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

Kypnan «HepBHO-MBITIIeUHbIe 60Ie3HN» BKITIOUYEH B MepedeHb BEMYIINX PEIICH3UPYSMbIX Hayd- B v
HBIX XYPHAJIOB, B KOTOPBIX MYOJIUKYIOTCSI OCHOBHBIE HAayYHBIE Pe3yJIBTaThl IMCCEPTAIMii Ha CO- i \ ‘

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

WHIEKCUPYIOTCS € TTOMOILIbIo I poBoro uaeHtudukatopa DOI.

www.neuromuscular.ru

DReKTpOHHAsT Bepcusl KypHaia TMpeACTaBlIeHa B BEMyIIUX POCCUMCKMX M MHUPOBBIX 3JIEKTPOHHBIX
oubmotekax, B Tom unciie EBSCO u DOAJ.
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InasHas 3a0a4a xypHana «HepsHo-mbilieYHbIe 603HUY — NYOIUKAUUSA cOBpeMeHHOU uHopmayuu
0 HAYYHbIX KIUHUYECKUX UCCe008aHUSX, HOBbIX Memodax OudzHOCMUKU U fleyeHus 6osnesHeli
HepsHoU cucmemsl.

Uenb uz0anus - uHgopmuposams o QoCmuXeHUsx 8 061acMuU NAMo02UU NepupepuyecKux Hepsos
U MbllY, CGHOPMUPOBAMb NOHUMAHUE HE0OX00UMOCMU KOMNJICKCHO20 MEXOUCUUNIUHAPHO20
nooxoda u 06bveOUHeHUS CNeyuanucmos pasHbix obaacmel MeOUUUHCKOU HayKu: Kapouoso20s,
ny/IbMOHO/I0208, 3HOOKPUHOI0208, 2ACMPOIHMEPON0208, 2eHEMUKOB, UMMYHOI0208, MOPEOI0208,
peabuumonozo8, cneyuaaucmos 8 obsacmu Helipogusuosozuu u Heliposusyanu3ayuu U Bcex
UHMepecyUUXCs HepBHO-MblweYHOU namosozued.
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WHudopmauusa anga asmopos

Mpu HanpaBneHny CTaTbin B pefakLmio ypHana «HepBHO-MbllLeyHble bonesHu»
aBTOpaM Heo6X0AMMO PYKOBOACTBOBATBCA CIeZyHOLLIMMU NPaBUIaMIA.
1. 06wue npaBuna
Mpu nepBMYHOM HanpaBReHUM pyKONUCK B PeAaKLNIo B KOMUYU 3NeKTPOHHOO
nUcbMa AOMKHbI ObITb YKa3aHbl BCe aBTOPbI AaHHOI cTaTby. 06paTHyI0 (BA3b C pe-
AaKuuei 6yaeT nojaepxuBaTh OTBETCTBEHHDIA aBTOP, 0003HaUeHHbIN B C(TaTbe
(M. NYHKT 2).
lpencTaBneHye B pefakLmio paHee ony6MKOBaHHbIX CTaTell He JOMYCKAeTCA.
2. 0popmneHue aHHDIX 0 CTaTbe U aBTOpaxX
« [lepBas cTpaHuLia BOMKHa CopiepXkaTh:
— Ha3BaHMue (TaTby,
— MHULManb! 1 GamuaMu Bcex aBTOPOB,
— YUeHble CTeneHu, 3BaHNA, BOMKHOCTI, MeCTo paboTbl KaxA0ro 13 aBTopoB,
a 1akxe ux ORCID (npu Hanuuum),
—NONHOe Ha3BaHue yupexaeHna (yupexxaeHuii), B KoTopom (KOTOpbIX) Bbl-
nonHeHa pabota,
— aZipec yupexaeHna (yupexaeHui) ¢ ykasaHuem UHAeKc.
« llocnepHAs CTpaHMLA fOMKHA COBEPXaTb (BeAEHMA 06 aBTOpe, OTBETCTBEH-
HOM 33 (BA3b C pefaKLmeli:
— hamunus, UM, 0TYECTBO MONHOCTbIO,
— 3aHUMaeMas JOMKHOCTb,
— yueHas CTeneHb, yueHoe 3BaHue,
—NepcoHanbHbIil MexayHapoaHblii uaeHTudukatop ORCID (nogpobHee:
http://orcid.org/),
—nepcoHanbHblii upextudukatop B PUHLL (noppobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTaKTHbII TenedoH,
— aZipec 3NeKTPOHHOI NouTbI.
3. 0popmneHue TeKcTa
(raTby npuHMMatoTca B gopmarax doc, docx, rtf.
LWpudt —Times New Roman, kernb 14, MeXcTpouHblii uHTepBan 1,5. Bce cTpanmubl
LOMKHBI ObITb MPOHYMEPOBaHbI. TeKCT CTaTbil HAUMHAETCA CO BTOPOIA CTPAHULbI.
4, 06bem cTareit (6e3 yueta UANIOCTPALMI 1 CIMCKA AUTEPATYpbI)
OpuruHanbHas ctatba — He 6onee 12 cTpauL (60nbLunii 06bem fonyckaetca
B UHAVBUAYaNbHOM NOPAJKE, N0 PeLUeHMH0 pefaKLmm).
Onucanne KNUHUYECKNX Cny4aes — He bonee 8 cTpaHuL.
0630p nuTepatypbl — He 6onee 20 cTpaHuLL.
Kpatkue coobLieHus 1 nucbma B pefaKLyio — 3 CTpaHuLbl.
5. Pestlome
Ko Bcem Bizam cTateil Ha 0TAENbHOIA CTPAHMLE fOMKHO BbITb MPUNOXEHO pe3io-
Me Ha PYCCKOM M aHTAIMIACKOM (MO BO3MOXHOCTH) A3bIKax. Pe3tome foMKHO KpaTko no-
BTOPATB CTPYKTYPY CTaTby, HE3aBUCMO OT ee TeMaThKy.
06bem pesiome — He 6onee 2500 3HakoB, BKNiouas npobenbl. Peiome He LOMKHO
C0fepKaTb CCHUTKM Ha UCTOUHUKIA IUTEPATYPbI M MANKOCTPATUBHBI MaTepuan.
Ha 370if e cTpaHuLe NomeLLaoTCA KNtoueBble C10Ba Ha PYCCKOM 11 aHIMIACKOM
(N0 BO3MOXHOCTH) A3bIKaX B KonnyecTse ot 3 o 10.
6. CTpykTypa cTateii
OpuruHanbHas CTatbA JOMKHA COAEPKaTb CepyloLLye pasaenbl:
— BBefeHMe,
— Lenb,
— MaTepuansl 1 MeTozpl,
— pe3ynbratbl,
—06cyxpeHue,
— 3aKnoueHue (BbIBoabI),
— BKNajj Bcex aBTopoB B pabory,
— KOHOANKT MHTEPeCcoB ANA BCeX aBTOPOB (B Cllyuae ero 0TCyTCTBUA HeobXo-
ANMO yKa3aTb: «ABTOPbI 33ABNAKT 00 OTCYTCTBUN KOHGANKTA MHTEPECOBY),
— — opobpeHue NpoToKoNa UCCNIef0BaHINA KOMUTETOM MO 6103THKe (C yKa3a-
H1eM HoMepa 1 JaTbl NPOToKoNa),
— MHGOPMMPOBAHHOE COrNace NaLMeHTOB (AN CTaTeli C aBTOPCKUMM UCCe-
ZOBAHUAMY 1 ONMCAHUAMU KIMHUYECKUX CTyYaeB),

—Np¥ HaMuMM GUHAHCMPOBAHNA UCCNELOBAHUA — YKa3aTb ero UCTOYHMK
(rpaHTNT.4.),
— bnarofapHoCTU (pasgaen He ABNAETCA 06A3aTeNbHbIM).

7. nnocTpaTnBHbIil MaTepuan

VnntocTpaTiBHbIit MaTepuan fonmxkeH ObiTb NpeCTaBAeH B BUAE OTAENbHbIX Gaii-
NOB 1 He GUrypupoBath B TeKcTe CTaTby. [laHHble TabnuL, He JOMKHbI NOBTOPATD JaH-
Hble PUCYHKOB 1 TeKCTa 11 Ha060poT.

Ootorpadum npeactasnatorca B dopmartax TIFF, JPG ¢ papelueHuem He MeHee
300 dpi (Touek Ha Atoiim).

PucyHku, rpadpMKm, cxembl, AMArpamMmbl J0SKHbI ObiTb pefakTupyeMbIMM,
BbInonHeHbIMu cpeactBamu Microsoft Office Excel unm Office Word.

Bce puCYHKM [OMKHbI ObITb NPOHYMeEPOBaHbI U CHABXeHbI MOAPUCYHOUHBIMM
nognucamu. OparmeHTbl pUCyHKa 0603HaYaIOTCA CTPOYHBIMU BYKBaMMU pyccKkoro anda-
BUTa — «a», «6» U T. 1. Bce cokpaLeHna, 0603HaueHna B BIUE KpuBbIX, OYKB, LMp
WT. Ji., NICNONb30BaHHbIE Ha PUCYHKE, AOMKHDI ObITb pacLuMGpoBaHbI B NOAPUCYHOUHOIA
noanucn. MoAnUCK K pUcyHKaM JaloTcs Ha OTAENbHOM JINCTe NMOCTe TeKCTa CTaTbul B 0f-
HOM C Heil daiine.

Ta6nuubl omKHbI ObITb HANAZHBIMU, UMETb Ha3BaHue U MOPAAKOBbIil HOMep.
3aronoBKi rpady LOMKHbI COOTBETCTBOBATD MX COfEpaHuio. Bce CoKpaLueHms paciund-
POBbIBAKTCA B MPUMEYAHNN K Tabnuue.

8. EAvHNLbI U3MepeHNa N COKpaLLieHns

Enunnupl n3mepenua fattca B8 MexayHapogHoii cucteme ety (CU).

CokpaLLeHna CnoB He Jonyckalotca, kpome o6LienpuHATbIX. Bce ab6peBuatypbl
B TeKCTe CTaTbin AOMKHbI ObITb MOHOCTHI pactundpoBaHbl Npy NePBOM yNOMUHAHUN
(Hanpumep, HepBHO-MblLeYHble Honestn (HMB)).

9. CnucoK nuTepatypbi

Ha cnepytoLueii nocne Tekcta cTpaHuLe CTaTbit JOMKeH pacnonaratbca CucoK
LMTUDYeMOiA IUTEpaTypbI.

Bce nctouHnKM JomKHbI 6bITb NPOHYMepOBaHbI, HyMepaLmaA 0CyLLecTBAAETCA
CTPOTO N0 NOPAAKY LUTMPOBAHNA B TeKCTe CTaTby, He B andaBuTHOM nopagke. Bee
CCHIIKI HA UCTOYHNKI IUTEPATYpbI B TeKCTe CTaTbi 0603HaualoTca apabckumu und-
pamu B KBajpaTHbIX cKobKkax HauuHas ¢ 1 (Hanpumep, [5]1). Konnyectso untmpye-
MbIX paboT: B OpUrHHANbHBIX CTaTbAX — He 6onee 20—25, B 0630pax nuTepatypbl —
He 6onee 60.

(CcblnKu JOMKHDBI 1aBaTbCA Ha NEepPBOUCTOUHIKM, LUTMPOBAHUE OHOTO aBTOpa
no pabote Apyroro HesOMYCTUMO.

BknioueHue B CMUCOK NUTePaTypbl Te311COB BO3MOXKHO MCKTIOUNTENIBHO MPU CCbIT-
Ke Ha MHOCTPaHHbIe (aHI0A3bIYHbIE) UCTOUHMKM.

(colnkm Ha Ancceptauum u aBTopedepatbl, Heony6nuKoBaHHble paboThl, a Takxe
Ha JlaHHble, NONTyYeHHble U3 HeO(ULMANbHBIX UHTEPHET-UCTOYHMKOB, HE OMYCKAIOTCA.

[InA KaX[oro NCTOYHNKA HeobXOANMO YKa3aTb: GamuINN U MHULMANbI ABTOPOB
(ecnu aBTOpOB Gonee 4, yka3blBaloTcA nepBble 3 aBTOPa, 3aTeM CTaBUTCA < Jip.» B pyC-
CKOM unu et al.” B aHIMUIACKOM B TeKCTe). ABTOPbI LIUTUPYEMbIX MCTOUYHIKOB JOMKHBI
6bITb yKa3aHbl B TOM Xe NOPAAKE, YTO 1 B NEPBOUCTOUHMKe.

[pu ccbinKe Ha CTaTby U3 XKYPHANOB NOC/E aBTOPOB YKa3bIBAKT Ha3BaHMe (Ta-
Tbi, Ha3BaHUe XypHana, ro, ToM, Homep Bbinycka, cTpaHuubl, PMID u DOI cTaTbu (npu
Hanuumm). Mpu ccbinke Ha MOHOTPadMK YKa3bIBAKT TakKe NONHOE Ha3BaHUe KHUTW,
MECTO U3[}aHNA, Ha3BaHWe U3[ATeNbCTBA, FOA U3LAHMA, YNCIO CTPaHML.

(1aTby, He COOTBETCTBYIOLLME AAHHBIM Tpe6GoBaHNAM, K paccMOTpPeHuUIo
He NPUHUMAIOTCA.

06wue nonoxeHuns:

« PaccmoTpeHue CTaTbit Ha NPpeMET NYBANKALWY 3aHNMAET He MeHee 8 HeleNb.

« Bce noctynatoyme ctaTby pewieH3upylotca. PewieH3ua ABNAETCA aHOHUMHOIA.

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

- Pepakuna He npefocTaBnAeT aBTOpCKMe 3K3emMnAApbl XypHana. Homep
KypHana MOXHO MONYYUTb Ha 06LLMX OCHOBAHUAX (CM. MHGOpPMaLMIo
Ha caiiTe).

Marepuanbl ana ny6nukayum npuHumaioTca no agpecy neuromuscular.
diseases@gmail.com.

Monnas Bepcua Tpe6oBaHMII NpeACTaBNEHa Ha cailTe XypHana.
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KoKoHTpaKuua y 60/bHbIX C NOCNEeACTBUAMM
WHTPaHaTaJIbHOWU TPABMbl MJIEYEBOro CnaeTeHus
(0630p nuTeparypsl)
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KoHTaKThI:

Onbra EBreHbeBHa ArpaHoBuuy olga_agranovich@yahoo.com

YacToTa MHTpaHaTasbHOro NOBPEXAEHNA NNeYeBoro CryieTeHrs, No AaHHbIM uTepaTypbl, BapbupyeT ot 0,5 ao
3 cnyyaes Ha 1 TbIC. XXMBOPOXKAEHHbIX. Bo3HUMKaloLW e Npu NoBpexAeHNN N3MeHeHNA GYHKLMN BEPXHEN KOHEUHO-
CTV (OT BPeMEeHHbIX 10 MOXM3HEHHbIX) ONpeaenalTCA XapakTepoM NOBPEXAEHWA U UACIIOM NOBPEXAEHHbIX KO-
peLLKOB MeYeBOro creTeHUs. B otaaneHHble cpokm noce TpaeMbl y okono 50 % nauueHToB HabnopaeTca nonHoe
BOCCTaHOBMEHMe, y 15 % oTMmeuvaloTcA Taxenble GyHKLUMOHaNbHble HapyLeHna pyku, 1y 35 % coxpaHAaeTca HeKo-
Topoe orpaHuyeHne GyHKUMK nneyeBoro cyctasa. PasnuualoT 3 BapuaHTa pesnayanbHbIX ABIEHUA Yy 60bHbIX
C aKyLLepcKUMy napanmyamu: napes, napanamy, KOKOHTpaKkumaA. B ctatbe paccMOTpeHbl MexaH3Mbl pereHepaLumum
HEPBOB Yy JleTel 1 Y B3POCbIX, MaTOreHe3 KOKOHTPaKLUMM 1 ABUraTeNlbHbIX HaPYLIEHU Y fleTei C NoCefcTBUAMM
VHTPaHaTaNbHOW TPaBMbI M1eYEBOro CMIETEHUA B LIESIOM, a TakXKe COBPEMEHHbIE METO/Ibl JIEUEHNA KOKOHTPaKLUN.

Kniouesble cnosa: WHTPaHaTa/ibHaA TpaBMa njieyeBoro cnneTeHuA, 6OTyJ'IOTOKCI/IH A, KOKOHTpaKuuA, BepxXHue Ko-
HEYHOCTW, ABUTraTeSIbHble HapyLleHnA

Ona yutnposaHusa: ArpaHosud O.E. KOKOHTpaKLusa y 601bHbIX C TOCAeACTBUAMM UHTPaHATaNbHOW TPaBMblI Myieve-
BOro crifieteHuns (063op nutepatypsbl). HepBHO-MbiweyHble 6one3Hmn 2021;11(1):12-8. DOI: 10.17650/2222-8721-
2021-11-1-12-18.

Co-contraction in patients with obstetric palsy (literature review)

O.E. Agranovich

H. Turner National Medical Research Center for Children’s Orthopedics and Trauma Surgery, Ministry of Health of Russia;
64/68 Parkovaya St., Pushkin, Saint-Petersburg 196603, Russia

Contacts:

BBepeHue

Olga Evgenyevna Agranovich olga_agranovich@yahoo.com

The frequency of obstetric palsy ranges from 0.5 to 3.0 cases per 1000 live births. The functional outcome disorders
are determined by the nature of the damage and the number of damaged roots of the brachial plexus. There are
50 % of patients have complete recovery, 15 % have severe functional disorders of the upper limb, and 35 % have
some limitation of the shoulder joint function. There are 3 variants of residual phenomena in children with obstetric
palsy: paresis, paralysis, and co-contraction. The article describes the mechanisms of nerve regeneration in children
and adults, the pathogenesis of contractions and motor disorders in general in children with obstetric palsy, and
modern methods of treatment of co-contraction. This article will be useful for neurologists, rehabilitation specialists,
and orthopedists.

Key words: plexus brachial birth injuries, botulinum toxin A, co-contraction, contractures, upper limbs, motor disorders

For citation: Agranovich O.E. Co-contraction in patients with obstetric palsy (literature review). Nervno-myshechnye
bolezni = Neuromuscular Diseases 2021;11(1):12-8. (In Russ.). DOI: 10.17650/2222-8721-2021-11-1-12-18.

3 caydaeB Ha 1 THIC. JKUBOPOXIEHHBIX [1—3]. OCHOBHBIM

YacToTa MHTpaHATAJTBHOTO TTOBPEXKICHUS TUIEUeBOTO  (DAKTOPOM PHCKA TPAaBMBI IUICUEBOTO CIDICTCHMS B pomax
CIUTETCHMSI, TT0 JAHHBIM JIMTEPaTyphl, BapbupyeT oT 0,5 10 SIBISIeTCS TUCTOIMS TIJICUMKOB, KOTOpasi peTUCTPUPYETCST
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10 MeHbIIIell Mepe B MoJIoBUHE ciydaeB [4, 5]. TazoBoe
MpesieXXaHne TII0Ia TaKKe OIpenesieT BRICOKMI PUCK
TSDKEJTBIX ¥ YaCTO ABYCTOPOHHUX TTOBPEKICHUI TLICYEBO-
ro CILIETEHUs B ponax [6].

Knuandeckas KapTrHa, TMHAMUKA BOCCTAaHOBJICHMUS
U TIPOTHO3 aKyIIIEPCKOTO Mapajda pa3andaroTcs 1T ma-
IIMEHTOB, POXICHHBIX B TOJIOBHOM M Ta30BOM IIpejieKa-
HUHW, BBUOY pa3HBIX MEXaHM3MOB TpaBMHEI. [1pu Ta30BOM
MIpeIIesKaHNT TPAaBMHUPYETCS TOIBKO BEPXHUIA CTBOJI B Pe-
3yJIbTaTe OTPHIBA KOPEIIKOB (aBYJIbCcHs) (5-i1 TUIT TOBpE-
xmeHus 1o Sunderland), mo3ToMy BoccTaHOBIICHHME (DYHKIIAN
MBI, THHEPBUPYEMBIX BEPXHUM ITYIKOM, IIPOUCXOIUT
PEIKO U MePEeKPECTHOM peMHHEPBALIY He BO3ZHUKAET [7].

[Ipu akymepckux mapaandax y AeTeil, poXXKIeHHBIX
B TOJIOBHOM TIpeUIesKaHNM, BEPXHUI CTBOJI, KaK IPaBUIIO,
CTpamaeT Ha BCeM MPOTsKeHUM (3-1 1 4-i1 TUIIBI TTOBPE-
xneHus Mo Sunderland), u TsKecTh (YHKIIMOHATBHBIX
HapyIIeHUN OIpeaessieTcs] YUCIOM ITOBPEXIECHHBIX KO-
peIIKoB BepxHero ctBoia. Kpome Toro, moMmmMo mospe-
XXIEHWST BEPXHETO CTBOJIA, Y MAllMEHTOB YacTO Haboaa-
eTcd 1 aBynbeust kopemkoB C7 u C8 [7, 8].

VY manmeHTOoB, KOTOpPBIe OBUIM POXICHBI B TOJJOBHOM
MpeIIesKaHNy 1 TI0CIIe POXKACHUS MMEITH TIapaInd BepXHEH
KOHEYHOCTH, CHJIa MBIIII, MHHEPBUPYEMBIX BEPXHUMU
KOpEITKaMH TUIEYEBOTO CIUICTCHUSI, CO BpEMEHEM YITyd-
IIaeTCs 0 OMPEACICHHOM CTEIIeHN BCJICACTBUAE UX PEUH-
HepBallM, 9YTO He HaOII0maeTcs Py TpaBMe ILICYEBOTO
CIUTeTeHUS Y B3pociblx. OMHAKO TTepeKpecTHas peMHHEP-
BaIusl TIPUBOAUT K psALY (DYHKIIMOHATBHBIX HAPYIIEHUI
¥, B YaCTHOCTH, K KOKOHTPaKIINHU (OMHOBPEMEHHOMY CO-
KpaIeHUIO MBIIIII-aHTATOHUCTOB, MJIN MBIIIII, BBITTOTHSI-
IOLIKUX pa3Hble QyHKUIUK) [7].

KoxkoHTpaKims TpensaTCTBYeT BHIITOJTHEHUIO TaKUX
OCHOBHBIX IBMKCHMI BepXHeil KOHEUHOCTH, KaK OTBEC-
HUE IUIeYa, HapyXXHasl poTalus Ijieda, cTHOaHWe PYKHU
B JIOKT€BOM CYCTaBe U T. II., ¥/ WJIA HapyIIaeT KOOPIMHAITIIO
IIBIDKEHUI BCeil KOHEYHOCTH (HAIIpUMeEP, TIPH ITOTHECEHUH
KHCTH KO pTy). Kpome Toro, y pebeHKa HapyIIaeTcs MO-
TOPHOE Pa3BUTHE U B IIPOIIECCE POCTA BOZHUKAIOT BTOPHY-
HbIe Tecopmaliu ckeera [9].

OyHKIIMOHATEHOE BOCCTAHOBJICHVE MBIIIIIL Y ICTEH C TT0-
CJICICTBHEM TPaBMBI IIEYEBOTO CIUIETCHS 3aBHICUT OT YHCIIA
aKCOHOB, KOTOPBIC peMTHHEPBUPYIOT MBIIIICYHEIC BOJIOKHA [§].

Pazmmuator 3 BapmaHTa pe3nayalbHBIX M3MECHEHUMA
y OOJIBHBIX C aKylIepcKUMU napanndamu [10]:

— mape3 (HEeTOJIHOEe BOCCTAHOBJICHHE, XapaKTepU3YIOIIe-
ecs1 c1a0OCThIO MBIIIIIL);

— Tapajnd (OTCYTCTBHE BOCCTAHOBJICHUS U BCIICICTBUE
9TOr0 aTPOGUS MBIIIIII);

— KOKOHTPAKIIHS.

OCHOBHBIMU MTPUINHAMU KOKOHTPAKIINU SIBJISTIOTCS
abeppaHTHAs peMHHEPBAIIMS MBIIIIIL M1 KOPKOBas KOAKTH -
BaIvs COCETHMX 30H MOTOPHOM KOpHI. B pe3ynrsrare adep-
pPaHTHOII peMHHEpPBallMM CTPaJaeT CEHCOPHBIN OTBET,
YTO MPUBOAUT K HAPYIICHUIO LIEHTPAIBHOTO MOTOPHOTO
nporpammupoBanud [10].

KokoHTpakiiusi, Kak IpaBWIoO, HaOIOaaeTCs IPH pa3-
PhIBE BEPXHETO CTBOJIA TUieueBoro crutereHust (CS5, C6 u/wim
C7), 4TO IPUBOAUT K HAPYIICHUIO paOOTHl ILICYCBOTO
1 JIOKTEBOTO CYCTaBOB. 3HAYUTEIBHO PexKe BOBJICKAIOTCS
MIpeATUIeYbe U KUCTh, TaK KaK 3TO CBSI3aHO C TIOBPEXKICHM -
eM HkHero ctBojia (C8 m Thl), mist KoToporo Hanboee
XapaKTepHa aByJIbCcHsl, HexXeu pa3phiB [10].

