUITOTOHMEH, HapyIIeHUEM COCAHMUS
W TJIOTaHMS, TbIXaTeJIbHBIMA paccTpoiicTBaMu. [MITOTOHMS
W MBIIIeYHasT CIa00CTh HOCSIT CHUCTEMHBIM XapakTep,
¢ IpeobIagaHeM B aKCHAJTbHOM U TTOSICHOI MyCKyJaType,
B MBIIIIIIAX ITPOKCUMAIBHBIX OTIEI0B KoHeuyHOCTel. [1pm-
00peTeHMe TTOCTYPaTbHBIX HABEIKOB OTCPOYECHO M OTPaHM-
YUBAETCS JTUIITb OTHOCUTEIIFHO CTAOMILHBIM TTOJIOXKEHUEM
cuns. [ToMrMo 3TOTO HAOMIOMAIOT PACIpPOCTPaHEHHBIC
CyCTaBHBIC peTpaKkLNU, HapylleHUe (U3NOJIOTHIHBIX
M3rM00B TO3BOHOYHUKA C BEIPAXKEHHBIM THUIIEPIOPI030M
W CKOJIMO30M, a TaKXe BBICOKWI PHCK BBIBHXa Oempa.
B nepByto nexamy rmepcucTUpyeT U HapacTaeT PeCTPUKTHB-
Hasl JpIXaTelIbHAs HeIOCTaTOYHOCTh. HapyrmeHnmst mmra-
HUS KOMITICKCHOTO TeHe3a (c/1ab0CTh COCaHMsl /KeBaHUS,
IUChHYHKINS KAIICYHO MOTOPHUKU, ObIXaTeIbHAS 3aH-
TepeCOBaHHOCTh, OPTOAOHTHASI TTATOJIOTHST) COITYTCTBYIOT
HapyIICHUIO pOCTa, TUTIO- M aMUOTPOMUSIM, TIPUCYTCTBY-
FOIIIMM TTOYTH BO BCEX CITydasix.

[Tpu yacTaHOM IeUIIUTE MEpO3NHA CTETICHb BBIpa-
JKEHHOCTH 3a00JIeBaHMSI 3aBUCUT OT CTETICHU HEIOCTAaTOU -
HOCTH OeitKa. MexXmy KiracCuuecKoit (hopMOM C TTOJTHBIM
neduimToM Mepo3rHa 1 0oJtee JIeTKUMHU (hopMaMH, KOTaa
TepBbIe TIPU3HAKY MOTYT OOHAPYXXMBAThCS Ha 2-M JiecCsI-
TWJICTUH XW3HU, HaOTI0OaeTCsT pa3HOOOpa3ne KIMHUYe-
ckux dopm. [Ipm ymepeHHOI CTeIIeHU BBIPAKEHHOCTU
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paccTpOICTBA IbIXaHWS M TUTAHUS OTCYTCTBYIOT VUIM MM -
HUMaJIbHBI. CHUMIITOMAaTMKAa MOXET OBITh OITMOOYHOM
C IOMUHMPYIOITUMHA TTPU3HAKAMHU PUTUIHOCTY TTIO3BOHOY-
HUKa WX BOBJICYCHHOCTH ITOSICHOI MYCKYJIaTyphl, IIO3BO-
JISIST TEM caMbIM paccMaTpUBAaTh €€, KaK MBIIICYHYIO TH-
ctpoduio Dmepu — Jpeiidyca MM MOSCHYIO MBIIIIEYHYIO
aucTpoduio.

HeszaBucumo ot crerneHn BBIPaXKeHHOCTH AeduiimTa
Mepo3uHa nipu MPT ronoBHoOro mosra B pexkume T2
u FLAIR Habmonaercs nuddy3HbINM THIIEpCUTHAT OT Cy0-
TeHTOpHMaabHOro 6eoro sBeecrsa [17]. [Tpumepro B 5 %
cliyyaeB Nogo0Hast «ieKomnaTus» acCOLIMMpPOBaHa C MoJv-
MUKPOTHPHEiT/arupreil 3aTbUIOYHOM 00IaCTH WIIH THITO-
IIa3KMei CTBOJIA M/ MM MO3Keuka. KorHUTHBHOE pa3BUTHE
HE CTpamaeT 3a MCKIIOYCHUEM ClydaeB ¢ MOPGhOIormde-
CKOM 1IepedpasibHOM aHOMasrei. B To ke BpeMst anuiern-
cust (CJI0XHBIE TapIIUaIbHBIC IIPUCTYIIBI, COITPOBOXIAC-
MBIe WJIY HE COTIPOBOXKIAEMbIe TeHEepaIN3allieii) SIBISIeTCST
OoJree YaCTBIM OCIIOXKHEHHEM, OCOOCHHO B CIIyJasx Ya-
CTUYHOTO Ae(pUIINTa MEPO3NHA. DJICKTPOHEMPOMHUOTpadust
¥ BBI3BaHHBIC TTOTCHIIMAIBI BBIIBISIOT IIPU3HAKA BOBJIC-
YEeHHOCTH MMEJIMHA [EHTPAIBHON WX TepudepruaecKoin
HEpBHOI CUCTEeM, OyIydr KIMHIYSCKU MaJIO- WJIN aCHM-
nrroMHbIME. [IprcyTcTBIE Mepo3rHa B 6a3aIbHOM MeMOpa-
He BIMSET Ha IPOHMIIAEMOCTb KaIlWIISIPOB MUEIIMHA.
B penkmx ciryyasx Oblia ommcaHa cepicdHasi BOBJICUCH-
HOCTh B BHJIE YMEPEHHOU THITOKMHE3WH JICBOTO KEy-
JTIOYKa, pa3BUBIIeiics B TeueHue 10 JeT.

Jnarnoctuka MDCI1A ocHOBBIBaeTCSI Ha KIMHUYE-
CKOW KapTHHE, TIOCTOSTHHOM 1 BhIpakeHHOM rurep KD Ke-
muu (6oiee 4 HOPM) ¥ M3MEHEHHOTO MarHUTHO-pPE30-
HaHcHoro (MP) curHama rooBHOTo Mo3ra (O9eBHUIHOTO
ro3aHee 6-MeCcsIYHOro Bo3pacTta). MccnenoBaHue Mblliey-

d_a

Puc. 3. UCMD: a — pempakyuu mexcghanraneogolx cycmasos; 6 — npozpec-
cupyrouee, nociedosamensHoe pasgumue PempaKyui Moliy myi0euud,
3amem KoHeuHocmell (ceubameneil Moluiy, 6edep, 2onexell u npeoniequil);
6 — MeHOeHYUs K (POPMUPOBAHUIO 2UNEPKEPAMO3A KONCU C NOBEPXHOCMHbIM
gonnuxyasumom; e — nonepeuroiii. MPT-cpe3 movuuy 6edpa 6 pexcume T1I:
JHcuposoe 3ameulerue ¢ npeobAadaHueM 8 3a0HUX U AamepaibHbIX Omaenax,
a makdice 8 OUCMANbHBIX OMOeaax Moty (#); OMHOCUMENbHAS COXPAHEH-
HOCMb nepedHe-MeOuanbHol epynnsl Molull, (NOPMHANCHAS MbLUUA, GHY-
MpeHHUe npsMble U NepeoHuUe MblUiLbl)

HOTO OMOMTaTa BBISBIISECT KIACCUYECKUE TTPU3HAKN MBbI-
IIEYHOM TUCTPO(GUM 1 ITO3BOJISIET aHAIM3NUPOBATH MEPO-
3uH npu niomomu UI'X-meromoB mimm Western-blot —
aHaJIM3a, UCIIONIB3YyA 2 Pa3TNYHBIX aHTUTEIIA IJIT UOCHTH-
uxaunu 2 pparmenTos o 80 u 300 k1a. UccrenoBanne
MepO3MHA MOXKET TaKKe IIPOBOIUTHCS B KOKHOM OMOIITa-
te. [Ipu paHHUX, TSKeNIbIX (Gopmax medUIIUT Mepo3rHa
a0COJIIOTHBIN; B UHBIX CIy4YasiX — B TOM WJIM MHOW Mepe
qacTUYHBIN. YacTMUHBIN (BTOPUYHBIN) AeDULINT MOXET
TaKKe HaOJII0IAThCS TIPY TUCTPOTIMKaHOMaTHsIX. Bo Bcex
CIIy4JasiX OIIPEACIISTIOIIIM SIBJIIETCSI MOJICKYJIIPHOE MCCIe-
nmoBaHue TeHa LAMA?Z.

boaesnv Yavpuxa (UCMD)

CHUMIITOMOKOMILIEKC, OITMCAHHBIN  YJIBPUXOM
B 1930 1., mpencTaBisieT caMyIo TSLKeIyIo (hopMy KoJjurare-
HOTIATUHU CKEJIETHOM MyCKyIaTypsl (puc. 3). O1o, onpene-
JICHHO, caMasl pactipocTpaHeHHas1 (popma B EBporme, ya-
CTOTa €€ BCTpe4aeMOCTU cocrtapisieT okono 20 % Bcex
BMJI, oHa 3aHuMaeT 2-e¢ mMecto nocie BMJ] ®Dykysambl
B Smonun [7, 18]. UCMD conpstxeHa ¢ 1epUIMToM KO-
JareHa VI tuna. [TocienHuii ssBsieTcs: 6€J1KOBBIM TeTePO-
TpUMEpPOM, O00S3aTeNIbHBIM IS (DYHKIMOHUPOBAHMS
BOIUM ckeneTHON MBIIIIBI U KOXU M COCTOSIINI U3 3
mereit, conpsokeHHBIX ¢ 3 reHamu: COL6AI, COLG6A2,
COL6A3. Muormatus berinema (Bethlem myopathy), ooHa-
py:XuBaemasl y B3pocCibiX, — ayuienbHas ¢opma UCMD,
CBsI3aHHAs C KoymareHoM VI Tuira, BCJieACTBAE MyTallMd
OITHOTO M3 YKa3aHHBIX TCHOB, U TIPEICTABIISIONIAS CTICIIH-
(bryecKmii KIMMHWMYECKUN CIIEKTP MEXIY 2 TaHHBIMU MHU-
omatusiM [19]. Myraumu reHa COL6 MOTYT OBITh TOMHU-
HAaHTHBIMM WJIA PEIECCUBHBIMHM, YTO OCJIOXHSET
MUAaTHOCTHUKY U TeHEeTUYeCKoe KOHCYnsTpoBaHue [20].

Krnaccnueckasi KiMHMYECKash KapTHHA MOXET OBITh
oxapakKTepH30BaHa KaK JVCTaJbHAs THIIEP3IaCTUIHOCTD
CyCTaBOB, KOHTPACTUPYIOIIASI C PETPAKLIUSIMU IIPOKCH-
MaJIbHBIX W aKCHAJIbHBIX CYCTaBOB, 4acCTO MOCTATOYHO
panHuMu u mporpeccupytomumu [20, 21]. [unotonus
¥ peTpaKIIMy MOTYT HaOIIOOATHCS C MOMEHTA POKICHUS,
BBI3BIBas TOPTUKOJIM3, BEIBUXU Ta300eIpEHHBIX CYCTABOB,
BpOXIEeHHBIN K1(o3. Ha mepBoM romy Xm3HU 4acTo OT-
MedJaeTcs MOCTypaJibHAasI HEYCTOMYMBOCTD M TUTIOTOHMSI.

[mepamacTMIHOCTL CBA30K 3aTparmBaeT IPerMyIIe-
CTBEHHO MeX(aJlaHTOBBIE CYCTaBBl M JIOMBDKKM. Takke
TopaXkaroTcsl KOXXHBIC ITOKPOBBI B BHUIE THUIIEPKEPaTO3a,
TIOBEPXHOCTHOTO (DOJUTMKY/INTA W KEJIOWTHBIX pPYyOIIOB.
Hepenko BbIpaXkeHHOCTb THIIEPITACTUYHOCTH CYCTaBOB
M KOXHU B TIepBBIE 2 TOIA XW3HM CIYKUT OCHOBaHUEM
IUTSE TUAaTHOCTUPOBAHMS Y TTALIMEHTA CHHIpOMa DJiepca —
Hano. [TporpeccupoBaHme 3a00IeBaHIS XapaKTePU3YeTCS
Hen30eXXHBIM HapacTaHWEM aKCHAIbHBIX M MPOKCUMATTb-
HBIX PETPAKIM C yTPaTOif HaBBIKA CAMOCTOSITCIIBHOTO
TepeaBIKCHYSI, PUTUIHOCTBIO IIO3BOHOYHIMKA C K(O30M
M TIPOTPECCUPYIOIMINM CKOJIMO30M (YacTO TPEOYIOIIETo
XAPYPIUUYECKOTO JICUCHNS ), OPTONOHTHBIMUI HAPYIIICHUSIMMU,
TSDKEIOM PEeCTPUKTUBHOM IBIXaTeJIbHOM HETOCTaTOYHO-
CTBIO, OOBIYHO HapacTaIoIIe Ha 2-M IECSTIIICTUN KNU3HU
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1 TpeOyIoIIel MCITOIb30BaHUSI HEMHBA3MBHOM BEHTWUISI-
. B 3aBUCHMOCTH OT COXpaHEHHOCTH ITPHOOPETEHHBIX
JIBUTATEIbHBIX HABBIKOB ITPEIUTOXKEHO TOAPA3IEIISITh Tall-
€HTOB Ha 3 TPYIIIIHI 110 CTEIICHU TSLKECTH: TTAIMEHTHI, KOTO-
pbIe y>ke HUKOTIAa He CMOTYT XOIUTh; TTAlIMeHTHI, KOTOPBIC
ITO3IHO TPUOOPETYT HABBHIKM XOIBOBI, HO B JaJbHEHIIIEM
WX YTPATSIT; TallMeHTHI, COXPaHSIOIINE CTIOCOOHOCTH CaMO-
CTOSATENIbHOM X0aK0bI B TeueHue 20 u 6onee net [20].

BoasmmucTBo 601pHBEIX UCMD mno3nHo nprobpera-
10T HaBBIK XOIBOHBI U B TIOCICIYIOIIEM TEPSIOT €T0 B IO~
PpOCTKOBOM Bo3pacte. HekoTophle malreHTH OTIMIAIOTCST
crierupuIecKuM MOPGOTUITOM: OKPYTJIOE JIMIIO, OTTOIIBI-
peHHBIE YU, CIaboCTh HIDKHUX BeK. Muoxkapn u LIHC
IIpY JaHHOI (hopMe He CTpaIaroT.

Juarno3 UCMD MoXHO 3aI10003pUTh IIPU HATMINN
cnenUIECKO IMPOTPECCUPYIONIeil CUMITTOMATUKU.
B otmnune or MDCI1A ypoBan K@K ocratorcst HopMaiib-
HBIMU WJIU CJIETKA TOBBIIIICHHBIMU.

MPT MBI CIY>KUT XOPOLIUM MOACIIOPHEM IIPU MHU-
OITaTHSIX, CBSI3aHHBIX ¢ KojutareHoM VI tuma. Tak, BBISIB-
JIsIeTCsl CIIelMMUIeCKUiA TTaTTepH MTOPasKeHNS B BOBJICUCH-
HBIX MBIIIHAx [22, 23].

B mbllieyHOM OHoITaTe OOHAPYXKMBAIOTCS Pa3HOM
BBIpAXXKCHHOCTH HeCTIeIN(pUISCKIE MUOITATUICCKIE TIPH-
3HAaKHW: OT MUHVUMAJIBHBIX IO OYEBUIHOTO OUCTPODIIC-
CKOTO TTaTTepHa.

OTcyTcTBHE MIM 3HAYMMOE CHIDKeHMe KojiiareHa VI
tuna npu UI'X-uccienoBaHum — 4eTKMe, HO HEMOCTOSIH-
HBbIE MapKephl AMarHo3a. JIyIimmM MaTepraioM Ul aHa-
Jm3a KojimareHa VI tuma saBisieTcst KyJaeTypa (pubpobna-
CTOB, TO3BOJISIONIASI MCCIIENOBATh CEKPEIUI0 TaHHOM
MOJIEKYJIbI, a priori HAPYIIEHHOW MMPU MUAOTIATUSIX, CBI3aH-
HBIX ¢ COL6 [19, 24]. B mo6om ciaydae 1uarHo3 JOJKeH
OBITH IOATBEPKICH TP IIOMOIIY TeHETUIECKOTO aHAJII3A.
Hammume 3 BOBIIEYCHHBIX T'€HOB, BO3MOXHOCTH JOMU-
HAHTHBIX W PELIECCUBHBIX MYyTalLIMi IJI1 KaXKOOTO U3 3 Te-
HOB 3aTPYIHSIIOT JaHHBI 3TaIl fMarHocTuku [20].

Bmopuunsie ducmpoeauxanonamuu

JaHHyto rpymiy 3a0ojieBaHUI, CBEICHHMS O KOTOPHBIX
ITOCTETICHHO HaKATUIMBAIOTCS B ocienaue 10 yret, oTmya-
€T BBICOKAs KIIMHNYeCKasl M TeHeTUIeCKasi TeTePOreHHOCTh
(puc. 4). OTHOCUTENIbHAS YacTOTa MUCTPOTIMKAHOIATHI
B cpaBHeHuU ¢ apyrumu BMJI moctossHHO HapacTaeT. Tak,
oHM siBNItoTCd 2-1 mpuunHoii BMJI B EBpornie ¢ yactroToit
15 % [7]. Knunu4yeckasi KapTHHA IIpeACTaBIIsieT co0oii pas-
HOOOpa3ue (hopM, HAYMHASI OT MBIIIEYHO-IIePeOPaTEHBIX
CUHJIPOMOB JI0 «4uCThix» BMJI, a Takke BKJIIOUaeT IosiCc-
HbIe TUCTPOGUN pa3HOM CTEIICHN BRIPAXKEHHOCTH U TTOYTH
acumnroMmHuble TunepK®Kemun [5, 12]. O6mmM 3BeHOM
B IIaTOTeHE3€ IS BCEX MEPEUMCICHHBIX (DOPM SIBIISIETCSI
HapylIlleHIe TIMKO3WINPOBAHUSI 0-TUCTPOTINKAHA. ATbcha-
U B-IUCTPOTIMKAHBI — BHICOKOTTUKO3WIMPOBAHHBIE OEITKM,
3aKOIMPOBAaHHBIC OMHIUM reHOM. B cKeJleTHO# MEBIIIIIE OHI
PpAacITOIOKEeHHI B 0a3aIbHOI MeMOpaHe M CapKOJIeMMe MBI-
IIEYHOTO BOJIOKHA COOTBETCTBEHHO. OHU UTPAIOT BaXKHET -
IIyI0 pOJIb B COOpKE OEJIKOB KJIIETOUHOM MeMOpaHBI (M-

cTpopmHAa W CapKOIJIMKAHOB) M WX B3aMMOICHCTBUU
C BHEKJIETOYHBIM MaTPUKCOM IIOCPEICTBOM MEepO3HHa [25,
26]. AnucTporiMKaHbl TAKXKe 9KCIIPECCUPYIOTCS B TOJIOBHOM
MO3Te 1 I71a3aX, TIe OHU YIacTBYIOT B MOp(OreHe3e M MUT-
paury HEUPOHOB.

JIrarHocTHKA BTOPMYHBIX AUCTPOTIMKAHOIIATHI OCHO-
BBIBACTCS HA BBISIBICHUU CHIDKCHMS TJIMKO3WIMPOBAHMS
o-IucTporivkaHa ¢ noMoinsio MI'X-metomoB n Western-
blot-aHamm3a. CeromHsI B KOOUPOBAHUM [IMKO3WITpaHCde-
pasbl mpearoaraeTcs yuyacte 16 reHos. [lepBbie 6 reHOB
0611 OTKPBITEL B 1998—2005 rr: pykyruH (rer FKTN) [27],
O-manHo3a B 1,2-N-anernirmoko3aMuHWITpaHchepasa 1
(ren POMGnTI1) [28], ¢dyKyTMHCBSI3aHHBIN OelOK (reH
FKRP) [29], O-manHo3mi-Tpancdepasa 1 (POMTI) [30],
O-maHHO3WI-TpaHcGepasza 2 (POMT2) [31], mmuHHBIA
6emok (LARGE) [32]. B 2009—2012 1. 66110 0OHApYKEHO
yuactue 10 HOBBIX TeHOB B (hopMax 3a00JIcBaHMSI, XapaKTe-
PHU3YIOIINXCS 1IepeOpaTbHBIMU MATh(OPMALIMSIMU, a TAKKE
B BMJI, 6e3 BoBineuenHoct LIHC 1 B mosSICHO-KOHEUYHOCT-
HBIX MBImeYHbIXx auctpodmsax (limb-girdle muscle
dystrophy, LGMD), manipumep B ciaydae reHa ISPD [33].
B manHOM ciTy4yae peub MIET O CIICAYIOIINX reHaX 1 OeIKax:
nmommxwicocdar MmanHo3mwITpaHcdepassl 2 (DPM?2) [34],
nmommxwicocdar manHo3wITpaHcdepassr 3 (DPM3) [35],
noimxojkunHaza (DOLK) [36], noMeH U30MpeHOMI-CUHTA~
3e1 (ISPD) [33, 37, 38], mmKo3mi-TpaHchepa3arnogo0HbIi

WWs MEB  BMO+MR LGMD+MR LGMD
i 3 hm v
: wcary Bu oo
.
POMT 1
POMT 2
LARGE? 3

— POMGNT —

—_— Ty (FRTN), FRRF, ISPD

Puc. 4. Bmopuunsie oucmpoeaukanonamuu. Knunuveckuii cnekmp moiuiey-
Ho-yepebpanvrolx popm (WWS, MEB), BMJ] ¢ naauuuem uau 6e3 KoeHu-
muegHoeo depuyuma u LGMD
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Knaccudukanysa mucTpoiMmKaHonaTuii Ha 7 TPyl ObLIa MpeajioKeHa rpyImnoi uccieaoBaresieit moa pyKoBOACTBOM
E Muntoni B 2007 . Ha ocHOBaHMM aHayM3a 92 manmeHToB (Taou. 2). Kimaccugukanyst ocHoBaHa HA KITMHUYECKUX KPY-
Tepusix, MuonaruueckoM eHorurne (BM/I ¢ mediotoM a0 6 Mec wiu LGMD, manudectupyolias ocjie npuoopeTeHUs
HAaBBIKOB XOIB0BI), @ TAKKE BEIPAXKEHHOCTH aCCOITMMPOBAHHBIX CTPYKTYPHBIX M (DYHKITMOHATEHBIX 1IepeOpaTbHBIX aHO-
Mammit [10]. Takum obpaszom, ObIM BbImeneHB: WWS 1 WWS-TIono0HEbIi cMHIpOM, cooTBeTcTBYIome BMJI Tuma
cuHapoMa Yoikepa — BapOypra (Walker-Warburg syndrome) ¢ Hambosee TSoKeIbIMUA MalTb(@OpMaIMsIMU OOJIBIIIOTO
Mo3ra, Mo3xeuka 1 ria3; MEB/FCMD-miono6HbIe CHHIPOMBI, COOTBETCTBYIOITMEe BM/I TrITa 601e3H1 MBIIIIIHI, I1a3a
1 rojjoBHOro Mo3ra (Muscle-Eye-Brain) 1 6ome3an @yKysiMBL, 115 KOTOPBIX XapaKTePHBI MEHEe TSDKeJIbIe, YeM B IIPEIIbI-
IyIei TpyIime, MaabhOopMaii OOJIBIIOT0 MO3ra, MO3XKeUKa M IJIa3, a HEKOTOPHIE AETH CITOCOOHBI OTCPOYSHHO IIPHO-
OpeTaThb HABBIKMA XOOBbOBI M MPOM3HOCUTDL HecKoNbKO ciioB; CMD—CRB, coorBercTBylomue cenyduaeckum BMJT
C MI30JIMPOBAHHBIM MOpaXKeHNEM MO3XeuKa M KOTHUTUBHBIM Aeuimrom; CMD—MR, coorBerctByronme BMJI ¢ nH-
TeJICKTYaJIbHBIM Ie(OUIINTOM B OTCYTCTBHE MOP(OIOTMIECKON IIepeOpaTbHOM aHOMAIIAH, HO C BO3SMOXKHOI MUKPOIIE-
(hanmeit n/vnm yMepeHHOM BOBICYeHHOCTHRIO Oetoro Berectsa; CMD-no MR, cootsetcTBytone BM]I 6e3 KOTHUTHB-
HbIx HapyeHnii; LGMD—MR, o0beIMHSIONINE TTOSICHBIE AUCTPO(MUN C MHTEIIEKTYATbHOM HETOCTATOYHOCTBIO, IIOPOIA
COIIPOBOXIAEMOI MUKpoledanmeit 1/ yMepeHHO BEIpaXKeHHBIMHA aHOMaJIusIMK Oestoro BerectBa; LGMD- no MR,
COOTBETCTBYIOIIAST TUCTPOMIH TIOSICOB O3 MHTEINIEKTYaTbHOTO JehrimnTa 1 BKinodatorme LGMD2I u LGMD2L. OMIM
VIIPOCTMIIO JAHHYIO KJIACCU(DUKAIIIIO BTOPUIHBIX TUCTPOITMKAHOMATHI 10 3 (heHOTUIIOB: THI A — BMJI ¢ aHOMammsiMu
TOJIOBHOTO MO3ra | I71a3; Tii B — BMJI ¢ HammameM MEHTaIBHOM 3aIep>KKH WIn 0e3 Hee; TUIT C — MBIIIIEYHBIC TUCTPO-
uu nosicoB (LGMD) ¢ HaMureM MEHTAIBHOM 3aaepXKKY 1K 6e3 Hee. Hymepaius ot 1 10 16 cOOTBETCTBYET OCHOBHBIM
tumnam (A, B, C), xapaktepu3sys O1uH 13 16 M3BECTHBIX TEHOB U JOIIOJIHSIS HOMEHKIIATYPY KaxKIOi TPYIIIIbL.

Tabmna 2. Knunuueckas kaaccugukayus u 0CHO8Hble XAPAKMePUCMUKYU 8MOPUYHbIX OUCMPOAUKAHONAMULL

Knaccudmkanus qIf;l:ccn- ITepeOpasbHbie Maib- Manshopmanuu Mo3- Ty~ HH:;‘;::; eraI(b)lrl[]a-
Godfrey et al., 2007 L] dopmanmu Keuka P Ty
OMIM JAeduuuT THH
. . . . Tsoxenbie:
KpaiiHe Tsoxenbie: KpaiiHe Tsoxenbie: — BDORIOHHAS KaTa-
WWS u WWS-nono6- — auccaHuedanus — TUIOTLIA3US DOXII .
pakTa Tsoxenblii BM]I,
HBIE — Tuzporedanus — MUCTUTA3HsI e
— KaJUIe3HbIe TesbLa + CTBOJI MO3ra P
— OydTanbm
Tum A Tsxenble U yMepeHHBIE:
— Tsoxenbie: — BPOXJIEHHAs TJIayKoMa
1 . B - ) ~ — TUnorIasus — IIpOrpeccUpyroIast
MEB/F-BM/I-nono6 Taxurapus (GpoHTo — IUCIUIa3Us MUOITHUS Tsxenbrit BM]]
HbIE napueTaabHas)
e — +/— BOBJIEYEHHOCTb — atpodusi ceTyaTKu
pornp CTBOJIa MO3Ta — IOBEeHWJIbHBIE KaTa-
PaKTBI
Tsxenbie U yMepeHHbIE:
— Tepe0eIsIpHbIE .
BM/I-CRB Her KHCTHI Her Tokemstit gy
— TUTIOTUTA3US 1 YMEPCHHBIH
— IUCIUIa3ust
Tun B .
Her Tsoxenblii 1
BM/I-MR +/— yMepeHHOoe Topa- Het Hert i]\;e_p;]:limg_' BMJ
>KeHHUe OeJIoro BellecTBa P
edanus
BM/I-no MR Her Her Her Her BMJ{
Her Tsxenblii u
LGMD-MR +/— yMmepeHHoe opa-  Her Her Xr";"'_p;ﬁ’;"‘g‘_" LGMD
Tun C KeHUe 0eJIOTo BeleCTBa P
nedanus
LGMD-no MR Her Her Het Hert LGMD

IoMeH, copepxaruii 6emok 2 (GTDC2) [39], TpaHcMeM-
opanubiit poreun 5 (TMEM) [40], B1,3-N-auerun-
rajakrozamuHunTpancdepasa (B3GALNT?2) [41], B1,3-N-
aneTWITTIOKo3aMuHIITpaHchepasza 1 (B3GNTI) [42],
GDP-manno3a nupodochopunaza B (GMPPB) [43], no-
mmxuiadocdar MaHHoO3WwITpaHchepaza 1 (DPMI) [44].

B ciyuyae mMcTpOIiIMKaHOIMATUI HacjleIOBaHUE MyTaluid
IIPOMCXOIUT 10 ayTOCOMHO-PELIECCUBHOMY THITY.
Kimuuyeckas KapTUHA BTOPUYHBIX JUCTPOIIMKAHOIIA-
THI TIpeIcTaBIeHa IMUPOKUM CIIEKTPOM Pa3HOOOpPa3HBIX
dopm. OHm BKITI0UaroT acumirToMHuyio runnepKd®Kemmuio,
TTOSICHBIE TUCTpOo(UHU, «arcThie» BM/I 1 MBIIIIeYHO-1IEpe-

13



14

HepBHo-MbileYHbIe
BOJNIE3HH

Jlexyuu u 0630puL

opanbHbIe cuMnToMbl (FCMD, MEB, WWS). IToceqnue
dopMBI accOMMPOBAHBI C Pa3HBIM YPOBHEM aHOMAJIWIA
HepOHAIBPHOI MUTpaLNK (B YACTHOCTH, JIMCCOHIIE(aTHS
2-1o THma), ruapoledanueli, MaaTb(popMausIM CTBOJIA
MO3Ta ¥ MO3XeuKa, MaJIb(hopMaIIisIMu I1a3a U, Ha BTOPOM
IUIaHe, MBIIIeYHOU nucTpodueii. [TepBrle MyTallMy TJIH-
KO3mATpaHchepa3 o-IUCTPOTIMKAHA OBLIM BBHISBICHBI
B CJIy4asix ¢ KpaifHe TsoKeTbIMU TTopakeHusMu. [lepBoHa-
YaJIbHO MYTallMM KOHKPETHOTO Te¢HAa CBSI3BIBAIM C YETKO
OIpene/ICHHBIM KIIMHUISCKIM CUHIPOMOM. TaknM obpa-
30M, ObUIM OOHAapyXeHbl MyTaluMu TeHa QyKyTUHA
nipu BMJI ®ykysamer [27]; POMT1 v POM T2 — ipu WWS
[30, 31], POMGnTl — mupu MEB [28], FKRP —
npu MDCI1C u LARGE — ipu MDCI1D [29, 32]. IIpose-
IIEHHBIC B TTOCJICIHNE ACCATUICTUS MCCIeIOBaHUS TTOKa-
3a/ii, 4YTO OOJBIIMHCTBO M3 16 M3BECTHBIX '€HOB MOTYT
OBITH OTBETCTBEHHBI ITPAKTUIECKH 32 BCe (DEHOTHUIIBI B KITH-
Hu4yeckoM criektpe [5, 10, 33]. Haubomee yacTo onmmchiBa-
1otcst reHbl FKRP, FKTN u ISPD. DTh reHbl TAKXKE MOTYT
BOBJIEKATBHCS KaK IIPU CaMbIX TsLKenbix popmax BMJI, co-
YETAIOMINXCS C LIepeOpaTbHBIMM WUIH OKYJISIPHBIMU MaJIb-
dopmarmussmu (WWS, MEB), mpu BM/I ¢ 1iepebesusipHbI-
MU KuctamMum wmim 6e3 BosiedeHHoctn IIHC, Tak
u ipu nosicHBIX hopmax BMJI (LGMD2I u LGMD2M),
a Takxe IpU ITOYTH M30aupoBaHHBIX ruep KD Kemmsix
[10, 33, 45]. O6mmMu WIS BCeX AUCTPOITMKAHOIATHIA
SIBJISTIOTCSI TIPEUMYIIIECTBEHHO IIPOKCHUMAaJTbHAST BOBIICUCH-
HOCTB MBIIIII KOHEUHOCTEH, TUTIepTPOGHS MBIIIII] pa3HOK
CTEeTICHU BBIPAXKEHHOCTH, Tr(py3HAS I 3aTparuBaiomiast
JIAIIIb HEKOTOPBIE TPYIITHI MBI, JIBUTaTeIBHBIN AeOUITAT
y 3TUX NAIIMeHTOB MEUICHHO HapacTaeT U COIPSIKEH C Cy-
CTaBHBIMH PETPAKIUSIMU, TIOCTYPAIbHBIMY HApYIICHUSIMU
BCJICIICTBYIC pPUTUIHOCTY MO3BOHOUYHMKA. Takske Xapakrep-
Ha peCTPUKTUBHAS IbIXaTeJIbHAsI HEIOCTATOYHOCTD, B OT-
JIeTBHBIX CIyJasiX JOCTUTAIOIIAS TSoKeIoi crerneHr. Yacto
BBISIBJISICTCSI KAPIMOMUOIIATHS, KOTOPYIO CIIEAyeT UCKITIO-
yaTh Ha KaXmoM ocMoTpe. Bospact medrwoTa BapeupyeT
OT aHTEHATAJILHOTO IO B3POCJIOTO IIeproaa, HO B CTPOTHX
pamkax BM/I rurtotoHus, 3aTpyTHEHNE Pa3BUTHS IBUTA-
TEJbHBIX HABBIKOB WM IICUXOMOTOPHUKHM OTMEUYAIOTCSI
Ha IIepBOM romy Xu3Hu. CTeTieHb MHBAIMIN3AIIN BapbH-
pyeT OT OrpaHMYECHHON IO TSKEJIOM M CBsSI3aHA CKopee
¢ sHIIedaIoNaTHe 1 SIWJICTICUEH, YeM HETTOCPEACTBEHHO
C MBIIIEYHBIM TTopaxkeHreM. HekoTopsie meT mprobpeTa-
10T HABBIKM XOOBOBI, HO B MOCIICAYIOLIEM MX YTPAauNBaIOT
(Jatie B MIOAPOCTKOBOM BO3pacTe), B psIAE CIyIaeB JIETH TaK
HUKOTIa W HE MOTYT HayduTbcsa XomuTh. HezaBmcumo
OT HaJIM4Ms 1epeOpaTbHbIX Maab(opMauii WM BOBJIE-
YEeHHOCTH 0€JI0TO BEIIeCTBA TOJIOBHOTO MO3Ta, B OOJIBIIIOM
MIPOLIEHTE CITy9aeB OTMEUEH KOTHUTUBHEIN IeDUITAT B BU-
JIe TICHXOMOTOPHOM 3aIepXKH, B ITOCICAYIOIEM MOXKET
pa3BUBATHCSA MHTEJUICKTYAIbHBIN Te(PULINT pa3HOM CTeTie-
HU BBIPAXEHHOCTH C SIIICIITUYCCKAM CHHIPOMOM
WJIK O€3 HETo.

JInarHocTuka nanHoi hopmbel BM/I y HOBOpOXIEH-
HOTO IOJDKHA OCYIIECTBIISIThCS B CIIydae COYETAHUS TH-

TMIOTOHWM, MBIIIEYHOU CIA00CTHA B IIPOKCUMAIIBHBIX OT-
Ienax KOHEUHOCTei, MBIIIIAx crubdareieil Imewu,
TYJIOBUINIA, HATWYUS TUIIEPTPODUH MBI (ITOPOil eaBa
Pa3IMINMOIi), TCHISHIINT K (DOPMUPOBAHUIO PETPAKIINIA
W OCOOCHHO TPU HAIMYUK TPYTHOCTEI MPOOYXKICHUS.
IIpu stom ypoBenb KDK BbICOKMIT MM KpaiiHe BHICO-
kuit. [1pn mogo3peHNN Ha TUCTPOTIUKAHOIATHAIO PEKO-
MEHIOBaHO MpoBeAecHue MP-1ccienoBaHms TOJIOBHOTO
Mo3ra. ¥ HOBOPOXIECHHBIX, a TaKXXKe B aHTeHATaJbHBIN
Mepuoa AUCTPOTIMKAHOTIATHS B TIEPBYIO OYepelh MOXET
nposiBngaTbess naronornein ITHC [40]. Tpu oCHOBHBIX
TUIA aHOMAaJIUM JOJKHBI HABOAUTh HA MbIcAb 0 BM]]
THIIA TUCTPOTTIMKAHONIATAN: HapylreHre (popMUpPOBaHUS
W3BUJIMH TOJIOBHOT'O MO3Ta B COYETAHUH C JIUCCIHIIe(Da-
queil 2-ro Tuna (YIUIOIIEHMEe KOPKOBOTO PHCYHKA),
aHOMAaJNU CYINpPaTeHTOPHUAJIbHOIO OEJIOro BeIlecTBa
1 MaTb(POpMaIMU 3adHEH YePEITHOM SIMKH (MO3KEUKO-
BBIC KMCTHI, TUTTOIUIA3YS / IUCIIa3Us MOCTA U/ T MO3-
kxeuka). JlaHHBIe MajabgopMamuy MOTYT OBITH Ooliee
Wi MeHee Tuy3HBIMU WK (OKATBHBIMU, N30JIMPO-
BaHHBIMU WJIM COETUHEHHBIMU MexXay coboit. Crertndu-
YeCKOTO MaTTepHa IMopaXeHus, BeIsIBIsseMoro npu MPT
MBI, 11 naHHBIX popM BMJI He ommcano. Bo Bcex
clTy4dasix IToKa3aHa OMOIICHS MBI, TIPA KOTOPOI BHISIB-
JISTIOTCSL pa3HBbIE 110 BBIPAXKEHHOCTU ITUCTPOGHUICCKUE
M3MEHEHMS MBIIIIEYHBIX BOJIOKOH (BapHradeIbHOCTD pa3-
MEPOB BOJIOKOH C HAIMYMEM aTpODUPOBAHHBIX WJIH TH-
nepTPOoGhUPOBAHHBIX MBIIICYHBIX BOJIOKOH, CKOIJICHUE
saaep, HeKpo3bl, (puOpo3 M dHAO- U IEPUMU3UATBHBIN
amuno3). MI'X-uccienmoBanmst U pe3yabraThl Western-
blot-aHam3a ITO3BOJISIOT IIPOBECTH OLIEHKY OTHOCUTETh-
HOTO Je(ULINTA o-TUCTPOTIMKAaHA Ha (hOHE HAPYIIICHUI
ero IIMKO3WJIUpPOBaHUs. Pedp MOXeT MATH O TPYITHO
onpenensieMmom npu MI'X-uccienoBaHuM 4YaCTUYHOM
neuIInTe, KOTOPBI B JIYYIIeH CTETICHU OIIpeaesIsIeTCs
npu 1omoru Western-blot-aHanm3a, MO3BOJISIONIETO
KOJIMYECTBEHHO OIICHUTH COIEpKaHUE U pa3Mep Oejka.
Taxcke BO3MOXHO OIlpenesieHre 00Jiee I MeHee 3HaAUI -
MOTO BTOPHMYHOIO meduiinTa Mepo3nHa. IlomydyeHHBIE
NaHHbIe, Hapsay ¢ pe3yabTaTamu 6uorncuu, MPT ronos-
HOTO MO3Ta M KJIMHUIECKONM KapTUHOMW MO3BOJISIIOT IO~
CTaBUTh BOIIPOC O IMArHo3e nucTporankaHonatuu. [1o-
CIICIHUM D3TAallOM B IIOATBEPXICHWU U YTOUHCHUU
IHMarHO3a SIBJISICTCS BBISIBJICHNE MYTAallUM B KaXKIOM aji-
JIeJIM OHOro U3 16 3arHTepecoBaHHbIX TeHOB. CoriacHo
caMbIM ITOCJIEIHUM paboTaM, HamboJIee 9acTo UCCIIeIy-
FOTCS CIIEIYIOIIME TeHBI (B TTOPSIIKE CHIDKCHUS 3HAUMMO-
ctn): POMTI, POMT2, POMGnTI, FKRP n ISPD |11,
43], a takxxxe FKTN — y maliieHTOB SIMOHCKOTO WJIN a3~
aTckoro npoucxoxaeHus [18]. Hamnaue nnm otcyTcTBIE,
a TakXe THIT IepeOpayibHOM aHOMAaJIUM MOXET, B CBOIO
oyepeab, MNOACKa3aTh, KAKOUW IeH WJIM FeHbI CIEeNYeT U3-
Y4UTH B niepBylo ouepenb [10, 11]. Jo mocnemHero Bpe-
MEHU reHeTUYECKUIA aHaIn3 ObUT BO3MOXeH Jiuib B 50 %
cy4aeB OUCTPOIJIMKAHOMNATUI (MCCIEd0BaIUCh 6 U3-
BECTHBIX HAa TOT MOMEHT TeHOB). BoisiBieHue 10 HOBBIX
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Puc. 5. RSMDI: a — obwasn penomunuueckas cyomuabHOCMy U acmeHu4-
HOCMb, KOHMPACMUPYIOUWsUe ¢ OMHOCUMENbHO COXPAHEHHbIMU 08Ueament-
HbIMU BO3MOICHOCMAMU; 6 — XapakmepHoe Hapacmawue pueuoHOCmu no-
360HOMHUKA HA WeIHO-2PYOHOM YpOGHe; 8 — ObicmpPO Npo2peccupyrouiuil
saamepanviblii ckoauos; e — MPT mbuuy, nonepeunsiii cpe3 6 pexcume T1,
BbIABAAIOULAS CCNCKMUBHYIO B0BACUEHHOCIb NOPIMHANCHOU Mblulybl (*)

T€HOB IOJDKHO YBEJIMYUTH IIPOAYKTUBHOCTH JTaHHOIO
INArHOCTHUYECKOTO 3Tara.

BMJ] ¢ cundpomom pueudnozo nozeonounura 1-20 muna
(RSMD1I)

BM/I ¢ cMuHAPOMOM PUTMOIHOTO MO3BOHOYHMKA —
rpynna BM/I, ouepueHHast KIMHUYECKU 1 TeHEeTUYECKHU
(puc. 5). OHa xapakTepu3yeTcs Ie(UIIMTOM CEeIEHOIPO-
tenHa N1 BciienctBue mytauuu B reHe SEPNT [12]. Cene-
HorpoTterH N1 — 0e/10K, pacIoIoKeHHBI B 3HAOIIIa3Ma-
THYECKOM PETUKYJIyMe, Yb1 (DYHKIIMH J0 KOHIIA HE SICHBI.
[IpenmonaraioT, 9T0 OH WUTpacT POJb B 3aIIUTE KIICTKHU
OT OKCUAATHUBHOTO cTpecca. B mpoTHBOMOIOXKHOCTD CYTy-
00 criemMPpUIHON KIMHUYECKOM KapTUHE TUCTOMOP(dO-
JIOTHYECKHUE XapaKTePUCTUKU MBIIIIIBI MOTYT OTJINYATHCS
3HAYUTEJIBHBIM Pa3HOOOpa3neM M COIIKAIOT 3TY TPYIIITY
BM/I ¢ BpoxXneHHbIMU MUONATUSIMU. TUIIMYHO HAIMYUE
W3MEHEHHNI, XapaKTEePHBIX JJISI MUOIIATUN MHOXKECTBEH-
HBIX HEHTPaAIbHBIX cTepxkHelt [12]. TepMuH «ceneHoma-
THST» 9aCTO UCTIOJNIB3YeTCS 1T OOBEIMHEHMS STUX Pa3HO-
00pa3HBIX TUCTOMOPGHOIOTHICCKNX (OPM, MMEIOIINX
CXOXWI KIMHUYECKNI (heHOTUTI, B KOHTEKCTEe MyTalluit
reda SEPN . Tun HaciaemoBaHWS B JAHHOM cJIydae — ayTo-
COMHO-PELIECCUBHBI.

Kimnnyeckas KapTuHa, TIPOSIBIISIIONIASICS B TIEPBOE A€-
CATWICTHE XU3HU, OOBITHO OTHOTHUITHA M XapaKTePU3YeTCsT
CEJIEKTMBHOM U MPOrPECCUPYIOLIENA PUTUIHOCTBIO MO3BO-
HOYHOTO CTOJIOA W TUITMYHOU TATOJOTHEN IbIXaTeJIbHOM
cucreMsl [46, 47]. [nnoToHnst v MbIIIEYHAs C1a00CTh ITpe-
00J1a1af0T B MBIIIIIAX TYJIOBUIIA, IIIEW 1 CIIMHBI, HA0JI01a-
I0TCSl YXX€ C MEPBOTO Irofa XW3HU, HO HE MPENsITCTBYIOT
HOPMAaJIbHOMY Pa3BUTHIO IBUTATEIFHBIX HABBIKOB WJIH B OT-
NEJIbHBIX ClydasiX MPUBOASIT K HeOOJbIION 3amepxXKe

B MX oCBOeHMU. KOHTpaKTyphl CyCTaBOB Ha JAHHOM 3Tare
OTCYTCTBYIOT. B nepBbi€ Tofibl XKM3HU CIA00CTb MBI ILIEU
¥ CIIMHBI 3HAUYUTEIIBHO YCYTYOJISIeTCS U B Bo3pacte 3—12 et
MOXET CTaTb MPUUYMHON MPAKTUYECKU MOJTHOM HEMOABUXK-
HOCTHM BCJIEACTBUE PETPAKLMM MapacUHATbHBIX MbILILI-
pasrubareneit. IlalmeHTbl HE MOTYT OMYCTUTb Ha Tpydb
TOJIOBY, (PMKCHPOBAHHYIO B COCTOSTHMH ITepepa3rnOaHMsI.
DTO COMPOBOXKIACTCS THUIIEPIOPIO30M ITOSICHIYHOTO OT/IE-
JIa ¢ JIaTepaJIbHBIM CKOJIO30M U HapyIlIeHreM (DM31OJIOTH-
YECKOTO ITOJIOKEHMSI Ta30BBIX KocTeil. OmHOBPEMEHHO
C 3TUM TIPOSIBIIIETCS crielirdecKast TpIXaTeJIbHasT 11aTo-
JIOTMsl, HEOXHUIAHHas IJis MalMEHTOB C COXpaHEHHBIMU
HaBbIKaMM XONbObI. JIbIXaTelbHbIE€ HAPYILIEHUsI CBSI3aHbI
¢ IWIMHIPpUYECKOI (hOpMOIi TPYTHOM KJIIETKHM M TUITOTPO-
(umeii mbIXaTebHBIX MBIIII, YTO MPUBOIUT K CIA00CTH
nracdparMbl ¥ MPOSBIISICTCS IICHTPATbHOM HOYHOM THUIIO-
BeHTWJIsILMe. B oTcyTcTBME BCOMOraTelbHOM HOYHOM
BEHTWJISILMM THEBHAs TUIMEPKAHUSI MOXET IMPUBOAUTH
K 1edanrusiM, KOTHUTUBHBIM HapyIICHUSIM, BTOPUIHOM
CepAECYHON HEJOCTATOUHOCTU U IaXKe JIETAIbHOMY MCXOIY.
B TedeHme mrepBOro roma Xu3HM HaOmomaoT uddy3HbIe
aMHOTPO(UM, KOHTPACTUPYIOIINE C TIPAKTUICCKU COXpa-
HEHHOU MBIILIEYHOM CUJION, OCOOEHHO B TUCTAJIbHbBIX OTAE-
sax. [Tpu aTOM cylliecTBYeT NaTTepH paclpeaeaeHUs] Mbl-
IICYHOI CTA00CTH M Pa3BUTHSI aMUOTPOMUIA: BOBIICUCHIIE
MIPEVMYIIIECTBEHHO aKCHUAJIbHOM MYCKYJIATyphl (TIOSICOB),
MBbIIIL, MPUBOASIIMX OEAPO U MOPTHSIKHYIO MBIIIIILY;
B IaJIbHEM1IEM TTPUCOEANHSIETCSI BOBJIEUEHHOCTb BHYTPEH-
Hel Tpynnbl MbIIL 6eapa. TUIIMYHBI TakKe yMepeHHast
¢1a00CTh MBIIIII JINIIA ¥ THYCaBBIN («HOCOBOI») OTTEHOK
roJjioca.

JInarHocTuka 3a00J1€BaHNSI OCHOBBIBAETCSI B TIEPBYIO
odepenb Ha CITeNU(PUISCKON KIMHNISCKON KapTUHE, Ha-
Or0gaeMOI Ha TIPOTSKEHUM HECKOJIBKUX JIET: BbIpaXKeH-
Hasl pUTMAHOCTb MTO3BOHOYHMKA, 3HAUMMAasl peCTPUKTUB-
Hasl IbIXaTeIbHasl TTATOJIOTHSI C BOBJICUCHUEM nTruadparMel,
nddy3HbIe aMIOTPpODUN, KOHTPACTUPYIOIINE C OTHOCH -
TEJIBLHO COXpaHEHHOW ABUTATENbHON PyHKLMeN [46, 47].
CuHIpPOM PUTHUIHOTO ITO3BOHOYHMKA — KIIMHUYECKU TeTe-
POTr€HHbII CUMIITOMOKOMILIEKC, HAOII0AaeMblii TPU pa3-
HBIX MBIIICYHBIX TTaToorusax (BM/I, BpoxkmeHHbIC MUOTIa-
TUU, MBbIIIeYyHasg auctpodus ODmepu — Jpeiidyca,
JTaMuHONATHH U 1p.). ITpm aTom BM/I ¢ purigHbBIM 1TO3BO-
HOYHMKOM -T0 TUIa MpeacTaBisieT co00i n3dupaTebHyIO
LIEPBUKO-aKCUATbHYIO BOBJIEUEHHOCTD 0€3 CYILIECTBEHHBIX
KOHTPAKTYP B KOHEYHOCTSIX, KOTOPBIE IPH IPYTUX (popMax
nJoctatouHo TH4HEL [t RSMD1 He xapakTepHa BoBJie-
yeHHocTh LTHC wmu xapamnomumonatus. YpoBeHbr KDK
OCTaeTCsl HOpMaJIbHbIM WJIM CJI€rKa MOBbIILIEHHBIM. B oT-
Jnaure oT 0oNe3HUW Yabpuxa Ipu maHHoi ¢opme MPT
MBIILIL TOKA3bIBAET XapaKTEPHOE paclpeneeHUe U3BMeHe-
HUIA: OTCYTCTBHE WJIM MUHMMAaJIbHasi BOBJEYEHHOCTD 3a/1-
HeJlaTepaJbHOM IPYMIbI MbIILLILL Oeep, B TO BpeMsI Kak B /1.
sartorius, He 3aTPOHYTOU Npu OOJE3HU VYiIbpuxa, yXKe
Ha paHHMX CTAJUSIX BbISIBJISIIOTCS MaTOJOTMYECKHE U3Me-
HeHus (cMm. puc. 5) [48]. [Ipu MPT wmbmmn Bcero tena
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BBISIBJISIETCS CeJIEKTUBHAST aTPOMUS TPYINHO-KITIOUMIHO-
COCLIEBUIHOM MBILIILILI [23]. B G1omTaTe MBI, 0COOEH-
HO B TepBbIe TOABI XXU3HM, HE BCETJa OOHAPYKMBAIOTCS
MMPU3HAKYW MBIIIEYHOI mucTpodun. B ciaydasx ooHapyxe-
HUS ITaTOMOP(DOIOTUIECKIE N3MEHEHIS HOCSIT HECTICIIH -
dryeckuii xapakrep: MpU3HAKN TUCTPOGUM C BBIPaKEH-
HBIM SHIO- U TEePpUMU3UATIBLHBIM (HOPO30M, OCOOCHHO
B ITapacIIMHAIBHBIX MBIIIIax. I3MeHeHWsI MOTYT COOTBET-
CTBOBATb BPOKICHHOI MUOITATUM MHOXXECTBEHHBIX IICHT-
PaTbHBIX CTEPXKHEH, HO TaKKe MUOIIATUH C BPOKICHHOM
JVCIIPOTIOPIIMEH KaIMOpPa MBIIIICUHBIX BOJIOKOH, MUOTIATHH
C TeJIblIaMy MaJUTopH. YKa3aHHBIE TUCTOJIOTMYECKIE pa3-
Jaust OoOYCIIOBJICHBI aJUIeIbHBIMM BapMaHTaMU TeHa
SEPNI nipu enuHoMm denotune. Crenmduueckuii MT'X-
Mapkep s gaHHoi opmer BM]I orcyrcTByeT. [ToaTBep-
XKIeHWEe TarH03a OCHOBBIBAETCS MCKITIOUMTEILHO Ha aHa-
ym3e reHa SEPNI ¢ BbISIBJIEHHMEM ITaTOreHHON MyTalluni
Ha KaXIIOM aJijiesie.

BMJ] ¢ mymauueii zena LMNA (L-BMJ])

B 2008 r. unentuduimponana dopma BMJI (puc. 6),
MIPUHAIJICXKAIIAS K JAMAHOIIATHSIM, BEI3BAHHBIM MyTallei
reHa LMNA, xonupyouiero jamunbsl A/C [49]. JlaHHble
0eJIKM UTPaIOT BAXKHYIO POJIb B TIOCTPOSHUH SIIEPHOI 000-
JIOYKY TTIOCPEACTBOM CBOEH TPEXMEPHOI CTPYKTYPHI, a TAKKE
B YCTPOMCTBE XpOMAaTUHA M PETYIISIIIAN TPAHCKPUIIIINHI U pe-
mmkanyu JJHK. CnenctBrem MyTalinii JTaMHOB SIBIISIETCS
pa3HooOpa3ue TaToJIOTHIA, 3aTParuBaloIINX pa3Hble TKaHU
M30JIMPOBAaHHO WM reHepammn3oBaHHO (Emery-Dreifuss
muscular dystrophy — EDMDI1 u EDMD3, LGMDIB,
CMDIA, CMT2BI1, cuHapoMbl TUTTOAUCTPODUiL, CUHIPO-
MBI paHHero ctapenus) [50, 51]. BM/I, cBsi3aHHBIE C TaTo-
Jorveit JamMmuHOB A/C, — caMble TspKenble (POPMBI M3 KITH-
HMYECKOTO CIIEKTpa JAMHHOIIATHIA CKeJICTHOI MBIIIIIIEL Bee
OIMcaHHbIC Ha ceroaHsIHu JeHb L-BMJI cBsi3aHbI ¢ 10-
MMWHAHTHBIMU MyTallusIMU de novo reHa LMNA.

Kimnmgeckas KapTuHa mipeacTasieHa 2 oopMaMu B 3a-
BUCUMOCTH OT BBIPasKEHHOCTH CUMITTOMOB [49—51]. B ciy-

Puc. 6. L-BMJI: BMJI écaredcmeue mymayuu eena LMNA. Onpedensemes
XApaKmepHas «CeUCaiowas 201068a», 2UNepaAopoo3 U YNaoueHue epyoHoi
KAemKu

yae caMoil TSoKeJI0i (DOpMBI CUIMITTOMEBI 00JIe3HH HAOJTIOIAa -
0T C POXICHUS ¢ MUHUMAJIBHBIM HA0OPOM CIIOHTAHHBIX
IOBIDKCHUN W KpaiiHe OTrpaHMYeHHBIMH ITOCTYpaIbHBIMU
¥ IBUTATEIbHBIMUA HaBbIKAMU. Y JIPYTOM TPYIIITHI TTAIIIEHTOB
3a00JIeBaHNe MaHU(peCTUPYeT Ha 1-M MM 2-M IOy XXU3HH.
INepBoHavabHO HaOMOMAETCS (DOPMUPOBAHUE TIOCTYPATTh-
HBIX U JBUTATEJIHBIX HABBIKOB TIPAKTUIECKN KaK Y 3I0pO-
BOTO peOeHKa JAHHOTO BO3pACTa: MOSIBIISICTCS CITOCOOHOCTD
JepKaThb TOJIOBY, CUIIETh, 3 B HEKOTOPBIX CITydJasiX — CAMOCTO-
gaTesibHas xoap0a. Ha 1—2-M rogax >xu3Hu y fAeTeid TosIBIIsI-
€TCsI BhIpasKeHHAsI CJ1a00CTh MBIIIIII IIEH 10 TUITY «CBUCAIO-
1et rostoBbl». OHM He CTIOCOOHBI BEPTUKATTLHO YICPKIBATh
TOJIOBY M TI0J13aTh, HO MOTYT CAIWThLCS M XOMUTh. TedyeHwne
3200JIeBaHUS — MEIUIEHHO IIPOTPECCUPYIONIee Ha ITPOTSIKE-
HUU TIEPBOM JeKaIbl KN3HU U TIPOSIBIISICTCST HApaCTAIOIIEH
C1a00CThIO aKCHAJIbHOM MYCKYJIATYphl C THUIIEPIIOPIO30M
TTOSICHIYHOTO OT/IEJIA, TIPOKCUMAITEHO CITa00CThIO BEPXHUX
KOHEYHOCTEH M IVCTAJTbHOM C1aboCThIO B Horax. Pa3BuBa-
€TCSl pUTHIHOCTh TTIO3BOHOYHMKA, aCCOIMMPOBAHHAS C CY-
CTaBHBIMU PETPaKIUSIMM IIPEHMYIIECTBEHHO B HIDKHUX
KOHEYHOCTSIX, B YaCTHOCTH aXWJUTOBBIX CYXOXWINIA. B oTym-
Yre OT KJIACCUYECKOI (hOPMbBI MBIILIEYHOI AUCTpOoUr DMe-
pu — Jpeiidyca ipu L-BM]I n0KTeBbIE CYyCTaBBl OCTAIOTCS
coxpaHeHHBIMH. Bo Bcex ciydasx HaOJIIOmaloT IIPOrpeccu-
PYIOIIYIO PECTPUKTUBHYIO IbIXaTeIBHYIO HEIOCTATOYHOCTHIO
¥ YIUTOIIEHHYIO 32 CYET TMIOTPOMIN MBIIIIII TPYIHYIO KJIeT-
Kky. [IpuMeHeHNEe TIPOMOIIKUTEIBHON BCIIOMOTATEIBLHOM
ITBIXaTeJIbHOM BEHTHIISIINM 00SI3aTEIIBHO C 2-JICTHETO BO3pa-
CTa TIpM TSDKEJTIBIX, HEOHATAThHBIX (DOpMax WM B TCUCHME
TIEePBBIX 2 MECATWICTUI KMU3HU TP 00JIee MATKHMX (hopMax
10 THUITYy «CBHCAIOIIC TrojioBel». IlopaxkeHue MMOKapma
BCTpEYaeTCcs peako W HaOMromaeTcs y OeTeil TepBBIX JIeT
KV3HM C TSDKEIToi (hopMoii 3a0omeBaHys. B repByro ouepens
pedYb WIeT O HApYIIeHWSIX pUTMa M BHE3aITHOI CepaeuIHOM
CMEpTH, OIMCAaHHBIX Yy [JeTeii paHHEro BO3pacTa.
Kak v mpu mpyrux MBIIIeYHBIX JJAMIHOIIATHSIX, CYIIIECTBYET
BBICOKMIA PUCK MaHM(pECTAllMi CEepACYHON ITaTOJIOTHU
10 Mepe TIPOrpecCPOBaHMsI 3a00JICBAaHNS B TIEPBBIC HECSTH-
JIETHSI 3KM3HM (HapyIIeHUST pUTMa 1 TIPOBOINMOCTH, KapIy-
OMMOIIATHSI), UTO TPeOyeT AMHAMUYECKOTO KOHTPOJISL. Y Ma-
mieHToB ¢ L-BMJI uacto HaGmomaetcs muddysHoe
OTCYTCTBHE TOOKOXHOM XKMPOBOII TKAHW B paMKax JIAIIO-
arpodun, obHapyxuBaemoii nipu MPT-uccinenoBaHuu.
Hu B omHOM M3 OIMMCAaHHBIX CJTy9aeB B CTaTyce HET IPU3Ha-
koB nopaxkenust LIHC. EnyHCTBeHHBII ONTMCaHHBIN CITy4ait
C JIOKAJTBHO TTOBBIIIICHHBIM, HecTiermdmaeckuM M P-curHa-
JIOM 0€J10TO BellleCTBA MO3ra ObUT aCUMIITOMHBIM [52].
JInarno3 L-BM]I MOXXHO NpeanooXuThb MPpU HATMYUKU
crnennuIecKor KIMHUIECKOM KapTUHBI: HeOHATaJIbHAs
dopMa C MpaKTUYECKN IIOJHONM 00€3MBUKEHHOCTHIO
WIN CHUHIPOM <«CBHCAIOIIEH TOJOBBI» B IIepBBIC 2 roaa
xu3HU. [Mosenmenne KK nocraroyHo BapnabeIbHO, HO,
Kak TpaBwIo, B TipeAenax 3—4 Hopm [49]. MPT Bcero tena
y AeTel ¢ TsKeaoi HeoHaTanbHOM (opmoii L-BM/JI Bei-
SIBJISIET XUPOBYIO MHGPWILTpALMIO U IUDDY3HYIO aTpo-
¢ur0, 3aTparuBaroOIIy0 IMOSICHUYHBIC MBIIIIIBI, MBIIIIIEI
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DyKyambl

Puc. 7. uaenocmuueckuii ancopumm npu BMJI. [leemnvie cmpeaku coomeemcmeyom u3o0paxceHHsim Ha puc. 1 beaxam

MIpeATUIeYbs, e 1 TOJIOBBL. [1pn MeHee TsokebIx (popmax
00Hapy:XKUBaeTCS CIIeIIM(bUIHBIN 1T TaAMIHOIIATHI TaT-
TEpH IMOpPaXkKeHUST B HIDKHUX KOHEYHOCTSIX, 3aTparuBalo-
LW TaTepabHBIC ITMPOKIE MBIIIIIILI Oeapa, MeIaIbHBIC
TOJIOBKW MKPOHOXHBIX MBI [23, 53]. [TaTorucroyioru-
YyecKoe uccieaoBaHue npubausuteabHo B 50 % ciyyaen
BBISIBJISIET TIPU3HAKY JUCTPODUN, a B OCTATBHBIX CIIydasix
W3MEHEHUSI MUHUMAaJIbHbI Un OTCYTCTBYIOT. MU' X-ucce-
nmoBaHUe TaMUHOB A/C He ToMOoraeT B IOCTaHOBKE THar-
Ho3a. YpoBeHb Mepo3MHa U KojutareHa VI Tuna B HopMe;
BO3MOXKHO HEITOCTOSTHHOE BBISIBIICHUE 0-TUCTPOTJIMKAaHA
¥ aHOMAJIbHBIX CKOIICHUH KajbtanHa-3. HegaBHO omm-
caHa ceMbs, B KOTopoii 2 meteit crpagaot L-BMJI, cBs-
3aHHOM C JOMMHAHTHOI MyTalnelt ¢ TUITOM TPAaHCMHCCUU
3apOIBIIIEBEIM MO3aWIIN3MOM. BEISIBICHNWE ITOBTOPHBIX
ciyJaeB 0osie3HM B 1 cemeiiHoit rpymme (¢ppaTpun) ¢ Ha-
JIMareM OJIM3KOPOICTBEHHOTO OpaKa IIpearojiaracT ayTo-
COMHO-PELIECCUBHBIN TUIT HaclienoBaHus [54]. JuarHo3s
L-BM/I nojxeH ObITh MOATBEPXKAEH OOHAPYKEHUEM T1a-
TOTeHHOM MyTaluu B TeHe LMNA.

Cmpamerua nocmaHoBKU uario3a

Pa3znoo6pa3ue popm BM/JI TpebyeT pa3pabOTKH TIIa-
TEJIHLHOTO TMaTHOCTUIECKOTO afroput™a (puc. 7). 3HaHUe
«KpaCHBIX (h1aXKKOB» M KITMHUIECKUX OCOOCHHOCTE pa3-
HbIX popM BMJI 06s13aTe1bHO 41T BEIOOpa BEpHOTO THMar-
HOCTHUYECKOTO aJTOPUTMa, ITO3BOJISIIONIETO HE TOJBKO

NoATBEPAUTh AuarHo3 BMJI, HO M YTOYHUTb €ro TUII
¥ MOJICKYJISIDHBIN MEXaHM3M Pa3BUTHsA. 3HaHWE TCUCHMS
3a00J1eBaHMS TaKKe HE0OXoauMO it nuarHoctuku BMI.
HexkoTtopbie KImHUYeCcKNe TTPU3HAKY W JTaHHEIE J1a00-
pPaTOPHO-MHCTPYMEHTAIBHBIX WCCICAOBAaHUN (BKIIIOYAS
nojiydeHHbIe B xome MPT miau MBIIEYHOM OMOIICKH)
MOTYT OIIPENEIIATCS VIIM BUIOM3MEHSIThCS Ha TIPOTSIKE-
HUM HECKOJBKHUX JIET M CTAaHOBITCS MH(DOPMATUBHBIMU
JIAIIB CITYCTSI TOABL. B CBSA3M ¢ TeM, YTO CMITTOMBI, TTO3BO-
JIsTionre 3anoao3puth BMI (rummoToHms, 3aaepXKa Ipu-
00peTeHUsI TOCTYpaJbHBIX M JIBUTATEJIbHBIX HAaBBIKOB,
HapyIIeHUS aKTa COCaHUS M TJIOTaHUSI, AbIXaTeJIbHas I1a-
TOJIOTHSI, OPTOIIEANYECKIE PACCTPOMCTBA M [Ip.), XapaK-
TEePHBI U JUISI IPYTUX HEPBHO-MBIIICYHBIX 3a00JIeBaHMIA,
PEKOMEHIyeTCSI IPOBOAUTH M depeHIINATBLHBINA T1arHO3
LIEJIOTO psila MATOJIOTUIECKUX COCTOSTHHMI: BPOKICHHAS
6one3ns IlTeitHepTa, TeTCKUe CIIMHAIBHBIE aMAOTPODHH,
BpPOXICHHBIE MMACTEHNYECKIE CHHAPOMBI, 60J1e3Hb [ToM-
e, BPOXIEHHbIE MUOIATUHU, IlepekpecTHbie ¢ BMJI.
IMoBbimenue yposHst KMK npu cooTBETCTBYIONIEH KITH-
HUYEeCKOM KapTUHE YaCTO CYUTACTCS JOCTATOYHBIM OCHO-
BaHuUeM [ji1 nuarHo3a BMJI, ogHako Takoe codyeTaHue
MOKET BCTpedaThcs U IpH 00j1e3HU IloMrie, 1 B HEKOTO-
PBIX CyYasx CHMHAJIBHBIX aMHOTpoduii (IIpm ypoBHE
K®K #e Boime 1000 Ex /).

Jnst ntmarHoctuku BMJI mpu cOOTBETCTBYIOLLEIH KK -
HUYECKOM KapTUHE MOXHO CXEMATUYHO BBIACIUTH 3
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OCHOBHBIX aJITOPUTMa, OCHOBAHHBIX Ha MCITOJIb30BaHUN
2 PYTMHHBIX TTOKa3aTelieil — HaJIW4YUSl YUIM OTCYTCTBHS
KIMHAYEeCKUX TTpr3HaKoB mopaxeHuss LIHC u ypoBHs
K®K.