IMape3sl 1 mapaamym HaOJMIOZAIOTCS U y HETEH,
M Y B3POCIBIX C MOBPEXICHUEM ILICUYEBOTO CIICTCHUS,
HO KOKOHTPAKIIASI OTMEYAeTCsI TOJIBKO Y IeTEH C IoCcen-
CTBUSIMA WHTPAHATAIBHOTO ITOBPEXICHUS TIICYESBOTO
CIUTIETCHUSI B OTIAJICHHBIC CPOKH TPaBMBI. Bsiibie mapanm-
YU TIJIeYa U JIOKTEBOTO CyCTaBa BOZHUKAIOT ITPH aBYJIBCUU
C5—C7, ipu aBynbcuu C7—T1 pa3BuBaeTcs BSJIBIN TTapaiig
MPEATIeybsl U KUCTU 0€3 NepeKpecTHO MHHepBauu [11].

B pe3ynbrate KOKOHTPAKIINT, HECMOTPS Ha TOCTAaTOY-
HYIO CIJIy BOBJICYCHHBIX B IAaTOJIOTMYECKHMIU IIPOIIECC
MBIIII, ITAIIUeHTHI He MOTYT 3¢ (PEKTUBHO MCIOJIB30BaTh
BEPXHIOI0 KOHEYHOCTb B OBCEAHEBHOM XU3HM [7, 11].

CoBMeCTHOE COKpaIIleHUE MBIIIIII ITPEICTaBISeT 00JThb-
re mpo6aeM I TTalreHTa, YeM ¢j1abocTh M [12].
KokoHTpakmmio MOXXHO Ka4eCTBEHHO OLICHUTD ITPH 3JIeK-
Tpomuorpacpmaeckom (DMTI') uccnegoBanum [8, 12]. Kmm-
HUYECKU OCMOTp (HAIlpUMep, OIICHKA aMILIUTYIbI IBH-
JKEHUWH B CyCTaBaX, CWJIbI MBIIIII) HE TTO3BOJISIET OTJINYUTD
¢yHKIMOHATbHBIE HapYIICHWSI B pe3yJIbTaTe CIab0CTH
MBIIIIIEI OT TAKOBBIX BCIICACTBIEC KOKOHTPAKIINHY €€ aHTa-
ronmcra [13].

HenpaBmipHOE IIpopacTaHre aKCOHOB TP MHTpaHAa-
TaJIbHOM TpaBMe IUICYEBOrO CIUIETCHMS OBLIO M3YYCHO
G. Roth (1983), koTopblit 1pu 06cIea0BaHUM 618 MBILIILI
BBISIBIJI HaJIM4IMe aHOMAaJIbHBIX ABHUTATCIbHBIX CBSA3CH
B 38 % ciydaeB. [1py CTUMYJISILMK MBIIILbI-MUALIEHA Ha-
OJTIOMAJTOCH COKpAIIeHWE W APYToi MBIIIIE (HaIIpuMep,
aHTATOHNCTA), YTO CBUIETEIHCTBOBAJIO O HEIIPABIIILHOM
peVHHEpBalY MBIIIIIHI [14].

B skcnieprMeHnTax Ha JKMBOTHBIX OBLIO TTOKa3aHO, YTO
pereHepalnsl aKCOHOB Y JIETe M B3POCIBIX OTIINYACTCS:
IIJIST IeTel XapaKTepHO TTOSBICHUE TOITOTHUTEIBHBIX BET-
Beil CIIPYTHHTA, KOTOPBIe MHHEPBUPYIOT pa3HbIC TPYIIITHI
MBIIII, YTO ¥ IIPUBOOUT K KOKOHTpaKIINK. B pe3ynbrare
KOKOHTPAKIIMY BO3HUKAET TUIEePTPODS MBIIIII 1 BCIICACT-
BHE 3TOTO MX AUCOaIaHC, YTO IPUBOIUT C POCTOM peOeHKa
K nedopMalmsiM KOCTei 1 CycTaBOB KOHEUHOCTH [10].

J.W. Vredeveld 1 coaBT. Tpy MHTpaoIepallMOHHOM CTH-
MyJsiamu Kopetka C7 y MIafeHIIeB ¢ mape3oM Dpba Ha-
OJromay crubaHue B JOKTEBOM CYCTaBe M OTBEIICHME TIIC-
ya, B TO BpeMsI KaK IpU CTUMYJIsiLiu KopeiiukoB C5 u C6
TMAHHBIX IBMKCHU y peOeHKa He OTMEYAIOCh. DTO TT03BO-
JIMJIO aBTOPaM TIPEATIONIOKNTD, YTO MHHEPBALIMS OMIIeTica
W IeJIBTOBUIHOI MBIIIIIBI OCYIIECTBIIsIeTCS KopetkoMm C7,
4YTO CBSI3aHO C MOJIMHEUPOHAIBHOW WHHEPBALIUEN MBIIIILL
[15, 16]. Ha panHMX cTagnsx pa3BUTHS TIJ10a MBIILIEYHOE
BOJIOKHO MMEET HECKOJIbKO crHArcoB. CoxpaHsIeTCs JIn
MMOJMHEpOHAIbHAS WHHEPBAIIUS Y YeJIoBeKa IOCiIe Po-
XIEHMS, TOYHO Hem3BeCTHO. OTHM aBTOPHI YKa3bIBAIOT
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Ha TO, YTO Mepexo] OT MOJUHEUPOHATIbHONW K MOHO-
HEWPOHAILHON MHHEPBALIMY TIPOUCXOIUT MexXAy 16-i
U 25-it HefeIIMHU BHYTPUYTPOOHOTO pa3BUTHS T1oa [17].
Jpyrue vccienoBaTeay cooOIIAOT O TOM, YTO MOJUHEM-
POHHAasl MTHHEPBALlsI BCE €111€ MTPUCYTCTBYET B MOSICHUYHOMN
MBIIIILIE YeJioBeKa 10 12-if Hemenm mociie poxxaeHus [18].
Kpome Toro, TOUHO HEU3BECTHO, SIBJISIIOTCS JIA MHOXKECT-
BEHHbIE HEPBHbIE OKOHYAHMUSI Ha MBILIEYHOM BOJIOKHE
MPOU3BOAHBIMU OJHOTO aKCOHAa, HECKOJbKUX aKCOHOB
OJHOTO M TOTO Xe€ KOpellKa WU aKCOHOB HECKOJbKMX
CETMEHTOB ILJIeUeBOTro CIUIeTeHUs1. B ciyyae TpaBMbI 111e-
YEBOIO CIUIETEHMS U BBIK/IIOUYeHUs KopewkoB C5 u C6
KOHTPOJIb MOXET OCYIIECTBIISIThCA 3a c4eT Kopemika C7
COTIJIACHO TEOPHH MOJIMHEWPOHAIBHOM MHHepBamuu. O-
HaKO JaHHbIA BUA MHHEpPBAUMU (PYHKIIMOHAIBLHO MaJlo-
3HAYUM B CBSI3M C HECTTIOCOOHOCTBIO LIEHTPAJIbHOM HEPBHOM
CHCTEMBI YIIPABISATh UM TIPAaBIIILHO [8].

IIpu obcienoBaHUM MALIMEHTOB C UHTPaHATAIbHBIM
MOBPEXAEHUEM TJICUEBOIO CILUIETEHUS TOKA3aHO, YTO aM-
TUIMTYAA TIPOU3BOJILHOTO CTM0aHUs B JJOKTEBOM CYCTaBe
MEHbIIIE MO CPAaBHEHUIO C AaMITJIUTYIOU ABUXKEHUS B OTBET
Ha CTUMYJISILMAIO COOTBETCTBYIONIErO HepBa. Yuncio nBu-
raTeJibHbIX €IMHUIL B Ouliernce ObLI0 CHUXEHO, a PU MPO-
HU3BOJIbHOM CTMOAHMU aKTHBUPOBAJIMCh HE BCE IBUTATEJb-
HBIE€ SAMHUIIBI BCICICTBIE MOTOPHOM ampakcuu [8].

JIBUrareabHble aKCOHbBI paCTyT MO HAMPaBJIEHUIO K Tie-
pudepun u 1ociae MOBPEeXAEHUSI MOTYT HE JOCTUTaThb
MBbILILbI-MULLIEeHU. [Tpn pereHepalMyM akCcoHa 4acTo Ha-
pyllIaeTcs HalpaBJIE€HUE €ro pocTa, YTo MPUBOAUT K UH-
HepBalMM MbILI-aTOHUCTOB, MBbIIIL-AHTATOHUCTOB
WJIN IPYTUX COCEAHUX MbILILL. BBIAEISIOT MPOCTOM U CJIOX-
HbIii BapuaHTbl HapylleHW NpopacTaHusl aKCOHOB.
IIpu mpocToM BapuaHTe He (OPMUPYETCS KoJlIaTepab,
a IpY CJI0XHOM (popmupyeTcs 1 WM HECKOJIBKO KoJL1aTe-
pajieii, KOTOpble MOTYT 3aKaHYMBAThCSI B Pa3HbIX MbILLLIAX
WM TaKe B KOXKHBIX HepBax [8].

G. Roth ctumynmpoBai JIOKTEBOM M CPpeIMHHBIN He-
PBbI, ABUTAaTEIbHbIE TOUKM PA3HBIX MBIIIIL, a TAKXKE YyB-
CTBUTEJIbHBIE HEPBBI MAJIbLEB U 3aMMCal «T€TEPOTEHHbIE
aKCOHaJIbHBIE peIeKChl» ¢ GOJIBIIIOTO YKC/Ia MBI Y 16 ma-
LIMEHTOB C aKyIlIepCKUM MapainyoM B Bo3pacTe oT 1 roga
1o 47 netr. B 38 % ciiydaeB HaOmomanach CBSI3b MEXIY
2 MBIIIIIAMHA WA MBIIIIEH 1 HECOOTBETCTBYIOIIUM He-
pBoM. Ilatonoruyeckue CBSI3M MEXIY UYyBCTBUTEIbHBIMU
HepBaMU U MBIIIIAMU ObUTH OOHapyXeHbl y 10 u3 14 ma-
IMeHTOoB [ 14].

CIToXXHBII BapUaHT HapyIIeHUI IIPOpacTaHUSI aKCOHOB
0oJiee XxapaKTepeH IS IeTei, YeM JIs1 B3POCIbIX, YTO MpU-
BOJIMT K KOKOHTPAKILIMU MBIIIIL 1 BOBHUKHOBEHUIO TSIKE-
JIBIX ABUTATEJIbHBIX HAPYIIEHUI Y I€Tel CcTapIlero Bo3pa-
cra [8].

IlepexpecTHast peMHHepBalMs Yallle BCero Haboaa-
€TCSl MEXIYy NeJbTOBUIHON MbIlILEH, OUMLIETICOM U TpU-
mericoM [19]. IIpu mepekpecTHOM peMHHEPBALINN MEXITY
NeJITOBUHOU MBIIILEH M OULIETICOM TTPOUCXOAUT OTBE-
NEHWE Tijieya TMpU TOMbITKE MalMeHTa COTHYTb PYKY

B JIOKTEBOM CYCTaBe WJIM CTMOaeTcs Ipearieybe, Korma
MMaleHT OTBOAMT Tuiedo. [1pu rmepekpecTHOM pemHHEepBa-
LMY MEXITy OMIIETICOM Y TPUIIETICOM X COBMECTHOE CO-
KpallleHr¢ HapyllaeT IUIABHOCTh IBMKCHUI B JIOKTEBOM
cycTaBe WU (OPMUPYET CTUOATENBHYIO KOHTPAKTYpPY
B JIOKTEBOM CYCTaBe, HECMOTPSI Ha JTOCTATOYHYIO CUTY
B 00enx mblinax. KokoHTpakiiys Ouienc—Tpruuernc npu-
BOIINT K BBIPAXKCHHOMY OTPaHNYECHHIO CAMOOOCITY>KBAHHST
60sbHBIX. Kak ImpaBmiIo, KOKOHTPaKIINS OUIIeTIC—IeTBTO-
BHIHASI MBIIIIIA HE BBI3BIBACT CEPhE3HBIX HAPYIIICHUIA B BbI-
TTOJTHEHMH TIPOCTHIX IBIDKEHUI, OMHAKO KOTIa Y 00JIEHOTO
HaOJTI0IaeTCsT CUTbHASI KOKOHTPAKIINS MEXKIY YKa3aHHBI-
MM MBIIIIAMU, OH HEe MOXET BBITTOJTHUTH N30JIMPOBAaHHOE
crubaHue B JIOKTEBOM CyCcTaBe 0e3 ABMXKeHUs Tuieda [7].

B nutepaType BcTpeuaeTcs psii COOOIIIEHMI O YaCTOTe
TIepeKPECTHOM MHHEPBAIINHN TIPH aKyIIIEPCKOM Mapaiimde.
Taxk, 1. Yagi (1984) mpoen kmuaM4Ieckoe 1 DMI -uccie-
JoBaHue 362 MauMeHTOB C aKylLIePCKUMMU MapajindyaMu
1y 244 BBISIBIII KOKOHTPAKIIAIO PA3HOM CTETICHM TSKECTH
[19]. ITo manaeM K. Kawano u coaBt. (2007), mepekpecT-
Hasl peMHHEPBALIN IMPH aKyIIepCKUX TTapaimdax BCTpeda-
eTcsl, OHAKO TsKeJIble Ccllydau HaOJrogalTcs peako [7].
CyIecTByeT TeCHas CBSI3b MEXKIY MEPEKPECTHOM perH-
HepBallrei 1 IMHAMUKOM BOCCTAHOBJICHUS IIPU aKyIIep-
ckoM napaymye. [To marnaeiM T. Kondo (1980), HamesThes
Ha ITOJTHOE BEI3IOPOBJICHIE BO3MOXKHO B TOM CIIydae, eCii
COKpaIlleHHE JIYIeBBIX pa3rudaTesieii KUCTH HaOIIoaaeTCsT
y pebeHKa K 3-My Mecsiy Xu3Hu [7]. OmHaKo eClIu ThlJIb-
HOE pa3rnOaHue KUCTU HEBO3MOXHO K JaHHOMY CPOKY,
3TO CBUAETENBCTBYET O TSDKEJIOM TpaBMe, UTO COIPOBOXKIA-
eTCS 3HAYUTEIBbHOM MePeKPeCTHON penHHepBalueli, Ko-
TOpasi B maJbHEHIIeM ITpUBEIeT K HApYIICHUIO aKTUBHBIX
IBIDKCHUI B CycTaBax BepXHel KOHEUHOCTH. B Takumx ciry-
qasx, Jaxe eI ThIIbHOE pa3rnOaHme KUCTH CTAHOBUTCS
BO3MOXHBIM Yy peOeHKa Iociie 3-ro MecsIia XXN3H!, BO3-
HMKaeT IlepeKpecTHasT peMHHEPBALIMSI MBIIIIIT BCeil BepXHEH
KOHEYHOCTH, YTO COIIPOBOXKAACTCS TSKEJIBIMU (DYHKITNO-
HaJIbBHBIMA HapyIeHnsIMU. OTCYTCTBHE BOCCTAHOBJICHMS
(GYyHKIIMM DeTBTOBUIHON MBIIIIIEI U OMIIETIca Y OOJIBHBIX
K BO3pacTy 6 Mec SIBJIIETCS IOKA3aHUEM IS IIPOBEAEeHUSI
HEeUpOXUPYPIrUIECKUX OIepaiii Ha IJICYEBOM CITICTCHIH,
TaK Kak 0e3 CBOeBPEMEHHO BBITTOJTHEHHOM OITepalui aK-
TUBHBIE IBIDKCHUS TTAJIbLIEB KUCTH Y 3TUX OOJTBHBIX CaMO-
CTOSITEJTbHO He BoccTaHaBImBaroTcs [20].

[To maeHuto J. Bahm 1 coaBt. (2004), mpu aKyIIepcKux
MMapajanyax MICTUHHAS KOKOHTPAKIINS BCTPeYaeTCsl PEIKo.
JlaHHBIA TepMHUH IIPaBOMEPHO MCITOIb30BaTh IPUMEHU-
TEJTHHO K OMHOBPEMEHHOMY COKPAIIIEHUIO MBIIIIII-aHTaro-
HHCTOB, B CBSI3U C YeM aBTOPHI IPU3HAIOT CYIIIECTBOBAHE
TOJIbKO KOKOHTPAKIIUM OUIIeTIcC—TpuLiernc [21].

D.C. Chuang u coasT. (1998) Beimemian 4 OCHOBHBIX
THIAa KOKOHTPAKIINIA;

1) KOKOHTpPaKIIAS MEXIY MBIIIIIAMHU, OTBOISIINMU TIJIe-
4o (HamoCTHasI, TONOCTHAsI, ASIBTOBUAHAS) U TIPU-
BOOSIIMMU (IJIaBHBIM 00pa3oM OoJbIIasl TpyIdHas
1 OOJIBIIIAsT KPYTJIasi), 9YTO MIPUBOIUT K OTPAaHNICHUIO
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ITOMHUMAHUS PYKU W Pa3BUTHUIO IIPUBOISIIICH MIIH BHY-

TPUPOTALIMOHHOM KOHTPAKTYPHI TIJIeYa;

2) KOKOHTPAKIIVST MEXIY CTUOATEISIMY TIPSATUICYbS (O1-
meric v Tpuierc). [1pu Jerkoit KOKOHTPaKIIMY TTaIu-
€HTBI HEe MOTYT ITOATSHYTb OOJILHOM pYyKOUl OpIOKH,
ITOCTAaBUTh PYKY Ha TAJIMIO WJIK Ha TtosicHUILY. [1pwu T51-
KeJIOW KOKOHTPAKIIUM ITallMeHT He MOXET TOHECTU
KVCTb JIO PTa U B JaJIbHEHIIIEM pa3BUBAETCSI CTHOATEITh-
Hasl KOHTPaKTypa;

KOKOHTPAKIIUSI MeXOy CTuOaTeJIsIMU IIpearnaedbs
(T71aBHBIM 00Pa30M IUICYEBOI MBITIIICH) 1 OTBOISIIIM -
MM MBIIIIIAMH TIjIeYa (TIaBHBIM 00pa3oM JCITBTOBH/I -
Hoit). KiIlmHM4YecKu TIpH TMOITBITKE MOTHECTH KUCTh
KO PTY IIPOMCXOOUT IIOTHNMAaHME TIjIeda (TaK Ha3bIBa-
eMblii cuMnToM Tpy6aya). I1pu jerkoii nepekpecTHoi
WHHEPBALUM YTOJ MEXIy TUIEYOM U TYJOBUIIEM CO-
crapisier MeHee 40°, ipy TsKenoit — Gonee 80°;

3) KOKOHTPAKIINS MEXKITY MBIIIIIAMH, OTBOMSIIMMU TLIC-
40, cTUOATEeISIMU JIOKTEBOTO CyCcTaBa 1M CTUOATEISIMU
kuvicTu. [1pu TTOTBITKe IMaeHTa ITOTHECTH PYKY KO PTY
IMOTHMMAETCS TIIEY0, pyKa CTHOAETCS B JIOKTEBOM CY-
craBe, crubarorcs najabubl [11].

I. Yagi (1984) onucan 7 TUTIOB KOKOHTPAKIINU:

1) nexprOBMIHAS MBITIIIA, OUIIETIC;

2) IeabTOBUIHAS MBIIIIIA, OMIIETIC, TPUIIETIC

3) ourerc, TPUILETIC;

4) meJbTOBHUIHAS MBIIIIIA, OUIIETIC, TPUIIETIC, MBIIIIIBI
MIPETIICYbST,

5) nensTOBUIHAS, OUIICTIC, MBIIIIIEI ITPEIIICTbST;

6) GuLIEIIC, TPULEIIC, MBI TPEAIICYbS;

7) TPHUIIETIC, MBIIIIIHI IPEAIIeTbs [19].

AHOMaJTbHAsT MBIIIIEYHAs] aKTUBHOCTh, BRI3BAaHHAS T1€-
PEeKpecCTHOI penMHHepBamueil, 00OHapyXMBaeTCsI yepes
4—6 mec nociie TpaBMbl HepBa. [1py 3TOM KIMHUYECKUE
IIPOSIBIICHUST TIEPEKPECTHOM peMHHEPBAIIHA KOPPEIUPYIOT
C TSKeCThIo mapanuya [19].

Io cTeneHN TSLKECTU pa3TYaloT JIETKYIO, YMEPEHHYIO
U TSKETYI0 KOKOHTpaKuuio [9].

ITpu nerkoii cTeneHN y MareHTa IPU3HaK KOKOHT-
pPaKIINY THNATHOCTUPYIOTCSA TOJIBKO IO JaHHBIM OMI -
ncciaenoBanus. [1pu yMmepeHHOM TTOpakeHUM PU3HAKU
KOKOHTPAKIINH BRISBIIAIOTCS Kak ipu DMI -ucciemopa-
HUM, TaK U IPpU KIMHUIECKOM OOCJICIOBAaHUM, OTHAKO
HapyleHUsT GyHKIIMKA KOHEYHOCTH y pedeHka HeT. [Ipu
TSDKEJION CTeTICHM MPU3HAKKM KOKOHTPAKIINY BBISIBIISIOT-
¢S KakK IIpW HeHpo(PU3MOIOTNIEeCKOM, TaK U KJIMHIIC-
CKOM WICCJICIOBAHNH, IIPY 3TOM Y OOJIEHOTO €CTh 3HAYMMBIC
¢yHKIMOHATBbHBIC HAPYIICHWS HAa CTOPOHE ITOpaxke-
Hud [9].

NaTtoreHes aBUratenbHbIX HapylWeHUN Y AeTen

C NOCNeACTBMAMU MHTPAHATANIbHOWU TPaBMbl

nneyeBoro cnjeTeHus

ITaTorenes JABUTaTCIbHbBIX paCCTpOfICTB y OOJILHBIX
C HHT]I)aHaTaJ'[bHOfI TpaBMOfI TIJIEYCBOIO CILVIETCHUA CIIO2KEH
U He J0 KOHIIa u3y4yeH. Bo-nepBrIx, MoBpexXaeHUe TIepr-

(bepuyeckoit HEpBHOI CHCTEMBI COIIPOBOXIAETCS aKCO-
HaJIbHOW penapaliyeii: akCOHaJIbHBIM paclleTljieHueM
U abeppaHTHBIM pa3pactaHueM. Bo-BToOpbIX, HapylaeTcs
LIEHTPAJIbHBII JBUTaTEIbHbI KOHTPOJb. B-TpeTbux, Be-
POSITHO, abeppaHTHBIN POCT AKCOHOB MOXKET ObITh BAXKHBIM
(hakTOpOM HApPYIIIEHUS EHTPAIHLHOTO IIPOrPaMMUPOBA-
Husl. Beipociiime akCOHbl UMEIOT TEHAECHLIMIO paCLIETLISTh-
Csl U MOTYT PacTH B JIIOOOM HaIpaBJIEHUM.

TTocne coeaHeHUs C MBIIEYHBIMU BOJIOKHAMMU IBY-
raTejbHble €IUHUIIBI MOTYT 0OPa30BbIBATHCS HE TOJIbKO
B MBIIIAX-MUILIEHSIX, HO U B aTOHUCTAaX, aHTarOHUCTE
WJIM B MBIIILAX, BBITOJHSIIOLIMX COBCEM MHYIO (DYHKIIUIO.
ITpu pa3BUTHM KOMITIEHCATOPHON peuHHEepBaluu o0pasy-
IOI1eCs] BETBU MOTYT pacIiojlaraTbCsl B pa3HbIX MbIIILIAX.
BmecTo Toro, 4To6b MTHHEPBUPOBATH OULIETIC, AaKCOH 3a-
KaHYMBAETCS B JAEJBTOBUIAHON MBIIILE, YTO MPUBOIUT
K OTBEJIEHUIO TlJIeya Mpu CTUOAaHUM PYKU B IOKTEBOM CY-
cTaBe. XapakTepHble aBTOMATUUECKUE TIBUXKEHMST Y OOJIbHBIX
¢ TaHHOW ITaTOJIOTHUEH (HAIlpuMep, CTUOAHUE JIOKTEBOTO
cycTaBa C OMHOBPEMEHHBIM €r0 pa3rubaHuEM, OTBEICHUE
Iieya ¢ MpyMBEAeHUEM U OTBEICHME TIIeya CO CrubaHuemM
MIPeaIIeYbsi) BEI3BaHBI a0eppaHTHBIM POCTOM aKCOHOB.
AKCOHBI, HAMPaBJISIIOIIMECS K MbILILIAM-MUILEHSIM, JieXaT
011M3KO0 IpYr K APYry B Mpeneiax miedyeBoro CruieTeHus,
YTO OOBSICHSIET BOBHUKHOBEHME TTEPEKPECTHOM MHHEPBA-
LIMU MPU aKyLIEPCKUX Mapaaryax. B mpuBeaeHHOM Bbillie
IIpUMepe BHITTOJTHEHNE CTMOAHUS TIPEATUICYbs] ITPUBEICT
K 0OpaTHO¥ CBSI3U CrMbOaHus JIOKTEBOIO CyCcTaBa U OTBE-
neHus ruieda. Takasl mepekpecTHasi MHHEpBaLUs MOXET
3aTPyJHUTDb WU CAEIaTh HEBO3MOXKHOM pa3paboTKy «un-
CTO» MpOTpaMMBbl CTMOaHUsI, TTOCKOJbKY COMHUTEIBHO,
YTO MO3T MOXKET OIpeHe/INTh, KaKasl IBUTaTebHAST CIM-
HHIIA CITOCOOCTBOBAJIA OTIPEIeICHHOMY IBUKCHMIO [22].