Omcymcmeue KAuUHUMECKUX NPUHAKOG 606.1€HeHHOCIU
ITHC npu HopmaasHOM UAU YMEPEHHO NOBbIUEHHOM YPOGHE
KDK

B maHHOI1 cuTyalu ciiemyeT pacCMaTPUBaTh 2 OCHOB-
HBIX IMAarHO3a: 00JIe3Hb YIbPUXa WUIM CHHIPOM PUTHIHO-
IO ITO3BOHOYHMKA 1-TO THTIA, IIPY KOTOPBIX ITPOTPECCUPO-
BaHMe 3a00JIeBaHMSI TIPOSIBIISICTCS B TEPBYIO OdYepelb
HapacTaHMEeM OTPaHMYEHMS TTOIBIDKHOCTH ITO3BOHOYHOTO
croJiba. [urnepsnacTUYHOCTD B IUCTAIbHBIX OTAEIAaX, KOH-
TpacTUPYIOIIasl ¢ HApaCTAOIINMHK PETPAKIIUSIMA OCHOB-
HBIX CYCTaBOB KOHEUHOCTEI, OPHEHTHUPYET B CTOPOHY
o6one3nu Yabpuxa. IlpeobiamaHue mopaxkeHuUs LIEHHO-
TPYIHOTO OT/AEJIa TO3BOHOYHMKA XapakTepHo it RSMDI.
Hannune L-BMJI takke He clienyeT ynycKaTb M3 BULIY,
OIHAKO, KaK IPaBWJIO, B ciydae IOCJIEIHETO MTMarHo3a
ypoBeHb KPK nomkeH ObITH 3HaUMMO MoBbIIeH. MPT
MBI BEISABJISICT pa3HBINA MAaTTEPH IMOPAKEHUS TIPU BCEX
VIOMSIHYTBIX IHArHO3aX, W IIPOBOIWUTH HCCIICIOBAaHUE
PEKOMEHIYyeTCS IO OMOIICHHM, HEeCMOTps HaXe Ha To,
YTO Ha PAaHHMX CTaIUsIX Pe3YJIBTaThl MOTYT OBITH HEMHMOP-
MAaTUBHBIMU. BEIOOp 1 HEOOXOAUMOCTH OMOTICUY MBILIILIBI
WJIN KOXH CIIeIyeT 00CyXIaTh Iepe IMTPOBeIeHIEM MOJIe-
KYJISIPHOTO HCClieqoBaHusA. B ciiydyae cOOTBETCTBUS KITH-
HUYEeCKOU KapTuHbl U JaHHbIX MPT Gone3nu Yiabpuxa,
PEKOMEHI0BAHO MPOBEAECHUE OUONICUM KOXHU JIJIs1 UCClie-
JIoBaHUS ceKpelmy KojutareHa VI tnna B Kynsrype ¢puodpo-
0J1acTOB, KOTOpOE OoJiee TToKa3aTeJIbHO, YeM aHaJIN3 OM-
orrrata MBIIIBL. JJaHHBIM 3Tal TMAaTHOCTUKH SIBJISICTCS
00s13aTeJIPHBIM B CBSI3U C TPYIHOCTSIMU aHAJI3a M MHTEP-
MpeTaun 3 N3BeCTHBIX ceroaHst reHoB COL6 [20]. B ciy-
Yyae ecJIM KIIMHNYeCKas KapTUHA COOTBETCTBYET TMArHO3Y
RSMDI1 wnu L-BM/I, ananus renoB SEPN u LMNA mo-
XKeT OBITh MPOBeAeH 0e3 MBILLIEUHO OMOIICUM, 0OCOOEHHO
ecnu MPT noarBepxkpaeT naHHbIE KIIMHUYECKOM KapTu-
HBI.

Omcymcmeue kaunuyeckux npusnaxoe nopaxcenus ITHC
npu 3nauumom nogviuienuu ypoeus KOK

B sToM cnyyae B IepByIO ouepelb HEOOXOIMMO
nckmoyatb MDCI1A wim, 94To BCTpedaeTcst CyIIeCTBEHHO

pexe, IOUCTPOTJAMKAHOIIATHIO M JIAMHHOIIATHUIO.
Jng MDCIA xapakTepHO OUueHb paHHee pa3BUTHE aMU-
otpoduii. Hammpotus, mpu AUCTPOTIMKAHOIIATHSIX Ha-
01101a10T YMEPEHHYI0 TUNIEPTPODUIO MBILIILL, B YACTHOCTH
WKpPOHOXHBEIX. OUeHb paHHEe pa3BUTHEC aKWHE3WU
Wi 0oJjiee TIO3MHEe ITOSIBICHNE «CBUCAIOIICH TOJIOBBI»
tunuyHo st L-BMJI. B mogoGHoIi cutyanuu B 00s13a-
TEJTEHOM TIOPSIIKE CIICAYeT IPOBOIUTD OMOTICUIO MBIIIIIEI
C LIeJIbIO aHaIM3a MEPO3UHA U 0-AUCTPOTIMKaHa. Bei6op
MOJIEKYJIIPHOTO UCCIIeIOBAHUS OIIPEAC/ISICTCS pe3yIbTa-
TaMU TaHHOTO aHaiau3a. HecMOTpst Ha OTCYTCTBHME CHM-
nrromMoB BoBiedeHHOCTH LTHC, my1s1 ncKirrogeHust J1eitko-
MaTUd U/Uian Manbopmannii (KOpbl MM MO3XKedKa),
KOTOpBIE MOTYT IIPOTeKaTh ACHMMITOMHO, OCOOCHHO
Yy TPYOIHMYKOB, B OOJBIIMHCTBE CJIydaeB HEOOXOIMMO
npoBogutb MPT ronoBHoro mosra. Ilpu momo3peHuun
Ha TsoKenyo (popmy nmamumHonatum (L-BMJI) menecoo-
6paszHo MPT-uccinemoBaHue MBIIIIII.

Ilopaxcenue I[HC npu 3nauumom nogviuieHuu ypoeHs
KOK

Hauboee BeposITHBIM TMarHO3 B JaHHOM cCJIydae —
nuctpornukaHoratus. Hekotopeie cimyaan MDCIA moryT
Takke BKII0YaTh cuMITOMBI TTopaxkeHus: [IIHC (koram-
TUBHBIC HApYIIICHUsI, SIMUIeTicHs). B yKa3aHHBIX cIyqasx
nenecoobpasHo npoBoauTb MPT rojnoBHoro mosra. Ecnu
Pe3yJIBTaThl OMOTICUH MBIIIIIL COOTBETCTBYIOT TUCTPOTJIH-
KaHOITaTHH, CJICIYET ITOCICAOBATEILHO IIPOBOIUTH aHAJIM3
TEHOB, BOBJICUCHHBIX B Pa3BUTHE BTOPUYHBIX TUCTPOTIIM -
KAHOITaTH M.

Kapnouonorngeckoe o6ciemoBaHne M OLICHKY JbIXa-
TeabHOU cucteMbl mpu BMJI ciemyeT nmpoBOAUThL pery-
JISIPHO HE TOJIbKO B paMKaX OLICHKW TMHAMUKHU 3a00j1eBa-
HUSI, HO W Ha OMAarHOCTWYEeCKOM 3Tame. Hammuwue
KapIMOMMOIIATUM B OOJBIIEH CTETICHHM COOTBETCTBYET
JUCTporivKaHonaruu wim namuHonatuu (L-BMJI). Ha-
pYILIEHUsI pUTMa Cepalla M/WiIM IPOBOAMMOCTH, Yallle
OTCPOYECHHBIX 10 CPAaBHEHUIO C MEPBBIMU IPU3HAKAMU
3a00JIeBaHMs, XapaKTepHBI WIS JaMUHONATUi. [laHHbIe
HapyIIeHUS TPEOYIOT CUCTEMAaTUIECKOTO KOHTPOJISI B XO-
ne nporpeccupoBanus L-BMJI. B ciygae RSMD1 Ha-
OromaeTCs TSKeI0e 1 Crieu(prIecKoe MopakeHNe TbI-
XaTeJPHOM CUCTEMBI B BHAE ClIabocTH auadparMsbl
¥ IICHTPaJIbHOTO aITHO?3.
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«HacnepcmaeHHaa namonorus opraHa 3pexus»

0.B. Xne6Huxosol, E.JI. apanu

(non pepakuueii akapemuka PAMH E.K. Tunmepa)

B KHure BegyLmx HayuHbix coTpyaHunkos OIBY «Megunko-reHeTnyeckmin Hayu-
HbIA LieHTp» PAMH «HacnepncteeHHble 3aboneBaHusa opraHa 3perus» O.B. XnebHu-
kosow, EJ1. Naganv (noa pepakumnen akagemuka PAMH E.K. TnHTepa) npeactasneH
0030p BCEW HAaCNeACTBEHHON MATOMOMMM OpraHa 3peHns, OCHOBAHHbBIN Ha cepuu
COOCTBEHHbIX HAOMOAEH NI ABTOPOB 1 MUPOBOM OMbITe. [laHO YeTKoe onpefeneHme
MOHOFEHHOM OBTaNbMOMNATONOMMN, OTPAKEHD! €€ OCHOBHbIE SMMAEMUONOTMYECKNE
nokasaTenu. Brnepsble myOnMKyloTCA COBPEMEHHbIE MPeACTaBneHna ob 3TMOoMo-
TN, KIUHUKE, AVArHOCTUKE, HOBBIX BO3MOXHOCTAX MPOUMAKTUKA BCEX Hacned-
CTBEHHbIX 3ab0neBaHWin rnas. MNogpobHO pa3obpaHbl STMONOrMUYECKME MPUYMHDI,
NPOBeAEHO [eTalbHOe OMMCaHWE KAMHUYECKUX M MapakIMHUYECKX MPU3HAKOB
OTAENbHBIX KIUHUKO-FEHETUYECKMX eanHNL natonorun. OCHOBBIBaACh Ha AaHHbIX
KAVHWKO-TEHETUUECKX KOPPENALMIA, aBTopbl pa3paboTtany anroputmsl JHK-au-
arHOCTUKM Hambornee TAxenblx GOpM Hac/eACTBEHHbIX 3aboneBaHWi ras. ATnac
KAMHWMYECKMX GOPM HaCNeACTBEHHbIX 3a00NeBaHMI a3 AOMOMHEH YKasaTenem
HacneACTBEHHbIX 33a00MEBAHMI a3 NO MPU3HAKaM, YTO MO3BOMAET HAUYMHAIOLLMM
CNeumanmcTam YCTaHOBUTb KIMHWKO-TEHETUYECKYO GOpMy 3a001eBaHVA.

OnAa ypobcTtBa momcka KAMHMKO-TEHETUUYECKOTO BapMaHTa HacaeACTBEHHbIX
3ab0neBaHNIN OpraHa 3peHnd Matepuan obbeanHEH Ha OCHOBAaHMM MPEVMYLLECT-
BEHHOM TOMorpadvn NopaxxeHWa pasnuuHbiX CTPYKTYP ra3a. BolgeneHo aesATb
OCHOBHbIX FPYMM MOHOMeHHbIX 3a00feBaHUI 1 BPOXKAEHHbBIX MOPOKOB Pa3BUTUA

OTAENbHbIX CTRYKTYP [1a3a: NPMAATOYHOrO anmnaparta rm1asa, ra3Horo A6;10Ka, POroBuLbl, XPyCTanvKka, COCYamncTon obo-
JIOYKM, CETUATKM, 3PUTESIbHOTO HEPBA, a Takke HaCNeACTBEHHbIE M1ayKOMbI.
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Konmaxmot: Hamanos Anexceesna Illlnaiioep NASchnaider@yandex.ru

B aexyuu oceewena kpamras ucmopus u3yueHus 60nPOCO8 SMUOA02UU U NAMo2eHe3a 00H020 U3 HauboAee OPAMAMUYECKUX OCAONCHEHUL
obueil anecme3uu — 310KavecmeenHoll eunepmepmuu (cunopoma Hrapa). [loduepkHyma eaicHocms MexlcoUCyUnIuHapHo2o nooxooa K
paspabomie memo0oe npoPUAAKMUKY U NeHeHUs 020 PaAPMAK02eHeMUHeCcK020 COCIOSHUSL 8 NPAKMUKe He8POA02a U AHeCMe3U0A02d.

Karoueavie caosa: 3n10xauecmeennas eunepmepmus, ucCmopus, ceHemuka, HEﬁpOMblule'-lele 60/1@3HL{, aHecmesuonocus

Malignant hyperthermia (Icarus syndrome): new view on the old problem

N.A. Shnayder’, V.A. Shnayder’
! Prof. V.F. Voyno-Yasenetsky Krasnoyarsk State Medical University, Postgraduate Education Institute, Department of Medical Genetics
and Clinical Neurophysiology;
2 Krasnoyarsk Regional Hospital, Division of Anaesthesiology and Rheanimatology

In the lecture shot history of research of etiology and pathogenesis of more dramatic complication of general anaesthesia — malignant hyper-
thermia - are presented. Importance of the interdisciplinary approach to working out of methods of preventive maintenance and treatment of

it pharmacogenetics conditions in practice of the anaesthesiologist is underlined.

Key words: malignant hyperthermia, history, genetics, neuromuscular disorders, anaesthesiology.

Ledununus

3nmokadectBeHHas1 runeprepmus (31 snonum: cmHIpOM
Hxapa) — HacirencTBeHHOE 3a00JIeBaHIE YeI0BeKa C HETION-
HOI ITEHEeTPAHTHOCTHIO (CTEITEHBIO ITPOSIBIICHIYSI TeHA B TIPH-
3HaKe) ¥ BaprabOeIbHOI 3KCIIPECCUBHOCTBIO (CTEIIEHBIO TSI-
JKECTH HACJISICTBEHHOM TTATOJIOTMH Y OOJIHBIX C OMMHAKOBBIM
TEHOTHUIIOM). DTO (papMaKOTeHETUUECKOE THUIICPMETa00 -
YECKOE COCTOSTHUE CKEJIETHOM MYCKYJIATyPHI Y IIPEIPaCIIofo-
JKEHHBIX (IyBCTBUTEIBLHBIX) MAIIICHTOB B OTBET Ha OOIIIYIO
anecte3nio (OA) ¢ HCITONb30BaHEM WHTAISIIIMOHHBIX aHe-
CTETMKOB M MHOPEIAKCAHTOB (CyKIMHWIXonnHa) [1]. Hioke
MIPUBEICHBI KPUTEPUH TAATHOCTUKY (KIIMHITIeCKast XapaKTe-
PHUCTHKA — MaHM(peCTaIVs) 3TTOKAYeCTBEHHOM THITePTCPMUN
(M.G. Larach et al., 1994; H. Rosenberg et al., 2002).

* PecrnimparopHpiii annno3 — nosbieHue CO, B KOHLIE
BbIIOXa > 55MM PT. cT., PaCO,> 60 MM pT. cT.

* Hapymenne cepmeyHOro putMa — HEOOBSICHUMAST
CHHYCOBasI TaXUKapaus, XeITydIOouyKoBasl TaxuKapous, Qu-
OPWILISILINS SKEITyTOIKOB.

* Merabonmueckuii arumo3 — AeUIMT OCHOBAHUI
> 8 mmonb/m, pH < 7,25.

* MpleyHasi pUTUIHOCTh — TeHEPAIM30BaHHAS PH-
TUITHOCTD, BRIpaKEHHAST pUTUIHOCTD JKeBaTEIbHBIX MBIIIIII.

+ PabmomMmon3 — MoBBIIIEHNE KOHIIEHTPAIIUK Kpea-
TUHGOCHOKMHA3HI B CBIBOPOTKE KpoBH > 20000 En/im, Mmoua

IIBeTa KOKAa-KOJIBI, MHOIJIOOMH B MOYE WJIM CHIBOPOTKE,
TIOBBIIIIEHWE YPOBHS HMOHOB KalMs B IUIa3Me KPOBU
> 6 MMOJIb/ 1.

* BrIcTpoe TToBEIIIeHNE TeMriepaTyphl Tena > 38,8 °C.

* [Ipyrue — CHIDKeHHUE BHIPAXKEHHOCTY CUMITTOMATUKH
3I mocyie BBeeHNUST JaHTPOJICHA, TIOBBIIICHNE YPOBHS Kpe-
aTnH(OCGHOKIHA3EI B CBIBOPOTKE KPOBHM B PAaHHUIA TTOCTIE-
OIePAITMOHHBIN TIEPHUOI.

» CeMelHBIII aHaMHe3 — ayTOCOMHO-TOMWHAHTHBIN
THUII HACJICAOBAHMSI.

TepmuH «papMaKOreHeTUIECKHI CHHAPOM» TI0 OTHO-
meHno K 37 ucTiomb3yeTcst B CHITy HATMYIUS TeHETUIeCKI
00yCIIOBICHHOM (KaK IIpaBUJIO, HACIEMYeMOI TI0 ayTOCOM-
HO-IOMWHAHTHOMY THITY) TIOBBIIIICHHOM TyBCTBUTEILHOCTH
MBIIIICYHONM TKAHU MAIlMEHTOB K ICHCTBUIO psida CPEICTB
st OA, T.e. s pa3sutis 31" HeoOxonrMMo KaK MUHVAMYM 2
(bakTOpa: HAPYIIEHHBII META0OTMUESCKIIA CTATYC CKEJICTHRIX
MBIIIIII BCJICICTBYE HACJICIOBAHMSI aHOMAJILHOTO (MYyTaHT-
HOTO) reHa (T€HOB) M BIMSHHUE TPUITEPHBIX areHTOB OA
(v «TpUrTepOB») [2—5].

Kpamgas ucmopus

IMepsoie cryyan 31" 6bun ormcansl B 1960 . aBcTpasmii-
ckumu TeparteBTamu M.A. Denborough 1 R.R. Lovell B miuch-
Me pemakTopy XypHaia «Lancet» Kak ciydail MHTpaoIiepa-
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IIMOHHOW THWIIEpTepMUU Yy 21-JIeTHero CTyIeHTa,
OIEPHPOBAHHOTO IO ITOBOMY ITepeioMa OOJIbIIeOepPIIOBOMA
KOCTH B KJIIMHIKe MenmbsOypHa (ABcTpammst). Mosiomoit 9eino-
BeK OBLT BCTPEBOXKEH 1 He TaBaJI COIIACKEe Ha MCIIOIb30Ba-
Hue OA. On yrBepxnain, yto 10 u3 24 ero poaCcTBEHHUKOB
Imoru6m Bo BpeMsl win mnocie nposeneHnss OA Ha doHe
Pa3BUTHS TSTKEJION JIMXOPAIKI. AHECTe3HOJIOT TI00eCeI0BaT
¢ OOJIBHBIM U1 €TI0 MaTephlo, ITOCIe YeT0 peKOMEHIOBA UM
He BOJTHOBAaThCsI, [TOTOMY UTO TUIAHMPOBAIOCH TIPUMEHEHIE
HOBOT'O MHTAJISILIMOHHOTO aHECTETUKA, KOTOPHII 110 XUMM-
YECKOMY COCTaBYy OTJIIMYAJICS OT OUATIIIOBOTO 3upa, MC-
TTOJTB30BABIIIETOCST paHee Mpy IpoBeaeHN OA MOrHOIM
POINCTBEHHMKAM TManuieHTa. OIMHAKO WHTpAONepalioHHO,
yepe3 10 MUH TTOCIIe Havajla rajIoTaHOBOM aHECTE3UH, TEM-
TepaTypa Tejia alreHTa pe3KO YBEIMYMIACH IO TeKTUIECKIX
uudp (go 106 ° F), pasBuinch KeayaodkoBasi TaXUKapaust
1 apTepyaIbHas THIIOTOHMSA. Ha Tesre 00JIbHOTO TTOSIBIITNCH
OsienHbIE M CUHIOLIHBIE TsATHA. Ero koxa Obu1a ropstyeit
1 BJIaXKHOM (ITOTHO#). AHECTEe3MOJIOT OCTAHOBUJI TaJIOTaHO-
BYIO aHECTE3MIO, OOJIOXKII MAeHTa TTaKeTaMU CO JIBIOM,
HO y TIAlIMEeHTa Pa3BIJIOCh KOMAaTO3HOE COCTOSTHHE C TJIy00-
KUM YTHETEHUEM YPOBHS CO3HAHNS. AHECTE3HOJIOT YCITEIITHO
PEaHMMIPOBAJI 3TOTO MOJIOIOTO YeJIOBEKa, KOTOPBINA CTall
TIePBBIM WICHOM CBOETO MHOTOUMCICHHOTO CEMEICTBa, Tie-
pexuBmmM 3. Tlo3Ke 3TOT IMAaLMEHT BHOBbL OOpaTWIICS
KJIMHUKY C IPYroi IMpo0IeMoit, TpeOyIoLLei Xupypruiecko-
TO BMeIIaTeIbCTBA Ha HIDKHMX KOHeYHOCTsIX. Ha ceif pa3
aHEeCTe3MOJIOT MCTIOIh30BaJl CIIMHAIBHYIO aHECTE3MI0, KOTO-
past He TIPUIMHWIIA HMKAKoro Bpema. Ormepalys MpoIlia
VCIICIITHO.

3auHTPUTOBAaHHEIEC KOJIJIETH — aBCTPATMIICKIE TeparieB-
Tel M.A. Denborough 1 R.R. Lovell — nmpoBey KIMHUKO-
TeHeaJIOTUICCKUI aHaJIN3 POIOCIIOBHOIM MOJIONOTO YeJI0Be-
Ka 1 ITOKa3aJId, YTO 3TO aHECTE3NOJIOTMUECKOE OCTIOKHEHIE
HWMEJIO ayTOCOMHO-IOMWHAHTHbIN TUIT HACJIEAOBAHMSI, T. €.
00J1e3Hb, OOYCIIOBIICHHAS MyTaIliell OMHOTO TeHa, Tiepenaa-
BaJIach ITO BEPTUKAJIM C BBICOKUM T€HETHYSCKIM PHUCKOM —
50 % — Bcem pmetsm (puc. 1). JIByMs ronamMu 1mo3ke OHU
myommKyoT B «bpuTaHCKOM XypHajie aHEeCTe3MOJIOTHM»
OPMTMHAJIbHYIO CTAThIO, OIMMCHIBAIONIIYIO 3TOTO MalleHTa
1 WICHOB €0 CEMBH, Y KOTOPBIX OBLIN JIeTAJIbHBIC OCTIOXKHE-
HusT OA. ABTOPHI TIPUIIUIA K 3aKITIOYCHUIO: «... TIPUPOIA
3TO1 HACJIEICTBEHHOM aHOMaJIMM He U3BECTHA» [6, 7].

B TeueHme mocaeayonmx geT ObUIN OIMCAHbBI THICTIN
ciaydaeB 31 B pa3HBIX cTpaHaX M Ha pa3HBIX KOHTUHEHTAX,
CpeIr KOTOPBIX TTePBbIe OIMMCAHMS CeMEl ¢ TIpenpacIioo-
JKEHHOCTBIO K 3/I0KauecTBeHHOM runeptepmun (11317 6pum
n3 Asctpammu, Kanager 1 CeBepHoit EBpornl [8, 9]. Takum
obpa3zoM, B 1960 I. aHeCTe31OJIOTU BIIEPBbIE Y3HAIU O Ha-
CJIeICTBEHHO OOYCIOBJICHHOM ITaTOJIOTMUECKOM COCTOSTHUH
CKEJIETHOI MYCKYJIATyphI YeIoBeKa, M3BECTHOM B HACTOSI-
mee Bpems Kak 31" (curmpoM Mxkapa).

B T0 Xe BpeMsI MOSIBIIIOCH OTPOMHOE KOJIMIECTBO BO-
IPOCOB, Ha KOTophble B 60-¢ roga XX B. He ObUIO OTBETOB.
Kak rmpemckasars B IIpenoIepaiiioHHOM IIEPUOIE, IIOUeMY
M Y KOTO 13 MOJIOJIBIX COMAaTHIECKH 3IOPOBBIX ITAIIIEHTOB
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Puc. 1. leneanoeuueckoe depeso cemvu 21-1emueeo cmydenma, onepupo-
6AHHO20 NO N0B0OY nepenoma boavuuedepy06oi Kocmu 6 Kaunuke Meavoyp-
Ha (Ascmpanus) [7]. Moaodoii uenogex (npoband) o0603naueH KpacHviMm
keadpamom. Lleemubie Kkeadpamol u Kpyjucku 00603Hauaom ucxod oouiei
anecmesuu: YepHole — 4eN08eK ymep, 3eAeHblll — veaoeek eviycui. 1onyosie
KDYIUCKU U K8AOPAMbL, 4 MAKICE YACHb CEMbU, 3AKAOUEHHbIE 8 CEEM.A0 20~
ay6oe noae, — UHOUBUAYYMbL, KOMOPble HUK020a He N008ep2anich AUSHUIO
obweil anecmesuu. Cemb 41eHO8 POOOCA0BHOU 6 3-M noKoreHuu u 3 uieHa
6 4-M nokonenuu ymepau 6o epems 00ueil aHecmesuy om 310Ka4ecmeeHHo
eunepmepmuu. Y 26 u1enog pooocaoeHoll, nNomMumo npobanoa, He pasguaacs
3/10Ka4ecmeeHHas 2unepmepmus 60 epems o0ujeil aHecmesuu (3e1eHvle
Kpyoucku u keadpamet). Xapakmep HacaAed08anus npeopacnonoiceHHoCmu
K 310KA4ecmeeHHOI 2unepmepmulU 8 SMoli ceMbe PACUEHeH KAK aymoCOMHO-
O0OMUHAHMHBLI

WHTpaoIllepallnoHHO paszoBbeTcss 3I? Kakwme cpencrtsa
JUTSI aHECTEe3U1 MOTYT MpoBoipoBath pazsutue 31?7 Eciun
Bpay-aHECTE3MOJIOT mruarHocTupyeT 31" mocTaTouHO paHo,
Kak IToMoyub ImanueHTy? Kakue nekapcTBeHHBIE TTperapaThl
MOTYT CHM3UTH JieTadbHOCTh OT 3I'? Ilouemy oOBIYHAS
aHecTe3Usl BBI3BIBACT IJIMTEIIBHOE COKpaIlleHWe (pUTHI-
HOCTB) CKEJIETHOM MYCKYJIATyphl M TpyOble HapyIICHUS
MeTabonm3ma?

B KOoHEYHOM cUeTe MOMCK OTBETOB Ha ITOCTaBJIICHHBIC
Tepen aHeCTe3MOJI0TaMHi BOIIPOCHI 3allle)l B TYIMK W OBLT
Ha3BaH «KPU3MCOM B aHECTE3MOIOTHI». OTHAKO MCCIIEIO-
BaHUSA (PyHIAMEHTAIBHBIX MEIVIIMHCKNX HAayK (T€HETUKU,
OMOXMMUH, TTATO(U3NOJIOTN) TIOMOTJIA HATH BBIXOM, Ka-
3aJI0Ch OBI, M3 TYIMMKOBOM cHUTyalnu. Jlajgee MBI XOTUM
MPOIEMOHCTPHPOBATh, YTO HanboJjIee BaXKHbIC (DyHIaAMECH-
TaJbHbIC Y KIIMHUIECKUE YCIIeXd B o0macty mzydeHus 310
OBIT JOCTUTHYTEHI, IIOTOMY YTO aKaAeMUIeCKIe, KITMHIIE-
cKue W (hapMalleBTUIECKHE MCCIICIOBATEIbCKUE TPYITITHI
BO BCEM MHpE paboTaId BMECTE.

B 1967 1. B CIIIA crienyasncThl 0 OpraHN4eCKOi Xu-
vuu H.R. Snyder 1 Kojutern cMHTe3MpPOBaI HOBBIN Kjlacce
TperapaToB, BKIII0Yast JAHTPOJICH (pHC. 2), KOTOPhIE KyIIH-
POBAJIM MBIIIICYHYIO KOHTPAKTYPY (PUTHUIHOCTB) B 9KCITEPH-
MEHTE Ha MOJEJIN aHeCTe3MPOBAHHBIX Kolek [10].

B 1968 1. B FOxHoit Adpuike anectezuonoru G.G. Har-
rison 1 COABT. TIPX TTPOBEICHUH OITBITOB TIO TIepecaIKe me-
YeHHU CITy4aitHO OOHAPYKUIIU, UTO CBUHBS JIaHapeca (Land-
race pig) MOXET CIYXWUTh 3KCICPUMEHTAILHON MOIEITHIO
IUTSI M3ydeHUs naroreHesa 31, pa3paboTKy METOIOB U OLICH-
K 3 GEKTUBHOCTH PA3IMUYHBIX METOIOB TEPAlii 3TOTO
TTOTEHIMAIILHO (haTaIbHOTO OCJIOKHEHMSI OOIIIe aHeCTe3UI
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Puc. 2. Xumuueckas popmyaa danmpoaena: C, H, N,O;
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Puc. 3. «<Memaboauueckuii wumopm», 3anyckaemoiii anecmemurxamu npu 31

[11]. McTopust Obuia cliemyrolleii: aBTOphl B JIabopaTopuu
IIPOBOIVIJIN VICCICIOBAHMS IO TIepecaaKe IMeueHr, OTHAKO
IepBast ke SKCIIepMMEHTaIbHAsI CBUHbBS JIsHIpeca ymepia
IpeXe, 9eM e Iiepecaayiin Ie4eHb, B COCTOSTHUY WHTaJIsI-
LIMOHHOM aHecTe3Un TajioTaHoM. Clienyomme 5 3KCIepu-
MEHTaJIBHBIX CBUHEH TaKKe TIOTMOJIM B YCJIOBHUSIX TAJIOTAHO-
Boii  aHecrte3mu. [loyemy rajoTaH, IIHPOKO
MIPUMEHSIBIIUICS B aHECTE3MOJIOTUYCCKON IIpaKTUKE
B 1968 I, MpMBOAWII K BHE3AIIHOI CMePTH CBUHEH? Myiib-
TUONCIUTIIMHAPHAS UCCIIeIOBaTeIbCKasl TPYIITa aHeCTe3 -
OJIOTOB, XMPYPIOB, TEPalieBTOB M Bpadeil J1abopaTOpHOM
MMAarHOCTHUKU TIpepBajia SKCIIEpUMEHTHI 10 TPaHCIUIAHTA-
MM TICYCHM, YTOOBI BBISICHUTH 3THOJIOTUIO U TIaTOTCHE3
3TOTrO JieTaTbHOTO ociIoXHeHNST OA. ABTOpPBI OOHAPYXKWIIN,
4yTO HEKOoTOphle cpenctBa Wit OA (TasoraH, xJI0podopwm,
CYKUMHMJIXOJIMH) BBI3BIBAIN «ACTUHHBIA META00INIECKIIA
mTopM» (puc. 3) y mormommx cBuHei. [1pu 3ToM y XKUBOT-
HBIX OBICTPO Pa3BUBATNCH HAPYIICHHS CEPICIHOTO PUTMA,
TaXUITHOD, HAMIPSDKEHNE CKEJICTHOM MYCKYJIaTyphI, CUHIOII -
HBIC TIATHA Ha KOXE 1 OBICTPOE MOBBIIICHHUE TEMIIEPATyPhI
tema. [Ipexkmme 4eM XKIMBOTHBIC YMUPAJIH C «CyPOBBIM» BEIpa-
JKEHMEM Ha MOPIIE ¥ TPYITONIOIO0HOM PUTHIHOCTHIO CKEJIeT-
HOM MYCKYJIaTyphl, B X MBIIIIIAX PE3KO MCTOIIAIMCH 3alia-
CBl ameHO3WMHTpHdoOchaTa, a BO BHEKJICTOIHOE
IIPOCTPAHCTBO BEIOPACHIBAIIOCH OTPOMHOE KOJTMIECTBO MO-
JIOYHOM KUCIIOTBHI M Kajivsl, YTO IPUBOIMIO K OCTAaHOBKE
cepama. DTO ITaTOJIOTMIECKOE COCTOSIHME HAIIOMMHAJIO
KIMHAYECKYI0O KapTUHY CXOTHOTO WHTPAOIIepallMOHHOTO
OCJIOXKHEHUS Y JIIOAEH, TI03TOMY YUEHBIE CTaJIA UCIIOIb30-
BaTh CBUHBIO JISHApeca KaK 3KCIepUMEHTAIBHYIO MOIEITH
11t uccnenoBanmst 317 genmoBeka (puc. 4).

3ayeM ObUTa Hy:KHA X1UBoTHas Moaenb 31'? [TockombKy
5TO TIOTeHIIMATBHO (paTanbHOE ocoxkHeHne OA pa3BUBa-
JIOCH y JIIoAeit HAMHOTO pexe (IMpUOIM3UTEIBHO 1 ciyJait
Ha 14 TBIC. OOIIIMX aHECTE3Ui1), MCCIeIOBATEISIM TpeOOBa-
JIOCh MHOTO BPEMEHH, UTOOBI M3YUUTDH PA3TMIHBIC BHIBI
JICYeHUS y JIIOAEH B KpUTHUYECKOM cocTosTHUI. Kpome Toro,
pabdoTasi ¢ JKUBOTHOI MOIIEIbIO, MOXHO OBUIO TUAaTHOCTH-
poBatb 31" KaKk Ha pPaHHUX CTAIUSIX Pa3BUTHUS MTATOJIOTHYE-
CKOTO KacKaja peakivii, TaK W B IIPOIlecCe HapacTaHUS
KIMHAYECKON CUMITTOMAaTHKN. HakoHelr, B a3KciepruMeHTe

Puc. 4. Dmanvt pazeumus 310KkauecmeenHol eunepmepmuu y ceunvy JIom-
dpeca noo eausHUEM MPUSLEPHBIX A2eHMO08 8 IKCnepuMeHmax Xappucona
[12]: a — peaakcayus ckeaemHviX MblUll, HCUBOMHO20 neped 8gedeHuem
MpU2eEPHbIX A2EHMO8; 6 — 2eHepaNU308aHHAS MbIUEUHAS PUUOHOCHb NOCAE
86e0eHUs MPU2eePHbIX A2eHMO08

MOKHO OBIJIO MPEKpaIaTh BBeACHNE aHECTETUKOB HEME]I -
JIEHHO. DTO OTKPBITHE MMEET OOIBIIYIO 3HAYMMOCTb JIJIST Ha-
VKM ¥ B HACTOsIIIIee BpeMsI, IIOTOMY YTO, MCITOJIb3YsI 3TOT
TOAXOH, KIMHUIIMCTBI MOTYT HAWTH CITOCOOBI CHYDKCHMS
BbIcOKO#1 (80 % 1 GoJiee) TOCTTUTATBHOM JIETATbHOCTH JII0-
neit, mepeHecmx 3o 31

B 1969 r. monexynsipubiii 6uosior H.E. Huxley u pusu-
onor A.E. Huxley mpemmoxxuim akTHH-MHIO3MHOBYIO TEOPHIO
COKpAIIIEHUsI MBIIIIEYHOTO BosIoKHA (puc. 5) [13]. B 1970 &
B Kanane anecre3nodor B.A. Britt u papmaxkomnor W. Kalow
BIIEPBBIC TTPOAHATIM3NUPOBAJIH CITydan pa3BuTus 31" B «Boc-
npuIMINBEIX» ceMbsX n3 CIIA n Kananpl, mokasanmm Ha-
CJIEZICTBEHHBIN XapaKTep 3TOT0 IMOTCHIMAIBLHO (DaTaTbHOTO
ocioxaeHNs OA ¥ TIPeUIOKIUIIN MCITOIb30BaTh KIIMHUKO-
TeHEATOTIECKMIT aHaIM3 (METOI POIOCIOBHBIX) IS BHE-
IPeHUS B aHECTE3MOJIOTMUECKYIO KIIMHUIECKYIO MPAKTUKY
B LISJISIX OTIpeAesICHYS TTALIMeHTOB IPYIIIBI pUCKa 1 TIPOdu-
JIAKTAKY pa3BUTHA 3113010B 31 mpy mprMeHeHNN HEKOTO-
peix cpenctB it OA [14]. B 1970—1971 . oHM BiepBBIC
TIPEIUIOXKIITA METOM MBIIICYHON OMOIICUN TSI TUATHOCTUKI
I3I' y moneit. [TapamtensHo mccienoBanusiM B.A. Britt
u W. Kalow, mpoBomumbeiM B Kanane, B 1971 . B AHIIMuT
anecresuosnor ER. Ellis 1 neBpomnaronor D.G. E Harriman
pa3pabaThIBAIOT W MPEIIAraloT JIOIOTHUTEIBHBIE METOIBI
JUTST BBITTOJTHEHUSI MBIIICYHONM OWOIICUM 4YieHAM CeMei
OOJIBHBIX, TTepeHectmx anu3ox 31, Jtg 3Toit 1enu uccie-
OBaTeI XMPYPTUUCCKUM ITyTeM VIOAISIA MaJeHbKUA
(pparMeHT MBIIIIEYHOTO BOJIOKHA M TIOMEIIIAJIN €TO B BAHHOY-
KY C TeIUTBIM (TEMIIEpaTyphl TeJIa) PACTBOPOM 3JICKTPOJINTOB
B KOHIICHTPALIMSIX, TTONOOHBIX TAKOBEIM B KPOBU. 3aTeM OHU
CTUMYJTMPOBAJIM MBIIIICUHOE BOJIOKHO Pa3psiioM 3JIEKTPH-
YECKOTO TOKa, YTOOBI BBI3BaTh MEIIICUYHOE COKPAILICHME
Hamomo0ue IeHCTBUS alleTIIIXONIMHA B (PU3MOJIOTUIECKIX
YCJIOBMSIX, TTOCJIC Y€TO ITPOITYCKAIA Yepe3 PacTBOP rajloTaH
¢ KopenHOM wim 6e3 KodenHa [15].

YdeHbIe UCIIOIB30BAIM TAJIOTaH, TIOTOMY UTO UM yKe
OBIIO M3BECTHO, YTO 3TOT MHTAJISIIIMOHHBINA aHECTETUK BbI-
3piBaeT 3. Ho moueMy DOMOTHUTEIRHO HMCITOJIB30BAJICS
KopenH? /leno B TOM, 4TO K TOMY BpeMeHHU IIBeACKUeE (pap-
MAaKOJIOTH TIPOAEMOHCTPUPOBAJIM, UYTO KOGEUH BHI3bIBACT
COKpAIIIEHIE MBIIICYHOTO BOJIOKHA JISTYIITKN HE3aBUCHMO
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Puc. 5. Cxema kaiouesbix hakmopos, KOHMPOAUPYIOULUX 20MEOCIA3 KAAbUUs
6 ckenemnoli moiuye [from: Anetseder and Roewer, Maligne Hyperthermie;
in: Die Andsthesiologie, Springer Verlag, Heidelberg, 1997]: glycogen — eau-
Koeen, pyruvate — nupysam, phosphorylase-kinase — kunasa ¢ghocghopunasol,
mitochondrium — mumoxonodpus, lactate — nakmam, heat — menno, ATP —
AT® (adenozunmpugpocgpam), ADP — AJID (adenosundugpocgpam), Cal+-
ATPase — kanrvyuii-AT®a3sa, rigor — pueudnocms (mviueunas), Ryl — pu-
aHoduHosvblil peyenmop 1-eo muna, Actin-Myosin-Fylaments — akmuumuo-
3unosble gonokua, T-Tubuline — T-my6yaun, SR — capkonaazmamuyeckuii
pemukyaym, DHP-Rez — dueudponupudurossiii peyenmop.

B HopMe uMnyabe no akcoHy HepeHoll Kaemku nepedaemcst Ha CEHKY MblUeHHO
KACMKU 8 00AACIU HEPEHO-MbIUUEHHO20 CUHANCA, YMO NPUBOOUM K OenoAsSpU3a-
yuu Kaemounot memOparst muoyuma. Yepes oueudponupudurogole peyenmopol
denoaspusauyus nepedaemcs Ha puaroduroestii peyenmop Ry 1 (nazeanue «pua-
HOOUHOBBIL> CA3AHO € MEM, 4O SMOMm peuenmop GAoKUpYemcs arKaioudom
PUAHOOUHA). AKMUBUPOBAHHbILI PUAHOOUHOBBILL PEUENMOP OMKPbIBACN KANbUYU~
e6ble KAHANbI CAPKONAAZMAMUHECK020 PEMUKYAYMA, U UOHb! KAAbYUS. CBOO00HO
HOCMYNAOM 6 YUMONAA3MY MbIUUEHHOL KACMKU, YMO 8bi3bi6aem psid YenHbix
peakyuil: 1) akmueayus aKMUHMUOSUHOBbIX B0I0KOH, YO 6e0em K MbIUEHHOMY
coKkpauenuto (pueuoHocmiy), 2) aKmueayus npou3eo0cmea 6 MUmoxXoHopusx
AT, 3) paspyuienue enuxoeera, 4) 6 cayuae HedoCmMamKa KUcaopooa — aKkmu-
8ayuist HA3POOHO20 2AUKOAU3A U 00PA308aHUe AAKMama

OT 3JIEKTPHYECKOTO BO30YXaeHus. [1pr 3ToM HU3KHME KOH-
LIEHTpany KoherHa BbI3bIBAIA HE3HAYNTEIbHbIC MBIIIICY-
HBIE COKPAIIEHMS, 2 BEICOKME KOHIICHTPAIIUN — BBIPaXKEeH-
HOe cokpalleHrue (KOHTPaKTypy) MBIIICYHOTO BOJIOKHA.
CniocoOHOCTh KoheHa BBI3BIBATh KOHTPAKTYPY MBIIIICIHO-
T'O BOJIOKHA CTaJIa IIPUYIMHOM BEIOOPA Iperapara Il u3yde-
HMs MblieyHoi puruaHoctu npu 31 (puc. 6). Mccaenopa-
TeW CPaBHUBAIA CUJYy MBIIIEYHOTO COKpAIICHMUS
OMONTATOB MBIIII IMAIIMEHTOB, MEePeXMBIIMX 31301 31,
C TAaKOBOH Y MHINBUIYYMOB, Y KOTOPBIX HUKOTIA HE BO3HM-
KaJIO TTIOMOOHBIX aHECTE3MOJIOTMUECKIX OCTIOXXKHEeHUM. Ta-
KM 00pa3oM, B 1971 1. BiepBbIe OBLIO ITOKA3aHO, YTO CKe-
JIeTHBIE MBITIIIBI 00TBHBIX ¢ 131 mpom3BonmiM Ype3amepHoOe
COKpallleHHe, SBIIIOIIeeCs] IPUIMHON JIOKAIIBHOM WJIN Te-
HepaJIM30BaHHOM MBIIIEYHON pPUTHIHOCTH.

B To Bpemst, Korma KIIMHHUITMCTBI HA4aIu MCIIOIh30BaTh
MBIIICYHYIO OMOIICHIO I AuarHocThuku 3, 3ToT Meron
TIPUMEHSIJICST TOJIBKO B TPYIIIIE MAIIMEHTOB BEICOKOTO PUCKA.
B pe3ynbrare 60JIBIIMHCTBO MALIMEHTOB BCE eIl MOTyJaIn
OA 0e3 yBepeHHOCTH B TOM, YIACTCSI JIM UM U30eKaTh ST -
3on 3I. Uccnemosarenu Bce elle OO/DKHBI ObUIM HANTH
JIydimii cnocod uaneHTudumponats [131[17, 18].

THUTHH
: 2
NATE

_'I-_ E- I

SPrr

Puc. 6. Mviweuroe 6010kHO, noayuenHoe 8 pezyasmame OGUONCUU MblULY
obedpa uenosexa c 13, nodeomosaentoe K npogederuro Kogeun-earomano-
6020 mecma [16]

B 1972—-1973 rt. B CIIA ¢apmakomorn K.O. Ellis
u S.H. Bryant mokasasim, 9To JaHTPOJICH KyITHPYeT PUTHI-
HOCTb CKEJICTHBIX MBIIII 0e3 BO3ICHCTBUSI Ha TIANKHE
MBIIIILIBI BHYTpeHHUX opraHoB [19]. B 1975—1976 rr. B FOx-
Hoit Adpuke aHecte3uosnor G.G. Harrison mponeMoHCTpH-
pOBaJI, YTO JAHTPOJICH IIpephiBacT pa3Butue 31y Bocmpu-
VMYMBBIX XKUBOTHEIX (cBUHEH) [20]. [Tapamiensho B CIIA
G. Gronert ¥ KOJIJIETH TTOATBEPKAAIOT U TOTIOJTHSTIOT PE3YiIb-
Tathl, Kotopkie noayuna G.G. Harrison [21]. Takum o6pa-
30M, B 1975 . BriepBbIe Ha 3KCIIEPUMEHTAIBHOM MOICIH
OBLIO TTOKA3aHO, YTO JAHTPOJICH 3D (DEKTUBEH IS JICICHUST
3IL

B 1977—1979 . 8 CIIIA o, pykoBoactsoM M. E. Kolb
MPOBEICHO MYJIBTUIICHTPOBOE KIIMHIIECKOE NCCIICIOBAHIE
3¢ (PeKTUBHOCTA BHYTPUBEHHOTO JTAHTPOJICHA IS TIPEPhI-
BaHUg pa3sutus snm3og0B 317y mopeit [22]. B 1979 1. pe-
3YJIBTAThI TOTO YCITEIITHOTO MCCIICIOBAHMS OBLTN IIPEICTaB-
snensl B CIIIA Ha paccMOTpeHHE 3KCIEPTOB YIIPaBICHUS
10 KOHTPOJTIO KauyecTBa JICKAPCTB M MHUIIEBBIX ITPOIYKTOB
CIIA (FDA — U.S. Food and Drug Administration),ac 1980 .
nIaHTpoJjeH 061 ogodpeH FDA mist mpuMeHeHMs B aHecTe-
3UOJIOTMYIECKOI KIIMHIMYECKOM TTpakTrkKe (puc. 7) [23—25].

B 80-x rogax XX B. OypHO pa3BuBaeTcs KOenH-Taao-
TAHOBBIII TECT OMOIICMY MBIIIEYHOTO BOJIOKHA. B 1985 .
B CIIA, Tokcukogor I. Pessah u xosutern nuneHTUGULIIPO-
BaJI PHAHONWHOBBIC PEENTOPHl KaJbIIMEBOTO KaHajla
B CKEJICTHOM MBIIIIIIE KPOJIMKa, Ha KOTOPYIO BO3IEHCTBOBA-
M KopemHOM M MoHaMM KainbLms [27]. MoeKyaspHbIit
ouogor C. Fleischer v coaBT. HAIIUIM 3T PELICTITOPLI B cap-
KOIUTa3MaTUYEeCKOM PETUKYITyMe (KaJIbIIMEBOM JIETIO) CKe-
JetHoi MBI [28]. B 90-x romax mpomuioro Beka ObLIO
yoemuTebHO roKa3aHo, uto 131y momeit moma Tmoorud-
Ha. Bo-niepBBIX, B pHaHOAMHOBOM PELENTOPE MBIIICIHOTO
BOJIOKHA MOTYT CYIIIECTBOBAaTh Pa3IMUHbIC Ae(EKTHI, TIPeI-
pacroylaralIre K pa3BUTHIO pabmoMuoian3a. Bo-BTophIx,
y nauneHToB ¢ I13I" Hapyiraercss metabomm3m umnuga [P3
(mHoszwuron 1,4,5-tpudocdara), Tak XKe KaK 1 IPYTUX XKHUP-
HbIX KucioT. Hakonen, ripu 13T yacTo oOHapykuBaeTcs
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B 1 conaxone gantponewa: 20 tar (60 mn =1 mr/ 3 mn

NMayweHT ¢ Maccol Tena 70 kr;
oT 2,5 mrikr = 175 mr unu 525 mn (9 dnakoHos)

Elelelelolole s

Ao 10 smrfer = 700 mr wnw 2100 mn (35 chnakoHos)

S899885528258
228385528258

Puc. 7. Ilpumenenue danmponena 6 ocmpoti pasze 3I' [26]. Ilepsoe ssedenue
npenapama ocyuecmensemcs 60A10com 8 0ose 2,5me/ke, 3amem 66003mcs
Nn08mopHbie 6OAHCHL 8 3A8UCUMOCIU OM MACCbl meaa 6oAbHO20 U KAUHUYe-
ckoti kapmunvt 3T

reHETUYECKM JAeTepMUHUPOBaHHbIN nedekT Nat-kaHaioB
MeMOpaHbl MuoruToB [29, 30]. Bee BhIIeonmicaHHbIe TIPH-
YUHBI, KaXas MO-CBOEMY, CIIOCOOCTBYIOT HAKOILIEHUIO
M30BITOYHOIO KOJIMYECTBA KAJIbLIMSI B LIMTOILIA3ME MUOLIM-
TOB Y TO3TOMY MOTYT C/IyKWUTb ITyCKOBBIM MEXaHHU3MOM
B pa3Butuu 3.

Hosaa 3pa B usyuexuu 31

Hauwunas ¢ 90-x romoB XX B. cTapToBaiu (papMakore-
HeTH4ecKue uccienoBanus 31, BKIIoyast IeTEKIIMIO U OITH -
CaHMe MyTalllii PUaHOIWHOBBIX M TUTHIPOITMPUINHOBBIX
PELENTOPOB MBIIIEYHOTO BOJIOKHA Y MHIUBUIYYMOB c [13I
B 1990 . mapasurenpHO M HE3aBUCHMO IPYT OT IpyTa Uccie-
JoBaTeIbcKue IpyImsl 1o pykosoactBoMm D.H. MacLennan
n T.V. McCarthy BriepBble MIEHTU(PULIMPOBAIIA TeH, KOIU-
PYIOIINIA PHAaHOMWHOBBINA perienTop 1-ro Tma (ryanodine
receptor 1 — RYRI) KaJbLIMeBOTO KaHajIa CKEeJICTHOI MBITII-
1IbI, OTBETCTBEHHBIN 3a pasputue 31 y momeit [31, 32].
B 1991 r. B Kanane D.H. MacLennan u PJ. O’Brien moka-
3aJId, 9YTO MyTallMsl B TeHE, KOMUPYIOIEM ol -CyObeTMHUITY
TATUIPOITMPUANHOBOTO pererrropa (dikydropyridine receptor
o1-subunit — DHPR) KaJIblINeBOTO KaHajIa CKEJICTHOM MBIIII-
IIBI, SIBJIIETCST OMHOM 113 BO3MOKHBIX TTPUYMH pa3BUTHS 31
y cBuHel. Bputo mokazaHo, 4TO MyTalldM, ITPUBOMISIIINE
K pa3Butuio 3I, 00BIYHO 3aTParuBaloOT IIMTO30JbHYIO YaCTh
oenkoBoro Komriekca RYR1, B pe3ynbraTe 3TOro moBbiiia-
ercst uyBcTBUTENbHOCTh RYR1 K KOobenHy 1 Apyrum akTh-
BaTopaM (HaIllpuMep, TaJloTaHy) KaK B MBIIIEYHON, TaK

¥ B HeMbIlieuHoit Tkanu [33]. B aTo ke Bpemst H. Katsuya
u coaBt. (1988), a Takxke S. Zierz u coabr. (1989) omucanu
HECKOJIBKO CITyJaeB pa3BUTHS SIM30I0B, HAITOMMHAIOIIX
3I, y marmeHToB ¢ AeUIINTOM KapHUTHHITATBbMUTUHYIb-
tpaHcdepasbl 2-ro tuma (CPT2) [34, 35], xoTs o HacTosI-
IIero BpeMEHM BOIIPOC O ponm MyTauwu reHa CPT2,
Kak IpenukTopoB 31 y 9esmoBeKa, 0CTaeTCsl OTKPHITHIM.

B 1994 1. mon pykoBonctBom M.I. Larach, mupekropa
ceBepoaMepukaHckoro peructpa 3I° (North American MH
Registry, NAMHR) u crietimamicTa 1mo OMOMeINITMHCKOM
cratuctike A.R. Localio 00beqIMHMINCH MEXTYHApOIHEIE
askcneptsl u3 CIIA, ABctpanuu, Kananpr, Jlanum n Benn-
KOOpUTAaHWUM UTSI pa3pabOTKU SIMHBIX TUATHOCTUIECKUX
kputepueB 3I. B 1997—1998 rr. EBponeiickas u CeBepo-
AMepHrKaHCKasl TPYIITHI 1o uccnenoBanuio 317 pa3pabdaTs-
BAOT ¥ BHEAPSIIOT B KIIMHUIECKYIO IIPAKTUKY €BPOITCHCKIIA
¥ CeBepOaMePHKAHCKMI TTPOTOKOJIBI KODENMH-TaI0TAHOBO-
TO TecTa OMOIICHM MBIIIIEYHOTO BOJIOKHA Y MHIWBUIYYMOB
¢ 13T (ta6m. 1) [1].

B 11e;10M KOppetsItiyst pe3yasTaToB 3THX 2 TIPOTOKOJIOB
JOCTaTOYHO XOPOIIast, MCTOANKH MMEIOT BBICOKYIO IYBCT-
BUTEJILHOCTh (JIOCTOBEPHO TIOJIOXUTEIIBHBIC pPE3YJIBTATHI:
99 % — nnst EMHG; 92—-97 % — s NAMHG) u crieuu-
(bruHOCTD (IOCTOBEPHO HEraTUBHbIE pe3ybTaThl: 93,6 % —
wis EMHG; 53—78 % — mis NAMHG) [3, 4]. Hecmotps
Ha TO, YTO OIIMOOYHBIC PE3YIIBTATHI IIPU MPOBEICHUN KO(e-
WH-TAJIOTAHOBOTO TECTAa BCTPEUAIOTCSI TOCTATOYHO PEIKO,
paboTa 110 YIIyJIIeHIIO KaueCTBA KOHSUHBIX TAHHBIX 3TOTO
HECOMHEHHO TT0JIC3HOTO METO/IA JOJIKHA OBITh IIPOIOJIKEHA.

Hpyroit KOHTPaKTYpHBIN TecT Wi nuarHocTuku 317 —
TECT KaJIbIINHIMHIYIIMPOBAHHOTO KaJIbIIMEBOTO BEIOpOCA —
TIPEIJIOKEH W UCITONB3YeTCsT TONBKO B SIMOHNN, B HACTOSI-
mee BpeMs He HMeeT MEXIyHapOTHBIX CTaHIApTOB
npuMmeHeHus [26]. B Hauane XXI B. npemjiokeHbl HOBBIE
MeTOoIbl TMarHocTuKu 31 TecT ¢ mpuMeHeHeM SHOKCHMO-

Taomua 1. IIpomokoast KoHmpakmyphsix mecmos 0451 OUAeHOCMUKU
310KA4eCMBeHHOU unepmepmuL

K;) %Tg?;l‘nyga KoHtpaktypa > 0,2 r
2 <
3 % ranorana i < 2 % rajnoraHa
u
& wa KOHTpakTypa > 0,2 T
> =20,

KOHTpaK;nyga 0,3r i % .0 e

2,0 MmO/ KOohenHa e
KoHTpakTypa T0Jb-

IIpenpacromno-
JKeHHOCTb K 3T

Konrpakrypa 0,5—0,7 r
st 3 % ranoraHa

KO JUTSI TaJIOTaHa
WJTM TOJIBKO ST KO-
enna

Her KoHTpakTypsl, uau
— KoHTpakTypa < 0,51 Het KoHTpakTypbl
JUTSI TaJIOTaHa, uau TpY MPUMEHEHUH 000-
— KoHTpakTypa < 0,31 MX TPUTTEPHBIX ar€HTOB
st 2,0 MMOJTb/JT (tastotaHa U KohenHa)
KodenHa

Bapuant
HOPMBI

Ilpumenanue. 31" — 3n0KauecmeenHas eunepmepmus.
|
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Ha — uHruomropa ¢ochommuacrepasnl 111 1 Tect ¢ BHyTpH-
BEHHBIM OOJIIOCHBIM BBeJIEHMEM 4-XJ10p-M-Kpe3oda [36—38].

C 2000 r. mo HacTosIIee BpeMs MeKIyHapOIHbIe UCCIIe-
nmoBaTenn ornrcaian 6osee 30 pa3TMIHBIX MyTallMil B TeHAX
PUAHOIWHOBBIX WM IUTHAPONHAPUINHOBEIX PELIEITOPOB
L-Tuma KableBhIX KaHAIOB CKEJIETHBIX MBIIIILI, aCCOLIMH-~
poBanHbIX ¢ [13I" y yuenoBeka (tab6u. 2) [9].

OmHAaKO MOJIEKYISIPHO-TEHETUIECKOE HCCIICIOBAHME
B HACTOSIIIIEe BPeMsI HE MOXET CIMTATHCS CKPUHWHIOBBIM
MeTonoM ISt BeIstBIIeHMs Jtuil ¢ I131, TocKompKy maxke cpe-
I TTIALIMEHTOB C ITOJIOXKUTEILHBIM KO(eHH-TaIOTAHOBBIM
TECTOM YYBCTBUTEIBHOCTDh MOJICKY/ISIPHO-TEHETHUECKOTO
MeTona cocranisieT 30—40 %. [eHeTnyeckoe o6CIeIOBaHIE
He 3aMeHsIeT KO(PerH-TaIOTAHOBBIN TECT, a JOIIOTHSIET eTo,
YTO BaXXHO ITOMHWTH MPHU OOCIICIOBAHUN WICHOB CeMei
6onbHBIX ¢ 31 [1, 40, 41]. OTpuuaTenbHbIe Pe3yabTaThI
JHK-tunmpoBaHusi He MCKIIIOYAIOT pucka pasButust 3I°
BBUIy BBICOKOTO ITOJIMMOp(H3Ma T€HOB PHAHOTMHOBBIX
W IATUIPONMPUINHOBBIX PELENITOPOB KAJTBIIMEBBIX KaHa-
JIOB, MyTalluM B KOTOPBIX MOTYT OOYCJIOBHUTH Pa3BUTHE
3TOTO TSEKeIoro ocyioxkHeHUsT OA, a TAaKKe BCJICICTBUE Ha-
JIM4Yrs BBICOKOTO prcka 3I y MalmMeHTOB ¢ OOIIMPHBIM
KPYTOM HACJICACTBEHHON HEPBHO-MBIIIICUHONM ITATOJIOTHUN
(MHUOTIATUSIMUA, MEOTOHMSIMU, MAOTUCTPO(DUSIMH, AMHOTPO-
(usimMu), 4TO TPEOYET TECHOIO B3aUMOIEICTBIUS U MEXKINC-
LMIUIMHAPHOTO TIOIXOda K paccMaTpHUBaeMOM ITpoOiieMe

CO CTOPOHbBI AHECTE3MOJIONOB, HEMPOreHETUKOB (HEBPOJIO-
TOB), MEIUITMHCKIX TCHETUKOB, TTIeANaTPOB [42—44].

NMpo6neMbl 3nuAeMUONOruYecKuX uccnefosanuil 31

Oruaemuonorus 31T — oueHb TpyaHAas 3amava IJIsl c-
cnenoBanud [45]. Hecmotps Ha 1o, uto I13I0 Hacnemyercs
110 ayTOCOMHO-TOMUHAHTHOMY THITY, 3TO TCHETHYECKU JIe-
TePMUHUPOBAHHOE ITATOJIOTMYECKOE COCTOSTHIE CKEJICTHOM
MYCKYJIaTypbl IMeeT BapruadeIbHYIO 3CKIIPECCUBHOCTD, T. €.
Pa3HyIO CTETICHb BRIPAXKEHHOCTH KIIMHIMYECKIX CUMITTOMOB
Y WIEHOB POIOCIOBHOI, UMEIOIINX OMHY M TY XK€ TIPUINH-
Hyro MyTammio. KpoMe Toro, He TOIBKO TPUITEPHBIE aTCHTHI
OA, HO 11 HEKOTOPBIE (haKTOPBI OKPYKAIOIIEH CPEeIbl MOTYT
BJIVISITH HAa pa3BUTHE KIIMHNIECKOM KapTUHBI 31

Bemymme Oapbepbl, IPEeNSTCTBYIONINE MPOBEICHUIO
SMUIEMHUOIOTMIECKIX MCCIICTOBAHMIA.

* TpyoHOCTH B ITOCTAaHOBKE KIIMHUIECKOTO TUATHO-
3a 3[%

— KIMHUYECKasT CHMIITOMATHKa 3TOTO OCJIOXHEHUS
0011Iel aHECTe3UM COCTOMT M3 KOMITJIEKCA CUMITTOMOB;

— JIaxe IpH KJIAcCUIeCKOM ((PyTbMIMHAHTHOM) BapH-
anrte 3I' ee HavaIbHbIC KIIMHWUYECKUE MPOSIBIICHUS] OYCHB
HeoIpeae/icHHBIC 1 HecTielpIecKre (HarmpruMep, TUIep-
KaITHWsI, TAXUKapIWS Y JINXOpanaKa MOTYT OBITh CUMITTOMaMU
¥ APYIUX MATOJOTMUYECKUX COCTOSIHUI: THPEOTOKCHUKO3a,
cericrca, HeMpoJIeITUIECKOTO 37I0KAYeCTBEHHOTO CHHAPO-

Tadmuua 2. Mymauuu 2enos, Kooupylouwux 6eaKku, y4acmeyouue 8 MEXaHUu3Max 6030Y1c0eHUs/CoKpaujeHus CKeaemuol MycKyaamypul: o.1-cyosedunuya

JueudponupuduHosoeo peyenmopa u puanoourosulii peyenmop [9, 39/

Hykneorunnas 3amena DK30H AMHMHOKHCJIOTHASI 3aMeHA 3aboneBanue Yacrora
ol -cyobeqMHMIIa AMTUAPONTMPUIUHOBOTO perientopa, reH CACNA LS
G1583A 11 R528H TunoIlIT 40 %
C3256T 26 R1086C 3r 1 cembst
G3257A 26 R1086H 3r 1 cembst
C3715G 30 R1239G TunoIlIT 3%
G3716A 30 R1239H TunoIlIT 40 %
PuanoauHoBEI petientop 1-ro Tuma, reH RYR1
T103C 2 Cys35Arg 3r 1 cembst
C487T 6 Argl63Cys 3[ BLIC 2%
G742A 9 Gly248Arg 3r 2%
G1021A 11 Gly341Arg 3r 6%
C1209G 12 [le403Met BILIC 1 ceMbst
A1565C 14 Tyr522Ser 3[ BLIC 1 cembst
C1654T 15 Arg552Trp 3r 1 ceMbst
C1840T 17 Arg614Cys 3r 4%
G1841T 17 Arg614Leu 3r 2%
C6487T 39 Arg2163Cys 3r 4%
G6488A 39 Arg2163His 3T, BLIC 1 ceMbst
G6502A 39 Val2168Met 3r 7%
C6617T 40 Thr2206Met 3r 1 ceMbst
C6617G 40 Thr2206Arg 3r 1 cembst
G7303A 45 Gly2434Arg 3r 4%
G7307A 45 Arg2435His 3[ BLIC 1 cembst
G7307T 45 Arg2435Leu 3r 1 cembst
G7361A 46 Arg2454His 3r 1 cembst
C7360T 46 Arg2454Cys 3r 1 ceMbst
C7372T 46 Arg2458Cys 3r 4%
G7373A 46 Arg2458His 3r 4%
T14693C 102 11e4898Thr BLIC 1 cembst

Ilpumenanue. 3I' — 310xauecmeennasn eunepmepmust, Tunollll — eunokaruemuyeckuii nepuoouueckuii napaasuy, b1[C — 601e3Hb YeHmpanrvHo2o

CMEePIICHA.
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Ma U [Ip.), a TakKe ObITb OOYCJIOBJIEHHBIMU ITpOOIeMaMu
BEHTWISILIVIN.

* [IpemmoxxeHHBIE TMATHOCTUYECKIE TECTHI HE TTOIXO0-
IIST JJIST PEeIIeHST BOITPOCOB MTOMYJISIITMOHHOTO CKPMHWHTA
Ha 3[:

— KO(peMH-TaJIOTAaHOBBIH TeCT OMOTICUY MBIIIIEYHOTO
BOJIOKHA — arpecCHBHAS U TsKejasl TIpoleaypa s Ia-
IIMEHTa; 3a00p MBIIICYHON TKAHW — MBIIICIHAsT OMOII-
CHST — OoCyIIecTBIIsieTcs B yciaoBusX OA ¢ MCTIOIb30BaHM-
€M HETPUTTEePHBIX IIPEITapaToB, IOCJe Yero HeooXxommma
ObICTpasd TPAHCIIOPTUPOBKA «KMBBIX» MBIILIEYHBIX BOJIO-
KOH B CIIeIIMaIN3UPOBaHHBIC TAO0OPATOPUH, TIIE TI0 YTBEP-
XKIEHHOMY €BPOIIEHICKOMY WM CeBepOoaMEpUKAHCKOMY
IIPOTOKOJIy TIPOBOIMTCS TalOTaH-KO(MEHMHOBBIA TECT;
HCCIIeIOBAaHNE JOJDKHO OBITH IIPOBEICHO B TEUCHHE OJIH-
XKaimmx 4 9 mocie MPOBEACHUST MBIIICYHON OMOIICUM
C IIETBI0 COXPAaHEHMS KU3HECIIOCOOHOCTH MBIIIEIHOTO
BOJIOKHA;

— JIpyroi BO3MOXHBIN ITyTh AMAarHOCTUKY 31" — Moire-
KYJISIPHO-TEHETUIECKOE MCCIeI0BaHNIE, OMHAKO €T0 IIIPO-
KOe TIPMMEHEHNE B KIMHUYECKON ITPaKTUKE OTPaHUICHO
BBICOKOI CTOMMOCTBIO M3-3a OOJBIION IPOTSKEHHOCTH
HCCIICMYyeMBIX TCHOB M X 3HAYNTEIbHOI BapraOeIbHOCTH.

» Nedpuuut nHdopmalu — He 000 BCex caydasix, Ha-
ITOMUHAOIIMX 311301 31, Bpaun aHeCTe3NOI0TH-PeaHnMa-
TOJIOTH O(GOPMIISIIOT 3KCTPEHHOE COOOIICHME, ITaxe
IIPY YCJIOBUSIX BeICHUSI HAITMOHAIBHBIX PETHICTPOB:

— He Bce cimy4dan 31" perucTprpyroTcs qaxe B ceBepoa-
MepukaHckoM peructpe (NAMHR);

— BO MHOTUX CTpaHax, BKiIodass Poccuiickyro Pemepa-
LIMIO, OTCYTCTBYIOT HAITMOHAIBHBIEC peruCTphI 31

— HavasibHBIe TTpu3Haky 31" HeolpeneaeHHbIE, TT03TO-
My ee abOpTHUBHBIEC (hOPMBI, KaK IIPABIIIO, BHIITAAAIOT U3 CTa-
THCTUIECKOTO yJeTa.

* B psne ciyyaeB nmpuMeHEHUE TPUTTEPHBIX areHTOB
Y HALIMEHTOB C TIOKA3aHHOM MPUYMHHOU MyTallie He TIpU-
BomMT K pa3sutuio 3I;

— B JIOCTYITHOI 3apyOexXHOM CIieluabHOW MEAULIMH-
CKO#1 ymTepaType ormcaHbl manueHTsl ¢ I3[, KoTophie
He MMeJIM HUKaKKX ITPo0JIeM BO BpeMsI IIPOBEICHMS OTiepa-
TUBHBIX BMEIIATEIBCTB B YCIoBUSIX OA C MpUMeHEHUEM
OOJTBIITMHCTBA M3BECTHBIX AaHECTETUKOB, BKITIOYAST TPUITEP-
HBIC areHTHI; IIPUYMHA ITOTO0HBIX CITyJacB HEsICHA.

* HemocrarouHo yHUGUIIMPOBAHHBIX KIMHUYECKUX
KpUTepHeB IS AMarHOCTUKY 3

— B HACTOSIIIEe BpeMsI HCIIOIB3YIOTCS KIMHUICCKIE
kputepun (The Malignant Hyperthermia Clinical Grading
Scale — CGS), BepBbIe pa3paboTaHHbIE MEXXITYHAPOTHBIMU
skcrrepramMu EBporreiickoit n CeBepoaMepUKaHCKOM TPYIIIT
1o ucciienoBanmio 31" 1 orry6mKoBaHHBIE B 1994 T

B HacTosimiee Bpemsa mokaszaHo, 4To cwHIpoM 3
BcTpeuaeTcs ¢ yacroroit 1:200000 OA 6e3 mpuMeHeHUS
cykumHmwixonrHa npotus 1:60000 OA ¢ npuMeHeHUEM
CYKUMHUIXOJNHA. TOJBKO OTKa3 OT MCIIOJIb30BaHMUS
CYKIIMHWJIXOJIMHA MOXKET IIPUBECTH K CHIDKCHHIO 9aCTO-
THI (OYIBMUTAHTHOM («KJ1accmaeckoit») opmsl 31 B 3—4

pasa. AbopTuBHEIe («MsTKHE») hopmbl 3I° BcTpewaroTcs
HaMmHoro yatie — 1 caydait Ha 5000 OA ¢ ucroyib30BaHU-
€M CYKIIMHWJIXOJIMHA, Yallle B TeTCKOI aHeCTe3MOJIOTH-
yeckoil mpaktuke [9]. B Hacrosmee Bpems B CIIA,
Kanane u 3amagHoit EBporie opraHnzoBaHa S5KCTpeHHAasI
CITyk0a, pa3paboTaHbl CTAHIAPTHI IPOMMIIAKTUKY U JIe-
yeHUs 31, MOSIBUINCH Tee(OHBI SKCTPEHHO KOHCYIIb-
TaTUBHOI ITOMOIIIM B CJIydae pa3BUTHUS SITM30I0B, HATIO-
muHatomux 3I. OmHako B Halllel cTpaHe TaKas ClTyxK0a
HE pa3BepHYTAa.