G.V. Anguelova u coast. (2016) ycTaHOBUIM, YTO Yy Je-
Tell ¢ aKylIepCKUM IMapajuyoM Ha CTOPOHE MOpaKeHUs
PEIKO OTMeUaeTcsl OTBeAeHUe TiIeda OoJibire 4eMm Ha 90°
0 CPaBHEHMIO CO 3[I0POBOI CTOPOHOI MPU COBEPILIEHUU
HEMPOU3BOJIbHbBIX IBUXKEHUM TIPY yAEP)KAaHUU PABHOBECHSI.
JlaHHbIl (peHOMEH, TT0 MHEHHIO aBTOPOB, CBS3aH C TEM,
YTO y AETEN C aKyLIEPCKUM MapaIMuyoM HapyIIaeTcsl LeH-
TpaJbHOE MOTOPHOE IIPOrpaMMMpPOBaHME. 32 aBTOMATH-
YyecKoe JBUXEHME PYK OTBevaloT Oa3ajibHble TaHTJIUU,
MPEMOTOPHAs U MOTOPHAsI KOpa rOJIOBHOT'O MO3Ta, a TaKXKe
CTBOJI TOJIOBHOrO Mo3ra. HapyliieHue aBToMaTuyeckKux
JNBWXXEHUI Y IIETEN CBA3aHO CO CJAEAYIOIIUMU MPUIUHAMMU.
IlepBasi npuurHa — CEHCOpHas AENPUBALIUSL: y IETEH € aKy-
LLIEPCKUM TapaJIMuoM CBSI3b MEXITY MO3IOM 1 MOPaKEHHOMN
PYKOM HapyllaeTcs Npy poXIeHUM, YTO MPUBOIUT K Mbl-
LIEYHOM CJTA0OCTU M YMEHBIIEHUIO CEHCOPHOM OOpaTHOM
cBs13u. BoccTaHoBeHue neprdepuieckux HEPBOB 3aHUMA-
€T HelleJIM U MeCSILbI, B IEpUOJ, KOTaa B HOpMe Y peOeHKa
Pa3BUBAIOTCS ABTOMATUYECKHME IBUTATENIBHBIE IIPOTPAMMBL.
B pesynbraTte 3TOrO NporpaMMbl MOTYT OCTaBaTbCsl Hapy-
LLIEHHBIMU, JaXe €CJIM CEHCOpHasi oOpaTHasl CBSI3b BIIOCJIE-
CTBMU BOCCTaHaBJIMBaeTCs. Bropast mpuunHa 3akitoyaercs
B TOM, YTO aBTOMAaTUYECKUE ABUTaTeJIbHbIE MPOrpPaMMbl
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dopMUpYIOTCS Y TAHHOTO KOHTHHTEHTA OOJTBbHBIX IMTO3XKE,
YeM B HOpPME, TaK KaK IopaXeHHas pyKa MCIIOIb3YeTCs
HEYacTo WX HeIOCTATOYHO aKTUBHO TSI aBTOMATH3aINHT
IBIKCHMI. Y OOJIBHBIX ¢ aKyIIEPCKUM TapaJIiIoM C Te-
YeHHEM BPeMEHHU TaKKe BO3MOXKHO (hOPMUPOBAHNE aBTO-
MaTUUYeCKUX IBIKCHUM B pe3yJbTaTe HEOMHOKPATHBIX
ITOBTOPEHUIA B IIpoliecce peadbuuraunu. [lonTBepkaeHm-
€M HapyIIeHUs IEHTPAIBHBIX IBUTATSILHBIX IIPOTrpaMM
y AeTei ¢ aKyIIepCKUM MapaJIoM SIBJISIETCS CIICAYIOIee
HaOmoneHue. [1pu BBITTOTHEHUN aBTOMATUICCKUX IBH-
KEHUI OeTH «3a0BIBAIOT CBOIO PYKY»: OHM MOTYT aKTUBHO
crubaTh ee B JIOKTEBOM CYCTaBe Ha ITOPaXKeHHOI CTOPOHE
BO BPEeMSI UTPHI C MSTYOM, HO B TO K€ BpeMsI HE BBITIOJTHSTD
aHAJIOTUYHOE ACHCTBUE TIpH Oere M IPYTMX aBTOMATH-
YeCKHUX ACHCTBHSX, B TO BpeMsI KaK Ha 3I0POBOIT CTOPOHE
crubaHue B JIOKTEBOM CycTaBe HAOIOmaeTcss B 000UX CIIy-
yagx. Ecau 661 maHHbIH 3¢ @eKT ObIT CBSI3aH TOJIBKO C I0-
BpeXIeHNEM TTeprdeprndecKX HepBOB, MBIIIIII WJIN CyCTa-
Ba, BBIMIOJIHEHME OBUKECHUSI HE 3aBHUCENIO OBI OT TOTO,
SIBJISICTCSI OHO aBTOMATHMYCCKUM WJIM aKTUBHBIM, TakK
Kak pe3yJIbTaT ObLI OBl OMMHAKOBBIM. Hammame paszmmamnst
B BBIITOJTHEHNY aKTUBHBIX M aBTOMAaTHYECKUX JIBVKCHUI
Ha CTOPOHE ITOPaKEHMS CBUICTEIBCTBYET 00 YIACTHH IIEH-
TPaJIbHOTO MEXaHW3Ma B IIaTOTeHEe3¢ IBUTATEIbHBIX HAPY-
LIeHUH y 3TUX 00JBHBIX [23].

T. Brown u coaBT. (2000) BEIIOJHWIN AeTATbHOES KITH-
HUYECKOe U Heipodu3noJIornyeckoe uccieaopatHue 16
neteii 4—14 net u 1 B3pocioro 35 j1eT B oTHaJIeHHBIE CPOKH
ITOCJIe TPaBMBI TUIEUEBOTO CIUIETeHUS B ponax. [TokazaHo,
YTO pEMHHEPBAIIMSI MBIIIII IJICYEBOTO TTOsIca ObIJIa TOCTa-
TOYHO 3(pDEeKTUBHOI IJIT 00eCIIeYeHNSI aKTUBHBIX IBIKE-
HUH B CyCTaBe, OMHAKO IBYDKCHUS HE JOCTUTAI HOPMAJIh-
HO aMIUTUTYIBI M3-3a allpaKCHUM BCIICACTBIC HAPYIIICHUS
MOTOPHOTO IIPOrPpaMMHUPOBAaHNS B paHHEM TPYITHOM BO3-
pacre [24].

JleueHne KOKOHTpPaKUUM y 601bHbIX

C NOCNeACTBMAMM MHTPAHATANIbHOWU TPaBMblI

njeyeBoro cnjetreHua

Y MHOTHX OOJIBHBIX C TTOCICACTBUSIMU MHTPAHATAIb-
HO TpaBMBI IIJICUEBOTO CIJICTCHUST HAOIIOTAIOTCSI aHO-
MaJIbHbIC TIATTePHBI IBMKCHUM B IMTOpaXkeHHON KOHEU-
HocTu [24]. IIpu akyurepckoMm napaindye HapyluleHUe
byHKIIMY BepXHEl KOHEUHOCTH TIPEIISITCTBYET afaIlTallin
pebeHKa B OKpYyXalollleM MUPE Y MOJHOLIEHHOMY pa3-
BUTHIO. [TalieHT orpaHMYeH B OCBOCHUM HOBBIX MOTOP-
HBIX HaBBIKOB. Bo3HUKaIass KOKOHTPAKIIAS MBIIIIIT
HE TT03BOJISIET UM YCIICIITHO OCYIIECTBIISITh CBOIO (hYHK-
muio [22].

TakTnka BemeHIST 60JIBHOTO ¢ KOKOHTPAKIIHEH OIpe-
IeJIsieTcsl CTeTeHbIo ee TsokecTu. [lpm cpemHeil creneHn
TSDKECTU peOeHKY Ha3HaYaeTCsl KOHCEPBAaTUBHOE JICUCHNE,
B TOM YHCJIe OMoJIornaecKast o0paTHast CBSI3b, IIPU TSLKEJIOM
KOKOHTPaKIIUY IIOMUMO KOHCEPBATUBHOTO JICUCHUS HC-
moab3yercs ooryamandeckuii TokcuH A (BTA), a Takke
BBITIOJTHSIIOTCSI XUPYPIUIeCKIe BMEIIaTeI5CTBa [9].

WUcnons3oBanne BTA npu nedeHMn KOKOHTpaKLIUU
MO3BOJISIET ACTSIM MCITOJIb30BaTh 00Jiee OBICTPHIC MTOCTY-
payibHBIe MOTU(HUKAIIMM W CO3IaBaTh (PYHKIIMOHATBHEIC
MaTTepHBI IBMKCHUUM BO BPEMS WTPHI M BBITTOJHCHMUS
OCBOCHHBIX HABBIKOB CAaMOOOCTY>KUBaHUSI, TIPU 3TOM B pe-
3yJbTaTe MHIMOMPOBAHUS IEMCTBUSI aHTAaTOHUCTOB BO3-
HUKAIOT ¥ 3aKPETIISTIOTCS HOBbIE aBTOMAaTUICCKIE TBIKE-
HUsI. MenmKaMeHTO3HOe OcCIabJeHNe TUIIEPAaKTUBHBIX
MBIIIII 00ecIieYrBacT,/yIydlIaeT KOHTPOIb PEMHHEPBU -
POBAaHHBIX MBIIIIII, BOCCTAHABINBACT HOPMAaJIbHEIC aBTO-
MaTHIeCcKue IBIKCHUS — COKpallleHNe arOHUCTOB U pac-
cJiabJieHre aHTarOHUCTOB [22].

Bsenenue BTA paspbiBaeT maTosorunyeckuii Hempo-
HaJIBHBIN KOHTYP, YYaCTBYIOIINI B KOKOHTPAKIINU, BO3-
BpaIliasi KOHEYHOCTH BO3MOXHOCTD OCYIIECTBIICHHS HOP-
MajbHOTO IBVKeHus [10].

WUcnonb3zoBanusi BTA mis nedeHusT KOKOHTPaKLIMU
MIpU BSUIOM ITTape3e, HECMOTPS Ha ITapamoKCaJbHOCTH
WIIeH, TaeT B PsIIe CIydaeB XOPOIINIA Pe3yIbTaT BCIACACT-
BHUE CHIDKCHUSI aHOMAJIbHOTO COKpAIIeHUSI CBepXaKTUB-
HBIX MBI [25].

AHanuM3 murepartyphbl BeIsIBUI pa3opoc 103 bTA mipu ne-
YEeHWU TTAIIMEHTOB ¢ MHTpaHATAIbHOM TPaBMOU TIJICYEBO-
ro creteHust — ot 2 1o 22 UE/kr [26—30]. [To MmHeHMIO
L.J. Michaud u coasr. (2014), mo3a ipermapara ompenesi-
eTcsl BO3pPacTOM ITallMeHTa, a TAKKe MBIIIIIECH -MUIIIEHBIO
[30]. Tak, mIst GONBITUX MBI (ITMpOYAKIIAs MBIIIIIA
CIIMHBI, OOJbIIAs TpynHasl, MOAIONATOUYHAs MbIIILIbI)
VUM TIpU JICYCHUU JeTel CTapIiero Bo3pacra aBTOPHI pe-
komeHayiot 103y BTA 10 UE/xr, passenennyio 0,9 % NaCl
no konueHTpamnu 5 UE/0,1 mut. [1pn MHBEKIIMSIX B MBIIII-
B TUTEYA U TIPEATUIeYbsl (OMIIETIC, TPULICTIC, KPYTJIbII ITpo-
HaTop, JIOKTEBOI CTHOATe]Ih KICTH), a TAKKE Y IeTeil Mya-
mrero Bo3pacta 103a bTA cocrasnsger 10 UE/0,1 M [30].
Kpome mo3sl mpenapata y neTeit ¢ ”HTpaHaTaJIbHOM TpaB-
MO TUIEYEBOTO CIUIETCHUSI O0OpaIaeT Ha ce0s BHUMaHUE
IIMPOKMIA IMAra30H Yrcia MIPOBOAUMBIX MHBbeKLIM BTA
(ot 1 mo 4), Bo3pact mamueHToB (0T 3 Mec 1m0 13,5 roma),
a TakKe BHIOOP MBIIIII-MUIIIEHeH (IITMpoJaiiiiass MbIIIIIIa
CITMHBI, OOJIBIIIAsI TPYIHASI, TTOJIONATOYHAsI, OOJTbIIAsT KPY-
r1ast MBITIIEL U T.4.) [30]. B psioe cirydaeB MHBEKIIMUT CO-
YEeTaIOTCsI ¢ KOHCEPBATUBHBIM JIcUeHUEM (JieucOHasT (pu3-
KynbTypa, Boiita-tepanus) [27, 28].

M.T. Desiato u B. Risino (2001) moka3anm, 9T0 BO3pacT
MAIEHTOB IIPSIMO TIPOIIOPLIMOHAIBHO CBSI3aH C pe3yIbTa-
tamu nedeHus [28]. B rpymme ob6cieqoBaHHBIX OOJBHBIX
B 70 % ciiy4aeB OTMEUaIOCh yIydlleHne MOTOPHOM (DyHK-
mun. Hamnydimme pe3ynsraThl ObLIA MOJYYEHB Y JeTei
10 1 roga. ITo manubiM M. Bascani u D. Intiso (2006),
y IeTeit crapiie 7,5 roga ¢ Ioc/IeACTBIEM MHTPaHATATBHOM
TpaBMEI IUIEYEBOTO cIuteTeHnsI mHbeKIKn BTA okazamich
ManoaddeKTuBHEI [27].

XUpyprudeckoe JIeUeH!e Yallle BCETO BBITTOJHSICTCS
TIpY KOKOHTPAKIINK OMIIETIC—TPUIIETIC, OMIIETIC—ICTBTO-
BumHas merma [7, 19, 31]. B moctymHol auTepaType OT-
CYTCTBYIOT pPaOOTHI, IOCBSIIEHHBIE OIICPATHBHOMY
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JICUSHNIO0 KOKOHTPAKIIMI IPYTUX TPYIIT MBIIII BEpXHEi
KOHEYHOCTH y OOJIBHBIX C TAHHOM ITaTOJIOTHUEIA.

s BoccTaHOBIICHUSI aKTUBHOTO CTMOAHUS B JIOKTE-
BOM CyCTaB€ OOBITHO BBITIOJTHSIETCS TCHOTOMUS TPUIIETICa
WJTW €70 TpaHCIo3uIust Ha outieric. OqHAKO 3TO TPUBOIUT
K TIOTepe aKTUBHOTO pa3rndaHus npeariedbs [9, 31].

[Nepememenre HepBOB (HEBPOTU3AIIMSI) BOCCTaHAB-
JIMBaeT aKTUBHOE CTHMOaHMNE W pa3rhnOaHWe B JJOKTEBOM
cycTaBe 0e3 IMoTepr pa3rnbaHMs 3a CUeT PEMHHEPBAIINU
MBILII aKCOHAMM JOHOPCKOTOo HepBa [7].

A. Nagano u coaBnr. (1989) yctanoBumnu, 4to y B3poc-
JIBIX ¢ TPAaBMOU TICYEBOTO CIUICTEHUS TIepeMEIeHIE He-
PBOB CJIeyeT IPOBOAUTD B TEUEHME 6 MEC I1OC/IE TPABMBI,
B IIPOTMBHOM CJIydyae BO3HMKAET ITaTOJIOTUIECKasT PEUH-
HepBanyd [7]. OmHAKO B clTydasx aKyIlIepCcKOTro napainda
B OTHaJICHHBIE CPOKM TIOCJIC TPAaBMBI OMIIETIC Y TPUIIETIC
YK€ peMHHEPBUPOBAHEI B pe3yJIbTaTe MEPEeKPECTHON pe-
WHHEPBALINM, B CBSI3W C 3TUM YCIICITHOE TepeMEIeHNe
HEepPBOB BO3MOXKHO B 00JIee TTO3IHIE CPOKHU IO CPAaBHEHUTO
€O B3poCabIMU [7].

o cux mop B JINTEepaType BEIyTCS CIOPHI O IIEIECO-
00pa3HOCTH MepeMeIIeHUs MexKpeOepHBIX HEPBOB Ha MbI-
IIEYHO-KOXHBIN HepB WX Ha MOTOPHYIO BETBb TPUIIEIICA
B CJIydae KOKOHTpaKIuu outernic—rpureric. [1o maHHBIM
I. Yagi (1984), y OonpIMHCTBA MAIIMEHTOB ¢ KOKOHT-
pakumeil OUIIeTIC—TPULIECTIC TAKKe MMEETCS COBMECTHOE
COKpaIlleHNe NeJTbTOBUIHON W OBYIJIABOM MBIIII TUIeYA.
[MoaTomy KpuTepreM BEIOOpA PEIIMITUEHTHOTO HepBa SIB-
JISIeTCSI CTeTIeHb KOKOHTPAKIIMU OUIIETIC—IeTbTOBUIHAS
Mbimma. [Ipy yMepeHHON WIN TSKEIOM KOKOHTPAKIINU
YKa3aHHBIX MBIIIII IS TIepecaak PeIUITMeHTHBIM HEPBOM
BBIOMPAIOT MBINICYHO-KOXHBIN HepB. [IpenMmyimecTBoM
TepeMeIeHIST MeXXpeOepHBIX HEPBOB K MBIIICYHO-KOX-

HOMY HEPBY SIBJISIETCSI TO, YTO OH HE TOJIbKO YCTpPAHSIET
COBMECTHOE COKpallieHKe OULIerica U TPULEICA, HO TAKXKe
BOCCTaHAaBJIMBAET pa3/e/ibHble IBVKEHUS IUIeYa U JIOKTE-
Boro cycrapa. [lpu Jierkoii crerneHu KOKOHTPaKLIMKU Ou-
LIETIC—Ie/IETOBUAHAS MBIILILIA WJIU IIPU €€ OTCYTCTBUU MEX-~
pebGepHbIe HEPBHI IIEPEMEILIAIOTCSI HA ABUTATEIbHYIO BETBb
TPULEIICA, YTO IO3BOJISIET BOCCTAHOBUTD CTUOAHUE B JIOK-
TEBOM CYCTaBe BCKOpE I10CJIe OMepaluu, a B clydyae He-
yIa4HOro MCXOja Ollepaluy HapylleHue pa3ruOaHus
B JIOKTEBOM CYCTaBe He MPUBOAUT K TSKEJIBIM (DYHKIMO-
HaJILHBIM HapyieHusM [19].

S. Takayama u coasrt. (1989) coobuiunm o ciyyae yc-
MELIHOro JIeUeHUSs MaleHTa ¢ KOKOHTpaKLIiei O1uernc—
TPULEINC, KOTOPOMY OBbLIO BBIIOJHEHO IMepeMelleHre
MexXpeOepHbIX HEPBOB HAa MOTOPHbIE BETBU JIy4eBOIO
HepBa K TPULIEIICY, YTO MMO3BOJIMUJIO0 BOCCTAHOBUTD (DYHK-
LIMIO JIOKTEBOro cyctaBa [7]. A. Nagano u coabr. (1996) mis
BOCCTaHOBJIEHMSI (DYHKIIMH JIOKTEBOIO CYCTaBa y 3 GOJIbHBIX
C KOKOHTpPAKIMEei ONIETIC—TPULIETIC BHITTOJHWIN TIepe-
MellleHre MeXpeOepHbIX HEPBOB Ha KOXHO-MbIILIEYHbII
HepsB [7].
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BBepeHwme. JluccaHuedanua (J13) — rpynna NnopoKoB pa3BUTUA KOPbI FONIOBHOMO MO3ra, BO3HMKAIOLWWKX B pe3ynbraTe
HapyLIeHNA MUrpaumn NpeaLlecTBEHHUKOB HENPOHOB K KOPTUKAaIbHOW NnacTuHKe, bopmrpoBaHua 6opo3sga v us-
BWVH B NOCTMUTPaLMOHHOM Nepuroge SMOPUOHaNIbHOrO pa3BuTuA. B nocnegHue rogbl B CBA3M C COBEPLLIEHCTBO-
BaHMeM METOL0B MONEKYNAPHO-TeHETUYECKOW ANAarHOCTUKM NOKa3aHa 3HauMMan pofb HacneACTBEHHbIX GaKTOPOB
B BO3HUKHOBeHuM J13. CerogHa B rpynne J19 naeHTMdnumpoBaHo 13 reHeTUYeCKrX BapUaHTOB, 6 13 KOTOPbIX Ha-
cnefyoTcA ayTOCOMHO-PELLeCCMBHO, 5 — ayTOCOMHO-AOMUHAHTHO 1 2 — cLeneHHO ¢ X-xpomocomoli. B 80 % cnyua-
eB HacnefacTBeHHble J19 o6ycnoBneHbl MyTaumamm B 2 reHax: PAFAH1B1, oTBeTCTBEHHOM 3a BO3HMKHOBeHWe J13 1-ro
TUNA C aQyTOCOMHO-AOMMHAHTHBIM TUMOM HacnefoBaHuA, U B reHe DCX, nokann3oBaHHOM Ha X-xpoMocome. Ha gonio
OCTasIbHbIX FEHETUYECKMX BapMaHTOB NpmxoauTca oT 1 40 5 % cnyyaeB NOPOKOB, CONPOBOXKAALMNXCA ANUCTEHE3N-
el Kopbl roNoBHOro Mo3ra. B nocnegHue rogbl yBennunnocb 4ncnio paboT No aHanmsy KAMHUKO-FeHeTUYeCkux xa-
PaKTepUCTMK MOHOTeHHbIX BapuaHToB J13. Pe3ynbTaTtbl nccieAoBaHUA PaCUMPAIOT NpeCcTaBieHNa He TONbKO
0 MaToreHeTUYeCcKMx MexaHM3Max BO3HMKHOBEHWA JaHHOW rpynnbl 60ne3Hel, HO U 0 MONeKYNAPHbIX OCHOBaX
HOpMasibHOro GOPMUPOBaHKA CTPYKTYP MO3ra B SM6pUOHaNbHOM nepuoge.

Lienb pa6oTbl — onvcaHne KNMMHUKO-FeHETUYECKMX XapaKTePUCTHK 3 pOCCUMINCKMX BOSTbHBIX C 3y TOCOMHO-AOMUHAHT-
Hol 13 3-ro Tvna (OMIM: 611603), 06ycnoBneHHol MyTaumamm B reHe TUBATA.

Matepuanbi 1 meToabl. Bce nauneHTbl HaxoauNUch nNog HabnioAeHeM B KOHCYNbTaTUBHO-ANArHOCTUYECKOM OTae-
nexnun OIrbHY «MIHLU um. akagemuka H.MM. BoukoBay. [lnarHo3 yctaHaBAMBancsa Ha OCHOBaHWUW KIIMHWUKW, reHearno-
rMYecKoro aHamHe3a, pe3ynbTaToB MarHUTHO-PEe30HaHCHOW ToMorpadurm ronoBHOro Mo3ra, HOYHOTO BUAEOSNEK-
Tpo3Huedanorpadnyeckoro MOHMTOPUHIA U CEKBEHMPOBaHUA 3K3oma meTogom NGS. Banmpauuns BblABAEHHbIX
HYKNeoTMAHbIX 3aMeH 1 aHanu3 cerperauuy 3aboneBaHUA NPOBOAUINCL HAa OCHOBaHWW WUCMONb30BaHMA MeToAa
NPAMOro aBTOMaTNYeCKOro CeKBeHpoBaHua no CaHrepy.

Pe3ynbratbl. [IpoBefeH aHann3 KIMHNKO-TeHETUYECKMX XapaKTePUCTUK 3 60NbHbIX C ONUCAHHOW paHee 1 BnepBble
BbIABNEHHbIMY MyTaunamu B reHe TUBATA. O6cyaeHbl BO3MOXHble 3deKTbl HOBbIX MUCCEHC-MYTaLMiA B reHe
Ha GyHKLMI0 6eNKOBOro NpoAyKTa reHa.

BbiBoAbI. Pe3ynbraTbl aHanu3a KNMHUKO-FeHETUYECKMX XapaKTepUCTUK HabnogaeMbix HaMu 60NIbHBIX BHOCAT BKNag
B M3y4yeHre nonumopdmsma KIMHNYECKNX NPOABMEHWI, BO3HMKAOWMX B pe3ynbTaTte MyTauuii B reHe TUBATA.
MofTBepXAeHO BbiCKa3aHHOE paHee NPEeANoOJIOKEHNE O LUMPOKOM CMEKTPE MOPOKOB PA3BUTUSA FMOIOBHOMO MO3ra
y 60IbHBIX C MyTaLUAMY B STOM FeHe, YTO JOMKHO YUMTbIBATLCA NMPY NOCTaHOBKE AnarHo3a.

KnioueBble cnoBa: NOpoK pa3BUTMA MO3ra, NccaHuedanmus, mukpouedanus, TybynuH, TUBATA
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nuccaHuedanum 3-ro Tina, obycnosneHHon myTaumsamu B reHe TUBATA (OMIM: 611603). HepBHO-MblLeyHble 60-
ne3nHn 2021;11(1):19-24. DOI: 10.17650/2222-8721-2021-11-1-19-24.
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Background. Lissencephaly (LIS) is a spectrum of malformations of the cerebral cortex that occur as a result of im-
paired migration of neuronal precursors to the cortical plate and the formation of furrows and convolutions in the
post-migration period of embryonic development. In recent years, a significant role of hereditary factors in the
occurrence of LIS has been shown due to the improvement of methods of molecular genetic diagnostics. Today,
13 genetic variants have been identified in the LIS group, six of which are inherited autosomal recessively, five are
autosomal dominant, and two are linked to the X chromosome. It is shown that 80 % of cases of hereditary LIS is
caused by mutations in two genes: PAFAH1B1, which is responsible for the occurrence of the LIS 1 type with an au-
tosomal dominant type of inheritance, and in the DCX gene, localized on the X chromosome. The rest of the genet-
ic variants account for from 1 % to 5 % of cases of defects accompanied by dysgenesis of the cerebral cortex. In
recent years, the number of works devoted to the analysis of clinical and genetic characteristics of monogenic
variants of LIS has increased. The results of such studies will allow us to improve our understanding not only of the
pathogenetic mechanisms of this group of diseases, but also of the molecular basis for the formation of brain struc-
tures in the normal embryonic period.

Objective: to describe the clinical and genetic characteristics of three Russian patients with autosomal dominant
LIS type 3 (OMIM: 611603) caused by mutations in the TUBATA gene.

Materials and methods. All patients were under observation in the consultative and diagnostic department of Re-
search Centre for Medical Genetics. The diagnosis was established on the basis of clinical data, genealogical anam-
nesis, results of brain MRI, EEG night video monitoring and exome sequencing by NGS. The validation of the iden-
tified nucleotide substitutions and analysis of the disease segregation were performed using the Sanger direct
automatic sequencing method.

Results. The clinical and genetic characteristics of three patients with newly identified and previously described
mutation in the TUBATA gene were analyzed. Possible effects of new missense mutations in the gene on the function
of the protein product of the gene are discussed.

Conclusions. The results of the analysis of the clinical and genetic characteristics of the patients we observed con-
tribute to the study of the polymorphism of clinical manifestations resulting from mutations in the TUBATA gene.
The previously stated assumption about a wide range of malformations of the brain in patients with mutations in
this gene was confirmed, which should be taken into account when making a diagnosis.

Key words: brain malformation, lissencephaly, microcephaly, tubulin, TUBA1TA
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BeepeHue

JIuccanuedanus (JID), uin criaaXkuBaHWe U3BIIMH
KOPBI OOJIBIINX TOJIYIIAPHii TOJTOBHOTO MO3Ta — CIEKTP
ITOPOKOB Pa3BUTHUsI, OOYCIIOBJICHHBIX HAPYIICHUEM MMUT-
palnu IpeaecTBeHHNKOB HEITPOHOB B SMOPHOHATEHOM
nepuoze [1, 2]. Knmanyeckne nposBIIeHUS XapaKTepu3y-
I0TCSI MUKpoledanmeit, 3aaepXKoil IICUXOMOTOPHOTO
W PEYCBOTO PA3BUTHSA U CYIOPOXHBIM CHHApOMOM. B 3a-
BHCHMOCTH OT XapaKTepa 1 JOKAIN3aINU IaTOJIOTUIeCKO-
ro Tpoiiecca Boiaeasior 6 Tunos JID [3]: kmaccuyeckuii,
XapaKTepUIYIOIIUICS NUCTOHYCHUEM KOPHBI TOJIOBHOTO
MO3ra Ip1 OTCYTCTBUH MOPaXKESHUS APYTUX OTAEIOB; TH-
MTOTUTA3MST MO3XeuKa; JID JIOOHBIX OTIEI0B MO3Ta B COYe-
TaHWUM C BRIPAXKEHHOI TUIOIIa31eit MO3XKeUKa; IO THITY
«OyJBIKHOM MOCTOBO#» B KOMOMHALIMY C MUETNHOTIATH -
el M TMITOITa3uel CTBOJIA MO3Ta M MO3XKEUKa; areHe3MsI
MO30JIMCTOTO Teja; MUKpoauccannedanus. CeromHs
UACHTU(ULIMPOBaHbI 13 MOHOTreHHBIX BapuaHTOB J1D, 6 13
KOTOPBIX HACJICTYIOTCSI ayTOCOMHO-JIOMUHAHTHO, 5 — ayTo-
COMHO-PEIIECCUBHO U 2 — PELIECCUBHO, CIETTICHHO C X-XpO-
MOCOMOM.

Jucconuedanus 3-ro tuna (OMIM: 611603) Hace-
IIyeTCST ayTOCOMHO-ITOMMHAHTHO M O0YCJIOBJICHA TeTePO-
3UTOTHBIMM MHcceHC-MyTalusiMu B TeHe TUBAIA. Tlo-
Ka3aHO, YTO Ha JOJII0 TaHHOTO TeHETUIECKOTO neteKTa

MPUXOAUTCS OT 3 10 5 % BceX MOHOTEHHBIX BApMAHTOB
JID [4]. Myraumu B reHe 7TUBA 1A mpuBoOAST K BOSHUKHO-
BEHUIO IIMPOKOTO CIIEKTPa IIOPOKOB Pa3BUTHUSI TOJIOBHOTO
MO3ra, B TOM 4yuciie kiaccudeckoro tuna (37 %), MUkpo-
nuccanuedanuu (12 %), JID B coueTaHUM € MOJTUMUKPO-
rupueii (4 %), ¢ yIIoleHHbIM PUCYHKOM u3BWINH (13 %);
JID ¢ runormiasueit Mmo3xeuka (15 %) 1 mperMyllecTBEH-
HO LeHTpanbHo maxurupueit (30 %) [3].

IlepBoe coobiieHNEe 0 TaHHOM TeHETUIECKOM Bapy-
anTte JID nipencrasieHo He3aBucumo D.A. Keays 1 coaBT.
[6] n K. Poirier u coasrt. B 2007 1. [7], KOTOpBIE OIMUCAIN
deHoTun 2 mereit ¢ Mukpouedanueit u BeIpaxkeHHOM 3a-
IEePKKOM TICMXOMOTOPHOTO pa3BuTus. [Ipn MarHUTHO-
pesoHaHCcHOI ToMorpaduu (MPT) romoBHOTO Mo3ra BBI-
SBJICHBI JID, Taxurupusi, aHOMaJIMA MO3OJIMCTOTO Tella
n mo3xkeuka. [en TUBAIA xapTupoBaH Ha XpOMOCOMeE
12q13.12, cocTouT U3 4 3K30HOB U COAEPKUT 451 aMuHO-
KUCJIOTHBIN ocTaToK [7, 8]. [IpomyKT reHa — GeJIOK ceMeii-
CTBa TYOYJIMHOB, YIACTBYIOIINI B (hOPMUPOBAHUU CTPYK-
Typ MUKpOTpyOouek. K HacTosimeMy BpeMeHH OITMCAaHO
95 maToreHHBIX MyTanwii B reHe TUBA 1A, GOIBIIMHCTBO U3
KOTOPBIX IBJISTIOTCS MUCCeHc-3aMeHamu [4, 9, 10]. Y 6oib-
HBIX ¢ MYTalIUSIMU B 3TOM IT'€HE OITMCaH ITUPOKUIA CIIEKTP
TTOPOKOB Pa3BUTHS TOJIOBHOTO Mo3ra. [TommMo Kaccuye-
ckoii JID oOHapy:XKMBaIOTCS MaXUTUPUSI, MUKPOTHUPUS,
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areHe3usi MO30JIMCTOTO TeJla, TUTIOILIA3MSI YePBSI YUTH T10-
JIyIIapuii MO3XedKa, a TaKKe TUIOIIA3usI IUCKOB 3pH-
TeJIbHBIX HepBOB [4, 11—13]. THMUYHBIMY KIMHUYECKUMU
MIPOSIBJICHUSIMU SIBJISTIOTCS Tpy0asl 3aIepkKKa TEMITOB paH-
HETo IICMXOMOTOPHOTO Pa3BUTHSI, MUKpOIehaIis U CyI0-
poru. [IpumepHo y 50 % GOJNBHBIX BO3HUKAET CrIaCcTUYe-
CKMI TeTparape3, OMHAKO B 1/4 ciygaeB oTMedaeTcs
MBIIIIEYHAS TUTTOTOHUS. JIM3MophrIecKre 4epThl CTPOE-
HUS NI ¥ TIOPOKU Pa3BUTHS APYTUX OPTaHOB M CUCTEM
He XapakTepHbI. [IpemammonaraeTcsi, 9T0o pasmdus B TSDKECTH
KIMHUYECKUX MPOSBICHNI 32001 BaHMIT MOTYT OBITh CBSI-
3aHBI C Pa3HO JIOKaIM3alneli aMITHOKUCIOTHBIX 3aMEH
B CTPYKTYpE MOJIEKYJIBI OeKa. DTO TUKTYeT HeOOXOmM-
MOCTB ITPOBEICHUS KTMHUKO-TEHETUYECKIUX KOPPETISITUIA
y OOJIBHBIX C HOBBIMU U OITMCAHHBIMM paHee MyTallusIMU
BreHe TUBAIA.

Ilenp HacTOsIIEeH padOTBI — OIMMCAaHWE KIMHHKO-
TEHETUICCKUX XapaKTEPUCTUK 3 POCCUMCKUX OOJBHBIX
C ayTOCOMHO-IOMUHAHTHOI J1D 3-ro tuma (OMIM: 611603),
00yca0BIeHHOM MyTalusiMu B reHe TUBAIA.

Martepuanbi U meToabl

AHanm3upyemast BBI0OOpKa cocTostia U3 3 60JTbHBIX My3K-
CKOTO TI0J1a M3 HEPOICTBEHHBIX ceMeid. JlmarHos mpearoa-
rajicsi Ha OCHOBAaHMM KIIMHUYECKUX JaHHBIX, TeHEATOTYe-
CKOTO aHaMHEe3a, Pe3yJIBTaTOB OCMOTPa U JOTIOJTHUTEIIEHBIX
WHCTPYMEHTAJIBHBIX MCCIIeIoBaHUI. Bepudukarms quar-
HO3a IIPOBOIMIIACH C TIOMOIIBIO CEKBEHUPOBAHUS SK30Ma
meronoM NGS.

Ienomuas JIHK Oblna BblaesieHa U3 JIEHKOLIMTOB TIe-
pudepudeckoit KpoBU € TOMOILbIO HA0Opa PEaKTUBOB IS
BeineneHust Wizard Genomic DNA Purification Kit (Pro-
mega, CIIIA) o mpoTokosry rmpousBoautest. st mpo6o-
MOATOTOBKM MCHOAb30BaiM peakTuBHbl Illumina TruSeg
DNA Exome. CekBeHUpOBaHMe MPOBEIEHO Ha IIpudope
Illumina NextSeg500 MeTOIOM MapHO-KOHIIEBOTO YTCHMS
(2 x 75 . 0.). CpenHee OKPBITHE 5K30Ma MAIllMEHTa CO-
cTaBWwIO xX98,5, YMCII0 TAPTETHBIX 00JIACTE C ITOKPHITUEM
6osee x10 — 93,16 %, paBHOMEPHOCTb MOKPLITHSI (unifor-
mity Pct >0,2 x mean) — 83,4 %.

Jnsa KapTUpoBaHUS TTOJTYICHHBIX ITOCIEIOBATEIIBHO-
cTeil Ha pedepeHCHBIN reHoM hgl9 mcroab3oBanm mpo-
rpamMmMHoe obecrieueHre BWA. /11s1 mocieayoliero aHa-
JIN3a BBISIBJICHHBIX BAPUAHTOB IIPUMEHSIIN aJITOPUTMBI
GATK. AHHOTalLIMST BApMaHTOB IMPOBEACHA C UCITOIb30Ba-
HUeM nporpaMMHoro odecredenust Illumina BaseSpace®
Variant Interpreter. [IlaToreHHOCTh HECUHOHUMUYHBIX,
He KJIacCU(PUIIMPOBAaHHBIX paHee MO IMTaTOTeHHOCTH Bapy-
AHTOB OIIPENEISIIIN C UCITOJIb30BAHEM IIPOrPaMM ITPOTHO-
supoBanus Polyphen2, MutationTaster, Provean u SIFT.
Bce 3amensl B reHe TUBA 1A 0603HadYeHBI IO TPAHCKPUIT-
Ty NM_006009.3.

BrisiBieHHBIE MyTaLMX ObUTH BepU(PUILIUPOBAHEI C UC-
MIOIB30BAaHMEM METOIA TIPSIMOTO CeKBeHPpOoBaHMs 110 CaH-
repy JHK maumeHTOB M uX poauTeneit Ha mpudope
ABI3130 Genetic Analyser.

J1st TIOnTBEP>KIIEHMSI TTATOTCHHOCTH BBISIBJICHHBIX HYK-
JICOTUIHBIX 3aMEH TaKKe MPOBOIMIIOCH aBTOMATUIECKOE
cexBeHUpoBaHue 1Mo CaHrepy ¢ ucnonb3oBanneM JHK
ponuTesieil ¥ IpoOaHIOB.

Pomurenu nameHTOB oancaan HHMOPMUPOBAHHOE
corjlacre Ha IIpoBeIeHNE MCCICIOBAHNI U ITyOINKAIINIO
TOJTyYeHHBIX TaHHBIX.

Pesynbrathbl

ITamuenT 1 — MaabuuK B Bo3pacte 1 ron 2 mec. EnnH-
CTBEHHBIII PeOCHOK B CeMbe, POXKICHHBIN OT 3M0POBBIX
poanTeIIeil, He COCTOSIBITX B KPOBHOM poiCTBe. PebeHOK
OT 3-i1 GepeMeHHOCTH, HACTYIIMBIIEH B pe3yJIbTaTe dKC-
TPaKOPIOPATBHOTO OIIOMOTBOPEHMUSI, TIPOTeKABIIIEH (D1-
3MOJIOTMYHO. POnBI cpouHbBIe, CaMOIIPON3BOIbHEIE. Macca
Tesa mpu poxaeHun — 4080 1, ymmHa — 57 ¢M, OKPYKHOCTD
rosoBel (OI') — 33 cm (—1,2 SD), omenka 1o mkajue Ar-
rap — 8/8 0amtoB. Beimmcan qoMoit Ha 3-1 CYyTKH XU3-
HH. PaHHee MOTOpHOE 1 TOpPEeYeBOE Pa3BUTHE C 3aICPKKOM:
TOJIOBY IIEPXKUT ¢ 3 MeC, TIepeBOpauYnBacTCsI C 8 Mec, Tyie-
HUSA U jtenieta HeT. OCMOTp HEBPOJIOTa B 2 MEC: YMEHBIIIE-
Ha OI, npexxneBpeMeHHOE 3aKPBITHE OOJIBIIIOTO POTHNYKA.
B 8 Mec: MPT ronoBHoOro Mo3ra — Mukpoluedanus, reHe-
pamm3oBaHHas JID 1 areHe31st MO30JIMCTOTO Tejla; Ha 3JIeK-
Tpo3HIIedarorpaMMe TUIMNIHON STUICITU(OPMHON aK-
tuBHOCTH HeT. [Ipm ocMoTpe pebeHKa B Bo3pacte 1 rox
2 Mec BoIsIBIIeHB MuKpotedanus, Ol — 42 cm (—3,7 SD),
BBICTYMAIOIINIT METOITMYECKUI IIIOB, KOPOTKMI B3IEPHY-
THII HOC, aJIBTEPHUPYIOIINIA CTPaOM3M, CYXOXIITbHASI TH-
reppedIeKCHsI ¥ TIOBBIIIIEHHE TOHYCA MBI KOHEYHOCTEIH
B COYETAHUH C TYJOBHUIITHOM TUIIOTOHUEH. CaMOCTOSITE b~
HO peOEHOK He CaIUTCS, He BCTACT ¥ HEe XOINT; IIPOM3HOCUT
3BYKHM, HO JjiemieTa HeT. [Ipu mpoBeneHN XpOMOCOMHOTO
MHMKPOMATPUYHOTO aHAJIN3a XPOMOCOMHOTO IrcOaiaHca
BBISIBJICHO He ObIT0. B pe3ynbrate ceKBeHMpOBaHMS K30Ma
BBISIBJICH paHee He ONMMCAaHHBIN BApHaHT HYKJICOTHIHOM ITO-
crremoBateIbHOCTH (C.1292A>G) B 4-M 3K30He TeHa TUBAIA,
TIPUBOISIINNA K 3aMEeHEe aMIMHOKHUCIIOTHI B 431-i1 ITo3umm
oenka (p.Asp431Gly). JlanHbIi BapuaHT BO3HUK de novo,
MTOATBEPXIEH Y ITpo0aHaa B TeTePO3UTOTHOM COCTOSTHUU
1 He BBISBIJICH Y POOUTEIICH ITPU CeKBEHUpOBaHMM 110 C3H-
repy. Takum 06pa3oM, Ha OCHOBAaHMY CUMIITOMOB, PE3yiIb-
tatoB MPT T010BHOrO MO3ra I CEKBeHUPOBAaHUS 9K30Ma
HOBOTO ITOKOJICHMS Y TTalleHTa TUAarHOCTUPOBAaHA ayTo-
COMHO-1OMMHaHTHadA JID 3-ro tuma.

ITamuent 2 — Manpuuk 11 mec. EnuHCTBEHHBIN pebe-
HOK B C€Mb€, POXKIEHHBII OT 3M0POBBIX POIUTENIEH, HE CO-
CTOSIBIIMX B KPOBHOM pojacTBe. Ponuics ot 1-i1 6epeMeH-
HOCTH, NpOTeKaBIIeil Ha (pOHE yrpo3bl MpephIBaHMSA,
TeCTAallMOHHOTO caXxapHOTo Auadera, CyOKIMHUIECKOTO
runotupeosa. Ha cpoke 36—37 Hen 1o JaHHBIM YJIBTpa-
3BYKOBOTO MCCJICIOBAHNS IIONA TMATHOCTUPOBAHBI BEHT-
PUKYIIOMETAJINSI, areHe3MsT MO30JIMCTOrO Teyna. Pombl camo-
MMPOM3BOJLHEIE; Macca Tena INpu poxaeHum — 3310 T,
mmuHa — 52 cM, OI' — 34 cM (—0,4 SD), oOKpyKHOCTB Tpy-
1 — 34 cMm, 6osbiroi pogHUYoK 1 x 1 cM. [To maHHBIM
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HelipocoHoTrpacdny Ha 4-¢ CYTKM XHW3HU ITOATBEpPXKICHA
areHe3msT MO30JIMCTOrO TeJla. BeimucaH moMoli Ha 5-e cyT-
K1 Xu3HU. HaOimomasacs HeBpOJIOroM ¢ IUAarHO30M «aH-
TeHaTaJIbHOE TTOpakeHe [IEHTPAIbHOM HEPBHOI CUCTEMBI,
areHe3usi MO30JIMCTOTO TeJlay.

B 7 mec MPT rosioBHOro mo3ra BbISIBUJIAa 04aroBYIO
MMAXUTUPHUIO, aTeHE3WIO MO30JIMCTOTO TeJa, aCUMMETPII-
HYIO BEeHTPUKYJIOMETAJINIO, TUTIOTUIa3UIO YePBS MO3XKeUKa
(puc. 1). Io maHHBIM BUAEO3JIEKTpO3HIIeDarorpadmyde-
CKOT0 MOHUTOPWHTA HOYHOTO M THEBHOTO CHA TUITMIHOM
SOUIETITU(OPMHOI aKTUBHOCTH HET.

B 11 mec koHcynsrupoBaH reHeTukoM. [1pu ocmortpe:
OI' — 40 cm (—4,5 SD), obparmanu Ha cebs BHUMaHHE
MMKPOAHOMAJTMH Pa3BUTHSI B BUIE CKOLICHHOTO YILIOIMICH-
HOTO 3aThIJIKA C BIABIICHUEM II0 IICHTPY, CY’KeHHE depera
B JIOOHO-TEMEHHBIX OTIeJIaX, SITMKAHT, PACXOIsIIeecs KO-
coryasye, KOpoTKasl IIest, BTSTHYThIE COCKH, IBYCTOPOHHUIA
KPUNTOPXU3M. B HEBpOJIOTHMYECKOM CTaTyce OTMEYasCs
IVCTOHWYECKUU MBIILIEYHBIM TOHYC C TCHACHILMUENA K CHU-
KEHUIO, CYXOXWIbHBIE pedIIeKCH CpeaHel XKMBOCTH; Iep-
KHUT TOJIOBY M TIEpPEeBOPAYMBACTCS CO CIIMHBI Ha XXUBOT,
TYJINT.

[Ipu cexkBeHNMPOBAHUM TTOJTHOTO 3K30Ma BBISIBJICH pa-
Hee He ONMCAaHHBIM BapHaHT HYKJICOTUIHOM ITOCIIeIOBa-
teabHOCTH (€.414C>A) B 4-M ax30He TeHa TUBA 1A, ipu-
BOIOSIINIT K 3aMeHEe aMUHOKHUCIOTHI B 138-i mmo3uumu
6enka (p.Phel38Leu). [laHHBIN BapraHT BO3HUK de novo,
IMOATBEPXKIEH Y ITpo0aHaa B TeTePO3UTOTHOM COCTOSTHUU
1 He BBISIBJICH Y POIUTEIICH ITPH CeKBEHNpOBaHMM 110 CaH-
repy. Takum o6pa3om, y maumeHTa Obljia TMarHoCTUpPOBa-
Ha JID 3-ro tuma (OMIM: 611603) ¢ ayTocOMHO-I0MU-
HAHTHBIM TUTIOM HACJICIOBaHUS.

ITamuenT 3 — ManpuMK B Bo3pacte 3,5 roga. Poguicsa
OT 3I0POBBIX POAUTEIICH, HE COCTOSIBIITX B KPOBHOM POJI-
ctBe. B ceMbe ecTh 3m0poBas cTapimas AeBodka. bepeMeH-
HOCTB IIpOTeKajia GU3NOJIOTUIHO, POIBI CTPEMUTEIEHBIC
CpPOYHBIE, IPOU3OIILIN €CTeCTBEHHBIM ITyTeM. Macca Tejia
npu poxxaeHnu — 4150 1, ;jmuHa — 57 ¢M, ollgHKa Mo IIKa-
e Arrap — 8/9 6amnoB. BeimmcaH M3 pommoMa 10MO

Puc. 1. Maenummno-pesonancras momoepagus 201081020 M032a nayueHma 2:
04a206as NAXUSUPUS, A2eHe3Usl MO30AUCO020 MeAQ, ACUMMEMPUHHAS 6eH-
MPUKyA0Me2anus, 2UNONAA3USsL HepPEsl MO3HCEUKA

Fig. 1. Magnetic resonance imaging of the brain of the patient 2: focal
pachigiria, agenesis of the corpus callosum, asymmetric ventriculomegaly,
hypoplasia of the cerebellar worm

Puc. 2. Maenumno-pe3onancnas momoepagus 2010681020 Mo3ea nayuenma 3:
naxueupusl, azeHe3us MO30AUCINO0 MeAd, 2UNONAA3US UePEsi MO3HCEUKA

Fig. 2. Magnetic resonance imaging of the brain of the patient 3: pachigiria,
agenesis of the corpus callosum, hypoplasia of the cerebellar worm

B YIOBJICTBOPUTEILHOM COCTOSTHUN. C POKICHUS POIUTE-
JI O0paTHJIM BHUMAaHME Ha TO, UYTO peOCHOK He (DUKCHPYET
B3rsiA. Habmrogancst opTabMOIOroM ¢ AUArHO30M «I10-
paxkeHHe KOPKOBOTO OTIea 3PUTEIbHBIX ITPOBOISIITINX
yTEN».

o 4 Mec paHHEe MOTOPHOE Pa3BUTHE COOTBETCTBOBA-
J10 Bo3pacty. B 5 Mec BnepBBIe BO3HUKIINA CYIOPOXKHBIC
MMapOKCHU3MBI B BUIE TIPUIMOKHUBAHUS TyOaMU, COITPOBO-
XIaBIIMeCs runepemMueii mnia. [1pu smekTposHmedaro-
rpaduu perucTpUPOBaAIaCh MYJIBTHPETOHAIBLHAS SITHAJICTI-
TI(OpPMHAsT aKTUBHOCTh. HeOMHOKpaTHO KOHCYIBETUPOBAH
HEBPOJIOTOM, TIPOBOAIIICS ITOAO0P MPOTUBOSITIIICTITUYC-
CKOI1 TepaItiul, OTHAKO CYTOPOXHBIC TTAPOKCU3MBI YCHITH -
BaJIMCh IT0 MHTEHCUBHOCTH 1 TIPOIOJIKMTEIIBHOCTH, a TaK-
K€ CTaJIN TIOJIMMOP(MHBIMU.

B 1 rox 6 mec ipu MPT rosoBHOTo Mo3ra o0Hapyxe-
HBI TTAXUTUPUS © MUKPOTUPHS, TUTIOTUIA3USI MO30JICTOTO
TeJla ¥ 4epBs MO3KeuKa (puc. 2).

IIpu ocmotpe B 3,5 roma: OI' — 44 cMm, BeIpakeHHas
3a7epKKa IICUXOMOTOPHOTO Pa3BUTHSI, HE BCTACT, HE XOIMT,
9KCIIPECCUBHAST peYb OTCYTCTBYET, HABBIKU OIPSTHOCTU
¥ caMo00CTy>kKBaHMS He copMUpoBaHEL. [1o pesymsraram
pacIIMpeHHOTO XPOMOCOMHOTO MHUKPOMATPUIHOTO aHa-
JIN3a XpOMOCOMHOTO aucbamanca HeT. [Ipu npoBenmeHUN
CEKBCHMPOBAHUSI TIOJTHOTO 9K30Ma 3apeTUCTPUPOBAH paHee
OIMMCAHHBIA KaK MaTOTeHHBIM BapyaHT HYKJICOTUIHOM
nocienoBateabHOCTH (¢.5G>A) TUBAIA, npuBoasiuii
K 3aMeHe aMITHOKVCITOTHI BO 2-1 TTo3uitnm Oenka (p.Arg2His).
JaHHBIN BapraHT BO3HUK de novo, IOATBEPKACH Y IIPO-
0aHIa B TeTEPO3UTOTHOM COCTOSTHMY U HE BBISIBJICH Y PO-
IUTeNIeH TIPY ceKBeHMpoBaHUH 1o CaHrepy. Takrm oopasom,
y mamnueHTa OblIa TUarHOCTUPOBaHA ayTOCOMHO-IOMMU-
HaHTHas JID 3-ro tuna (OMIM: 611603).