Mpo6nemb! u nepcnexmusbl

Tonteepxnenne I3 Ha ocHOBe aHaNIM3a MyTalWii Te-
HOB RYRI u CACNAIS siBnisieTcsl OMHOBPEMEHHO TPYIHOMN
U TpyAOeMKoOI 3amaveii. Bo-miepBbIX, HET JOMUHMPYIOLIEH
MyTalluM, KOTOpas SIBIIAETCS COIMHCTBEHHOI IPUIMHOMN
st pasButys 31 B yenmoBeuecKoit mommyssiyy. Bo-BTOpEIX,
RYRI nipencrasisieT co0Oi CJI0XKHBIN reH, BKnodaromii 106
5k30H0B K/IHK (oxomo 15117 xuno6a3), a ren CACNALS
BkouaeT 46 sk30HoB KJIHK (okoi10 6,16 knno6a3). Hako-
Hel, ;i TeHa RYRI ormcano 6oee 200 moamMopdHBIX
AJIICJIGHBIX BApUAaHTOB C MOTCHIMAIBLHBIM (DYHKIIMOHAJIb-
HBIM 3HaYeHUeM 1T pa3BuTust 31 1Ipu BO3IEHCTBUN TPUT-
repHbIX areHToB OA. I[1pn 3TOM HEKOTOpEIE TTOMMMOP(HBIC
aJIJICJIbHBIC BAPUAHTHI 3TUX TEHOB B KOHEYHOM MTOTE MOTYT
0Ka3aTbCsT TOOPOKAYECCTBEHHBIMHU, T. €. MMEIOITUMA TOYCU-
HBIC 3aMEHBI HyKJICOTUIOB 0€3 CYIIIECTBEHHOTO N3MEHEHMS
ero (PyHKIIMOHAIBHOM aKTMBHOCTH KOMMPYIOIIETO OeiKa.
B mrocrienHme roab1 n3ydeHre (hU3n0JIOTUHIECKOTO U KITMHU-
YECKOT0 3HAYCHMSI 3THX BAPMAHTOB HAXOMWTCS B IIEHTpPE
BHUMAaHMS MHOTHX HcciienoBaHnii 31, ITOCKOIBKY ocTaeTcs
eIe MHOTO BOIIPOCOB M IIPOOJIEM, KOTOpPBIC HYKIAIOTCS
B pa3pelreHny. B yacTHOCTH, BaXKHO MIOATBEPAUTH (PeHOTHIT
3T y maumenTa 1o BeIoaHeHus aHam3a JJHK, Tak kak re-
HETUYECKOE TECTUPOBAHNE, KOTOPOE IIPOBOIUTCS Y OOTBHBIX
WIX WIEHOB CEMBM C COMHUTEIBbHBIMUA KIMHWYCCKUMU
srmm3ogamu 31, MOXeT okazaThes HemHMOpMaTUBHBIM. ECTh
HECKOJIbKO METOIOB, MCITOJIb3YeMbIX IJIST TIONTBEPKICHMS
(enotumma 3I: KIIMHNYIECKNE OLIEHOYHBIE IITKAJIBI, CUCTEMBI
TTozicyeTa 0ajIoB, KAacaloIIUXCsl KIIMHUYIECKUX TTPU3HAKOB
3T kKak BeposITHOTO COOBITHS U Ap. BaxkeH KIIMHUKO-TeHea-
JIOTUIECKUI aHaIM3 (MCCIIeIOBaHNe UCTOPUU CEMBU IIPO-
0aHIa) C YTOYHeHHEM Hammus HarmoMuHaromx 31 amm3o-
OB Ha TIPOTSDKEHMM HECKOJIBKMX ITOKoJieHMA. OmHako
JIO HACTOSIIIIETO BPEMEHU CaMBbIM ITOJIC3HBIM METOIOM IO/~
TBepxIeHus heHoTrIa 31 ABIIAIOTCS aMEePUKAHCKUIMA U €B-
POITEHCKIIA KOHTPAKTYpPHBIEC TECTHI Ha COKPAIIIEHIE MBIIIIeY-
HOT'O BOJIOKHA [49], KOTOpHBIe, K COXaJICHUIO, HE BHEIPECHBI
B KJIMHWYECKYIO IIPAKTUKY B HAIlleli CTpaHe.

Tem He MeHee BHepeHMe HOBBIX cpencTB st OA B XO-
JIe Pa3BUTHS KIIMHIYECKOM (hapMaKOJIOTUI M aHECTE3NOJIO-
MM HE PEIIIo mpodseMy mpodmaakTuku 31, TOCKOIBKY
CITMCOK TPUTTEPHBIX areHTOB PACIIMPSIETCS 10 Mepe HaKO-
IUICHUSI CBEICHMI 0 HOBBIX citydasix 3y yenmoBeka.

K TpurrepHbIM IIpenapataM OTHOCSITCS: CYKITMHWIIXO-
JIMH, BEKYPOHMIA, IAHKYPOHUI, T€KAMETOHUM, TU3TUIOBBIN
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a¢up, rajgoraH, 3HIIOpaH, U30GIIopaH, ne3dIopaH, ce-
BoIIOpaH.

besonacHble nmpenaparbl: 6apOUTypaThl, OeH30AMA3ETIN -
HBI, OTIMOMIBI, 3aKMCh a30Ta, HECTEPOMIHBIC HEIEITOMSIPH-
3YIOIIME MBIIIICYHBIC PEeJIaKCAHTHI, BCE MECTHBIC aHECTCTH -
KU, STOMHIAT, KETAMIH.

Kpowme Toro, HeBposoraMm, OCYIIECTBIISIOIINM TIPEeI0-
MepalliOHHOe KOHCYJIBTHMPOBAHME, CJICOyeT ITOMHUTD,
YTO pUCK pa3BuTHs 31 TTOBHIIICH y MAIlMEHTOB, CTPagaio-
IIUX HACJIEICTBEHHBIMM HEPBHO-MBIIIICUHBIMK 3a00JIeBa-
HUSIMHL.

PaccmotpuM nmonpoGHee 3a0osieBanust rpymmbl pucka 3I°
(o A.K. W. Brownell (1988) ¢ xoppekiiueit).

Iloumu ecezoa céazanvt ¢ 3I'

* INopaxenus simep MUOLIMTOB (00JI€3Hb LIEHTPAJILHOTO
CTEPKHS).

Beposmnuee ecezo cesazanvt ¢ 3I

* Muonatuu 1 MUOIUCTPODUN:

— MbllIeyHast auctpodus JioleHHa;

— MbllIevHas quctpodus Dmepu — dpeiidyca;

— TIIeYe-JIMIIe-TIONaTOYHAsT MBIIIIeYHAsT TUCTPOMUS;

— MbineyHast iuctpodust OyKysaMbr;

— cunapom Kunra — JleH60opo.

+ JIpyrue MuonaTuu:
cungpoM lIBapua — [Ixxamriena;

— BpOXIEHHAsT MBIIIedHast quctpodust tuma Pykysi-
MBI,

MbleyHas nuctpodust bekkepa.

* MuoroHuu:

TePBUYHBII TTEpUOAVNYECKUI TTapainyg;
BpOXIeHHass MUOTOHMSI ToMceHa;
IucTpodryeckast MUOTOHUS,
XOHIpOIUCTpopIecKass MUOTOHUS.

* HacnencrBeHHble O0JIe3HN OOMEHA:

— cuHgpoM aepunmTa AT B capKoIuiasMaTHIeCKOM
PETUKYITYME;

— MUTOXOHIpUAJIbHAsT MAOTIATHS,

— IedULUT KapHUTWUHITAILMUTUHYJIBTpaHC(Eepa3bl
2-TO THTIA.

* HacnenctBeHHast Heliponatusi (HeBpajbHasl aMM-
otpocdmst) [lapko — Mapu — TyTa.

* Cunngpom Caroemn.

Hmerom cxodcmeo ¢ 3T

+ CUHIpOM BHE3AITHOI CMEPTU MJIAIECHIIEB.

* 3710Ka4eCTBEHHBII HEUPOIENTUIECKUIA CUHIPOM.

¢ JIuMpOMBEL.

* HecoBepiieHHBI ocTeoreHe3s.

+ 3aboseBaHNsI, COMPOBOXIAOIINECS HAKOILICHUEM
[JINKOTeHa.

Pesromupys, ciieayet Ipu3HaTh, YTO, HECMOTPSI Ha J10-
cTyrmHocTh nHGopMatmn o 3I" 1 Ha BHeapeHNe MOJIEKYJISIp-
HO-Te€HETUYECKOW AMArHOCTUKM HaMboJiee YacThIX ayTo-
COMHO-JOMMHAHTHBIX (popM 31 10 HACTOSIIIIETO BpeMEHU
paccMaTpuBaeMasi IIpodsieMa 3TOro IMTOTeHINATBHO (haTaib-
Horo ocioxHeHnsT OA He HAXOMUT ITOJDKHOTO BHUMAHMS
KaK CO CTOPOHBI HEBPOJIOTOB, TaK M CO CTOPOHBI OpraHn3a-

TOPOB 3IpaBOOXpaHEHUS B HaIlllel cTpaHe. B wactHOCTH,
HE BHEAPEHBI B TOCYTapCTBEHHOM MAcCITa0e¢ ITPOTOKOJIBI
BeneHus 00onbHBIX ¢ T13I, HET cy>kKObI SKCTPEeHHOM KOH-
CYJBTaTUBHON TTOMOIIN, ONEPAIIMOHHBIC TTOIABIISIONIETO
OOJIBIITMHCTBA JICYCOHO-TIPODIIIAKTUICCKIX YIPEKISHUI
HEe YKOMIUIEKTOBAHBI HEOOXOMMMBIMU JIeKapCTBEHHBIMU
MpelrapaTaMu, BKJIIoYask TaHTposieH. Kpome Toro, ciemyer
OTMETUTb U OTCYTCTBUE MEXIUCLUILIMHAPHOIO MOAXOIa
K M3YYCHHIO U pelreHuto mpoojeMbl 31, BKIodass Memam-
IIMHCKUX TeHETUKOB, HEBPOJIOTOB (HEIPOTeHETUKOB), TIe-
IATPOB, YYACTKOBBIX TEPAIeBTOB (CEMEITHBIX Bpaueii),
aHEeCTe3MOJIOTOB, XMPYPIOB, OPraHU3aTOPOB 3IPaBOOXPa-
HeHUsl. B yacTHOCTH, HEOOXOMMMa aKTUBU3AIINSI UCCIICIO-
BaHUWI 71T N3YYEHMS TIOMYJISIIIMOHHOM YaCTOTHI BCTpeUae-
MOCTH MYyTaIIiA BBICOKOTO prcKa 31" B pa3IMIHBIX pETHOHAX
¥ STHUYECKMX TPYyIIax Haiel crpanbl. Hampumep, B EB-
porie ToKa3aHo, 4To MyTauuu reHa RYRI, npuBopsinne
K aMMHOKMCIOTHBIM 3ameHaM G2434R, T2206M, G341R,
SIBJISTIOTCSI HanOoJIee pacipocTpaHeHHBIMU B Bemmkoopu-
TaHWM, TOTIa KaK B [epMaHMM Jaliie BCTpeYaroTCsT MyTalldH,
MNpUBOISIINE K aMHUHOKMCIOTHBIM 3ameHaM R163C,
R614C, T2206M, G2434R 1 R2454H [49]. Takue momyJisi-
IIMOHHBIE MCCIIEIOBAHMS pAaCIPOCTPAHEHHOCTH TTOJIMMOPd-
HBIX aJlJIeJIbHBIX BapuaHTOB reHa RYR 1, HECOMHEHHO, SIB-
JITIOTCS LICHHBIMU [UTSI CKPMHIHTA JIIOEH, TTOABEP>KEHHBIX
pucky 3I" u weHOB ux cemeii [50].

Takum o0pa3oMm, ¢ OmZHOW CTOpPOHBI, 3a OoJjee
yeM 50-JeTHIO ucTOprIo n3ydeHus 3 mpeacTaBicHUS
aHECTe31O0JIOTOB U HEBPOJIOTOB IIPEOIOJIEITH ITYTh OT «CBSI-
IIEHHOTO yXaca» Imepe 3TUM I'pO3HBIM 1 HEKOTa 3ara-
MOYHBIM 3a00JIeBaHMEM IO BIIOJHE SICHOTO ITOHUMAHMUS
ero MexaHu3Ma U MIpUHLIMUIIOB Tepanuu. C npyroit cTopo-
HBI, HayYHBIC MCcCeqoBaHus (B 00JIaCTU MaTO(PU3MUOII0-
TUU, HeMpOGU3MOIOTUN, TCHETUKI) M OPTaHN3aIIMOHHBIC
MEPOITPUSITHS, KOTOPBIE OBLIH ITPOBEICHEI 3a IIPOIIICIIINIE
TIECSITUICTHS, 3aCTaBIISIIOT IIO-HOBOMY B3TJISTHYTH Ha 3TH-
onoruio u martoreHe3 3I, TakTuKy ee HpoIIAKTUKU
¥ TepaITnu.

CrenmyeT moguepKHyTh, 94T0 3I° — OOHO M3 HEMHOTHX
HaCJIeICTBEHHBIX 3a00JIeBaHMUI, IISI KOTOPBIX Bpad-aHe-
CTE3MOJIOT SIBJISIETCSI TIEPBBIM CIICIIMAIICTOM (KCIICPTOM)
B IUIaHE TUAaTHOCTUKU W T hepeHITNaTbHON TUarHOCTH -
KU, TIOCKOJIBKY KJIMHIUYECKasi KApTHHA 3TOTO MaTOJIOTHIe-
CKOTO COCTOSTHUSI B OOJIBIITMHCTBE CIIydacB pa3BUBACTCS
WHTpaoneparnoHHo. OXMUIaeTcss, YT0O UMEHHO aHeCTe3 -
0JIOT COBMECTHO C BPauyOM-HEBPOJIOTOM JIOJKEH OTBETUTD
Ha BOIIPOCHI ITAIlM€HTa W YJICHOB €0 CEMbH O IIPOTHO3¢
T13T, normoTHUTETBHBIX MEeTOAaX 00CIeTOBaHMsI, HEO0X0-
OTAMOCTH HOIICHMS CITCIIUATbHBIX MEIULIMHCKIX TIPEIy-
MpeXOaoIINX 3HAaKOB (HarIpuMep, OpacaeToB 1 KyJIOHOB
Med-Alert™ tag u T.11.), a TAKXXKe O BO3MOXXHOCTH MCITOJIb-
30BaHMSA TeX WIM UHBIX cpeAcTB it OA Ipu IMpoBeaecHUT
XUPYPTUUECKMX OIepalivii B OyAyIIeM I TP BO3ZHUK-
HOBEHHUU 3KCTPEHHBIX (IKCTpPEeMaIbHBIX) CUTyaluii (Ha-
puMep, KatacTpodsl Ha TPAHCIIOPTE, CIIOPTUBHBIC TPAB-
MBI 1 I.).
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Yynbmpa3ssyKkoBana Busyanusauus Mbiliy B AUarHocmuke
foroBoro amuompodpu4eckoro ckneposa

IO.H. Pymkesny, I'.B. 3a6ponen, C.A. JInxaue

PHIIII neeponoeuu u neiipoxupypeuu, Murnck, Pecnybauka beaapyco

Konmarxmot: FOaus Hukonaeena Pywkesuu rushkevich@tut.by

Camoii pacnpocmpanenHoi hopmoii 60ae3HU MOMOPHO20 HelipoHa seasemcs 60K06oi amuompogpuueckuii ckaepos (BAC). Hannas na-
MoA0cUsL XAPAKMePU3Yemes: 806AeHEHUEM 8 NAMOA0SUMECKUL NPOUEece UeHMPAaabHo20 U nepugepuuecko2o momoneiuporos. O0Hum u3
cneyuguueckux cumnmomos bAC seasemces nosieaenue acyukyaayuii — HeNPOU3BOAbHLIX MbIULEHHBIX COKPAUEHUT, KOMOpble UH020a
Mo2ym npeoulecmeosams pazeumuio MoliueyHoll crabocmu u ampoghuii. B oannoit cmamve 0600uier HaKonieHHbLl NPAKMUUeCKULl Onbim
UCNOAb308AHUSL YAbMPA38YK0B020 UCCA008AHUS MblULY 8 OUASHOCMUKEe (PaCUUKYAAYUT U UX PACNPOCMPAHEHHOCMU KAK PAHHe20 npu-
3HAKa nepednepoe0so2o nopaxcenus npu bBAC.

Karouesvte caosa: 60k060ii amuompoguueckuii ckaepos, y1empaszeykoeoe ucciedosatie, pacyuKyiayuu Molil, CRUHAALHAA AMUOmMpodhus,
YepeUKanbHas Muesonamus

Muscle ultrasound imaging in the diagnosis of amyotrophic lateral sclerosis

Yu.N. Rushkevich, G.V. Zabrodets, S.A. Likhachev
Republican Research and Practical Center for Neurology and Neurosurgery, Minsk, Republic of Belarus

Amyotrophic lateral sclerosis (ALS) is the most common form of motor neuron disease. This pathology is characterized by the involvement of
central and peripheral motor neurons in the pathological process. One of the specific symptoms of ALS is fasciculations - involuntary muscle
contractions that may occasionally precede the development of muscle weakness and atrophies. This paper summarizes the accumulated
practical experience in using muscle ultrasound study in the diagnosis of fasciculations and their prevalence as an early sign of anterior

corneal lesion in ALS.

Key words: amyotrophic lateral sclerosis, ultrasound study, muscle fasciculations, spinal amyotrophy, cervical myelopathy

BsepeHue

Bone3ns MmotopHoro Heitpona (BMH) — rpymma Hetipo-
JIeTeHEPAaTUBHBIX 3a00JIeBaHII, KOTOPAsl XapaKTepU3yeTCs
BOBJICUCHMEM B MATOJIOTMIECKUIA TIPOIECC IICHTPATBHOTO
u reprdepraeckoro MmotoHeiipornos (IIMH), nBuraTebHBIX
siTep YePeITHBIX HEPBOB 1 Pa3BUTHEM CXOMHBIX KITMHUIECKIX
MIPOSIBJICHMIA B BUIIE TTPOTPECCUPYIOIINX MBIIIICUHOM C1a00-
CTH CKEJIETHOI M/WIH OYyJIBOapHOI MYCKY/IaTyphl, MBIIIICU-
HBIX aTtpoduii. Camoit pacripoctpaHeHHOU dopmoit BMH
SBIsIeTCsT 00KOBOIt ammoTtpoduaeckuii ckiepo3 (BAC),
yAenbHBIA Bec Kotoporo gocturaet 80 %, mo3ToMy 4acTo
tepmMuH BMH ncnonbs3yercst kak cuHonnMm BAC [1].

OmgHuM 13 XapakTepHBIX cuMITOMOB BAC sBistercst
MosIBJIcHUEe (PACIIUKYISIIINN, KIMHUISCKU ITPOSBIISIIO-
IIUXCSI HETIPOU3BOIbHBIMU MBIIIIEYHBIMU COKPAIIICHUS -
MM, KOTOPBIC YaCTO MPEIIIeCTBYIOT UM COIIPOBOXKIAIOT
MBIIIEUHYIO ¢1abocTh U aTpodun [2]. DaeKTpoMuorpa-
duaeckum (DMI) sKBUBaJEHTOM HEIPOM3BOJIBHBIX
MBIIIIEYHBIX COKPAIICHUH SIBJISTIOTCS OTSHIIMAIBI (pac-
mukyastuii (I1P1r). CormacHo yTOYHEHHBIM IUATHOCTH-
yeckuM KputepusiMm BAC (Awaji-Shima-kpurepumn, 2008)
s ouieHku crerienu BoiedeHns [IMH npu BAC knn-

HUYECKNE U DJICKTPODU3MOIOTUUYCCKUE HapPYIICHUS
MMEIOT OIMHAKOBYIO TMAaTHOCTUIECKYIO IIeHHOCTD. [1Md11,
TaKXXe KaK M BCE OCTaJbHBIC N3BECTHBIC BUIBI CITOHTAH-
HOW aKTUBHOCTU (MOTE€HLMAIbl PUOPMILISALIAI, TTOJ0-
KUTEJNbHBIE OCTpPbIE BOJHBI, «IICEBIOMMOTOHUYECKME
3aJITbl» WUIM CTPAHHBIC pPa3psiAbl BHICOKOM YaCTOTHI),
B HopMe He BouIsBIg0TCd. [Ipn BAC B momasngoniemM
OONBIIMHCTBE CiIydyaeB (QaCUUKYISIOUU SIBISIOTCS
HE TOJIPKO YaCTBIM SIBIICHHEM, HO M MOTYT OBITh TeHepa-
JIM30BaHHBIMM, JaxkKe Ha paHHMUX CTagusIx 0oje3Hu. 13-
BECTHBI CJIy4aM, KOTaa IIpH HEBPOJIOTUIECCKOM OCMOTpE
00HaPYXUTH (PACIUKYJISIIINY TPYIHO, a B CIIyJasIX BbIpa-
KEHHOTO CJIOS IMMOAKOXHO-XUPOBOH KJIETIATKA HEBO3-
MOXHO, 0COO€HHO, el (haCHUKYJISIIINN NMEIOT PEOKYIO
gacroty. [Ipy DMI-uccnemoBaHNM MBIIIIBI UTOJIHYATHI-
MU 3JICKTPOJAMU OIMCAHHBIC TPYTHOCTH HE SIBJISIIOTCS
MPEISITCTBIEM, HO TICUXOJIOTMIECKOE COCTOSTHUE TTallH-
€HTa, MHBa3WBHOCTh, OOJIC3HEHHOCTh METONUKH M HE-
00XOIUMOCTh MCCIIETOBAHUS OOJIBIIOTO YMC/Ia KITI0Ue-
BBIX MBIIIIII B PSIIE CIyYaeB OTPaHNYMBAIOT IIPUMEHCHUE
OMI. He nocnenHon pojib B COBPEMEHHOM COCTOSTHUM
OCHAIIICHUS ¥ MOATOTOBKM CIICIINAIMCTOB UTPAET U OT-
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CYTCTBHE HEOOXOAMMOTO 000pyIOBaHMS BO MHOTHX JIE-
YeOHbBIX YUPEXKIECHUSIX.

Iean uccregoBannsa — N3y4eHNE BO3MOKHOCTEH YiIb-
Tpa3ByKoBoro uccienoBanus (Y3W) meimmn B peructpa-
Iy GACIIUKYJISIIIAN M UX PacIpOCTPaHEHHOCTH KaK KOC-
BEHHOT'O IIPU3HAaKa IMOpaXXeH!sI MOTOHEMPOHOB TIIEPEIHIX
poros nipu BAC.

Mamepuanbl u Memofbl

B uccrenoBanme BKIIIOUAIMCh MAIMEHTHI ¢ TTPU3HAKA-
MH TIOpaXeHMS TepeIHUX POroB CIIMHHOTO MO3ra.
[Tpu HaMMYMM 9yBCTBUTEIBHBIX PACCTPOMCTB, MO3XKEIKO-
BBIX 1/ WJIN SKCTpaMpaMUIHBIX HAPYIICHU, IEKOMITCH-
calny COMaTUIECKOTO COCTOSTHIS TIAIIMeHTHI He BKITIOYA-
JINCh B MCCIeNOBaHME. B 3aBUCHMOCTH OT Pe3yJBTaTOB
MMATHOCTUYECKOTO MONCKa IIPOBOAMIOCH pacIipeie/ieHIe
MMAIlIeHTOB B TPYIMbLL. B OCHOBHYIO TPYIITy OTHECEHBI
mareHTel ¢ BAC, B rpymiry cpaBHEHMSI — ITallACHTBI
C MEIJICHHO ITPOTPECCUPYIONINM 1 OoJIee «I100pOKadeCT-
BEHHBIM» IIEPETHEPOTOBBIM IOPaXXeHUEM (CIIMHAbHAS
ammoTtpodust — CMA, 1epBUKaTbHAS MHEIIOMATHS —
LIM). MemreHHOMY TeUeHUIO 320016 BaHIS COOTBETCTBO-
BaJIM TeHepaIn3allys IIpoliecca U MOCTeTIeHHOEe HapacTa-
HHE KJIMHUIECKOTO AeUIINTa B TeYeHUE HECKOJIBKHX JICT.
Bcero B nccnenosanme 0bL10 BKIIIOYeHO 150 manueHTOB
(cpennuii Bo3pact 57 = 12,6 roga; 93 MyK4MHBI, 57 XKeH-
IIMH), KOTOPBIe HAXOAWIVCh Ha CTAIIMOHAPHOM JICYCHU N
B HeBposiormueckux otaeneHusix PHIIL nHeBponoruu
Y HEMPOXUPYPIUU UM OOPAILATACH 33 TIOMOILIBIO B KOH-
CYJIBTaTUBHO-TIOJIUKINHAYECKOE OTIEICHUE B IICPHUOI
¢ 2007 mo 2012 . IaBHOCTb 3a0oJeBaHus (MeaguaHa u 25;
75 %) ¢ MOMeHTa IOsIBIEHUSI IIEPBBIX CUMIITOMOB COCTa-
pwia 18 (12; 28) Mec. B mororHeHME B rpymiTy KOHTPOJIS
BOIIIN 45 3MOPOBEIX TOOPOBOJIBIIEB (CpeaHMIT Bo3pacT 54
* 13,7 roma; 27 MyX9uH 1 18 >XKeHIITNH).

JwnarHo3 BAC ocHOBBIBajicS Ha aHaIM3e KIMHUKO-
BJIEKTPOHEPOMHUOTpadUISCKIX TaHHBIX IT0 YTOUHEHHBIM
B1b-DcKopuanbcKuM Kputepusim (Brooks, 2000) ¢ anro-
putMoM Awaji-Shima: Hajiuuue y mauveHTa MPU3HAKOB
COYETAaHHOTO MOpakeHMs LIEHTPAIBHBIX U epudepmae-
CKMX MOTOHEHPOHOB Ha 3 YpOBHSX M3 4 BO3MOXKHBIX
(CTBOJ MO3Ta, MIEHBIN, TPYTHOU U TIOSICHUYHBIN OTAEITBI
CITMHHOTO MO3I'a), a TAaKXKe HEYKIIOHHO ITPOrPeCcCHpyIoIee
TeUeHMEe 3a00JIeBaHNSI, KOHCTATUPOBAHHOE TIPU TMTHAMM -
YeCKOM Ha0JII0IeHUH B TeueHue 6 Mec.

OneHka GyHKIIMOHAJIBHOIO COCTOSTHUS MAIlMCHTOB
IIPOBOIMIIACH MO IIKaJIe HapymeHuit hpyHKkmuu mpu BAC
(ALSFRSR — Amyotrophic lateral sclerosis functional
rating scale revised,1999), KoTopast TO3BOJISET IIpOaHa-
JIM3UPOBATh TMHAMUKY IIPOTPECCUPOBAHMS 3a00JICBaHS
IMOCPeACTBOM (PYHKIIMOHAJIBHBIX BO3MOXKXHOCTEH TTaIlH-
eHTa 1o 12 myHKTaM: pedb, CaIMBaIlUsl, TJIOTAHUE, ITNCh-
MO, TIpYeM THIIN U UCITOJIb30BaHME IMTOCYIHI, OJ¢BaHUE
W TUTHEHA, MOBOPOTHI B TOCTENIM, XOmbh0a, MOXBEM
10 JIECTHUIIE, ObIXaHWEe, OPTOITHO3, pPeCIIMpaTOopHAs
HenoctaroyHocTh. Ouenka mo ALSFRSR wHa momeHT

BKJIIOYEHUST B OCHOBHOM Tpymrie coctasuia 32,4 = 6,9
Oasna.

OMI BHITTOTHSUIM Ha TUaTHOCTHYECKOM KOMILIEKCE
VikingSelect, Nicolet (CIIIA). ¥ Bcex malleHTOB OIICHM -
BaJINCh CKOPOCTHBIE M aMILIATYIHBIC XapaKTePUCTUKU
MOTOPHBIX I CEHCOPHBIX HEPBHBIX BOJIOKOH TSI MCKITIO-
yeHus nmomHeBponaTun. C 1ebi0 BeprupUKaIun Iopa-
JKEeHUsI HIDKHETO MOTOHEHPOHA ITPOBOIMIIACH UTOJTbYATAST
OMI m. biceps brachii, T9—12 mm. paraspinales, m. vastus
lateralis, m. tibialis anterior.

V3U M BeImorHsuiK Ha anmmapate Pro Focus 2202
(B-K Medical, CIIIA) ¢ IBETHBIM ¥ CIIEKTPATBHBIM JOTI-
IUIEPOBCKUM pexknMoM. CKaHUpOBaHUE IIPOBOIMIN
B B-pexume nuHelHBIM gatdynkom 8—12 MIii cumme-
TPUYHO C 2 CTOPOH IIPY IIOJTHOM PAaCCIa0JIeHUM MBIIIIT
B ITOJIOXXCHNH TALIMEHTA JiexXa Ha ciiuHe. [1pu aToM Ka-
JKIasT MBIIIIIa CKAHNPOBAJIACh B IIOTIEPEYHOM Cpe3¢ B 30HE
MaKCHMAaJIbHOTO IIOIIEPEYHOro auaMerpa B TeueHue 60 c.

C 1enbio BEISIBIICHUS (DaCIIUKYJIISIIN, KaK XapaKTep-
HOTO IIpU3HAaKa ITePeTHEPOTOBOTO IMOPaXKEHUSI, HAMU ObLT
pa3paboTaH IMpoTOKOI Y3 U KITF0UeBBIX MBIIIIII, TIPEICTaB-
JISTIOIINX OCHOBHBIE CETMEHTHI JUIMHHHWKA IIepeOpoCcHu-
HaJTbHOU ocH. 715 omipenesieHrst MOTOPHOI MHHEPBAIUU
KOHEYHOCTEH 1 TyJIOBHIIAa MBI 6a3upoBainch Ha CTaHmap-
TaxX HEBPOJIOTMYECKON KiIacCUGUKAIIMU UIST OOJBbHBIX
C TOBpEeXIeHWEM CIHMHHOTO Mo3ra (American Spinal
Injury Association — ASIA, 4-s pemakiust, Bepcust 1996 1)
[3]. Y3U npoBoamim B pocTpaabHO-KayJaJbHOM HarpaB-
JeHnu 110 10 KIIFOYeBBIM MBIIIIAM, IIPEACTABIISIOIINM
COOTBETCTBYIOIINIA MHOTOM C KaXKIOI CTOPOHBI:

C5 — crubanme B 10KTe (m. biceps, m. brachialis);

C6 — pasrubaHue KUCTH (m. extensor carpi radialis
longus and brevis);

C7 — pazrubaHue B JIOKTE (m. triceps);

C8 — crubarenu mnaneues (m. flexor digitorum
profundus), OLIECHUBAIOTCS 10 CTUOAHUIO TUCTATBLHOM (hba-
JIAaHTH CPeIHETO TaJjIblia;

T1 — orBenenme musuHLIA (m. abductor digiti minimi);

L2 — crubanme 6enpa (m. iliopsoas);

L3 — pasrubanue B KojieHe (m. quadriceps);

L4 — teuthHOE crubaHme CTONH (. tibialis anterior);

L5 — pasrubanue OobIIoro mmanplia (m. extesor
hallucis longus);

S1 — crubanme cTOIIBI (m. gastrocnemius, soleus).

JOomoTHNUTEIFHO UCCIIeI0BAIICH MBIIIIIIHI TMadparMbl
pTa ¥ 11ev, ”HHEPBUPYeMbIe KaylaJIbHO TPYTIIOi Yepern-
HeIX HepBoB (YH): rpyamHO-KIFOYMYHO-COCILIEBUIHAS
meimma (11 YH, C2 — C4), nBybopromrHas mbima (5, 7
YH), yemocTHO-nIoaBsA3bIYHAS MBI (5 YH), Tpamerm-
epunHas Meimma (11 YH, C3 — C4), 9To mo3BoJIsIO KOC-
BEHHO OLIEHUTh COCTOSTHE MOTOHEPOHOB CTBOJIA MO3Ta
(puc. 1, 2).

7151 00BEKTUBU3ALMY BOBJICUCHUS B TTATOJIOTTYCCKUIA
TIpoliecC TPYAHBIX CErMEHTOB MpoBommin Y3HW TpsMbIx
MBIIII XWBOTA U ITlapaBepTeOpabHBIX MBIIII CITMHBI
Ha ypoBHe T2 — L5.
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Puc. 1. Pacnonoxcenue damuuxa npu Y3H moiuy ouagpaemor pma

o[ingua

Puc. 2. Y3U mouuy duaghpaemsr pma (ee cmpoenue): 1 — m. digastricus;
2 — m. mylohyoideus; 3 — mm. genioglossus, geniohypideus

Tak Kak OCHOBHOM 3amadeil HaIIero MCCIeHOBaHUS
SBJISITIOCh YTOYHEHME TeHepaIn3alliy TepeIHePOroBOro
MopaXXeHWsI, Ha JAaHHOM JTare aHaJu3 BBIPaXKEHHOCTU
dacuuKyaauuii B KaXmoi M3 MCCIeIOBAaHHBIX MBIIII]
He npoBoauiicd. TeM He MeHee IS TTOCJIeayIoNIei paboThI
B 5TOM HaIIpaBJIeHUN MbI BBIICISIINA CIEAYIOIIE CTETIEHN
BBIpaXXCHHOCTH (pacumKyssiimii: 0 — HeT (pacIImKyIISIIINiA;
I — equAMIHBIe penkue dacuukysaoun (< 10 3a BpeMst
nccnemoBanms); 11 — ymepernoii crerrenn (10 mo 30); 111 —
yacThle aciukyasium (> 30 3a BpeMs UCCIIeIOBAaHUS).
JIOTIOMHUTENLHO KOHCTATUPOBAJIM HaJIW4YMe U BBIpaskeH-
HOCTb MBIIIEYHO# aTpodnu, TTOBBIIIEHNE 3XO-TI0JTOXKM-
TEJIbHOTO CUTHAJjIa, HapylleHe CTPYKTYPHOCTUA MBIIIIeY-
HBIX BOJIOKOH.

Bo u3bexaHue omMOOK IpU NPUMEHEHUU JAaHHOIO
METOJia HEOOXOAUMO TTOMHUTD, YTO CHIKEHWE VJTU TTOBBI-
IIEHNE 3XOTeHHOCTU MBI MOXET OBITh OTMEYEeHO

P4 OTKJIOHEHUHU yIJIa CKaHUPYIOollero aarduka ot 90°.
IMosToMy ciemyeT NpUAEPKUBATHCS BBIIIEYKA3aHHOTO
MPOTOKOJIA UCCIE0BAHUS.

B onpeneaeHHBIX YCIOBUSX MOTYT PETHCTPHPOBATHCS
(bacLMKyISLMY [IPY OTCYTCTBUU COOTBETCTBYIOLLIEH I1ATO-
Joruu. JlaHHbBIE U3BMEHEHUSI MOTYT OTMEYaThCS IIPU IPK-
eMe aHTUXOJIMHACTEPa3HbIX IIpernaparoB, HeiipoMeTabo-
JMYecKoil Tepanuu. s mnpenoTBpallieHUs] daHHBIX
OLIMOOK TPeOYyIOTCs TLIATEIbHOE U3yYeH e aHaAMHe3a 3a-
OoJieBaHMSI, MCKJIIOUEHUE HAJU4YUs MeTaboIUYeCKUX
WM TOPMOHAIbHBIX HAPYILIEHUI, HAIIPUMED TUIIePTUPE-
03a, ¥ COITYTCTBYIOIIECH MeINKAaMEHTO3HOM Teparnn, OT-
MEHa IIpernapaToB, ITPOBOIMPYIOIMNX (ACIMKYISIINN,
noBTopHOe Y3 MbIIIIII [TaliMeHTa IPOBOAUTCS HE MEHEE
yeM uepes 24 4.

Pesynbmambl

IMocne oKOHYAHMSI TUATHOCTUYECKOTO IMOMCKA pac-
npeaenaeHue 150 manreHTOB ¢ epeIHepOroBhIM IMopaxe-
HueM ObL10 creaytommum: 126 (84 %) nmauuentos ¢ BAC,
11 (7 %) — naurenToB ¢ CMA (6e3 yrouHeHust GOpMbI),
13 (9 %) — ¢ LIM. BospactHas u reHaepHasi CTPyKTypa

IIpeacTaB/ICHA B T3.6J'[I/I]_[C.
BospacmHuas u eendeprnas cmpykmypa uccaedyembix nayueHmos

BospacTt, mennana

Hos3oaorus (25 %; 75 %) Myx/xeH, adc.
BAC 57 (49; 63) 77/49
CMA 36 ([31;47) 10/1
oM 58 (53; 63) 6/7

Tpumenanue. Onucanue 603pacma 6biNOAHEHO 8 HENAPAMEMPUHECKOM
hopmame 6 ces3u OMCymcmeuem HopMatbHOCMU pacnpedeneHus: Koau-
uecmeennvix oannvix (W-kpumepuii lllanupo — Yuaxa = 0,867,
p=20,0117).

Bo Bcex ciyuagx BAC neGioTupoBall ¢ aCUMMETpUY-
HOTO BOBJICUCHUS BEPXHUX 1/ MM HIKHIX KOHEYHOCTEIA:
arpodusaMu, ape3aMu, HeJIOBKOCTBIO ITPH BHITTOJTHEHUN
TOHKUX IBVDKEHMH, (hacUKyIIusiMy. Yalie BcTpedanrach
meitHo-rpyaHas dopma — 60 (47,6 %) maumeHToB, MOsIC-
HUYHO-KpecTLoBas popma — 32 (25,4 %), OyapbapHast
dopma — 29 (23 %) nauueHTOB, BLICOKAS U FeHEPAIN30-
BaHHast ¢hopmbl — 4 (3,1 %) u 1 (0,8 %) caydaii coOTBeT-
cTBeHHO. Kpammu mpeniiecTBOBaIM pa3BUTHIO MBITIEU-
HoW cnaboctu y 73,8 % mauwmeHTtoB. [Ipy mpoBeneHUM
OIWHAMUYECKOTO HAOMIONCHUSI BTOPUIHOE BOBJICUYCHHUE
OynbbapHOiT MycKyaaTyphl y mauneHToB ¢ BAC 65110 0T-
meueHo B 100 % cnyyaeB HE3aBUCHMMO OT IIEPBUYHOIO
oJara BOBJICUCHUS B BUIIe TUIOTPO(DUH SI3bIKa, (DACIIUKY-
TSI, N3MEHEHUS BEIPAXKeHHOCTH TJIOTOYHOTO pedIiek-
ca. B HeBpoIornyecKom craTyce OTMEUaINCh CMEIIIaHHBIC
Tape3bl ¢ COYETAHNEM BEICOKHX CYXOKMIbHO-TIEPHUOCTAITb-
HBIX pe(IEKCOB C MpOrpeccCUpyloleil THUIIOTpoduei
MBIIII] KOHEYHOCTEH, TTaTOJIOTMISCKIMM 3HAKaMU.

I1pu LIM B cTaTyce oTMe4aarch CMELIaHHbIE aCUMMeE-
TPUYHBIC TTape3bl K aMUOTPOGUM BEPXHNX KOHEUHOCTEH,
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MMpaMUIHAsI HETOCTaTOYHOCTh B Horax. KimHmueckast
KapTHUHA XapaKTeprU30BaIach OTCYTCTBHEM IIPOTPECCUPO-
BaHUS B TEYEHUE MTOCIEAHUX 6—12 Mec. Y Bcex malueHTOB
ObUIM BBISIBJICHBI HEWPOBU3YAIM3AIIMOHHBIC IMPU3HAKU
CTeHO3a Ha YPOBHE IICHHOTO OT/eIa IT03BOHOYHUKA, a B 4
CITyJasiX — Y4aCTKA MHUEJIOMAJTSIIIN.

Jrg manmeHToB co CMA ObIIO XapaKTepHO MPENMY-
IIECTBEHHO AMCTAJIbHOE paclipede/ieHNe BSUTBIX Iape30B
¢ amuotpodusamu. PernctpupoBaiicss MeIIEHHBIN TEMIT
nporpeccupoBaHust cuMnToMatnku. Jmarno3 CMA BbI-
CTaBIISUICSI Ha OCHOBAaHMHM aHajnW3a aHAMHECTHMYEeCKUX
W KJIIMHUKO-Helpodusnomornyeckux naHabix. JJHK-am-
arHOCTHKA He TIPOBOAMIIACE.

CorytacHO pa3paboTaHHOMY MPOTOKONY Y3U MbImi
OBLIO BEITTOTHEHO BCEM BBIIICOTMCAHHBIM ITAIlCHTAM.

Cpeny nalueHTOB C MePeaHEPOroBbIM YPOBHEM T0-
paxkeHMsI TeHepaIn3alns mporecca (BeISIBJIeHUE (paciim-
KISyl Ha 3—4 ypoBHsIX) ObUTa OTMEUYeHA TIPHU OBICTPOM
IIPOTPECCUPOBAHNY TIATOJIOTUIECKOTO TIpoIiecca, B TO Bpe-
MSI KaK NpW MEUICHHO HapacTalolleil CHUMITTOMATHKE
HabJroAanach B HEOOJIBILIOM Unciie ciiydaeB. Tak, reHepa-
Jm3anns GacIUKYJISINI 110 MBIIIIIAM TYJIOBUIIA M KOHEU-
HOCTE, OTHOCSIIUXCS K MUOTOMAaM IIIEITHOTO, TPYIHOTO
W TOSICHUYHO-KPECTIIOBOTO YpPOBHEH, OBLIa BEISIBJICHA
npu Y3U y 122 (96,7 %) naunenton ¢ BAC: y 9 (7,4 %)
npeobaananu dacuvikyasiuu I crenenu, y 49 (40,2 %) —
II crenenu, yactele pacuukynguuu 111 cterienn BuISIBIS-
nuck y 64 (52,5 %) nauuenroB ¢ BAC. Ilpu o6pabotke
MMOTyJYeHHBIX TIpH Y3 W JaHHBIX BBISIBIICHO, UTO B TUITOTPO-
¢$UpOBaHHBIX MBIIIIIAX TPV HATUINN BEIPAXKECHHOTO Ta-
pe3a WIN IJIETUH OTMEYAINCh CHIDKEHUE CTPYKTYPHOCTH
¥ TIOBBIIIEHNE 3XOTeHHOCTH MBI, [Ipu 3ToM Ha ¢doHe
BBISIBJICHHBIX M3MCHEHUM B MBIIIIAX (PaCIUKYIISIINN
WJIN He OTIPENe/IsUINCh, MUIH OTMEYaIuch | crermeHu BeIpa-
xxeHHocTd. [Ipy yTouHeHMM aHaMHe3a MallMeHTHI MOI-
TBEpAWJIN, YTO Ha HAaYaJIbHBIX 3TaraxX 3a00JIcBaHIS NMEH-
HO B 3TUX MBIIILAX OHU OLIYIIAJIU IOAEPruBaHUs,
KOTOpBIE CJIemyeT paccMaTpMBaTh KakK (PacLMKYIISIINU.
Takum 06pa3oM, UMEHHO 3TH MbILILbI ObUTU KJIIOYEBBIMU
B 1e010Te 3a00JieBaHUs. Mcxonst n3 IpaKTUIeCKOro HaKo-
IUTGHHOTO OIThITAa HAaMU YCTAHOBJICHO, YTO TECTHPYEMbIC
MBIIIIIBI TIOABEPTarOTCs aTpo(UI B pa3HOI CTEIICH! U pa3-
HOI1 BpeMeHHOU TocieaoBaTeIbHOCTH. [103TOMY TIpH BBI-
SIBJICHNU DacCIMKyJISIINI B 60JIee COXpaHEHHBIX MBIIIIIAX
¢ 00erx CTOPOH Ha KaxmoMm u3 3 (IeWHBIN, TPYyIHOIA,
MMOSICHIYHO-KPECTIOBBII) WX 4 ypOBHEH (C yI4eTOM OYIb-
0apHOI MYCKYJaTyphl) MBI ITOATBEPXXIAIN TeHEPaTU30-
BaHHBIN XapakTep pacnpeaeneHus hacuuKyIsSIui.

VY GonblIMHCTBA MALUEHTOB CO cnoHaAuaoreHHon LM
n CMA pacripeneneHne pacuKyIsIyii HOCHIO CeTMEeH-
TapHBIN XapakTep. I[eHepann3oBaHHBIC (aCIUKYISIINN
OobTM oTMeveHBl v 1 manuenTa ¢ CMA ny 1 — ¢ LIM.
BrisBiieHre TeHepaIn30BaHHBIX, HO IMHUYHBIX MBITIICT-
HBIX pacumkymsauuii I crenmenn y 1 mammenTa co CMA
OOBSICHSIOCH TOCAEA0BATEIbHBIM BOBJICYEHUEM MBbIIIILL
BEpXHUX M HIDKHUX KOHEIHOCTEH. Permcrpaius reaepa-

JIM30BAaHHBIX (pacuKynsanuii B 1 ciygae LIM, BeposiTHO,
ObLTa CBSI3aHA C BBISIBIEHUEM PACITPOCTPAHEHHBIX IETEHE-
pPaTUBHBIX CTEHO30B Ha IIEWHOM U TTOSICHUYHOM YPOBHSIX
C HAIMYMEM TIOJINCETMEHTAPHOM COOTBETCTBYIOIEH K-
HUYECKOUN CUMIITOMATUKH.

[Tpu obcnenoBanmy 45 3MIOPOBBIX UCTTBITYEMBIX TOJIBKO
y 5 nmpu Y3U mbIi o0HapyKeHbl eTMHUIHBIE (aCcIIUKYy-
JIAUu, B | —2 MPOKCUMAaTbHBIX MU AUCTATHHBIX MBIIIITIAX
OITHOW M3 KOHeYHOoCTel. [eHepann3oBaHHBIX (haCIIUKYJIsI -
LIWiI1 He BBISIBIIEHO HU B OAHOM ciydae. [Ipy yrouHeHun
aHaMHe3a 3 UCTIBITYEMbIX OTMETIIIN 3HAYUTENbHYIO (DU3M-
YeCKyI0 Harpy3Ky HakKaHyHe, 2 — MPUHUMAJU 3aMeCTU-
TEJIBHYIO TEPATTUIO 110 TOBOAY AUCHYHKIINY IIUTOBUIHON
xkene3nl. [Ipy moBTOpHOM OcMoOTpe 6e3 mpuemMa ropMo-
HaJIbHBIX TIPETapaToB W (hU3UYECKOTO TEepPEyTOMIIEHUS
(bactukynsIMy He PETUCTPUPOBAINCH.

Kaunuueckoe nabarooenue

boavuas JI., 1953 e.p., nocmynuaa 6 nesponoeuueckoe
omdenenue PHIII] neeponoeuu u vetipoxupypeuu ¢ s#caroba-
MU HA c1ab0CMb U CHUMICEHUE MACChl MblUY, 8EPXHUX KOHeY -
Hocmeil, boee gbipadicenHoe 8 NPagoil pyke, 604U 6 WellHoM
omaene nosgonoyHuxka. Cuumaem cebs 601bHOL 0k010 9 Mec.
Jlebrom 3ab6onesanus — co crabocmu u HEA08KOCMU 8 NANb-
Yax npaeoil pyku, ¢ NOCAe0yiowum npucoeoutenuem caabo-
cmu 8 1egoll pyke, noxyoeHuem muiuy, pyk. B anamuese —
Xoauyucmakmomus 5 rem Ha3ao.

Heasponoeuueckuii cmamyc npu ROCMynieHuu: adekeam-
Ha, KOHMAaKmMHa, opuenmuposana npasuavho. YH — 6e3 oco-
benrnocmell. Peuv He uzmenena. Ampoguu moimy, niewe6oeo
nosica, ymepenHole eunompouu mviy, pyk. Buzyassro eou-
HUYHble acyukyrayuu @ obnacmu 0eabmoBUOHbIX MblUlY.
Cuna 6 npoKcuManbHbix omoeaax pyk chuxcena do 3,5 6anna
cnpasa, 4 6a1106 cresa, 8 KUCMAX CUMMEMPU4HO 00 3 6a1108.
Cuna moiuy, Hoe He uzmenena. CyxXoxucunbHO-nepuocmanbHole
pedhaexcot ¢ pyk: evicokue D > S, namonoeuueckue pegaexcol
Slkobcona — Jlacka c 2 cmopoH; 6 Ho2ax: KoAeHHble U aXUAN0-
bl peghnexcel dcussle. [lodowsennble peghaekcol bi36186aI0MCSL.
Ilamonoeuueckux cmontsix peghnexcoe nem. Yyecmeumens-
HbiX Hapyulenull Hem. Koopounamopuas gyHKyus coxpamena.

B obwekaunuveckux anasuzax Kposu u mo4u — 6e3 na-
monoeuu.

DneKkmpoKapouospamma: pumm CUHYCOBbLIL, peyAspHblil,
yacmoma cepoeuHsix COKpauenuii — 72 y0/MuH, HOpMAanbHoe
nosoceHue anekmpuyeckol ocu cepoya. llpusnaxu eunep-
mpoguu 1e6020 Jicenydouka.

AHanu3 cnuHHOM032060i Jcudkocmu: becygemuas, npo-
3paunas, odbwuti benox — 0,27 2/, entokosa — 3,03 mmons/n,
yumos — 2/3, aumgpoyumot — 2.

Buoxumus kposu 6 npedesax Hopmbl: 00wl besox —
62,7 e/n, mouesuna — 6,0 MMOAb/A, KpeamuHuH —
60 mKMmons/n, xonecmepur — 4,3 Mmons/n, mpueruuepudol —
1,3 mmons/n, burupybun obwuii — 9,5 mkmons/n, busupyour
ceszannblil — 1,9 mxmons/n, enokoza — 4,6 Mmonas/a, Ha-
mputi — 140 mmons/a, kasuit — 4,0 mmonsv/n, acnapmam-
amunompancgpepasza — 15 U/L, ananunamunompancpepa-
3a — 20 U/L, kpeamunghocgpokunaza — 150 U/L.
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Puc. 3. Cxema evinoanenus (a) u ppaemenm Y3HU m. biceps brachii (6) na-
yuenma ¢ BAC uepes 3 mec nocae nosigaenus cuMnmomos 3a601e6anHus

Peakyus Baccepmana — ompuyamenvhas.

Y3HU cummempuutbix Karouesbix mbluiy: yacmeoie pacyu-
kyaayuu Il cmenenu evipaxcenHocmu 6 0eabmo8uUOHOU
u dsyenaeoil moimyax naey (C5), pazeubamensx kucmeii (C6),
mpexenasvix mviuyax (C7), mouumyax xucmeii (C8 — TI),
napagepmeOpanvhbix mvluyax cnunsl; 1 cmenenu — caeea
6 uemolpexenagoil moiutye bedpa (L3), nepedueii 6orvuiebdep-
yoeoii mviuye (L4), OauHHbIX U KOPOMKUX NOOOUIBEHHbIX
ceubamensix cmonst (L5 — S1). Boisenennvie gpacyukyrsyuu
HOCAM 2eHepalu308anHbLil XapaKmep, YMo ceUOemenbCmay-
em o nopaxcernue I[IMH na 3 yposeusx cnunnoeo mosea (weti-
HbLil, 2pYOHOIL, NOSICHUYHO-KPeCMU08blil 0maoenst).

Dnekmponeiipomuoepagus (DHMI): namonoeus
Ha ypogHe NnepeoHepo2o8biX CMPYKMYP CHUHHO20 MO032d
Ha ypoeHe WeliHbIX U NOSICHUMHO-KPEeCMY08bIX CE2MEHMO08.

Kaunuueckuii duaenos: BAC, weiino-epyonas ¢opma,
CMEUWAHHbLIL YMEPEeHHblIl 6epXHULL napanapes.

IIpu nosmoprom ocmompe uepe3 6 mec napocaa carabocme
6 KOHeYHOCISIX, BbIPANCEHHOCMb aMUuompoduil Kak ducmanb-
HbIX, MAaK U NPOKCUMAAbHBIX OMAeN08, NPUCOCOUHUAUCD 3a-
mpyOHeHUsl npU pa3eo8ope, NONEPXUBAHIUEe NPU npueme RUUU.
Ilpu nposedenuu Y3U OdonosnumenvHo Obliu 6bl61eHbI
Gacuyurkyrayuu 6 mvluyax ouagpaemol pma.

Ha puc. 3, 4 ompasxcena ounamuxka npoepeccupyroujeti
2unompoguu ¢ ympamoii 3xX0-cmpyKmypHoCmu U ycuneHuem
9X0-n0A0dCUMenbHoeo cueHanra npu Y3U na npumepe m.
biceps brachii.

006cyxneHue

B Hopme B pacciabieHHoM Mbltie mpu DMI o6b19HO
PETUCTPUPYETCS OMOANEKTpUIeCKOe MOTIaHe. MEBITIed-
HBIE TIOJICPTUBAHNS MJIN U30JIMPOBAHHBIC (DACIIUKYIISIIINM,
HE COIPOBOXIAIOININECS HUKAKMMUA MHBIMUA HEBPOJIOTH-
YeCKUMU CUMIITOMaMH U U3MEHEHMSIMU O00BeMa MBIIIIII,
OIMMCAHBI ¥ 3M0POBBIX JIMII B MBIIIIAX TOJICHU, KPYTOBOM
MBIIIIIEC JIa3a W PEIKO HOCSAT IOCTOSHHBIN XapakTep.
DacIUKYISIIIAN — Pe3yIbTaT COKPAICHUS MBITIICYHBIX
BOJIOKOH, TIpUHAJJIeXalluX OAHOU ABUTraTeIbHOW €AUHU-
1Ie, YTO BHU3YaJIbHO IIPOSIBISICTCA OBICTPBIMU HEPUTMMNI-
HBIMU COKPAIICHUSIMHU CKEJIETHBIX MBI, KinAamaecku

Puc. 4. Y3U m. biceps brachii y nayuenmxu ¢ BAC. Jlunamuka npoepeccu-
posanus 3ab6onesanus uepes 9 u 15 mec om Hauana 3a601e6anus

3HAaYUMBbIe (DACIIUKYIISIIIAY MOKHO CITPOBOIIMPOBATH IEP-
KycCHeil MBIIIIIBI, a TakKe HaOIIomaTh WX IOSBICHUE
¥ YBEJIMYCHVE YaCTOTHI IOCIIe (PM3MISCKOI HAarpy3KH.
DacMKyISINHT SIBISIOTCS COCTABISIOIIMMU CUMITTO-
MokomIuiekca mopaxeHusi [IMH Hapsmy c mape3owm,
aTpodueii MBIIIIBI, CHIKEHHEM pPeIeKCOB 1 TIPEICTaB-
JITIOT CO0O0 e IMHMYHBIC HEPUTMUYHBIC pa3psiabl (OOBITHO
¢ gacrotoit MmeHee 1—2 [i1) moTeHIIMAIOB IeMUCTBUSI TPYIIIT
MBIIIEYHBIX BOJIOKOH, MHHEPBUPYEMbIX OMHUM MOTOHE-
poHoMm [4]. TIpu dacuUuKyIIUUSIX TALEHTH OOBIYHO
OIIYIIAIOT MBITIICYHEIC TIOASPTUBAHMSI, a TIPU UTOIBIATON
OMI B nokoe ooHapyxuBaoTcs [1P11, KoTophle He 0TI~
Ya[TCs 10 CBOMM ITapaMeTpaM OT ITOTCHIIMAJIOB IBHTA-
TEJIbHBIX €IMHUII ITPY IIPON3BOJILHOM MBIIIICUHOM HATIpsi-
XKeHuu. JlaHHBIA BUA CHOOHTAHHOW MBIIIEYHON
aKTUBHOCTH MOXET TeHEPUPOBATHCS Ha JIIOOOM YJIacTKe
TIMH or Tena 10 TepMUHAILHBIX TIJIACTUHOK HepBa. OT-
paxast cocrosinue [IMH, I[T®1 BctpewatoTcst Kak B HOpMe,
TaK ¥ TIpU IIMPOKOM CIIEKTPe HEpBHO-MBIIICUYHOI! ITaTo-
smoruu (BMH, nepudepudyeckre akcoHaaTbHBIE HEBPOTIa-
THU, PAIUKYJIONATUM), META0OJIMICCKUX HApPYIICHUSIX
(TumepTUpeOnAN3M), TP MpHeMe HEKOTOPBIX MEIUKa-
MEHTOB (QaHTUXOJWHEpPTrUYecKue Ipemapatel) [4, 5].
ITpu BMH perucrpanus [1®P11 pacieHMBaeTcs KaK Mpy-
3HaK IeHepBallMi, HO HE SBJISIETCS MAaTOTHOMOHWYHBIM
IUIST MTAaHHOM TaTojioTnu Ipu3HakoM. Breiasinenust [P
0e3 pervcTpaly TaKMX ICHEPBAIIMOHHBIX (DeHOMEHOB,
KaK TIOTCHUMANbl (UOPUIUISIIIUN W IIOJOXUTEIbHBIC
OCTpPBIC BOJTHBI, HEIOCTATOYHO TSI TTIOATBEPKICHMS TIPO-
rpeccupytoiero nopaxeHnus [IMH [5—7]. Tem He meHee
HaJIM9ye AeHEePBAaIlMOHHBIX (PéHOMEHOB IIPY MUOITATHSIX
pPa3IMYHOTO TeHe3a, a TakKXKe BO3MOXHOCTh Ha3HAYCHMUS
AHTUXOJIMHACTEPA3HBIX IIPerapaToB ¢ IpoBoKanueit [1dD1r
CO31aI0T JOIOJIHATENIbHBIC TPYAHOCTH B MHTEPIIpETalluN
MOJIYYeHHBIX pe3yIbTaTOB 00CIeqoBaHUM. TIaTeTbHBIN
cbop aHaMHe3a, TMHAMIYECKOe HAOTIOIeHIE, PEe3YIIBTaThI
OMOXMMUYIECKOTO aHAJIM3a ITOMOTAIOT YTOUHUTD THATHO3.
V33U wmbimn Hapsimy ¢ pyTMHHON DOMI mosBosser
BBISIBJIATh (DACHIMKYJISIIIUKA B MBIIIIAX, MHHEPBUPYEMBIX
MOTOHEPOHAMM CTBOJIA M CETMEHTAMM CITMHHOTO MO3Ta,
a TaKkKe IT0Ka3aTh TeHepaJU3alnio MPOoIecca M TEMIIBI
nporpeccupoBaHus 3aboneBanus. Mcnonb3oBanne Y3U
B Ka4eCTBe CITI0c00a BBISIBIICHUS (DACIIUKYJISIIINIA — TTOJIe3-
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HBII BCTIOMOTATEIbHBIN 1 JOCTATOYHO MH(MOPMATUBHBIN
METOM, TOBBIIAIINKA 3((HEKTUBHOCTh TUATHOCTHKU
BMH. Tak, B uccnemoBanuu S. Misawa 1 COaBT. OblIJia Olie-
HeHa ayBcTBUTENbHOCTE ODMI 11 Y3U B nuarnoctuke BAC
[8]. beut nccnemoBan 81 mammeHT (54 MyXYWHBI U 27
KeHIIMH) B Bo3pacte ot 30 10 86 jeT (cpeaHuii Bo3pact
65 5eT) mpu cpefHeil NaBHOCTH MOSBIEHUSI CUMIITOMOB
3ab0oneBanus 16 (ot 3 mo 30) mec. C MOMOLIbIO 3TUX Me-
TOIOB TECTUPOBAIUCh 6 MbllUL: mm. biceps brachii, |
dorsalis interosseous, T10 paraspinalis, vastus lateralis,
tibialis anterior. DMI'-3anmuch NpoBOAMIIACH B TeUdeHUE
He MeHee 30 ¢. PacuuKymsiny ObUT 00HApYKEHBI Y 71
(88 %) manuenTta mo OMI' 'y 79 (98 %) — nipu Y3U.
[1pu 3TOM BEISIBIICHHBIC pa3IMYYSI SIBISUIICH CTATUCTYIEC-
ku 3HaYUMBIMH (p = 0,02). B pe3yisraTe 4nciio malneHToB
C IOCTOBEPHO ycTaHOBIeHHBIM BAC 110 yTOYHEHHBIM DJTh-
DCKOPUATLCKAM KPUTEPUSIM C aITOpUTMOM Awaji-Shima
o nanHeIM DMI Bospocna ¢ 17 no 31 %, a mpu coBMecCT-
HOI oIlleHKe (QaCHUKYyISIUA I0 pesyiabratam OMI
u Y3U — o 53 %. [pu atom yBenmyeHue Ha 10 % (n = 8)
OBLTO OOYCIOBICHO TOTIOTHUTEIBHBIM BBISIBJICHHEM (pac-
UKYISIIUN B I3bIKe [8].

HobpokauecTBeHHbIE (HDACUUKYISILUAU HE PEIKOCTD,
10 COOOIIEHUSIM psiia aBTOPOB, OHM YaCTO BBISIBIISTIOTCST
ITOCJIe SHEPTUYHBIX (QU3NIECKUX YIpPaXKHEHUM, NMEIOT
TEHICHIINIO K 0oJiee BBICOKOM YacTOTe M BO3HUKAIOT
B OOBIYHO B OIIPEICICHHBIX MBITIICYHBIX IPYIIIaX, HAIIPH-
Mep B KPYTrOBBIX MBIIIIax a3 [4, 5, 9]. [To kpurepusm
Awaji-Shima pekomeHmyeTcsl yauTeiBaTh [1D11 Ci10KHOM
¢dopMbI, ogHaKo mpu TpoBeaeHUU Y3UM He BO3MOXKHA
muddepeHINPOBKa Mopdoaorn  QacuuKyISIINA.
IIpu stom K.R. Mills moka3zai, 4To 1 Tipu 100pOKaYeCcT-
BEHHBIX (PACIIMKYIISIIIASIX OTMeUaeTCsl Monda3HocThb hop-
Mmbl [10]. Tem He meHee Y3 U ciiemyeT MpUMEHSITh B Kaue-
CTBE IOITOJTHUTEIBHOTO MHCTPYMEHTA ISl TUATHOCTUKU
BAC 1ipm 06s13aTeTbHOM HaJUYWUY TTPU3HAKOB XpOHUYE-
CKOI1 AeHepBaly, BBIIBJIESHHON MpU urojpdatoi DMI
[11—-14].

KommuecTBeHHBIN MToAcYeT (hacHUKYISALNI He BceTma
KOPpPEeKTHO OTOOpaxaeT TSXKECTh IIaTOJIOTHH, TakK
KaK Ha paHHUX CTaIUsIX 3a00JIeBaHUST OTMEIACTCS ITOCTE-
MEHHOE YBEeJIMUECHNE YaCTOTHI (PAaCHMKYIISILINI C TIOCIIEY-
IOIIMM CHIDKCHUEM Ha MMO3THUX CTaINSIX OTHOBPEMEHHO
CO 3HAYUTEJIbHOU yTpaToil ABUTaTeIbHBIX HEUPOHOB [9].
DTU maHHBIC HAIILUTM KOCBEHHOE ITOATBEPXICHNE U B Ha-
mreif padore. MccmenoBaHme MBITIIIT SI3bIKA STBIISICTCST BasK-
HBIM B OMIPEIEJICHUN PAaCIPOCTPAHEHHOCTH ITOPAKCHMUS
MOTOPHBIX HelipoHOB. [Ipu 3TOM 9acTo OBIBaeT TPYIHO
OIpeNeINTh HATMIre (DacUKYIISILIMIL B CBSI3U CO CJIIOKHO-

1. 3aBanumuH U.A. BokoBoit amrorpoduue-
cKuit ckiiepos. M., 2009. 272 c.
2. Brooks B.R., Miller R.G., Swash M. et al.

World Federation of Neurology Research
Group on Motor Neuron Diseases. El Escorial
revisited: revised criteria for the diagnosis of

CTBIO TOCTVZKEHUSI TAIIMEHTOM ITOJTHOTO pPacClIabIeHMS
[15], ocobeHHO B MbIlILAX 3blKa WK AHA pTa. YacTtora
BBISIBJICHHST (DACIIUKYJISIIAI B SI3BIKE C IMOMOIIbI0 DMI
n Y3U mmpoko obcyxkaaeTcsd B HaydHO autepatype [8,
16]. Psng aBTOpOB IIpenrosaraloT, 4TO OTHOCHMTEJIbHAst
peakocth BbigBIeHUs I[P mpu DMI 1o cpaBHEeHUIO
¢ Y3U ob6bsicHgeTcd TeM, 4To npu Y3 U BBIIBISIOTCS (PU-
OpUISILMU, XapaKTepU3yloluecs: 0oablIeid pUTMUYHO-
CTBIO 1 YacToTOM. TeM He MeHee COBpeMeHHasI YIBTPa3By-
KOBas ammaparypa IIo3BoyisieT auddepeHIINPOBaTh
MMOABIDKHOCTD CTPYKTYp MBIIIEYHOM TKaHU B pa3Mepe
1o 0,1 MM B mmamMeTpe. BrisiBieHre aCHHXpOHHBIX TTOIep-
TMBaHWM MBIIIEYHON TKAaHW B AuaMeTpe 0ojiee 3 MM mo-
3BOJISIET apTYMEHTHUPOBATh MPUHAIICKHOCTD MX K (hacIIu-
KyJSOUSIM, BBISIBJICHHOW CIIOHTAHHONW aKTHUBHOCTHU
B A3bIKe [16].

B pabotax mo ontmMM3aMy BpeMEHU ITPOBEACHMS
nuroiabyaToii DMI 111 MocTOBEpHOTO BBISBIIEHUS (paciivi-
KYJISIIUI TOKa3aHo, 4To st BeissBiaeHus 1 [1D1 meneco-
obpa3Ho npomieHne peructpanyu 10 90 ¢, a st 5 [P —
nmo 180 ¢ [17]. Hampotus, maxe 30-CeKyHIHBIN TTepUOL,
ripu Y3 U 11o3BostsieT OOHApYKUTh GacuKyIsinun y 98 %
MMaIleHTOB.

B mpoBemeHHOM HaMM HCCIEIOBAaHMU IT0Ka3aHO,
yTo Y3 MBI IBISIETCS TOCTYITHBIM 1 IIPOCTHIM METO-
JIOM OOHapyXeHUsl (hacCUUKYJISIIUNA U OLEHKN TUHAMUKHI
MIPOTrpeCcCUPOBAHUS TTIATOJIOTMYECKOTO Tpoliecca. [eHepa-
Jm3anus GacIuKyIISIIINi, KaK Ipru3HaKa IepeaIHeporoBo-
TO TIOpaXXeHUsI, C BOBJICUCHUEM IJTMHHUKA IIepeOpOCITH-
HaJbHOM OCU Ha 3—4 ypOBHSIX, BbIsiBistIach B 96,7 %
cllydyaeB B OCHOBHOI rpymiie y manueHToB ¢ BAC. TTomy-
YeHHBIC PE3YJIbTaThl MO3BOJISIOT HCIIONb30BaTh Y3U
MBIIII B KaYeCTBE CKPMHUHT-METONA TIPU TTOA03PECHUN
Ha BAC m ¢ mocienmymoIMM HampaBiICHHEM MallleHTa
Ha DMI-06cnenoBaHue, a TaKKe KaK BCIIOMOTaTeTbHbBIN
METO]I, TTOBHIIIAIOIINIA TyBCTBUTEIFHOCTE DMI -1ccieno-
BaHUS B TP depeHINATBHON TMarHOCTUKE HEPBHO-MBI-
IIEYHOM TTaTOJIOTHH.

VY3U Mpin — 6e300J1e3HeHHAs, JIETKO BOCITIPOM3BO-
IuMasl U 1OCTYyMHas METOAMKA AJis1 OOJBLIIMHCTBA yupe-
XKIESHUIN 3MpaBOOXpaHEHMSI aMOYJIaTOPHOTO M CTaIMo-
HapHOro 3BeHbheB. KoMOWHAIMS VyIBTPa3ByKOBOTO
U BIEKTPOGU3NOIOTUICCKOTO METOIOB TUATHOCTHKU
TTO3BOJINT YCKOPUTD TUaTHOCTUICCKUI aJITOPUTM TIPH T10-
IO3PEHUHU Ha TTOpaXeHNe MOTOHEHPOHOB TIePEeIHUX PO-
TOB CIIMHHOTO MO3Ta, ITOBBICUTH YPOBEeHb UM G epeHIIN -
aJIbHOM TMAarHOCTUKW HEPBHO-MBIIICUHBIX 3a00JIeBaHUIA,
palMoHaibHee 1 U3bupaTesbHee ucrnonab3oBatb DHMI -
HCCJIeNOBaHUE.

amyotrophic lateral sclerosis. Amyotroph
Lateral Scler Other Motor Neuron Disord
2000;1:293—299.
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Oco6esHocmu meyenus CI'b B Poccuu: ananu3 186 cnyyaes

H.A. Cynonena', E.I'. Mouanosa?, I.A. Ipumuna', M.A. IInpanos!
'@I'BY «Hayunwiii yenmp Hesponoeuu» PAMH, Mocksa
2MTY um. M.B. Jlomorocosa

Konmaxmoi: Hamanvs Anexcandposna Cynonesa nasu2709@mail.ru

IIposeden pempocnekmuenbvlil anarus MeOUUUHCKoi dokymenmayuu 186 nayuenmoe c ycmauosaeHHbIM 0uaeHo3om cunopoma luilena —
bappe (CI'E), nabaodaswuxcs 6 PI'bY « Hayunwiit uenmp neeponroeuu» PAMH 6 nepuod ¢ 2000 no 2011 2. Y 6oavuiurncmea nayuenmos
(65 %) nabarodanoce maxceaoe meuenue CI'B, uckyccmeennasn eenmunayus aeekux (UBJI) nposodusace 19 % 6GoavHoim npodoadicu-
menvHocmoto 6 cpednem 21 (13; 48) dens.