06cyxpeHune

Mytauun B reHe TUBAIA puBOAST K IIHUPOKOMY
CIIEKTPY IOPOKOB pa3BuTuUst Mo3ra. [1poaykrom reHa siB-
JisieTcs 0eJIoK cyrepceMeiicTBa TyOyJIMHOB, aCCOLIMUPO-
BaHHBIX C MUKPOTPYOOYKAMU U MOTOPHBIMM O€JIKAMM:
KMHE3MHOM U IMHAMUHOM. DTU 0€JIKU y4acTBYIOT B IIPO-
Liecce BHYTPUKJIETOYHOrO TPAHCIIOPTA, AEACHUM KJIETOK
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¥ MUTPALINM HEIIPOHOB B SMOPHOHAIBHOM TIepHoe. Y ma-
LIMEHTOB C MyTallMSIMA OTMEYAeTCsI IITUPOKUIA CITEKTP KOpP-
TUKaJIbHBIX M CYOKOPTUKAIbHBIX MaJibhopMaiiuii. [Tomumo
KiIaccrdeckoil JID oOHapyXKMBarOTCSA pa3HbIe BapHaHTHI
TTOJIMMHUKPOTUPUH, KOPTUKAJTLHOM TUCTUIA3MHU, YITPOIICH-
HOE CTpOocHME O00pO3I M M3BWIMH, a TAKXKE TUIIOTLIA3HS
MO3X€eUKa, TUIIIIOKaMIIa, MO30JIMCTOTO Tejla, CTBOJIA MO3Ta
n 6a3anbHBIX TaHTaueB [14]. TTo manabiM D.J. Morris-
Rosendahl u coaBr. [15], kitaccnueckue TIpru3HaKU U30J1MPO-
BaHHOI1 JID ObutK omvicaHbl y 1—4 % GOIbHBIX C MyTALISIMU
B reHe TUBAIA, a B OCTaJIbHBIX CITy4astXx OTMEUAETCS coUue-
TaHWE PA3TNYHBIX ITOPOKOB Pa3BUTUS KOPHI TOJIOBHOTO
MO3ra C MaTOJIOruei ApYrux otaenos, mpudeM B 30 % ciy-
yaeB JID oOHapyXuBaeTCs TUIOILIA3HS YePBS MU TIOJTY-
mapuit Mo3xkeuka. OmHaKo B 0030pe, IPEeACTaBICHHOM
N. Heberbrand u coast. B 2019 1., B KOTOPOM CYMMHPOBaHEI
ocobeHHocT peHoTua 146 KMUBBIX 00MBHBIX U 20 TUIONOB,
Hammaue JID, xapakTepu3yIomeicst arupueil — maxurupu-
eit, oTMeueHo B 76 % ciydaes [4].

B mocienHme rogsl mpeanpMHUMAIOTCS IOITBITKY YCTa-
HOBJICHUST KIIMHUKO-TeHETHYECKNX KOPPEJISINiA, HaIpaB-
JICHHBIX Ha OTIpeieIcHre 0COOEHHOCTEM (DeHOTUTTMUECKIX
MIPOSIBIICHUI Y OOJBHBIX C Pa3HBIMM TUIIAMM MYTAaIlWiA,
HapyIIaIOMNX aMIHOKHNCIOTHYIO TIOCJIeTOBAaTEIbHOCTD
OTIEJTbHBIX TOMEHOB 0eIKOBOTO Mpoaykra reHa TUBAIA —
anbda-TyoynuHa. JaHHbIA OeOK SIBISETCS BaXXHBIM
CTPYKTYPHBIM 3JIEMEHTOM MUKPOTPYOOUEK, YIACTBYIOIITIX
B IIpoIIecce AeJICHUS KIIETOK, a TAKXKe OCYIIEeCTBIISIONINX
BHYTPUKJIETOUHBIN TpaHCHOPT Be3uKyld. M3BecTHO, 4TO
0eJI0K cOCTOUT U3 3 QYHKIIMOHATBHBIX JOMeHOB: C-KOH-
LIEBOTO, TIPOMEXYTOIHOTO M IN-KOHIIEBOTO, BBITIOJIHSIIO-
KX pa3Hble PyHKIMN. N-KOHILIeBO# JoMeH coaeput 205
aMMHOKMCJIOTHBIX OCTATKOB, BKITIOUACT HYKJICOTUICBSI3bI-
BaIOIIUI PEeTHMOH, 00ECIICUYMBAIOIINI CUHXPOHM3AIINIO
KJICTOYHOTO JIeJICHMS, a TAKKE CAWTHI CBSI3BIBAHMSI C Tya-
HO3MHTpUGOocdaTOM, 00eCIIeUNBAIOIITNE TTOCTTPAHCIISIIN -
OHHBIE MOTU(UKAIIUK OeTKa. B cTpyKType mpoMexxyTod-
HOTO JOMEeHA OOHApPYKEeH TaKCOJICBS3BIBAIOIINI PETHOH,
00ecITeuyBaIOIINi B3aMMOIEICTBIE MEXOY IMpoToduia-
MEHTaM1 MUKPOTPyOoueK. C-KOHIIEBOI TOMEH COIEPKUT
CalTHI CBSI3BIBAHUS TYOYJIMHA C IPYTUMU O€TKaMU MUKPO-
TPyOOUYEK M MOTOPHBIMM OeJTKaMI: KHHE3MHOM 1 TUHAMU -
HoM [4, 14]. [Toka3aHo, 4To 38 % Bcex MyTaLluii HapyILa-
FOT aMITHOKHCIIOTHYIO TTOCIeA0BaTeIBHOCTh C-KOHIIEBOTO
JoMeHa, mpuyeM y 13,3 % naimeHToB MyTaluy IIPUBOAM-
JIN K 3aMeHe apruHrHa B 402-M IOJI0KeHUY aMIHOKMCITOT-

HOU IeTI Ha TUCTUIVH, IIMUCTENH, JICHIIMH 1 CepUH. Y BCeX
MMAIIeHTOB ¢ TAKUMH aMUHOKVCIOTHBIMM 3aMeHaMU TIPU
MPT ronoBHOro Mmo3ra 00Hapy>K1UBaIOTCS TPU3HAKU KJlac-
cnaeckoi JID, xapakTepusyomeiicss arupueii nin Ia-
XUTHPUEH, HE OTIMYAIONIEICS OT TaKOBOU Y MAllMEHTOB
¢ mytauusamu B rede LIS1[13, 14, 16]. CxogHble 1aHHBIE
TIOJTydeHBI Y Ha0JII0JaeMOT0 HaMM MalieHTa 1 ¢ BHOBb
BBISBJICHHOM MyTaumeii p. Asp431Gly, Hapyinaronieit amu-
HOKMCJIOTHYIO TTOCJIeI0BAaTeIbHOCTh C-KOHIIEBOTO IOME-
Ha. Kak 1 y onmmcaHHBIX paHee OOJIBHBIX C aMITHOKHUCIIOT-
HBIMU 3aMeHaMi B C-KOHIIEBOM JIOMEHe, y MmaieHTa 1
ipu MPT ronoBHOro Mo3ra ooHapyxeHa JID B couetaHumn
C areHe3mei MO30JIMCTOrO Tella.

VY 2 gpyrux HaIIVX MalleHTOB BBISIBJICHBI MyTaIlUH,
HapymaoIiie aMIHOKHUCIOTHYIO ITOC/IeT0BATeIbHOCTD
N-gomeHa. Y manueHTa 2 oOHapy>XeHa reTepO3UroTHas
mytauus p. Phel38Leu B ax30He 4 reHa TUBAIA, BBISIB-
JIeHHasI BIIEPBBIE, a Y TTAlIMEeHTa 3 3apeTUCTpUpOBaHa paHee
oIrcaHHas aMUHOKMCIOTHasI 3aMeHa Arg?His. O6e muc-
CEHC-MYyTalll¥ HapyIlaJau aMAHOKUCIOTHYIO ITOCIeIOBa-
TeIBHOCTh N-KOHIIEBOTO JOMEHA, BIIMSIONIETO Ha (hOJIIMHT
Oenka.

Knanyeckue riposiBiieHNs 60JIe3HN Yy 3 HabIogaeMbIX
OOJIBHBIX OBLIM CXOTHBI M XapaKTepPU30BaAIKCH TPy0Ooii 3a-
IEePKKOH TICMXOMOTOPHOTO pa3BUTHsI, MUKpOIedanmein
¥ M3MEHEHHUSIMHU MBIIIIEYHOTO TOHYyca. OQHAKO IIPH TIPO-
BenmeHUT MPT ro10BHOro Mo3ra BBISIBJICHBI OTJINYINS KaK
B CIIEKTpE ITOPOKOB, TaK 1 B CTEIIEHU UX BHIPAXKCHHOCTH.
Tak, y matimeHnTa 1 ¢ myrauueii B rene 7TUBAIA, ipuBomsi-
el K aMAHOKHUCIOTHOM 3aMeHe B C-KOHIIEBOM TOMEHE,
OOHApYXeHbI THITMYHBIC TTPU3HAKH TeHePaTn30BaHHOi JID,
B TO BpeMsI KaK y TTAIIMEHTOB 2 M 3 ¢ MyTallMsIMU, IIPUBO-
ISIIAMA K aMUHOKHMCIOTHBIM 3aMeHaM B N-KOHIICBOM
IIOMEHE, BBISBIICH IMUPOKUIA CITEKTP ITOPOKOB TOJIOBHOTO
MO3Ta B BUJE OYaroBOM ITaxW- 1 MUKPOTUPUH, areHe3UU
MO30JIMCTOTO TeJIa ¥ TUIOILIa3UM YepBsi Mo3xeuka. [Tomy-
YeHHBIC PE3Y/IbTaThl CXOMHBI C OTIMCAHHBIMM B JIUTEPATYpeE.

BbiBOAbI

Ha ocHoBaHuM aHaIM3a KIMHUKO-TE€HETUYECKUX Xa-
PAKTEPUCTUK 3 pOCCUICKMX OONIBHBIX C MyTALUSIMU B TEHE
TUBAIA vt faHHBIX INTEPATyPhI TTOATBEPKICH IMNPOKMIA
CIIEKTP pa3/Myhii IOPOKOB Pa3BUTHS MO3ra y GOJIbBHBIX
C MyTaLMSIMU, HAPYLIAIOLIMMUA aMUHOKHUCIOTHYIO ITOCIIe-
JI0BATeJIbHOCTb PAa3HBIX OEJIKOBBIX TOMEHOB, YTO HEOOXO0-
JIMMO YYUThIBATh IPU MOCTAHOBKE AuarHo3a JID 3-ro tura.
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Pa3HooOpa3ue heHOTMNOB, CBA3AHHbBIX C reHoMm V/CP:
KNWHUYEeCKoe HabntogeHue u 063op nuteparypol

I'.E. Pynenckas, O.J1. Muponosu4, A.®@. Myprasuna, O.A. IIlaruna
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KOHTAaKThbI:

lanuHa EBreHbeBHa PyaeHckada rudenskaya@med-gen.ru

BeepeHue. TeH VCP, kogupyowmii MHOrodyHKLMOHanbHbIA 6€M10K Bano3nH, Bbi3biBaeT pAf PeAKnx ayTOCOMHO-
JOMUHAHTHbIX KIIMHNYECKNX GOPM C NO3AHMM HayaiomM 1 pa3HoO6pa3HbIMM CMMATOMaMu (MbllleyHasa anuctpodus,
B YaCTU C/lyyYaeB C BK/IOYEHMAMU B MblliLaX; KOCTHaA 6one3Hb MNepkeTa; noOHO-BMCOUYHaA AemeHUMA; 6oKoBON
ammoTpoduryeckmin cknepos; 6onee pefKkme CUMNTOMbI), COYETaHNA KOTOPbIX BaPbMPYIOT, B YHaCTHOCTY, BHyTpUCe-
MelnHo. PeAKOCTb MaToNoOrMm 1 HeobblYHOE CoYeTaHNe CMNTOMOB 3aTPYAHAIOT KNMHUYECKYIo AnarHocTMky. Mone-
KyNAPHO-TeHeTMYecKme MeTofabl HeO6XOANMbI ANA YCTaHOBNEHNA AnarHo3a.

Llenb nccnepoBaHuA — onmcatb NepPBbI POCCUNCKNIA cemenHbl cnyyai VCP-cBA3aHHOM NaToNoOrnm, ANarHocTupo-
BaHHbI METOAOM KJIMHNYECKOrO 3K30MHOI0O CEKBEHUPOBAaHWSA, MPeACcTaBUTb 0630p NUTepaTypbl O Manon3BeCcTHON
6onesHwu.

Matepuanbl n meToAbl. B pycckoii cembe ¢ 4 6051bHbIMU B 2 MOKOEHNAX 06C/iefoBaHbl 2 60bHbIX, 3 KINMHNYECKN
310POBbIX BO3MOXHbIX FeTepO3MroTHbIX HOCMTENeN 1 MaTb 60MbHbIX, He MeloLLasA prCKa HOCUTENbCTBA; NOMYyYeHbl
cBefieHnA 0 2 ymepLrx 605bHbIX. MeTofbl: KNMHWKO-TeHeanormyecknin; Buoxmmmnyeckne: onpeaeneHme KpeaTuH-
docdokmnHasbl 1 anbda-rnioKo3naasbl B KPOBU; MONEKYNAPHO-FeHETUYECKME: KNTMHUYECKOE SK30MHOe CEKBEHMPO-
BaHUe, cemenHan Bepudukauma no CaHrepy, briomHGopmaTUUecKnin aHanus.

Pesynbtatbl. Y npobaHaa 48 net u ero 6pata 50 neT ¢ npeXkHNM ArarHO30M HacneACTBEHHOW HeNponaTnm BbiABe-
Ha NMPOKCMManbHaA MbllweyHana AncTpodua c Havanom B 43-45 neT, 6bICTPbIM NPOrpPeccMpoBaHNeM 1 YMePEHHO
MOBbILEHHbIM YpPOBHEM KpeaTuHdochokmHaszbl (341-572 Ea/n). Y npobaHnpga c 45 net 6onesHb Mepyketa; 6pat B 3TOM
nnaHe He o6cnefoBaH, KMMHUYECKMX CUMNTOMOB HeT. Y 0601X HeT ABHOM AeMeHLMK (cneymanbHoe obcnefoBaHve
He nposoaunu). Tpetui 6pat ¢ 32 neT cTpagan TMANYHBIM OOKOBbIM aMUOTPOPUYECKUM CKNEPO30M, OUYEBUAHO,
B COYETaHUM C AemeHueli; ymep B 43 rofa, rofloBHOI MO3r B NPOTOKOse ayToncun He onucaH. OTew, ¢ 40 neT c Tpy-
[OM Xofun, € 43 neT C ONOPON; MHTENNIEKT, peyb, FNoTaHne He CTpafany; He obcnepoBaH: ymep B 48 net (6onesHb
cepaua?). KnnHnyeckoe sK30MHOe ceKBeHMpoBaHMe y NpobaHaa BbIABMIO B 3K30He 5 reHa VCP vacTtyio myTauuio
c.463C>T (p.Arg155Cys) B reTepo3nrotTHoM coctoaHun. MNpu cemertHoM cekBeHMpoBaHMKM no CaHrepy myTtauma
HapeHa y npobaHaa v 6paTta, a Takxe y 3[0pOoBbIX CecTpbl 36 neT, fouepm 22 neT u cbiHa 15 neTt (QoknnHuyeckas
cTaansa 6onesHn).

BbiBogbl. HabnoneHue nnnioctpupyet MHoroobpasme VCP-cBA3aHHOM NaTONOMM 1 BaXKHOCTb yyeTa B KIMHNYECKON
[ANarHoCThKe BCero crnektpa ¢peHoTMNOB. YCTaHOBNEHHbIV AMarHO3 NO3BOMAET NPOBOAUTb MeANKO-TeHeTNYeCKoe
KOHCYNbTMPOBaHKe B CEMbSX.

KnioueBble cnoBa: reH VCP, 3K30MHOe CeKBEHUPOBAHWE, YacTas MyTaLus, BHyTprCceEMeHOe pa3Hoobpasue, Mbl-
weyHas auctpodus, bonesHb MNegkeTa, 60KOBOV aMMOTPOdUUECKINI CKNepo3

Ona untnposaHua: PygeHckas ILE., MupoHosuu O.J1., MypTasuHa A.®., LLlaruHa O.A. PasHoobpa3une deHoTHMNOB,
CBA3aHHbIX C reHoM VCP: KnuHnyeckoe HabnoaeHve 1 063op nutepaTtypbl. HepBHO-MbiweyHble 6onesHmn 2021;11(1):
25-38.DOI: 10.17650/2222-8721-2021-11-1-25-38.

Diversity of VCP-related phenotypes: case report and literature review
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Background. Gene VCP encoding multifunctional protein valosin produces a number of rare autosomal dominant
late-onset disorders with multiple symptoms (muscular dystrophy with inclusion bodies in part of cases, Paget
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disease of bone, frontotemporal dementia, amyotrophic lateral sclerosis and few others) in different combinations
often varying in one family. Rare unusual phenotypes are difficult for recognition. Molecular methods facilitate
diagnostics.

Objective: to describe first Russian VCP-related familial case detected by exome sequencing and present a review
on poorly known disorder.

Materials and methods. In a Russian family with 4 patients in 2 generations 6 persons were examined: 2 patients,
3 clinically unaffected possible heterozygous carriers and patient’s mother with no genetic risk; medical information
was received about two deceased patients. Methods: clinical and genealogical; biochemical: blood creatine kinase,
alpha-glucosidase; molecular: clinical exome sequencing, Sanger familial sequencing, bioinformatical analysis.
Results. In 48-year-old proband and 50-year-old brother whose former diagnosis was hereditary neuropathy prox-
imal muscular dystrophy with onset in 43-45 years, rapid progression and moderately raised creatine kinase
(341-572 U/1) was found out. Since 45 years the proband also had Paget disease. Both brothers had no evident
dementia (neuropsychological examination was not performed). The younger brother since 32 years suffered typi-
cal amyotrophic lateral sclerosis, evidently combined with dementia, he died in 43 years being severely disabled;
brain is not described in autopsy record. The father had rapidly progressing walking difficulties since 40 years with-
out mental, speech or swallowing disturbances; he was never examined and died in 48 years of heart disease (?).
Clinical exome sequencing in the proband detected in VCP exon 5 one of common mutations c.463C>T (p.Arg155Cys)
in heterozygous state. Familial Sanger sequencing found out the mutation in him, in the brother and in clinically
unaffected 36-year-old sister, 22-year-old daughter and 15-year old son, thus diagnosing preclinical stage of the
disease.

Conclusions. The case illustrates diversity of VCP-related disorders and necessity to take into consideration all phe-
notype spectrum. DNA-confirmed diagnosis permits genetic counseling.

Key words: gene VCP, exome sequencing, common mutation, intrafamilial variability, muscular dystrophy, Paget
disease, amyotrophic lateral sclerosis

For citation: Rudenskaya G.E., Mironovich O.L., Murtazina A.F,, Shchagina O.A. Diversity of VCP-related phenotypes:
case report and literature review. Nervno-myshechnye bolezni = Neuromuscular Diseases 2021;11(1):25-38.

(In Russ.). DOI: 10.17650/2222-8721-2021-11-1-25-38

BeepeHue

Ten VCP (valosin-containing protein; BaJlo3MHCOIEpXKa-
Ui 6eJ10K; JJOKyc 9p.13.3) KommpyeT IMMUPOKO SKCIIPECCH-
PYIOIIIIACS MHOTO(YHKIIMOHATBHBIN O€JIOK BaJIO3WH, TIPH-
Hamiexamuii K ceMeiictBy AAA (ATPase associated with
various activities; AT®-acconmmpoBaHHBIE C Pa3HOOOPA3HBIM
nerictBrueM). Bamo3nH, yJacTBYIOIINMIA BO MHOTHX ITpOIIEC-
cax — OT OmoreHe3a OpraHesUl 10 YOMKBUTHH3aBUCUMOTO
MPOTEOJIN3a, BBI3BIBACT PSIZI PENKUX KIMHUYECKUX (HOpM
C ayTOCOMHO-IOMHUHAHTHBIM (A]l) Hacaea0BaHKEM, HAYAJIOM
BO B3POCJIOM BO3pacTe M MTOPakeHNEM HECKOJIBKIX CUCTEM:
MBIIIEYHOM, Pa3IMIHBIX OTAEIOB IICHTPAIBHON HEPBHOMU
CHCTEMBI, KOCTHOM, pexe — Ipyrux. Camblii 4acTbIi CUM-
IITOM — TIPOKCUMATbHAS MblieuHast nuctpodus (MI), 06o-
3HaYaeMast 110 MOP(OJIOTHIECKIM OCOOCHHOCTSIM Y 9acTH
0OJILHBIX KaK MHOITATHS ¢ BKinodeHussMYu (M B). OcHoBHOI
MIpU3HAK BOBJICYCHMSI TOJIOBHOTO MO3Ta — JIOOHO-BUCOYHAST
nemenuus (JIBI). XapaktepHo rnopaxeHre MOTOHEHPOHOB —
6okoBoit ammorpodmdeckuit ckiepo3 (BAC). CucremHast
OCTECOJIUTIYCCKAS ITATOJIOTUS KOCTel — paHHSIST 00JIe3Hb
IMemxera (BIT). Ommcansl 6os1ee peakue cumiToMbl. [Topa-
JKEHME OTHENIBHBIX CUCTEM MOXET OBITh M30JIMPOBAHHBIM,
HO OOBIYHO COYETACTCS B Pa3HBIX KOMOMHAIIMSIX, TIPHUEM
(beHOTHUITEI BapbUPYIOT BHyTpHCceMeitHO. CaMasl acTast Ho-
3osorndeckas popma — Inclusion body myopathy with early-
onset Paget disease with or without frontotemporal demen-
tia 1 (IBMPFD1), OMIM: 167320; MB ¢ paHHeii 60J1e3HbIO
IMemxera c¢/6e3 JIBJI 1 (MBILJIB/I1). HazBanue cumrator
MAaJIOyIaYHBIM U 110 3By9aHUIO, 1 TTO CYTH (MBILICUHBIC BKITIO-

YeHMsI BBISIBIISIIOT JIMILb B 35—40 % citydaeB, IpyyeM Ipy fa-
Jieko 3aieaieit 6one3nu, yactora bBIT cocraBisieT okoso
40 %, BMeCTe C TeM, €CTb U APYrie CUMIITOMBI), OMHAKO ajlb-
TepHaTUBHOE 0003HaYeHue “multisystem proteinopathy 17
(MHOTOCHCTeMHAasI TIpoTerHONAaTHs 1) HeMHMDOPMATUBHO
KJMHUYeCcKu. «Tum 1» o3HavyaeT HaJIMuKMe KpaHe peaKkux
Habmonenuii penornna MBITJIB/I, cBs3aHHOTO ¢ TeHAMU
HNRNPAI v HNRNPA2B1 (COOTBETCTBEHHO THUIIHI 2 1 3),
OHAKoO yaiie, uMest B Buny VCP-cBg3aHHYIO (hopmy, THUIT
He yka3biBaioT. VCP-accoumnmpoBaHHblii BAC nMeer coocT-
BeHHOoe ob6o3HaueHue: BAC-14 (cun.: BAC c/6e3 JIB/,
OMIM: 613954), Ho oH TecHO cBsi3aH ¢ MBILJIB/I: Bctpe-
YaeTcs B TeX 3Ke CeMBsIX, 9acTo coderaercs ¢ BI1. CioxHOCTh
HOMEHKJIATyPBI OTPaXKAET CJIOKHOCTh ITATOJIOTHH, TeEM OoJice
YTO MOSBIIIOTCS TaHHBIC O KIIMHNYECKNX BApUAHTAX U CBSI-
3u reHa VCP ¢ apyrumu 00Je3HIMU: TTapKUHCOHU3MOM,
MOJIMHEeMpOoIIaTheid, criacTndeckoii naparuterueit. VCP-cBs-
3aHHAasT TATOJIOTHSI MaJIOM3BECTHA BpayaM M, OYEBUIHO,
He Bcerna KIMMHUIECKY TUAaTHOCTUPYeTCsl. MeTOmbI BBICOKO-
IIPOM3BOINUTEIFHOTO SK30MHOTO CEKBEHMPOBAHUSI (massive
parallel sequencing, MPS) nmpuHUIMIIMAIEHO pacHIAPUIIN
BO3MOXHOCTH THATHOCTUKH, HO 1 10 nosiBiieHnst MPS psin
CJTy4aeB ¢ TIpeaBapuTeIbHBIM KIIMHIYECKIM JMArHO30M OBLT
TTONTBEPXKICH IPSIMBIM aHAJIM30M TeHa, MICHTU(DUIINPOBAH-
Horo B 2004 1. [1]. AHK-Bepudukaumss — odsg3aTeIbHOE
yCJIOBHE TTOCTAaHOBKY AuarHosa [2]. Hamn cemeliHbIin crydaii
VCP-cBsI3aHHO ITaTOJIOTUM, TMaTHOCTUPOBAHHBIN METO-
JTIOM KJIMHITYECKOTO K30MHOT'0 CEKBEHUPOBAHMS (BapHaHT
MPS), — riepBoe poccuiickoe HabIIONEHNE.
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B pycckoii cembe 1. u3 TynbcKoit 001acTH KITMHAYECKU
1 MOJICKYJISIPHO-TEHETUYECKN 00CIeIOBaHBI 5 4eIOBEK
15—50 neT: 2 60JBHBIX U 3 KIIMHUYECKU 3TOPOBBIX — BO3-
MOXKHBIX TeTepO3UTOTHRIX HocuTeneit; B JIHK-mmarnocTu-
K€ yJacTBOBaJIa TaKXKe 73-JICTHSIS 3010pOBasi MaTh OOJIbHBIX,
He MMEIOIIast prucka (POICTBEHHUKOB M3 HEOTSTOIICHHOM
BETBU ceMei IpuBJeKaloT K ceMeitHomy JIHK -ananuzy aist
OIICHKM CBSI31 HAWICHHOW MyTaIlvK/BapruaHTa ¢ 00JIe3HBIO).
IMomygeHb! KIIMHNYIECKUE CBEIEHMS O 2 YMEPIINX OOJIBHBIX.

MeTonpl: KIIMHUKO-TeHEaIOTMICCKUI; OMOXUMUIECKIE:
ompeleeHre aTb(ha-IIOKO3MIA3EI B CYXOM IISITHE KPOBH, OTIpe-
nenenne kpearnHdochokmHazel (KPK) B ceiBopoTKEe; MoJIe-
KYJSIPHO-TeHETHIECKIE: KIIMHITIECKOE SK30MHOE CEKBEHUPO-
BaHUe C MOCIIEAYIONIEH ceMeltHoi BeprdurKaiyeit o CaHrepy.

Ananu3 JJHK mpoGanga mpoBeaeH Ha CeKBEHATOPE
IlluminaNextSeq 500 MeTogOM ITAapHO-KOHIIEBOTO YTEHUS
(2 x 75 11. 0.). 17151 Ipo0OOIIOATOTOBKM OBLJIa MCITOJIB30BaHA
METOJIMKA CeJIeKTUBHOro 3axBara yuyactkoB JIHK, otHocs-
LIMXCS K KOAUPYIOLIUM 00J1acTsIM 6640 reHOB, OIMCAHHBIX
Ha JaHHBIIT MOMEHT KaK KJIMHWYECKH 3HAYMMBIC (Habop
SeqCap EZ HyperCap Workflow). [ Ha3BaHMST BBISIB-
JICHHBIX BApUAHTOB MCIIOJIb30BaIaCh HOMEHKJIATypa, TIpe-
cTaBJIeHHasI Ha caifre http://varnomen.hgvs.org/recommen-
dations/DNA [3].

O06paboTKa TaHHBIX CEKBEHNUPOBAHMS IIPOBEIICHA C MC-
MTOJIb30BaHMIEM aBTOMATU3MPOBAHHOTO aJITOPUTMA, BKITIO-
YaoIIero BRIpaBHMBAHME MPOYTCHUI Ha pedepeHCHYIO
MOCJIeA0BaTeIFHOCTb reHoMa denoBeka (hgl9), mocTpo-
LIECCHHT BBIpAaBHUBAHMS, BEIIBICHIE BAPUAHTOB U (DUITh-
Tpalllio BapHaHTOB IO KAaYECTBY, a TaKXKe aHHOTAIINIO
BBISIBJICHHBIX BAPMAHTOB ITO0 BCEM M3BECTHBIM TPAHCKPUII-
TaM Kaxmoro TeHa u3 6a3el RefSeq ¢ mpumeHenuem psima
METOHOB TIpelncKa3aHus maTtoreHHocTH 3ameH (SIFT,
PolyPhen2-HDIV, PolyPhen2-HVAR, MutationTaster,
LRT) 1 MeTomoB pacueTra 3BOJIIOIIMOHHON KOHCEPBAaTUB-
HoctH mo3unuii (PhyloP, PhastCons). 17151 OIIeHKHM TTOITy-
JISIITMOHHBIX YaCTOT BBISBIICHHBIX BAPUAHTOB MCIIOIb30Ba-
Ha 0a3a Genome Aggregation Database [4]. g olleHKHT
MMAaTOTEHHOCTH BBISIBJICHHBIX ITPY 3K30MHOM CEKBEHUPO-
BaHUW BapHaHTOB OBbLI IIPOBEACH aHAIN3 CeTperaiui B ce-
MBE METOIOM TIPSIMOTO aBTOMATHYECKOTO CEKBEHUPOBAHUS
mo Canrepy. B KauecTBe MaTpHUIIbI TSI IIPOBEICHMS CEK-
BEHMPOBAHUS MCIIOJIB30BAIM (DPArMEHTHI, ITOJIydeHHBIC
TOCJIe TIPOBEACHUS OJIMMEPAa3HOM LIEITHOM peaKIInu. AB-
TOMaTHYeCKOe CEKBEHUPOBAHNE BBITIOJIHSIIIOCH COTJIACHO
MPOTOKOIY (pUPMBI-TIpon3BoaUTEN Ha Tprodope ABIPrism
3100 (Applied Biosystems). OnieHKa ITaTOreHHOCTH U TIPH-
YUHHOCTH TeHeTUIECKNX BapHAHTOB BBITIOJHSIIIOCH B CO-
OTBETCTBUU C MEXXIYHAPOTHBIMUA PEKOMEHIAIIASIMU 10 MH-
TeprpeTaly JAaHHBIX, ITOJy4YeHHBIX MeTomamu MPS [5].

Pe3synbrathbl

PopocnoBHas cembu [l. mpeacrasiaeHa Ha puc. 1.

IIpo6ann 48 net (I11-2 Ha puc. 1), maBamun 111 rpyrimsr,
obpaTuiicd B KoHcyanbTaTuBHOE oTaeneHne ®I'BHY «Me-

1 2
| —O
c[=][=]
1 2 3 4 5
c.[463C>T];[£T' c.[463C>TI[=] c.[463]C>TIi[=]

3 4 5
1]

c[463C>TL[=]  c[463C>TI[=]

Puc. 1. Podocrosnas cemwu /1. Ilpoband I1-2 0603nauer cmpeakoii. Yeproim
ueemom 0003HaueHbl 601bHbIE UACHBL CeMbU; OeNbIM — KAUHUHECKU 300pogble
uneHbl ceMbll; hueypsl ¢ MOUKOl — 6ecCUMNMOMHbIE HA MOMEHM OCMOMpPA
Hocumeau namoeenHozo eapuarnma c.463C>T (p.Argl155Cys) eena VCP;
nepeuepKHymole @ueypbl — ymepuiue 4aeHvl cembl; | — AuuHo ocMompenHbvie
unenvl cemvu. lenomunst 60a6HbIX o eapuanmy c.463C>T (p.Arg155Cys)
eena VCP npedcmaeaensl nod coomeemcemayoueii pueypoii

Fig. 1. Genealogy of the family D. Proband I1-2 is indicated by an arrow.
Black color indicates affected family members; white color indicates clinically
healthy family members; figures with a dot are asymptomatic carriers of the pa-

thogenic variant c.463C>T (p.Arg155Cys) of the VCP gene at the time of

examination; crossed figures — deceased members of the family; | —
clinically examined members of the family. Genotypes of patients with
variant c.463C>T (p.Arg155Cys) of the VCP gene are presented under the
corresponding figure

NUKO-TEHETUYECKUIA HAYYHBIM LIEHTp WM. akKaaeMuKa
H.I1. BoukoBa» (MI'HII) ¢ xxamobamu Ha c1aboCTh PyK
1 HOT, TPYIHOCTh XOABOBI, KOCTHBIC 00/ (IT0O3BOHOYHUK,
TJIe9eBO TTosIc, Ta3). HampasiieH TeHeTUKOM C TMarHO30M
«HACJIEICTBEHHAsA MOTOPHO-CEHCOpHAsT HEWpoIaTus»
(HMCH), Tak KaKk 3TOT DMarHO3 yCTaHOBJICH y OpaTta
50 siet. C1abocTh HOT ¥ TPYAHOCTH XOIbObI ObLUIN Y OTLIA,
yMepiero B 48 net. Mimammmii 6pat crpagan BAC, ymep
B 43 roga. bosee momHbIe maHHBIE O 00JIE3HU POACTBEH-
HUKOB cM. HIKe. CecTphl 1 ety 310poBbl. [IpobaHn B Te-
YeHHUeE 5 JIeT OIIYIIACT CIA00CTh PYK 1 HOT, TTOXYIEHHE PYK;
SIBHOE TIPOTPECCUPOBAHNE B ITOCIEAHNE 2 TOIA, C TPYIOM
CITpaBJIsIeTCA C pabOTO (BOAUTEN), B TCUCHHE IO XOIUT
C TPOCTBIO, OCOOCHHO 3aTPYIHEH IMOIbEM 10 JIECTHUIIE,
IIpY MMAICHUSIX HE MOXET BCTaTh 0€3 OITOPHI, «BBITISITHIICS
XXWBOT, KaK y OpaTta». KapaumomMuonatum HeT. YpOBEHb
K®K ymepenHo nosbiieH: 468 Ex/n (omHOKpaTHOE UC-
cjenoBaHue). B 3akimoueHNH 11O 3JIeKTPOHEHPOMUOTrpa-
dum (DHMT') ykazaHa akcoHajabHasI MMOJMHEUPOIIATH,
OTHAKO HETOJIHBIE JaHHBIC (0€3 WToJIb9aToOro MCCIemno-
BaHWS) HE IMO3BOJISTIOT TOCTOBEPHO OIPEICIUTh YPOBEHD
nopaxkeHusi. KoctHele 60 6ecrmokosT 2—3 roja; mpu
peHTreHorpachuy BBISBUIN MHOXECTBEHHBIC N3MEHCHMS
B KOCTHOHM TKaHU: YYACTKM YIJIOTHCHUS C O9araMu Jie-
CTpyKInH (puc. 2), mpoBomii guddepeHInaTbHbIN T1-
arHo3 ¢ MeTacTa3aM{d OHKOJOTHMYECKOTO 3a00JIeBaHMUS
HEyCTaHOBJICHHOW TIEPBUIHO JIOKAIM3AIINN, MAEJIOMHOM
00JIC3HBIO, IPYTUMH 00JIC3HSIMI KPOBH. B pe3ynsrare Kom-
IJIEKCHOTO 00CIIeMIOBAaHMS, BKITIOYABIIETO KOMITBIOTEPHYIO
ToMorpaduio, MarHUTHO-PE30HAHCHYIO TOMOTpaduIo
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Puc. 2. Komnsiomepras momoepagus kocmeii maza npobanoa: ausyaiusupyomes MHOJMCECMEeHHble 04acl 0CMeockAepo3a U 0ecmpyKyuu KOCmHOU MKaHu

Fig. 2. Computed tomography of proband’s pelvic demonstrates multiple areas of lucency and sclerosis of the bones

(MPT), cuuATUTpadhUIO U TEHCUTOMETPHUIO CKeJleTa, TI0-
BTOPHBIC UCCICIOBAHMS TEMOTPAMM, MUEJIOTPAMM, UMMY-
HOTpaMM, OHKOMAapKepoB, COACPKaHMST B KPOBH IICIOUHOM
docdatazser (IIID), 371eKTPOIUTOB, BATAMIUHOB, THATHO-
crtupoBaHa BII ¢ pacipocTpaHeHHBIM KOCTHO-CYCTaBHBIM
ropaxxeHneM. HabmogaeTcss peBMaToJI0TOM; TIpHU JICYCHU T
oucdocdoraTamMu 0011 YMEHBIIIACH, HOPMAJTM30BAJICST
ypoBeHb 1M — 0CHOBHOr0 OMOXMMHUYECKOTO TTOKA3aTEeIs
BIT: mo neuenust — 208—220 Ex/n (Hopma 40—130 En /i),
yepe3 ron — 72 En/n. Ctpamaet TakKe caxapHbIM THa0eTOM
2-T0 THIIA, apTePUATEHOM TMIIepTeH3MEH, TacTpUTOM. B He-
BPOJIOTUYECKOM cTaTyce: QYHKIMU YepeITHBIX HEPBOB
B HOpMeE; TMIIOTPOUS MBITIII] TUIEYEBOTO TOSICa, TIPOKCH -
MaJIbHas c1a00cTh pyK (mogbem <90°), yerkast crabocTb
kucteit D >S (ObUT TIepestoM IpaBoii KMCTH ), TUTIEPIIOPI03
TTOSICHUYIHOTO OTJIEJIa, BRICTYIIAIOIINI KIUBOT, aMHOTPODIHI
HOT HET, YMEPEHHO BBICOKHIT CBOJI CTOIT, CHJIa HOT CHITKE-
Ha muddy3Ho S >D, He XomUT Ha HOCKaX M MSITKAX, MHO-
IMaTU4IeCKre MMPUEMBI, TTOXOIKAa MHUOIIAaTO-TIapeTHIecKast
¢ TIpeobIagaHueM MHOTATUISCKOTO KOMITOHEHTa, aped-
JIEKCHSI PYK ¥ HOT, MUOTOHUST HE BBISIBIISICTCS, YYBCTBUTEIIh-
HOCTb COXpaHHA, TPEMOP PYK IIPH CTAaTHIECCKOM HaIlpsKe-
HUU, peub, MHTCJUICKT He HApYIICHBHI.

Hecmotpst Ha mmarno3 HMCH y 6para (co citoB), Kap-
TuHa 0OJIe3HU yKa3bIBaja Ha Mo3gHI0 MJI, BeposiTHO,
AJl. Mn1 He cpa3y cBsi3anu M/I y mpob6anga ¢ BI1, a Takke
¢ BAC y ymepirero 6pata. KiimHndecku NCKITIOYMITA MUO-
TOHWYeCKYIo qucTpodwuio Tumnos 1 u 2, M1 JTanny3n—/le-
xepuHa, AJI MJ] ODmepu—/Ipeiidyca. Tak Kak 60y1e3Hb
OTIIa MOTJIa UMETh IPYroe MPOUCXOXICHNE U He NUCKITIO-
YaJioch ayTOCOMHO-pelieccuBHoe (AP) HaciaemoBaHme,
B JJabopaTOpMH HACJIEACTBEHHBIX 00JIe3HE oOMeHa Be-
mects MI'HII sH3MMOIMArHOCTUKOM NCKITFOUMIIN TTO3AHIO
6osie3Hb [loMmne Kak uMeolLyo crelu@UuuHOe JIEYEHHE.
Ompenenex ypoBeHb KDK: 572 En/n. [1ocme nmarHocTige-
CKOTO MOKMCKa BhICOKOBEPOSITHBIM cTai nuarHo3 MBITJIB/I.

TTockonbKy cekBeHMpoBaHue reHa VCP pytunao B MTTHI
He npoBoautcs, st JHK-auarHocTMky MCIioyib30Bain
KIMHAYECKOEe 3K30MHOE CEKBEHMPOBAHNE, BHISIBHUBIIECE
B 9K30He 5 reHa VCP reTepo3uroTHYI0 MUCCEHC-MYTaIlAIO
¢.463C>T (p.Argl155Cys), HEOTHOKPATHO OMMCAHHYIO pa-
Hee [1, 6—11]. Bropas Haxonka nmpu MPS — He onmcaHHbIN
KaK ITaTOTeHHBIN TeTePO3UTOTHHIN BapuaHT B reHe FBN [
(omHOM 13 CBSI3aHHBIX ¢ CHHAPOMOM MapdaHa) — paciie-
HEeHa KaK IMarHOCTUYECKN He3HAIMMasl.

ITocne aToro odcnenoBaHa ceMbsi: 00JbHOM OpaT, KJIM-
HUYECKU 3I0POBHIC 10Yb, CBIH 1 OHA U3 cecTep (BTOpast
OTKa3aJlach OT 00cjieIoBaHMA); B Bepudukamuu mo CaH-
repy y4acTBOBaJIa MaTh.

Bpar npo6anaa 50 net (I1-1 Ha puc. 1) B 43 rona nepe-
HeC HeTsoKeJloe HapyIIeHe MO3TOBOTO KPOBOOOPAIIICHMS
C TIOJTHBIM BOCCTaHOBJICHHEM, TIPOAOJIKAJ pabOTaTh BOIM-
TeneM. Yepes HEKOTOpoe BpeMsI CTajl IIOABOJIaKUBATh Jie-
BYIO CTOITY (3aMETUJIM OKPYKAIOIIKeE), TIPUCOCTNHIIIACH
C71a00CTh IIPaBOI HOTU, OECITOKOMIIN ITOSICHUIHEIE OOJIH.
B 47 net moBTOpHOE HapYyIIIEHNE MO3TOBOIO KPOBOOOpa-
meHust. C1aboCcTh HOT M TPYTHOCTH XOIBOBI HapacTalH,
TOSIBIJIMCH C1a00CTh M TIOXYACHHWE PYK BOCXOISIIIETO Xa-
pakrepa. C 47 net uaBamuz 11 rpymms! (¢ 49 net 6eccpoyHo).
CocTostHE TsKennee, 4eM y mpobaHaa. XOOUT ¢ TPYIOM
Taxke ¢ XOMyHKaMu, IMPW MaIeHNHU He MOXET BCTaTh, U3
TTOJIOXKEHUS JIeXKA CAINTCSA MEUIEHHO, C TIOBOPOTOM Ha 0OOK,
ynopoM pyk. [l1oTaHme He HapyIIeHO, OBIBAlIOT KOPOTKHUE
SIM30MIBI «BPOJE OTPHLKKI», He CBI3aHHEIe ¢ enoii. CTpama-
et aprepuanpHoii runeprer3ueil. KOK panee He onpemesi-
jm. B 3akmouennn o DHMI mopakeHne XxapakTepu3yeTcst
KaK TeHepaIM30BaHHOE aKCOHATBHO-IEMUETMHAZUPYIOIIEe,
OYEBUIHO, B CBSI3M CO CHIDKCHUEM aMILTATYIBI MOTOPHBIX
OTBETOB Npu cTuMyJsiunonHoi DHMI. OgHako rmpoaHa-
JIM3VPOBAHHBIN HAMU MPOTOKOJ uroiabdatoit YHMI mo-
KazaJI, YTO0 UMeeT MECTO MUOTCHHBIN IPOILIeCC: CHIDKCHUE
CpemHEeW ITUTEIBPHOCTH MOTEHIIMAJNIOB IBUTATEIbHBIX
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€IWHUII B IS ITOBUIHON MBIIIIIIE, YBETMYCHIE YMCIIA TI0-
JMda3HBIX MOTCHIINAIOB ABUTATeIBHBIX SIUHUII A0 35—
55 %; 3aperucTpupoBaHa eIMHUYHAS CIIOHTAHHAS AKTUB-
HOCTB; UTO KacaeTcsl CHIMKEHUS aMIUIUTYI MOTOPHBIX
OTBETOB, OHO MOXET OBITh M MPU MEPBUYHO MBIIIICIHOM
Tporiecce; NCKITIOYeHO HelipoHaIbHOE TTopaxXeHne. Komirb-
[oTepHast ToMorpadusi TOJIOBHOTO MO3Ta: MOCTUIIIEMHUYE -
CKasl JaKyHapHas KACTa JICBOTO MOJIYIIapus MO3XKedKa.
MPT 1meitHoro, rpyagHoOro, MosiCHUYHO-KPEeCTLIOBOTO OT-
IIeJIOB TT03BOHOYHMKA: BBIPAXKCHHBIM 0CcTeoXOoHApo3. 1o
MECTY XKUTEJIbCTBA ¥ B OJHOM M3 BEAYIIIUX HEBPOJIOTHYEC-
CKMX yupexneHnii Mocksbel nguaraHoctuposaim HMCH.
OcMOTp: BRIpaXXeHHBIN (DOJTUKYJISIPHBIA TUIIEPKEPaTo3
PYK ¥ TYJIOBUIIA; B HEBPOJIOTUYECKOM CTaTyCe: (DYHKIIMST
YeperHbIX HEPBOB B HOPME; ITATOJIOTMYECKAst OCAHKA: OITy-
IIEHBI TUIEYN, YCUJICH TPYyIHOMN K103, TUIIePIOpa03 M0~
SICHUIHOTO OTIEJIa, BRICTYHAIOIINH «JIATYIIAY1if» KUBOT;
¢opMa cTor 0OBIYHAS; CJIeTKa CHIDKEHA CHJIa pa3rudaTesiein
IIIeH, BEIpaXXKeHHAs TeHepaJIn30BaHHAS MUOITATHS C aMH-
oTpodueii: B pyKax 00JIbIIIe TPOKCHUMAaIbHAS (TTOIbeM PyK
Ha 35—40°), B HOrax — qucTaibHasT; peICKCHI C PyK 1 HOT
CHIDKEHBI/ OTCYTCTBYIOT; IIMaHO3 U 3I0KOCTh HOT, O0BEK-
THBHO YyBCTBUTEIIBHOCTH B HOPME; KOOPIUHAIIUS (IIOCTYII-
Hasl OLIeHKe) M pedyb He HapYIICHBI;, ITOXOIKa MHOIIATO-
mapeTndeckass ¢ IpeodIamaHUEM MHUOITATHYESCKOTO
KOMIIOHEHTa, IBYCTOPOHHE! OMNOpOii; MHTEJUICKT HEBbI-
COKMiT 0e3 SIBHBIX IMPU3HAKOB IEMEHIIMHN (CIIeIMaIbHOe
o0ciemoBaHMe He IIPOBOIMIIN). BEISIBICHO JIeTKOE TIOBBI-
meHue ypoBHst KOK: 341 Ex /.

VY 22-netneit nouepn npodanga (I111-1 va puc. 1) equn-
CTBEHHas Xajroba — 3510KOCThb PYK; IIPU OCMOTPE: YMEPEH-
HO BBICOKMIT CBOJI CTOII, KOJICHHBIC pe(IeKCHI OKMBJICHEI,
MMOJTUKWMHETUYHBI; IPYTUX N3MeHEeHUI He HaineHo. ChiH
npodanaa 15 net (I11-2 Ha puc. 1) B cBsi3u ¢ 0cOOBIM xa-
paKkTepOM y4IeOBI PETYISIPHO IIPOXOIUT METUILIMHCKHE OC-
MOTPBI; Xajj00 HeT, U3MEHEHMIT B CTaTyCe HE BBISIBJICHO.
Cecrtpa npodanaa 36 siet (I11-5 Ha puc. 1) mOBTOpHO ome-
pHpOBaHa IO TTOBOAY BPOXIECHHOTO ITOPOKa Cepalia; He-
BPOJIOTHUYECKUX KajI00 HET; TP OCMOTpE: BEIpaXKeHHbBIC
KOXXHBIE CTPUH, KPYITHOOYArOBasl, IIOUYTH CJIMBHAsI 6arpo-
Basl TUTIEPITUTMEHTAIIMST MOJIOYHBIX 3KeJie3 0e3 IpU3HAaKOB
BOCTIAJICHUST; IEPMATOJIOTHICCKII qrarHo3? B HeBpoJo-
TUIECKOM CTaTyce: OKMBJICHBI KOJICHHBIE pedIeKChI, B OC-
TaJTbHOM HOpMa.

ITpu cemeitnoit Bepudukamm mo CaHTepy (CeKBEHM-
poBaHUe 3k30Ha 5 reHa VCP) mytaums p.Argl55Cys mmoz-
TBepXIeHa y Ipo0aHIa, HaliieHa y OpaTa, CeCTphI, Jo9epH,
chIiHa 1 uckimodeHa y marepu (I-1). Takum obpaszom, mmom-
tBepxkaeH nuario3 MBITJIB/I y npo6anaa u 6parta. Io-
BTOPHBIC HAPYIIIEHHMST MO3TOBOTO KpOBOOOpaIlieHHs Ha (ho-
He apTepualbHO TUIIEPTEH3WM y OpaTa paclieHEeHBI
KaK He3aBUCHUMBIE. To K€ OTHOCUTCS K KOXKHOM TTaTOJIOTUN
y O6para u cectpsl. [IpobaHay peKOMeHIOBaHO N3MEHEHHME
TPYIITEl MTHBAIMIHOCTH, OpaTy — o0cieoBaHME Ha IIpe-
meT Bo3MoxkHOI BII. Y gereit u cectpnl npobaHma guar-
HOCTMPOBaHA NOKIIMHUYECKAsI CTaaus (MeHee BEPOSITHO —

cyokntuHudeckass ¢opma) VCP-cBsI3aHHOI 0OJIE3HU,
npeackasaTh Oyaylliee TeueHue KOTOPO HEBO3MOXKHO.
Houepu u cectpe pekoMeHnoBaHbl onpeneneHne KOK
n DHMI, pa3bsacHeHBI pUCK JJI TOTOMCTBA M BO3MOX-
HOCTh TOponoBoit/monmrimaHTarnonHon JIHK-nmarao-
ctuku. [1o MOpaabHO-3THYECKUM COOOPAXKEHUSIM MBI
HE YKa3aJli B 3aKTIOYCHUSIX M Oecemax ¢ ceMbeil BeposIT-
HocTb JIBJI (He cTosb BeicoKylo). Habmonaronye 601bHbIX
BpayM MOTYT MOJYYUTb CBEACHMS O O0JIE3HU U3 IUTEPATY-
PBI, IPX HEOOXOMMMOCTH CBA3aThCS C HAMU.