Boiau omoenvro uzyuenvt opmot CI'b: ocmpas éocnarumenvhas demueaunuzupyrowas noauneiponamus (OBAI) (n = 141; 78 %)
U AKCOHANbHBIE — 0CMpast MOMOPHAS aKcoHanvHas Hesponamusi (OMAH), ocmpas momopHo-cencopras akconanrvhas Heeponamus (OM-
CAH), m.e. OMAH/OMCAH (n = 39; 22 %). Boisigaena cywecmeennas pasnuya 6 cesonnocmu (p < 0,05): OBIII ecmpeuanacs pagro-
MepHO 6 meuerue éceeo 200a, OMAH/OMCAH ¢ 46 % cayuaee eosnuxanu aemom. B 35 % cayuaee OBIII npedwecmeosana ocmpas
PecnupamopHas UpYCHas UHGeKyusl, aKcoHatbHuiM gopmam — duapes (36 %) (p < 0,05). Iocaednue npomexaru 0ocmogepHo msxicenee
OBJIII: UBJI nposodunacs 6 2 paza wawe (33 u 15 % coomeemcmeenno), ee npodoadcumensnocms ovira 6 6 paz 6orvute: 90 (46, 102)
u15(10; 21) cym (p < 0,05). Ilpu OMAH/OMCAH docmosepro msicenee He8poa0cUMeCKUi Crmamyc U UH8aAUOU3ayUs 8 OCIMpPOM nepu-
ode no wkanram NIS, MRCss, INCAT, R-ODS u bapmena, smu nayuenmol Xyxce omeeuarom Ha namozeHemuveckyro mepanuio (p <
0,05): 59 % ¢ nedocmamounwim 3¢hghexmom, no cpagnenuro ¢ 15 % npu OBJII1. HYepes noseoda borvuurncmeo navuenmos ¢ OBIII (84 %)
Xx00uau camocmosmenvto u moavko 16 % nepedeuzanuce ¢ noddepxckoi. lipu OMAH/OMCAH 6 smu jice cpoku meHee noaoeuHsl nayu-
enmog xoouau camocmosmensto (40 %), mpemo moeau nepedsueamocs ¢ noddepickoii (29 %) u noumu cmoavio xce (31 %) ocmasaaucey
0be308udiCceHbl.

Taxum o6paszom, evisienen psao ocobennocmeii CI'b 6 poccuiickoil nonyaayuu (pacnpedeienue nAyUeHmos no 603pacmy U noay 00UHa-
K060e, Gonbutas 00As AKCOHANLHBIX (POPM NO cpagHeruto co cmpanamu Eeponst u Amepuxu), 00HaKo GOALUUHCIMEO XAPAKMEPUCTIUK
He OmAUHaAOmest Om MUPOBbIX OAHHBIX.

Karouesnie caosa: cundpom luitena— bappe, ocmpas ocnasumenvras 0emMueauHu3upyouas noAUHelponamus, 0cmpas MOmMopHAs akco-
HAAbHAA HeBPONAamus, 0CMpas MOMOPHO-CEHCOPHAS AKCOHAAbHAA He8PONAmuUsl, AKCOHAAbHAA He8PONamus, mpuzeep, NPoGOUUPYIOUULL
gaxmop, maxcecms, ¢ppeKmusHocms mepanuu, 0CCMaHoBAeHUe

The specific features of Guillain—Barré syndrome in Russia: Analysis of 186 cases

N.A. Suponeva', E.G. Mochalova®, D.A. Grishina', M.A. Piradov’
! Research Center of Neurology, Russian Academy of Medical Sciences, Moscow
2 Moscow State University named after M.V. Lomonosov

The medical records of 186 patients diagnosed with Guillain-Barré syndrome (GBS) who had been followed up at the Research Center of
Neurology, Russian Academy of Medical Sciences, in 2000 to 2011 were retrospectively analyzed. Most (65 %) of the patients had severe
GBS; 19 % of the patients were on mechanical ventilation (MV) for an average of 21 (13; 48) days.

The forms of GBS, such as acute inflammatory demyelinating polyneuropathy (AIDP) (n = 141; 78 %), and axonal variants, such as acute
motor axonal neuropathy (AMAN), acute sensorimotor axonal neuropathy (AMSAN), i. e. AMAN/AMSAN (n = 39; 22 %), were studied
separately. There was a significant difference in the seasonal prevalence (p < 0.05). AIDP was encountered evenly throughout the year;
AMAN/AMSAN occurred in 46 % of cases in summer. AIDP was followed by acute respiratory viral infection in 35 % of cases; diarrhea was
by the axonal forms in 36 % (p < 0.05). The axonal forms ran a severer course than AIDP: MV was performed twice more frequently (33
and 15 %, respectively); its duration was 6-fold longer: 90 (46, 102) and 15 (10; 21) days (p < 0.05). AMAN/AMSAN was characterized by
a severer neurological status and disability in the acute period, as shown by the NIS, MRCss, INCAT, R-ODS, and Barthel scales; these
patients showed a poorer response to pathogenetic therapy (p < 0.05): 59 % with an insufficient effect; 15 % of those with AIDP. After six
years, the majority (84 %) of the patients with AIDP walked alone and only 16 % were assisted. In the same period, less than half of the
patients (40 %) with AMAN/AMSAN walked alone and a third (29 %) could move with assistance and almost the same percentage (31 %)
could not walk.

Thus, a number of specific features of GBS were found in a Russian population (equal age and sex distribution; a larger percentage of the
axonal forms than in European countries and the United States); however, the most characteristics did not differ from the global data.

Key words: Guillain—Barré syndrome, acute inflammatory demyelinating polyneuropathy, acute motor axonal neuropathy, acute senso-
rimotor axonal neuropathy, axonal neuropathy, trigger, precipitating factor, severity, therapeutic effectiveness, recovery
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BsepeHue

Cunnpowm linitena — bappe (CI'b), wim octpas ayro-
WMMYHHasI TIOJIUPAINKYJIOHEHPOIIaTHsI, B HACTOSIIIICE BPe-
M1 SIBJISICTCS] CAMOI YaCTOM TIPUIMHOM OCTPBIX TTeprepr-
YeCKUX Mapajndeii BO MHOTHX CTpaHaxX MUpa, B TOM YHCIIE
n B Poccum [1, 2]. ExxeromHo B Mupe CI'b mepeHocaT
B cpenHeM 0,4—4 yemoBeka Ha 100 Toic. HaceneHus [3—6].
3abojieBaeMOCTh B cTaHmapTHOM pernoHe Poccum (SIpo-
caBcKast 001acTb) coctapisteT 1,8 Ha 100 ThIc. yemoBek [7].

B 3aBUCHMOCTH OT TOYKHM MIPHUIIOKEHUST ayTOMMMYH-
HO¥I aTaky BeIIeNSIIOT 3 ocHoBHBIE (hopmbl CI'B: ocTpyro
BOCHAIMTEIBHYIO JeMHUESIMHU3NPYIONTYIO OJIMHEHpOoITa-
o — OBJIT (70—80 % caydaeB B mupe, a B EBporne
u CeBepHoit Amepuke 10 95 % [4, 6, 8]), ocTpyio MOTOp-
HyI0 aKCOHalbHyl0 HeBpomatuio — OMAH (10—15 %
B MHpPE) M OCTPYI0 MOTOPHO-CEHCOPHYIO aKCOHAJBHYIO
nesponaruio — OMCAH (1o 5 %). JIBe mocieaHue 4acto
OOBECIVHSIIOT B OOHY TPYMITy aKCOHAJIbHBIX (DOpM, TakK
KaK CUMTACTCS, YTO OHM SIBJITIOTCS Pa3HOM CTECITEHBIO
MIPOSIBJICHUS OHOTO U TOTO K€ TTAaTOJIOTHTYECKOTO COCTO-
ssaus [9]. [1o maHHBIM SMTMAEMUOIOTUISCKUX UCCIIeA0BA-
Huii, B AAmonnu, Kurae n KOxHoit AMepuke akcOHaJIbHBIE
dopmBI pa3BUBaIOTCS ropasmo dJairie, uyem B EBpome, —
1o 30—47 % Bcex ciyuaes CI'b [3, 9, 10]. Apyrue ¢popmbl
CI'b (cunopom Mumnepa ®Puiiepa, ocTpasi TaHIN3aBTO-
HOMMSI, (paprMHIO-1IepBUKO-OpaxuaibHas opma U ap.)
BCTpeYaroTCs KpaiiHe penko [3, 4, 12]. IIpencraBieHHOCTD
pa3HBIX (DOPM B POCCUMCKON MOMYJISIIIUN IO HACTOSIIIIETO
BpEeMEHHM He M3y4YeHa.

Knnanueckuit cumnromokoMruieke rmpu CI'b Bkitio-
YaeT B ceOsI IMPOTrpecCUPYIONINE IBUTATEIbHBIC U IyBCTBU -
TeJIbHbIC HApYIICHUS B BUIE Nepu(epUIeCKUX Iape30B
PYK M HOT, YyBCTBUTEJIPHBIX HAPYIIICHUI B KOHEUHOCTSIX
u 60J1eBOro cMHApoMa. B Kaxkmom 3-M ciydae pa3BUBacT-
¢ TsiKeJast hopMa 3a00JIeBaHMSI C HAPYIIICHUEM XOIbOHI,
KaxX bl 4-i1 00JbHOI TpebyeT MpoBeaeHUS NCKYCCTBEH-
Hoit BeHTWwIsiiny Jierkux (MBJI) n3-3a BoBieuyeHNs B Ia-
TOJIOTMYECKU MPOLIECC AbIXaTeIbHON MYCKYIaTyphl [1, 5,
13]. B 60abIIMHCTBE ClTy4aeB pa3BUTHUIO HEBPOJIOTMYECKOM
CHMIITOMATHKY MPEIIICCTBYIOT Pa3IMYHbIC MH(PEKITMOH-
HbIe 3a00JIeBaHNs, B 2/3 ciIydaeB 3TO OCTpast pecImparop-
Has BupycHasa nHbexumst (OPBW) unu ractposnTepwr |3,
6, 13]. Hauusix o tpurrepax CI'b, cremenu TsoKecTH
60bHBIX, 0cobeHHOCTIX TeueHust CI'b cpeny manmeHTOB
B Poccum Ha cOBpeMeHHOM 3Tarie HeT.

CI'b xapakrepusyercss MOHOMDA3HBIM CAMOOTPAHNIM -
BaloIIMM TedeHHeM. HecMOTps Ha TSKeCTh TCUCHMS
B OCTPOM Iepuoze, Y 6oJbIurHCTBa 001bHbIX (60—80 %)
HaOJIfomaeTcsl TOJIHOE BOCCTAaHOBIICHUE IBUTATCIBHBIX
(GYHKIMI ¥ XOPOIINA OTBET Ha MATOTEHETUUICCKYIO Tepa-
o (Kypc MPOrpaMMHOTO BBICOKOOOBEMHOTO TIa3Made-
pesa Wih BHYTPMBEHHOTO MMMYHOIIOOyIMHA Kitacca G)
[1, 6, 14]. Tem He MeHee MPOBEAEHHUE CITELUDUIECKOTO
JICYEHUST 3TOTO 3a00JIeBaHMSI HEOOXOIUMO B MEJISIX IIPEao-
TBpAIIEHUS ITPOTPECCUPOBAHMS 3a00JIEBaHMS IO CTCIICHU
[JIyOOKOTO TeTpamnapes3a 1 mape3a IbIXaTeIbHON MyCKya-

TypbI, KOTOPOE MOXET ITOBJIEYD 3a COO0I KU3HEYTPOKAIO-
e ocioxHeHud [1, 6, 13]. Kpome Toro, Kak moxkassiBaeT
MPaKTHKA, y 9aCTH OOJBHBIX HA0OII0MaeTCsS HEIOCTATOUHO
XOPOIIMIA OTBET Ha TEPaIio, a y HEKOTOPHIX JICUCHHE BO-
Bce OKa3bIBaeTcst HedhGeKTUBHBIM. OCOOCHHOCTH OTBETa
Ha TaToreHeT4IecKyto Tepanuto 1 ncxonasl CI'b B poccwmii-
CKOM TIOMYJISIIIUY I€TaTbHO HE M3yYCHEL.

Hecmotpst Ha OmaronpusatHbelii mporHo3 npu CI'b,
Tonbko opmbl OBJIIT xapakTepn3yroTcst OLICTPBIM CAMO-
MIPON3BOJBEHBIM PETPECCOM C TIOJTHBIM BOCCTAaHOBJICHUEM
IBUTATEIbHBIX M YYBCTBUTEIBHBIX (DYHKIMIA. AKCOHAIb-
Hble popMmbl oTmmyatorcs ot OBJIIT 6onee TSoKeTbIM Teue-
HUEeM, 0ojiee MEUICHHBIM BOCCTAHOBIICHUEM, XYIIIUM
OTBETOM Ha MTaTOTeHETUYCCKYIO TePAITNIO, HAJIMIMEM OCTa-
TOYHEBIX TTape3oB [1, 9, 15—17].

ITo npubausuTenbHbIM NoAcYeTaM B Poccuum exxeron-
Ho 3a6oseBator CI'b He Menee 2700 yenoBek, B MocKkBe —
okojio 200 matmmeHToB. K HacTosmieMy BpeMeH HAaKOTLUIEH
0OJIbLION ONBIT HAOIIOAEHUS U BEACHUSI TaAKUX OOJbHBIX
B BeAyllleM HeBposiorndeckoM LieHTpe Poccun — OI'BY
«Hayunsriit neaTp HeBponorum» (HIIH) PAMH, Gomnee
40 neT crieunaTu3upyIoNIeMcs B 9TOI 001acTH.

Iean uccaenoBanusg — U3ydeHre 0OCOOEHHOCTEN Teue-
HHS OCTPOTO ¥ BOCCTAHOBUTEILHOTO IIEPHOIOB Y TIAITECH-
toB ¢ CI'b B poccuiickoit oIy IsIIIuy Ha TIpUMepe KUTe-
Jieit . MockBbl 1 MOCKOBCKOI 001aCTH.

Mamepuanbl U Memopbl

CoOCTBeHHBIC MCCIICIOBAHUS IIPOBOAMIINCE Ha Oase
HIIH PAMH.

Cybsexm uccaedosanus — Gonbubie ¢ CI'b, xurenn
MockBbl 1 MOCKOBCKOI 00J1aCTH, 3a00I€BILINE B IIEPUO/,
¢ 2000 mo 2011 r., obpaTuBIIMEcs 3a KOHCY/IBTALIUEN U TTPO-
xoausuue geyeHue B HIIH PAMH wnu JITTY . MockBbI.

Ob6sexm uccaedosanus — NICTOPUY OOJIC3HU, BBIITUCHEIE
SIUKPU3BI, aMOyJIaTOPHBIE KapThI, IIPOTOKOJIBI 00C/Ien0-
Banmit mauueHToB ¢ CI'b, moryyaBImImX KOHCY/IBTAIUIO
v npoxonuBiux jJedeHne B HIIH PAMH B mepuon
¢2000mo 2011 .

B HacTosiueil cTtaTbe HaMU IPOAHAIU3UPOBaHO 186
KIMHAYECKNX CIIy4acB, BKIIOYCHHBIX B OOIIYIO BHIOOPKY
IUTSI TIOCTICAYFOIIETO CTATUCTIYECKOTO M CUCTEMHOTO aHAITH -
3a. KputepusiMu BKITIOUCHHS TTALIMEHTOB B MCCJICIOBAHIE
SIBJISUTMICH OOJIBHBIE C TIEPBIYHO BHISIBJICHHBIM 1 TIOATBEPXK-
neHHbIM nrarHo3oM CI'b (1o amarHocTIaecKuM KpUTepUsSIM
CI'b, BO3, 1993 1. [1]) He3aBMCHUMO OT BO3pacTa M CTeTICH!
TSDKECTH, XKUTeu I. MOoCKBBI miau MOCKOBCKOIT 00/1acTH,
3aboepmme B Tiepuon ¢ 2000 mmo 2011 ., oOparaBiecs
32 KOHCYJIBTAaTMBHOI ITOMOIIBIO, TIPOXOMUBIINE JICUCHHE
B HLIH PAMH wmm JIITY 1. Mockssl. KputepusiMu uckino-
YEHUSI U3 UCCIIEIOBAHMS CITYKIJIO HATMIHME TSDKEJIOM coMa-
TUYECKOU TTATOJIOTUY B CTAINH AEKOMITCHCAIINH, OIINO0Y-
HBI WM HeyTouHeHHBIN nuarHo3 CI'b.

Memoo uccaedosanus: peTpoCTIEKTUBHBIN aHATIN3 Me-
TUIUHCKOM mokymeHTauuu (popmber Ne 027 /y, Ne 003 /y,
Ne25/y).
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®opma CI'b yrouHsIack mo pesyapraTaM 3JIEKTPO-
Heiipomuorpaduu (DHMTI') cormacHo Helipohu3noIoTH-
yeckuM KputepusaMm kinaccudukanuu CI'b mo R. Hadden
[18]. B coMAUTENBHBIX CiTydastx (IT0 JaHHOM Kiraccuduka-
LIMK «HEOIpeeIeHHAs IPYIIa» ) OKOHYATEIbHOE PelleHIE
0 MIPUHAIIEKHOCTH K TOM WJIK MHOM (hopMe TIPUHUMAIOCh
10 COBOKYITHOCTH M3MeHeHuii DHMI -napameTpos, 1mo-
JIy4EeHHBIX B TIPOIIeCCEe TMHAMWYECKOTO HAOMIOACHMS C T10-
BTOPHBIM IIPOBEACHUEM 3JIEKTPODU3NOIOTUICCKOTO HC-
caemoBanmst. CrerreHs TsokecTr CI'b onieHMBam B ocTpoM
Ieproe 3a00JIeBaHMSI 110 IIKaJIe HapyIIeHWI TBUTATEThb-
HeIX dyaKImii mpu CI'b mo R. Hughes, 1978 1. [1] (CeBe-
poaMepMKaHCKasl IIKajla IBUTATeJIbHOTO Oedummra —
CAIII): nerkoii cTeneHN TsKecTu cooTBeTcTBoBanm [ 1 11
cranus o CAIL, cpenneii crerrenn — 111 crammst, Tsokemoi
crerieHu — 1V cranusi, KpaitHe TsKeJioil cterieHu — V cra-
nust. B omcaHnM XapaKTepHUCTHUK OCTPOTO TIEPHOIa OTME-
yanuchk nposeaeHue MBJI, 30H10Boro nutanusi, JUTeb-
HOCTh HapacTaHUSI CHMIITOMATUKU.

Ommcadre HEBPOJOTMYECKOTO CTaTyca MallMEHTOB
MMPOBOIMWJIM TI0 IIKaJie HEeBPONMATHYECKMX HapyIIeHUH
(NIS — neuropathy impairment score) [1], mxane Medical
Research Council Weakness Scale sum score (MRCss) [20],
mkane nHBamMau3anuu INCAT (Inflammatory Neuro-
pathy Cause and Treatment) [1], mHIEKCY aKTUBHOCTHU
noBcegHeBHOM kxu3HM baprema [19], mkane R-ODS
(Rasch-built Overall Disability Scale) [21].

IMarmeHTaM TPOBOAMIIACH TATOTCHETHYECKAS TEPATIHST
Kypcamu 1ia3madepesa Wi BHyTPUBEHHOTO MMMYHOTJIO-
oynnHa G. DpGeKTUBHOCTD MTPOBOIUMON TepaIruy olle-
HUBAJIN 110 KIIMHUYECKOU KapTUHE: OTCYTCTBUEM 3P PeK-
Ta CUMTAJIOCH MPOAOJIKEHIE HapaCTaHUSI CUMIITOMATUKH,
3(hGEKTUBHBIM JICUCHUE CUMTAIOCHh IPH CTAOMIN3aInU
WX peTpecce HEBPOJIIOTMYECKOM CUMIITOMATUKI Ha (hOHE
ero npoBeneHUs. TakKe pe3ynbTaThl Tepaluy OLICHUBA-
JIMCB TI0 IJTATSTbHOCTHU TIEPUO/IA TUTATO M CPOKaM HACTYII-
nenwms 111 ctagum mo CAIIl B mepuoae BoCcCTaHOBIEHUS
(Y TSDKemBIX M KpaifHe TsDKeJIBIX OONbHBIX). IlammeHTh
HaOJIIOIAICh B OCTPOM M BOCCTAaHOBHUTEIIBHOM TIEPUOIIE
CI'B Brwrors 1o 1 roga ot Hayasa 3a00J1€eBaHMA.

Cmamucmuueckas oopabomka pe3yabmamog IPOBOI -
JIach C UCITOJIb30BAHUEM OOLUEMPUHSATHIX MapamMeTpuye-
CKHX M HellapaMeTPHIEeCKNX METOIOB cpaBHeHMUs. [locie
TecTa Ha HOpMaJIbHOCTh pacmpeneneHus (tect [lamupo —
Yunka) KoJlMdecTBeHHBIC TaHHBIC OBUIM IIPEICTABIICHBI
B BHIE MeIWaHbl U MHTePKBApTUJILHOIO pa3Maxa — Me
(Me25 %; Me75 %). B cuy Toro, 4ro pacrpeaeicHue
OTJINYAJIOCH OT HOPMAaJIBHOTO, TIPUMEHSITICh METOIBI HE-
mapaMeTpUIECKON CTAaTUCTUKU. MEXTPYIIIOBOE CpaBHE-
HHUE 3HAYMMOCTH KIMHUYECKUX U MapaKIMHUICCKUX Ta-
paMeTpoB IIpWM pPaBHOM KOJMYECTBE HAOIIOMCHUN
IIPOBOAWIIM C TIOMOIIBI0 IMapHOro W-kpurepus Buikok-
COHa, a TIpM HepaBHOM KoJjimdecTBe HaOmomeHuit — U-
KpuTeprst MaHHa — YUTHU (THUTIOTE3a O Pa3TAIMIX MEXKITY
rpynmaMu puHUManack mipu p < 0,05). KagectBeHHBIC
MaHHBIC TIPEACTABICHB B BUIEC aOCONIOTHBIX 3HAYCHUIA

1 npolieHToB. MccanenoBaHue B3aMMOCBSI3M Ka4eCTBEHHBIX
ToKasareJielt MPOBOIMIIHN C TTIOMOIIbIO KpuTtepust [Tupcona,
KpHUTepusl ¥ ¢ TIOTIpaBKoil VeiiTca Ha HeNMpepBIBHOCTD,
a Takxke TouHOro Kpurtepust @uinepa. st ucciaenoBaHus
B3aMMOCBSI3M KOJIMYECTBEHHBIX MPU3HAKOB HE3aBUCUMO
OT BUJA UX paclpeaeeHus], KOJMYeCTBEHHOIO U KayecT-
BEHHOTO MOPSAKOBOIO IMpU3HAKa IIPUMEHSLIA Hermapame-
TPUIECKIE METOIBI KOPPEISIIIMOHHOTO aHaJI3a — KO3(d-
dumment koppensuuu CrmpmeHa (R). Cratuctudeckast
00paboTKa pe3yJIbTaTOB IPOBEIeHA C ITOMOILbBIO MaKeTa
MPUKJIAIHBIX ITporpaMm Statistica v. 6.0 (StatSoft, USA).
[Ipu npoBegeHMU CTATUCTUYECKOW 0OpabOTKM MAHHBIX
Y MIHTEPIPETALIMH [TOJIyYeHHBIX PE3Y/IETATOB YUUTHIBAIUCH
COBpPEMEHHbIE MEXXIyHAPOAHbIE TPEOOBAHUS K IIPEACTAB-
JIEHUIO PE3YJIBTATOB CTATUCTUYECKOIrO aHaln3a B CTAThIX
1 IMCCEPTALMSIX Ha COMCKAaHNE YYeHOU cTereHu [22].

Pesynbmambl u 06cyaeHue

Xapaxmepucmuxa nayuenmos c CI'b

B 006111y10 BEIOOPKY OBIJIO BKJIIOUEHO 186 malneHToB
¢ CI'b, 90 myxuuH 1 96 xeHuuH (48 u 52 % cooTBeTCT-
BEHHO).

Bospact Ha MOMEHT Hayajia 3a00J1eBaHMsI BApbUPOBaI
oT 12 no 79 nert, cpenHuii Bo3pacT Ae6ioTa CUMIITOMOB —
46 net, meauana 47 (33; 58) net. PacnpeneseHue 1o Bo3-
PACTHBIM TpyImaM: 00JbHBIX B Bo3pacte 10 20 get — 11
(6 %) manmenTos, 20—39 et — 55 (30 %), 40—59 ner — 77
(41 %), crapure 60 met — 42 (23 %) manueHTa.

Ocobennocmu debroma CI'b

Cpoku rocnuraim3aunu 6oabHBIX ¢ CI'B genmnuch
Ha paHHue (< 2 Hell ¢ MOMEHTA MOSIBJICHUS] CUMIITOMOB,
n=105; 61 %) n no3nuue (> 2 Hen, n = 67; 39 %).

PacnpeneneHue 3a001€Ba€MOCTH 11O CE30HAM IMIPE-
CTaBJISICT CODOM CIIEAYIONIYIO KAPTUHY: 3a00JIeBIITNX 3UMOM
obu10 53 (29 %) nanuenTa, BecHoit — 43 (24 %), netom —
45 (25 %), ocennio — 39 (22 %).

M3 177 mauneHToB y 31 OBIJ1a BRISIBIEHA COITYTCTBYIO-
masi MmaTojorusi, crocooHass BausaTh Ha TedeHue CI'b:
caxapHbiii quader — y 12 (7 %), apyrue ayrTouMMYyHHBIE
3a00sieBaHusl (AyTOMMMYHHbBI THUPEOUIUT, CKIEPOAEp-
Must, ricopuas) — y 9 (5 %), ankorommsm — y 4 (2 %),
Jpyrue comatudeckue naronoruu — y 6 (3 %) GoJIbHbIX.

[peaiecTByloOlIe TPUITEPHBIE (PAKTOPHI OTCYTCTBO-
Banu y 63 (34 %) nauueHtos (puc. 1).

Dopmot u cmenenv maxcecmu CI'b

®opma OBJII 6bu1a guarHoctupoBaHa y 141 (78 %)
nanmeHTa, OMCAH —y 17 (10 %), OMAH —y 22 (12 %).

IIpn ouenke crenenu Tskecth CI'b mo CAILD
B OCTPOM Iiepuoje 3aboeBaHusl ¢ terkuM TedeHueMm CI'b
okaszanoch 24 (13 %) mauueHTa, CO CpeAHell CTENEHbIO
msekectd — 40 (22 %), ¢ Tsekenbim TeyeHreM CI'b — 83
(46 %), c kpaitHe TaxeasM — 35 (19 %) GOTBHBIX.

Ocobennocmu meyenus ocmpoeo nepuoda CI'b

MBJI nposomauiack 35 (19 %) maumeHTam, MeadaHa
mmrenbHOCTH coctaBmia 21 (13; 48) menb. Cpok Havaja
nposeneHuss MBJI mpuxommics Ha 7-¢ (5; 12) cytku. byib-
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ctpecc; 1%

Xupypruyeckoe
BMeLLaTenbcTBo; 3 %

BETpsHasA 0Cna;
1%

apyrvie GakTopbl;
5%

Puc. 1. Tpueeepnvie paxmoput y nayuenmos ¢ CI'b

GapHble paccTpoiicTBa Habmonamch y 60 (34 %) naLyeHToB,
MPOBOAKIOCH 30HA0BOE IuTaHue 41 (23 %) 6onbHOMY. Cpok
HavaJla 30HIOBOTO TUTAHUS Ipuxomwicsd Ha 8-i1 (5; 12)
JIeHb, €T0 IIPOIODKUTETLHOCTE cocTaBisiia 8 (5; 12) cyt.

J1nTenbHOCTD IIEPUOaa HapaCTaHUsI CUMIITOMATUKI
ObL1a paBHa 10 (6; 14) nHSM; BCero naluueHTOB C IEPUO-
JIOM HapacTtaHus g0 7 cyT osuto 71 (41 %), ot 8 mo 14
nHeir — 61 (35 %), ot 15 mo 21 nust — 26 (15 %), Gonee 22
cyT — 15 (9 %) 6oNbHBIX.

OLieHKa HEBPOJIOIMYECKOTO CTaTyca B OCTPOM IIEPUO-
Jie IpeAcTaBieHa B Tabj1. 1. Yucio naureHToB ¢ mopaxe-
HMEM MYCKYJATyphl 1€ U TYJIOBMILA COCTaBisuio 81
(46 %); rmyboKuii TeTparnape3 B 1-10 Heesio pa3Buics y 87
(50 %). o mkane NIS obuuit 6ayt coctapnstn 110 (78;
134), no mkane MRCss — 40 (26; 56) 6asu10B (I1py MaKCH-
myme 80), mo mkane uHBaauausauuu INCAT — 9 (5; 9)
(TTpy MaKCUMaJIbHOM OaJijie 9, COOTBETCTBYIOIIEM TTOJTHOU
HECIOCOOHOCTH 00CIYXKMBATh Ce0sI CAMOCTOSITEIbHO).

Ouenka nposederno2o aevernus u e2o ppexmusnocmu

Cpenu npoaHanu3upoBaHHbIx nauueHToB ¢ CI'b
wasmadepes nposoawics B 138 ciydasix (78 %), Tepamnuio
BHYTPUBEHHBIM UMMYHOIJIOOYJIMHOM IOJIy4ajio 13 yeno-
Bek (7 %). He monyyano maToreHeTHYeCcKoi Tepanuu 27
6obpHBIX (15 %). Cpoku Havasia JieueHUsl TPUXOININCH
Ha 10-¢ [6; 15] cyTkn.

[Ipu olieHKe Pe3yIbTATOB IPOBEAECHHON Tepalky OHA
okasaiach 3¢(GEeKTUBHOMN Y ITOAABISIONIETO OOIbILIMHCTBA
IMaIeHToB (puc. 2).

B HacTosilieM McCIeIOBaHMM IOCTEIEHHBIA perpecc
CUMIITOMATUKH TIOCJIE ITPOBEAEHHOTO JIeYeHUsI HA0II0dasICs
y 132 (80 %) nmatmeHTOB. BbUTM BBISIBIEHBI ClTyYan HETUTTY-
Horo TeyeHus CI'b: peliays Ha ripoTskeHnn ieprona ¢ 2000
10 2013 ., Korma mpoBOAMIOCH CAMO MCC/IeA0BaHKe, HA0/ 0~
gancsay 9 (5 %) nauueHToB, ePeXo B XpOHUYECKYIO BOCIIA-
JIMTENbHYIO HoMuHelponatuio — y 7 (4 %), BonHooOpa3Hoe
tedyenue CI'b — y 12 (7 %). JletanbHbBIN MCXON B TEUCHUE
OCTpOTO IepHOo/a 3aperucTprpoBaH B 5 (3 %) cinyyasix.

[IponomxuTebHOCTh IEepUOoAa ILIATO COCTaBWIa S
(2; 9) cyr. B GoMBIIMHCTBE CIy9aeB OH IUIMJICSI MEHee
7 nHeit —y 114 (69 %) nauuenTos, ot 8 1o 14 gueit —y 30
(18 %), ot 15 10 21 mHaA —y 9 (5 %), Gonee 22 nHeii —y 13
(8 %) GONMBHBIX.

Puc. 2. Dpgpekmuernocmo nposodumoii namoeenemuueckoii mepanuu y 6016~
uoix ¢ CI'B, 2000—2011 ee.

CpoKM BOCCTAHOBJICHMS TSIKEJIBIX ITAITUEHTOB 10 MO-
MEHTa IIPOXOXICHMS 5 M ¢ momaep:kkoi uinu orropoit (111
cragust mo CAIIl) TakKe OIIEHWBAJINCH KaK pe3yJIbTar
npoBeaeHHOro JieueHus. VIx nmmureasHocTh oT Havana CI'b
cocraBisiia 45 (24; 90) cyT, MUHMMAJIbHBIN TTOKa3aTelb
ObUI paBeH 8 JHSIM, MaKCUMAaJIbHBINA — 517.

IIpoBoamirack oeHKa HEBPOJIOTUIECKOTO CTaTyca
W CTeIleHW WHBaJWAM3allMd 110 OKOHYAHMU Kypca
MmaToreHeTHIeCcKoro jedeHus. [lo cpaBHeHHIO C Te-
MM Xe TToKa3aTelIsIMI B OCTPOM IIeproIe HabII01aI0Ch
IOCTOBEpPHOE YIYUYIIEHUE HEBPOJOTUICCKOTO CTaTyca
MAIMeHTOB 110 BceM mKanaM. OOIImii 6aj 1Mo MKajxam
NIS 1 MRCss ynyuymmiacs, Takke KaK M OTHEIbHbIE
MOKa3aTeJN 110 Crie pyK 1 HOT. CTaTMCTHIECKH TOCTO-
BEpHOE YJIYUYIIeHNE COCTOSTHNS OTMEUECHBI 1 T10 IIIKaJie
INCAT, wmumekcy baprema m mkare R-ODS (cm.
Tabmd. 1).

OtnajaeHHBIE pPE3yJBTaThl MPOBEICHHOIO JICUCHMS
MoKa3ajiu, 4To 4yepe3 6 Mec mocjie Havaia 3a00/ieBaHuUs
nokasareib 1o mkaie MRCss 0bu1 paBeH 74 (64; 80) Gai-
JaM. Y 1oyioBUHbI auueHToB (53 %) Hab.1101a10Ch 101~
HOE BOCCTAHOBJICHNE XOABOBI INOO MUHUMAJIEHBIC CUMII-
TOMBI B BHIE OCTAaTOYHBIX Mape30B WJIM HapyIIeHUN
YyBCTBUTEIBHOCTH, HE BIMSIOIINX Ha CITIOCOOHOCTB ITepe-
nBuratbest camoctositenbHO (0 m I cramms mo CAILD).
Bo3MOXXHOCTB caMOCTOSITETEHO XOOUTh, HO He OeraTh (11
cragus o CAILL), Ha6monanacek y 1/4 nauuenTtos (22 %),
T.€. B 001IEl citoxHocTH yepe3 6 Mec ot Havyasina CI'B ca-
MOCTOSITEJIBHO MOTJIM XOIUTh 03 MOIIepKK 3 /4 001b-
Hbix. [lepeasuranucse ¢ onopoii (111 cragust mo CAILLL) 29
(19 %) matmenTos, 66T 00e3aBIKeHE! 11 (7 %). Io nH-
nekcy baprena memmnana cocraBuia 85 (80; 100) 6ammos,
no mkane R-ODS — 36 (30; 44), T.e. BepxXHuUii KBapTUIb
B 00eHX IIKajlaX COBITAZacT C MAKCUMYMOM, ITOKa3bIBast
TIOJTHYIO CAMOCTOSITEIbHOCTD ITAIIMEHTOB B IIOBCETHEBHOM
KW3HU.

Yepe3 1 rog oT Havaja 3a0ojieBaHUSI MOKa3aTellb
mo mmkane MRCss cocrasisin 80 (74; 80) 6amnos. [TomHoe
BOCCTaHOBJICHHE HAOIIOOAI0Ch 00JIee YeM Y OJIOBUHBI
MaIMeHTOB, CAMOCTOSATEIFHO MOTJIM XOAUTh a0COJTIOTHOE
GonbiIMHCTBO — 91 % mnauueHtoB. IlepenBuranuch
¢ moagepxkkoit 10 (6 %) malueHTOB, OCTaBaJUCh 003/~
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Tadmuna 1. Oyenxa nesponoeuneckoeo cmamyca nayuenmog (n = 168) do u nocae aewenus, Me (LQ; UQ)

NIS
O61mit 6ast 110 (78; 134) 82 (52; 116) 0,00
CHIXeHMe MBILLIEYHOM CUITBI pyK 32 (18; 44) 24 (9; 37) 0,00
CHMXEHME MBILIEYHOM CUJTBI HOT 40 (24; 52) 32 (16; 44) 0,00
PaccTpoiicTBa MOBEepXHOCTHOM YyBCTBUTEIEHOCTH 4(2;4) 4(0;4) 0,0005
PaccrpoiicTBa Iiiy00KOI YyBCTBUTEIBHOCTH 4 (0; 6) 4(0; 6) 0,012
MRss
O61mit 6ast 40 (26; 56) 49 (35; 66) 0,00
MpllieyHast ciiia B pyKax 24 (16; 31) 28 (20; 36) 0,00
Mpbl11eyHasi cujia B Horax 18 (10; 24) 23 (14; 30) 0,00
INCAT
O06mmit 6Gamn 9(5;9) 8(3;9) 0,00
CriocoOHOCTb BBITIOJHSTD IEHCTBUS PyKaMKi 4(2;4) 3(1;4) 0,00
CrocoOHOCTb K MEPEIBUKEHUIO 5(@3;5) 5(2;5) 0,00
Wupnexc baprena 20 (20; 60) 35 (20; 75) 0,00
R-ODS 0(0; 13) 5(0; 26) 0,00

BuxkeHHbIMU 4 (3 %). Meauana no uHaekcy baprena
coctasisiia 100 (85; 100) 6ammoB, mo mkaire R-ODS —
44 (36; 44).

Anaauz meuenusa u ucxodoe CI'b ¢ 3agucumocmu
om ¢hopmol

CorracHO TaHHBIM MHOTOYMCIICHHBIX ICTOYHUKOB |1,
3,6,8,9, 15, 16, 23] cyliecTBYIOT pa3in4us B IIPOTHO3€
CTI'B B 3aBUCHMOCTH OT NepeHeceHHOM (popMEbI 3a001eBa-
HUs: 00JIee TSoKeIoe TeUeHNE M XyIIlee BOCCTAaHOBICHUE
accounnpoBaHoO ¢ akcoHabHBIMU (hopmamu CI'b. TToa-
TOMY MALIMEHTHI B HACTOSIIIEM MCCICIOBAaHNHI OBLIN pa3-
neneHbl Ha 2 rpymnbsli: OBIIT, n =141 (78 %), u akcoHaJIb-
Hble (OpMBI, Kyna ObUTM OTHeceHBlI 0osbHBEIe ¢ OMAH
u OMCAH, n =39 (22 %).

JloCTOBEpHBIX Pa3INIUil MEXIy TPYIIIaMM II0 IOy
¥ BO3pacTy He OBUIO OOHapyXKE€HO, OMHAKO BBISIBJICHA CY-
IeCTBeHHAs pa3Huila B ce30HHOCTH (p < 0,05): Oonbiiast
yacTb 3a00neBinx OB/II npuxoaunack Ha 3umy (33 %),
TOIJa KaK B OCTaJIbHBIC CE30HBI 3a00JICBINNX OBLIO TPH-
MEpHO TIOPOBHY; HAIIPOTHUB, TOpa3mo OOIbINas YacTb
OONMBHBIX C aKCOHAIBHBIMUA (OpMaMM TMPUXOIMIACH
Ha JIETHUM ce30H (46 %), MeHbIIIasi — Ha OCTaTbHBIE Bpe-
MeHa roma (puc. 3).

Pazmuunsl B 2 rpyImax Takke 0Ka3ajduch U TPUITEP-
Hele dakTophl (p < 0,05): mpu OBJII B TpeTn ciydyaeB
otMevanach npenmectBylomas OPBU, muapes — numib
B 12 %; HanpoTuB, B IpyIile aKCOHAIBHBIX (POPM Y TpETH
npeamectsoBasia guapest, a OPBUW — rtoneko y 13 %
(puc. 4). O4eBUIHO, TPUITEPHBIC (PAKTOPHI TAKKE BIIMSIIOT

¥ Ha ce30HHOCTH 3aboneBanust: OPBU, pacnpocTpaneH-
HBIE B XOJIOMHOE BpeMsI TOma, YBEIWYMBAIOT YaCTOTY
OBJIIT 3umoit, a KuieyHble MHQPEKINN, 00JIee aKTUBHBIE
JIETOM, YBSJIMIMBAIOT YACTOTY BCTPEIAEMOCTH aKCOHAJb-
HBIX (POPM B TEILTOE BpeMsI rofa.

Ouenka cmenenu msjcecmu 8 3agUcuUMOocmu on hopmol
CIrb

O1eHKa CTeNeHH TSKeCTH O0JIBbHBIX B 00X IPYyIITax
noka3zaina, uyto B rpynrie OBJIT merkyio 1 cpemgHIo cTe-
MeHb TsekecTr nepeHecaun 53 (39 %) mauuenta, CI'b -
xenmoit crerienn — 63 (46 %), na UBJI naxomwicsa 21
(15 %) 6onbHOIA. B rpymmne akcoHaabHBIX (DOPM HaLUEH-
TOB og JIETKOM M CpemHell CTemneHbIo TsokecTu ObLio 10

50
B OoBAM 46

40 | Il OMAH/OMCAH

33

31nma BeCHa neto OCeHb

Puc. 3. 3abonesaemocmo pazruunvimu gopmamu CI'B 6 3a6ucumocmu om ce-
30Ha
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Puc. 4. Tpueeepnvie paxmopsr CI'b das pazauunbix gopm

(26 %) natmenTos, 17 6onbHEBIX (41 %) TIepeHeCIN TSKe-
ayio ¢opmy CI'B, a 22 (33 %) nmaumeHTa HaXOOUIUCH
Ha UBJI (puc. 5). Takum o6pa3oM, aKCOHAITbHBIE (DOPMBI
CI'b mpotekatot moctoBepHo Tskenee OBIIT (p < 0,05).

IMponomxurensHocTs UBJI y 60mbHBIX ¢ OBJIIT cocra-
puaa 15 (10; 21) cyT., y mIallMeHTOB ¢ aKCOHAIBHBIMU (hOP-
Mamu CI'b — 90 (46; 102) nueit (p < 0,05). 3oHmoBOE TIH-
taHue mnposoauiaock B rpymme OBIIT 27 (20 %)
MaLyeHTaM, B IpyIie akCoHaabHbIX (hopMm —14 (38 %) (p
<0,05).

OcrajabHBIe XapaKTEePUCTUKHA OCTPOTO TIeproaa, o1le-
HUBaBIIIMECS B HACTOSIIIEM HCCIICIOBAaHNT, HE MOKa3ajIn
JMIOCTOBEPHBIX PA3TAYMIA 3THX 2 TPYIIIL.

Hesponornyeckuii craryc B OCTpOM NEPHUOIE OTIH-
yajics B pas3HbIX rpymmax mamueHtoB ¢ CI'b (p < 0,05).
O6mmii 6amn mo mkanaMm NIS, MRCss, INCAT noka3zan
boJree TSLKEI0e COCTOSTHHE Y OOJBHBIX ¢ aKCOHAJTBHBIMU
dopmamMu. MeImredHast cujia pyK OblJIa TOCTOBEPHO HITKE
cormacHo mkanaMm NIS, MRCss u INCAT. Cuna Hor co-
mracHo mmkajge NIS Takke Obla MEHBIIE Y OOJBHBIX

%
50 |
46 Eosan

40 | W OMAH/OMCAH

33
30

20

nerkaAa u cpegHAana TAXKeNaA

KpalnHe Taxkenasn
CreneHb TaxecTtn no CALL

Puc. 5. CpasHenue cmenenu msxjcecmu y NAQuUeHmMos ¢ pasHviMu popmamu
Crb

¢ OMAH/OMCAH (p < 0,05), xots mkamsl MRCss
n INCAT He nmokasaiau 1ocToBepHOIi pa3HUILl. CpaBHe-
HHE YyBCTBUTEJBHBIX HapyIieHmi o mkane NIS mokasa-
J10 0OpaTHOE: B JOCTOBEPHO OOJIbIIEH CTeNIeHN ObUIN MO-
paxeHbl mayeHThl ¢ popmoit OBIIII, yTo 00BsICHSETCH
OTCYTCTBHEM CEHCOpHBIX HapymeHuii mpu OMAH, Korto-
past coCTaBJIslIa TIOJIOBMHY CITy4daeB B TPYIIIE aKCOHATBHBIX
dopM. Onenka o mkanam bapremna m R-ODS He noka3za-
JIa CTAaTUCTUIECKH TOCTOBEPHBIX PA3IMIMil B OCTPOM Iie-
puone. TakuMm 06pa3oM, MOXHO CHeJIaTh BHIBOI O TOM,
YTO OO0JIee TSLKeJIoe MopakeHNe ITeprdepruIecKIX HEPBOB
conpskeHo ¢ akcoHanbHbEIMU (popmamu CI'B. boree mon-
pPOOHO CcpaBHEHHE HEBPOJOTMYCCKOTO CTAaTyca OOJTBHBIX
Pa3HBIX TPYIII IPUBEICHO B Ta0I. 2.

Ouenxa 3¢hghexmusnocmu mepanuu 6 3aeucumocmu
om ¢hopmot CI'b

Anamnpyst 3(DGhEeKTUBHOCTh TTPOBEACHHON Tepaniy
B 00€MX IpyIax, BBISIBIIN, 9YTO HECMOTPSI Ha OTMHAKOBO
OKa3aHHYIO TTOMOIIb (BUI, 00beM M CPOKU ITPOBEICHHOTO
JICYCHUSI B TPYIIIAX CTATUCTHYECKA HE Pa3IMIaIIiCh), TTaTO-
TeHeTHYeCcKasl Teparsi ObLIa TOCTOBEPHO Jalie Headdek-
THBHA B TpyIIne akcoHanbHbIX (hopM: ipu OBJIIT HemocTa-
TOYHBIM 3(DEKT Tepanuu okazajics auilb y 15 % (n = 17),
B I'PYIIIe aKCOHAIbHBIX hopM — Y 59 % (n = 17) (p < 0,05).
Taﬁnnua 2. Heepoxioeuwecxuﬁ cmamyc 6 0Cmpom nepuode 8 3aesucumocmu
om ¢opmet CI'b, Me (LQ; UQ)

NIS

OBt Gat 104 (73;132) 1191102 0,025
140)

MplimeyHast cuiia pyk 28 (16;40) 41 (28;53) 0,003

Mpl111eyHast cujia HOT 40 (24; 48) 49 (32; 58) 0,008

PaccrtpoiicTBo moBepx-

HOCTHOI YyBCTBUTEb- 4(4;4) 0(0; 4) 0,0016

HOCTH

PaccTpoiicTBo riryboKoit 4(2:6) 0.(0: 4) 0,003

YYBCTBUTEJbHOCTU

MRCss

OO0t 6Gast 44 (30; 56)  32(22;44) 0,006

MplieyHast cuiia pyk 26 (16; 32) 18 (12; 26) 0,0005

MpllieyHast cujia HOT 18 (12; 26) 14 (8; 20) 0,098

INCAT

O61umii 6Gast 9(5;9) 9(7;9) 0,026

Cnocoﬁfiocn) BBITTOJI- 4(2:4) 4(3;4) 0,028

HSITb ICMCTBUS pyKaMu

CrnocoGHOCTSD K Tiepe- 5(3;5) 5(5:5) 0,165

TBIDKCHUIO

Wunekc baprena 20 (20;65) 20 (20; 30) 0,097

R-ODS 0(0; 18) 0(0;4) 0,041
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B nepmome BoccTaHOBIEHUSI CPOKH 10 MOMEHTA TIPO-
xoxaeHust SM ¢ momaepxkoit (111 cragust mo CAII) y ma-
LIMEHTOB ¢ TsoKeabiM TedueHneM CI'b Takke mMmeeT cratu-
CTHYECKH ITocTOBepHYyIo pasHuiry (p < 0,05): mpu OBIII
MIPOIOKUTEILHOCTD BOCCTAHOBJICHMS cocTaBisiia 37 (23;
66) cyT, npu akcoHanbHbIX hopmax — 121 (37,5; 210) aeHb.

OTmaleHHBIE PE3YJIBTAThI JICUCHUST TOXKE TOCTOBEPHO
pazmmuanuck. Yepes rmonrona nmocie Havana CI'b B rpymme
OBJII 84 % manmeHToB CaMOCTOSITETBHO XOAMIIN U TOJIb-
K0 16 % (1/6 yacTb) GOJIbHBIX [TEPEABUTATIUCH C ITOAAEP-
xkoit (III crammst mo CAILl), Torma Kak B TpyIIie akco-
HaJIBHBIX (DOpPM MeHee ITOJIOBMHBI ITAIlMEHTOB XOIWJIN
camocTosiTeIbHO (40 %), ueTBepTh (29 %) MOTIN TiepeBy -
ratbecsl ¢ moamepxkoi u 6oee yerseptu (31 %) ocraBa-
JINCh 00e3IBIXKEHbI (puc. 6, 7).

MeitedHast cvia o mkaine MRCss uepes 6 mec rmociie
Havasta 3a6oseBanus mpu OBJITT mpubmkanack K Hopme
B 80 GasutoB 1 ObuTa paBHa 76 (70; 80) 6a/u10B; B rpymie
aKCOHaANBHBIX (hopM — 50 (27; 72) 6autoB. 3HaUYeHUE UH-
nekca baprena y maumenToB ¢ OBJ/IIT ouennBanoch B 85
(80; 100) 6amTOB, MOKa3aTe N MIPUOIMKAINCH K MaKCH-
MyMy, Toraa Kak y 6oimbHBEIX ¢ OMAH/OMCAH Ha6m0-
majcst ropa3mo oonpimmii pazdpoc: 70 (33; 80) 6autos.
ITo mkanme R-ODS kapTuHa oka3anach aHaJOTMYHOIA:
nareHTsl ¢ OBIIT onenmBamuce B 35 (30; 44) 6amios,
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6ospHBIC ¢ aKcoHABHBIMU (hopMamu CI'b — B 22 (0; 34)
Gasia.

Yepes roz mmociie HavYaja 3a00J1eBaHsI MBIIIICYHAST CHJIa
nio mkane MRCss y manmenTos u3 rpyrmbsl OBJIIT cocraB-
nsia 80 (76; 80) GayioB, a B IrpyIie aKCOHAIBHBIX (hopM
oHa Obuta paBHa 70 (45; 76) 6amnam. Tonbko 1 manueHT
¢ OBJIIT 6511 BBIHYKIEH XOOUTD C TTOIIEPKKOI, TTOHABIIS-
fo11iee xe 6oTBIIMHCTBO (99 %) MOTIIM TIepeABUTATHCS ca-
MOCTOSITEJTEHO, IIPHYEM aOCOTIOTHO TIOJTHOE BOCCTAHOBJIE-
HUE JBUTATEJIbHBIX W UYYBCTBUTEIbHBIX (OYHKIIHMIA
Ha0JI0a10Ch 00Jjiee YeM y MOJIOBUHbI MauueHToB (57 %).
K aTOMY CpOKY B TpyIIIIe aKCOHATBHBIX (hOpM OoJIee TT0I0-
BUHBI 60JBHBIX (63 %), MOTIIM TiepenBUTaThCs 6e3 TIOCTO-
POHHEN MOMOLLH, YeTBePTh (26 %) mepeMenianach ¢ Moj-
nepxkoii, a 1/10 gacts (11 %) ocraBanach 00e3-IBIXKEHA.

CpaBHenue no mHuekcy baprena m mxkame R-ODS
ITOKAa3aJI0 TTOJTHOE BOCCTAHOBJICHHE OOJIBITMHCTBA TAIIM-
enToB rpynmbl OBITIT: mo nnmekcy baprena oneHka Oblia
paBHa 100 (85; 100) 6amiam, mo R-ODS — 44 (36; 44)
b6autam. B TO Xe BpeMs IMOKa3aTeIM MAllMeHTOB TPYIIITHI
OMAH/OMCAH 0b11 MeHee ONTUMUCTUYHBIMU, XOTSI
M HAMHOTO BBILIE T€X, YTO OLEHUBAIUCH Yepe3 6 Mec Io-
cne Havana CI'b: 3HaueHue 1o nHaekcy baprena coctaB-
ssto 85 (80; 99) 6annos, mo mkane R-ODS — 34 (20; 44)
basna.

Pazmuume 2 Tpymm CTaTUCTUYECKH ITOCTOBEPHO
B oueHke o CAIII, MRCss, nanekcy baprena u mkaiue
R-ODS (p < 0,05), Takum 00pa3oM, MOKHO yTBEpPKIATh,
YTO BOCCTAHOBJICHHE TAIIMEHTOB C aKCOHAJIIBHBIMU (hOp-
MaMU IIPOTeKaeT JOJIbIIIE.

06cyxneHue

B HacTosiieM uccinenoBaHUM ObLT ITOJIy4eH OOJIbIION
00BEM CTATUCTUIECKMX JAHHBIX, KACAIOIINXCS KIMHIIE-
CKOIT KapTUHBI, TPUTTEPHBIX (PAKTOPOB, TCUCHUSI U UCXO-
noB cuHapoma Iiitena — bappe B poccuiicKoi OmyIsIiLn.

CooTHolleHne Mo Toy y 3abojeBmmx Obuto 1:1,
YTO COOTBETCTBYET paHee ITOJYyIeHHBIM OTCUSCTBEHHBIM
IaHHBIM [1], HO OTIMYaeTcsl OT 3apyOeXKHBIX UCCIeA0Ba-
HUI, IO pe3yJabTaTaM KOTOPHIX MYXKYMHBI 3a00JIeBAIOT
B 1,5 pasa yame XeHuuH |5, 8, 24]. Takxke OTIMYArOTCS
M BO3pACTHBIE MOKA3aTeNIN: OOMbIIAs YacTh 3a00JIeBIINX
mpuxomuTcsl Ha Bo3pacT 40—59 et u pacrpeneneHue
I10 Bo3pacTaM 0JIM3KO K HOpMaIbHOMY: cpeaHee — 46 JieT,
MenuaHa 47 (33; 58), Torna Kak 3HAYUTETHHOE TTOBBIIIIE-
HHe 3a00J1eBaeMOCTH HAOIIOMAETCS, TI0 JAHHBIM JIUTepa-
Typhl, ocie 50 ner [4, 5, 23].

B 31 % cnydaeB 3abosieBaHUIO IIpEAIIECTBOBAIA
OPBMU, B 18 % — nuapest, 4TO COOTHOCUTCSI C JAHHBIMU
JMTEepaTyphl (MHGEKIMS BEpXHUX NBIXaTEJIbHBIX ITyTEH
B 22—53 % cinyyaeB, TaCTPOMHTECTUHAIbHAS MH(BEKIMS
B 6—27 % [4, 25]).

Anamm3 ¢dopM CI'b mmokasan cpaBHUTETBEHO OOIBIITYIO
pacnpoctpaneHHocTh OMAH 1 OMCAH B ananm3upye-
MoIi BbIOOpKe — cyMmMapHo 21 % B orimume ot 5—10 %
B EBponie u CesepHoit AMepuke [4, 6, 8], HO MEHBIIYIO
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YaCTOTY BCTPEYAEMOCTH 110 cpaBHeHMIO ¢ Armonmeit mu Ku-
TaeM, IJIe 3TU Mokasarenu cocrasistior 30—47 % [4, 10, 11].
DTH JaHHBIE 3aCIIyXKUBAIOT OTAEIBHOTO 00bsIcHeHUSI. Co-
mmacHo A. Uncini (2010 1) ycranosienue ¢opmer CI'b
Ha ocHoBaHMU nepBUyHO1 DHMI MoxeT ObITh OIIO0Y-
HBIM. HabmomeHne pe3ynsraTtoB Muorpachun B IMHAMUKE
B 13 % cnyyaeB MO3BOJISIET MU3MEHUTH IIEPBOHAYAILHO
ycraHosieHHy10 ¢popmy OBIIIT Ha OMCAH, a Takke yTo4-
HUTH (POPMBI B «HEOTIPEIACIICHHO» TPYIIIe, B pe3yJIbTaTe
Yero, Mo JTaHHBIM HCCJICIOBAaHMSI, 9aCTOTa aKCOHAIBHBIX
dopm yBenmumaace B 2 pasa (¢ 18 10 38 %) [26]. B Hamem
nccnenoBanuu popma CI'b ycraHaBimBanach IMEHHO Ta-
KM o0pa3oM. [1o3ToMy HeJlb3sl TOUYHO yTBEPXKAATh 00 OT-
JIMYWN B CTPYKTYype 3a0oeBaHus Mmexay EBpormoit, Poccu-
eit, Kuraem u AmmoHueit, MOCKOIBKY BO3MOKHBI Pa3ITIHBIC
TOYKM 3peHUsI Ha ITOcTaHOBKY (popmer CI'b, a Takke HecoB-
najgeHue cpokoB mpoBeaeHuss DHMI B octpoM miepuoze.

Crenenp Tskectr Hammx nanueHToB ¢ CI'B Obuia
CJICIYIONIEH: TI0JIOBMHA BCeX OOJIBHBIX ObLIa 00S3IBIDKCHA,
19 % Hyxmaauch B pECIIUPATOPHOI MMOALEPKKE, YTO CO-
OTHOCHTCS C TAaHHBIMU 3apyOeXHBIX aBTOPOB, COTJIACHO
KOTOPBIM 2/3 TIaIlMeHTOB He MOTYT XOOUTh, a 1/4 yactu
Tpedbyercsa UBJI [27].

OreHKa 3(p(eKTUBHOCTH MATOTEHETUIECKOM Teparu
rnokasaina, 4yTo B 91 % ciy4aeB jieueHue ObLI0 3P HEKTUB-
HBIM, OTCYTCTBHME OTBETa HAOMI0OAAIOCh Y 9 % MallueHTOB.
ITomoOHBIE pe3yabTaThl OTMEYATNCh B 0030pe A. Pithadia:
y 10 % GONbHBIX HECMOTPSI Ha IIPOBOAMMBII I1a3Macdepe3
COCTOSTHHE TIPOIOJIKAIO YXyAIIaThes |3, 28]. OTmaneHHBIE
PE3yABTATHl TIPOBEICHHOTO JICUCHUS OBUIN CIICIYIOIINMIU:
Yepe3 MOJIToa YKe Y ITOJIOBUHBI TTAIIMEHTOB ObLIa TTOJTHO-
CTBIO BOCCTAaHOBJICHA MBIIICYHAs CHiIa, 3/4 9acTh MOTJIN
CaMOCTOSITETbHO XOOUTh, a 4epe3 rox jaumb 1/10 gacts
HyXZIaJIach B IO PKKE VT MTHBAJTUIHOM Kpecie, 9YTO CO-
OTBETCTBYET 3apyOesKHBIM NAHHBIM, COIJIACHO KOTOPBIM
20 % TSDKeNbIX MALMEeHTOB He MOIYT XOAUTh Yepe3 6 Mec
HEeCMOTpsI Ha TIpoBeAeHHOe JieueHue [23, 27, 29].

3acayXuBalOT BHUMAaHUSI pe3yJIbTaThl CPaBHEHMS Te-
yenust CI'b B 3aBucumoctt ot popmel. Ha ocHoBaHuM
cpapaenus rpyrm OBIAIT 1 OMAH/OMCAH 1o creme-
HSIM TSDKECTH B OCTPOM ITIeproie 3a00IeBaHMs, TOJIHU T1a-
LIMEHTOB, TpeboBaBIMX NMpoBeaeHUst MBJI 1 moctaHoBKU
HaszoracTpaiabHOro 3oHaa, anuteabHoctu UBJI, addex-
THUBHOCTH TIPOBEICHHOTO MAaTOTCHETHMYECKOTO JICUCHMS,
ITATETLHOCTA BOCCTAHOBUTEILHOTO TIEPUOIA 10 IIPOXO-
XKICHMS 5 M ¢ OIIEePKKOM, a TAKKe CpaBHEHUST HEBPOJIO-
TMYECKOIo CTaTyca B OCTPOM IIEPHUOJIE, Yepe3 b6 Mec 1 uepe3
1 Trom mocite Havaja 3a00JIeBaHMSI OBUIO TTOKAa3aHO, UYTO aK-
conanbHbIe popmbl CI'B xapakTepusylorcs 0ojiee TsKe-
JIBIM T€YCHHMEM, TTOKA3bIBAIOT MEHBIIYIO 3P (PEKTUBHOCTD
IMaTOTeHEeTUIECKOM TepaITiy U TOJIBIIIe BOCCTAHABIMBAIOT-
cs o cpaBHeHm1o ¢ OBJ/IIT, uTto moaTBep:kIal0T MHOTOYN-
CJIEHHBIE TaHHbIe auTepaTypsl [1, 3,9, 15, 16, 23], B ToM
YUCIIe ¥ TO, YTO HAJIMYKME aKCOHAJIBHOTO ITOBPEXKICHMS
Ha ODHMI oTHOCAT K OMTHOMY 13 KPpUTEPHEB HEOIArOImpH-
STHOTO mporHosa [1, 8, 9, 23, 26]. Mexay TeM B 1uTepa-

Type €CTb YKa3aHUsI, 9YTO JMArHO3 aKCOHAIBHON (POPMBEI
CTI'Bb He TOBOpPUT 00 OAHO3HAYHO TUIOXOM ITPOTHO3€ BOC-
CTAaHOBJICHUSI, 1 MHOTHE M3 TTAIIMEHTOB OBICTPO U MOJIHO-
CThIO BbI3gopasimBanoT [17, 26, 30—32]. CTouT OTMETHUTD,
YTO B HACTOSIIIEM MCCIIEIOBAHUN TOXE €CTh CIIyJau JIeT-
KOTO M CPETHETSKEJIOTO0 TeYeHUs] aKCOHAIBHBIX (DOpM
CI'b (n=9;24 %), a TakxXe 1OCTATOYHO KOPOTKOI'O IePU-
0[1a BOCCTaHOBJeHHUs: 7 mauneHToB (29 %) Morjiu mnepe-
nBuratbes ¢ mmommepkkoit Ha Sm (III cramus mo CAILLI)
MeHee 9eM yepes 40 cyT. oT Havajia 3a00JIeBaHus, a Yepe3
6 Mec ot Havana CI'b 14 (40 %) mauueHTOB yXe MOTJIN
caMocToATeNIbHO xonuTh 0e3 momaepxxku (0 — II cramms
no CAIIl). Tem He MeHee, MoKa3aTedn IJIUTEILHOCTU
MBJI u neprona BOCCTaHOBIEHUS y 00jIee TSKEIIbIX 00J1b-
HbIx c OMAH/OMCAH nocToBepHO GOJIBIINE, YeM Y Ta-
muentoB ¢ OBJIIT, uyTo maet mpaBo CUMTATh AKCOHAJTBHBIC
(bopmBI MeHee OJIaTOIPUSATHBIMU IUISI TIPOTHO3a, HEXXEIN
IeMHUETMHU3NPYIOIINE.

Bbu10 MokazaHo TOCTOBEpHOE pa3inine B CE30HHOCTH
3a00J1eBaeMOCTH pa3HbIMU opMamu: 1/3 Bcex ciaydacB
OBJIIT npuxoauTcs Ha 3UMY, TTIOYTH MOJIOBMHA aKCOHAJTb-
HBIX (DOPM — Ha JICTHHI ITepHUOI, YCTBEPTh — Ha BECHY.
HocToBEpHO pa3IMIHBIMM OKA3AJIMCh Y TPUITEPHI TS 00e-
nx ¢opm: tpetu snm3onoB OBJIII mpenmectBoBana
OPBU, u Tonpko 1/10 gactm — guapes. B ciydae akco-
HaJIBHBIX (DOpM KapTHHA ObIJIa IPSMO ITPOTHBOIIOIOXKHAS
y 1/3 mammenToB Habmomanachk auapes, y 1/10 gact —
OPBH. U3BecTHO, 9TO OOJIBIIYIO YACTh CIIy4aeB AUApEn
Kak tpurrepHoro ¢akropa CI'b Bei3eiBaer Campylobacter
jejuni [3, 6, 9, 33, 34], naBHO MOKa3aHa CBSI3b HAJIMYUS
aatuten K C. jejuni ¢ pazputueM OMAH. Cuuraercs,
YTO aHTUTEJIA K TIIMKOIPOTECUIHOMY KOMITIEKCY OaKTeprr
MOTYT ITePEKPECTHO pearnpoBaTh C TAHTJIMO3UAAMU TICPH-
(epuueckux HepBoB (B yactHoctn, GM1, GD1b) [3, 10,
13, 35—-39]. B unccnemoBanusix, rmpoBeneHHbIX B PI'BY
HIIH PAMH, 6nina noka3aHa cBs3b aHTU-GM 1 ¢ nuapeii-
HBIM CHHAPOMOM, B POJU STHUOJOTHYECKOTO (paKTOpa
B KOTOPOM B OOJIBIIMHCTBE ciydaeB BeicTynan C. jejuni,
TIpUIeM BepOSITHOCTb OOHAPYKECHMST ayTOAHTUTEN K TaH-
IIMO3KUIaM oKa3ajiach BhIle B 2 pa3za mpu OMAH/OM-
CAH, Hexenu mpu geMueTUHU3UPYIOINX dopmax [9].
DTH 3BeHBSI TTATOTEHE3a ITOIPOOHO OCBEIIECHBI B 3apy0eXK-
HBIX MccienoBaHusx [35—37, 40]. CBg3b KaMnIo0aKTe-
pPUATBbHOM AMapeu ¢ JISTHUM ce30HOM B Poccuu mmoarBep-
XKIaeTcsd SIMUIEMHUOJOTHYECKUM HMCCIeIOBaHUEM,
npoBefeHHBIM B JIunenkoit obnact B 2002—2005 rr., toe
OBLIIO ITOKA3aHO 2—3-KpaTHOE YBEJTMUCHIE BEICEBACMOCTHU
C. jejuni n3 cTyna GOJBHBIX TACTPOIHTEPUTAMH B TIEPHUOT
C VUIOHS T10 CEHTSOpD [41].

Heob6xommMo oTMETUTB, YTO SIBHOTO pacIIpeaeIeHUS
JIEeMHUETMHU3UPYIOMNX U aKCOHAIBHBIX (POPM TI0 Ce30HAM
B JINTEpaType He olmmcaHo. MexXmy TeM maHHast nHDop-
MaIlns TIPEACTABIISICTCS Ype3BBIUATHO TTOJIE3HOM B CBETE
pa3pabOTKU MEPOTIPUATHI ITO CHIDKCHUIO YaCTOTHI aKCO-
HaJbHBIX (OpM B OyayiieM. JIIOOOIBITHEI JaHHEIE, TTOJTY-
yeHHBIe yaeHbIMH 13 HoBoit 3emananm, mpoBOIMBIINMU
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y4eT ¥ KOHTPOJIb 3a 3a00JIeBa€MOCThIO KaMITUI00aKTe-
pro3oM B TedeHure 2010 . DTu Mephbl TO3BOJIMIIN CyIIe-
CTBEHHO YMEHBIIIUTH YaCTOTY aKCOHAJIBHEIX (hOpM: C 25
1o 13 % [34].