OT pOICTBEHHUKOB ITOJIy4eHBI CBEICHUS 00 YMEPIITX
oTLe 1 Opare.

Y otna npo6anga (I-1 Ha puc. 1), mo 6oe3Hu pado-
TaBIIETO IUIOTHUKOM, TPYTHOCTU XOIBOBI MOSBUINUCH
B 40 neT, ¢ 43 net o1 MHBamUAoM Il rpynmbl, xomun
C OIIOPOIi C TPYIOM, BOBJICUCHUSI PYK OJIM3KIE HE 3aMe-
Yajid; CUJIBHO TIOXYIEIT; pedb, TJI0TaHUE HEe HapYIIIINCH;
IMaMsITh, BOCIIPUATUE HE YXYAIIMINCH; HE 00CIemOBaH,
IMaTHO3 HeU3BeCTeH, yMep B 48 jtet (001e3Hb cepnma?).

MenuimHCKIEe TOKYMEHTHI Miiaamero opara (11-3 Ha
puc. 1) B cembe He coxpaHmauch. C cormacus poiaCcTBEeH-
HUKOB MBI 3aIIPOCIIIM U OTICPATUBHO TTOTYIMIIN TOKYMEH-
Tbl U3 TyJabCKOM TOPOACKON KJIMHUYECKON OOJIbHUIIBI
CKOPOM TTOMOIIIH, TAe 60J1bHOM yMep. CYMMUPOBaHEI CBE-
JIEHUs OT POACTBEHHUKOB U M3 NOKYMEHTOB. bbu1 pas-
HOpabo4MM, CEMBH HEe UMEJT, 3JI0YIIOTPEOIISIT aJTKOTOJIEM;
0oJIe3Hb TIPOSIBUJIACH B 32 roma: caaboCTh, HaUaBIIASCS
C TajIblia pyKH, CTajla TeHepaaIn30BaHHOM, OOJIBIIIE BEIpa-
KEHHOM B pyKax, 4eM B HOTax; OBICTPO HAPYIIINCH PeIb
U TJI0TaHue, pe3ko noxyaen. [Ipu SHMI BeissBrim Heit-
pPOHAJIbHBIN ypoBeHb NopaxkeHust, npu MPT roaoBHoro
MO3ra — YMEpPEHHYIO aTpoduio IMOTyIIapuii MO3KeUKa.
BAC mmarHoctupoBanu B 35 net B HayuHoM 1ieHTpe He-
BpOJIOTUM (TOKYMEHTHI OTTYIa OKa3aJINCh HEIOCTYITHHI),
B JaJIbHEUIIIEM HAOJIIOMAJICS IO MECTY KUTEIbCTBA, OBLI
nHBamUaoM I rpymmsl. bone3Hb nmporpeccuposaia, B o-
ciemHUe 2 Toma XW3HU He Xoauil. M3 BRIIMCKH 3a 8 Mec
1o cMeptu: nuarHo3: BAC, 6ynpbocninHanbHas opma.
IpyOsle HapymIeHUS pedn, TJI0TaHUS; BRIpAXKEHHBIN CMe-
IIAHHBIN TeTpamnapes, OOJIbIIIe TUCTANIBHBIN, C TPYOOil aMu-
oTpodueit, c1aboCcTh MBIIII 1Ien (CBUCAIOIIAST TOJIOBA),
HU3KUI ypOBEHb OBITOBOW U COLMANbHOW aKTHBHOCTU
(TpebyeTcsl TTOCTOSTHHAS ITOMOIIb TP TEPEABIKCHIH,
IIpreMe TTUIIN U JIeKapCTB, TT0JIb30BaHNUN TYaJIeTOM), 3Ha-
YUTEJIbHOE CY;KeHMEe KpyTa o0IieHrs 1 nHTepecoB. [1pu oc-
MOTpE: MIOHMKEHHOTO IMUTAHUSI, ThIXaHWE B HUKHHUX OT-
Ielrax JISTKUX Pe3KO OCIabIeHO; B HEBPOJIOTHICCKOM
cTaTyce: IaMsATh, BHUMaHUE, KPUTUKA CHYKEHBI, TP ITPO-
BepKe MaMsTH BOCIIPOU3BOAUT 3 U3 MPEIUIOKEHHBIX CIIOB;
dacuuKyIIIuy SI36IKa; TUCGHOHMS, TUCGharus, TTIOTOYHBIC
pedIIeKCH BRICOKHE, HeOHBIE TY>KKH CBUCAIOT; TOJI0BA CBH-
caeT, MBIIIIeYHBII TOHYC CHIDKEH, Tpy0ast nuddy3Hast aTpo-
¢usT MBI JTAIA, W, TJICIeBOTO M Ta30BOTO ITOSICOB,
KOHEYHOCTE; mechopMalms CTOII IO TUITY (ppUIpeiixo-
BBIX, BBIPAXKECHHBIN ITPOKCUMAIBHBIN 1 TPYOBIil TUCTATh-
HBII TeTpamape3; He CTOUT 0e3 IMOIIepXKU, He XOIUT,
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CaMOCTOSITETbHO CaTUTCS M CUANT; pedIIEKCH ¢ pyK 1 HOT
KWBBIE, ITATOJIOTHIECKMX PehJICKCOB HET; ITOBEPXHOCTHASI
1 TJIy0OKasi YyBCTBUTEILHOCTh HE HAPYIICHBI; Ta30BHIC
(GYHKUMHU B HOpME; (PACUMKYISLIMUA MBIIIILL TJIEYEBOTO MO-
sgcau 6enep. B 43 roga Ha (poHe TTHEBMOHMHU U HapacTalo-
IIeH TBIXaTeIbHOI HEeIOCTATOTYHOCTH TOCITMTAIM3NPOBAH
B OTIEJICHNE peaHNMAalINH, TIepeBeIeH Ha MCKYCCTBEHHYIO
BEHTWISILIMIO JISTKUX, yMep depe3 cyTKH. [laTomoroanaro-
MMWYECKHUI AWATHO3: 00JIE3Hb IBUTATEIBHOTO HEMPOHA:
BAC c Tetrpanape3om, Oynb0apHBIMU pacCTPOCTBAMMU,
aMrOTPO(PUIESCKUM CHHAPOMOM (KITMHUYICCKI), HeTeHEe-
PaTUBHBIMHA U3MEHEHUSIMU CTBOJIA MO3Ta M IIEHHO-TPYI-
HOTO OT/IeJIa CHUHHOTO MO3Ta (TUCTOJIOTUIECKH); OCIIOXK-
HEeHMsI OCHOBHOTO 3a00JieBaHUS: TUITOCTAaTHYECKAS
ITHEBMOHMSI, 0€JTKOBO-3HEepreTHIecKast HeI0CTaTOYHOCTb.
IIpuumHa cMepTU: a) TUIOCTaTU4YeCcKasi THEBMOHMUS; 0)
00JIe3Hb IBUTATEILHOTO HelipoHa. JIaHHBIX O COCTOSTHUU
TOJIOBHOTO MO3Ta B IIPOTOKOJIC ayTOIICUU HET.

Takum obpazom, y oTua, 1Mo onucaHuio, oouia M —
ocHoBHo¥ cumrnitom MBITJIB/I, npyrue npu3Haku MOTJIU
MPOSIBUTHCS TTO3Ke JINO0 oTcyTcTBOBaTh. BAC y Mitajlie-
ro Opara — Ipyroi peHOTUI ceMeitHOI OO0JIe3HM; BhIpa-
KEeHHBIC MHTEJIJICKTYaIbHO-MHECTHIECKIE HAPYIIICHMUS,
HeturmuHble 11 BAC, 1 atpodust Mo3kedka HaCTOpaK-
BaloT B oTHomieHun VCP-cBs3anHoi JIBI, xoTs misg Hee
TUIITIHO OoJIee TTO3MHee HavajIo (CM. HIDKEe OOCYKIEHME).

Cembs [I. IeMOHCTPUPYET HECKOIBKO (PEHOTHUIIIYEC-
ckux BapuaHToB VCP-cBsa3annHoi natoinoruu: MBITJIB/],
¢ muarHoctrpoBaHHoM BIT 1 6e3 ssBHOIM (HO HE NCKITIOYEeH-
Hoif) BITy obcnenoBaHHbIX OpaTheB; oueBUAHO, M/l y oTLA;
BAC (Bo3moxHo, ¢ JIB/I) y ymepiero opata. JIoKITUHN-
YeCKUe CTaaNu 00JIe3HN Y 3 YICHOB CEMbH MOTYT Pa3BUTh-
cd B 10001 (heHOTHII.

06cyxpeHue

VCP-cBsi3aHHAsI TTATOJIOTHS SIBJISICTCS] PEIKOM, pacIpo-
CTPaHEHHOCTh HE YCTAaHOBJICHA; B aHTJIUIICKOM HCCIIEI0-
BaHWUM €¢ JacTOTa OLICHWBAETCSA MPUMEPHO Kak 1 ciydaid
Ha 300 TBIC. YeJIOBEK, HO MCCIeAOBaHNE HE SIBIISICTCS T10-
ITYJISIIMOHHBIM;; TaK KaK 9acTh CJIydaeB, OUEBUIHO, HE BbI-
SIBJIICTCSI, ICTUHHASI PaCIPOCTPAaHEHHOCTh MOXET OBITh
BhIIIe [2]. HecMoTpst Ha peaKocTh, HAKOITIEH MaTepHal, 9To
ITO3BOJISIET XapaKTepPU30BaTh CUMIITOMBI, UX pa3HOOOpase
u couetanusi. CooTHolreHUe 1ooB mpu VCP-niaToIornu
B 1IEJIOM U €€ OTIEIbHBIX IIPU3HAKaX paBHOE (XOTS CIIopa-
nnaeckue BITu BAC gaiie Bctpevatores y Mmy>kuuH; JIBJT
Tak>Ke 60JIbllIe MoABEPXKEHbI My>kKuuHbI). [TpuBeneM kpat-
KMe XapaKTepUCTUKM OCHOBHBIX cumnToMoB M BITJIB/I.

Mbmmeynast quctpodus (MB), nverorasicst moutu y Bcex
OOJIBHBIX € 3TOM (pOpMOI1, HAUMHAETCS B CpEIHEM B Hava-
e 5-ro gecaruietus: (pasdopoc 25—60 jeT) u cxomHa
¢ mo3gHe# mosicHokoHeuHocTHOI (ITK) M, 1.e. mpe-
o0JragaeT MpoKCUMaIbHasl CJIab0CTh; OMHAKO IT0 Mepe Te-
YEeHUSI 9aCTO BOBJIEKAIOTCS MMCTAJIbHBIC MBIIIIIBI, M/]
IMproOpeTaeT reHepaIM30BaHHBIN XapakTep (KakK Imopaxe-
HHE HOT y 000uX 00ciIenoBaHHBIX OpaTheB /1.), a B OTIETb-

HBIX CIyJasix M3HAYaJIbHO MMEeT MECTO AUcTaiabHass M/I
[12]. MuanTtust HexapakTepHa. YpoBeHb KDK MoxeT ObITh
HOpPMaJIbHBIM, Yallle YMEPECHHO MOBHIIIEH (KaK y TeX Xe
Hammmx 001pHBIX). DHMI KpoMe mpeobagaiomero Mbl-
IIEYHOTO TTOPAXKEHMSI HEPEIKO BBISIBIISICT CYOKITMHIIECKIE
MPU3HAKKW HEBPAJTbHOTO WM HEMPOHAIBHOTO BOBJICUCHMS
[2, 6]. [Toutn y 1/3 GonbHbix MJI — eAMHCTBEHHbIN CUM-
nroM u 6osee ueM y 50 % GOJIbHBIX — IMEPBbIA; MHOTHE
TIOJITO HAOJTIOMAIOTCS C MMAarHO30M IPYIUX WM Henudde-
peHnupoBaHHbIX M/I. Ilpu MbllledHO# OMomncuM yaiie
BBISIBJISTIOT HecnienraHbIe Tpu3Haky M/1. BkirioueHHBIE
B Ha3BaHMe O0osie3HM MB — oOpamieHHBIE BaKyolu, you-
KBUTHH-nooxurenpHble u/mmm TAR JTHK-cBs3biBa-
foruii 6es10K 43 (TDP-43) — monokuTeTbHbIe BKITIOYCHMS —
HAaxO[SIT B YACTU MBILLIEUHBIX BOJIOKOH Y 35—40 % GOJIbHBIX
¢ M/I, mpuuem Ha manexo 3aiieaiieit craguu. [Iporpeccu-
pOBaHMeE TOBOJILHO OBICTPOE, MHOTHE OOJIbHBIC YTpaunBa-
0T Xonp0y. Ha mo3mHmX sTamax cTpamaeT ObIXaTeIbHas
MycKynarypa. CMepTh HAaCTyImaeT Ha 5—7-M IeCITUIICTUN
OT TIPOTPECCUPYIOIICH IbIXaTeIPHON W CEPACIHON HEI0-
CTaTOYHOCTH.

Boaesnn Ilemkera — 2-i1 110 yacToTe TIpu3HaK. B oc-
HOBE 3TOM IMOJUITUOJIOTUIHOM 00JIe3HM (Jallle He MOHO-
TEeHHOI1, XOTSI U3BECTEH PSII TCHOB) — YCKOPEHHOE 09aro-
BOC peMOIeIMpOBaHNE KOCTHOM TKAaHU, BHI3BIBAIOIIEE
00JI1 B TTO3BOHOYHUKE, TICICBOM TTOsICE, OCIPEHHBIX KO-
CTSIX, nehOpMAaIHIO JJIMHHBIX TPYOUIATHIX KOCTEH 1/ WIIH de-
pera, IMaToJIOrNIeCKIe IepeIoMbl; BO3MOXKHA TYTOYXOCTh
M3-32a CIABJICHHUS CIIyXOBOTO HepBa YTOJIIEHHBIMU KOCTSI-
MU cBoga uyeperra. Ha peHTreHorpaMmax BBISIBIISIIOT OTPY-
OJieHre TpabeKyJl, YTOIIIeHe KOPTUKAIBHOTO CJI0S, TISIT-
HUCTHIN CKJIEpO3 Yeperia, Ta3a, IT03BOHOYHMKA, JIOITATOK,
3aTeM IPYTUX KocTeil. PeHTreHomormaeckue mMpru3HaKu
00BIYHO MosIBIsTIOTCS 32 10—15 J1eT mo Toro, Kak 60JIe3Hb
IMArHOCTHPYIOT IT0 KIIMHWYEeCKOol KapTuHe. bojee nHbop-
MAaTUBHO PaIMON30TOITHOE CKAHNPOBAHME, BHISBIISIONICE
oYarv HaKOIUIeHUS m3oTolra. JlabopaTopHbIe MPU3HAKU:
noBeIIeHNe ypoBHei IT1M (MMeBIeecst y mpodaHma 1o Jie-
YeHMST), MUPUANHOINHA U Ae30KcunupuarHoanHa. Oco-
o6enHocTh VCP-cBsizanHo#t BIT — Oojiee paHHee Havaao
(B cpenHeM B 42 roza ¢ pazdopocom 25—60 jieT), yeM mpu Th-
mmaHoi BIT, X0Ts ecTh 1 FOBeHMJIBHBIE MOHOTEHHBIE (DOP-
Mbl. boJibHBIE HAOJIIOAAIOTCSl peBMAaTOJIOTaMu, OpTorieaa-
MM, TIOJIYJaloT JiedueHne orccochoHaTaMu.

JloGHO-BHCOYHAS AeMeHIms TTpy MyTarustx VCP moxer
BxoauTh B coctaB MBITJIB/I, couerarbcst ¢ BAC, penko
ObIBacT M30IMPOBaHHOI. MaHUbECTUPYEeT B CpeaHEM
B 56—57 net — panbiue, yem JIBJI npyroii atnosoruu. Io
HEKOTOpHIM JaHHBIM, VCP-cBsi3anHas JIBJl mMmeeT mmato-
MOPGOIOTMIECKIE OTIMIMS OT TayIaTHA, TIPEACTaBIISISI CO-
0oi1 camocTosiTeIbHyI0 (hopmy [11], XOTs npyrue ucciaenoBa-
HUS 5TOTrO He noaTBep:knatoT [ 13]. Heitporncuxomormaeckue
0COOCHHOCTH O0IIIVE: TIpeodIagaHme TTOBeICHUSCKIX N3ME-
HEHUI, HApyLLIEHU SKCIIPECCUBHOMN U IIEpLIENITUBHOMN peun,
TepceBepalliy 1 T. 1. IIPY OTHOCUTETBHO COXPaHEHHBIX a-
MSITH, OpMEHTAllMU MW mpakcuce. HadambHas cramus
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MIPOSIBIIICTCS 3a0BIBAHNEM CJIOB, HAPYIIIEHNEM CUeTa, BOC-
npusTysi, napadasueil, JerKuM CHIXKEHUEM COOBITUMHOMN
MaMsITH; Ha MO3HUX CTaANSIX pa3BMBAIOTCS aJleKCUSI 1 ar-
padust, yTpaumBaloTCcs pedb, IOHMMaHME TaKe OMHOCIOXK-
HbIX HHCTpYKIUiA. MPT rooBHOT0O MO3ra BEISIBIISIET aTPO-
duueckre M3MEHEHUSI BUCOYHOU (TIepeaHE JacTm)
U JIOOHO mojieii. B mocmemHmne romsl TOKa3aHbl y4acTHe
MO3XeUKa U eTro BU3yaJIu3upyeMble U3MEHEHUS TIPU pa3-
Heix BapmanTax JIBJI [14—16]. MoxHO mpenmnonarars,
yTto aTpodus mo3xeuka npu MPT y 6onsHOro BAC B ce-
Mmbe J1. (I1-3), Kak 1 BeIpaskeHHOE CHIDKeHWE MHTEJUICKTa,
OBUIV MPOSIBIIEHUEM aTUTIMYHO paHHel VCP-cBsI3aHHOI
JIB]I (ormcano ee Havaro gaxe B 30 jeT [8]), XoTsI 100HO-
BucouHas atpodust B MPT-3akitoueHn 60JbHOTO HEe OT-
MeueHa. [Ipyroif mpumInHoOM aTpodrn Mo3KeuKa 1 IeMEH-
LI MOTJIO OBITh 3JI0YITOTPeOJIeHNE aaKOToJIeM, HO OHO
He OBUIO TaKUM JUINTEJIBHBIM M MACCUBHBIM, YTOOBI CAMO
T10 ceOe BBI3BATH 3TH PacCTPOICTBA; OMHAKO TAHHEIH (DaKTOp
MOT YCYTYOUTh U YCKOPUTD mposiBiicHue VC P-cBsI3aHHOMU
JIB.

Tpu 9acThIX IpU3HAKa, a TAKXKe TIPeICTaBICHHbBIC H-
xe cuHapoM BAC u 6onee peakue CMMIOTOMBI, KaK Mpa-
BWJIO, COUYETAIOTCS B PA3IMIHBIX KOMOMHAIIUSX.

HaGntoneHust HEOOBIYHOTO CUMIITOMOKOMILIEK A, Xa-
pakTtepHoro mist VCP-cBsI3aHHOI TTaTOJIOTUH, TIOSIBYJINCH
B «[IOMOJIEKYJISIPHYIO 3py». Y 4 13 6 CUOCOB U, BEPOSITHO,
y ymepineit matepu codetasnck MJI u BIT (y matepu —
B JIETKO#1 (popMe), Y OIMHOIM CeCTPBI OBUT TOJIBKO JIOKATBHBIN
BapuaHTt BII [17]. Cnyuaii couetanus bITu BAC y 53-ner-
Hero 00J1bHOTO OBIT HeceMeHBIM [ 18]. W, Tucker 1 coaBT.
[19] ommcanu pa3BeTBiIeHHYIO ceMblo 3 CIIIA (12 601b-
HBIX B 3 TTIOKOJICHMSIX) ¢ A/l cOYeTaHHBIM HEPBHO-MBIIIICY-
HBIM, CKEJICTHBIM OpakeHreM 1 geMeHIeil. CrabocTtb
u aTpodust Hor (TeHepaln30BaHHasl) U pyK (ITIPOKCUMAaThb-
HasT) TOSBIISUIMCH IIPUMEPHO B 35 JIET U IIPOrpecCrpoBaIn
IO YTPaThI XOABOHI; Y JIeXKaunX OOJIbHBIX Pa3BUBAJIAChH IbI-
XareJibHasl HeIOCTaTOYHOCTb, CMEPTh HacTyImana a0 60 JeT.
ITo manaeiM DHMI u 6uoncum mopaxkeHue pacueHUIN
KaK HelpOHAJIBHOE, HO O0CJICIOBAaHNE CEMbH Yepe3 MHO-
TO JICT TI0OKa3aJi0 MBIIICYHBIN ypoBeHb nopaxenus. [1a-
paIesTbHO pa3BUBajIach CKeJIeTHAsI TTATOJIOTHS C PEHTICHO-
JIOTMYeCKOM u Oumoxummueckoit kaptuHoi BII; JIBJI
MpHicoennHsITach mo3xe. B npyroii cembe n3 CIIA coue-
tanuck no3gHsast AJL M, cxognas ¢ I1K M/I, u paHHsis
(cpemnuii Bo3pact Havana — 35 net) BI1 ¢ TunmmuHbIM TI0-
pakeHMEeM IMO3BOHOYHMKA, Ta3a M Yepera; y 8 m3 11 ooce-
JIOBAaHHBIX OOJTBLHBIX OBLTN 00a CUHIpPOMa, Y 2 — TobKO BI1,
y 1 — Ttonbko M/I; y HECKOJIbKUX MHBATMAU3UPOBAHHBIX
OOJIBHBIX pa3BUJIACH KAPIUOMMOTIATHS C CEPACIHOM HEMO-
CTaTOYHOCTBIO. MEBIIIIeYHAsT OMOTICHSI, TIPOBEACHHASI YaCTH
OOJIBHBIX, BBISIBIJIA Y CTAPIIIETO BaKyOIM3UPOBAHHEIE BO-
JIOKHA, Y OCTAJIbHBIX UMEJIICh HeCTIeIM(MIHBIC IPU3HAKK
MuoraTni; mosbimeHue yposHs KMOK OBII0 yMEpPEHHBIM.
CMepTh HacTynama Ha 5—7-M AeCATWICTUM OT HapacTa-
I0LLEeH MBILLIEYHON ¢JIa00OCTU, AbIXaTEIbHOM 1 CEpAeYHOM
HemocTaTouyHOCTHU. [TombITKa KapTHPOBAaHMS TeHA He 1ajia

yoenuTeabHBIX pe3yasratoB [20]. M. Kovach u coaBr. [21]
JOTIOTHIUIM OITMCaHMe 00CIeIOBaHUEM APYTUX OOJTBHBIX
B ceMbe, a TaKKe onucanu 3 HoBble ceMbr ¢ AJl M1, BIT
u JIBJI, 1o cyMMUpOBaHHBIM JAHHBIM, UMEBIIUM MECTO
vy 90,43 u 37 % coorBercTBeHHO. Ha MaTepuarne st1x 4 cemeit
KapTUpoBav reH. CXOmHBIEe TaHHBIE O YaCTOTe CUMITTOMOB
noydeHsl B 13 cembsix: 12 u3 CIIA, BKiIro9ast OMCcaHHYIo
W. Tucker u coaBr. [17], u 1 kananckoii: M1y 82 % 60d1b-
HbiX, BI1y 49 % (cpemHuii BO3pacT Havyajaa O00MX CUHIPO-
MoB — 42 rona), JIBJ1 y 30 % (cpenHuii Bo3pacT Havaia —
53 Toma); CXOICTBO BKIIOUEHWN B MBIIIIAX y YaCTH
6osbHBIX ¢ MJI 1 B ocTeoknactax npu BbIl yka3zwiBanu
Ha OOIIIHOCTh MEXaHMU3MOB UX 00pa3oBaHus [1].

B sr10i1 rpynimie u3 13 ceMeit uaeHTUGULMPOBAIN TeH
VCP. Boini 0GHapyKeHBI 6 MUCCEHC-MYTaLMA: B 7 CEMBSIX —
p.Argl55His, B 2 — p.Argl155Cys (ta xxe, uTo B cembe /1.),
ogHOKpaTHO — p.Argl55Pro, p.Ala232Glu, p.Arg95Gly
u p.Argl191Gly. Takum obpazom, B 10 u3 13 ceMeli MyTariu
JIOKAJIM30BaJIUCh B KOAOHE 155, paclieHeHHOM KaK «TOopsi-
yasi Touka» [1], 4To moATBepaAUIOCH B AaidbHeeM. B Ha-
CTosIIIIee BpeMsI B TeHe, BKIIFOUaloIeM 17 5K30HOB, OIrca-
HBI 75 myTaumii: 70 MUCCEHC-MyTalWii, 2 MyTalluy caiiTa
CIIaifiCMHTa, PEeTYJIATOpPHAS MyTallnsl, HEOOJIbIIIAST ICITCIIHST
u Bapuanus yrcia MoHoMepoB (CTGCCN) n TaHmeMHO-
ro toBropa B 5’UTR-o6mactu [22]. Okoso 80 % GOabHBIX
MMEIOT OOJTBHOTO POAMTEISI, MyTallNK de 10V0 COCTaBJISTIOT
0k0J10 20 % [2]. [To3xxe 0OHAPYKUIU TEHETUYECKYIO Te-
TeporeHHocTh MBITJIB/I: Te ke (peHOTUIIBI, CBI3aHHbBIE
¢ reHaMu HNRNPA2B1 (OMIM: 615422) u HNRNPA1
(OMIM: 615424). Cnyuaii ¢ myrauueit HNRNPA2BI ot-
saajcs ot VCP-cBI3aHHBIX TOJIBKO OOJIBIIIEH TSKECTHIO
BIl. Ten HNRNPAI Bei3biBaeT Takke BAC 20-ro tuma
(OMIM: 615426). OnrcaHust ¢ MyTalUsSIMU 3TUX 2 TEHOB
eIUHUYHEI [23].