[Ipu aHaMM3e Pe3yIBTaTOB CPAaBHEHMS TPYIIIT OOJTBHBIX
10 WCITIOJIb3YeMBIM IIKaJlaM HEBPOJIOTUYECKOTO CcTaTyca,
TSCKECTH Y MTHBAJTMAM3AINHI OBUTO BBISIBJICHO, YTO, HECMOTPST
Ha OOIIyI0 YHUBEPCATHbHOCTD U YIOOCTBO B MCITOIB30BAHUN
KaXXIO# OTIETBHOM IIKaIBI TPUMEHUTEIBHO K HAIIINM T1a-
LIMeHTaM, UX THOOPMATUBHOCTh 1 ITOKA3aTeJIbHOCTh B Pa3-
HBIX CUTYaLMSIX pa3InJyaarch. Tak, HECMOTPS Ha IITMPOKUIA
OXBAT OLIEHKY CHJTBI PA3JTMIHBIX TPYITIT MBIIIIIT, IyBCTBUTEITb-
Hble HapyiieHus B mkaie NIS He paccmarprBaroTes Mom-
POOHO, a TOJIBKO TI0 IIPUHIIUITY «Ia/HeT», 0e3 yuyeTa 00beMa
TTOPaKeHMs, BCJICICTBIE YETO IIIKaIa HeMOCTATOYHO TOYHA,
IIO3TOMY TTOKa3aHHBIC HAMU PE3YJIBTaThI 10 1 TTOCIIE JIeue-
HUST HE CTUIIKOM OTJIMYAIOTCS IpyT OT apyra. MHTepecHo,
YTO MPU CPaBHEHWHU MBIILIEYHO! cviTbl HOT B rpyriax OBJITT
1 OMAH/OMCAH cratuctiaecKu TOCTOBEPHYIO Pa3HUILY
mokazaja ToiabkKo mKajga NIS B ormmume ot MRCss
1 INCAT. MOXHO cuuTaTh, YTO 3TO Pe3yJbTaT HamboJsee
MOAPOOHOM OLIEHKM OTAEJbHBIX IPYMIT MBILILL IO IIKaje
NIS, uro menaeT ee 6oJee TOYHOM O CPABHEHUIO C IBYMS
npyrumu. HIxaner baprena n R-ODS oxkaszanuck ropaszno
MeHee YyBCTBUTEILHBI B HAIlIEM MCCIIeNOBaHUN. XOTS OHU
ITOKA3bIBAJIA JOCTOBEPHYIO PA3HMILY B WHBATUIU3AINN
MMAIIMEHTOB 10 U TTOCIIE JISUCHNsI, TUAITa30H X N3MECHEHUS
OBLT TOPA3mO MEHBIIE, YeM MX MAaKCHUMAaJTbHO BO3MOXKHAST

cymMMa 0aJUToB, 3aTO OHU OKa3aJIMCh OojIee MH(OPMATHUBHBI-
MU TIpY OLICHKE OTHAJICHHBIX PE3YJIBTAaTOB JIeUeHUSI. TaKuM
00pa3oM, TIpH OIICHKE HEBPOJIOTMUYECKOTO CTaTyca B OCTPOM
nepuone CI'b 1ieecoodpa3Ho UCTIONb30BaTh 00JIee UyBCT-
ButenbHbIe IKaabl NIS 1 MRCss, a mpu cpaBHeEHNM OTHa-
JICHHBIX PE3YJIBTaTOB JICUCHUSI — IT0Ih30BAThCSI MHIEKCOM
Baprena m mxkamoit R-ODS. Illkama INCAT, tak Xe
kak 1 CAIIIl, mogxoanT Kak ISt OIpeneIeHUS CTeTICHU! TsI-
JKECTH B OCTPOM IIepHone, TaK 1 U KaTaMHECTUUICCKIX
WCCIICIOBAaHMI, 00€ TIPOCTHI, KPAaTKK, HO TIPH 3TOM JOCTa-
TOYHO €MKH U TTO3BOJISTIOT CAEJIATh OOIIYIO OLIEHKY COCTOSI-
HUS O0JIBHOTO M €T0 IBUTATETbHBIX BOBMOXHOCTEIA.

BoiBopbl

B xome HacTosIIIero nccaeoBaHMs ObLT BBISIBICH PSIT
ocobenHocTteit CI'b B poccuiicKoii MOmyIsiiyn, B YaCTHO-
cth, 0Oojee paBHOMEpPHOE pacmpeaeicHrue OOIbHBIX
10 BO3pacTy 1 noJry. J1oJist aKCOHAJBHBIX (POpM 0Ka3ajiach
BBIIIe, YeM B cTpaHax EBpomel m CeBepHOIT AMepHKH,
OIIHAKO 3TOT (haKT TpeOyeT OoJiee NeTaTbHOTO N3yUeHMSI.

BrrepBbie onmcaHo mpeobiaganie aKCOHATBHBIX (OpM
B BeCEHHe-JICTHEE BPeMsI, YTO, BEPOSTHO, CBI3aHO C PO-
CTOM 3a00JIEBAEMOCTH KaMITHJIO0AKTepHO30M B 3TOT IIe-
puon. Ilpu sToM OonbmMHCTBO Xapaktepuctuk CI'b
(TpurrepHble (haKTOPHI, TSKECTh, OTBET HA TEpaITHIo,
CPOKM BOCCTaHOBJICHMS, a TaKKe MEHee 0JIarorpusiTHOE
TeYyeHNe aKCOHAIBHBIX (hopM 1o cpaBHeHUI0 ¢ OBJIIT)
HE OTIMYACTCS OT MUPOBBIX JAHHBIX.
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NipuMeHeHue KemoHana npu noAcHuUYHoi 6onu
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Tloscnuunas 6oas (I15) — 00un u3 naubonee pacnpocmpaneHHbIX CKeAemHO-MbluleyHblX 601e8bix cuHopomos. Teuenue 116 xapakmepu-
3yemcsi CKAOHHOCMbIO0 K 4ACMOMY Peyudusupo8aHuto U c653aHo co 3HaYUMeNbHbIMU MAMEPUANbHIMU 3aMPaAMamy Ha 0Ka3aHue meou-
yunckoti nomowu. Ilpu nevenuu nayuenmog c 15 npumensemes wupokuii cnekmp npomugo601e8uix 1eKapcmeeHHbIX cpedcma, 8 Hacm-
HOCMU HecmepouoHbIX NPOMUBOBOCHAAUMENbHbIX npenapamod. Hasnauenue nocrednux mosicem 0bimb C8A3GHO ¢ NOBbIULEHUEM PUCKA
Pazeumus HedceaamenbHuix no0ouHbIX Ihexmos co cmoponsl HympeHHux opeanos. Crudicenue pucka pasgumusi HelceaamenbHbix
2¢phekmos 803MONCHO NPU WUPOKOM UCNOAB30BAHUU HEMEOUKAMEHMO3HBIX Memo008 AeueHUsl U PAHHeM pacuupenul 08UeamenbHo20
pexcuma 60avHo20. Obecneverue s¢pghekmusHocmu mepanuu NPU CHUICEHUU 8ePOSIMHOCMU PA38UMUS NOOOYHBIX IPPeKmMOo8 603MONCHO
npu npoeedeHuU OMHOCUMEeNbHO KOPOMKUX KYPCO8 AeueHus dpdekmugHsimu npenapamamu. Paccmampuearomes npeumyuwecmea npu-
MeHeHUsl NeKapcmeeHHbiX hopm kemonpogena (kemonan) y nayuenmos c I1b.

Karoueewie caosa: noscruunas 604, seuenue, nobouHbvle dgghekmol, Kemonpogher, KemouHan

Use of ketonal in lumbago

P.R. Kamchatnov', Kh.Ya. Umarova®
I N.I. Pirogov Russian National Research Medical University, Moscow;
2Chechen State University, Grozny

Lumbago is one of the most common musculoskeletal pain syndromes. The course of lumbago shows a tendency towards frequent relapses
and is associated with the significant material costs of medical care. A wide range of analgesics, nonsteroidal anti-inflammatory drugs in
particular, whose administration may be linked with an increased risk for adverse visceral reactions, is used to treat patient with lumbago.
The risk of their side effects may be reduced by the extensive use of non-drug treatments and the early expansion of a motor regimen in a
patient. Therapeutic effectiveness in reducing the likelihood of adverse reactions may be provided by short-term treatment with effective

drugs. The advantages of using ketoprofen (ketonal) formulations in patients with lumbago are considered.

Key words: lumbago, treatment, side effects, ketoprofen, ketonal.

IMosicamanas 6o1b (I1B) siBIsIeTCST OMHUM M3 Hanbo-
JIee pacTpOCTPaHEHHBIX CKEJIETHO-MBIIIECYHBIX OOJIEBBIX
cuanpomoB (BC), B 0ocHOBe KOTOPOTO JIeXKaT AeTeHePaTUB-
HO-IHCTpOUUIECKIE OPaXKeHNs TTO3BOHOYHMKA, a TAKXKE
MBIIIIEYHO-TOHNYECKIE paccTpoiicTBa. [1oydeHbI TaHHBIC
0 TOM, 4TO pacmpocTpaHeHHOCTh [1b B momymsaium co-
craBisieT ot 46 oo 76 % [1]. Ha npotsixenuun 12 mec
Kak MUHUMyM omuH smu3on I1b mepenocst 50—80 %
B3POCJIOTO HaceJeHNs, a Ha TIPOTSLKEHUH TTOCIeIYIOIINX
12 mec y 2/3 maumeHTOB pa3BuBaercs perauaus bC, mpu-
yeM y 15 % 13 HuX 00JIb HOCUT MHTEHCHUBHBII XapakTep
[2]. Kak cBMIeTeIbCTBYIOT PE3YJIBTAThI PsIda SIMHIECMIO-
JIOTUIECKUX HCCIIEAOBAHU, B HEKOTOPBIX MOMYIISIIUSIX
WHAYCTPUAIBHOTO OOIIECTBA BCE €T0 YICHBI Ha ITPOTSIKE-
HUM XU3HU NiepeHocAT He MeHee 1 anm3ona I16 [3].

Hecmotps Ha TO, YTO Ha CETOAHSALHUI IEHb pa3pado-
TaHBI AJITOPUTMBI TUATHOCTHKYU W JICUCHUS ITaIlMEHTOB
¢ I1b, mMeroTcs CCTeMBI PeadMIMTAIIMOHHBIX MEPOTIPH-
STUN TS o0ecrieueHUs 3(P(HEeKTUBHOTO BOCCTAHOBUTEIb-
HOTO JICUCHUSI, IMCJTO TTAIIMEHTOB OCTACTCSI 3HAYNUTEIIHHBIM,

a MaTepuajbHBIe oTepH, ooycinopieHHbIe [1B, nckiroun-
TeJIbHO BEICOKMMU [4]. Cepbe3Hylo mpobeMy IpeacTaBiIs-
€T co00i1 BbIOOpP ONTUMAaIbHON IMAarHOCTUYECKOM U Tepa-
MIEBTUYECKON TaKTHMKH, CIIOCOOHON 00ecneYnTh
CBOEBPEMEHHOE JOCTVIKEHUE TIOJIOXUTETHHOTO JICICOHOTO
a¢deKTa TP OTHOCUTEIEHO HEBBICOKOI CTOMMOCTH JIe-
yeHns. Kak CBMIETEIBCTBYIOT pe3y/IbTaThl aHaIM3a He-
CKOJIBKHX JIECSITKOB CITydaeB OOpaIIeHNUST 32 METUITMHCKOMN
TTOMOIIBIO 110 IToBoAy 16 1 Apyrux MBIIIIeYHO-CKeIeTHRIX
0oJIei K BpauaM o011l TpaKTUKU, Ha TpOTsoKeHuH 10 et
(c 1999—2000 mo 2009—2010 rT.) HaGIFOMAETCST OTYCTIMBAS
TEHICHIIMS K CHIDKCHHUIO YaCTOThI IIPUMEHEHUS HECTePO-
WIHBIX TIPOTHUBOBOCITAJINTEIHLHBIX IIPeTIapaToB U aHaJIbre-
TUKOB (¢ 36,9 10 24,5 %) [5]. OnHOBpPEMEHHO 3a yKa3aH-
HBIA TIEpUOI BpeMeHU OBUIO 3apeTHCTPHPOBAHO
HapacTaHWe YacTOTHI CIydaeB Ha3HAYCHUS HAPKOTUICCKIX
TpenaparoB (B IMEePBYIO 04epeab CIadbIX OMmMonaoB) ¢ 19,3
10 29,1 % cnyuaes. [1pu 3ToM HaO/II0AAETCST 3HAYUTEIBHOE
yBeIMYIECHME HAIIpaBJICHUS ITAIIMEHTOB Ha KOHCYJIBTAIIUIO
CITeIMATCTOB, HEOOXOMMMOCTh KOTOPOi1 He BCeTa sIBJIsI-
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eTcs LesecoobpasHoii (¢ 6,8 o 14,0 %), a Takke mipoBee-
HHE TOPOTOCTOSIIIIETO MHCTPYMEHTAIBHOTO 00CIICIOBAHMS,
B ITepBYI0 ouepenb KommbiotepHoii (KT) 1 MarHuTHO-pe-
3oHaHcHo# Tomorpaduu (MPT) (¢ 7,2 no 11,3 %). CoBo-
KYITHOCTBIO YKa3aHHBIX (PaKTOPOB OOBSICHSIETCS TOT (DaKT,
YTO CyMMapHBIE pacXoIbl Ha BeleHWe maieHToB ¢ I1b
HEYKJIOHHO BO3pacCTaloT, IIpM TOM 4YTO 3(P(PeKTMBHOCTH
MEOUIIMHCKON ITOMOIIY TAKUM OOJIBHBIM M CPOKU BPEMEH-
HOM yTpaThl TPYIOCIIOCOOHOCTH He CHIKAIOTCSI. BaxkHBIM
CJIeMICTBAEM He BCETIa aleKBaTHOM TepaIlleBTHYECKOM TaK-
THKH cpenu naureHToB ¢ I1b sBisgercs HapacTaHue Ciy-
yaeB (hopmupoBaHusa xpoHmdeckoro bC. Tak, pe3ynsraTel
PEIPEe3eHTATUBHOTO CCIICIOBAHMUS, IIPOBEICHHOTO METO-
oM TeneporHoro aHkeTupoBanus B CeBepHoit Kapomae
(CHIA), nokasanu, yto ¢ 1992 no 2006 I. 41CI0 MALUEHTOB
¢ xponunueckoii I1b Bo3pocio ¢ 3,9 1o 10,2 % [6]. B uenom
CUMTACTCS, YTO HAPSIAY C OCTPHIMU CE30HHBIMH PECITHpa-
TOPHBIMU MH(PEKITUSIMU, TPEBOXHBIMU 1 IETIPECCUBHBIMU
pacctpoiictBamu I1b nipeacTasisier co6oit oqHy U3 HaMbo-
JIee YaCTBIX MMPUYUH BPEMEHHOM YTPaThl TPYIOCIIOCOOHO-
cru [7].

YacToe mopaxxeHHWe WMEHHO IOSICHUYHOTO OTHENIa
00YCJIOBIIEHO PSITOM aHATOMWYECKUX M (PU3MOJIOTHUECKIX
mprarH. UIMEHHO Ha TTO3BOHKU 3TOM 00J1aCTH ITPUXOAUT-
csl MaKCHMaJTbHasT (pr3MIecKas Harpyska, o0yCIIOBJICHHAS
BECOM TYJIOBHIIIA, B TTO3BOHOYHBIX TBUTATCIBHBIX CETMEH-
Tax ITOSCHMIIBI OCYIIECTBIISICTCSI 3HAYMTEIBHBIN 00BbeM
IBWKCHMI B pa3IMUHBIX IUTOCKOCTSIX CTHOaHMe-pa3ruba-
HHE, TTOBOPOTHI B CTOPOHEBI, POTALIMSI, YTO 00YCIOBIMBACT
3HAYMUTEJIbHBIE HArpy3KW Ha CYCTaBHBIC ITOBEPXHOCTHU
1 HETIOCPEICTBEHHO Ha MEXKITO3BOHKOBBIEC TUCKH. B cooT-
BETCTBUU C COBPEMEHHBIMU MPEACTABICHUSIMHU O MPUYK-
Hax Bo3HuMKHOBeHUS [1b B KauecTBe Bemymieit MpUIMHBI
€€ BOBHMKHOBEHUSI IIPU3HACTCST apTPO3 TyTOOTPOCTIATHIX
W KPYIHBIX CYCTAaBOB IT03BOHOYHMKa [8]. Hepemkmmu
nprmarHaMu pa3BuTust bC gBsioTcs runepTpodust CBs-
30YHOTO allfapaTa, PacIloJOXEeHHOTO0 KaK B IIPOCBETE
CIIMHAJIPHOTO KaHaJjia, TaK M BHE €T0, BPOXICHHBIE OCO-
OCHHOCTH CTPOCHMSI ITIO3BOHOYHMKA, CO3IAIONINE TIpeIpa-
CIIOJIOXKEHHOCTh K Bo3HMKHOBeHMIO [16. Occnbukanms
CBSI30K TIO3BOHOYHMKA, OCOOCHHO 3agHE IPOIOIbHOM
CBSI3KM, BBI3BIBACT 3HAUMTEIILHOE YBEIIMUICHUE €€ pa3Me-
POB, CO3IAET YCIOBUS ISl CHABICHMS KaK CIIMHAIBHBIX
KOPEIIKOB, TaK M HEIMOCPEACTBEHHO CIIMHHOTO MO3Ta
¢ pazsutueM bC wim MueonaTim, IpuIeM 4acTOTa TaKUX
W3MEHEHMI HapacTaeT ¢ Bo3pacToMm [9].

B HacTos111€ BpeMsI B 3HAYUTEILHOM CTETICHU TIepe-
CMOTPEH B3IJISII Ha OCTEOXOHIPO3, KaK Ha BEIYIIIYIO IIPH-
yuHy Bo3HuKHOBeHUs I1b. Hecmotpst Ha To, 4yTO pa3Bu-
BalOIIMeCcs TIPM 3TOM HapyIIeHUS aMOPTU3UPYIOIINX
CBOWICTB TYJIBITIO3HOTO SIApa MEXIIO3BOHKOBOTO IMCKa
1 M3MEHEHUs ero (hMOPO3HOTO KOJIbIIa HAPYIIAIOT HOP-
MaJIbHYI0 OMOMEXaHUKY, CaMU TI0 ce0¢ OHU PEIKO BBI3BI-
BatoT 00156 [10]. Cepbe3HBIM OCTOXKHEHNEM OCTEOXOHIPO-
32 MEXITO3BOHKOBBIX IHMCKOB SIBISICTCSI pa3phbiB
$1OPO3HOTO KOJIBIIA C MOCICAYIOMNM (POpMUPOBAHNEM

TPbIXKM IMCKA, CIOCOOHOU BbI3bIBATh KOMITPECCUIO CIM-
HaJbHOTO Kopelika. BeposTHOCTh pa3BuUTUSI 00JEBOTO
KOpPEIIKOBOTO CMHIpPOMa BO3pAacTaeT MpuU 00pa3zoBaHUU
TPbIKM KPYMHBIX pa3MEPOB, €€ CEKBECTpaLMU, Beayllei
K PUCKY €€ CMEIIEHHUS B MPOCBET CIMHAJbHOIO KaHaja.
BwmecTte ¢ TeM naneko He BCeraa MMeeTcsl OJIHOE COOTBET-
CTBY€ PAANOJIOTMYECKON KAaPTUHBI U KIMHUYECKUX MPO-
siBJIeHU# 3a001eBaHus1. Hepenko naxe noctaTouHO Kpymn-
HBIX pPa3MepoOB TIpbIkKa MEXIO3BOHKOBOTO JMCKa,
oOHapyXeHHasl MpU PaavuoJOTMYECKOM OOCIeN0BaHUM,
He sBisteTcsa nmpuunHoi bC, mpencTasisist coboit, o cyTh
Jesia, IMarHOCTUYecKyo Haxonky [11]. YkazanHoe 3ame-
YyaHWE B TOJHON Mepe OTHOCUTCS K rpbikam IlIMopis,
HaJIM4re KOTOPbIX HE MOXET pacCCMaTpPUBATLCS B KAUECTBE
npuuurHbl pazputus [1b.

Kpome nereHepaTBHO-IUCTPpOPUICCKIX U3MEHEHUI
MMO3BOHOYHMKA (0CTE0apTPO3, CIIOHINIIE3, OCTEOXOHIPO3
W WX codyeTaHme), B ¢opmupoBanum I1b BaxxHYIO pojb
WTPAET CTOMKMWI MBILIEYHBIM CIIa3M, BBI3BIBAIOIIWMA 3HA-
YUTEJbHBIC HAPYIICHHSI OCAHKH C (DOPMHUPOBAHNEM aHO-
MaJIbHOTO, HECBOMCTBEHHOTO WHAVMBUIYYMY IBUTATEIb-
Horo crepeorumra. CaM mo cebGe MBIIMICYHBIA CIIa3M
Ha OIpeae/IeHHOM 3Tarne pa3BUTUs 3a00eBaHus BbIMOJI-
HSIET 3allMTHYIO (DYHKIIMIO 32 CUET OrpaHUYEHMST U30bI-
TOYHOM TOABUXHOCTU U TIPEAYNPEXICHUS TOSIBICHMUS
WIN yCWIEHUSI OOJIEBBIX OLIYIIEHWI MpPU JBUXEHUU.
Bmecte ¢ TeM B mocieayloleM OH caM MpeBpallaeTcs
B maToreHeTn4yeckuii pakTop rognepxanus I[1b, cmocoo-
CTBYIOIIMI CTOMKOMY HapylIEeHUIO CTaTUKO-AWHAMUYe-
ckux ¢pyHKumit. Kpome Toro, m3sMeHeHNSsI, pa3BUBAIOIIM -
ecsl B MbIIIEYHOU TKaHM, CaMU CTAHOBSITCS Ba>KHbIM
MCTOYHUKOM 00JIEBOM MMMYJIbCALIUU.

I1b, oOycnoBieHHasT COBOKYMMHOCTBIO JIeT€HepaTUB-
HbIX M3MEHEHMI TKaHEi MO3BOHOYHMKA W MBILIEYHO-
TOHUYECKMMM HapYLIEHUSIMU, HECMOTPSI Ha BBICOKYIO
BEPOSITHOCTb BOBHUKHOBEHMSI PELIMANBOB, HOCUT OJ1aro-
NpuATHBINA XapakTep — BC KynmupyeTcst Ui MHTEHCUB-
HOCTb €r0 YMEHBIIAETCS Ha IPOTSKeHUU 6—8 mec. Y psi-
Ja naureHToB (5—10 %) uMmeeTcst BRICOKAsl BEPOSITHOCTD
dopmupoBanmst xpounaeckoro bC. [Tomnmo MexaHmde-
CKMX (haKTOPOB, B YACTHOCTH BBIPAKEHHBIX U3MECHEHUI
CyCTaBHBIX IIOBEPXHOCTEM, Tpy00ii THIIEpTPOPUH CBSI30U-
HOro amnrmnapara, KOMIPECCUM CIIMHAJIbHOTO KOpellKa
rpbXKell MEXITO3BOHKOBOTIO AuCKa, B (OPMUPOBAHUU
xpoHndeckoit [1b mpuAMMaloT yaactue u apyrue ¢hakro-
pbl. Puck ee pa3BuTUsl B 3HAUUTEIbHOM CTENIEHU OIpee-
JISIETCSl SMOLIMOHAIbHBIM COCTOSIHUEM OOJIbHOTO, B YaCT-
HOCTU HAJIMYMEM TPEBOXHBIX, JENPECCUBHBIX HAPYLLEHUN
[12]. YoeauTenbHO MPOAEeMOHCTPUPOBAHO, YTO OCOOEH-
HOCTU TICUXO3MOLIMOHAJbHOTO COCTOSIHMSI MAallMeHTa,
XapakTep €ro COIMAaJbHOTO (PYHKIMOHUPOBAHUS SIBJISI-
IOTCSI BaXHBIMU (aKkTopaMy pPHCKAa M TIPEAUKTOPAMU
xponuzauuu I1b [13]. DToT dakT mMeeT OoJbIIOE TIpa-
KTMYECKOe 3HaYeHue, TaK KaK B JaHHOU CUTyallMM I10-
MBITKW OKa3aHUs TeparneBTUYECKOro BO3AEHCTBUS TOJIbKO
Ha CTPYKTYpHble W3MEHEHUSI TKaHEel MO3BOHOYHUKA,
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HazHauyeHWE IIPOTUBOOOJIEBOII TepalMi OKa3bIBAIOTCS
ManoaddexkTuBHEIMU. B paccmarpuBaeMoit cutyauuu bC
HE TOJIbKO He KyMUPYeTCs, HO, HAIIPOTHB, IIprodpeTaeT
3aTSDKHOM XapaKTep, 4TO, B CBOIO O9epelb, BEIeT K JaTh-
HelImeMy HapacTaHUIO TPEBOXHEBIX U IETPECCUBHBIX
HapylleHu, GOpMUPOBAHMIO Y TTAIIUEHTA YBEPECHHOCTH
B CJIOXXHOM XapaKTepe M HEM3ICUMMOCTH MMEIOIIETOCs
y Hero 3abosneBaHusi. B cBsi3u ¢ atum I1b mpuobpetaer
CTOMKWI XapakKTep, MPUBEPKEHHOCTh IMAIlMeHTa K IIPO-
BOIVMO# TepaITiy Pe3KO CHIDKAETCS M, COOTBETCTBEHHO,
cHIxaeTcs 3(p(PeKTUBHOCTD JICUCHUS.

B cBs131 ¢ 3TM 3HAYNTENIBHBIN TPAKTUICCKUI MHTE-
pec IpencTaBIsieT KOHIEIINS CHMHIpoMa O(GHCHOTO pa-
0oTHHMKA (CHH.. OCMCHBIM CHHIPOM), KOTOPBIM YacTO
pa3BUBAeTCS MPY COYETAHNU HeaneKBAaTHBIX TSI MHINBH -
nyyma GU3MIeCKIX U SMOLIMOHATBHBIX HAarpy30K. B dop-
MMPOBAaHWM YKa3aHHOTO CHHAPOMA BaXXHYIO POJIb UTPAIOT
Kak OMoMeXxaHMJecKue (paKTOphl, B YACTHOCTH XapaKTep
W UHTEHCUBHOCTh CTAaTUICCKUX U TMHAMUICCKUX (DU3H-
YeCKHUX HArpy30K (IINTeIbHOE ITPeObIBaHNE B HEYTOOHOM
ITOJIOKEHUH, OTCYTCTBHE OUHAMMYECCKUX (DU3MIECKUX
Harpy30K WJIM UX HECUCTEMAaTUIECKHIT, N30BITOUYHBIN Xa-
pakTep), TaK U CTOMKOE TICUXO3MOIIMOHAIBHOE HaTIPsSIKe-
Hue. Llenslil pso TMIHOCTHBIX OCOOCHHOCTEH MallneHTa,
B IIEPBYIO OUYepeIb ITOBBIIICHHAS] TPEBOKHOCTD, TUIIEPTPO-
¢upoBaHHOE YYBCTBO OTBETCTBEHHOCTH, DJIEMEHTHI TIEP-
¢eKIIMoOHN3Ma M HEKOTOPBIE APYTHE, BHOCSIT CBOI BKJIAI
B bopMmpoBaHMe M TTOmIepKaHNEe OOJIEBOTO CKEJIETHO-
MBIIIeYHOTO cuHApoMa [14]. UMetoTcsd maHHBIE O TOM,
YTO BCJICACTBHE MMEIOUINXCS OCOOCHHOCTEH XapaKTepa
TPYIOBOW NESATEbHOCTU K €ro pa3BUTUIO TPEapacnoo-
JKeHbl MeAULIMHCKKE paboTHUKM [15]. He BBI3BIBaeT com-
HEHMS, YTO BepHas TPaKTOBKA MMEIOIIMXCS Y MalleHTa
3Kaj100 1 pe3yIbTaTOB KIMHUKO-MHCTPYMEHTAJIBHOTO 00-
CJICIOBAHUSI, OTIPEICIICHIE COOTHOIIICHMS MEXaHMIECKIX
W TICUXOJOTWYECKUX TIpnumH pa3Butuss BC crmocoOHBI
CIIYXUTh OCHOBOIT BEIOOPA TTPaBUJIBHOM TeparieBTUIECKOM
TakTUKH. [IpencrasisieTcss BaAXKHBIM, 9YTO CBOEBPEMEHHOE
yCTaHOBJICHHE 3MOIIMOHATbHOTO KoMiioHeHTa [1b 1 obec-
rmeuyeHue 3G GEKTUBHBIX MEPOIIPUSTHI, HAIIpaBJICHHBIX
Ha ero yCTpaHeHHe, MOTYT CHU3UTb PUCK Pa3BUTHUS XPO-
HUYECKOi 60J1u.

Baxneiimme 3amauyn IUarHOCTUKU U TUdEepeHIIN -
anbHOI mmarHocTuku I1Bb — ycraHOBIEHME Bemylero
KJIMHWYECKOTO CHHAPOMA, BEHIICHEHHWE €r0 OCHOBHOU
MIPUIMHBI ¥ UCKITIOUECHUE psiga COMAaTUISCKUX CITeII(DM-
YeCKHUX II0 CBOEMY IIPOMCXOXICHHWIO 3a00JIeBaHMIA.
OCHOBHBIMHU HaIlpaBJIeHUSIMH TUDdepeHINATEHON M-
arHOCTHMKU SIBJISTIOTCS MCKJIIOYeHHE HOBOOOpa30BaHUIA,
BOCITAJIUTEIHLHBIX ¥ TPABMATHYECKUX TTOPaKEHNI KOCTHO-
MBILIEYHOI 1 HEPBHOM cucteM [16]. TTo3BosroT rpeamno-
JIOXXWTHh BTOPUYHBIN XapakTep umetomierocs bC mmepene-
CeHHBIE OHKOJIOTMYECKHE 3a0ojieBaHMS, YKa3aHUS
Ha MMEBIIYIO B HEIaBHEM IIPOIIJIOM TpaBMY, OCOOCHHO
Yy TOXWJIBIX IMAllMeHTOB, CTPANAIONINX OCTEOIIOPO30M.
B cBs13u ¢ 3TUM ciemyeT MOMYEPKHYTh HEOOXOIMMOCTD

ycTaHOBJIeHUsI (PAaKTOPOB pHUCKa €ro pa3BUTHUS, TaKUX,
KaK TOpMOHaJIbHBIE M3MEHEHMSI B OpTaHMU3Me, HeIoCTa-
TOYHAsI Macca TeJia, 3130/ IJIUTeIbHOTO (bonee 3 Mec)
IIprieMa HeKOTOPBIX IpeIrapaToB (IIpexXae Bcero KOpTH-
KOCTEepOMIOB). BEICOK pHCK BOCTTAIUTETHHBIX ITOPAXKCHUI
KOCTHO# (OCTCOMMEIINT) 1 MBIIICYHOM (JIOKAJIBHBIE THOM-
HBIE TIPOIIECCHI) TKAHU Y OOJIBHBIX ¢ UMMYHOICDUILINTOM,
CEeNTUYECKUM COCTOSHHMEM, B YaCTHOCTU TP HAJIMINU
HapKOTHYECKOI 3aBcMMOCTH. HeobxommMo Takke UMeTh
B BUIy BEpPOSITHOCTD CIIEIIM(UICCKIX MH(PEKIINIA, B ITep-
BylO ouepenb TyOepkysesa. B To ke Bpemsi TpaKTOBKa
aHAMHECTUYECKNX MaHHBIX M OCOOCHHOCTEHN KIIMHMYE-
ckux nposiBneHuii [1b TpeOyroT 0CTOPOXHOCTH, TOCKOJIb-
Ky IMarHOCTUYEeCKasl ICHHOCTD BHISIBIICHHBIX IIPHU3HAKOB
MOXET ObITh paznuuHoit [17]. McKIrounTeIbHO BaXKHOM
1 CJIOXKHOU 3amadeil KITMHUINCTA SIBISICTCS NCKITIOUeHIE
COMATUYECKUX 3a00JIeBaHMI, TIPH KOTOPBIX MHTCHCHUB-
HOCTh M HEKOTOpBIC MPOSIBIICHUSI 0OJIEBOTO CHMHIPOMA
CITOCOOHBI CUMYJTMPOBATh KIIMHUYECKYIO KApTUHY BepTe-
oporennoii I1b [18].

YcTaHOBIEHUIO BEPHOT'O AMAarHo3a U, COOTBETCTBEHHO,
BBIOOpPY IIPAaBUJILHOM TaKTUKW JICUCHUS] CIIOCOOCTBYET
HCTIOJIb30BaHME PaIrOIOrMIecKoro oociaenopanus. Ham-
6onee nHpopmatuBHbl KT, MPT, B 3HauuTEThHO MEHb-
e CTETIEHU CYXKACHUE O TUArHO3¢ MOXKET OCHOBBIBAThCS
Ha pe3yJbTaTaX PEHTTSHOJIOTUYECKOTO MCCICTOBAHUS
no3BoHouyHuKa. [TpoBeneHue netajbHOro ooCaen0BaHuUs
HEOOXOAMMO MPY HAIMYMHU apryMEHTHUPOBAHHBIX ITOHO-
3peHMi Ha BTOPUYHBIN XapakTep I1b — rmpu HapacTtaHuu
WHTCHCUBHOCTH 0OJIM, HECMOTPSI Ha IIPOBOIMMYIO Tepa-
VIO, TIPY YKa3aHWM Ha COITYTCTBYIOIINME COMATUUYCCKUE
3a00J1eBaHUS (BOCTIATUTEIbHBIE, OHKOJIOTMIECKIE), CITO-
coOHBbIe TIpuBeCTH K pa3Butuio I1b, o06cyxxneHnu Bompoca
0 HEOOXOIMMOCTU XMPYpruuecKoro BMelareabcTa. He-
11eJIecCo00pa3HO MPOBEICHNE TOBTOPHBIX 00CIeIOBAHMIA
MIpY CTaOWJIPHON KJIMHMYECKOW KapThHe 3a00JIeBaHUS,
TaK KaK HEOOOCHOBAaHHBIE ITOBTOPHBIE OOCIICTOBAHMS
He BIUSIOT Ha TAKTUKY JICUCHUS M YBEIIMIMBAIOT €TI0 UTO-
roByto ctonMocTh. [IpenmomaraeMoe MHCTPYMEHTAJIBHOE
o0cyiefoBaHME JOJKHO OBITh OOOCHOBAHO, OOJIbHOMY
HEOOXOIMMO YeTKO Pa3bsICHUTH 1IeIb ITPOBOINMBIX IHAr-
HOCTHUYECKUX MEPOIIPUSITHIL, YTOOBI y TTAIIMEHTA HE CJIO-
KWJIOCh HEBEPHOTO MPEICTaBICHNUS O TSKECTH M MCKITIO-
YUTEIBHOCTH WMEIOIIEeTOCsI Y Hero 3aboyieBaHMS,
0 HaJIMYWM Y Jieyalllero Bpaya WM CHelUuaailuCcTOB-KOH-
CYJIBTAaHTOB COMHEHUIA B ITPAaBUIILHOCTH YCTAHOBJIEHHOTO
nrarHo3a. McKimounTe IbHO BasKHBI aKKYpaTHOCTD M B3Be-
IIEHHOCTH B TPAKTOBKE ITOJIYICHHBIX PE3YJIETaTOB, O0OBSIC-
HEHUE WX MalUMEHTY B JOCTYITHOMW U MOHSITHOM 1151 HETO
(opme c 11eBI0 U30eXKaTh ATPOTeHHBIX 3 (PEKTOB.

OcHOBHBIC 3aIa4yl JIeUeHUsI nanneHToB ¢ [1b — mak-
cHMaibHO paHHee KynupopaHue bC m BoccTaHOBIIEHUE
(yHKIMOHANILHOI aKTUBHOCTUA OoyibHOrOo. Heobxommmo
OTMETHTD, 4TO KyrnpoBaHue bC sBisieTcst He caMOIIeIbio,
a CPEeICTBOM 00eCTIeYeHMSI BO3MOXKHOCTH PACIIMPEHUS
IBUTATEIFHOTO peXXrMMa MalleHTa, 00eCIIeYeHNS He3aB -
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CHMOCTH OOJIBHOTO OT TIOCTOPOHHE ITOMOIIM B TIOBCEI-
HEBHOM OBITY, TTOBBIIIICHUS KadyecTBa Xn3HU. Mcmob30-
BaHNE BO3MOXHOCTEHI MEIMKAMEHTO3HOTO JICUCHMS,
HampaBJIeHHOTO Ha yctpaHeHrne bC, Tobko omHa 13 3a1ad
IIPOBOIMMOTO JIeUeHUsI. B 3T0if cuTyalmmu TpyaHO Tiepeo-
LIEHUTb POJb KOPPEKIIMU UMEIOIIUXCS SMOLIMOHATbHBIX
HapyleHu, 00s13H1 O0JILHOTO Mepe paclliupeHrueM 00b-
eMa (pPU3NIECKUX HATPY30K, YCTPAHECHMS IICUXOJIOTTIECKO-
ro Oaphepa, 3aTPYIHSIONIETO BO3BpaIlleHIE K TIPUBBIYHO-
My o0pa3y Xu3HU. B cBA3M ¢ 3TUM HEOOXOIMMO
MIpOBeJicHNE Pa3bsICHUTEIBHON TepaIiy, HallpaBJIeHHOM
Ha (hopMHpOBaHKE Y OOJIEHOTO YBEPEHHOCTH B TOOPOKA-
YeCTBEHHOM XapaKTepe CBOETO 3a00JIeBaHUSI M CKOpeii-
IIeM HACTYIUICHUH BBI3IOPOBIICHUs. BoBieueHmne naim-
€HTa B JICYeOHBIN IpoIlecc, IMMOCTETICHHOE PacCIINpeHUe
o0beMa (pU3NIECKO aKTUBHOCTH ¢ IPUMEHEHNEM KOM-
IUTeKCca aleKBaTHO MOM00PaHHBIX (PU3MISCKUX YITPAKHE-
HUN — HEOThEMJIEMbIe KOMITOHEHTHI TepPalieBTHUYECKOTO
mpoiecca. ITo Mepe kKyrmmpoBauust bC, nmpu mocTikeHIN
€ro TepeHOCHMOTO YPOBHSI HEOOXOIMMO MCIIOJIB30BaTh
IIUPOKUI CIIEKTP (PU3NOTEPATIEBTUICCKUX CIIOCOOOB JIe-
YeHHMsI, Maccax, JIeYeOHYI0 TMMHACTUKY, MaHyaJIbHYIO
Tepanuio [11].

C nenpro kynmposanwus [1b B HacTosee BpeMsT Ham-
0oJiee IMUPOKO MPUMEHSIOTCS HECTEPOUIHBIE IIPOTUBOBO-
crmanmurenpabIe Tipeniapatsl (HITBIT) BeemeTBre mx BeIpa-
JKEHHOTO 00¢300JIMBAIOIIETO Y TIPOTUBOBOCIIAJIUTEIIBHOTO
a¢dekTa M HEKOTOpPhle HEHAPKOTHMYECKHME aHAIbICTUKU
[19]. ITIpumenuTenbHO K ManmeHTaM ¢ I1b Hanbo1ee BaskeH
WMEHHO IIPOTHBO00JIEBOI 3(h(EKT IpermapaToB paccMma-
TpuBaeMoii rpynisl. B Poccuiickoit Menepanyn oTHOCH-
TEJIBHO pexXe, YeM, HarpuMep, B cTpaHax CeBepHOi AMme-
PUKU, TIPUMEHSIIOTCS cJ1a0ble onron bl y nauueHToB ¢ I1b.
Hasnauenue HITBIT oka3biBaeTcst 6onee a(ppeKTUBHBIM
11T yecTpaHeHus iokanbHoi [1B, yem mist KynmupoBaHUS
00JIeBOTO KOpPEIIKoBOro cuHapoma [11, 13].

IIporuBobGoneBas aktuBHocTh HIIBII obOycnosinena
HX CITOCOOHOCTHI0O MHTUOMPOBATh AKTUBHOCTH ITMKIIOOK-
curenassl (LIOIN), 61aromapst KOTOpoit B TKAHSIX YMEHBIIIA-
€TCSl KOHLIEHTpaLMs TaK Ha3bIBA€MbIX aJITOT€HOB, BbI3bI-
BAIOIINX W IIOOICPKUBAIOIINX OOJICBBIC OIMYIICHUS.
BmecTe ¢ TeM mpuMeHeHHME STHX IIperapaToB BeIeT
HE TOJIBKO K CBOEBPEMEHHOMY YCTPaHEHUIO 00T, HO M CO-
MPSDKEHO C IEABIM PSIIOM HEXXeJaTeIbHBIX TTOOOYHBIX
3¢ deKkToB. YoeauTeIbHO ITOKa3aHO, YTO MCIIOIB30BaHIE
HIIBII, obiagamoumx cnocoOOHOCTbIO MHTMOUPOBATh 00€
n3odopmel LIOT, cBS3aHO ¢ MOBBIIIICHUEM PHCKA Pa3BUTHS
TaCTPOMHTECTUHAIBHBIX OCIOXHEHHWI, TaK KaK TaKue
Mperaparbl 00JIaJaoT yIbleporeHHBIM 3¢ dekToMm [20].
Puck pa3BuTusi OCIIOXHEHUN CO CTOPOHBI KEIYIOYHO-
KUIIIEYHOTO TPaKTa ITOBHIIIEH Y MAlleHTOB, TTIEPEHECIITNX
SI3BEHHYIO OO0JIe3Hb XKeITyaKa, IIPH OMHOBPEMEHHOM Ha3Ha-
YeHUHU TIpernapaToB alleTUICATUILIIIOBOI KUCIOTHI, He-
MIPSIMBIX aHTUKOATYJISTHTOB, TITIIOKOKOPTUKOUIOB, IPYTUX
HIIBII, a Tak:xe mpu mpeBbILLIEHUY PA30BbIX U CYTOYHBIX
TepareBTUICCKUX T03UPOBOK. CUNTAIOT TaKXKe, 4TO (pak-

TOpaMu pUCKa YJIbLIEpOreHHOro 3 deKTa SIBIASIOTCS KEeH-
CKWI1 TI0JI, KypeHHe, 3JI0yIOTpeOIeHNE aIKOTOJIeM, MH-
dexumst H. pylori.

Hexkotonle cenekTBHBIe MHTMOUTOPHI LIOI'-2 nMeroT
CYIIIECTBEHHOE TPEUMYIIIECTBO, 00Magas MUHUMAIbHBIM
TTOBPEXIAIONIM BO3IEMCTBIEM Ha CIIM3UCTYIO XKeTyIKa 1,
COOTBETCTBEHHO, OKa3bIBasi MEHEe 3HAYMMBIIA YIIBLIEPOTCH-
HBIA 3G dekT. B TO e BpeMs mpemnaparbl 3TOW TPYIIIIEI
00J1aTaroT KapANOTOKCUICCKUM ACHCTBIEM, KOTOPOE 0CO-
OEHHO SIBHO BBIPAXKEHO MPY JUTUTEIbHOM puMeHeHuu [21].
Tak, ObUTO YOSINTEIHLHO ITPOAEMOHCTPHUPOBAHO TTOBHITIIC-
HUE pHCKa pa3BUTHS WH(apKTa MUOKapaa, OCOOCHHO
Y TIAIIMEHTOB ¢ IPYTUMU (haKTOpaMu CePIeIHO-COCYIUCTO-
TO pHCKa, a TaKKe MePEHECIINX B TEUCHME MPEIIIeCTBYIO-
KX 6 MEC BMU30/ OCTPOI KOPOHAPHOI UllleMuu. B cBs13n
C 3TUM HeIleIeco00pa3Ho X IMPUMEHEHNE y MallleHTOB
C HeTaBHO TTIEpEeHECEHHBIM OCTPBIM KOPOHAPHBIM CHHIPO-
MOM.

Heob6xogumo otMeTuTh, yTo HazHayeHue HITBII go-
OaBJIsIeTCS K IPYTUM JIEKAPCTBEHHBIM ITperiapaTaM, KOTO-
pBIe TIAIIMEHT JOJDKEH IOJydaTh IO TTOBOILY MMEIOIITIXCS
y Hero 3aboseBaHuil. Heo6XonMMOoCTh OTHOBPEMEHHOTO
prieMa HECKOJIPKMX ITIperapaToB OCOOCHHO aKTyaslbHa
IUIST TIAIIMEHTOB CTaPIIIMX BO3PACTHBIX TPYIIIT, XapaKTepH -
3yIOLIMXCS MOJUMMOPOUIHOCThIO. B gaHHOU cuTyauuu
PHUCK HeXeJaTeIbHBIX ITO00YHBIX 3(PHEKTOB 3HAYUTEITLHO
BO3pacTacT, BO3HUKAET peaabHasl yrpo3a JICKapCTBEHHBIX
B3aMMOJICMCTBUI, CO3MAIOTCSI YCIOBUS UISI TTOPAKCHMUS
TeYeH!, IToYeK, IPYTUX BHYTPEHHUX OPraHoOB.

C yueToM BBIIIeCKa3aHHOTO Kypc jeueHus HITBIT
He JTOJDKEeH MPEeBBIIIaTh CPOKOB, HEOOXOMMMBIX TSI KYITH -
poBanust octporo bC. g neyenus nmamueHTtoB ¢ 116,
KaK MpaBUjIo, HET HEOOXOIMMOCTHU B IUTUTESIIBHOM IIPUME-
Henuu HIIBII, cpoku ux mpuMeHeHUsI He TOJIKHBI TIpe-
BBIIIIATh BPEMEHHM, IOCTATOYHOTO MIJIST 00CCIICUYCHUST TIPH-
eMJIEMOTO YPOBHSI 00JICBBIX OITYyIIeHU. BobHOI TakKe
IOJDKeH OBITh MH(MOPMUPOBAH O TOM, YTO, HECMOTPSI
Ha BBICOKYIO IIPOTUBOO0JIEBYIO 3(D(EeKTUBHOCTH ITpeTiapa-
TOB JAHHOM TPYMIIBI, CaMO 10 cebe ycTpaHEeHUEe OOJIEBBIX
OIIYIIEHUI He MOXET CITY>KUTb rapaHTHEH TIpeayIIpeKie-
HUS TIpeBpaIIeHUST OCTPOIt 00N B XPOHUIECKYIO, a TAKXKE
HE MOXXET pacCMaTpUBAThCSI B KAUECTBE CPeaCcTBa ITPOpu-
JIAKTUKU TOCeaytommx oooctpenuii. Takast uHgpopmanust
TO3BOJINT M30€XaTh HEHYKHOTO TpreMa JISKApCTBEHHBIX
TIpeIrapaToB B «IIPOMIIAKTUIESCKUX HEJISIX» M CHU3HUT PUCK
pa3BUTHS HeXXeTaTeIbHBIX TOOOYHBIX 3(PDEKTOB.

D peKTUBHBIM, XOPOIIO 3apeKOMEHIOBABIINM Ccebs
B KJIMHNYECKOH npakTuke npeacrasurenem HITBII sBs-
ercst KeToHan® (KketorpodeH), KOTOPbIil Ha IPOTSKEHUU
MHOTHUX JIET TPUMEHSIETCS y TALIUEHTOB CO CKEJIETHO-MBbI-
mweynsiMu BC, B wactHoctH ¢ T16 [22]. Ketonan® npex-
CTaBIISICT COOOM IPOM3BOMHOE ITPOIMOHOBON KWCIIOTHI,
KOTOpOE 3a CYET YTHETCHUSI aKTUBHOCTH IIMKJIOOKCUTEHA-
36l 1-TO 1 2-TO THIIOB peaju3yeT CBOE IPOTHUBOOOIICBOE
¥ TIPOTUBOBOCIIANIATEIbHOE MeticTBre. Obamast Xapakrep-
HbeM 111 HITBIT ciekTpom papmakosiormyeckux 3 hex-
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TOB, KETOHAI® MMeeT psi ocodeHHocTe. Tak, 6aarogapst
CIIOCOOHOCTH MMPOHUKATD Yepe3 reMaTOdHIIe(paTmIeCcKIiA
bapbep, TOMUMO TeprepUIECKOTO, OH CITOCOOEH OKAa3bI-
BaTh LEHTPAJIbHBINA aHanbreTndyeckuii 3dgekt. pyras
BaXKHas, ¢ TOYKM 3PCHMSI KIMHMIINCTa, OCOOCHHOCTH
JeUCTBUsI KeToHajaa® — OTCYTCTBME ITOBPEXIAIOLIEIO
IEeUCTBUS Ha XPSIIEBYIO TKaHb (9acCTOTO OCIOXHCHUS
npuMmeHeHust MHorux npeacrasuteneii HITBII, ocobenHo
IIpY UX JUINTEILHOM HazHauYeHNH ). OTMETUM HECOMHEHHO
BaXXHBIIT MOMEHT: IIperiapaT He 00J1a1aeT TelmaToTOKCuIe-
CKMM JEUCTBHEM, YTO HEOOXOIMMO IIPUHNUMATHh BO BHH-
MaHWe TIpA TIPOBEACHNN KOMOMHHUPOBAHHOTO JICUCHUS,
TpeOyIoIero Ha3HAYeHUST HECKOJIBKMX IIpeIiapaToB Y Ia-
IIMEHTOB C COITYTCTBYIOIIMMU 3a0ojeBaHUsIMU. Kpome
TOTO, OBLJIO YCTAHOBJIEHO, YTO 00e300MBatoInii 3pdexkt
KeTOHa/1a® He HOCUT MPSIMOTO A0303aBUCUMOTO XapaKTe-
pa. Tak, OBUTO TPOIEMOHCTPHUPOBAHO, YTO IIPX HEOOXOIM -
MOCTH KyTrmmpoBaHus ocTporo bC nmpuMeHeHMe mpenapa-
Ta B cyTouHOil mo3e 300MT CyIIecTBEHHBIM O0pa3oM
He TipeBBIIaao 3(GGEeKTUBHOCTA MCIIOJIb30BaHUS
200mMr/cyT [23], 4TO UCKITIOYaeT HEOOXOIUMOCTD ITPEBBI-
IIeHUs PeKOMEHIOBAaHHBIX JO3MPOBOK IIPH JICUCHUU TTa-
meHToB ¢ [1h. CnemyeT Takske OTMETHUTB, YTO YBEJTMUCHUE
ITO3BI TIpUMEHsIeMOoro Tiperapara 1o 300 MT/cyT He cBsI3a-
HO C YaCTOTOM pa3BUTHS HeXKeJIaTeIbHBIX TIO0OYHBIX (-
GexToB.

HMToroM MHOTOUMCICHHBIX KIIMHUYECKNX UCCIICIOBA-
HU TBUJICS (paKT yCTaHOBIICHUS BBICOKOM 3 (PeKTUBHO-
ctu ketoHana® mpu pasHbix octpoix BC. [IponeMoHcTpu-
POBaH €ro MOIIHBIN ITPOTUBOO0JIEBO 3P MEKT ITpU OCTPOIA
ImocTTpaBMaTdeckoit 6o, bC, BO3HUKAIOMINX BCIICACT-
BHE TICPEHECEHHOTO OITePaTUBHOTO BMEIIIaTeIbCTBA B Ue-
JIFOCTHO-JIAIIEBOM, a0MOMIHAIbHOM XUpypruu. Pe3yibra-
TBl TIPOBEACHHBIX PAHIOMU3UPOBAHHBIX KIMHUYECKUX
HCCIIEI0BAaHU, B KOTOPEIX MPOTUBOOOJIEBas 3 (HEKTHUB-
HOCTB KeToIpoeHa CpaBHIUBAJIACH C TPATUIIMOHHO TIPH-
meHssembiMu HIIBII, cBuaeTenbCTBYIOT O €ro JOCTaTOu-
HO1 3()(EeKTUBHOCTH U XOPOIIIEei IIEPEeHOCUMOCTH.

KeroHan® xopol1io 3apeKoMeHI0Bas ce6s1 P ITpUMe-
HEHNH Y ITAIlMeHTOB ¢ Pa3HOOOPAa3HBIMU MBIIIIEYHO-CKE-
JIETHBIMU 0OJIIMU, B YacTHOCTHU ¢ ocTpoii [1b, BcieacrBue
Yero OH peKOMEHIOBaH MHOTOUYMCICHHBIMU PETMOHAIIb-
HBIMU 1 MEXIYHAPOIHBIMU PEKOMEHIALMSMU TSI Tepa-
MUY TaKuX TamyeHToB [11, 24]. BaxHo, 4To mMpUMeHeHNe
KeToIpodeHa MO3BOJISIET JOCTOBEPHO COKPATUTh CPOKU
JieyeHus1, ObIcTpee KynupoBaTh odoctpeHue I1b, obecrie-
yuBaeT 00Jiee paHHee paclIupeHNe IBUTATSIBHOTO PEXKM-
Ma, 4TO, B MTOT¢ IPUBOAUT K TIOBEIIICHWIO KadecTBa
XM3HU OOJBHBIX [25].

BaxxHo, 4T0 KeTOHan® BBITYCKACTCS B BUIE PA3IMYHBIX
JIEKApCTBEHHBIX (hOPM — IUTS TTApEHTEPATBHOTO BBEICHMS,
TIePOPATEHOTO TTPUMEHEHNSI, B BUIIEC PEKTATbHBIX CYIIIIO3UTO-
pHeB, a TaKKe B (popMax IIst HApY>KHOTO MECTHOTO TIPHMEHe-
Hus1. HecoMHEHHBII MHTepec MpeaCcTaBiIseT JICKApCTBEHHAST
dopma keToHan® ayo, KOTOpasi XapaKTepU3yeTcsl CIIOCOOHO-
CTBIO 00ECTIeUNBAaTh aeKBaTHYIO KOHIICGHTPAIIMIO TIperapara

B KpoBU. B ee cocTaB BXOIST TpaHYJIbI, BRICBOOOXKIIAIOIIIMC
TIperapar 13 IeJUIeT C pa3HOi CKOPOCTHIO: OMHU — HEMEICH-
HO, obecrieurBasi ObICTpOE HACTYIUIEHUE 00e300/IMBAIOILIETO
adexra, Apyrue, ¢ onpeaeIeHHBIMI XUMIAYECKIMU 1 XUMU-
KO-(pM3MIECKIMU OCOOEHHOCTSIMU, — TTOCTETICHHO 1 B OoJIee
TO3IHIE CPOKM. biaromapst 3ToMy obecIieurnBaeTcsl BO3MOXK-
HOCTB TTOAIEPKAHUST CTAOMITBHOM ¥ TIPEICKA3yeMOi KOHIICH-
Tpalliy Tperapara B KpOBU Ha TIpoTsokeHnn 20—24 4, 9ro,
HECOMHEHHO, OT/IMYaeT KETOHAI® yo OT TPaAULIMOHHO ITPHU-
MEHSIEMBIX JIEKAPCTBEHHBIX (hOpM, TpeOyIoImx 2—3- Tpex-
KpaTHOIO IpKieMa B TeueHKe CyTOK. BaxxHo, 4To KeToHa1® 1yo
MOXKET Ha3HAYaThCsI MAIMeHTaM, KOTOPBIE ITOJTyJaroT JICUCHIE
B aMOYJIaTOPHBIX YCIIOBYSIX, TIPOIOJIKAST CBOKO TPYIOBYIO JIesT-
TEJILHOCTD, TIPH 3TOMU MMesT OTpaHNYCHHBIE BO3MOXKHOCTU
IUTSL PETYJISIPHOTO TIPMMEHEHUS TIperiapaTa B TeUeHUE CYTOK.
Taxoke BasKHO, UTO YMEHBIIICHIE KPAaTHOCTH ITpHieMa TIperapa-
Ta Ha MMPOTSDKEHNE CYTOK (OMHOKPATHBIM ITPHEM) aCCOLTMHAPO-
BaH C ITOBBIIICHIEM ITPUBEPXKEHHOCTH OOJTLHOTO K JICUCHHIO.

B uenom mMHorooGpasue (GopMm Bbilycka KeToHana®
obecrieunBaeT BO3MOXKHOCTh MHIWBUAYAIN3UPOBAHHOTO
JIEYCHUSI, B 3aBUCMOCTH OT UHTCHCUBHOCTH M XapaKTepa
I1B, a Takke KOHKPETHBIX YCIIOBUIT TTPOBEICHUS TEPAITHI
(amOymaTopHasi, cTallMOHAPHAsI ), IIPEAITOYTeHUS OOJTBHO-
TO TeX WJIN WHBIX JIEKapCTBEHHBIX (popM. Takoe pazHOOOpa-
31e JIEKapCTBEHHBIX (DOPM ITO3BOJISIET Pea30BaTh IIPHH-
LUII cTyTeH4yaroi Tepanuu. Hanpumep, npu octpoii I1b,
TPeOYIoIIei SKCTPEHHOTO KYITMPOBaHMUS OOJIH, IIEIeCO0-
Opa3HO MMapeHTepaIbHOE BBEIECHME TIpeTiapara, ClloCoOOHOe
obecreunTh OBICTpOe HacTyIIeHue 3¢ dekra. Takoii cro-
€00 JIeueHUs IIeIeco00pa3eH B YCIOBHUSIX OKa3aHUS DKC-
TPEHHOM MEAWILIMHCKOM MOMOIIY, B TEPAITMU B YCIIOBHSIX
CTalliOHapa, MpW Hadaje Teparmu. [1pm Hammuum BC
c1a00i 1 yMEPEHHON MHTEHCUBHOCTH BO3MOXHO TIPHUMe-
HEHUE DHTEPabHBIX JIEKAPCTBEHHBIX (DOPM KeToHana®,
KOTOpBIE XapaKTePHU3YIOTCS COYETAaHHMEM TOCTATOYHOTO
KIIMHINYEeCKOro 3(pdeKTa 1 XopoIieit mepeHOCUMOCTH.

Braromapst Xopoiiieit IepeHOCUMOCTH KETOHAI® MO-
JKeT Ha3HAYaThCsl Pa3IMIHBIM MallMeHTaM, B YaCTHOCTHU
6obHBIM cTapiie 75 met. CrenyeT, OgHaKO, YYUTHIBATh
MMEIOIINICS PUCK TACTPOMHTECTUHAIBHBIX OCIOXHEHUI
U TIPOBOINTH JICUCHUE TP OMHOBPEMEHHOM Ha3HAYCHUH
WHTUOUTOPOB IIPOTOHHOW ITOMITEL. BemencTBue TtoroO,
YTO HEKOTOpbIe mpenapathl u3 kinacca HITBIT u ractpo-
MIPOTEKTOPHI MOTYT METa0OIM3NPOBATHCA MACHTUIHBIMU
LIMTOXPOMOKCHUIA3aMU, CJEAYET Pa3HOCUTb MX MpPUEM
BO BpeMeHHU Ha 2—4 4, YTO 00eCTICUNT COXpaHEHME Tepa-
nepTuyeckoro addekra. Creayer TakKe OTMETUTH BO3-
MOXHOCTh TIPMMEHEHUSI M HAKOXHBIX JIeKapCTBEHHBIX
(opm keToHana®, IpUMeHEHNE KOTOPBIX CIIOCOOHO 0bec-
TEYNTh MAKCUMAIbHYIO JJOKAJIBHYIO (B MECTe HAHECEHMS)
KOHIICHTPALINIO TIpeIiapaTa Mpyu MUHUMU3AIUN €TI0 CHC-
TEMHOTO IECHCTBUSI.

TakuMm oGpa3oM, KeToHaI® (keTonpodeH), Kak mpe-
TTapart, 00JIamaroIINii OJTAarOIPUATHBIM TepaIleBTUIECKIM
mpodueM, MOXET IMMPOKO MCITOIb30BaTLCS B BO3PACT-
HOM KOTOpPTE MAIIMeHTOB ¢ pa3IMIHBIMU BapruaHTtaMmu [16.
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KnuHuyeckoe HabnopeHue pebeHka ¢ CoyemanHoil reHemuyeckoil
namonorueii: MyKoBucyua03oM U nuye-nonamoy4yHo-nneyesoil
nporpeccupyouleil Muoaucmpodpuel

0.A. Knoukosa, A.JI. Kypenkos, A.M. MamenbspoB, X.M. Kapumona
DI'BY «Hayunuiii yenmp 300poges demeii» PAMH, Mockesa

Konmaxmeot: Onvea Andpeesna Knoukosa klochkova _oa@nczd.ru

B cmamve npedcmasneno onucanue pedkoeo Kaunu1eckoeo Haba0eHus pebeHKa ¢ couemaHnHol noomeepIcOeHHOl HacaedcmeeHHo
namosaoeueil: mykogucyudosom (mymayuu F508del u E92K) u auye-ronamouno-naeuesoii muoducmpodgpueii (JIJIIIM) (mozauunas de-
aeyus 4q35 xpomocomst). Ha npumepe onucvieaemoeo cayuas npedcmasiena KAUHU4eckas Kapmuna unganmunvtoii gopmor JUITIM,
npugedeHsl pe3yabmamosl Kamamuecmuteckoeo Habnooenus nayuenmiku. Cobcmeentvle KAUHUYecKUue Haba00eHUus conocmagieHsl ¢
daunvimu aumepamyput o JIIIIM, obcyscden eonpoc eenemuueckoii eemepoeennocmu JIJIIIM. Takce paccmampueaemcsi Heo6x00umocms
MYAbMUOUCUUNAUHAPHO20 ROOX00A NPU PeabUAUMAUUU U AeHeHUul NOO0OHbIX NAUUEHMO8 8 YCA0BUAX CONYMCMBYIOWel HACAeOCME8EeHHOIL
namonoeuu.

Karoueevte caosa: auye-ronamouno-naevesas muooucmpogus, muooucmpous Jlanoysu—Jexncepurna, Mykoucyuoo3, 31eKmpoHetpomuo-
epaghus, npoepeccupyrouas Muooucmpopus

Case report of a child with combined genetic pathology:
cystic fibrosis and facioscapulohumeral progressive muscular dystrophy

0.A. Klochkova, A.L. Kurenkov, A. M. Mamedyarov, H.M. Karimova
Research Center of Child Health, Russian Academy of Medical Sciences, Moscow

The article presents a rare case of a child with a laboratory confirmed combination of several inherited diseases: cystic fibrosis (muta-
tions F508del and E92K) and facioscapulohumeral progressive muscular dystrophy (FSHD). Through the example of the case authors
describe the clinical findings of the infantile form of FSHD and the results of prolonged patient’s follow-up. Own clinical data are com-
pared to the literature review. There is also a discussion about genetic heterogeneity of FSHD and complex rehabilitation approaches
in case of associated genetic pathology.

Key words: facioscapulohumeral muscular dystrophy, Landouzy— Dejerine muscular dystrophy, cystic fibrosis, electromyography, progres-

sive muscular dystrophy

CoueTaHle HeCKOJBKIUX HAC/IeICTBEHHBIX CHHAPOMOB
y | maiueHTa — SIBJI€HME Ka3yMCTUUYECKOE U CJIOXKHOE
KaK C TOYKM 3PEHHSI CBOEBPEMEHHOI NMarHOCTUKM BCEX
3a00JIeBaHMIi, TaK ¥ C TOYKU 3PEHUST BEIOOPA IMIPUOPUTET-
HBIX MOIXOJOB B JIEYEHWH, YUUTHIBAIOIINX CIEHU(PUKY
COITYTCTBYIOIIEH TaTtosoruu. Hammawme m BBISIBICHHE 2
U 0oJiee HeCBSI3aHHBIX MyTaluii y 1 pebeHka HaOmogaeTcst
penKo. DTo 00YCIOBIEHO TEM, UTO HAKOIJICHUE TeHeTUYe-
CKUX «OIIMOOK» Yy TIOJA BeAeT K 3HAUMTEIbHOMY PUCKY
CIIOHTAHHOIO TpephIBaHUSI OEPEeMEHHOCTHU, a peOEeHOK,
POIMBIIUICS C COYETAHHOM T€HETUYECKO MAaTOJIOTHUEH,
MOXET He OOXWTb N0 BepUdUKaLlMU BCEX OMArHO30B
B CBSI3U C TSIXKECThIO COCTOSIHUS U CJIOKHOCTSIMUA MOJIEKY-
JISIPHO-TEHETUYECKOM NMarHOCTUKU OTIEIbHBIX CUHIPO-
MoB. boibllloil MHTEepec MOpeAcTaBisieT IpeajiaracMbiit
KJIMHUYECKUI pazdop MalMeHTKMU, IJIUTETbHOE BpeMS
HaOII0aBIIECs TI0 TIOBOAY MOATBEPXKISHHOIO MYKOBHUC-
L1032 U IEeMOHCTPUPOBABILIEH ¢ paHHEro AeTCKOTO BO3-
pacTa xapakTepHble ITPU3HAKN HEPBHO-MBILLIEYHOTO 3200~

JIeBaHUSI, <«MaCKHPOBABIIETOCS» TMOH CHUMIITOMBI
YCTaHOBJICHHOM HACJIEICTBEHHOM MaTOJIOTHH.
MyKOBHUCIIIO3 — MOHOTEHHOE HACJICACTBEHHOE 3a00-
JIeBaHMe, BeTpevaroreecst B Poccuu ¢ gacroroit 1:4900 Ho-
BOPOXIEHHBIX. MYKOBUCIIIO3 HACIIEIYETCS TTO ayTOCOMHO-
JOMMHAHTHOMY THUITY ¥ 00yc/IoBIIeH MyTanyeii B reHe CFTR
Ha [UIMHHOM Iuiede 7-if xpomocomsl (7q31.2). OmmcaHo
oonee 1,5 ThIC. MyTauMii, U3 KOTOphIX B Poccuu Hanboee
pacnipoctpadeHa F508del, cocrapistoniast okoio 55 % Beex
MyTamii ipu Mmykosrcpnose. Myrammst E92K taxske oTHO-
CUTCSI K CPAaBHMTEIBPHO YaCTO BCTPEYAIOIIMMCS IJIST TeHa
CFTR. YuuTbiBasi TIOJIMOPTAHHBINA XapaKTep MOPaKEHUS
NP MYKOBUCIIHIO3€, BBICOKYIO YaCTOTY BCTPEUYAEMOCTHU
n 3(PDEeKTUBHOCT, CBOCBPEMEHHO HAYaTOTO JICYCHUS,
¢ 2006 . CKpMHMHT Ha MyKOBHMCLIMAO3 BKJIIOYWIN B 00s13a-
TeJIbHOE 00CIIeIoBaHe HOBOPOXKIeHHBIX B Poccun [1, 2].
Myrtaums reHa MyKOBHCIIIO3a IIPUBOIUT K HapyIIie-
HUIO QYHKIINK OeJiKa, JIOKAIM3YIONIETOCs B AITUTETNAIb-
HBIX KJIeTKaX IBIXaTeJIbHBIX ITyTel, CIIOHHBIX M ITOTOBBIX
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Xese3ax, IMOMKeITyIOUYHOM XKelle3e, KAIIIeYHUKEe 1 00ecITe-
YHBAIOIIMX TPAaHCMEMOpPAaHHBIN TPAHCIIOPT MOHOB XJIOpA.
PesynbraTom HapyiieHnsT (QYHKIIMA CTAaHOBUTCS OJIOK
TpaHCITOPTa MOHOB XJIOpa U YBeJIMIeHIE aOCOPOIII HOHOB
HATPWUS, YTO TIPUBOIUT K CHVKEHUIO WJIN TTOJTHOMY TTpeKpa-
IIEHUIO CEKPELINH XKUIKOCTH Yepe3 MeMOpaHy SIUTe TaITb-
HBIX KJIETOK M, COOTBETCTBEHHO, YBEIIMUCHMIO BSI3KOCTHU
CEKPETOB 3aTPOHYTBIX OPraHOB. B OTCyTCTBHME JIcUueHUS
JTAaHHBII TeHeTUIeCKUI 1e(eKT ITPUBOIUT K MYJIBTUCHACTEM-
HOMY HOpaXXeHUI0, Pa3BUTHIO XPOHMUECKINX MH(MEKIIMOH-
HBIX IPOIIECCOB B ABIXaTeJILHOI CHCTEME, TTATOJIOTUIECKIM
W3MEHEHUSIM CTPYKTYPHI U (GPYHKIINN OPTaHOB XKEITyT0IHO-
KUIIIEYHOTO TpaKTa, CHIDKCHWIO HYTPUTHUBHOIO CTaTyca
pebeHKa, paHHe! TSoKeI0i MHBaIuau3auny [3].
JIute-monarouHo-1ureyeBast Muonuctpodust (JIJITIM),
TaKKe M3BeCTHasl Kak Mmuoauctpodust Jlanaysu — Jlexepu-
Ha, SIBJISIETCSI PEIKWMM HACJCICTBEHHBIM 3a00JIeBaHUEM,
BCTPEYAIONINMCSI, TI0 pa3HBIM JTaHHBIM, C YacToToi ot 0,2
1o 2 cirydast Ha 100 Teic. Hacenenust [4—6]. [Ipuopurer onm-
CaHWsI TaHHOM ITAaTOJIOTMH TTO-TIPEKHEMY BBI3BIBACT TUCKYC-
cun. Psa aBropoB otaator npennoureHue Jlanmysu u Jlexe-
puny (1884 1) [7], apyrue — Hiowmenny (1862 r) [8],
MIPEICTABUBIIIEMY 3Ty 00JIC3HB IO HA3BAHUEM «ITPOTPECCH-
pylolmmast MbIIIedHas atpodust AeTcTBa». [1o MHEHHIO
J1.A. PyneHKo 1 COaBT., IIPOBOAVBIINX ITOAPOOHBIN aHAIN3
pabor, tocesieHHbIX JIJITIM, Jlanoy3u u JlexxepuH omnuca-
JI HEOOBIYHBIN BapUaHT MBIIIEYHON TUCTPO(UI, Ha3BaH-
HBIA WMCCIIEIOBATSIISIMU JIUILIC-JTIONAaTOYHO-TTEPOHEATHHOM
KoHeuyHocTHOU muoauctpodueit (JIJITIKM Hucxoasiuas,
C «IIepeCKaKMBaHMEM») W OTJIMYABIINIACS OT MOCTEIICHHO
HHCXOIAIIIETO BapraHTa, KOTOPBIi BIIEPBBIC ObLT paCIIO3HAH
HromrerHom [9]. IMo3mHee 3T 2 pa3aTWyHble MHOIATHM,
C Pa3IMYHON ITOCIICAOBATEIBHOCTHIO TTOPAXKEHUST MBIIIII,
OBLTM BKJTFOUEHE! B 1 TPYIIITY, KOTOpast TOJIyIrIa Ha3BaHHe
JINIIE-JIONATOYHO-TUICYeBOM MBIIICYHON TUCTPODUH.
JUUITIM — reHeTMYeCcKU U KIMHUYECKU TeTePOreHHOE
3a00JIeBaHMe, HACIeAyeMOe IO ayTOCOMHO-TOMIUHAHTHOMY
tny. B 90—95 % cemeii 60J1€3Hb 00YCIOBIIEHO Jeeei
B XpOMOCOMHOM JIoKyce 4q35, aTo Tak Ha3biBaeMas JIJITIM
1-ro tuna, uaiu FSHD1, FSHD1A (OMIM 158900 |5, 10]).
Eme B 5—10 % cemeil KIMHUYECKHU CXOIHAs KapTHHA 00-
ycaoBieHa MyTauusmMu B jokyce 1026 — FSHD?2,
FSHD1B (OMIM 158901). B HEKOTOPBIX CEMBSIX C TUITI-
HBIMH TIPOSIBIICHUSIMU 3200JIeBaHUSI TIOKA3aHO OTCYTCTBHE
clLeTuIeHMs ¢ MapKepamu ooactu 4q35 u 10926, uro yka-
3BIBACT Ha €IIIe OOJIBIIYIO TEHETUISCKYIO TeTePOTeHHOCTb.
Y 300pOBBIX JINII B CyOTeIOMepHOI 0bact 435 nMe-
ercs oT 11 go 150 TOBTOPSIIOIINXCST YIaCTKOB, HA3BaHHBIX
D474 (pparmentsr EcoRI ot 41 mo 350 kB), Torma kak ma-
mueHTsl ¢ JIJITIM 1-ro Tumna umetor ot 1 1o 10 ¢pparMeHTOB
D4Z4 (EcoRI ot 10 mo 35 kB) [11]. Psx aBTOpOB OMMCHI-
BalOT OOpaTHYIO 3aBUCMMOCTb MEXIY pazMepaMu AeIeluu

y 6osbHbBIX JIJITIM 1 Bo3pacToM MOSIBICHUSI CUMIITOMOB
[12, 13], a Takke TSKECThIO KIMHUYECKUX TPOSIBICHUI
[14—16], npyrue ucciegoBaTel HE HAXOAAT OMMCAHHOM
3akoHOMepHOCTH [9, 17, 18]. Hepenkum sBisieTcst coma-
THYECKUA MO3anuIn3M, 0oJiee BRIpaXKCHHBIM Cpemay XKeH-
e ¢ JIJITIM n Bctpevatowmmiics y 24—40 % manumeHToB
¢ de novo mytanueii [19, 20]. Tounble OMOXMMUYECKIE
MEXaHU3MEI ITaToreHe3a 00JIC3HN OCTAIOTCS HESICHBIMMU.
[Ipy MUKPOCKOIMMYECKOM HCCIICAOBAHUM OMOITATOB
cKeJeTHbhIX Mol 20-jeTHeil mauueHTtku ¢ JUJITIM
D.M. Slipetz u coaBrt. [21] obHapyXuau aTpoduio 1 BeIpa-
KEHHYIO HEpaBHOMEPHOCTDb OTMaMeTpa MBIIICYHBIX BOJIO-
koH. P. Reed ¢ komneramm [22], ncnonb3ys KOH(GOKAILHYIO
M 3JIEKTPOHHYI0 MHUKPOCKOIIMIO MBIIICUYHBIX OMONTATOB
6oabHbIX ¢ JIJITIM, onucanu peopraHM3alnio capKoaeM-
MBI W TIOmJICXKAINEeTo IIMTOCKeneTa (yBeIMYeHUe Ooiee
yeM B 5 pa3 IO CPaBHEHUIO C KOHTPOJIEM PaCCTOSTHMS
MEXKITy CapKOJIeMMO M OJIIDKaUIIMMU MUODUOpHILIaMu).
Taxcke OBLIHM TTOKA3aHBI N3MEHEHUSI B CTPYKTYPE MUTOXOH-
IpUiA 1 OMOXMMMYECKOM aKTUBHOCTH KJICTOK ITCYCHU
1 (p1OPOOIACTOB KOXKM B OTCYTCTBHE 3HAYMMBIX MyTaINiA
mutoxoHapuanbHoi JIHK y manmmenTos ¢ JIJITIM [21].

Knuxuyeckas Kapmuxa

B uenom JIJITIM 1-ro Tuna siBasieTcss OTHOCUTEIbHO
JIOOPOKAYECTBEHHON MEIJICHHO PO PEeCCUPYIONIC MUO-
IucTpodureil ¢ HadaJoM B ITO3IHEM JIETCKOM WUIM B3pO-
cJioM Bo3pacTe (cpemHuii Bo3pacT nebiota ot 10 mo 20 srer),
CYIIECTBEHHO HE HapyIIaIoIIei ITOBCETHEBHYIO aKTUB-
HOCTh IMAIIMEHTOB, HE BIMSIOIICH Ha PEIpPOXYKTHUBHYIO
(YHKIIMIO ¥ MPUBOISIIEH K BRIPAXKEHHO MHBAIMIN3AIAN
Ha MO3IHUX STarax TeYeHUsI.

DKCIPECCUBHOCTh TeHA JINIIE-JIONAaTOYHO-TICpOHEATb-
HOI MBILIICYHOM TUCTpodry BappHpyeT. B HemMaioM porieH-
Te ciy4daeB (52,4 %) 60Je3Hb IIMTEIbHOE BpeMsl ITPOTEKAET
6eccummToMHO [9]. TTallMeHTHI He TIPEIBSIBIISIIOT KAJIOO0BI
Ha JIBHUTaTeIbHBIC HapyIIeHUs Jaxe Ha (poHe MHCTPYMEH-
TaJIGHOTO BBISIBJICHHSI Pa3HOi CTEIIEHN aTPO(PIH OTHETBbHBIX
MBIIIIII WIM WX TIOPLIMiA, KOTOPHIC BOBJIEKAIOTCS HAa paHHEH
cTaauun y O0JIbHBIX C pa3BUTOM (hOPMOIL MBIIIIEUHON JUCTPO-
¢un. MamMeHeHNsT HOPMATbHON MUMWKHA W JeOpMAaIIs
IIICYEBOTO TT0sIca (OMyIICHHBIC HANTUICYbsI, BITAJIas TpyIHAsT
KJIETKA U JIp.), BOSHMKAIOIINE B pe3yJIbTaTe HepaBHOMEPHOM
aTpOodUM MBIIIILI, TTOSIBJISTIOTCSI HAMHOTO PaHBIIe, 9eM JIBH-
raTeJIbHbIC HapyIIeHWS, 3aMETHBIC T OOJIBHOTO.

B xnaccuueckom «B3pociaom» BapuaHte JIJITIM 1-ro
TUIIA CIa00CTh B MEPBYIO OYEPEIb 3aTPArvuBAET MbIIILIbI
JINIIA, BEPXHUX KOHEYHOCTEH U IUIe4eBOTO mosica. OmHUM
13 PAaHHUX CUMIITOMOB TaK3Ke MOXKET OBITh CJTA0OCTH MBIIIILT
TepeIHel OPIOITHOM CTEHKY, BHAYaJIe He NMeroIast (pyHK-
LIMOHATBHBIX TTOCCACTBUI, HO IIPOSIBIISIIONIASICS B BUIIE
MOJIOXKUTENbHOTO cumiitomMa busypa*. G.I. Awerbuch

*TecT, MPeIOKEHHBIM aHTJIMACKUM HEBPOJIOTOM BUBYpOM /1S oTipene/ieHrst ypOBHSI TOpaXkeHUs CITMHHOTO Mo3ra. B ciyuae JIJITIM cna6octb
HIDKHEH YyacTu MPSIMO MBILILIBI XUBOTA, UMEIOIIasl UHYIO 3THOJOTUIO, TEM He MEeHee, TakXKe MPUBOAUT K CMELLEHUIO MyNKa B KpaHUaJIbHOM Ha-
MpaBJICHUN Y MaLMEeHTAa, JIeXKalllero Ha CITMHE U MbITAIOLIErocsl MPUIMOIHSTh BEPXHIOIO YacThb Tea.
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1 cOaBT. [23] paccMaTpuBaIy JaHHBI CUMIITOM KaK OINH
u3 Haubonee xapaktepHbix mis JIJITIM u He BcTpeuaB-
IIWicA Y TTAIIMEHTOB C IPYTUMM HEPBHO-MBIIICUHBIMU
3a00J1eBaHUSIMH B OITMICAHHOI aBTOpaMU TPYIIIIE.

Pano BoBiIeKarOTCS KpyroBasl MBIIIIA pTa, HIDKHUE
MMOPLINY TPAIICIINEBUIHBIX 1 TIEPETHNUX 3y0UaThIX MBIIIIII,
CTEPHOKOCTAJIbHBIC TTOPIIMM OOJBIINX TPYIHBIX MBIIIII,
IIeYeTydeBhIe, IMMPOYANIIIE MBIl CIIMHEL ¥ TIEPEIHIe
OosblIeOepLIOBLIe MBIIIBI. Ha mo3aHeit ctaguu 6one3Hu
MIPUCOCIUHSIETCS CJIA00CTD MBI 3aMHEH TPYIIIIEI Oemep,
OOJIBIINX SITOMWMYHBIX MBIIIII] ¥ MTHOTAA IBYTIaBBIX MBIIIILT
ied. YeTbIpeXxriaBeie MBITIIBL Oeep U CPeTHIE SITOTNI-
HBIe, KaK MpaBUIO, He M3MeHsIoTcs [9]. BoapmmHCTBO
MMAIIMEHTOB UMEIOT TUITOTPOMHUIO 1 CITA00CTDH MBIIIII HIK-
HUX KOHEYHOCTEM, YTO, OHAKO, HE OTPAXXEHO B KJIACCU-
yeckoM HasBaHum JIJITIM. XapakrtepHa acuMMeETpU4-
HOCTH BOBJICUCHMST MBITIILI.

C1ab0oCThb MBI TUIEYEBOTO ITOSICa BBI3BIBAET KAK OT-
paHMYeHWE OIBIDKCHUM B CyCTaBax, TaK M MOSBJICHUE BbI-
CTYMAIOIINX «KPBUIOBUAHBIX» JiormaTtok. CaabocTh Jauiie-
BOM MycKyJaarypbl y mnauueHTtoB c¢ JIJITIM mnpuBomut
K (QOpMHUPOBAaHUIO «3aCTBHIBIIECTO» BBIPAXKECHUS JIMIIA,
a Takke K HEBO3MOXHOCTU HanyTb LKW, HAMOPLIUTH
JI00, MOCBUCTETD Y BBITIOJTHUTH APyrre (DYHKIIMOHAIBHEIE
npoOksl. IIpy 3TOM AbIxaTeabHbIE, OyJbOApHBIE, SKCTpa-
OKYJISIPHBIC MBIIIIIIBI, KaK IIPABUJIO, OCTAIOTCS MHTAKTHBI-
mu. HapyieHus roranust penku u ormmcanbl M. Wohlge-
muth 1 coaBT. y 10 13 87 maliMeHTOB B CBSI3U CO CJIa00CTHIO
KeBaTeJIbHBIX MBI W MBI sI3bIKa [24]. OmucaHb
cIyJau BPOKICHHOM aIljla3uy YaCcTH WUIM IIEIBIX MBIIIILT
(OOJIBIIION TPYTHOI MBIIIIIBI), TPUIMHBI KOTOPBIX HESICHBI
[25], atpodun Mbl1L si3b1Ka [26]. Hapsimy ¢ oTuM y HEKO-
TOPBIX TALIMEHTOB OTMEYAIOTCS IICEBOOTHUIICPTPOMOUU
MBIIII TOJICHEH Ha TTO3MHUX CTAAMSIX Pa3BUTHS OOJIE3HM,
YTO TIpUAACT JaHHOM MATOJIOTUY KIMHUICCKOE CXOICTBO
¢ Muonuctpodueit bekkepa [27].

ConyTCTBYIOIIMMH BHEMBIIIEYHBIMA CHUMITTOMaMU
JUJITIM moryT ObITb CEHCOHEBpajbHasl TYTOYXOCTh yMe-
PEHHOI M BBIPAXXKEHHOW CTETICHW, aHOMAaJIWU COCYIOB
CeTYATKM: TeJICAHTUIKTA3N1, MUKPOAHEBPU3MBI, OKKITIO-
3UH1 ¥ pa3pBIBBI KAIMLISIPOB, HAPYKHBIN SKCCYIATUBHBIN
petunutr Koatca [28—34]. OnucaHbl cropaglyecKue
cirydau JIJITIM, conpoBoxaamlnecs: CHUKeHeM MHTE -
JnexTa [35], BbIpakeHHOIM TpeAcepaHON TaxuKapauei,
MoTpeOoBaBIlIeil YCTAaHOBKY BOAMTEISI pUTMa cepaLa [36].

ITpu n1abopaTOpHOM HCCIEAOBAHUM BBISBJISIOT TOBbI-
meHue ypoBHS KpeatnHDochokmHazsl (KDPK) B kpoBu
B cpemHeM 10 1,5—2 HopM.

[Tpu snmekTpoMuorpaMIecKoM UCCICI0BAHNUN TIPO-
BeleHWE MO NepudeprudecKMM HepBaM HE CTpamacrT,
MPU MIOJbYaTOM HCCJIENOBAHUM BbISIBISIOT TPU3HAKU
IIePBUYHO-MBIIIIETHOTO TTOPAXKECHUS.

HauGonee Tskenoit M OBICTPO IMPOIrPECCUPYIOLIECH
apnsieTcsd MH@anTwibHasg ¢dopma JIJIIIM 1-ro Tuma,
IIPY KOTOPOI TIEPBBIE CUMITTOMBI 3a00JIeBaHMS BOSHIKAIOT
B cpeaHeM Ha 3—4-M romax XXW3HU U IIPUBOISIT K 00e311-

BUXKEHHOCTM TAUMEeHTOB K 15—20-71eTHeMy BO3pacTy.
CUMIITOMBI MTHOT/IA TIOSIBJISTIOTCS €111€ B TPYTHOM BO3pPacTe
B BUIE NBYCTOPDOHHETO Tape3a MUMWYECKUX MBIIIII,
YTO MOXET UMUTHUPOBATH BPOXKIEHHOE TTOPAKEHUE JIUIIE-
BBIX HEPBOB. B manbHeilieM pa3BUBAIOTCS PUHOJATMS,
a nHorna nro3 [5]. IIporpeccupytoiasi mpoKcumMaabHasi
MBIIIIEYHAsT CTAa00CTh BO3HUKAET CITyCTsI 1—2 roma mocie
Je0r0Ta 1 B IEPBYIO OUEpelb 3aXBaThIBAET TIJIEUH, a 3aTeEM
MBIl Taza. g mHbantunbHol GOpMbI B OOJbIIEH
CTETIEHU XapaKTepPHO BOZHUKHOBEHUE KOHTPAKTYD, TICEB-
JOTUTIEPTPOdUIT MBITII, CKOTNO03a. B Hanbosee TsKerbIx
W3 OMNHMCAHHBIX CiIydyaeB 3aboseBaHue MaHUpecTUpyeT
Ha TIepBOM TOJTy KU3HU B BUJIE TUTIOMUMUW Y UH(AHTUITb-
HBIX CITa3MOB C JaTbHEUIITNM Pa3BUTHEM aTPO( U CKeJleT-
HBIX MBI, SI3bIKa, TTAPE30M TJIa30JBUTATEIIbHBIX MBIIIIL]
¥ BhIpaXX€HHBIM CHIDKEHMEM nHTelekTa [37].

B pamkax HECKOTbKMX TTIOKOJIEHU! OIHOW CeMbU He-
OHOKPATHO OTMCAHBI CIy4al BBISBICHUS] KaK «B3POC-
JIBIX», TaK 1 MHPaHTUITBHBIX (popm JIJITIM, a Takke Ham-
que «0eCCUMITTOMHBIX» POIUTEIICH-HOCUTEICH MO3aNIHBIX
MYyTalWi y IeTeil ¢ paHHUM JIe0I0TOM 3aboneBaHud [38].

INpencrapisieM BHUMaHUIO YUTATENIEH OMMCaHUE COO-
CTBEHHOTO KJIMHUYECKOTO HAOMIONEHUSI — YHUKATHLHOTO
clrydast couetaHus MH@aHTUIbHONU dopmbl JIJITIM 1-Tto
TUTA y peOeHKa C paHee YCTAaHOBJICHHBIM APYTUM Hacle/-
CTBEHHBIM 3200JIEBAHNEM — MYKOBUCIIIO30M.

Kaunuueckuii cayuaii

Mesourca I1., 6 aem 8 mec, ¢ 6 mec nHabarodaemes 6 HI[3/[
PAMH no nogody myxosucyudosa.

H3 anammnesa: poousrace om 2-ii 6epemennocmu (1-s be-
PEMEHHOCMb 3a8ePULUNACy UCKYCCMBEHHbIM NPePbleaHUuem)
Y comamuuecku 300poabix podumeneil, He COCIMOAUUX 8 KPOB-
Hom podcmee. B podocaogHoil cayuaes HepeHO-MbluieUHbIX
3aboneganuil He ommeuanocs. bepemennocms npomexana
€ aHeMmuell Ha 8ceM NPOMSIJCeHUU,; HaAuYUue NPOU3B00CMEeH-
HbIX U UHBIX 8pedHOcmell 00 U 80 8peMs bepeMeHHOCU Mamb
nayuenmku ompuyaem. Poosl nepsvie, camocmosmensHole,
6 cpok. Macca meaa npu posicdenuu — 3070 2, pocm — 51 cm.
Ouenka no wkane Aneap 8/9 bainos. Bakuyunayus BILK,
npomue eupyca eenamuma B npoeedena 6 poddome.

C posicdenus HaxX00UAACH HA UCKYCCMBEHHOM BCKAPMAU-
BAHUU 8 853U CO CAAOOCMbIO COCAHUSL U BbIABACHHbIM CDA3Y
nocae pojicoenuss nepugeputeckum nape3om 16020 AUUEB020
Hepaa. IIposodunocs ghusuomepanesmuueckoe neverue c yme-
DEHHOI NOA0ICUMENbHOL OUHAMUKOL — COXPAHAACA napes
AUYEBbIX MblIUY, 1a20(hmansm ciesa.

Ilo pe3ynbmamam HeOHAMAAbHO20 CKPUHUH2A 3aN0003-
PeHo Haauyue mykKosucuyudoza. B 3 mec duaeno3z noo-
meepicoen  MOAEKYAAPHO-ceHemuyecKu  (Mymayus
F508del). Hauamo cumnmomamuueckoe neverue (KpeoH,
NYABMO3UM, UHSAAAUUU C SUNEPMOHUUECKUM PACMEOPOM
NaCl, ypcogpanvk). B 5 mec nepenecaa nueemonuto ¢ gop-
MUpoganuem ameneKkmasa epxteii 0oau npagozo 1e2koeo,
noayuana koncepeamusnyto mepanuto. C 6 mec npoxodura
Kypcbl 00Cc1e008aHUS U KOMNAGKCHOU peabuiumayuu
6 nyavmoronoeuteckom omoenenuu HI[3/] PAMH. Paunee
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NCUXOMOMOPHOE pa3eumue npomeKald coOoOmeemcmeeHHo
603pacmy.

B 2 200a 6 céa3u ¢ Haruuuem y pebeHKa XpoHU4ECK020
3a001e8aHUs Ne2KUX, PUCKOM (POPMUPOBAHUSL N€204HOU 2U-
nepmen3uu 0bl10 NPoBedeHo0 IHO0BACKYAAPHOE 3aKpbimue
paHee 8vis61eHH020 Jeghekma mexcnpedcepoHoil nepecopooKU.
IIpumepro 6 smom sice 603pacme podumenu 3amemunu y de-
604K U NOsGAEHUE U HAPACMAHUe 80POHK000pa3Hoil deghopma-
yuu epyonoi kaemxu. Taxkce ¢ 2-nemneeo gos3pacma nos-
BUACS 2HYCABbIIL OMMEHOK 2010CA, KOMOPblil C653b184U
¢ paspacmanuem adenoudos [1—I1I cmenenu. [locae npoge-
OeHust a0eHIKMOMUU 2HYCABOCMb HE3HAHUMENbHO YMEeHbUIU-
AACb, HO NPOO0AICANA NPOSPECCUPOBAMD 8 OANbHEIUEM.

Peberok noayuan eakyunonpouiaKkmuky no UHOUBUAy-
anvHomy epaghuky. B 4 eoda nocae oonomomenmuoeo 6ede-
HUs 6aKYUH npomue eenamuma B u 5-eanenmnoil eakyuHol
npomue dugpmepuu, CmMoAOHAKA, KOKAOUA, NOAUOMUEAUMA
U eeMounbHO UHGeKyUU Mams 3amemuna ObiICmpyo ymom-
asemocms peberka. Jlesouka omkazvleanacs xo0ums Ha 601b-
wue paccmosiHus, Hcano8anacs Ha caabocms pyyex (Heoxom-
HO NOOHUMAAGQ pYUKU NpU 00e8aHUU U paA30esanuu);
UBMEHUAACh NOXOOKA — X0OUAQ «HA HOCOUKAX», «VIMUHOU»
NnOX00KOIl, ¢ peKypeayueil 8 KOAeHHbIX CYCMABAX.

K 5 e00am pebenok npakmuuecku nepecman camocmosi-
MeAbHO NOOHUMAMbCS N0 AeCIMHUYe, NPOPeccUuposant caa-
00Cmb NPOKCUMAALHBIX MbliUY, KOHEYHOCMell, NOSCHUYHbLI
eunepaopoos (puc. 1), cmanu 3amemmsl OMcmosujue <Kpvlao-
8UOHbIe» N0NAMKU (pUc. 2), COXPAHANACh OCMAMOYHAs ACCU-
MempUu4Has cAabocms MUMUMECKUX Mbliuy, auya (puc. 3).

Pebenok 6bi1 ocmMomper He8poa02OM, UCCAe08aH YPO-
senv KOK 6 kposu (1131 Ed/n). 3anodospero nasuuue co-
nymcmeyrwuieil HepeHo-muluieuHoil namoaoeuu. Ilpu obcae-
008aHUU MONCKYASPHO-2EHEMUMECKUMU Memodamil UCKAOUEeH
6e10KapouohayuaibHbLil CUHOPOM, HaAUudUue Mymayuii @ ee-
Hax SMN1 (cnunanvnas amuompoghus) u CAPN3 (nosicno-

Puc. 1. llayuenmia I1., 5 rem. @opmuposanue eunepaop0o3a 8 ROSACHUMHOM
omadesne NO360HOYHUKA, <KPbLAOBUOHbIEY> NONAMKU

Puc. 2. llayuenmica I1., 5 aem. «Kpvirosuonwie» nonamru. Carabocms mviuiy,
nAeue6020 NOSCA U NPOKCUMAALHBIX MbLULY, PYK

KoHeuHocmHuas muoducmpous 2A muna). Kapuomun 46,
XX, HopmanvHbiil HceHCKU.

Maenumno-pesonancnas momoepagusa (MPT) eonos-
HO020, CNUHHO020 M032A, NO360HOYHUKA He 8bl8UAA 006 MH020

|

Puc. 3. llayuenmra I1., 5 rem. Jlgycmoponnss acummempuunas crabocms
MUMUMECKUX MblULY AULA, UHHEPBUDYEeMbIX MUUEBbIMU HePEAMU, 1a20PHMansm
cresa
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U 04A208020 NOPAICEHUS eUjecmEa 20106H020 M032d, NAMO-
N02UMECKUX UBMEHEHUIl CO CIOPOHbI WElH020 U NOSCHUYHO-
Kpecmuy06020 omadenos nozeonounuka. MPT mbluy He npo-
eéodunrace. Ilpu  ueonvuamoil  2nexkmpomuoepapuu
(Oeabmosudrnas moiuya, nepedHsis 60AbUeOEPUOBAS MbIULA)
6bl516/1€H NEePBUHHO-MbIULEHHbLIL XaPaKmep NOPAJICeHUS..

Podumensamu pebenka 6bt10 NpuHAMO peuterue o 0anb-
Hellwem nevenuu 3a pybexcom e HMspaune. Tam dce Oviaa
8bI61€HA 2-51 Mymayusi, 0MeemcmeeHHAas 3a pa3gumue my-
kosucyudoza (E92K). Ha ochosanuu Kaunuveckoll KapmuHol
U paree npogeodeHHbIX UCCAed08anULl Obli NPOOOAICEH NOUCK
HepBHO-MblUIeYHO20 3a001€8aHUS, BKAIOYAGUIUI OUONCUIO
npAMOU Mbluuybl 6edpa ¢ UMMYHOLUCHOXUMUHECKUM Uccae-
dosanuem. Ilamonoeuu ne vis6aeHo.

K momenmy eo3eépaujenusi ¢ Poccuto u npoxosxcdenus
NnAaH08020 00cAed08anUs U Aevenust 8 6 n1em y NaAyUeHmKU
OmMeuanocy danveliuiee NPOSPECCUPOBAHUE NOACHUUHOZ0
2unepaopao3a, NPoKCUMANbHOU MbluleyHOl crabocmu u caa-
bocmu MUMUMeCKUX Mbluy, Auya (nepecmana Hadysams wieku,
He Moeaa nposecmu uccaedosanue QyHKYUU 8HeulHe2o 0bixa-
Hus (crabocmob Kpy2o8oil Mulullbl pma), Xydice Hcesana JHcecm-
Kyl nuwy, coxpausacs nacogpmanem cneea). Ilossunrace
MYy20n008UNCHOCMb 8 201€HOCIONHBIX CYCMABax ¢ hopmupo-
8aHUEM IKBUHYCHOU YCMAHOBKU CION.

Jlesouxa Obina nNOBMOPHO OCMOMPEHA 2eHeMUKAMU.
Ha ocHosanuu 8blueonucantbix J4canob u CUMRMOMO8 KAu-
HUYeCKU YyCmanoeaeH OUaeHO3: NPO2PecCcUpyrouyasi MbluleHAas
ducmpous Jlandysu — Hexucepuna. llns monexkyasipHo-eeHe-
muyeck020 noomeepicoeHuss OuaeHo3a nayueHmxka Oviaa
Hanpaenexa Ha o6caedosarnue 6 Kaunuxu «Illapume» (bep-
auH, lepmanus) u Unemumym muonoeuu (Ilapuxc, @Ppan-
yus). Ilpu uccaedosanuu nokyca FSHD evisénrena mozauuuas
deneyus 4935 xpomocomosl (YKopoueHue nO8MOPAOULe2ocs
peeuona D474 ¢ pasmepe 2 +/ — 1 nosmopsrouuxcs eOunuy,
6 COCIMOSIHUU COMAMUUECK020 MO3AUUU3MA 8 8bICOKOU YaACMO-
me), m.e. duaenos JIJIIIM 6bi1 noomeepicoen. Yuumoieas
omcymcemaeue Oms20UeHH020 HACAeICMBEHHO20 AHAMHE3A,
a maksice KAUHUHeCKUX NPU3HAKoe 3a0601eeanus y pooume-
Aell, NocAeOHUM MakKdice PeKomMeH008aNU MONEKYAAPHO-2eHe-
muyeckoe 00caedoganue ¢ Yeavlo YMOYHEHUs ceepeeayuil
evls61eHHbIX anneneil. Ha nacmoswee epems uccaedoganue
euje He nPoGedeHo.

Jluaeno3 y pebenxa: auye-10namoyvHo-niewesas npozpec-
cupyrowas muooucmpodus (Mo3auuHas oeneyusi Xxpomocombl
4q35: ykopouenue nosmopsioweeocs peeuona D4Z24). Myko-
sucuyudos (eemeposueoma F508del, E92K), recouno-kuuieu-
Has gopma, meuenue cpedueit maxcecmu. Bpoxcdennoiii no-
POK cepdua: depexm mexcnpedceponoii nepecopoodku.
CocmosiHue nociae onepayuu 3aKpsimus deghekma mexcnpeo-
cepoHoil nepeeopodku okkarodepom 24.12.2008. HKO. Bopon-
Koobpasnas epyonas kaemxa I cmenenu. Bmopuunoltii reeo-
CMOPOHHUU A0POOCK0AU03. [[8YCMOPOHHAS XPOHUYECKAs
ceHcoHespanbHas myzoyxocms I cmenenu.

Kaunuueckuii cmamyc pebenxa Ha OanHbli MOMeHM
(603pacm 6 .1em 8 mec). B cosnanuu. MenuneeanvHolx u o0uje-
MO03208bIX cUMNMOMO8 Hem. B okpyicaroweii obcmanogke

opuenmupogana. TpeeoicHa u 2MOYUOHAABHO 3a8UCUMA
om mamepu. Hnmeniekmyanvroe pazgumue coomeemcmeyem
so3pacmy. Peus dhpazosas. Con cnokoiinsiii. Inuzodos cydopoe
He ommeuanocy. Hepennoie nepeni: enazmvie wieau, D < S. Ilps-
Mas u co0pyslcecmeeHHas peaKulisi 3pa4K08 Ha c6em 8 HopMe.
IIpasocmoponnee cxodsujeecs kocoenazue. Hucmaema nem.
Touku evixo0a éemeeil MPOUHUUHO20 Hepaa be3done3HeHHble.
Ommeuaemcs acummempuuHas cAab0Cmb MbliUY, AUYA, UHHE-
psupyembix auyeevimu Hepeamu, D < S, raeopmansm cresa,
cenadiceHHoCmy HOcoeYOHoU ckaadku creea. Cayx ymepeHHO
CHuIceH (cenconespanvrHas myeoyxocms I cmenenu). Onpede-
ASIeMCsL CAab0CMb JICeamenbHblX Mbllil, peub Heuemkds,
ommeuaemcsi eHycagocms eonocd. Hzeik u szvivex (uvula)
N0 cpedHell AUHUL, CUAA MbIULY A3bIKA YOOBAEMBEOPUMENbHAS,
ampoguii uau ubpuriayuil 13viKa He ommeyaemcs. Hebno-
enomoumblil peghaexc cuuxcer. Inomanue c60600H0e, Hcecm-
Kyto nuwy scyem ¢ Hekomopuim mpydom. [losopomet 20108661
u uteu 8 noaHom obseme. Jleueamenvras cghepa: xooum camo-
CMOSMENbHO, NPEUMYW,eCMBEHHO HA HOCOYKAX, OANaHCupys
pyKami, n000epiCcUBas pykamu NOSCHULY, HECKOAbKO AyHile —
8 noaydscecmkom Kopceme. B noaoscenuu cmos 0as pagrnosecust
BbIHYJICOCHA ONUPAMbCSL HA OKpYycaroujue npeomemsl, om-
cmaeasame Hoey (puc. 4), ommeuaemcs bipaANCeHHbli NOACHUY-
Hblll eunepaopdo3, KOMOpPbLI YACMUYHO KOppeKmupyemcs
Kopcemom (puc. 46). B noaoxcenuu cuos desouxa camocmos-
menvHo yoepycugaem cnuty npsmoii. Tyeonodeuscnocme
8 201€HOCMONHbIX CYCMABAX ¢ meHOeHyuell K popMupo8anuo
aKeuHycHoll ycmarnoeku. Cuna Molidy, CHUNCEHA, CUMMempuY-
Ha: 6 n1e4egom U mazoeom nosce — 3 bania, @ NPOKCUMAAbHbIX
omdenax pyk u Hoe — 4 6aina, 6 OUCmanbHbix 0Moenax pyK —
4—5 6annos, 6 neponeanvroii epynne — 3 6anina. CyxoxcunvHoie
perexcobl ¢ pyK 3HAUUMENbHO CHUJICEHbl, CUMMempUuHble,
€ HO2 — OMCYMCMBYIOM,; Namoao2u4ecKue pegaeKcol He 8bl3bl-
saromcsi. bprownvie pegpaexcor ocrabnenst. Koopounamoproie

Puc. 4. llayuenmia I1., 6 sem 8 mec, b6e3 kopcema (a) u 8 ROAYHCECMKOM
Kopceme (6). [lns yoepacanus pasHogecusi 0e804Ka NPUHUMAEH] GbIHYHCOEH -
HYI0 RO3Y C ONOPOI HA CMEHY U OMCMABACHHYIO HOZY
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npobbL gbinoatsiem uemio. Tazoevie PYHKYUU: KOHMPOAUDYEM.
Meghexayus u moueucnyckanue ceo0600Hble, be300ae3HeHHble,
peeyaapHble. Yyscmeumenvrnocms coxpanena. Beecemamuesnas
cpepa: eunepeudpos nadoweii u cmon. epmoepaguzm benvlil,
HeCMmouKUil.

Jleuenue. B nacmosujee apems ucnoav3yem opmoneou-
Yeckyo 00y8b ¢ JcecmKoll Qukcayuei cmonsl, HOUHble A0H-
2embl Ha 201€HOCMONHbBIE CYCIMABbL 8 NOAONCEHUU HOPMOKOP-
pekyuu, noayxcecmkuil kopcem. Ilpu nepemewenuu
Ha 6oavluue paccmostus pebeHoK NoAb3Yemcs CAMOKAMOM.
Om ucnonv308aHus CNeYUAIU3UPOBAHHBIX Kpecea-Kamanok
U X0OYHK08 Mamb pebeHKa 00 HACMOsWe20 8peMeHy OmKa-
3b18a1ACH.

[Iposodumoe neuenue: Kpeou, unearAUuU NYALMO3UMA —
HOCMOSIHHO, KYpcamu — Ypcooe30KCUxoauesas Kucioma,
anbkap, Kyoecau, yumoghnragun, eumamun E; gusuueckue
Memodsl peabusumayuu, NCUXoa020-nedazo2udecKue 3aus-
must, 3aHAMUSA C 1020NeJOM.

Ilocae nposedenus ouepednoeo obcaedosanus u peadunu-
mayuu, yuumoleds NPoepeccupyouLyo Molie4Hy ciabocms,
Hapacmarowuii cKkoauo3, He03MOICHOCHb NOCMOSIHHOR0 npe-
Obleanus 6 Kopceme, pebeHKy nodobpanu UHOUBUOYANbHbLE
Kpecaa-Kamanxu 045 nPocyaoK U npedbleanus 8 NoMeleHUU
C GHAMOMUH4eCcKOl CRUHKOU U QuKkcayueli maszoeo2o noscd.
Pexomendosano uepedosanue cudenus 6 Kpecaax ¢ aKmuHsIM
nepemeuyernuem 6 kopceme. Ha epems npedvisanus 6 kpecne
paspeutero cHumams kopcem. C yuemom ¢hopmupyrowetics
IKGUHYCHOU YCMAHOBKU CHONbL U KOMNEHCAMOPHO0 UCHONb-
308aHUs1 OGHHOO NOAOICEHUSL ON51 YOePICAHUS OANAHCA PeKo-
MeHO008AHO U320MogaeHUe UHOUBUAYANbHBIX CKOULEHHbIX Cme-
NeK-N00NAMOYHUKO08 0151 Y8eAuHe s ONOPHOCMU CHION.

IIpu o6caedosarnuu eacmposnmeposoeom evisigaeHsl u-
Opo3Hble U3MeHeHUsl 6 NedeHU, 00yCA061eHHble, NO-8UOUMOMY,
meueHuem MyKosuUCyudo3a, a makice blpajiceHHblil peg-
aKc-azopaeum. Haznaueno cumnmomamuyeckoe neverue.

[Ipu obcaedosanuu cyp0onoeom 8vinereHa ceHCOHe8panb-
Has myzoyxocms I cmenenu, pekomeH008aHO cAYXONPOmMe3uU-
posanue. Ilpu obcredosanuu ogpmanvmonoeom u Kapouonoeom
namonoeuU He 8bls81eHO.

06cyxnenue

OnucaHHBIM KIVMHWYECKUI cJydail TpencTaBiseT
XapaKTEePHBIN IpuMep pa3BUTHS MHOAHTUIBHON (POPMBI
JUITIM 1-ro Tuna. KnuHnyeckum 1e010TOM 3a00J1€BaHuUs,
MO-BUAUMOMY, MOXHO CUYUTaTh CJ1a00OCTh MUMMWYECKMX
MBIIILL JIULA MOCJ€E POXIAEHUS, OCIOXHSBILIYIO KOpMJIe-
Hue. Y JeBOUKM TaKXKe OTMEYasiCsl BPOXIEHHbIN mape3
JuleBoro Hepsa. HecMoTps Ha Hajauuue OMMCAHHBIX
B JIATEPATYpPE ClIyyaeB c1abOCTU MBILLIL JIULA, CUMYJIUPY-
IOLIMX JBYCTOPOHHME Iape3bl JULEBOTO HEpBa Yy NeTei
¢ nadanTuibHOM popmoii JIJITIM [39], otueTnmBas cTo-
POHHOCTb MOPAXXEHMSI B HAIIEM CJIyyae U €ro OTHOCUTEJb-
HO OJIarONpUsATHOE TeUYEHUE HE MO3BOJSIIOT HAaM OJHO3-
HA4YHO OTHECTU JAHHBIA CUMITOM Ha CYET KIMHUYECKON
kaptuHbl JUJITIM. JlanbHeHIMM 3TanmHBIM pa3BUTHEM
3a0oJieBaHMs ObLIO yCcyTryOyieHue c1aboCTU JTULIEBON MY-

CKYJIaTyphl, IpUCOSIMHEHNE B 2 Toma puHOIaMr. OT4eT-
JIMBas c1ab0CTh CKEJIETHOM MyCKYJIaTyphI ObljIa 3aMedeHa
POIUTEIIIMU TOJIBKO K 4 TOIaM U COOTHECEHaA C IIPOBeIe-
HHEeM ITpoMIaKTHIeCKOl BakumHam. HecmoTtpst Ha oT-
CYTCTBHME ITOCTOBEPHOM B3aMMOCBSI3M JAHHBIX COOBITHIA,
HaMU OBLIO HaiIeHO aHAJIOTUYHOE OIMMCAaHNE 3aMETHOTO
nporpeccupoBanus JIJITIM y mammenTa ¢ MH(MaHTUILHOMN
(opmoit 3a001eBaHNS MOCIIC BBEICHUS aHTUPAOUUECKOM
ceIBOpoTKM [40]. ABTOpOM JAaHHOTO HAOMIONEHUS OBIIO
CHEJIaHO MIPEIITOI0XEHIE O BO3MOXHOM TPUTTEPHOM Me-
XaHW3Me BO3IECTBUS UIMMYHHOM peaKIIMy Ha BaKIIMHA-
LINIO Ha TeYeHNEe OCHOBHOTO 3a00JIeBaHUSI.

K 5-metHeMy BO3pacTy y OIHMCBHIBAEMON IEBOYKU
copmurpoBajcsa XapaKTepHBIN (DEHOTHUIT ITallieHTa ¢ MH-
danTunbHOM popmoii JIJITIM co c1abocThio MBI JIUIIA,
000X TIOSICOB KOHEYHOCTEH, TUIIEPIOPIO30M B HIXK-
HETPYIHOM M IIOSCHUYHOM OTAeIaX IT03BOHOYHUKA,
(byHKIIMOHATBPHBIMA OTpaHUYCHUSIMU. OTCYTCTBHE CBOE-
BPEMEHHOM KIMHUYECKON HACTOPOXEHHOCTH OTHOCH-
TEJIbHO BO3MOXHOTO HAIMIMSI ITPOTPECCUPYIOIIETO HEPB-
HO-MBIIIEYHOTO 3a00JIeBaHUSI, HECMOTPSI Ha TIOCTOSTHHBIH
MEIUIIMHCKUN KOHTPOJIb 32 PEeOCHKOM, IT0-BHANMOMY,
MOXKHO OOBSICHUTh HAIMYKMEM Y AIIMeHTKY yKe TIOATBEP-
KICHHOM TeHeTUIEeCKOM MaTOJIOTMN — MYKOBHCIIMIO3A.

B ommcriBaeMoOM HaMU KITMHUYECKOM CIydae HaJTM4Ire
y MaMEHTKU MYKOBUCLIMA03a JJIMTEILHOE BpEMSI 3aCTaB-
JISUTO Bpadeil OTHOCUTHh MHOTHE Hecleln(PuIecKre CruM-
MITOMBI (MBIIIIEYHYIO CJIA00CTD, YTOMJISIEMOCTD, (bYHKIIH-
OHaAJbHBIC OTrPAaHWYCHMUS) HA CYET YCTAHOBJIECHHOTO
TeHeTU4YeCKOoro 3aboseBanus. W b sapkast KIIMHIIe-
CKasl KapTWHA IIPOTPECCHUPYIONICH MBIIIEYHON AUCTPO-
(uu, monTBepKIeHHAS Pe3yIBTaTaMH JIEKTPOMHOTpadprr
u ypoBHeM K®K B KpoBH, HanpaBuiia TMarHOCTUIECKUIA
ITOVCK B HY>XXHOE PyCJIO0.

[MpuMeyaTe TbHBIM SIBIIIETCS M TOT (PaKT, YTO IIPOBE-
JIeHVE MBIIIIEYHOI OMOIICHY He TTPUOIU3IIIO K YTOYHECHUIO
JIMarHO3a HEPBHO-MBIIIIEYHOTO 3a00JIeBaHsI. Bo3aMoXHO,
5TO OBLIO CBSI3aHO C T€M, YTO OMOIITAT OBLT B3SIT U3 TIPS~
MO MBITIIIBI Oepa B OTHOCUTEIFHO paHHUE CPOKH TeUe-
Hus 3a0071eBaHmsl. OTCYTCTBHE CITEIIM(DUIESCKIX TTATOMOP-
donornuecknx npusHaxkos JIJITITM, a Takke JiuTebHAs
COXPaHHOCTh (PYHKIIMU MTPOKCUMAJIBHBIX MBI HOT [9]
MOTJIN OBITh TIPUYUHON «JIOXKHOOTPHIIATETBHBIX» PE3YTh-
TaTOB OMOIICHU. XapaKTep paclpeneiicHUs W pPa3BUTHS
MbIIIeuHo# runorpodun rmpu JIJITIM 3actaBiseT paccMa-
TPUBAaTh B KA4Ye€CTBE MBILILBI-MUILICHU AJIs1 OUOIICUU
IIpY TaHHOU TTATOJIOTWH IPYTHE, B YACTHOCTH HaIOCTHEIE,
MBIIIEI [41].

IMonTBepxxaeHue muarHosa JIJIIIM Obuto mosydeHO
TOJIbKO TIOCJIE MaJbHEHIIEro MporpecCpoBaHUs XapaK-
TEPHOM KIIMHUISCKON KapTHUHBI M HACTOMYMBOTO ITOMCKA
MOJICKYJISIPHO-TEHETUUECKOM TMPUIMHBI 3a00JIeBaHUS.
[MomyyeHHBIE pe3ynbTaThl — Mo3awmdHas menenus 4q35
XpOMOCOMBI (YKOPOYECHHE ITOBTOPSIOIIETOCS peTHoHAa
D474 B pa3mepe 2 +/ — 1 MOBTOPSIIOIINXCS SAMHMIIL B CO-
CTOSTHUM COMAaTHYeCKOTO MO3anIIM3Ma B BHICOKOM 9acTo-
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Kaunuueckuit pazoop

T€) COOTBETCTBYIOT olmrMcaHHoU myTaruu ripu JIJITIM 1A
trra [42]. ComaThuecKnii MO3auI3M TakxXKe Oojiee xa-
pakTepeH ISl CIIOPATNIeCKUX clIydaeB (4TO, TIO-BUAMMO-
MY, IMEET MECTO B OITMCHIBAEMOM HAOJTIOICHNN), a MAJIOE
YHCJIO BRISIBJICHHBIX IIOBTOPOB pernoHa D474, BeposiTHO,
CIIyXXUT IPUUYMHOM paHHE U BbIpaxkeHHOI MaHu(ecTa-
mu 3a00s1eBaHmsl. OTHAKO B OIIMCHIBAEMOM CJTyJae He OT-
MeUaeTcsl CHIDKCHMST MHTEUIEKTYaTbHBIX CITOCOOHOCTEH
pebeHKa, HAIMIMS CYIOPOL.

HecmoTpst Ha OTCYTCTBIE TTATOTEHETUIECKOTO JICUCHUST
JUITIM, 3HauuTeIbHOE BAUSIHUE Ha KAYECTBO XKU3HU Malli-
€HTOB M UX POAMTEJICii OKa3bIBaeT IIPOBEACHIE CUMITTOMA-
THYECKOTO JICUCHHSI K MEPOIIPUSITHIA TT0 TIOX00PY TEXHIYE-
CKUX CPEIICTB peabwmmranyi [5, 9, 42]. CuMrrromatnaeckoe
JIeYeHNE JOJDKHO OBITh HAIIpaBJICHO TIPEXIE BCEro Ha Ipe-
JIOTBpAIlEHNE Pa3BUTHSI KOHTPAKTYP W CKOJIM03a, TIONIE-
JKaHNE WMMEIOIIECICS MBIIICYHOM CHMJIBI U Ha CHIDKCHHE
CKOpOCTH pa3Butus atpodu. Heodxommmo MakcMaibHO
MPOIINTh TIEPUOA CAMOCTOSITCIBHOTO TIePEIBIDKCHUSI,
YTO 0OCOOEHHO aKTyaJIbHO IUTsI HAIlIeH TTAlIMeHTKY C XPOHU-
YeCKMM 3a00JIeBaHNEeM OpraHoB IbixaHust. HecMoTpst Ha TO,
yto aj1s1 JIJITIM He xapakTepHO pa3BUTHE KApAMOMUOMIATUN,
HaJIMIne W IIPOrPeCCMPOBaHUE CKOMO3a TPeOyeT 00s13a-
TEJLHOTO PETYJISIPHOTO KOHTPOJISI GYHKIUMU CepLia U Jier-
Kux. TepalreBTIUeCKMiA KOMIUTEKC JOJDKEH BKITIOYATD JIeue0-
HYI0O THUMHACTHKY, Maccax, (HU3noTepareBTUIeCKoe
JIe9eHNe, MEIMKaMEHTO3HYIO TePaITiio, COaTaHCUPOBAaHHOE
mTaHue. MyIBTUINCHUIDIMHAPHBIN TTOAXON K BEACHUIO
TMMalMeHTa ¢ IIPOTPeCCUPYIOIINM HEPBHO-MBILICYHBIM 3200~
JIeBaHMEM TIpEATIoaracT MaKCMMaJIbHO BO3MOXKHYIO ITPO-

GUIAKTUKY, IpedBUACHIE OYIYIIMX OCJIOKHEHMI U IIPOBE-
JNIeHWEe OINEepaTUBHBLIX BMEIIATENbCTB MO CTPOTUM
nokazaHusiM. Kak BUIHO Ha MpeIcTaBlIeHHOM ITpUMEDE, Psifl
nedopMalii OIIOPHO-ABUTATEILHOI CHCTEMBI Y peOeHKa
HOCUT ITPUCIIOCOOUTEbHBIN XapaKTep, KOMIIEHCUPYET Clla-
00CTb OTpeAESEHHbIX TPYITI MbIILIIL M 3aBUCUT OT MOJIOXEe-
HUS Teda B IPOCTpPaHCTBE. MeXaHUCTUYECKUI TTOAXOM
MNpU JaJIbHENILIEM BBIOOPE OMEPATUBHBIX METOOB JIEUEHUST
MOXKET MPUBECTU K YCYTYOJIEHUIO UMEIOILIUXCS AeopMariuit
WU TTOTEPEe ABUTATENBHOM (DYHKIIMU MTPU KAXKYILEMCS yoTyd-
1LIEHWU BHELIHETo BUIa. B cBsI3u ¢ 3TMM BbIOOP BCIIOMOTra-
TeJbHBIX CPEACTB peaduavMTallMyM B HalleM ciaydae Obul
OCHOBAaH Ha MakKCHMMAaJIbHOM y4YeTe KOMITIEHCATOPHbIX BO3-
MOXHOCTEl pebeHKa M COMYTCTBYIOIIEH COMATHMYECKOM
naTojJoruu. BaxHylo pojib UTpaeT M ICUXOJIOrMYecKast
noajiepxkka OOJIbHOTO, MpaBUbHAs MpodecCuoHaTbHasK
OpUMEHTAaLMs U COLMaIbHAs ananTaius.

OO6cyxneHne TaHHOTO KIIMHUYIECKOTO CITydasi, Ha Halll
B3IJISII, TIPEICTABISIET UHTEPEC HE TOJBKO C TOUKW 3PEHUS
OITMCAHMUSI PEOKOTO COYETaHMUS 2 HEeCBSI3aHHBIX HACJIEICT-
BEHHbIX 3a00J1€BaHM I, OTTPOBEPralollero MHEHUE O HEBO3-
MO>KHOCTU HaJiuus1 y 1 pebeHKa HECKOIBKUX TEHETUYECKUX
naTojorvii, TeM OoJjiee MPU OTCYTCTBUM OTITOLIEHHOIO
HaCJIeACTBEHHOIO aHaMHe3a W 0JaronpusTHOM TEYEHWU
O6epeMeHHOCTU. HacToiuuBbIii MOMCK U MOATBEPXKIECHUE
HEPBHO-MBIIIEYHON MATOJOTUM B JaHHOM Cilyyae ObLIM
BaXKHBI I C TOYKM 3pEHUSI TTPaBUJIBHOTO BbIOOpA JabHEN -
1€ TAKTUKY JICUCHUS, YIUTBIBAIOLLIEU COBOKYITHOCTb BCEX
MMEIOLLMXCS U OXKUIAEMbIX B OyIyIlIEM CUMIITOMOB O00MX
3a00J1EBaHUIA.
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bonesnv [lomne ¢ nozonum nauwasom (BIIIIH) — é3pocras gpopma eaukoeenoza 2-20 muna, Komopas ecmpeuaemcs 6 o3pacme om
1 200a do 75 nem u cmapwe. Juaenocmuxa BIIITH ocrogvieaemcs Ha 8biséaeHuU NOACHO-KOHEUHOCMHOU U MYA08UW4HOU crabocmu
¢ gpopmuposanuem eunepaopoosa, cAabocmu ObiIXamenbHoil MyCKYAamypbl, 8 PeOKUX CAYYAsAX COYeMAaruuxcs ¢ Kapouomuonamuei,
nepCUCmupyoueco yMepeHH020 HNOBbIUleHUS KpeamuH@oc@hoKuHassl, onpedeseHUU QGepMeHmamueHol aKmugHoOCmu KUcaoi
a-enxo3udasst no cyxomy namuy kposu u lHK-ananuse eena GAA. Céoespemennas nocmanoska 0uazHo3a U Ha4ano 3amecmumensHoil
SH3UMOMEPANUY NO360ASI0M NPEAOMEPamums pazgumue epy6oeo 08u2amenbHo20 U 0bIXxamenbHo20 deuyuma, s64510Uje20cst OCHOBHO
NPUMUHOL UHBANUOU3AUUU, U OMCPOHUMYb AeMAAbHBLE UCX00 NPU OGHHOM 30001e6aHUU.
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€ NO30HUM HA4AA0M, UHaAHMuUAbHAA gopma, aymoghaeus, NOSCHO-KOHEUHOCIMHAS MUONAMUS, 2Unepaopoo3, MUOMOoHU4ecKue pa3paobvl,
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Late-onset Pompe disease: first clinical description in Russia

S.S. Nikitin!, M.O. Kovalchuk?, E.U. Zaharova’, V.V. Tsivileva®
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2 Federal Research Clinical Center of Federal Medico-Biological Center;
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Late-onset Pompe-disease (LOPD) is an adult form of the glycogenosis type I1. The age of onset ranges from 1 till 75 y.o. and older.
The diagnosis of LOPD is based on the presence of trunk and limb-girdle muscle weakness with hyperlordosis, respiratory failure, oca-
sionally accompanied by cardiomyopathy, persistent mild elevation of creatine kinase, dry blood spot test of the enzyme activity and
DNA-analysis of GAA-gene. Early recognition of the LOPD and beginning of the enzyme replacement therapy is important in prevent-
ing severe motor and respiratory deficit, the patient disability and in increasing the survival in those patients.

Key-words: storage disease, glycogenosis type 11, autosomal-recessive inheritance, Pompe disease, late-onset Pompe disease, infantile
Jform, autophagy, limb-girdle myopathy, hyperlordosis, myotonic discharges, CK, acid a-glucosidase, lysosome, dry blood spot test, GAA
gene, enzyme replacement therapy, myozyme

[mmkorenos 2-ro tuma (OMIM 232300) — 3a6oieBa-
HUE TPYIIBI 00JIe3He HAKOIUICHMSI, HaclemayeMoe IO
ayTOCOMHO-PEIIECCUBHOMY THUITY M OTJIMYAIOIeecs 3Ha-
YUTETbHO KITIMHUYECKOU 1 TCHETUIECKOM TeTepOTeHHO-
cThI0. 3aboJieBaHMe TaKXKe N3BECTHO Kak 0oire3Hb [Tomire
(BIT), Ha3zBaHHAs B 9eCTh TOJIAHICKOTO ITaTOJIOTOaHa-
toma JIx. ITomme, Briepsbie B 1932 I. onmcaBIIero Jje-
TaJbHBIN CIIydaii ¢ peOeHKOM 8 MeC C MYJIBTUCUCTEMHBIM
MMOpakeHNEM: KapINOMHOTIATHEeH, TBIXaTeJIbHOM 1 Tede-
HOYHOI HEIOCTATOYHOCTBIO B COUCTAHUM C IIPOTPECCH-
pyloleit TeHepaIn30BaHHOM MbIIIEUHOH c/1abocThIo [1].
B ocHoBe atnonaroreHe3a BII nexur nedunut kucioit
a-Tmoko3nnasel (a-I'3/1), oOycloBIeHHBIN MyTallneit
B reHe GAA, 9TO IPUBOIUT K N30OBITOYHOMY HAKOIIJICHHIO
[JIMKOTEHA B JIN30COMAaxX M B KOHEYHOM UTOTE UX pa3py-

LIEHUIO C TTOCIEAYIOIIUM KacKaaoM CTPYKTYPHBIX Hapy-
meHuit Kinetku [2, 3]. B mocnenHee BpeMs B maToreHese
3a00J1eBaHUsI OOJIBIIYIO POJIb OTBOAST aHOMAJIBLHOM ayTo-
darnm [4, 5]. IN30COMBI SBISTIOTCSI OAHOM U3 OCHOBHBIX
COCTaBJISIIOLIMX BCEX KJIETOK OpraHM3Ma, 4to 1 omnpeae-
JISIET MYJIBTUCUCTEMHOCTb TTOPaXKeHMS MPU TaHHOM TUIIE
6oJre3Heit HaKOIIeHU. MopdhoI0THIeCKe U3MEHEHUS,
CBSI3aHHbIE C JIM30COMAJIbHBIMU HAPYILIEHUSMHU T10 TUITY
TJIMKOTE€HO3a 2-T0 TUTIA OITMCAHBI B CKEJICTHBIX MBIIIITIAX,
MBILLILIAX SI3bIKa, CEPALE, 4 TAKXKE CTEHKAX COCYL0B, MbI-
IIEYHOM CJIO€ MOUYEBOTO MY3BIps M HelipoHax Iepudepu-
YECKOM M LIeHTpaJbHOM HEPBHOI cucTeMbl [6]. Ciemyer
OTMETUTb, YTO HauOoJbiIne m3meHeHus rmpu BIT 06-
HapyXMWBalOTCS B MbIIIIEYHOU TKaHU, KOTOpasl TIO3TOMY
yaule BCEro SBJISIETCSA IPEAMETOM IPUXM3HEHHOTO
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MOPGOTUCTOXUMHUIECKOTO TUATHOCTUIECKOTO UCCICIO-
BaHud [7].

BIT — nepBoe 3aboaeBanue, kotopoe B 1963 1. 6bUTO
KJaccupuIMpoBaHO Kak 00Jie3Hb HaKoruieHus [8]. B mmo-
CJIeMyIOIIEM CTaJI0 OYEBUIHO, YTO, KPOME KIIaCCHUECKOMU
nHpaHTIWIBHON (hopMbl, mMeeTcs 1 BIT ¢ mo3mHmM Hava-
som (BITITH). BITIITH MoxXeT OBITh AMArHOCTMPOBaHA
B Bo3pacTte oT 1 roga mo 75 net u ctapure [9]. [TombiTku
KJIaccU(UIINPOBaTh 3a00JIeBaHIE B 3aBUCUMOCTH OT BO3-
pacTa 1e0roTa He UMEJIH yCITeXa, U CETOMHS paccMaTprBa-
IOTCSI TOJIBKO 2 KIMHUYECKHE (hOPMBI TJIMKOTeHO03a 2-TO
tina: nadaaTuwibHasg bIT (MBIT) u BITITH [10]. Komuau-
yeckas quarHoctrka MBIT ocHOBBIBaeTCSI HA OTHOCUTEITb-
HO YeTKMX KPUTEPHUSIX: 00IIast MBIIICTHAsI CJITA00CTh 1 TH-
IIOTOHMS, CIAOBI KPWK, IBIXaTeJIbHBIC HApYIICHUS,
3aTPYAHEHUS TIPU COCAHUU TPYAU U YBEJIUYECHHBIN SI3bIK.
DTO T03BOJISIET UH(POPMUPOBAHHOMY Bpady 3aIl0I03PUTh
MBII 1 B KOHEUHOM UTOTEe JOCTATOUYHO OBICTPO MOCTABUTh
npaBusibHBIN auarHo3. MBII xapakrepusyercst moamuop-
raHHOM MaHM(ecTalMeil Ha IEPBOM IOy XKU3HH, B 00JIb-
IIMHCTBE CIIy4aeB MMEET TsDKeJIoe TeUCHHE U IIPU OTCYT-
CTBUY JICUCHUS 3aKaHUYUBACTCSI CMEPTHIO.

3HAYNTEAbHO OOJIBIIINE TPYIHOCTU BO3HUKAIOT
npu aguarHoctuke BITITH, Tak Kak OCHOBHBIE XajOObI
SIBJITIOTCS HEeCTTeMM(PUISCKIMU, CBSI3aHBI CO CIA00CTHIO
CKEJIETHOM MYCKYJIaTyphl, OOBIYHO pPacCMaTPUBAIOTCS
B paMKaX BO3PaCTHBIX U3MEHEHU, 0COOCHHO Y TOXIIIBIX
JINII, ¥ TOJTBKO TT0 Mepe HEYKIIOHHOTO ITPOrpecCupOBaHUs,
Pa3BUTHS aTPOGUIESCKIX U3MEHEHWI 1 CHIDKCHMS Kade-
CTBa XWM3HU 3aCTaBJISTIOT 3alOI03pHTh OTHY M3 (OpM
IIePBUYHO-MBIIIIETYHON MATOJIOTHH 10 THUITY ITOSICHO-KO-
HeYyHOCTHOM muonatuu [11]. JluarHocTruuecKue CIoXHO-
ctu ycyryonsitorcst tem, dyro npu BIITIH usmeHeHus
CO CTOPOHBI CKEJIETHBIX MBIILIL] MOTYT OBITh MUHUMAJIbHbI-
MM, TaKKe KaK MU3MEHEHHMSI CO CTOPOHBI cepama (Kak mpa-
BWIO, KapAWOMMONATHS) Y AbIXaTeJIbHAs HEAOCTATOY-
HOCTbB, WJI UMETh 3HAUMMBbIC KITMHUICCKIE ITPOSIBIICHMS
TOJIBKO Ha CTaIWM OYEBUIHBIX M3MeHEeHWU. IlarmeHTsI
¢ BITITH MoryT aiuTeabHOE BpeMs OCTaBaThCsl aKTUBHbI-
MM, 3aHUMAThCSI CIIOPTOM M CYIIIECTBEHHO HE MEHSTH
00pa3 XKMU3HU, NMesI eIMHCTBEHHOE OTKJIOHCHME B BUIIE
HEOOBSICHUMOTO TIEPCUCTUPYIOIIETO TTOBBIIICHUST Kpea-
tuHdochokmHazbl (KPK).

Cospemennas auarHoctuka BITITH ocHoBwIBaeTCs
Ha JAaHHBIX KJIMHUKW: HAJTUYWe OTHOCUTEIHLHO M30Mpa-
TeTBHOI CJ1a00CTH 1 aTpOMUU MBIIIII TYJIOBUIIA C (hOPMU-
pOBaHHMEM THIIEPJIOPH03a, CIIaA0OCTH TPOKCHUMAIbHBIX
MBI KOHEUHOCTEH, TIPEUMYIIIeCTBEHHO MBIIIII CTHOaTe-
JIeit 6empa, MBI TA30BOTO U TJICYEBOTO MTOSICOB, Kapau-
oMuonaTun (Jaiie Ipyu WHGAHTUILHOM (dopme), mpixa-
TEeJIbHOW HEeOOCTAaTOYHOCTH; MAaHHBIX JIa0OPAaTOPHBIX
HCCIIEIOBAHUN: YMEPEHHOE TTEPCUCTUPYIOIIEE MOBBIIIIC-
aHue KOK, nedeHOIHBIX (hepMEHTOB — aclapTaTaMUHO-
tpaHchepasbl (ACT), amanmHammHoTpaHchepassl (AJIT),
JIAKTaTAeTUAPOTEHA3bI, BBISIBICHNN CHIDKCHUS (hepMeH-
TaTUBHOM akTWBHOCTH o-I3/] Mo MeTomay Cyxoro IIsiTHa.

B xoHEeuyHOM UTOTE MUArHO3 OATBEPKAAETCS OOHApYKeE-
HueM Mytaunu B reHe GAA npu JHK-anammze [12, 13].
BnekTpoHeiipomuorpaduaeckoe (DHMI) uccrenobanue,
HECMOTPS Ha HECTTeIIM(UIHOCTh METOA, OCTAETCS aKTy-
anbHbIM Tpu BITITH, Tak Kak mipu npaBUIbHOM BEIOOpE
MBI JUTSI UCCIIEMOBAHUST UTOJIBYATHIM JIEKTPOIOM TI0-
3BOJISIET YCTAHOBUTH NIEPBUYHO-MBIIIIEUHBI YPOBEHb MO-
pakeHWsI, BBISIBUTH CIeIM(UYECKre BUIbI CITOHTAHHON
aKTUBHOCTH U HATIPaBUTh MTOMCK B HYXHOE HaIlpaBJIeHUE.

Jo 2006 . meyenne BII mpeaycMaTrpuBaio TONBKO
CUMIITOMATUYECKYIO TEepamnuio, HO TOciie pa3paboTKu
crocoba TOJTy4eHUs] PeKOMOWHAHTHOU 4Ye0BEYECKOi
a-I'3[1 n kmmaMYeckoro BHeapeHus: B EBpomne m CIIIA
MeTOoJla 3aMeCTUTeTbHOM dH3uMoTepanuu (39T) oTKpbI-
J1lach HOBasl 3pa B Tepanuu nanueHToB ¢ bI1 u nsydenun
HOBBIX TOJXOJ0B JieueHUs1 bone3Helt HakoreHus. [lep-
BoHauaJIbHO 3¢ dekTuBHOCTE 3DT B BUOE Yay4ylIeHUS
paboTHI cepalla, yMeHbIIIEHUS BBIPAXKEHHOCTHU JIbIXaTelb-
HBIX HAPYIICHU U CHUXKEHUS JIETATbHOCTY OblJia pojie-
MmoHcTpupoBaHa npu MBI, Ho 110 Mepe HaKOIJIeHUS MU -
POBOTO OINBITA TOSIBWJINCH COOOIIEHUSI O PEe3yJIbTarax
ncrnonb3oanusg 39T npu BITITH [14—16].

B HacToseit ctaTthbe MPUBOANTCS OTIMCAHKE TIEPBOTO
HabmoneHust B Poccuu mammeHTa ¢ MOJIEKyIsSIpHO-TEHe-
THyecku noaresepxkaeHHoi BITITH.

Ilayuenm A., 65 aem, unicenep, 6 Hacmosuuli paboma-
em 3amecmumenem oupekmopa wkoavt. Obpamuncs c Jcano-
bamu nHa mpyonocmu npu xo0vbe, usMeHeHue NOX00KuU («cman
X00umb 8nepesanKy»), 0CaHKu, Ha 00blUWKY NPU pa3e060pe
U npu xo0vbe Ha KOpomKue paccmosHus, HeyCMoU4UgoCms
npu xodvbe (Moxcem ynacms, ecau HacHemcs éneped), OHes-
HYI0 COHAUBOCMb, INU300bL 201080KPYICEHUSI NPU NepeMeHe
noaoxcenuss meaa, nepuoouueckue pedkue 004U 6 Ho2ax,
CHUDICEHUEe CAYXA, 4 MAaKdice U3MeHeHUe apmuKyaAayul om-
denbHblX 38YK06 (peub cmana Hepazbop4ueoil), yuaujeHHoe
MOYeucnycKauue u mpyoOHoCmu npu Hamyxicuearuu (npoyecc
degpexauuu 3anumaem ue menee 40 mun). Cuumaem cebs
O01bHBIM HayuHas ¢ 55 aem, Koeda enepsvie 06PaAMUACA
K @pauam no noeody caabocmu 6 Hoeax u noxodku. Touno
Hazeamsv 8pemMs NOSIGACHUsL MbLIUEHHOU CAaO0CMU He MOJCen,
MaK Kak cHavania usmeHenusi Ovlau edea 3aMemmubsl, NOKa
Ha 6-1U dekade xcusHu cmanu cy6seKmMUHO U KAUHUYECKU
04eBUOHBIMU U HEeYKAOHHO npoepeccupyrouumu. Heodno-
KpamHo 06c1e008aH no nogody nodo3peHust Ha 803pACMHbLe
U3MeHeHUs 8eujecmea mo3ed, 6o1e3HU MOMOHelpoHa, a mak-
JIce B03MOICHO20 NEPBUYHO-MblULEHHOR0 3a001e6aHusl. B 603-
pacme 65 1em 8 c653U ¢ HOUHOU 2UNOBeHMUNAYUEH NaAYUEeHMY
Ha3HaueHa 08YXypPOBHe8Asl HEUHBA3UBHAS BEHMUNAYUS NECKUX
annapamom VPAP S9 (ResMed). Hmeem I epynny unganud-
HOCMU, YCMAHOBAEHHYI0 HA OCHOBAHUU OUACHO3A: MUONAMUS
no3oueil popmoi ¢ npeuMyUeCmeeHHbIM NOPAlCeHUeM MblUlY
naexegoeo nosca, myaosuua u Hoe.

H3 anamnesa ncuznu. O pannem pazeumuu 00CMOBEPHbIX
cgedenuil Hem. Cuumaem, 4mo poc U pazeueancs co2AacHo
603pacmusim Hopmam. B 10 nem ommemun, umo ycnegae-
MOCMb HA 3aHAMUAX QUKYAbIMYPOIL CMAAA HECKOAbKO HUdICe,
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Tmnotpodua rpyaHbIX
MblLL?

CnabocTb MblWLy
nepeaHen bproLHoM
CTeHKN?

Puc.1. [Tayuenm A. 6 6o3pacme 39 aem. Kommenmapuii: «Iloaon scusnen-
HbIX ClUA, HEMHO20 00AbULe, YeM PaHblile, YCMAalo Uepas Ha omobixe  goaeli-
604... B yeaom cuumaro cebs cosepuiernno 300poguim uenoeexom». Bee go-
moepaguu neuamaromcesi ¢ paspeutenus NAyUeHma

uem y CepCMHUKO08: «Ho2U Oblau caabee, uem pyKu, makaice
cman xysice npovieams U KAMamucs Ha KoHvkax». M3 ocoben-
Hocmeil: ¢ demcmea 8ce20a NA0X0 CeUCMeN; HUK020a He Moz
cudemv Ha Kopmoukax, OaHHble MedOCMOMpPO8 6 ulKone
U 80 8peMsL CAYIHCObL 8 apMuu 2080psAmM, 4mMo NOKazamenu
acusHenHol emkocmu aeekux (XKEJI) 6biau 6ceeda Ha Hudxic-
Hell epanuye Hopmbl. B 27 nem npoxodun éoenHyro cayxncoy
6 apmui, 20e ommemua, Ymo emy mpyoHo uepams é gymoon
U3-3a cA1abocmu 8 HO2ax U 4Mo OH He Modicem NOOMsAUBAMb-
csl HA MYpHUKe, HO MOJICem Omdicamucs om noaa; 8 29—
30 aem nosguAGCH NPUBLIMKA ONUPAMBCA HA PYKU NPU NOOB-
eme co cmyna. B nocaedyrowem 3anumancs arobumensckum

Puc. 2. Caabocmo kpy2080ii Mbluiybl pma: npu NONbIMKE CEUCMHYMb RAUU-
eHm He Modcem adeK8amHto cA0HCUMb 2y0bl

Puc. 3. Caabocme Kpy2o6otl mbluiigbl 2AA3 U MUMUYECKUX MbLULY,

CHOPMOM U MYpU3MoM 00 35 n1em, Koeda enepgvie Ommemudn,
umo npu beee unu 6b1cmpoii X00bbe «UH020a NOOKaAUUBAIOM -
¢l Ho2u»; INU300bL cAAO0CMU 8 NPOKCUMANBHBIX 0MOeAax Hoe
8 nocaedyouem n0BMOPSAUChS HECKOAbKO pas, Npoxoods nocae
omadsixa, HO nayueHm Ha4an uzbeeame Oeea. Boiwenepeyu-
C/eHHOe NayUeHm pacyeHU8anl Kax UuHOUgUAyaibtvle 0Co0eH-
Hocmu, mem Oonee umMo ONUCAHHblE U3MEHEHUs He 0asaiu
nogoda 04151 COMHeHUsI 8 COCMOSIHUU 300po6bs (puc. 1). Havu-
Has ¢ 55 nem nayuenm ommeuaem caabocmy 8 H02ax U uzme-
HeHue noxodKu, HeyKAOHHO npozpeccupyloujue no Hacmosujee
épemsi. B danvreiiuem omuemauso cmanu Hapacmams 00biul-
Ka npu MUHUMANAbHbIX HA2PY3KAX, 00uas cA1abocms, uzmeHe-
HUe OCaHKU.

[lepenecennsie 3a60ne6anusi: 6 gospacme 44 sem msnce-
AAs YepenHo-mo3208asi Mpaema, COMPSCEHUe 204108H020
Mo3ea ¢ npebvléanuem 8 omoeaeHUU PeanuMayu U UHmeH-
cusHoll mepanuu 8 meveHue 2 OHell; XpOHUHeCKUl GPOHXUM.

H3 cemeiinoeo anamneza. Mamy Obvira npakmuuecku
30dopoeoii, ymepaa 6 eozpacme 89 sem. Omey, ymep 6 03pa-
cme 62 1em om OHK0A02UMECK020 3a001e8aHUS (PAK 20pPMAHU
¢ memacmasamu). Cecmpa omya ymepaa 6 gozpacme 60 1em
makaice om oHKOA02UHECK020 3a00aeeanus. bpam nayuenma,
69 nem, cuumaem cebs 300p08bIM U HUKAKUX c8e0eHUll O ce-
be He npedocmagua.

Heepoaoeuneckuii cmamyc: xonmaxkmeH, adekeamer,
aMoyuoHanbHo cmabuner. Oouemo32080i CUMNMOMAMUKU
Hem. YepenHoie HepabL: AULO CUMMEMPUYHOE, HUCMAMA Hem,
00seM OdgudiceHull 2na3nblx A0610K nOAHbLI, homopeaKyuu
COXPAHeHbl, peub Uleneasnsas, CAyX CHUICEH.

CyxoocunvHole pegpaexcol ¢ pyK U HO2 CUMMempPUYHble,
acusvle. Knonyc cmon ¢ 2 cmopoH, HenoCmosHHblIl KAOHYC
KonenHbix yaweuek. ToHyc MbluiY, CHUJICEH 8 NPOKCUMANbHBIX
omadenax pykx.

Cuna moiwy, no wikase MRC (6 6annax): kpyeosas moliu-
ya pma — 3, He MOJCem CEUCIEMb U CAONCUMb 2y0bl 8 Mpy-
oouky (puc. 2); kpyeosas muiuya 2nra3 — 3 (puc. 3); moluiypl
A3blka — 3, ommeuaem 3ampyoHeHue npu NONbIMKe S3blKoM
Y6pame ocmamiku nuwu mexcoy 3y0amu U weKoil, CA0HCHOCIU
npuU NPoU3HeCeHUU CMaHIapmHbIX CKOP0208OPOK (CybseKkmug-
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Puc. 4. Tunepaopdos u cnabocme muiuiy, nepedreli OpOUHOU CMeHKU

HO: A3bIK 3anaemaemcs); ceubamenu weu — 4—5, pazeubame-
au weu — 2—3, boavuias epyoHas muluiya — 3; Mblulybl nepeo-
Hell cmeHKU Jcusoma — 3, NApacnuHANbHble Mbludybl — 2—3,
eunepaopdos (puc. 4), npu HakaoHe eéneped Mojcem Ynacmo
U3-3a cAaboCmu Muluy, NOSICHUYbL U YMPamyl pagHo8ecus;
U3 NOA0NCEHUs. Aedca He MOdcem ecmamy 6e3 NoMouU pPyK
U 8CNOMO2AMENbHBIX 08UMNCEHUI: 6cmaem, NO8OPAHUBASCH
Ha 60K, NOUCK PABHOBECUsl NPU CTNABAHULL; He MONCEM CeCib,
3aKUHY8 HO2Y HA HO2Y, A MAKJIce 6CMamb co cmyaa 6e3 nepe-
Hoca uenmpa msaxcecmu éneped (puc. 5); mbluiybl pyK: 0eb-
moeudnas — cummempuuno, 3; buyenc — 4; mpuyenc — 5;
Mbluybl npeonaequil — 5; Moluubl Kucmu — 5; dgyenaeas
Mbluya bedpa cresa/cnpasa — 3/2; uembipexenasas Mblulya
bedpa cnpasa/caeea — 5; ducmansHole Mbliybl HO2 — 5 6ani.
Ilepkyccuonnbiii MuomoHnuueckuii gheHomen omcymemayem.
Ymepennvie ampoguu mwiuy nieuesoeo nosica, epyoHvix
mbluy (puc. 6), NapacuHAAbHbIX MblULY, (OMHEMAUBO 8 NOSCHUY-
Hom omdene), 3a0Heil epynnvl Mobiuty, 6edpa. lunepmpogpuii Hem.

Puc. 5. Ilokadposas ceemka deMoHCmMpuUpyem cAONCHOCMU NPU 6CMABAHUL CO CIYAA: HEOOX00UMOCMb BCHOMOLAMEALHbIX ONOPHBIX OBUNICEHUIL, NEPEHOC
YeHmpa msxcecmu 045 yOepiuCanusi pagHOGeCUs.
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Puc. 6. Vmepenno evipasicentvie ampoghuu mbiuiy, naeue6o2o nosica u epyoHsix
Moluly,

CercopHbix paccmpoiicme Hem, 3a UCKAIOYeHUeM CHUdICe-
Hus cayxa Ha oba yxa. B noze Pombepea ycmoituus. Ilanvye-
HOCO8YI0 NPOOY BbINOAHSAEM YBEPEHHO, KOAEHHO-NAMOUHYIO
npoly 8biNoAHAEem HeUemKo U3-3a GblPAdCeHHOU caabocmu
NpOKCUMANbHBIX Mbluty. Xodum ¢ packauuganuem Kopnyca
u noomseusanuem 6edep, xo0vba ¢ 3aKpoiMbIMU eAa3aMU
U mandemuas noxoo0Ka 3ampyoHeHbl 8credcmeue 0sueament-
Hoeo deguyuma.

Obpawiaem Ha ceb6s HUMAHUE 00bIUKA NPU MUHUMANb-
HOIUl Haepy3ke, 0COOeHHO npu Xxodvbe, MOXlcem CHOKOUHO
npoiimu ue bonee 10m, nocae ueeo noseasemcss 00blUKA;
00blIUKA 80 8PeMsl HENPOOOAICUMENbHOLO MOHOA02A.

Aemonomuas cghepa: uacmole N0O3bl8bl HA MOYEUCHYCKA-
nue. Cxaonnocms k maxuxkapouu. ANl 140/89 mm pm. cm.,
YCC 90 yo/mun. lunepcmenuueckoeo menocaosxcenus, UMT
Kxe/m?31 (N 18—25ke/m?).

Jabopamopnoe o6caedosanue. buoxumuueckuii anarus
kposu: KDK-Mb — 51 Eo/n, KDK — 406,0 Ed/a, ACT — 42
Ed/a, AJIT — 46 E0/a, kasuit — 4,50 mmons/n, busupybun
obwuii (30.01.2014) — 23,9 mkmons/a, 6usupybur npsamoii —
8,9 mrmons/a, ounupybun nenpsamoi — 15,0 mkmons/a, xo-
necmeput — 4,8 mmonnv/a; 06uuil berox — 75 e/n, errokoza —
6,3 mmonv/n, Hampuit — 147 mmonv/a, mouesuna — 5,0
MMOAb/A, KpeAMUHUH — 73 MKMOAb/A.

Obwuii (KauHuvecKuil) anaius Kposu: NelKouumsl —
10,1 x 10*9/a, spumpoyumer — 5,45 x 10*12/a, eemoeno-
oun — 16,9 2/0on, eemamoxpum — 47,9 %, mpomboyumo: —
156 x  10*9/a, ckopocms ocedanus 3pumpoyumos
no Becmepepeny — 2mm/4.

Ananu3z mouu obwuil: ygem — iceamoiil, NPO3PAYHOCHb —
noauas, omuocumenvuas naomuocmo — 1018 me/ma, pH 6,5,
0enoK, enoKo3a, KemoHogble meaa, OUUpyOUH, HUMPamHoie
bakmepuu, I3pUmpoyumsl, YUAUHOPSLL, CAU3L, COAU — He 00-
HapyceHsl, ypodururouds: — 16,0 mxmonsv/a, snumenuii —
eOuHuYHblil, nelikoyumst 0—3—5 6 none 3penus.

Kopomkas koazynoepamma: akmueupoearHoe 4acmut-
Hoe mpombonaacmurogoe epems — 25 ¢ (Hopma 25—35);

npompomburosoe epems — 10,9 ¢ (nopma 9,8—15); npo-
mpomoun no Keuxy — 96 % (nopma 70— 130); mexncoynapoo-
Hoe HopmanuzosanHoe omuouwenue — 0,9 E0 (nopma 0,8—
1,2); AID-aepeeavus — 57 % (nopma 55—80); codepycanue
gubpunoeena — 4,7 2/n (Hopma 2—4); mpomburogoe epems —
13 ¢ (nopma 11—18); H-oumep — 0,110 mxe/ma (Hopma
0,02—0,297).

Hucmpymenmaavroe o6caedosanue. Inekmpokapouo-
epaus: cunycogoiii pumm. YCC — 90 yd/mun. Hopmanshoe
noaoscenue snexmpuueckoil ocu cepdya. broxada npasoii
Hoxcku nyuka luca. Usmenenus muokapoa neeoeo iceny-
douka.

Dxoxapouoepapus ¢ ysemHoviM 00NNAEPOBCKUM CKAHU-
POBaHUeM: uccredosanue Ha QoHe CUHYCO80L MaxuKapouu,
YCC — 94 yo/mun. Aopma He pacuiupena, cCmeHKy yniomHe-
Hbl, KanvyuruposaHsi. CMEOPKU aA0pMAnbHO20 KAANAHA
VHAOMHEHbL, ¢ 8KAIOYeHUeM Kaavyunamog. Cmeopku mum-
PAaNbHO20 KAANAHA HePAGHOMEPHO YNAOMHEHbL, C 8AH0HEHUEM
KanwbyuHamos 8 0CHogaHuu 3adueli cmeopku. Kamepo: cepoya
He pacuiupersvt (06sem ne6oeo npedcepous — 42 ma, obsem
npasoeo npedcepousi — 39 ma). Mumpanvnas pecypeumayus
I cmenenu. Tpukycnudansuas peeypeumauus Il cmenenu.
Jlecounas pecypeumayus neznavumenvhas. Jlecounas eunep-
men3us I cmenenu. Cucmonuueckoe daeienue 8 1e204HOIL
apmepuu — 42 mm pm. cm. Juacmoauueckas GyHKUUs Muo-
Kapda ne60eo Jceay0ouka HapyuleHa no muny 3ameoneHHoll
peaakcayuu. 30H HaApyuwleHusi A0KAAbHOLU COKPaAMUMOCHU
He ebisigneHo. 1nobansras cokpamumocms Muokapoa é Hop-
me. Ppaxyus evibpoca 59 %. Jonosnumenvrasn xopoa 6004
Medxncucenydoukoeoil nepeeopodku. TunepmobunrvHas medic-
npedcepOHas nepeeopodka.

Penmeenoepaghus epyonoil kaemiu: o4a2o8six u UHQDUAb-
MpamueHbIX U3MeHeHULl Hem.

DHMI. Hccredosanue MOmMOPHOU U CEHCOPHOU NPOBO-
dumocmu Hepgoe pyK U Ho2: napamempsl Npo8oOUMOCHU
8 PAMKAX HOPMAAbHBIX 3HAYEHUL].

IMT KoHyeHmpuUecKUM U20ABYAMBIM IAEKMPOJOM:
CHNOHMAHHAS AKMUBHOCMb 8 8UOe MUOMOHUYECKUX PA3PS008
6 buyence nieua U nApacnUHAAbHbIX MbLUUAX; XapaKmepu-
cmuxu IIJE: cpedussn onumenvhocms TLIE crudicena, cpeo-
HSIS1 aMAAUMYOaQ yeeauyena.

Iloaucomuoepagpuueckoe uccaedoganue: uvoexc an-
HO3/2unno3 = 42,6/4; obujee Koaruvecmeo snu30008 dbixa-
menvHbix Hapyuwenuil 209, uz nux 19 o6cmpyxmusHbix an-
HO3, 182 obcmpykmueHvlX eunonHos, 8 UeHMpasbHuIX
anHo3. Makcumanvras npoodosdicumensbHOCms 00CMpyK-
mueno2o annos 21,7 c. Munumanvroe snauenue SpO,
76,0 % (nopma > 90 %).

Tecm 6-munymHoil Xx00b0bL: nepeas 0CMAHOBKA Hepes 4m
¢ npodonyceruem deudcerus yepes 10 c.

Cnupoepaghus: 3HauumensHoe CHUNCeHUe 8EHMUNAUUOH -
HOI CHOCOOHOCMU Ae2KUX 8cAedcmeue GeHMUAAYUOHHBIX
HapyweHuil pecmpukmuenoeo muna. bponxuansenas o00-
cmpyKyus 3HauumensvHo ewipadcerna. XEJI 3uauumensro
cHuxcena. IIpoba c GpoHxXOAUMUKOM OMPULAMENbHASL, OPOH-
XOCNA3M He Bblsi6AEH.
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Cumnrom

Horwu cia0ee,
4eM PYKH,
CTall XyxKe
IpBIraTh

U KaTaThCs
Ha KOHbKaX

CnabocTts B HOTrax, IBMCHCHUC
OCaHKHM M IIOXOJKH, OAbIIIKa

HWuorna
IIOAKAIIUBAKOTCS
| HOrn
Bo3pacr,
27 30 | 35 | | 55 65
JET

Puc. 7. Cxema pazsumus 3ab601e6anus

Koncyabmayus yponoea: 0auHbix, nOOMEepHcOAOULUX
Haauuue adeHoMbl NPeACMamenbHoli dceaesbl U UHO20 YPoao-
2uyeckoeo 3a601e8anusl, Hem.

Maenumno-pe30HaHcHyo momozpagpuio Mbluly, Mbluie-
HYI0 OUONCUIOHE NPOBOOUAL.

Teuenue 3aboneéarnusi, obseKkmusHblil cmamyc, daHHble
1a060paAMOPHO-UHCMPYMEHMANbHO20 00C1e008aHUS NO380AU-
Au 3anodo3pums duaenos bI1. B aabopamopuu nacredcmeer-
HbiX OonesHeil obmeHa eeujecms Meduko-eeHemuyeckozo
Hayunoeo yenmpa PAMH ananuzom kposu no memody cyxoeo
NAMHA ObIA0 8bIAGAEHO CHUMNCeHUe akmueHocmu o-13/] 0o 5,8
HM/me/4 npu Hopme 13,0—53,6 HM/me/4, umo noomeepou-
410 npednonazaemotii duaernos BIIITH u nocayicuno ochosa-
Huem 0a5 nocaedyrujeeo JIHK-ananuza, évisasusuieco myma-
yuro eena GAA, omeemcmeenHyo 3a pazeumue O0aHHO20
3a6onesanus. Yepes 4 mec nauuenmy 6vina nayama 39T
npenapamom maio3aim® (arenokosudaza arvpa, ucen-
3aiim) no cxeme: 20me/ke Kaxcovie 2 Hed (npenapam npedo-
cmaeneH 8 pamkax 61a20meopumenbHoll npoepammol Jlicem-
3aim komnanueii epynnot Canogu). C yuemom manoeo uucaa
UHQY3ULl, NPOBEOCHHbIX K HACMOAUEMY 8peMeHU, U obuell
UCXOOHOU MANCeCmU COCMOAHUS OUeHUMb IhheKm neveHus
Ha OGHHOM 3mane He NPeacmasasemcst 603MONCHbIM, HO CYOB-
eKMUBHO NAYUEHM OmMeYaem ypeijiceHue no3bl608 K Mo4eu-
cnyckauuio, obaeevenue axkma Odegexayuu (0o 20 mun),
a makice cyoseKmusHo — eny00kKo02o edoxa.

06cyxneHue

B mpeacTaBiieHHOM KJIMHWUYECKOM HaOJIONeHNU 3a-
nepxka B mocraHoBke auarHosa bBITITH cocraBuia okono
10 7et, 9TO COBITamAeT C MUPOBLIMU TAHHBIMU, CBUICTEIIb-
CTBYIOIIIMMH O TOM, UTO JTaKe B Pa3BUTHIX CTpaHaX BpeMs
nocTaHOBKM avarHo3a BIT y nmi crapiieit Bo3pacTHO
TPYIIIEI COCTaBIIgeT B cpenHeM ot 7 mo 10 mer [7]. Tma-
TeJIbHBIN cOOp aHaMHe3a MO3BOJINJT YCTAHOBUTD, UTO TaKe

nmepBble npu3Haku BII, Kak HEBO3MOXHOCTb CHUICTH
Ha KOPTOYKAX, UTPaTh B (byTOOJI, TPYTHOCTU IIPU KaTaHUU
Ha KOHbKaX, HEBO3MOXXHOCTb MOATSIHYTbCSl Ha TYPHUKE,
HO TIPY 3TOM YMEHHUE OTXAThCS OT I10JIa, ITOrpaHUIHBIC
nokazatenau 2KEJI, onpenensiinch yKe B paHHEM JIETCKOM,
IIKOJbHOM, IOHOLIECKOM M MOJIOOM BO3pacTe, HO BOC-
MIPUHUMAINCh OKPYXAIOIMMMU W CaMUM THaIlMeHTOM
KaK MHAWBUAyaIbHBIE 0co0eHHOCTH. DOoTOKAAPHI B pa3-
HBIE TICPUOIBI KM3HM, HAYMHAsI C TIOMPOCTKOBOTO, IT03BO-
JIWJI BBISIBUTH TUMOTPOMUIO MBI IIJICIEBOTO ITosica
1 c71ab0CTh MBIIIIL XMBOTa B Bo3pacte 18 um 35—39 ner
COOTBETCTBeHHO. [IepBBIM CHMITTOMOM IJIMKOTEHO3a 2-TO
TUMNA CTaja CJabOCTh MBILIL Ta30BOTO Mosica. TeyeHue
3a00JIeBaHNSI HOCUT KpaliHe MEmJIeHHBIM, HEYKIOHHO
MIPOTPECCUPYIOIINI XapaKTep, ¢ TIOCTEIIEHHBIM BOBJICUE-
HMEM IbIXaTeJIbHOM M aKCUAJIbHOI MYCKYIaTyphl (puc. 6).
NHBammMan3npyomuMy TIpU3HaAKaMK SBJISTFOTCST ThIXa-
TeJIbHAsI HEAOCTATOYHOCTh 1 HapyIIIeHNE OCAHKH.

Jlo Hacrogiiero oopaieHus MauueHT Habrogancs
C IMarHO3aMM: TUCIIMPKYJISITOPHAsI SHIIe(aronaTusl, CITi-
HaJIbHAS MBIIIICIHAs aTpodUsi, MUOIIATHS, TeTeHEePaTUB-
Hoe 3a0oJjieBaHUE LIEHTpPaJbHOW HEPBHOW CUCTEMBI,
OCTpO€ HapyIIeHe MO3TOBOTO KPOBOOOPAIICHUS B BEpP-
TeOpoba3uiIsipHoM OacceiiHe. Bce 3T guarHo3bl ObUIM
OTBEPTHYTHI B CBSI3U C OTCYTCTBHEM OUYEBHMIHBIX OCHOBA-
HUM 17151 X TOATBEPKACHUSI.

HecMmoTpst Ha TMarHOCTUPOBaHNE MUOIIATUM U MUO-
MMaTHU TTO3THEH (POPMBI, C TIPEUMYIIIECTBEHHBIM ITOpaXe-
HUEM MBI BEPXHETO IJIEUYEBOTO Mosica, TYJIOBUILA U HOT,
MMaIeHT He OB HaIIpaBIIeH B CIELMATM3MPOBAHHBIN
HEPBHO-MBIIICYHBII IICHTP WJIM Ha KOHCYJIBTAIINIO K Te-
HETHKY.

Ha mepBBIX 3Tamax moumcKa TeHETMYECKON IPUPOIBI
3a00JIeBaHUsI Y JAHHOTO OOJbHOTO, OCOOEHHO C yYETOM
HaJIN41s MUOTOHNYECKIX (heHOMeHOB Tipu DMI - nccie-
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JIOBAaHWH, TAaXKe C YIETOM OTCYTCTBHS KIMHUIECKHX TIPH-
3HAKOB MUOTOHHMU, 00CYXIAIaCh BO3MOXHOCTb HAJTNIMST
MHMOTOHMYECKOUN muctpodun 2-ro tmma (AM2). ITocme
toro kKak JIHK-aHanm3 He BeIIBIII XapakTepHO mist JIM?2
MyTallM, TIOWCKKM OBUIM HAIIpaBJICHBI Ha WCKITIOUCHUE
BIIITH.

[NosicHO-aKCHATBHBIA TTATTEPH ITOPAXKCHMST MBIIIIIT
C BOBJICUCHHOCTBIO TBIXaTeIbHOM MYCKYJIATyphI, BO3PACT
MaHubecTalny 3a00JIeBaHUsI, MEIJICHHO IIPOTPECCUPYIO-
I IBUTATEIbHBIA 1 IBIXaTeIbHBIA OeUIINT, MHBAIH-
IU3UPYIOIINIA TalMeHTa, YMEPEeHHOE MePCUCTHPYIOIIee
nosbeiieHne KMK B kpoBu, Hecrienmupuyeckne n3MeHe-
HUS TIpYA UrojbdaToit DMI, — Bce 3T IpH3HAKU ITOCTa-
BWJIM BOIIPOC 00 MCKITIOYCHMHM OOJIC3HN HAKOIUICHMS —
[JINKOTEHO3a 2-TO TUTIA.

IMonTBepxkaenue nuarHo3a BIITIH y mauumenra A.
ITO3BOJIMJIO MHAYE B3TJITHYTh HAa TaKNe HeCTICIIM(MICCKIE
CHMIITOMBI, KaK HapyIlIeHNe MOYCHCITYyCKaHMS 1 nedeKa-
LINY, STBIISIIOIINECS TTPOSIBIICHUSIMA JIM30COMAJIBHOTO JIe-
dekTa B MycKyJIaType MOUYEBOTO ITy3bIPsI M MBIIIIIAX JHA
Tasa U IepeaHeil cTeHKU XKuBoTa. OcoO0ro BHUMAaHMS
3aCIyXKMBaeT TOT (akT, uro Ha ¢oHe 3DT maHHbBIE CUM-
IITOMBI UMEIOT CYOBEKTUBHYIO TEHICHIINIO K UYETKOMY
(GYHKIIMOHAIBHOMY YIYJIICHUIO.

Onucannbiii ciygait BITITH MoxHO paccMarpuBath
KaK TUITAYHBINA BApUaHT ITTMKOTeHo3a 2-10 Tuma. C yuyeToM
nosiBieHus apdexkTuBHOit 3DT, MO3BONAIONIEH CYIIEeCT-
BEHHO YJIyYIIIaTh Ka4eCTBO XM3HU OOJBHOTO, a TaKXKe
OTCPOYMTH U JaxkKe M30eKaTh YTPOXKAIOIINX KIM3HU OCIOXK-

Henuit ipu BITITH, oco6eHHO npu paHHEe TMarHOCTUKE,
HEO00XOAMMO MOBBICUTh HACTOPOXEHHOCTh MEAULIMHCKO-
TO0 COOOIIeCTBA OTHOCUTEIBHO IIMKOT€HO3a 2-TO THIIA.
B ciygasx ymeperHoro nioBeieHns KOK (maxe mpu oT-
CYTCTBUHU OYEeBUIHBIX CUMIITTOMOB), MEIJICHHO IIPOTPEC-
cupyloleii c1aboCcTu MOsSICHO-aKCUaIbHOM MYCKYIaTyphbl,
BKJIIOYAsl AbIXaTeJIbHbIE MBbIIILbI, HAPYLUEHWUS] MOXOAKHU
¢ U3MEHEHNEM OCaHKH, (pOpMUPOBaHNEM TUIIEPIIOPIO3a,
HapyILIEeHUSs IbIXaHUSI B MOJIOXKEHUU JiexKa, 001Ier yToM-
JIIEMOCTHU PEKOMEHIYETCSl TPOBECTU OIpeAeIeHUE aKTHUB-
HoctH o-I'3/] o cyxomy mATHY KpoBH. 3amepKKa B IIOCTa-
HOBKE IMarHo3a M, COOTBETCTBEHHO, B Hadaie 39T
MPUBOIUT K MPOTPECCUPOBAHUIO IBUTATEBHOTO U JbIXa-
TeJIbHOTO Ae(purIInTa, PAa3BUTHIO HEOOPATUMBbIX TOBPEXIIE-
HUMA MBIIIEYHOU TKAHU U YCKOPSET JIETAIBHBIA MCXOM
B JAHHOI KoropTe 00JbHBIX [17, 18].

IIpnmeuanne. OnpenencHue akTuBHOCTH 0-1'3/1 110 Cy-
XOMY MSITHY KPOBH SIBJISIETCS TIPOCTBIM M JOCTYITHBIM Me€-
TOAOM, HE TPeOYeT CreliMaIbHbIX YCIOBUIA /1S TOATOTOBKH
MaluMeHTa, TPAHCIIOPTUPOBKM M XpaHEHUsI MaTepuala,
KOTOPBIA MOXET ObITh OTHPABJIEH B J1abOPAaTOPHIO IO MO~
yre.

IIpoBectu hepMEHTHBII aHAIN3 Y MALIUECHTA TP TTOI0-
3penuu Ha BIT moxHo GecrutatHo B JJabopaTopun Hacen-
CTBEHHBIX 00JIe3HE 0OMeHA BellecTB MeAUKO-TeHeTuYe-
ckoro HayyHoro 1eHtpa PAMH. 3a 6ankamu 11s1 3a6opa
KPOBU MO METOY CYXOTO IMSITHA MOXHO 00paTuThes B Peru-
OHAJIbHYIO OOIIECTBEHHYIO opraHu3anuio «O0IIeCTBO cIie-
LIMAJIMCTOB MO HEPBHO-MbILLIEYHBIM OOJIE3HSIM».
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28—30 nmostops 2013 . B Ieitmenpbepre (IepmanHus)
cocTosutack MexmyHapomHast KOH(EPEHIIHS IO 00JIe3HIM
HakoruieHus1 raukoreHa (BHT). Ieiipenbbepr — oauH
W3 CaMBIX CTapbIX YHUBEPCUTETCKUX ropomoB EBpOIIEBL.
Hcropus MeauimHCKOTO (paKynbreTa yHUBepcuTeTa [eii-
nenbbepra HacuMThiBaeT Oosiee 600 jeT, U He ClydailHO
9TOT HEMEIKWI TOPOI CTaJl MECTOM IPOBeIeHUs KOHDe-
PEHITUH.

B uncie 333 yyacTHUKOB 3aperncTpupoBaHbl 166 Be-
IYIIMX MEIUIIMTHCKHX SKCIIEPTOB M HCCIIeI0BaTeIC B 00-
mactu BHI, 39 mpencraButeneil (apMaKoIOTHYECKIX
GUpM 1 GUOTEXHOJIOTUUECKIX KOMITaHWI, 99 maliueHTOB,
cTpagamooumx pa3sHeiMu opmamu BHT, a Takke 29 nipen-
CTaBUTENIe acCOIManvii MallMeHTOB M3 Pa3HBIX CTPaH.
[MocenHee 06CTOATETLCTBO 0CO00 MOAICPKUBATIN BEICTY-
MMaBIIIMe HA IIEPEMOHNH OTKPBITHS Mpodeccopa — IMaTpoH
KoHbepeHIMr ApHOIbI Peiicep, mpeacenareb HAyIHOTO
komutera benenukr Illoccep, Bune-npe3uneHT Hemel-
Koro obmectBa noaaepxku nauueHToB ¢ BHI' Tepxapn
DKcraitH, pykoBoautenb LleHTpa peakux 6onesHeit Me-
IUITMHCKOTO ILIeHTpa yHuBepcureTa leiimensoepra [eopr
XodmaH. DTO CBI3aHO ¢ BO3pacTalolieil pojbio B 00IIIe-
CTBE W KOOPIWHALIMOHHBIMU BO3MOXHOCTSIMU acCOIIMA-
Ui TTAaIMEeHTOB M3 CaMbIX pa3HBIX YacTell cBeTa,
YTO eIlle pa3 CBUICTEIBLCTBYET O BaXKHOCTH 00CYKIaeMOM
MEAULIMHCKOW Mpo0eMbl, HeCMOTps Ha To, uTo BHI oT1-
HOCSITCSI K PEIKAM COCTOSTHUSIM. ACCOLIMAITAN TTAIlUEHTOB
OBUIM TIpEICTaBICHBI B OCHOBHOM cTpaHamu CeBepHOU
n FOxHoit AMepuku, EBpornbl, ABCTpaiuy U HECKOJIBKO
MeHbIIe — A3un 1 Adpukn. Briepseie Ha mogooHOM ho-
pyMe ObuH mesieratel M3 Poccnm, mpencrasisiionie Mex-
PETMOHAIBHYIO 0JIaTOTBOPUTEIHHYIO OOIIECTBEHHYIO OpP-
ragn3annio «OOIIecTBO WHBAIMIOOB, CTPAmaioOIInX
cuHApOMOM XaHTepa, IPYyTUMHU (popMaMu MyKOIIOJIHCA-
Xapumo3a U MHBIMU PEIKNMMU TeHeTHIeCKUMHU 3a00JIeBa-
HUSIMU».

Ha xondepenumu 6601 TpounTaH 81 moKiIam, IpoBe-
neHo oocyxaeHue 50 mocTepHbIX coobleHuit. B mepBoIit
IIEHb MEPOIIPUSITUS PACCMATPUBAJINCh PE3YIbTAaThI UCCIIe-
nosanusg BHI: ponb ayrodarmu B maroreHese 0one3HU
ITowmrre (mpod. Huna Pa6en, CILIA) u ayTodarus ipu ec-
TECTBEHHOM TeUeHUM TmroreHo3a I1 tima u mpu 3amectu-
TeabHOoM sH3UMOTeparmu (397T) (mpod. Koppamo AHmxke-
ymHau, WTanus), poiib 3KCIEPUMEHTAIBHBIX MOIEei
XKMBOTHBIX (MOIENH ISl KaXKI0TO BEIOPAHHOTO SH3MMA)
B n3ydeHnu rmmkoreHo3os I, 11, II1 u V tunioB (AHTOHU
Annpe, Ucmanus; Jxupomo Komu, Mrtanus), Bormpock

TeHHOM Tepanuy mKoreHo30B la u 11 ThmoB ¢ ucrons3o-
BaHMEM BEKTOPOB aJeHOACCOIMMPOBAHHOIO BHpyca
(dBaiit Koaoepn, CIIIA). Obcyxnannch pe3yJIbTaThl aHa-
JIN30B ITOBTOPHOM OMOTICUH MBIIIII TALIMEHTOB ¢ MH(MaH-
THIbHOM (popMmoii 6ose3nu [Tomre mpu mmmtenbHOM 30T,
ommmyammuxcd 1mo Hammunioo CRIM-nomoxurenbHON
i CRIM-orpuniateIbHOM peakly, U BOIMPOCH CKPU-
HWHTAa HOBOPOXICHHBIX C MAKCHMAJIBHO PAHHUM OIIpeIe-
JneHneM Heobxommmoctu Tepanuu (CredaHust AyCTHH,
CIIA), pe3yabTaThl MOJIEKYISIPHO-TEHETUISCKIX HCCIIe-
noanuiit BHT.

Bo 2-ii meHb pabOTHI KOH(MEPEHIINH pPacCMaTPUBAINCH
BOITPOCHI OCJIOKHEHUIA CO CTOPOHBI Pa3HBIX OPTAHOB U CH-
crem npu bHI, B nepBy1o ouepeanb Co CTOPOHBI IbIXaTeb-
HOM cucTeMsbl Tipu rmmKoreHo3e 11 Tuma (Mapk Pobeptc,
Benukoopuranus). [1pu nHbaHTIIBHON (hopMe 00Ie3HN
[Momrte MmoKazaHa BaXXHOCTb ITOJIMCOMHOTPadUIECKOTO
ucciegoBanusa (Cyowmita Kancarpa, CIIIA) u oLeHKHU
dyakaun muadparmer (bapbapa Cmmut, Benmkobpwura-
Hus1). BriepBble mpoaeMoHCTpupoBaHo, yTo B 50—80 %
ciaydaeB mpu 6ojie3Hn [lomite ¢ TO3MHMM HaYaIOM UMe-
IOTCSI CUMITTOMEBI CO CTOPOHBI MOYEBBIIETUTEIBHOMN CHC-
TEeMBI U aKTa AedeKanuy (HapylIeHne MOYCHUCITYCKAHMS,
HelepXXaHWe Kaja 4 T.11.), CBSI3aHHBIC ¢ HAPYIICHUSIMU
JIN30MAaJIBHOTO IIMKJIA B COOTBETCTBYIOIINX HEPBAX U MH-
HEepBUPYEMBIX UMM MBIIIICYHBIX BOJIOKHAX, BEIXOASIITNMU
3a paMK{ OYEBUIHBIX M3MEHEHMI B CKEJIETHBIX MBIIIIIIAX
(Opumr MxHawmapa, CIIIA). BoBieueHne KocTeii Tipoe-
MoHcTpupoBaHo Tipu BHI I u 111 tnmos (Xenen Mannm,
BenukoOpuTanmust).

C yuyeroM ycriexoB 39T, TOCTUTHYTBIX TIpUA 00JIE3HU
IMomrre (Anc BaH nep Imoer, [ommanaust), 0coOBIif MHTe-
pec BBI3BAJIM UCCIICA0BAHUS 110 MCIIOJIB30BaHUIO (hapMa-
KOJIOTUYECKUX IIaTIcPOHOB, BOCCTAHABIMBAIOIINX KOH-
opmarmio 6eJIKOB M TIPEIISITCTBYIONINX UX Ierpagalii
(Ixuankap:no IMapentu, Utamus). Y 13 mauimeHTOB C II1-
koreHo3oM Il Tnma nmoka3zaHo 3HAYNUTEIBHOE YBEJIMUCHIE
aKTUBHOCTU B KPOBHU 0-TJTIOKO3MIA3bI TP KOMOMHUPO-
BaHHOM Mcrionb3oBanuu 30T u manepora N-OyTHIIIEOK-
cuHomkepuMuiiiHa (NB-DNJ). Ha Mmomensax rmukoreHo-
3a la TMma y MBIIei TpemIoXeHbl BapHaHTBl TeHHOM
TepaIu ¢ UCTI0JIb30BAHMEM BEKTOPOB aIeHOACCOLIMUPO-
BaHHBIX BUPYCOB IIceBnoTuIa 2/8 (AAVS), BEI3BIBAIOIIETO
BKCIIPECCHIO II0K030-6-docdartasbi-a (Ixanuc Yoy,
CIIA), mpu 3TOM TOCTUTHYTHI HOpMaJTbHOE HAKOIJICHUE
KHpa B TIEYCHU, HOPMAJIbHBIA ITPO(UIIb TOJICPAHTHOCTH
K [TI0OKO3¢, CHIDKeHE YPOBHS MHCYJIMHA HATOIIAK 1 HOP-
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MOTJIMKeMUs B TedeHue 24 4 ipu la turre. O6¢cyXnanuch
BO3MOXHOCTHA TPAHCIUJIAHTALIMU CTBOJIOBBIX KJIETOK
IIpY TJIMKOTeHo3¢e la, Kak mpuMepa reHeTHIeCKOTro CMH-
IpoMa ¢ MyTalmeit omHoro reHa (Ayeccanapa DBa, Mra-
qmst). [IpencraBieHbl MOJOXUTEILHBIC PE3yJIBTaThI TIpe-
MOTBpAIICHUST Pa3BUTHUS AACHOMBI IIEYCHM y MBIIICH
¢ BHT Ib tima nipu BBeAeHNUN JIEHTUBUPYCHOTO BEKTOpa
DKCIIPECCUM KOMILIEKCa MII0K030-6-docdarasbl (JIxKyus
Knap, ®panmust). O6cyXnaanch BOIIPOCH TpaHCIJIaHTa-
iy renaTouToB (Anboepto bypnauna, Utamms), TpaHc-
mwradTarmy nedeHu mpu BHI I u I tumos (Pummin
Jlabprone, Ppanmus). [1pemrokeH MHOTOOOEIIIAFOIITNIA
moaxon B JyiedeHuW OosnesHu I[lomIre, HampaBiIeHHBIN
Ha BOCCTAaHOBJICHHE TOJICPAHTHOCTH K peKOMOMHAHTHOMY
SH3UMY aJITIIOKO3UAA3e-0, Pa3BUBAOIICICS IIPH TTOBTOP-
HBIX BBeneHUsIX (Maramm Kpemep, @panmus).

B ouepenHoii pa3 1mokazaHa poJib COBpEMEHHBIX METO-
JTOB MAarHUTHO-PE30HAHCHOI M KOMITBIOTEPHOI BU3YyaJIi-
sauny B guarHoctuke BHI (Aumpeit Cypkos, Poccus),
a TaK:Ke BBISIBJICHMST HEMHBAa3MBHBIX OMOMAapKePOB U KPH-
TepreB KOJIMYSCTBEHHOM OILIEHKM ITPOTPECCUPOBAHMUS
6one3nn u 3¢pdpexkTuBHocTy 3DT Ha mpumMmepe 00Je3HU
IMomme (ITeep Kapnuep, @panmmst). st oneHkY 3pdex-
tuBHOCTU JieueHUss BHI npennoxeHo BHEAPSITbH METOABI
MarHUTHO-PE30HAHCHON CIIEKTPOCKOIIMU B pPEaIbHOM
BpEMEHMU, TTO3BOJISIIONISH HEMHBAa3UBHO pa3IndaTh CTPYK-
TypHBIE ¥ (DYHKIMOHAJIbHBIE HApYIICHWs, CBSI3aHHbBIC
C HETIePEHOCUMOCTBIO HAarpy3KH, 9TO B PSIAC CIydaeB 3a-
MEHSET TTOBTOpHYI0 Omorncuro Mermisl (Karapuxa Toay,
Tommanaus; Kiep Bapu, ®panums).

Bbonbiioiit ”HTEpeC BhI3BAJIO 00CYXKIEHNE HEOOXOaU -
MOCTH JIeUeOHO (PU3KYIBTYPHI U MPaBUILHOTO MOTHUBH-
pOBaHMS OOJBLHOTO, HAIlpUMEp 3aHSITHI a’3pOOHBIMU
yrIpaxxHeHUSIMU TIpu 6osre3nn Mak-Apmist (Ieopr bosur,
Hopgerus) u 6one3nu I[omme ¢ mo3mauM HadaaoM (Cre-
dan Janmo, BeankodopuraHus); moKa3aHbI 0€30I1aCHOCTh
1 3PPEKTUBHOCTb PETYIISIPHBIX YIIPaXKHEHUI: 3aHSTHS
B 06bemMe 60—70 % oT MaKCHMMAaJIbHOW OKCUIATUBHOM
Harpy3ku 1o 20—40 MuH 3—5 pa3 B Helello yaydlIaioT
COCTOSIHME MalUEHTOB ¢ riMKoreHodamu V—VII Tumnos
(Ponamsn Xamnep, CIIA). IToguepkuBamach HEOOXOIM-
MOCTb coOmoaeHus auetsl npu bHI, «cymMmmMupoBaHHOI»
B JOCTYITHBIC IS MAllMEeHTOB peKoMeHnannu (MaHya71b
Kapuepo Iperopmo, Mcnmanms; Karamm Pocc, CIIA).
CoOmoneHre OHWETHI, HAMpaBJICHHONW Ha CHIKCHHE
(o 350 Mr/mT) ¥ KOHTPOJIB YPOBHS TPUTJIUIICPUIOB B KPO-
BM, CYIICCTBEHHO YMEHBIIIAeT PHCK Pa3BUTUS aIcHOMBI
neueHu (Puuapn buerne, CIIIA). He Bce cennaancTsl
yBepeHBI B 3G (PEKTUBHOCTH TMETHUSCKIX PEKOMEHIALINIA,
XOTsI HEOOXOAMMOCTD COOJTIONCHMS TIPAaBIJIBHOTO 00pa3a

KM3HU ¥ KOHTPOJIST 0OMEHa YIJIEBOIOB AMHOMYIITHO IO -
Jep>KaHa BCEMU.

Oco60e BHUMaHUE ObUIO YIEJIEHO IICUX0JIOTMYECKOMY
cratycy nauureHToB ¢ BHI' (JIuza Mepno, CIIIA), strye-
CKHM TIpoOJieMaM «BBICOKHME 3aTpaThl/Manasi 3¢ (MeKTHB-
HOCTb» IpPU penkux Ooyie3Hssx meradonusma (MoHuka
Bboo66ept, [epmanus). BoisiBneHne 3a001eBaHUs SIBISICTCS
Mpo0JIeMOIt He TOJIBKO MaIleHTa, HO 1 BCEX €T0 POICTBEH-
HUKOB, KOTOpPBIE C CaMOro Hadaja IOJDKHBI ITOHWMATH
0COOCHHOCTH XXM3HM 3TUX 00IbHBIX. OKAa3a10Ch, UTO MOSIB-
JeHue B ceMbe 6osibHOro ¢ BHI B 29 % cityyaes 3acraBiisieT
YWICHOB CEMbH MEHSATH PadOTy W/WIM CTWIb 3aHSTOCTH,
30 % yBONBHSIOTCS M3-3a HEOOXOAMMOCTH ITOCTOSIHHOTO
yxo7a 3a 60JIbHBIMU POACTBeHHUKAMU, 19 % BbIHYKIEHbI
pelraTh XWIAIITHBIE TTPO0IeMBI BILTIOTh 10 IIPOIXAKU KBap-
Tipbl un goma. B EBpone xaxxmomy 10-My manmeHTy He-
IOCTYIIHBI JIeKapCTBEHHBIC CPEICTBA IS TTOMICPXKAHMS
310poBbsL. B 25 % ciyuyaeB 3aaepXKa IOCTAHOBKY IIPABUIb-
HOTO IMarHo3a Io-MpexkHeMy cocTaBisgeT oT 5 go 30 e,
MIPAYEM 3TO KacaeTcsI KaK CTPaH C Pa3BUTON MEIUIIMHCKOM
WHQPACTPYKTYpOH, TaK M pa3BUBAIOIIMXCS CTpaH. SpKuM
MIPUMEPOM CKa3aHHOTO MOCTYKIJIO BBICTYIICHHE TTAITUCH-
TKU 13 [oJtaHaIuM, KOTopast CMOTJIa YCTAHOBUTD ITPUIUHY
CBoOeCH 00JIe3HM Yepe3 HeCKOJIBKO JIET TTOCIIe Oe0r0Ta, XOTS
BCE CHMIITOMBI IIMKoreHos3a Il Tuma ObUIM mOCTaTOYHO
BbIpaXeHbI, — OJlarogapsi CaMOCTOSITEJIbHOMY aHaau3y
caiiToB B MHTEpHETE 1 MOCIeAyIOLEMY LIeJeBOMY oOpaliie-
HUIO K crienanvcry (Busma Tpeitep, [omranmmst). B 1ie-
JIIX pelIeHNST TMAaTHOCTUIECKMX TIPOOJIeM TSI TTallMeHTOB
C Kaj100aMM CO CTOPOHBI MBIIIICYHON CUCTEMBI TTPEIIOKE -
HO IIMPOKOE UCIIOIb30BaHNUE JIEMEHTAPHBIX OIIPOCHUKOB
(JIopentr Ipurysr, Iepmanmst). Cirenyer y9uTHIBaTh 3HAYM -
TeJIbHOe (PMHaHCOBOe obOpeMeHeHMe TamueHToB ¢ BHI,
OHOI M3 CaMBIX ITPOOJIEMHBIX TPYIIT HACIEICTBEHHBIX
Oone3Heil, 0COOEHHO B HEOOJIBIINX U Pa3BUBAIOILIMXCS
crpaHax. Bce 3T BOIIpOCH aKTUBHO 00CYKIAICh COBMEC-
THO C MEOUIMHCKUMHM 3KCIIEPTaMH, IIPEICTaBUTEISIMU
accoLMauMii MalMEeHTOB, a TAKXKe C CAMUMH ITAITUCHTaMU.
DMOIMOHATEHEIE 1 IICHXOJIOTMUYECKIEe OCOOEHHOCTH TTALIM-
enToB ¢ bHI, ropuanueckue acrekTbl BO3MOXHOCTHU ITOJTY-
YeHUsT 00pa30BaHMS U Kapbhephbl CTAIM TEMOM OTKPBITOTO
3acemaHmsI «Houb ImammeHToBy.

KoHndbepeHmsa 6p11a TpoBeieHa Ha BBICIIIEM OpPTaHM-
3alIMOHHOM M MH(GOPMALIMOHHOM YPOBHE M OTJIMYAJIach
MParMaTUIHO CKPOMHOCTBIO 1 YETKOCTBIO BCEX MEPOIIPH -
STUI, OHa CITOCOOCTBOBaJIa IIPABUJIBHOMY ITOHMMAaHUIO
3a1ma4 OJIDKaNIIIero OyayIiero, CTOSIIINX Tepe HayIHBIMU
KOJUTEKTUBAMM, 3aHNMAIOIINMUCS CAMBIMM pPa3HBIMM ac-
MeKTaMi KJIMHUKW, TTaTOreHe3a M pa3paO0TKA HOBBIX
TIOIXOIOB B TepaIli HACIEACTBEHHBIX 00JIe3HE 0OMeHa.

C.C. Huxumun
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Omuem 0 KoHhepeHyuu «<ARmyanbHbie NPo6nemMbl KNUHUYECKOl
reHemuku peaxux donesuei»

B Mockse 5—6 mexkabps 2013 . cocrosiiach KoOHpe-
PEHIINST «AKTyaJIbHBIC IIPOOJIEMBI KITMHUIECKOM TeHETUKI
penkux OoJie3Hel», B paMKaX KOTOpPOI OBLI IIpOBEIcH
CHMITIO3UYM, TIOCBSIIICHHBIN 00s1e3HM [TomITe, SBUBIITHII-
CsI JIOTUYHBIM TIPOIOJDKEHUEeM HaydHOM BCTpeun B [eii-
nmenpoepre. C JOKIIanaMy BBICTYITIIA BEIYIITNE POCCUMCKIE
¥ 3apyOeKHBIC CICIMAINCTH B 00JACTH MEIUIIMHCKOMN
¥ MOJICKYJISIpHOM reHeTnKu. OpraHu3aropamMu KOH(pepeH-
iy 01T Poccuiickoe o0I11eCTBO METUITMHCKIX TCHETH -
koB, ®I'BY «Menuko-reHeTUUEeCKNI HAydHBIM LIEHTP»
PAMH, HayuHbiii coBeT MmO MEIMIIMHCKON Te€HETUKE
PAMH wu xadenpa MeIWIIMHCKONW T€HETUKU C KypCOM
npeHartaiabHo# guarHoctuky 'BOY IO PMAITO Mun-
3npaBa Poccnu. Yke criCoK opraHM3aTOpOB KOH(MEpeH-
I TOBOPUT O TOM, HACKOJBKO OOJIBIIIOC BHUMAaHUE
yaeasieTcsl METUITMHCKOM 00IIeCTBEHHOCTRIO ITpo0IeMaM
peIKMX HACJIEACTBEHHBIX Ooe3Heit B Poccum.

Bo BctymmrensHOM citoBe ipod. I1.B. HoBukos (Poc-
CHST) TIOMYEPKHYJT, YTO TTOMUMO MEIUITMHCKOM COCTaBIISI-
JoIIeH B ciTydasx opaHHbBIX 00JIe3HEe HeOOXOIMMO 00Cy-
XIeHWEe HOPMATUBHO-TIPABOBBIX AacCIIEKTOB W IIyTeH
nx peanu3annu. Poiab 1 3ppeKTUBHOCTS CHCTEMBI MEIH-
KO-TeHETUIECKOTO KOHCYJIFTUPOBAHMS B paMKaX IIOMOIIH
CEMBSIM OOJTBHBIX PEIKMMU 3a00JIeBAaHUSIMU ObLIIa paCKPhI-
Ta B goknane akan. E.K. Iinarepa (Poccus). Cepust moxia-
OB OBLTa TIOCBSIIIEHA BOIIpOCcCaM J1ab0OpaTOPHOM TUAarHO-
CTUKHA pEeIKMX TeHeTHWYeCcKuXx OosesHeit B Poccum:
00HAPYKEHHUIO TTATOJIOTUICCKUX MYTALIMil TIPU CEKBCHM -
poBaHuu nojiHoro 3k30Ha (E. Cemuna, CIIIA), BEICOKO-
MMPON3BOANTEILHOMY CEKBEHUPOBAHUIO B TCHETHUCCKOMU

B nepsom psoy: H. Xopowas (Incenszaiim, Poccus), H. Kapabyn (lepmanus);
evicmynaem A. Jlybposckuii (Apeenmuna)

MWATHOCTHKE HACJIECACTBEHHBIX 3a00JIeBaHUI Y HOBOPO-
xkneHHbIX (A.E. I1aBnoB, Poccust) m MmeTony TaHmeMHOM
MacC-CIeKTPOMETPUM B ITHATHOCTMKE HACIICACTBEHHBIX
oome3neit oomena BemectB (I B. BaiimakoBa, Poccust).
Temy mpomomkuna a.M.H. E.1O. 3axaposa (Poccust), 060-
OLLIMB MEXIYHAPOIHBIN U POCCUMCKUI OITBIT HA TIPUMEpPE
IIPOTOKOJIOB JIAOOPaTOpHOI quarHocTuku. Ocoboe BHU-
MaHUe OBLJIO YAEJeHO BOIIpocaM O0SI3aTeIbHOM ITPerM-
IJIAHTAIIMOHHOM IMarHOCTUKN MOHOT€HHBIX 3a00JIeBaHITA
(m.m.H. E.}O. BockoboeBa, Poccust).

OOCYXIaauch COBPEMEHHBIC ITOAXOOBI K JICUCHUIO
HACJICICTBEHHBIX 00JIe3HEH OTIOPHO-IBUTATEILHOTO alla-
para (o.m.H. JI.K. Muxaiinosa, Poccust), KppornmmprHacco-
UAPOBAHHBIX TEPUOAMYECKUX CHHIPOMOB (I.M.H.
C.0. Camyruna, Poccust), ayroBocniaauTeIbBHBIX CUHIPO-
MoB (o.M.H. E.C. ®emopoB, Poccust), a Takske MOJIEKYIISIp-
Hasl IMarHOCTHKa (DEeHWIKETOHYPHUH 1 HapyIIIEHMST OOMeHa
teTparuapoduonrepuHa (pod. A.B. ITonaxkos, Poccust),
npencraBieHbl MexXayHapogHble (rmpod. K.d. Tpedu,
Iepmanust) U poccuiickue DOCTIDKCHUSI B OMArHOCTUKE
1 OpTaHU3aLMU TTOMOIIY IIPY (GPeHIIKETOHYPUH U TUIIEP-
benmnmanannaemMun (1.M.H. T.B. bymryeBa, Poccust). Bax-
HOCTB CO3IaHUs PETUCTPOB HACJICICTBCHHBIX 3200/ IeBaHIA
IUTST YIydIIeHUsI TIOBBIIICHUS] YPOBHS TUAarHOCTUKHI U OIT-
TUMM3ALMS TTIOMOIIM OOJILHBIM ObLIa OTMEYeHa Ha TIPUMe-
pe mykoBucumo3a (m.M.H. B.JI. [llepman, Poccust) u ce-
MeiHOI ruriepxonecrepruHeMun (o1.M.H. A.H. Memkos,
Poccust).

B ocHoBHOIT TIporpaMMe KOH(EPEHIINM U Ha caTel-
JINTHOM CUMIIO3UyME 0C000e BHMMaHUE OBLIO YIeJICHO
0oJe3HsIM HaKoruieHus. Tak, ObLIM 3acyIIeHbl COO0IIe-
HUS TI0 OCOOCHHOCTSIM PAaHHETO MPOSIBIICHMST TM30COMHBIX
6ose3Helt HakorieHus (o.M.H. JI.I1. Hazapenko, Poccust)
¥ TJIMKOTeHo3y 2-1o tuma (6one3nu [Tomme, BIT), xak ox-
HOI1 3 HEIOCTATOYHO BBISIBIIIEMBIX B Poccuu mmaTomoruit,
00CYXIEHBI COBpeMEHHBIC ITPEICTaBICHMS O TTATODU3NO-
sorum BIT ¢ akiieHTOM Ha ponb ayrodaruu npu MHpaH-
tiiibHOM (opme m BII ¢ mo3gHmM Havajgom (Tipod.
C.C. HuxkutuH, Poccust), mpeacTaBiieH ONBIT THaTHOCTH-
ku BIl B rpymmax BBICOKOIO pHMCKa, OCOOEHHO Y JIUIL
C TICPCUCTUPYIOIINM MOBBIIICHHEM KpeaTuH(MochOKHA-
361 (T1pod. Y. Mma, Ucmanus, n O. Kamrep, CaynoBckast
ApaBust), Ha OOIIMPHOM MaTepHraie paCCMOTPEH aJITOPUTM
muddepeHIanbHoM aruarHoctuku bIT ¢ mo3mHuM Hava-
mom (mmpod. A. JlyOpoBcKuii, ApreHTHMHA), a TaKXe
Ha OIThITe COOCTBEHHBIX KITMHUYECKUX HAOMIOMEHNI pac-
CMOTPEHBI CJIOKHOCTH ¥ TIPUIMHBI 3a1ePKKH ITOCTAHOBKI
munarHo3a BIT ¢ mo3gnum Havanom (mpod. C.C. Hukn-
tiH). CpoKM 1 IpUYUHBI 3amepkKu auartosa bIT ¢ mosm-
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Konghepenyuu, cumnosuymol, cogeuanus

Mowmenm duckyccuu mexncdy npog. 9. Kannepom (Caydosckas Apasus)
u npo. E.JI. ladaau (Poccus)

HUM HayaJioM B Poccuu cBsI3aHbI C TEMU XK€ TTpodieMaMH,
YTO U B Pa3BUTBIX CTpaHaX, B MEPBYIO ouepelb C Majaoi
WHGOPMUPOBAHHOCTBIO Bpayeidl He TOJIbKO O caMOM 3a00-
JIEBaHWM, HO U O BO3MOXXHOCTU TUATHOCTUKHU IO CYXOMY
MSITHY KPOBU.

KoHbepeH1us 3apepunuiack mposeneHueM IlepBoro
POCCHUIICKOTO COBETA 9KCIEPTOB IO IMArHOCTUKE U Jieue-
Huto bI1. Emte HemaBHO BIT oTHOCWIN K TSLKETBIM JIETATB-
HbIM HAcCJIeICTBEHHBbIM 3a00JieBaHUSIM, HO CETOAHS 10-
CTUTHYTBl YCHEXW B CJyyae paHHEro YCTaHOBJIEHUS
JIMarHo3a U CBOEBPEMEHHOTO MPOBEAECHUS 3aMECTUTENb-
HOI 9H3UMOTepaIuu IpernaparoM Maiio3aitM® (alrioKo-
3umas3a anbda, kommanus Ixxensaiim). B Poccnm nHdpaH-
TuiabHast popMa u ocobeHHo BII ¢ mo3gHUM Havamom
MO-TPEXHEMY BbISBIISIIOTCSI HEIOCTATOYHO, YTO MPUBOAUT
K TOMY, 4TO 00JIbliIasl YaCTh MALlMEHTOB HE MOJIyYaeT jeue-
HUS U MorubaeTt B paHHeM Bo3pacrte. [1Jisi oOMeHa OnbIToOM
B 3aC€laHMM COBETa MPUHSLIM ydyacTUE Beayllue 3apyoex-

HBIE CIIEIIUAJIUCTHI IO TIIMKOTeHOo3y 2-To Tmma. CreaB
0030p CYIIECTBYIOIINX BapUaHTOB ITPOTOKOJIOB JUATHO-
cruku BII, 3. Kamnep (CaymoBckast ApaBHST) OTKPBUI
IHUCKYCCHIO TI0 CO3MaHMnI0 B Poccum HaIMOHAIBHOTO py-
KOBOJCTBAa II0 BBEISBICHUIO M3BECTHBIX (OpPM OO0JIC3HU
¥ Ha3HAYCHUIO CBOCBPEMEHHOTO JiedeHUs. [JJonrocpoyrnie
pe3yNIBTaThl (DepMEHT3aMECTUTEIPHOM TepaIliy Iperapa-
ToM Maiio3aitmM® nipu BIT OblIn mpeacraBieHbl B KCYep-
neBatomeM nokiame H. Kapaoyn (Iepmanmst). B xome
IUCKYCCUY OOCYXIAINCH CIEAYIOIINe OCHOBHBIC BOIIPO-
CHI: 1) HacTOpaXKMBAOIIME IPU3HAKK TTPU MH(MAHTUIEHOM
¢opme m BIl ¢ mo3gHmM HavyanaoMm; 2) HEOOXOTUMBIN
00BeM JabHEUIIIeT0 00CIeIOBAHMS TTOCIIE TTOATBEPKIC-
HUSI TMarHO3a U HEOOXOMUMOCTh YIaCTHSI B TaJTbHEHIIICH
cynpOe IMmalMeHTa Bpadyeid pa3HBIX CIICIMAIbHOCTEH;
3) ceMeiHBIl CKpUHUHT — 3a 1 TIPOTUB; 4) TepareBTUYC-
CKMe 1IeJIv, BpeMs Havaja JIeUeHUs IIPU pa3HBIX (hopMax
¥ TSDKECTH COCTOSTHUSI, B UYeM COCTOMT MOHUTOPHUHT 3(-
(EeKTUBHOCTU Tepallii U KaK CjieAyeT KOOPAWHUPOBAThH
cuMITTOMaTndecKoe JjedeHre. Ocodboe BHUMAaHUE OBLIO
VIEJICHO TPYOHOCTSAM, ¢ KOTOPBIMU CTaJIKMBAIOTCSI pOC-
CHICKHE CTICIIMAIMCTBI B IMaTHOCTUKE U JICICHUM TIALIM-
eHToB ¢ BII. C moaHBIM CTMCKOM ITOKJIATYUKOB U TTeped-
HeM OOCYyXXITaeMBIX BOIIPOCOB MOXKHO ITO3HAKOMMTBCS
Ha caiitte OCHMb: www.neuromuscular.ru
Bce BrIcTynaBmme 3apyOeKHbBIE M POCCUHCKHE CIIe-
IIUAJIMCTHI, a TAKKe YYaCTHUKHY 3aCeIaHMsI COBETa 3KCITep-
TOB BBIPA3WJIN OJIATOJAPHOCTD crIoHcOopaM: JIxkKeH3aliM —
komnanusa Ttpymmel Canopu, OO0 «Mepk», 00O
«AxtenmmoH MapmackioTukan3 Pyc», 000 «Jlaiid TexHo-
momxu», OO0 «Kommanmsa XenmnkoH», 3A0 «I[1pubdopsi»,
0e3 MOIIEePKKH 1 YIACTUsI KOTOPBIX TaHHOE MEPOTIPHSITIC
MOTJIO OBI HE COCTOSITHCSI.
C.C. Huxumun
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Namamu Bnagumupa NaenoBuya 3dpoumcona

Hacrynusmmii 2014 rox coeqvHUII B cede ABe IaThl,
CBsI3aHHBIC ¢ UMeHeM Brammmupa ITaBroBuya Ddhponm-
coHa: 50 yreT Ha3ax: BEIIIA B CBET ero MOHOTrpadus «Bae-
IeHe B MEOWIIMHCKYIO TeHETHKY», CTaBIIas IIEPBOM
B CCCP kHUTO0I1 110 TEHEeTHKE YeJIOBEKa, OIyOIMKOBAHHOM
IToCcJie YeTBEPTH BeKa 3arpeTa Ha JII0Oble MCCIeIOBaAHMS
B OTOM 00JIacTH, M 25 JIeT Ha3am He CTajo 3TOrO YIWBH-
TEJILHOTO YeJIOBeKa.

«BBemeHMe B MEIMIIMHCKYIO TEHETHUKY» ITOJIOXKWIIO
HavaJio Bo3poxaeHuto reHeTuku yenopeka B CCCP, mo:-
roe BpeMsl OCTaBasICh €IMHCTBEHHBIM YUSOHUKOM TSI He-
CKOJIBKMX TTOKOJIEHUI COBETCKMX Bpadel.

BpeMst HeyMoIMMO, YK€ YIIUTM M3 XU3HHU €T0 OITHO-
KaIlHUKWA — TeHEeTUKU-TICPBOIIPU3BIBHUKN, BCE MECHBIIIE
OCTaeTCs JIIoJEeN, TMYHO 3HaBIIMX Biragumupa I[1aBnoBuya.
C romamu crajia 04eBUIHON HEOOXOIUMOCTh TOTO, YTOOBI
HOBBIC TIOKOJICHUSI Bpadeil ¥ TeHETUKOB 3HAIM Y TIOMHILIA
0 YeJI0BEeKE, KOTOPBIN MpU KU3HU ObLT 00pa3lioM YECTH,
MyXeCcTBa M OecCTpaliusi, KpUCTAIbHOU IOPSIOYHOCTH
1 HPaBCTBEHHOCTH, 3TAJIOHOM yYEHOTO.

Haxkanyne 80-remus, Mockea

Bnagumup IaBioBudy DhporMCcOH — yICHBIN, TeHE-
TUK. B 0011e10CTYITHBIX COBETCKMX SHIMKIIOTIEIMYECKUX
CJIOBApsIX ero UMsI He ynoMmuHaiochk. OH He ObLT HU aKa-
JEMUKOM, HM KPYITHBIM OOIIIECTBEHHBIM JIESITEJIEM, HE 3a-
HUMAaJI HIKAK1X BRICOKUX IMTOCTOB. CIIMCOK paboT mpodec-
copa OdponMcoHa coOCTaBIsIeT YyTh 0OJce COTHHU
Ha3BaHUM.

Cynp0a Bmammmupa IlaBmoBumya Majao OTIMYAETCS
OT Cy/1e0 MHOTHX BBINAIOIINXCS YISHBIX TOW 3TIOXH, KOTAA
OTKPBITHSI MUPOBOTO MaciTaba ObLTN CBSI3aHbI C HEBEPO-
SITHBIMU TPYIHOCTSIMU, TPEOYIOIIMMYU OTPOMHBIX YCUIINI
JUTS TIPEOIOJIEHUST OECKOHEYHBIX TPETISITCTBUI.

B.T1. Ddponmcon ponucs 21 Hostopst 1908 . B . Mo-
CKBE, B CEMbE KPYITHOTO CTOMMYHOTO (hruHaHcucTa. OKOH-
yuB HeMeLKyIo 1Koy «[lutep Iayns Llynne» B 16 j1et, oH
CTaJI IEPBOKYPCHUKOM OMOJIOTUYECKOTO OTAETeHUS (pr3n-
KO-MaTeMaTnieckoro ¢akyasrera MOCKOBCKOTO YHUBED-
CUTEeTa, T/Ie camoe OOJIBIIIOE BIUSIHYAE HA CTAHOBJIEHHE €TO
KaK YYEHOTO 0Ka3aju 3aHsITHsI Ha BbosbiioM mpakTukyme
Ha Kadeape sKCrepuMeHTaTbHOM 30050TuN. PykoBonuTe-
JieM Kadenpsl B TO Bpemst ObUT BBITAIOIINICS POCCUNCKUT
ouonor Hukonait Koncrantunosuu KonbiioB. OcHOBHOM
KOCTSIK Kaeapbl ObLT TIpeCTaBIeH OJECTSIIMMU TPETIo-
naBatensimu: C.C. YerBepukoBbiM, [.I1. ®PunatoBbiM,
M. M. 3aBanoBckuM, I1.1. ZKusaro, I 1. Pockunbim. ITo-
JIy9UTh YHUBepcuTeTcKuii muriom B.I1. DdpomMcony
He ITOBeJIOCh: 20-JIeTHMIA CTYICHT OTBAXKUJICS Ha HEC/TbIXaH-
HBII 1O TEM BPEMEHaM TOCTYMOK — OTKPBHITO BBICTYITWI
Ha YHUBEPCUTETCKOM COOpPaHWY B 3AIIIUTY CBOETO YUUTEISI,
npogdeccopa Ceprest CepreeBuua YeTBepmKoBa, OITHOTO
13 OCHOBOTIOJIOXXHWUKOB COBPEMEHHO OMOIOTHY, CO3/1aTe-
JisT TIOMYJSIMUOHHOW TEHETWKHU, KOTOPOTO OOBWHSIIU
B TPOLIKM3ME. DTO BBEICTYIUICHUE OBIJIO TEM 00JIee CMEIIBIM,
yto otel] Biaagumupa IlaBmoBuya B 1926 . ObUT OCyXXaeH
110 OTHOMY M3 TIEPBBIX TaK HA3BIBAEMBIX «BPEAUTETHCKIX»
TTPOILIECCOB U TIPUTOBOPEH K PACCTPEITy, KOTOPBI 3aMEHUITN
cHavasna Ha 10, a motom Ha 5 jieT TIopbMbl. ChIH «BpeanTe-
Jisi» He TO0O0SICST BBICTYMUTh M 3alUTUTH «TPOLIKUCTA».
Yepes 30 et C.C. YeTBeprKOB HANMCAJI CBOEMY OBIBIIEMY
YUEHUKY: «DTO TIpaB/a, uto Bl 1 Bo BpeMeHa CcTyaeH4ecT-
Ba, 1 TIO3[IHEE BCETa CTOSUIA JIJIsT MEHST KaK-TO HECKOJIBKO
B CTOpPOHE OT $Siipa MOMWX ApYy3eil U y4eHUKOB. Bbl maxke
o(pULIMaIEHO HE OBLIN «3apeTHCTPUPOBAHBI» CPeaN HUX,
XOT# $1 Bcerna cyutan Bac oqHMM U3 caMbIX MHE OJIM3KHUX
U TOPOTHX YYEHUKOB. A Baliie Bceria OTKphITOe U YeCTHOE
OTCTaBaHWE CBOMX B3MJISIOB TITyOOKO MEHS BCETa Tpora-
Jio U pagoBajno. M BOT 51, ceMuaecsITUAeTHUI CETNon cTa-
pUK, Kpenko Bac oOHMMaio M OT BCEro cepiiia roBopro
Bawm — cnacu6o...».

W3rnanubiil 3 yausepcurera, Bnagnumup IlaBno-
BUY paboTajl B caMbIX pa3HbIX MecTaXx: MOCKOBCKOM
3oomnapke, B Pannonornueckom nncturyte, Ha Cantol-
KOBCKOW KPOJMKOBOJYECKOW CTAHUMM M JaXe He-
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CKOJIbKO MecsueB B TounucckoM MHCTUTYTE LIETKO-
BOJCTBA.

K 24-m rogam Bnagumup IlaBaoBuu omyOGamKoBai
6 HaydHBIX CTaTeil M IPOJOJIKAJ HEMCTOBO pabOTaTh.
Boarblire Bcero ero nHTepecoBay MPOOJIEMbI, CBI3aHHBIE
C TeHEeTHKOM YenoBeka. [To mpoHuM cyab0bl MHTEPECYIO-
IIMe ero MpooOyieMbl 0KA3aJUCh B IIEHTPE TOTOBSILIETOCS
HJIe0JIOrnYecKoro morpoma. B Hauane 30-x romoB Tpoii-
sioro Beka B CCCP Haz reHeTHKOIM, 1 0COOEHHO HaJl TeHe-
TUKOM UeJIoBeKa, Ha3bIBaBIIIECsl TOTJa €eBIeHUKOM, CTaIn
CTYILIAThCS TY4H.

«HaBepHoe, 113-3a paHHETO yX0J1a B 3KCITepUMEHTAIb-
HYIO HayKy MeH$ TOUTH HMKOTIIa He OCTaBJIsIO YyBCTBO,
YTO S1 BOT-BOT CJeJal0 KaKoe-To OTKpheiThe. W 3a aTuMu
OTKPBITUSIMU I TOHSJICS O4eHb Aoro. IToxanyit, mporo-
HSJICA BCIO XXKU3Hb. OMHO M3 HUX CBHITPAJIO B MO XKU3HU
CYIIECTBEHHYIO poJib. B 1932 I g mpuiiea K MBICIH O Cy-
ILIECTBOBAaHUY PAaBHOBECUS MEXITY MYTalIMOHHBIM TTpOLIeC-
COM M OTOOPOM, a TJIaBHOE K TOMY, YTO Ha OCHOBAaHUU
3TOT0 PaBHOBECUSI MOXHO CJlieJIaTh COBEPIIIEHHO HEOXM-
JIIaHHBIA BBIBOJ — OIPEIETUTb YaCTOTy MYTHPOBaHUS
y yeJioBeKa.

Kornma s nauan pa6orats B uHcTUTyTe ¥ C.T. JleBuTa,
... s cIenaj JaBa JoKJIaJa Ha ceMHHape B KOJIBLIOBCKOM

wHCTUTYTe. B HUX M B HalTMCaHHOM 10 3TUM MaTeprajiaM
CTaTbe peyb IIJIa O CYIIeCTBOBAHNHY €CTECTBEHHOTO 0TOO-
pa y 4esoBeKa — KaK 0 YeM-TO COBEPIIEHHO OUYCBUIHOM.
A sTa TeMaTHWKa IO TeM BpeMeHaM CUYMTAJach UyThb JIM
HE KPUMHUHAIBHO».

B 1998 1. Ha KOH(epeHLIU, TTOCBAIIeHHO# 90-TeTHIo
B.I1. BdponmMcoHa, 06 3TOii, TaAK HUKOTAA U HE OIyOJIr-
KOBaHHOI cTaThe, pacckasan H.C. Miore: «Bmagummp
[TaBIOBMY TIPOCTO TTOACUYNTHIBAET BIIEPBBIE CKOPOCTh MY-
Tanuii y deiaoBeka. OH HECKOJIBKO pa3 YIIOMHUHAI, YTO,
IecKaTh, s orepemul XonneiiHa. OH IeCTBUTEIHHO Clie-
man 310 o XojmeitHa... DOPOMMCOH paccMaTpUBaI
6 pa3IMyYHBIX 3a00/IEBaHMI, YaCTOTY MX BCTPEUYAEMOCTH
y JeJIoBeKa, ITOCjIe Yero OlIeHMBaJI, Kakoe 3aboyieBaHue,
Kakas MyTallWsI TaeT PeIpOIyKTUBHBIN TyIIUK, KaK ObI Jie-
TaJbHOCTB. TO €CTh — ITOTOMCTBA He ocTaeTcs... [1pu remo-
¢uIMM — TMOTOMCTBO MOXeT ObITh. M3 3TOTrO MCXOmS,
cuuTacs KoaUIIMEeHT 0TOOpa IMOO0 PEIIeCCUBHBIX JIeTa-
JIelt, 6o X-CIEeIICHHBIX — M TTOCJIe 3TOTO BEIUKCIISUIACH
YacToTa MyTHUpOBaHUs. JleiicTBUTEIbHO, BIIEPBHIC [T Ue-
JIOBEKA 3TO ObLIO caenaHo... Ha 3 roma mosxe XoJneiH
CIeNIaeT TO Xe caMoe, HO TOJIPKO Ha OTHOM TeMO(DMINI».

B xon1e mexadpst 1932 . DchponMcoH ObLUT apecTOBaH-
T10 JIOXKHOMY OOBHMHEHUIO SIKOOBI 32 yIaCTHE B aHTUCOBET-

bBonvwoir npaxmurxym ¢ MI'Y, 1927 2. Bo émopom psady cnuzy (cudam): I.B. Camoxsanosa, I.HU. Pockun, C.JI. @ponosa, C.C. Yemesepukos, I1.H. XKusaeo,
C.U. lupokos, B.Il. Ihpoumcon
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CKOHM TEPPOPUCTUIECCKON OpraHM3auu (KPyKOK 110 M3-
yueHU0 duiaocodun). Bor Kak pacckasplBall O CBOEM
«aene» Bnagumup IlaBnoBuy: «B KOHILIE KOHIIOB MHE 3a-
SIBWJIM, 9YTO MOU XOXIeHUs B Bombdwr u mmpouyee — Me-
JIOUb, YEITyXa, M «BO3PACTHOE SIBJICHNE», YTO OHM HE CTa-
M OBl MHOHM 3aHMMAaThCs, €CIM OBl SI HE 3aHSJI OYeHb
BpeIHYIO MO3UIINI0 B HayKe. [lompazymeBaiicsi «comma-
TapBUHM3M>», TIPU3HAHKNE €CTECTBEHHOTO OTOOpaA Y Yelio-
BeKa, MMeJIach B BUIY €BICHUKA. A «€BICHHMKa» — «CIIy-
KaHKa pamm3mMar. JJoKa3bIBaTh, YTO HUKAKOTO (harmima
B HayKe O HACJICACTBEHHOCTH HET U B TIOMUHE, OBIJIO CO-
BepIIEHHO HeBO3MOXHO. CiemoBaTeslb CKa3all, 4TO cam
JyOMHWH 3asIBWJI, YTO MOY HayJYHBIE B3TJISIIBI HETIPABIIIb-
Hbl. OnMH U3 cliegoBaTesiel yBepsiI MEHSI, YTO OBUT Ha MO-
eM mokiane B mHCTUTyTe Kombmoma. Jlymaro, 4To 3TO
OBLIO OOBITHOE CIIEAOBATEIILCKOE BPAHBE».

Ha nompocax ot D¢dponmcoHa TpedoBaIn 1aTh ITOKa-
3aHud 0 pammcTckux B3mrsgaax ero yuurens H.K. Koib-
uosa. Bnagumup IlaBnoBuu orkazaicsi. B pesynsrate —
3 rogma nareps: Topuas Illopmsa, Antaii, mpokiamka
Yyiickoro TpakTa. HenMoBepHO TsKeIbIe YCIOBUS CYIIIe-
CTBOBaHMUSI, M3HYPSIIONMAasl paboTa, CMEPTEIbHBIN TOJIOMI.
«DT10 OBLTO, HABEPHOE, CAMHCTBECHHBIN pa3 B MOCH KM3-
HU — s TIepecTaj AyMaTh O TeHeTwke. Bce, 4TO y MeHS
OCTaBaJIOCh ellle KMBOTO B CYIIECTBE MOEM, OBLIO COCpe-
JIOTOYECHO Ha OTHOM — Ha MBICJISIX O €lIe».

B 1936 1., mociie ocBoGOXAEHMS, DHPOMMCOH HE CMOT
BEpHYTbCSI B MeIuKO-OMOJOTHISCKUIT WHCTUTYT
K C.T. JleButy. EMy ObLIO 3aTIpelieHO XXUTh B CTOJTUYHBIX
ropojax. JlanbHeiimas cyaboa Meanko-01uoiornieckoro
WHCTUTYTA ¥ MEAUILIMHCKOM TEHETUKH XOPOIIIO M3BECTHA:
C.T. JleBuT OBLT OCYXIEH 3a TEPPOPM3M M IIIMMOHAX
u pacctpeisiH B Mae 1938 1. [Tocite cmeptit H. K. Kosnbiro-
Ba B nekabpe 1940 1. reHeTnKa yenoBeka B CCCP mepecta-
JIa CYIIeCTBOBATh KaK HayKa.

Bnammmup I1aBmoBud pacctancst ¢ MEIULIMHCKOM Te-
HETUKOI Ha moJjirme rogbl. Ho MexXmy ImepBBIM JarepeM
U BOIHOM, MEHBIIIE, 4YeM 3a 6 JIET, OH COOpasl SKCIIepUMEH-
TaJbHBIN MaTepHall IO TeHETUKE TYTOBOTO IIIEJIKOIIPSIa,
Ha OCHOBaHWHY KOTOPOTO HAIMcajl KHUTY W IIOATOTOBIUT 2
mucceptarun. O TOM, Kak OH padoTajl, XOOWIN JIeTeHIHI.
ITo 16—18 4acoB B CyTKHM, HE OTpBIBAsICh, MECILIAMU
0¢e3 BEIXOIHBIX, 0€3 OTITYCKOB, MHOTIa HOYeBaJI B JIabopa-
topun. Harpamoii 3a HampsokKeHHe U [eJIeyCTPeMJICHHOCTh
CTaJI0 OTKPBITHE SIBJICHUS CLETUICHHBIX TeHOB: IIPH OTOO-
pe IOPOIBI ITO OTHOMY BEIOPAaHHOMY IOJIE3HOMY ITpHU3HA-
Ky TIOCJICTHUN «TaIlliI» 32 COOOM PSII APYTUX HEOXMIAH-
HbIX MPU3HAKOB, YaCTO CBOAMBIUMX HAa HET BCE YCUJIMS
CEJICKIIMOHEPOB.

Ho mano OBITh TaJaHTAWBBIM YEJIOBEKOM, HHUYETO
He XeJIaIoIINM BUIETh BOKPYT ceOsl, KpOMe CBOEH HayKU.
Korma-to H.K. KonblioB BHyIIajl CBOMM Y4YE€HUKAM:
«J1JIs1 HACTOSAIIETO YIeHOTO KpoMe HayKu KaK TaKOBOI
HUYTO HE MOXET ObITh 11eJbI0 XXU3HU. Ho m1st Toro, 4To0Ob!
IOCTUYD YEeTO-TO CTOSIIETO B HayKe, HY>KHO OBITh abCco-
JIFIOTHO MCKPEHHUM, aOCOJIOTHO YECTHBIM YEJIOBECKOM».

MHoro net cirycTst DdponmcoH ckazar: «Hukomait Kon-
CTAaHTUHOBWY, BOCIIUTHIBAS HAC, HE 3HAJI, YTO HAyKe MOX-
HO OYeHb CIJIPHO TTOMeInaTth. TeM Ooiiee, OH He 3HAI,
YTO 3TO TaK JIETKO CAeNaTh: 1OCTATOYHO MOAMEHUTD LEb
WA HE 3aMETUTD, YTO YeJI0BEKA B HAyKy TOJIKAET HE JIf0-
00Bb K IPYI¥MM, He JTI000Bh K HayKe, He XKaxma ITOCTUYb
HUCTHHY, — a JII00OBb K cebe, srousM... Mnm momycTuTs,
YTOOBI B HayKe Ha4yaJu 3alpaBisTh JIIOAM, IS KOTOPBIX
caMO co00#i pasyMelommecss HpaBCTBEHHBIC IIEHHOCTH,
3aKOHBI MOPAJIH, IMMOPSIIOYHOCTh, 9YeCTh, IIPaBIa — JUIIb
«CKAa304YKM IS MOAMOTOB», a XKaXIa BJIACTH, BBICOKOTO
TTOJIOXKEHUS 1 OECCOBECTHOE CTPEMJICHHE K YIOBJIETBOPE-
HMIO COOCTBEHHBIX ITOTPEOHOCTE — OCHOBHBIC IBILKYIITIC
MOTHUBBI BCSIKOM IESITCIBHOCTI».

C 1TomoOHBIMH «OTPULATETEHBIMI» ACSITSIISIMA HayKU
Ddponmcon cronkHyncsa B 1937 1., Korma ero BBITHAIA
13 TalKeHTCKOro MHCTUTYTA IIeIKOBOACTBA. Pe3ymbTaTel
€ro 2-JIETHETO KaTOPKHOTO Tpylda — HECKOJBKO ITOKOJIE-
HUM YUCTHIX JUHUN IEJIKOIPSAma — OBLIA COXKKCHBEL.
Hammmcanayo UM KHUTY yXe B THIIOrpaduy pacChIraim
B Habope. CHoBa Ge3paboTulia, 3alpeT Ha MPOXUBaHNE
B 00:1bIMX ropomaax. C TpyooM yCTpouJicst paboTaTh B Me-
pede, MaJeHbKOM TOPOAMILIKE Ha YKpauHe, rae Obuia
IIeIKoBogIecKas cranius. HezaBucumMo HY oT yero Bira-
numup [TaBaoBUY IPOIOIIKAT CBOE JEI0, OCTABasICh Bep-
HBIM CBOMM B3IJIsIIaM | ITpuHIMITaM. OmHako v B Mepede
He 1ToBe310: Bramumupy [1aBmoBray oTKa3aim B «IIPOITH-
CKe» — CJIIMILKOM OJIU3KO OT XapbKOBa.

B 1940 . B.I1. DdponmcoH npemnomaBag HEMEIIKUIA
SI3BIK B HETIOJIHOM cpemHeit mKose B I. KyrstHcke, HO Ipo-
JIOJDKAJl «<Hae3XaTh» B XapbKOB, TOTOBWJI K 3aIIUTE KaH-
IUOATCKYIO TUccepTalnio. 3a 2 HeeIu 0 Hadaia BOMHBI,
B mioHe 1941 1., OH 3aIIMTUJI KaHAUAATCKYIO M CIAJT B TIe-
yaTh KHUTY «CeJIeKIns TYTOBOTO IeNKonpsimaa». Kaura
He BBIIILIA M3-3a HAYaBIICICST BOWHEI.

M3 Bocmomunuanwuit B.I1. Ddponmcona: «Hsa yepe3
TPU-YETHIPEe TTOC/IC Hadayia BOMHBI S IIPUIIIE] B BOCHKOMAT
B XapbKOBe, IIPEICTABIII CIIPABKY O TOJIBKO YTO 3aIHUIICH-
HOI TUCCepTalliy U cKa3ajl, 4To ST — OYCHb HYXKHBIN Je-
nmoBek. Ilpexne Bcero, s BiIamel0 HEMEIKUM SI3BIKOM
KaK pycCKUM. 1 3Ha10 HEMEIKYIO UCTOPHIO, JINTePaTypy,
KYJIBTYypy JIydIlle, YeM €€ 3HaeT OOJIBIIMHCTBO HEMIICB
¢ BeIcIIMM oOpaszoBaHreM. Ho camoe riraBHOe — I 3aIIu-
TIJI JUCCEPTALINIO TI0 TeHETUKE, s MHOTO M Cephe3HO 3a-
HUMaJICS TCHETUKOI YeoBeKa. Y MeHS Ha CTOJIe TTOCTO-
SIHHO JIeXKaJT Hay4dHbIi XypHan « Hemenkuii apxuB pacoBoi
ouonorum». Y s mpeKpacHO 3HAIO BCIO 3TY MINOTUYECKYIO
PacoOBYIO TEOPUIO, IIPEKPACHO 3HAIO, KaK M YeM €€ MOKHO
OIIPOBEPTHYTH, pa30ouTh. KpoMe Toro, s MOTY IIPpUTOANTh-
csl ¥ TIPOCTO TI0 pa3BedbIBaTeIbHBIM nejiaM. [IpuHmMaB-
IMWii MEHsS BOCHHBIM OYEHb OOpamoBalicsi M cKasal,
YTO KaK pa3 TaKOW YeJIOBEeK, KakK sI, UM OUYeHb HYXKEH.
Ho s nepe6bun ero: «<Ectb 0ogHO «HO». I MMelo CynMMOCTh
1o ctatbe 58. BBl moHnMaeTe, 1 HeHaBUXKY ¢pamm3M. Bor
MOKeTe OBITh a0COTIOTHO YBEPEHBI B MOCH JIOSUTBHOCTH.
Ho Ha Bcaxkwmii ciryyaid 1 X049y cKa3aTb 00 3TOM cpasy».
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Kasanep Opdena Kpachoii 36e30vi, 1943 e. (nepesulii cresa)

BoeHHbIit BbICTYIIAT MEHS U cKazall: «f ceiyac TOJbKO
ITO3BOHIO M Y3HAIO, HE 3aHATO JIX TO MECTO, Ha KOTOPOe
s1 XOTeJI Bac MpWHATH». OH BHIIIIE] 33 IBEPh U Yepe3 MUHY-
Ty, T. €. ObICTpee, YeM MOXKHO ObLIO ObI KyJa-I1100 MO3BO-
HUTb, BEPHYJICSA U cKazall: «Mecro 3aHATO». U g moHs,
YTO aHKETa — 3TO TJITaBHOE».

Boiitny Bnamumup IlaBmoBuu mpoiesl B KayecTBe
SIUAEMUOJIOTa, YIaCTBOBAJ B pabOTe TUBU3MOHHOM pa3-
BEIKHU, IIPOBOJISI OCHOBHOE BpeMsI Ha mepemoBoii. Harpa-
XIeH 1ByMs1 60eBbIMU opAeHamMu. HeBoJbHO OKa3aBILUCh
CBHUIETEJIEM HACWIIMS TI0 OTHOIICHMIO K TPaXXIaHCKOMY
HaceneHuto B Bocrounoii [1pyccun, nogan panopt. Bor
KaK OH pacckaszpiBa 00 3ToM B 1988 1. «f moHsm,
YTO MPOUCXOAIT AUKUE IKCLIECChI, U YTO HA 3TU DKCLECCHI
MOTYT He 00paTUTh BHUMAaHUSL... S TIOHSIJI, YTO HAIO ObIC-
TPO, PEIIUTEILHO MIPUHUMATL MEpHI. B aKclieccax MeHee
BCETO OBLIM BMHOBATBHI COJIATHI, KOTOpBIE MHOTO JIET
He BHUACIM KEHIIWH... Bemb Ha 3TOM JIOMaJMCh Iaxe
WCTUHHBIC aCKETHl 1 MOHAXM...

41, KoHeYHO, TOHMUMAJT, 9TO PUCKYIO ITIOJIYIUTh IO IIIee.
Ho BeIxoma He ObLT0. HeMemkoro si3pIKa ITOYTH HUKTO
He 3HaJI, HaYaJIbCTBO MOIJIO IIPOCTO HE BHUKHYTH B CYTh

Mpoucxonsero. S Hamcas paropT, OIKICAI TO, YTO IPO-
WCXOIIUT, 1, KaK TOJIBKO IMOATSHYJICS ITa0, OTHAI 3asiBJIe-
HUE C ONMCaHNEM IIPOMCXOISINero Ha nMs WwieHa BoeH-
HOTO COBeTa 4Yepe3 IIPOKypopa apMHU, KOTOPHIU
PEIIUTEIHO HE 3HAJI, 9YTO C MOMM 3asiBJICHUEM JIeJIaTh.

S nagesincs, yro wieH BoeHHOro coBeta coo0pasur,
YeM HeM30eXKHO Tpo3sT 3T 9KcIiecchl. Ho B To ke Bpemst
IMOHUMAUJT, 9YTO KaK BPpeIHBIN CBUICTEINb, SI MOTY IOJYINUTh
BBIIIKY WK mrpacd6at. Ho He cirydmioch HU TOTO, HU IPY-
roro. MeHsI TIpOCTO BBHI3BaJ HAYaJIbHWK CAaHUTAPHOM
CITy>KOBI apMUM, TTOJKOBHUK JIsutmH. OH 1 €T0 3aMeCTH-
TeJIb, apMENCKUII XUPYPT, MUHYT TPUAIIATb-COPOK MEHS
OTYAasTHHO PYTaju... 1151 MeHs OBLJIO YXXaCHBIM CO3HAHUE
TOTO, YTO MBI TIpuxoauM B EBpoIy He TOJIbKO 0CBOOOI M-
TeJIIMU, HO M HaCWJIbHUKaMu. U, TIpu3HaIoCch, IpU 3TOM
OBUIO HEKOTOPOE YYBCTBO YCIIOKOCHUSI: SI-TO CBOM ITOJT
BBITIOJIHWJI, TIpeAyIIpeawI, cooommt. M ecau MeHs pyra-
0T, TO YK HaBEPHsKa NoJ TpPUOyHaI HE MOLILTIOT.

Ha mpotsckeHny mpruMepHO MOJTyTOpa MECSIIEB S ObLT
B Halleit 33-i1 apMuM «I1apIIMBOil YepHOI OBIOI», CKIIO-
HSIEMOI1: y HAC-MOJI €CTh TaKue JIOOU, KOTOPhIe 3a0bUIH,
YTO HEMIIbI Hafelaln y Hac, U T.11. IloToM BOpyT Bce Tie-
pemenminock. [losiBuiack crathsa «ToBapuiy DpeHOYpT
OIINOACTCS», M OBLTY IPUHSITHI YPE3BBIUAITHO 3aI103IaJIbIC
MEPBHI TI0 IPEKPAIICHUIO SKCIIECCOB...».

IMocne okoHuanwust BoiiHb! B.I1. DponMcoH BepHYII-
¢S K TeHeTHKe, Hadall paboTaTh B XapbKOBCKOM YHHUBEP-
cutere Ha Kadenpe napBruHM3Ma. CIIENTHO TopadaThIBaI
JIOKTOPCKYIO AMCCEPTALIMIO, 3aIIUTIUI €¢ OCeHbI0 1947 T.,
a B (peBpasie 1948 . ObUT yBoJIeH 13 XapbKOBCKOTO YHUBEP-
CHUTeTa «3a PabOoJIETICTBO IIepel 3aIlagoM, 3a ITOCTYITKH,
Imopovalie BBEICOKOE 3BaHHWE IIperiomaBaTessl BrIicieit
IIKOJIBI». [IprmanHOI TOMY cTaj rmepeBoa DHpOUMCOHOM
C aHTJIMICKOTO SI3bIKa cTaTh¥ reHeTnKa @. JlobkaHCKoTO,
B KOTOpo# pazobaavancs JieiceHko. Bnagumup IlaBnosuu
odepeaHOM pa3 oKazaycs 6e3 padboThI U TeTleph pa3phIBaj-
cs1 MeXXIy XapbKOBOM U MOCKBOIi: B XapbKOBe Obljia Ke-
Ha — M.T. llybuHa, B MockBe — BaXkKHbIE Jiea.

Jng 3apabotka B.I1. DdponmcoH nepeBoguT C aH-
rinuiickoro s13eika KHUTy X. Kortra «I[IpucrnocobureabHast
OKpacKa XXMBOTHBIX».

B 1948 1. Bmagumup I1aBmoBud peraeTcst Ha o9epe-
HOM «0e3yMHBI» ITocTyoK. CoOpaB BOSIMHO BeCh KOPITYC
JIBICCHKOBCKOI JIMTEpaTyphl, OH IPOaHAIM3NPOBA BCE
«HOBaTOPCKHUE» TTOJI0XEeHUS Teopun JIBICEHKO 1 Hamrcasl
dyHOaMeHTaNbHBIN Tpyn — «O0 yiepde, HAaHECEHHOM
CCCP HoBaropcTtBoM JIBICEHKO». D(PPOMMCOH CUMTA
ce0s1 00s13aHHBIM PACKPBITH I71a3a PYKOBOAMTENICH CTPAHBI
Ha MCTUHHOE TTOJIOXEHUE BEIei B TEHETHKE, B CEJTbCKO-
XO3SIMCTBEHHOI 1 Ouoornyeckoit Hayke. Tpyn Obu1 repe-
naH F0. Knanosy B Otaen Hayku LK, roe v 6611 mpoynTaH
BMae 1948 1.

Ho B aBrycTe 1948 1. cocTostmach me4aybHO 3HAMEHM -
Tas ceccuss BACXHwuJI. B pesynbrate Tpuym@a JIbiceHKO
W3 WHCTUTYTOB M YHUBEPCUTETOB OBLIM M3THAHBI COTHU
HACTOSIIINX YICHBIX, MHOTHE 13 KOTOPBIX OCTATIUCH Oe3 pa-
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0OTBI, TMKBUAMPOBAHKI Kadenprl 1 tadopatopuu. Cpenn
IMOCTpPadaBIIMX OBUIM TaKWe BBITAIOIINECS YYCHBIC,
kak Pamomopr, Keo6pak, IlImansrayzen, CabMHIH 1 MHO-
rue apyrue. OmHAKO apecTy OBLI IOIBEPTHYT TOJBKO
oavH — reHeTuk Bnagumup IMaBnosuu DdpponmMcoH. DTo
CIyduiaoch B ampene 1949 r. B XapbKoBe — eMy IIPUIIOM-
HUJIN paropT O HENOITyIICHWM 3KCIIECCOB M OOBUHUIIN
B kiteBeTe Ha COBETCKYIO apMUIO.

W3 XapbkoBa ero aranupoBaiv B MOCKBY, IpeabsBU-
M obBuHeHMe. [ToTpsicaeT cuiia ayxa M CTOKOCTB 3TOTO
YIWBUTEILHOTO YesioBeKa. [IaTHamaTe mHeit OH roomat
B JIeISTHOM Kapiiepe ByTBIpcKoit TFOpbMEI, TpeOysI, UTOOBI
HeJleroe OOBMHEHNE, IIPEIbIBICHHOE eMy, 00eBOMY 01~
1epy, HarpaXxaIeHHOMY OpIeHaMH 1 MeIaJISIMU 3a JT00JIeCT-
HBII1 BOMHCKUU TPYI, OBUIO 3aMEeHEHO NCTUHHOM ITPHIH-
Hoit apecta. OH TpebGoBaJ, YTOOBI €r0 OOBUHUJIU B TOM,
B YeM OH AEWCTBUTEIBHO OBILT «BUHOBEH» — B 0OpHLOE
C JIBICEHKOBIIMHOM 1 B TUCKPEANUTALINHN «HAPOTHOTO aKa-
neMuKa». D(PporMMCOH He TOAIMCcaI HU OTHOTO IToKa3a-
HUS ¥ HE COTJIACHJICS HU C OMHUM ITyHKTOM OOBMHCHMSI.
B pesynbrate ObUT OCYXIeH Ha 8 JIeT JIUMIIeHUST CBOOOIBI
U cociiaH B JIxe3kasraH. Ha cBobomy DdporMCOH BhILIIE]T
TOAbKO B 1955 T, HO cHOBa C OrpaHMYEeHHEM B IIpaBe
Ha MECTO TIPOXXNBaHUSI.

Bnagumup ITaBnoBuu nocenuscs B KiimHy 1 nepBbiM
CBOMM JIOJITOM CYeJI HeOOXOIMMEBIM ITOBTOPUTH BCE TE
IOBOABI MPOTUB JIBICEHKO, KOTOPBIE OKA3aJIMCh CTOJIb
HecBoeBpeMeHHBIMU B 1948 1. C.C. YeTBeprKOB CpaBHILI
Tpyd DdporMcoHa ¢ pacUNCTKOM aBTMEBBIX KOHIOIICH,
TYyT Xe no6aBuB: «Ho Benb mist TOro, 4toObl MX pacuu-
CTUTb, TOXE HY>XHO ObLJI0 OBITh [epakiom».

B 1956 r. Bnagumupa [1aBnoBuya peaGuIMTUPOBAJIN,
YTO TIO3BOJIMJIO €My BEpHYTHCSI B MOCKBY U YCTPOUTBCS
ouonmorpadoM B bubioreky MHOCTpaHHOM JIMTEPATYPHI.
OH HeMemIeHHO MPUCTYITII K YTCHUIO MEIUKO-TEHETH-
YeCKOU JINTePaTyphl, OT KOTOPOU OBLI OTIyUeH MHOTHE
rombl, ¥ B 1958 I. TOATOTOBMII KHUTY O COBPEMEHHOM CO-
CTOSIHMM MEAULMHCKOM reHeTuku. [TorpeboBaoch 6 JeT,
YTOOBI KHHUTA 3Ta YBUICIA CBET.

Bor kpartkast ucropust cozganust «BBeaeHusa B MeIm-
IIMHCKYIO TEHETHUKY», pacCKa3aHHas caMUM BiagmMupom
[TaBmoBUYeM B BuAE «TapCTBEHHOM HaOIMMCH» Ha pop3a-
1e: «DTa KHUTa Oblta HanKucaHa eie B 1958 r. JlyonHuHa
nepeaepHyJ/I0, Koraa oH 06 aTom y3Hai. B 1960 r. pyko-
nuch ObUTa mpuHsSTa JICHMEArn3oM, HO OTBEpPrHyTa
(6e3 o3nakomieHust) Mearuzom. B 1961 . AMH npuns-
JIa TIocTaHOBJIeHHE 00 ee u3manuu. B 1963 1. aBTOpYy
CTaJI0 U3BECTHO, YTO TUPEKTOp Menrn3a pacropsayIcCs
0 IevyaTaHuu 6 5K3. BEPCTKU. ABTOp MOJaj 3asiBIeHUE
0 mevyaTaHuu 3a ero cueT 30 3K3. BEpCTKH, Ha YTO U PEK-
top (B.M. MaeBckwuit) orBetwit: «Korma Ber Oymere mu-
pekTopoM Menrusa, To Oynere neiaaTb TO, YTO COUYTETE
HyXHBIM. [loKka s mupekTop, s mejal TO, YTO CUMTAIO
HY>XHBIM $I». ABTOP CKPOMHO OOJIarogapwiI X OTIIPABUII-
ca K akan. B.B. IlapuHy, KoTophIii Bce TOHUMAJI C MOJICIO0-
Ba 1 TYT Xe Hamrcaja B Mearus muchbMo ¢ IpochO0ii OTTIe-

Pucynox Bukmopa Mandymuca. Dppoumcon 6 nazepe, lxucesxasean,
1950 .

yataTh 100 3K3eMIUIIPOB BEPCTKM UISI PACCBUIKM BCEM
crieMaaucTaM, u4to 1 Obl1o caenaHo. 3ateM B.B. ITapun
cobOpat coBelllaHre, Ha KOTOPOM Cpa3y MEPBIX TBOE BhI-
CTYIIABIINX KHUTY Pa3rPOMIUIA. 3aTeM BBICTYIHUJIO YeJI0-
BeK 15, KOTOpble KHUTY MOXBAJIMJIN, BOIIPEKH IPU3BIBAM
B.B. I1laprHa maBaTh MAKCMMYM KPUTUYECKUX 3aMEYaHUA.
PemeHne GbLUTO TOIOKUTEILHBIM, M KHUTY HaIledaTalIy.
Ho 3areMm ToCHITaNMCh 3BOHKM — KHUTY HE BBHIITYCKAaTh
B Iiponaxy. KoMaHmIyroImii 3TuM JeJI0M U3bSIBUI ITOTHYIO
TOTOBHOCTH CJIEIOBaThb BCEM YKa3aHUSIM BBIIIECTOSIIINX
WHCTAHIIM, HO TP HAJWIUK MTHUCHMEHHOTO YKa3aHUs,
KaKOBOE, HECMOTPSI Ha PEINTEIIbHBIC YKAa3aHUS BEICOKIX
3BOHSAINNX, He TOCTyImTo. KHuTa BRIIDIA 32 Tapy MecCsI1IeB
10 15 okrs6pst 1964 1. [1ewatanacek o MaTpuile.

CrenyeT oOpaTUTh BHUMaHME Ha TO, YTO JIMTEpaTypa
K IIPEONCIIOBUIO TaHA B KOHIIE KHUTH. MHOTrMe BaxKHBIC
00CTOSITENIBCTBA 3IeCh IpomymeHbl. O0 MCTOPUM 3TOM
KHUTH HYXHO ITHCAaTh OTHEJIbHYI0 KHUTY, Ha KOTOPYIO
(KaKk 1 Ha Ipyrue, Topas3ao 0ojiee BaXKHBIC) Y aBTOpa yKe
HET HU CWJI, HU BpeMeHH. 25 aBrycrta 1976 . B. Ddponm-
COH».

KoMMeHTHpysT IpeacTaBIeHHBIN TEKCT, CeIyeT CKa-
3aTh, YTO €CJIM Obl ObUIM OTIIEUATAHbI BCETO JIMUIIb 6 K3eM-
IUIIPOB BEPCTKH, 3asBICHHBIX IIEPBOHAYAJIBbHO, KHWTA
HUKOTHa OBl He YBUEJIA CBET, TaK KaK B 3TOM cliydae OHa
3aBEIOMO Tomasa OBl B PyKH IIPOTUBHUKOB METUITMHCKOM
reHeTuku. Akagemuk B.B. [1lapuH, B Te roabl BUlle-mipe-
3ugeHT AMH CCCP, 310 moHuMan u TOOWIICS, YTOOBI
KHHTA TI0I1aJIa B pyKM BCEX BEAYIIUX TCHETUKOB 1 MEIIH-
KOB. B 1968 r. ObLI0 BBIIYIIEHO 2-€, paClIUPEHHOE, [0-
IMOJTHeHHOE M3aaHune. TaknuMm o6pa3oM, 1IeHOit HEeMMOBEp-
HBIX CTapaHUI aBTOpa OTEYECTBEHHBIC YICHBIC I MEIUKI
IMO3HAKOMMJIMCH C COBPEMEHHBIM COCTOSTHIEM MEIUIINH-
ckoii reHetuku. Kpome storo, Bmamumup IlaBnoBuu
MIPYJIOKMI MAaKCUMYM YCYUIMI IIJIST M3MaHUSI HA PYCCKOM
sI3bIKE (DYHIAMEHTAIBHBIX TPYIOB 110 TeHETHKE YeJIOBEKa,
B yacTHOCTH «OCHOB reHeTHKM yeoBeka» K. IllTepHa.

3akperieHre ycIexa 03HaMeHOBAJIOCh BBIITYCKOM Ce-
pun MoHorpaduit: 1970 . — «[eHeTHKa MCUXUYeCKNX 60-
ne3Hei» (B Tpymax MOCKOBCKOTo HayqHO-MCCIIeI0BATEIb-
ckoro uHcturyta ncuxuatpun M3 PCOCP, roe Bragumup
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[MaBnoBuy 3aBemoBa tabopaTtopueit); 1971 . — « AimMyHO-
reHetnka»; 1978 r., coemectHo ¢ M.I. bmomuHoit, — «Ie-
HeTHKa OJIMTODpEeHNI, TICMX030B, SIMIencuii». [1pn yga-
crun B.I1. DdpomMcoHa uU3AIOTCS KOJUICKTUBHBIC
MoHorpaduu: 1966 1. — «AKTyaIbHbIE BOIIPOCHI COBPEMEH-
Holt reHeTnKM», 1970 1. — «I[IpobaeMbl METULIMHCKOM Te-
HETHKW».

Tosops o Bkaage B.I1. DdponmMcoHa B HayKy, HeJIb3s
He CcKa3aThb, YTO MAECHW 3TOTO BBITAIOIIETOCS YICHOTO Ha-
MHoOro orepemwin cBoe Bpems. Ceromns, B XXI Beke,
WMMYHOJIOTH, TCHETUKH, 3BOJIIOIIMOHUCTHI, 3TOJIOTH pa3-
pabaThIBAIOT HAIpPABJICHUS, KOTOPHIE OH MpPEIpeK VKe
rmojBeKka Ha3aa. OgHaKo MHe, TMIHO 3HaBIIei Baagnmm-
pa ITaBaoBHYa, XOTEI0CH OBl 0COO0 OCTAHOBUTKLCS Ha Ta-
KOIf UepTe ero xapakrepa, Kak CliIoOCOOHOCTh ITPOTHUBOCTO-
SITh JDKM, HECIpPaBeMIMBOCTH, 311y M Hacuiauio. OH
He MCKaJl JIETKOTO ITyTH, BCeraa ocTaBajicss YeIoBeKOM ¢
OOJIBIITON OYKBBI, IIPEICTABIISISI YHUKAIBHBIIN IIPUMED yIe-
HOTO, CBSITO TIPEIaHHOTO OTHOM MIee, BOOPABIIIETO B ce0sT
KOJIOCCAJIPHYIO 3HEPTUIO IS BOIUIOIICHUS 3TOM WICH
B X13Hb. ET0 Maes 3akioyagach B TOM, YTOOBI CBOMMU
3HAHUSIMH, CBOMM TPYIOM B HayKe IIPUHECTU KaK MOXKHO
0oJibllIe MOJIb3bI JIOASIM. MOXET ObITh, UMEHHO TTO3TOMY
ele B KoHIIe 20-X TOIOB IIPOIILIOrO BeKa OH SICHO YBHUIE,
YTO pa3BUBAIOIIASICST OCIIICHBIMU TEMIIAMY TeHETHKA — 3TO
WMEHHO TOT ITyTh, Ha KOTOPOM MOKHO JTOCTUYb HanboJee
OIIYTUMBIX PE3YIBTaTOB 1, MOXET OBITh, UMEHHO ITO3TOMY
B 9TW paHHUE TOIbI OH Havasl (yHIaMEHTAJIbHBIC MCCIIE-
IIOBaHUS B 00JIaCTM TeHETWKHU 4esloBeKa. MccimemoBaTh
3aKOHOMEPHOCTH Pa3BUTHS YeJIOBEKa, ITOHSITh TAHBI €TI0
HACJIEAICTBEHHOCTH — 3TO OO0EIIaI0 OTPOMHBINM CKadoK
B MEIWIIMHE, B MpOo(MIaKTUKe HACICACTBEHHBIX 00J1e3-
Hell, B IpeIOTBPALleHNN THICAY W THICSY YeJI0BEIECKIX
Tparcaui.

Ha cBoem «wmunom gene» B I'YJIAIe Ddponmcon
CMOT yBUETh TIOMETKY: «BepOoBke He momiexxut». Bia-
gumMup IlaBmoBndY ropowics 3TOW  MMOMETKOM:
«Kak eliie onuH opueH».

OH mo0WI paccKa3piBaTh 0aiiKy O CYIIECTBYIOIICH
eIVHULIE TTOPALOYHOCTA — «TaMM». MakcUMaJIbHO BO3-
MOXHO€ KoiudecTBo nopsnoyHoctd — 1 Tamm. PoBHO
CTOJIbKO, CKOJIbKO ObL10 Y Mropss EBrenbeBuua Tamma.
PoBHO cTONBKO, CKOJIBKO OBLIO M y camoro Bmammmupa
ITaBnoBuya.

ITpoiias yepeny TSKENbIX UCTIBITAHUIA — TIOPEM, CChI-
JIOK, JIarepeit, peabINTHPOBAHHBIN D(PPONMMCOH HEMe/I -
JICHHO OKYHYJICSI C TOJIOBOM B T€ XK€ IIPOOJIEMBI, C KOTOPBIX
HauyMHAaJ B I0OHOCTH. HaBepcTath ynyleHHOe, BO3POINTD,
a TOYHee — CO3IaTh 3aHOBO MEIUIIMHCKYIO TeHETUKY CTa-
JIO ero OCHOBHOM 3a1aveid.

B cepenmne 50-x romoB XX B. eMy Ka3aJ0Ch, YTO 3TO
BIIOJIHE OCYIIIECTBMMAsI ¥ OUYeHB OJn3Kasl 11e1b. Ho 6bu10
HEUYTO, YTO B KOHIIE KOHIIOB 3acTaBUJIO S0-JIETHETO IPo-
deccopa 3anymarbcs. [loueMy Kaxyliasicst CToJb SICHOM,
GeccriopHO 1 OJIU3KOM LIeb yOAISIeTCs 0 Mepe MPUOIN-
XKeHus K Heit? [Touemy Bce TpyIbl, Bce YCUIIUSI OOIBIIIOTO

OTpsiia TEHETUKOB-TIEPBOIPU3BIBHUKOB TIPU BCEU
WX SHEePTUH, OECKOPBICTUM M 0€33aBETHOCTH TTOYTH ITOJI-
HOCTBIO TIporafany BiycTyo? K ToMy BpeMeHHM yKe ObLTH
HaIlMCaHBl KHUTU W YYeOHNKU, TIPOUYNTAHBI JECATKH Kyp-
COB JICKIINIA, OCYIIIECTBICHB MHOTOUMCIICHHBIC «MUCCHO-
HepCKHe MOEe3IKN» B KpPYyIMHENIIINE YHUBEPCUTETHI I Me-
OIWIIMHCKWE BY3bl CTpPaHbI, HO IO 3a TOIOM ILJIACT
HEIIPOCBEIIEHHBIX OMOJIOTOB U Bpadeil, KOTOPEIE HE CITbI-
IIaJIA CJIOBO MCTUHBI M HAyKW, CTAHOBMIICSI BCE OOJIBIIIE
u Oonbure? Ymren JIbICEHKO, HO COBETCKasl TeHeTHKa
TO-TIpeXXHEeMY OyKCOBaJia, He MOTJIa JaKe IPUOIM3UTEIhb-
HO IOTSIHYTBCS IO TeX BBICOT, HA KOTOPBIE OHA BO3HECJIACh
B 30-¢ romsl.

Co CBOMCTBEeHHOU €My TIIATSIPHOCTBIO U TTOCIEI0BA-
TEJBHOCTBIO IIar 3a 1maroM Biammmup [laBioBud Havar
W3y4aTh ITyTU Pa3BUTHS ITOCIEBOCHHOM HayKu. OH MOHSI,
YTO €T0 MOMBITKHA YUTH OT ITOJTUTUKI, 3aHUMAThCS TOJIBKO
HayKoIf 00peueHbI Ha ITpoBasl. OTOPBaBIINCH OT HAyKH, OH
HE TOJBKO M3JIOXKWJI CBOE IIPEACTaBICHHE O CHCTEME,
HO TIpH JIFOO0M BO3MOXKXHOCTH ITBITAJICS TIEPEIaTh 3TO CBOE
3HAHME IPYTUM, OCOOEHHO MOJIOIEXKM, KOTOpast BCETIa ero
OKpyXaya. D(ppONMCOH ITOHMMAJI, 9TO 3HAHMS IIPOOYKIa-
0T B MOJIOOBIX YMaX COBECTb, IIOTPEOHOCTb Pa3IMJaTh
IOOPO U 3710, TIPaBOY U JIOXb.

B omHOM m3 mmceM kKo MHe oH Tomenmics: «Ka-
KOIi-TO rpeveckuii Kiaccuk (Iepomor, Kaxkercsi?) Harmmcan,
YTO caMO€ CTpaIllHOE HeCcyacTbe IS YeJoBeKa — 3HATh
OYeHb MHOTO€ 1 HEe MMETh BO3MOXHOCTH YTO-JIM0O ClIe-
JIaTb».

Vxe B 1960-e rofpl OH OXapakKTepPM30Bal CUCTEMY,
cinoxusinytocsi B CCCP: «DT1o cucremMa, mpuBeniast
K OIlpeAeIeHHBIM IPUHITUIIAM COIIMATEHOIO 0TOOpa, KOT-
Ia Ha BEPIIMHY COLMAIBHON JICCTHUIIBI ITPOOMPAIOTCS
HaVMeHee YeCTHBhIe, HaMMeHee OyMalollue, Hamboiee
TIOCIIYIITHBIE JIFOIN, @ ONapeHHBIC, TAJTaHTIMNBBIC, UIITYIIIE,
HEKOH(OPMHBIE JTMYHOCTA OTMETAIOTCS 0€3:3KaJTOCTHO
Ha caMBIX paHHMX 3TallaX, Ha CaMBIX IEPBBIX CTAIMSIX
oTOOopa».

Bnagmvup I1aBioBHMY TOBOPMIJI, YTO MHa4Ye HHMKaK
HEJIB3s Ha3BaTh TEX, KTO TIPe3pesl CaMblIil [JIABHBIH, T10 €T0
IIyOOKOMY YOEXICHMIO, TIPUHIINII, JICKAIIWii B OCHOBE
CaMOTO YeJIOBEYECKOTo poaa: «5 — [uIst Joaeii, a He JIfo-
A — IUTST MEHSI».

IMocnegnue ronpl xu3au Bnagumup [1aBnoBruy nocssi-
THJI MICCIIEAOBAHMIO TOJIBKO TeHETHUKY YestoBeka. O 4eM oH
mucan? O 3aragke reHUaTbHOCTHA. O TOM, KaK IIPECTYITHO
YeJIOBEYESCTBO PACITOpsKaeTCs OECLIEHHBIM TapOM ITPHUPO-
IIbI — HeMCUepIIacMbIMU MHTEIICKTYaTbHBIMI peCypcamMu,
KOJIOCCAJIBHBIM MHTEJICKTYaIBHBIM TTOTeHIaIoM. O TOM,
KaKUMU TIpU3HAKAMU HAOCIeHO OOJIBIIMHCTBO CaMBIX
BBITAIOIINXCS JIIOACH B YEJIOBEUECCKOM NCTOPUH, 1 O TOM,
KaK MOXHO ObLIIO Obl, 0Opalliasi BHUMaHUE Ha HOCUTENIEH
9THUX IIPU3HAKOB («CTUTM»), TI0 Mepe CUJI o0eperarb Xo-
TSI OB HEMHOTHX, oOeperarhb, JaBaTb UM BO3MOXHOCTH
Pa3BUTh U Peai30BaTh ce0s TOTHOCTEIO. OH IHCall O TOM,
KaK BapBapCKU MbI BOCIIMTBIBACM JETe, KaK, He TIOHNMasI,
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yobuBaeM B HUX JAHHYIO OT MPUPOJbI JIOOO3HATENHLHOCTD
U CTPEMJIEHUE K TBOPUECTBY, KaK MbITasICh YPAaBHMUBATh BCEX
MO/ OJHY I'PEOEHKY, TEPSIEM CaMbIX TAJaHTIMBBIX, HO HAW-
MEHee MPUCITOCOOJIEHHBIX K TPyIHOI 60pb0e 3a CylecT-
BOBaHUE B HECMPaBEAJIMBO YCTPOEHHOM OOILIECTBE UHIAW-
BUIYYMOB, B KOTOPOM YCII€X BOBCE HE COIYTCTBYET
tajanTty. OH nucaj 06 3THKe, 00 aTbTpyru3Me. ..

B 1947 1. 3aBeayronuii Kadenpoii fapBuHMU3Ma U Te-
HeTuKM XapbKoBcKoro yHuBepcutera WM.M. IlonsikoB
ceToBall: «3ps S B3sT DpponMcoHa Ha Kadeapy IOIeH-
TOoM. ETO Hago ObII0 OBI B3STh B 300JIOTUUECKUI MYy3€eid.
OkcnoHatoM. [TocaguTh B BUTPUHY U CHAOIUTH TaOIMU-
Koii — «YemoBeK Hepa3yMHBIN. BepuT B demoBedecKylo
MOPSIIOYHOCTh. BeiMupatoliiast BeTBb. TyNUK 3BOJIOLKU.
Hyxnaercst B oxpaHe».

Brnagumup IlaBnoBudu roBopui o cede JOBOJIBHO Ya-
cro: «Boobe-To s Tpyc, HO S HE MOTY MOJIYaTh, KOTIa
TBOPUTCSI HECTTPaBEIIMBOCTh». B mexadpe 1985 . MOCKOB-
CKOW HayYHOI OOLIIECTBEHHOCTH BIIEPBbIE MOKA3aJ1 OYEHb
CMEJIBIIA TT0 TeM BpeMeHaM (wibM «3Be3na BaBuiioBar.
ITocne mokaza (uibMa KpyMnHbIE Y4YEHbIE BBICTyNAIU
co cueHbl [lonuTexHuyeckoro Mysesi U IMPOU3HOCWIN
KaKMe-TO OKpPYIJIeHHBIE ¢pa3bl O TParmdecKou cymboe
H.W. BaBuioBa, roBopsi, YTO OH MOTUO B TIOPHEME, O «3JIbIX
CHMJIaX», He Ha3bIBasl 3TUX CHJI M B KOM OHU OBLTH BOILIO-
LLIEHBI, 0 OONBLION HECTIPABEAJIMBOCTU B OTHOLLIEHUU Te-
Hust BaBunosa. Bnagumup [1aBnoBuy BeIpBajcs Ha CLIEHY
M TIPAaKTUIECKU IIPOKPHUIAT B MUKPO(DOH IITOKMPOBABIIIHE
MHOTHX ciioBa. CeromHs, CITyCTs YeTBEPTh BeKa, S XOUy
MPUBECTU 3TU CJIOBA MTOJHOCTBIO.

«$1 mpuien croga, 4ToObI CKa3aTh MpaBay. MBI TOCMO-
Tpeau 3TOT QWIBM... SI He 0OBUHSIO HU aBTOPOB (priIbMa,
HU TeX, KTO FOBOpUJI ceiuac mepeao MHoi... Ho ator
¢unpM — HempaBma. BepHee — ermie xyxe, 3T0 — ITOJIy-
npaBna. B ¢uieMe He ckazaHo camoro riaBHoro. He cka-
3aHO, 4TO BaBuI0B — He Tparnyeckuii ciaydyai B MICTOPUU.
BaBuioB — 3TO OAMH U3 MHOTMX JOECSITKOB MUJLIMOHOB
KEpTB caMOi IMOAJI0M, caMoii 0eCCOBECTHOM, caMoil Xe-
CTOKOM CHCTEeMBbI, KOTOpasi YHUYTOXUJIA, IO CAMbIM MSIT-
KMM MojcYeTaM, MITHAECAT, a CKOpPEe — CEMbAECAT MUJI-
JIMOHOB HU B 4Y€M HE€ MOBMHHBIX Jioaei. U cucrema
oTa — craauan3M. CTaaTrHU3M, KOTOPBI Oe3pa3nebHO
BJIACTBOBAJI B HAILIEM CTpaHE, M KOTOPHIA U MO Celi I€Hb
He 0OBMHEH B CBOMX MpECTyIUIeHUsIX. Sl TOTOB J0Ka3aTh
BaM, 4TO MU(PBI, KOTOPHIE ST HA3bIBAIO BaM, MOTYT OBIThH
TOJIbKO 3aHUXXEHHBIMU.

A He 0OBMHSIO aBTOPOB (MiIbMa B TOM, YTO OHU
HE CMOINIM cKas3aTh IpaBay o Trubenu BapwmioBa. OHu
CKPOMHO cKa3alin — «11oru6 B CapaToBCKOI TIOPBEME>...
OH He ntoru6. OH — cnox! Kak cobaka. Conox oH OT mei-
Jlarpbl — 3TO Takasi 00J€3Hb, KOTOpasi BbI3bIBA€TCsI a0CO-
JIIOTHBIM, 3amipeaeabHbIM UcToleHrueM. MMeHHO OT 3Toi
0oJjie3HM HU3ObIXalT Oe3moMHBIe cobaku... HaBepHoe,
MHOTHWE 13 Bac BUIEIU TaKUX coOak... Tak BOT: BEJIMKUI
YYEHBII, TOPAOCTh OTEYECTBEHHOM HAayKM, akaaeMuk Hu-
Konaii UBaHoBnuy BaBuioB cmox Kak cobaka B capaTOB-

Jlexyus no meduyurckoi eenemuke, gpespans 1966 e., Hosocubupck

cKoii TIopbMe... M Hamo, 4ToOkI BCe, KTO coOpaJics 34eCh,
3HAJIA ¥ TIOMHWJIA 3TO...

Ho u 3710 emmie He Bce, 9TO S XOUy BaM CKa3aTh...

InaBHoe. {1 — cTapsnlit yenoBek. S mepeHec aBa UH-
dapkra. i Goree FBaAIIATH JIET TIPOBEJ B JIATEPSIX, CCHLUI-
Ke, Ha poHTe. S, MOXeT OBITh, 3aBTpa yMpy. YMpY —
U KpOM€ MEHs BaM, MOXET OBITb, HUKTO M HHUKOTIA
HEe CKaXeT MpaBObl. A TIpaBma 3aKJIO9aeTCsS B TOM,
YTO BPSII JIM CPEIU BaC, CUISIIINX B 3TOM 3ajie, HalmeTCs
IIBOE-TPOE JIFOMIEH, KOTOPhIe, OKAa3aBIINCh B 3aCTEHKAX
KI'b, mogBeprHyBIINCh BCEM O€CUYEIOBEUHBIM U TUKUM
M3IeBaTeIbCTBAM, KOTOPBIM IIOIBEPTaINCh MUJUTMOHBI
HAaIIINX COOTEIECTBEHHMKOB, 1 IIPOIOJIKAIOT IIOIBEPraTh-
csI TIO ceif AeHB JIYYIIIie JIFOAW HaIllel CTpaHbl, — BPSI JIN
HalJeTCs XOTh 1B YeJI0BeKa, KOTOPbIE HE CIIOMAIUCh ObI,
HE OTKa3aJINCh OBl OT JIFOOBIX CBOMX MBICIICH, HE OTpe-
KJIVCh OBI OT JTIOOBIX CBOUX YoexkaeHuit... CTpax, KOTOPbIi
CKOBAJI JTIOIel — 3TO CTpax He BIIYMAaHHBIN. DTO peayib-
HBII CTpax peajbHON OMacHOCTHU... I BB DOJIKHBI 3TO
ITOHUMATh.

o Tex Top, IMoKa CTpaHOI ITpaBUT HOMEHKJIATypHasI
IIITaHa, OXpaHseMast ITOJTUTUICCKON ITOTMINEH, Ha3bIBa-
emoii KI'b, moka Ha HalIux rjiazax B TIOPbMbI 1 Jlarepsi
OpocaroT JTIofeit 3a TO, 9YTO OHM OCMEJTIIINCH CKa3aTh CJI0-
BO IIpaBIbI, 32 TO, YTO OHU OCMEJIMJIMCh COXPAHUTD XOTb
MaJible KPOXHM CBOETO JTOCTOMHCTBA, — IO TeX ITOp, TTOKa
He OyayT Ha3BaHBI HOMMEHHO BUHOBHUKHU 3TOTO CTpaxa, —
Bbl HE MOXETE, Bbl HE NOJIKHBI cllaTh cokKoiHOo. Hax ka-
KIBIM M3 Bac M Haj BallUMU IETbMU BHCHUT 3TOT CTpax.
W He roBopute MHE, 4TO Bbl HE OoUTECh... Jlaxe 51 6010Ch
ceifyac, XoTs MOsI XXM3Hb MpoxuTa. M 6010Ch s He cMepTH,
a uzmueckoit 601, GU3NIECKUX MyUCHUA. ..

[Mayaum, KoTOpBIC MPAaBWIN HAIlleil CTpaHOM, He Ha-
KazaHbl. U 10 Tex 1mop, ImoKa 3a cobaubio cMepTh BaBuio-
Ba, 3a C0O0AYBI0 CMEPTh MUJUIMOHOB Y3HUKOB, 33 CO0AYBIO
CMepTh MIJIJIMOHOB YMEPIINX OT TOJI0/Ia KPEeCThSIH, COTEH
THICSIY BOCHHOIUIEHHBIX, ITOKA 3a 3TU CMEPTH HE yIall
HU OIVH BOJIOC C TOJIOBBI HM OTHOTO U3 ITajladyeii — HUKTO
W3 HaC He 3aCTpaxoBaH OT ITOBTOPEHMS MPOMIECHHOTO...
IToka Ha cMeHy ITapTOKPAaTUH y PYKOBOACTBA rOCYyIapcTBa
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He CTaHyT JIFOIY, OTBEYAIOIINE 32 KaXKIbIi1 CBOI MOCTYITOK,
3a KaXIoe CBOE CJIOBO — Hallla CTpaHa OymeT CTpaHOM
paboB, CTpaHOM, IpeICTaBIsIOLIC YYAOBUILHBIA YPOK
BCEMY MUDY...

S mpuskIBalo Bac — ITIOMHUTE O TOM, UTO ST CKa3all BaM
cerogdd. [Tomuure! [TomuauTe!»

B TOT meH®B g cripocuiia ero, ImoYeMy OH TaK KpuJall
B MUKpo@oH? OH oTBeTWII: «4] 00SIIICS, YTO MEHSI M HA 3TOT
pa3 He YCIBIIIAT. .. ».

B 1971 . B.I1. Ddpoumcon nucan: «Mctopust moka-
3BIBAET, YTO MIICOJIOTHSI, IIPOTUBOpEYAIast YeJIOBEUSCKOM
COBECTH, JJISI CBOETO TOIIepKaH!S HYKIAeTCSI B TAKOM
MOIITHOM YWHOBHMYbE-IIITMOHCKO-TIOJIUIICHACKO-BOCH-
HOM aImnapaTe IOoIaBIeHMS U Ie3nHDOpMAaIINH, IIPU KO-
TOPOM OYEHB 3aTPYIHEH IMOIIMHHBIM HaKal CBOOOTHOM
KOJUIEKTUBHOM MBICIW, HEOOXOAMMOM 15 CAMOCTOSITE b~
HOTO TIporpecca...

Crrennrka 3BOTIOIIMOHHOTO PAa3BUTHS Y€JIOBEUESCT-
Ba TaKOBa, YTO €CTECTBEHHBI OTOOP OBLT B OYeHDb OOJIb-
IIIO¥ CTeTICHH HaIlpaBJIeH Ha Pa3BUTHE CAMOOTBEPKEHHO-
CTH, aJbTpyM3Ma, KOJJICKTUBU3MA, XKEPTBEHHOCTH.
BOrom3M O4YeHb CIIOCOOCTBYET BBIKMBAHWIO WHIWBUIA...
Ho pon, He oGmamaBmiuii OMOJIOTMYECKMMU OCHOBAMM
MOIITHBIX MTHCTUHKTOB KOJIJICKTUBHOM 3aIIUTHI IIOTOMCTBA
1 BCe IpyMITbl, OOpeKayIcsl Ha BRBIMUpaHKE, Ha MCTpeOJIe-
HHE TPYIIIOBBIM OTOOPOM...

®OyHmamMeHTaIbHOE 3HAYCHNE TS CyIe0 Hapoaa Impy-
obperaeT BOIIPOC O TOM, IO KaKMM WHIWBUAYaJIbHBIM
0COOCHHOCTSIM MIET COIMAIbHBIN OTOOp, TO €CTh OTOOP
B TPYIIIIBI, KOHIICHTPHUPYIOIINE B CBOMX PYKaX COITMATBHO-

5KOHOMMYECKOE MOTYILIECTBO, B YeM Obl OHO HU BbIpaxka-
JIOCb — B 3€MEJIbHBIX JIU BJIAACHUSAX, BO BIIALCHUSIX JIU
CpeacTBaMM MPOM3BOJCTBA, N€HbraMu, MevyaTblo, KMHO,
paauo, TeJaeBUAEHUEM, TOCYAAPCTBEHHON BIACTbIO U BO3-
MOXKHOCTBIO €€ pacrpeaesieHUs, BO3MOXHOCTbIO YCTaHAB-
JIMBaTh LIEHHOCTHbIE KPUTEPUHU IJIsI TTOABAACTHBIX MAacc.
OrpoMHYIO POJIb UTPaET crelmdrKa COIMaIbHOTO 0TOOpA,
COLIMAJIBHOTO MOAbeMa, MPOABUXKEHMST BBEPX MO UMYILIE-
CTBEHHOI, MEpAPXUIECKOM, KACTOBOM, KJIACCOBOM JIECT-
HUllE, MepeaaBaBIlIero BIacTh B pyKd BOBCE HE HanboJiee
JIOCTOMHBIM JIIOJISIM, CTPEMSIIIIMMCS] YTBEPAUTD B OOILIECT-
Be 1o0poe Havyano. HaoGopoT, colmanbHbIi 0TOOP IMOCTO-
SIHHO MOJbIMaJl HA BEPXU MYCTh M SHEPTUYHYIO, HO TIPEXIIe
BCero HauboJiee BIaCTOIO0MBYIO, XXaTHYI0, 0ECCOBECTHYIO
MPOCJIONKY YeJIOBEYECTBA. . .».

W tam ke on npuBen BbicKa3biBaHue LII. MoHTecKbe:
«[IpuHIU™ (ycTpoiicTBa) rocymapcTBa AECIIOTHIECKOTO
OecrnpepblBHO pasjaraercsi, MoToOMy 4YTO OH IOpOYEH
1o cBoe npupoe. lpyrue rocynapcrBa riOHYT BCIEICTBHE
0COOEHHBIX OOCTOSITEILCTB, HAPYILAIOLIMX UX MPUHLIMIIBI;
3TO XK€ MOrn0aeT BCIEACTBUE CBOETO BHYTPEHHETO MOPOKA».

Brmagnmup IlaBnoBuy DdpoumcoH ymep 21 wuions
1989 1.

CrnoBa u3 ero ctatbi «PogocioBHasI aTbTpyn3Ma» 3By-
YaJIM KakK CJIoBa Hajgexnnl. «YeloBeK pasyMHBIA — 3TO,
TpeXIe BCEro, YeIOBeK STUUYHBIN». TaKMM OBLIO Kpemo
BbIIaloNIerocsd reHetrka. Beeii cBoeit xxn3nbio B.IT. BDdpo-
MMCOH JI0Ka3aJ1 HOPMaJbHOCTb, UCTUHHOCTb U OCYILIECTBU-
MOCTb TOTO, BO UTO OH BEPUII.

FEnena Keuwiman
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SHEPINA XXN3HN
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AETibarum
PACTHOP AAN HWkSwiien

AHTUIrMNOKCAHT U aHTUOKCUAAHT, MPUMEHAIOLMNCA B KOMIJIEKCHOMN
Tepanumn HeBPOJIOrMYecKux, MeTab0NnyYecKNX N XMpypru4ecknx
3aboneBaHu, a TaKXXKe UX OCNOXXKHEeHUI

e  Metabonuueckue n cocyauctble 3a601eBaHNA rONIOBHOrO MO3ra (MHCYNbT,
YepenHo-M03roBas TpaBMa, pa3nnyHbie () OpMbl HEAOCTaTOYHOCTU MO3rOBOro
KpOBOOOpaLleHua, AeMeHLMA)

¢  [lnabetnyeckasa nonmHenponaTua
e [lepudepunyeckue cocyguctbie, metabonunyeckme HapyLLeHNA U UX NOCNeACTBUA

e  3axuBneHue paH (Tpoduryeckne HapyLleHUA KOXW, A3BbI, MPOJIEXXHM)

Kpatkaa nHdopmauma no meguLMHCKOMY NpUMeEHEHUIo npenapaTta AKTOBeruH®

PerucrpauymoHHbie Homepa: JIC-001323 o1 26.02.2006; NN 014635/03 ot 19.12.2007; MN014635/02 oT 14.03.2008; [TN014635/01 o1 26.02.2008.
ToproBoe HasBaHue — AkToBernH®. AKTUBHOE BELLeCTBO: AEeNPOTEeMHM3NPOBaAHHbIN reMoAepUBaT KPOBU TENAT.

®Dopmbl BbINyckKa: pacTBop AJ1A UHbeKLMn —40 mr/mn, amnynbi no 2 mi, 5 mn, 10 Mmn; pactBop AnA MH@Y3uin —4mr/mn n 8 Mr/min B pactBope HaTpuA
xnopvaa 0,9% 250 mn; 4 mr/mn B pactBope aekctpo3bl 250 mi, Tabnetku 200 mr Ne 50. Noka3aHua: MeTabonnyeckne U COCYaUCTbie HapyLLEHUA
rofIoBHOro MO3ra (B TOM YMCe ULLEMUYECKUIA MHCYILT, YepPENHO-MO3roBas TpaBma, pasinyHble GopMbl HEAOCTAaTOHHOCTU MO3rOBOr0 KPOBOO-
GpaLleHus, oemeHums), nepudepryeckre (apTepuanbHble Y BEHO3HbIE) COCYANCTbIE HAPYLLEHWA U UX NOCNEACTBUA (apTepuanbHad aHrmonaTums,
Tpoduyeckue A3BbI, AMabeTnyeckan NONNHENPONAaTUA), 3aXNBJIEHWE PaH (A3Bbl Pa3NNUYHON 3TUONOTUU, TPOMUYECKINE HAPYLLEHWA, MPONIEXHN,
0XXOrW, HapyLUEeHWA NPOLIECCOB 3aXXMBNEHWA paH), NpoduiakTka u e4eHne Ny4eBbiX MoPaKeHUN KOXN 1 CIN3UCTbIX 0605104eK Npw Jly4eBom
Tepanuu. MpoTuBonoKa3aHuA: rMnepyyBCTBUTENBHOCTb K NpenapaTty AKTOBErMH® UM aHanormyHbIM npenaparam, 4eKOMMNeHCcMpoBaHHanA cep-
OeyHan HEJOCTaTOYHOCTb, OTEK JIETKMUX, OJIUTYPUA, aHYpPUA, 3aiepXXKa XXUAKOCTU B opraHn3mMe. C 0OCTOPOXKHOCTbIO: FTMMNEPXJIOPEMUA, TUMNEpPHa-
Tpuemua, caxapHbii agnabet. Mo6oyHoe fericTBUE: annepruyeckme peakumm (KoXHas cbinb, rMNepeMus KOXu, FunepTepmumaA) BNaoTb Ao aHadw-
NaKTUYeCcKoro LWoka. B cBA3M ¢ BO3MOXXHOCTbIO BO3HUKHOBEHMA aHadunakTU4yeckon peakumm pekKoMmeHayeTcA NpoBoAUTb TeCT — 2 MJ1 10 Hava-
Jla Hbekuum, nHdy3snn. Cnocod npumeHeHNs 1 Ao3bl: 40 5 MJ1 BO3MOXHO BHYTpUMbILeYHoe BBegeHue, ot 200 no 2000 mr (25-50 mn) BBOAAT
BHYTPVBEHHO KarnenbHO MegneHHo (2 ma/muH.). B Tabnetkax — no 1-2 tabnetku 3 pa3a B fieHb nepeq eqoi. [1o3bl 3aBUCAT OT CTEMEHUN TAXKECTYU
1 BbIPaXXEHHOCTM CUMMTOMOB KaXA0ro KOHKPeTHOro 3aboneBaHuA. [poaonkuTeNibHOCTb NeYEHNA 3aBUCUT OT MHAMBUAYaANIbHOIMO Ha3Ha4e-
HuA. MNonHaA nHdopmMaLmA No npenapaTty COQEPXUTCA B UHCTPYKLUW MO MEAULMHCKOMY NMPUMEHEHMIO.

WHdopmauma ana cneumanncToB 34paBooOXpaHeHu .

000 «Takepa ®apmacbtoTukanc»: 119048, r. Mocksa, yn. YcayeBa, gom 2, ctp. 1.
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MaTbCA N0 NECTHHLE.
AbILWATb, NéKa

Ha CnHHe.

MOemy Bpayy npaBHib-

"] HO NOCTaBUTb IHArHO3.

» | Uto 3to TaKoe?

BECETHIE | !
|aATA LK

3. MocTanoBka puar-

2. OpHH Bpa4 pyman,

YyT0 310 — HO3a nporpec-

Dlpyroii pyman, 4yto CHpYtOLLIEro HepBHo-

aro — MbILIEYHOrO

Hu opuH M3 gHarHo3os 3aHHMaet B cpeaHem
NPaBHAbHbLIM. , XOTA OHO JiHarHo-

Y10 310? CTHpyeTca npocTbiM

b-0-J1-E-3-H-b N-0-M-II-E

TS)KEJIOE NPOrPECCUPYHOLLEE N YACTO ®ATANbHOE HENPOMBILLEYHOE
3AbOJIEBAHUE, KOTOPOE, HECMOTPSl HA APKUE CUMITOMb,
YACTO OCTAETCA HEAWATHOCTUPOBAHHBIM'

C
NY
(alglucosidase alfa)

lMepBbli M eAUHCTBEHHDBIH Npenapat ana neyeHusa 6onesuu Momne,
KOTOpbIiA MEHSIET ECTECTBEHHOE TE4YEeHHe 3aboneBaHnsa 3a CYET
VNYYLLEHUSA U NOAAEPKAHUSA (DYHKLUMKM MbILLL, YTO NO3BONSAET
naunweHTam BecTi 60nee akTUBHYH M NOSTHOLEHHYH0 XN3Hb?34
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