Hab6monenus, oryoakoBaHHbIe 1To3xe 2004 1., IBsI-
I0TCS KIIMHUKO-MOJICKYJISIPHBIMM, TIPAKTUYECKN KaxKIoe
MMEET Te WJIN MHBIE 0COOCHHOCTH. TakK, B aBCTpHUIICKOM
ceMbe ¢ myTtatmeit p.Argl 59His y 4 6ompHBIX criocoB ¢ M]
n BIT orcyrcrBoBana JIB/I, xotst Bce mocturim 60 et [24],
OIIHAKO TP KaTaMHECTUIECKOM 00CIICIOBAHNHN Y OTHOTO
13 HKX B 64 roma ormerry npusHaky JIB/I [25]. Myratuio
p.Argl 59His oOHapyXuIM Takke B 2 HEPOICTBEHHBIX O€JIh-
TMICKUX CEMBbSIX, B OMHOM U3 HUX Y 00/1bHBIX ObL1a JIB/I 6e3
JIPYTUX CUMIOTOMOB, B APYroil — Toxe «umncrasi» JIBI unu
B couetaHuu ¢ BI1, Torga kak M/l oTcyTcTBOBAajA; ayTOI-
crst 3 OOJTBHBIX U3 3TUX CeMeil BBISIBIIIA JIOOHO-BUCOIHYIO
JeTeHepalnio ¢ MHOXXECTBEHHBIMU YOMKBUTHH-UMMYHO-
PEaKTUBHBIMU BHYTPUSIICPHBIMH BKITIOYCHUSIMU 1 TUCTPO-
(ruHBIMEM HelipuTamu, copepkamnmu 6esiok TDP4 (rex
TARDBP), BCTpeUyaoOIIMiACs y 9aCTH OOJIBHBIX C MOHOTEH-
HBIM U criopagmyeckuM BAC [25]. ABTOpBI OTMETHITN BbI-
paXkeHHOE KIIMHNYECKOEe pa3HOOOpasne B CEMbBSIX C UICH-
TnaHOM MyTaumeir VCP. B utanbsHCKOI ceMbe ¢ 4acTol
mytaumeit p.Argl 55His ¢peHoTum 2 cnbcoB 1 MaTepy BKITIO-
yayi M/ u ObIcTpo mporpeccupymolyio Tsekeayio JIB/I 6e3
BIT [26]. B xuraiickoii cembe ¢ myranueir p.Gly97Glu
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5 60JIBHBIX, HaTIpOTUB, cTpananu MJ1 u BIT 6e3 JIBJI [27].
B rpeueckoit ceMbe ¢ n3BecTHOM MyTaumeil p.Argl59His
1 4 GonbHBIMU (MaTh U 3 U3 4 ChIHOBEIi) y 62-JIETHETO
npodanga couetanuch JIBIA 1 MJI, y ymepiiero B 53 roga
Opara Obuta TunMuHas KaptuHa BAC, y 6pata 59 Jer,
CO CJIOB, — MOBEIECHYECKNE PACCTPOMCTBA; MaTh yMepJiia
B 63 roga ¢ IMarHO30M IIPeCEHWIbHOM AeMeHIuU 6e3 Apy-
IMX SBHBIX TTpu3HakoB VCP-cBsi3aHHOI Tatojiorun [28].
B xopeiickoii cembe ¢ «Hamrei» myramueir p.Argl55Cys
o0cenoBaHbl 3 OOJBHBIX cUOca: y KeHIINHBI-TPodbaHaa
¢ 47 net paszBuBanack JIB/I (Hauano ¢ «BBITameHUS» CIIOB
U Ipyrux 3atpygHeHuit peun), Ml He 6b110, BIT mpote-
Kajla 0eCCMMITOMHO (PEHTTeHOJIOTHICCKHUE ITPU3HAKU
u rioBhIIeHNe ypoBHs [IID); y 6para ¢ 50 et mporpeccu-
poBaJia mpokcumMaiabHasg MJI, ¢ 54 et mpucoeMHMUIIACh
JIB/I (BHauaIe HApyIIMJIOCh BOCIIPUSITHE), €IMHCTBEHHBIM
npogsieHreM bIT 66u10 ToBwIIeHNE ypoBHS LIID; ¥ BTO-
poro 6paTta uMmenuch Bce 3 npusHaka: M]I ¢ 47 net, BIT
¢ 53 ner, JIBJI ¢ 61 roma; mpu MPT y Bcex oOHapyxeHa
acMMMeETpUYHas aTpodus MepeaHero HIDKHETO M JiaTe-
PaJIbHOTO OTIEIOB BUCOYHOM TOTM M HVKHEH 4acTh Te-
MEHHOI TOJIFKM C pacHIMpeHUEM KeIyITOYKOB Ha Iopa-
XKEeHHOM cTopoHe (y 2 OOJBHBIX — cjieBa, y 1 — cIipaBa);
IPY TIO3UTPOHHO-3MICCUOHHOM TOMOTpachun Y 2 OOIBHBIX
BBISIBJICHO CHIKCHME METa00JI13Ma TITFOKO3bI B JIaTepaib-
HBIX OTIeIaX BUCOYHBIX TOJIeH M HIDKHEH YaCTH TeMEHHBIX
IOJIEU C MEHBIIMM BOBJICYEHUEM TMEPEIHEN BUCOYHOM
1 JIOOHBIX TOJICH TT0 CPaBHEHUIO C TUITMIHOM CeMaHTHIe-
CKol emeH1mei [6]. B rpyrie GOJBHBIX C MOJ03pEHUEM
Ha M1 Jlangy3u—/lexxeprHa S. Sacconi v coaBT. [29] BbI-
SIBUIN 2 HEPOACTBEHHbBIX MYKYMH 6-TO JECATUIETHS XXKU3HU
¢ omMcaHHoOit paHee obeil myramuein VCP p.Argl91Glin,
OIVH CJIy4yail ObLI CeMEMHBIM, B IPYTOM T'e¢HEaJorude-
CKH€ JaHHble OTCYTCTBOBaIU. Y 1 60abHOTO ObLa Joma-
TOYHO-TICPOHEaTbHAsI CJIA00CTh 0€3 MOpaskeHMS JTULIEBBIX
MBIIII] ¥ HOT ¢ HEPE3KO IMOBHIICHHBIM ypoBHeM K®DOK,
y 2-TO — ¢J1a00CTh JIUILEBBIX MBIIIII, TIJICICBOTO M TaA30BO-
0 TI0sica U TepOoHealbHas TIPU 4-KpaTHO ITOBBIIICHHOM
ypoBHe KDK. ITpu MbllIeyHo# 6uoncuu y oboux Haii-
IIeHBI HEerpyOble MUCTpodIecKre U3MEHEHMS 03 BKITIO-
yeHuit, npu DHMI — MBIIIEYHBIN YPOBEHb MOPaXKEHMSI;
BII He O6bL10; MO3Xe y 1 O0JILHOTO BHISIBUJIU JIETKME HEil-
POTICHXOJIOTMIECKIE M3MEHEHUS (IeperyISITOPHBII CUH-
IpOM).

Hapsiny ¢ oTmenbHBIMU MM HEMHOTOYMCICHHBIMU
HaOMI0AeHUSIMU 0000I1LEHbI JaHHBIE O TpyMIax 00JbHBIX.
V. Kimonis 1 coaBt. [30] mpoaHanu3upoBanu 49 60JbHBIX
n3 9 ceMeil ¢ MOJIEKYISIPHO TTOATBEPXKICHHBIM TUAarHO30M
(BKITIOUast ceMblo, onrcanHyo W. Tucker u coaBrt., toe M]]
paHee paclieHWIN KaK HeWpOHAJIBHYIO TaToioruto [19]).
Yacrora M/] coctaBuia 86 %, cinabocTh ObLIa IIPOKCHU-
MaJIbHOH (IIPEeMMYIIECTBEHHO) W/ WA TUCTAIBHOM, MHO-
rve OOJIbHBIC He XOIWIIN; IIPU OMOTICY MBIIIICYHEIE BKITIO-
YeHUs1 U/ WK oOpaMiIeHHbIe BAKyoJ 1M OOHapyXeHbI y 39 %
00cJIeToBaHHBIX (B OCHOBHOM CTapIIlero Bo3pacTa, Co 3Ha-
YUTEJTBHBIM CTaXXeM O0JIC3HU), B OCTAIBHBIX CIIyJasiX W3-

MeHeHMs1 ObUIM HecnenuduuHbsiMU. JIBI co cpeagHum
BO3pacToM Havaa 57 jer nnarHoctupoBainy 27 % 601b-
HBIX, 3 paHee MMeIU TnarHo3 6ose3Hu Asblreiimepa; BIT,
umesBLiasicsa y 57 % nalueHTOB, HAYMHAJIACh B CPEAHEM
B 40 5eT, TsKecTh Koppenuponaia ¢ yposHeM LIIM. ABto-
pbl TIOAYEPKHYJU, YTO B KOHTMHIEeHTEe OOJbHBIX ¢ M]]
/v gemenuueit (JIBI mn6o renuddepeHIMpoBaHHOL)
4yacTh crydaeB VCP-cBI3aHHOM MATOJIOTUN HE TUAaTHOCTH -
pyetcsi. S. Mehta u coaBrt. [8] mpoaHanu3upoBanu 145
OOJIBHBIX U 45 TOCMMIITOMHBIX HOcuTelei u3 27 cemei
¢ mytauusmu VCP. Y 91 % 6onbHbIX uMenack M/ co cpen-
HUM BO3pacToM Hadaia 43 roma M yMepeHHO TTOBBIIIIEHHBIM
Wi HopMaJbHBIM ypoBHeM KDK, y 52 % — BII, manu-
(ectupoBaBuiast B cpeateM B 41 roa, y 30 % — JIB/,
B CpeIHeM IIpOoSIBIISIBINasics B 55 jieT. bimskue mokaszaTenu
ToJydeHbI B TTipoaHanu3upoBanHoit E. Al-Obeidi 1 coaBT.
[10] camoii obIIMpHOI TpymIie, BKiIovatomein 231 60J1b-
Horo (118 myxuun u 113 xenmun) ¢ MBITJIB/ u3 36
cemeit: M1 —y 90 %, BIT —y 42 %, ABJ —y 30 %, cpen-
HUI BO3pacT Havyaa 1 pa3dpoc COOTBETCTBEHHO — 43 roma
(20—70 met, B ocHOBHOM 3—4-¢ mecstwieTtue), 41 roxn
(23—65 ner) u 56 et (30—86 j1eT). BapranThl (heHOTUIIOB
B 3TOM TPYIIIIE pacIIpeeIMINCh CISAYIOIINM 00pa3oM: BCe
3 rnaBHBIX pusHaka M/ + BIT + JIB/ y 10 % GoabHBIX;
110 2 13 3 IPM3HAKOB B pasHbIX codetanusx: M/ + BITy 27 %,
MAO + JBO y 16 %, BIT1 + JIBd y 1 %; 1 npusnaxk: M/J1
y37 %, bIly5 %, JIBy 3 % [10]. Bo Bcex rpynmnax |8,
10, 30], oueBUAHO, YACTUIHO TTepeCceKarolINXcsl, UMEJINCh
BHYTpPHCEMEIHBIC pa3Tnyns Habopa IMMPU3HAKOB M BO3pa-
CTa Havaja.

Marjtoe 9rcyIo cayJaeB ¢ OTOCIBHBIMI MYTAIIMSIMU 3a-
TPYAHSET N3y4eHHUE TeHO-(EHOTUITMISCKIX KOPPEIISIINIA.
IIpoTuB KOppeIsINii CBUIETETLCTBYIOT BEIpaXKeHHEIC BHY-
TpuceMelinble pa3nnyusi. ONHaKo B ONHON W3 TPy My-
tarus p.Argl55Cys (Myrarmst cembu 1) codeTanack ¢ 6osee
panHuM Havyajiom MJI 1 BI1 1 MeHbI1Iel TPOAOIKUTETb-
HOCTBIO X13HU, ueM p.Argl55His [8]. B camoii 60obiioit
rpymnie ocobeHHOCTh Kacajach myTtauuu p.Argl59Cys,
npu Kotopoii orcyrctBoBana bIl, a M/l HaunHanach 1o-
3Xe, YeM Mpu Ipyrux myranusx [10].

Takum o6pa3om, otaenbHble VCP-cBSI3aHHbBIE TPOSIB-
JICHUSI UMEIOT pa3HyIo IMIeHETPAaHTHOCTD, KOTOPAst SIBJISIET-
cs1 Bo3pacTt3aBucuMoii. [1o cpeqHrM TaHHBIM, TIEHETPaHT-
Hoctb MJ1 (MB) — 90 %, BI1 — 42—52 %, JIBJ — 30 %.

BoxkoBoii amuoTpodmdeckmii ckiepo3 kak VCP-cBs-
3aHHBIN (DeHOTUIT BbIAeAeH mo3xe, yeM MBITJIB/I. TTep-
Bble HaOmoaeHus mpuHamiexar J. Johnson u coasT. [31]
(B cTaThe He YKa3aH IMOJI OOJIBHBIX MIJIST X «MaCKHUPOBKM» ).
B nranbsiHCKOI ceMbe ¢ HaineHHoi mpu WES myranmeit
VCP p.Argl91Gln 4 6onpHBIX cTpaganu BAC, me6iotupo-
BaBIINM B Bo3pacTe 37—53 JieT ¢ mopaxXeHUsI pyK 1 HOT,
OBICTPO IIPOTPECCUPOBABIINIM, OCJIOXHSIBIIIUMCS OyIh0ap-
HBIM CHHIPOMOM, T.€. MMEBIINM KJIACCHUECKYIO KapTHHY
6ose3nu; cumntomMoB BIT y 3Tx 60bHBIX HEe ObLTO, Y 1 BbI-
apieHa Jerkas JIBI; ymepiuwmii B 58 jeT poauTtesb mpo-
OaHIa MMeJl Ipyroit (heHOTHIL: IIPOKCUMAaIbHas CIIad0CTh
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pyk (oueBumHo, M), BI1, JIB/I, mapKMHCOHU3M; CEKIIM-
OHHBIX JaHHBIX HeT. B apyroii cembe y 2 60bHBIX 0611 BAC
¢ JIB/, y 3-ro — BIT u paspuBmmiicsa mo3xe BAC. Te xe
aBTOPHI COOOIIMIN O HOBOM CJIydae B OIIMCAHHOM paHee
cembe ¢ MBITJIB u myraumeii p.Argl 55His: y 6ojibHOTO
MMeJT MECTO TUITMYHBIH OBICTpo nporpeccupytommii BAC,
TTOATBEPXKICHHBIN ITATOMOP(OIOTTIECKI, O€3 APYTHX CHM-
nToMmoB [1]. HaGmoneHust neMOHCTPUPYIOT MHANBUIYAIb-
HYI0O 1 BHYTpHCEMEHHYIO BapnadelIbHOCTh (PEHOTUTIOB
¢ BAC, uto moaTBepauiu mocieayonme HaomoneHus [28,
32, 33], Bkirouas Hamre. HakoHen, ckpuHuHT 210 ciryyaeB
cemeitHoro BAC u 78 matoMopdoJIOTUYECKH TTOATBEP-
xaeHHBIX caydaeB BAC Ha myrtaumu VCP BeISIBIUIT 3 MyTa-
uuu: emie onHy p.Argl55His, p.Argl 59Gly u p.Asp592Asn
[31]. ITpu ckpuHUpPOBaHUU TPYIIHLI adpoaMeprKaHIIEB
co criopagnueckuM BAC Ha myTtaunu 4 BAC-accommmpo-
BaHHBIX TeHOB, BKitovast VCP, y 1 60/1bHOTO, He UMEBIIIETO
IPYTUX CKMMIITOMOB, HalilecHa paHee He OICaHHasI MyTa-
g VCP p.Ile151Val [34]. D™i HaxoaKy MOOYIWIIN PSIJI
nccnemoBaresiei K moucky myrauuii VCP ipu BAC. Takoit
IIOWCK B TPYIIIIE aBCTPATUNCKNUX OOJBHBIX B OCHOBHOM
€BPOIICHCKOTO TIPONCXOXACHUS ¢ ceMeHBIM (131 cydaii)
u criopannmdecknM (48 ciaygaeB) BAC He 0OHapyXWIT My-
tauuii [35]. Myramum VCP He HaliieHbl B KUTAlICKOM MC-
CJIeIOBaHMM, BKJIIOUABIIIEM CEKBEHHPOBAHUE BCETo TeHa
y 20 60abHBIX ¢ ceMeitHBIM 1 100 — co cmopagnyecKuM
BAC, a Takke BLIOOpOYHOE CEKBEHMPOBaHNE SK30HOB 4,
5, 10 u 14, B KOTOpBIX paHee ObIJIM OMKMCAHBI MyTalluU,
y 224 6onbHbIX criopaandeckuM BAC [36]. B rosnanackoii
rpymire 93 ceMeliHBIX, 754 criopagmaeckux ciaydaeB BAC
u 58 criopannmaeckux ciaydaecB BAC—JIB/I Opl1a HaiineHa
yacrtas myTtaums p.Argl 59His y 6omsHorO ¢ cemeitibim BAC
W HECKOJbKUMU ciydassmu gemeHnun (JIBA?) B cembe.
ITo atum ganHbBIM, MyTauuu VCP IBASIOTCS peIKOM mpr-
yuHo# cemeitHoro BAC, nipu criopamnaeckom BAC nx ponb
coMmHuTeNBHA [37]. VTanbsiHcKas rpyrna Bkrodaia 166 60ib-
HbIx ceMeitHbIM BAC n 14 — BAC—JIB/I. belnmu HalimeHbI
panee onmcanHas Myrauus p.GIn568Gln, a Takxke 2 MH-
TpOHHBIX BapuaHTa (c.1749-14C>T, ¢.2085-3C>T) u 3a-
MeHa Hykieotuaa (c.2814G>T) B 3’-HeTpaHCIUpyeMOii
o6mactu (UTR), maroreHHOCTh KOTOPBIX He OblIa JOKa-
3aHa. Pe3ynbraThl He MMOKAa3aaM CYyIIECTBEHHOTO BKJIama
mytaumii VCP B atnonoruio cemeitioro bAC B Uramuu [38].
Bwmecte ¢ Tem, B rpyrme n3 CIIA, Bkmouasiieit 701 6016~
Horo criopanndyeckuM BAC, HalimeHBI 3 ciydas ¢ IaTo-
reHHbIMU MyTanussMu VCP p.Argl59Cys, p.Asn387Thr
u p.Arg662Cys [39]. Takum ob6pasom, Bkiag myrtauuii VCP
B cTpykTypy BAC olileHmBaeTcs HEOTHO3HAYHO, HO, TT0 He-
KOTOPBIM JaHHBIM, OHM OTBETCTBEHHbI 3a 1—2 % ciiyyaeB
cemeitnoro BAC [31] m naxe criopamydeckoro [39]. [Tpu stom
3HauuM BKian ¢peHotuna BAC B ctpykrypy VCP-cBsI3aH-
Ho¥t maToyioruu. B rpymnme u3 145 G0MbHBIX ¢ MyTaLIUSIMU
VCP gacrora BAC cocraBwia mo meHbiueir mepe 9 %; 10
13 13 OOJBHBIX UMEJIM CaMyIO YacTYIO B TPYIIIe MYTAIHIO
p.Argl55His [8]. [TopaxkeH1Ie MOTOHEIPOHOB, HE TIPOSIB-
JIonIeecsd KIMHUYECKN, MOXET BRISIBIAThCS TTpu DHMI.

Tak, n3 17 6onbHbIX ¢ MBITJIB/I nsamenennst DHMI BoI-
SIBJICHBI Y BCEX, IIpUYEM y 7 OHU OBIITA CMEIIaHHBIMU MU-
OIaTUICCKM-HENPOTreHHBIMH, a Y 4 — YMCTO HEMPOTeHHBI-
MH, T.€. CYOKIIMHNYECKOE BOBJIICUCHNE MOTOHEHPOHOB
BBISIBIIEHO B 65 % ciydaes [7].

VCP-accoumrpoBaHHOE MOpakeHNE MOTOHEIPOHOB,
kpome TurmmaHoro bAC, BKiTogaeT KpaiiHe peakuii heHo-
tin AJl cmacTidecKoii mapamiierdu, T.e. M30MpaTeIbHOe
IMOpakeHMEe ILIEHTPATbHBIX MOTOHEHPOHOB (B OTINYME
ot BAC). B romraHuckoii ceMbe ¢ paHee OIMMCAaHHON My-
tamuenr VCP p.Argl59Cysy 2 0patbeB ¢ 57 u 54 et Meq-
JICHHO pa3BUBAJICS CITACTMYECKUI ITapamapes, B TOM Xe
Bo3pacTe nposiBiiachk bI1T; Ha MOMEHT 00CIeIOBaHMS CTAXK
6oste3Hm 0611 6osbie 10 set; mpu DHMI oTMeueHbI TTpu-
3HAKM, XapaKTepHBIE TSI TIOPasKEHMST CETMEHTAPHBIX MO-
TOHEHMPOHOB, a y CTapIIIero Opata — (PaCIIUKYIISIIIUN B SI3bI-
K€ ¥ IKPOHOXKHBIX MBIIIIIIAX. [[pyrux CMMIITOMOB Yy 000X
CJIy4asix He ObUIO, YTO HApSAy C JJIUTEIBbHBIM TE€YEHUEM
He cooTBeTcTBOBaIO BAC. MJI oTCyTCTBOBANA; MHTEIUIEKT,
pe3yiabraTbl MPT rojoBHOTO M CIIMHHOTO MO3ra ObLIX
HOpMaJTbHBIMU. B ceMbe MMeoch eIrie HeCKOJIBKO OOJIBHBIX
C ITUTETLHO TeKYIIUMH (10 25 JIeT) HapyIIeHUSIMH XOIb-
OBl 0€3 BOBJICUEHUSI PYK, OYJIbOapHBIX PACCTPONCTB U APY-
rux cumnitoMoB BAC; y 2 6su1a BIT. ABTOpBI pacuieHnImn
HaOmoaeHNe Kak HOBBIM VCP-accouMnpoBaHHbBIN (DeHO-
i [40]. B Opa3suibcKoOM MCCIIeTOBAaHMU CITACTUYECKUX
naparuieruii ¢ «<HecTaHIapTHBIMU» T€HAMU BbISIBJIEHA Ce-
Mbs1 ¢ HOBOM Mytamuein VCP p.Cys209Gly. XKenmnna-
mpo6ans 48 et B TeueHue 10 JIeT cTpagana CriacTUIeCKIM
rmaparape3oM ¢ HeYCTOMYMBOCTBIO IIPU XOOAb0OE, TaKKe
OTMEYAINCh HEIIOCTOSTHHAS Aucdarusi, caabocTh MUMHU-
YeCKHUX MBIIIII, STTN30ANYECKIE PACCTPOMCTBA TICUXUKU
¢ Opemom rmipeciienoBaHus. [IBa OpaTa MMennd CXOOHYIO
CHUMIITOMATHUKY, ¥ 2 cectep (omHa ymepia) Obuia BII,
y ymepiiero otia — cuHapom BAC—JIB/I. Myrauus Haii-
JleHa y 3 o0caenoBaHHBIX: TTpobaHaa 1 6patbeB. [1pu oc-
MOTpe TIpobaHIa OTMEUEHBI YMEPEHHBIN CIIaCTUYECKUIA
IMapamnapes ¢ rureppediaekcueii, maToJornIecKuMHU ped-
JIeKcaMu, Aedopmanueil CToIr, cladocTb MUMHYECKUX
MBIIIILI, KpUBOILIEs, TUCTanbHast amuoTpodus Hor [33]. Emne
1 cnyyaii — HeceMelHBIN: Y OOJbHOIO C HAYaBIIUMCS
B 6 JIET M30JIMPOBAHHBIM CITACTUYECKUM Iaparape3oM 1 He
HalIeHHBIMA MYTaIllSIMA B T€HaX Psiga CIacTUISCKUX
naparuieruii B rede VCP oOHapykKeH paHee He OITUCaHHbIN,
MIPEIITOJIOKUTEIFHO IMaTOTeHHBIN BapuaHT p.Arg93His,
YHACJIEIOBaHHEBIN OT 3m0poBoro orna [41]. OtMmeuas Ha-
JINYKE B TOM XK€ KOJOHE TTatoreHHoi mytaunu p.Arg93Cys
1 HETIOJIHYIO TIeHeTpaHTHOCTh VCP-CBSI3aHHBIX CUMIITO-
MOB, aBTOPHI CYMTAIOT HAOMIOMEHNE 2-M CIIydaeM CITacTH-
YecKO#l IMmaparuieTnuu, BeI3BaHHON myTtamnueit VCP (4to,
Ha Halll B3IJISII, COMHUTEIBHO, YUUTHIBAS TAKKE aTUTTI-
Ho paHHee Wit VC P-cBsI3aHHBIX OoJie3Hel Havaso). BMmecte
C TeM, YaCTHYHAsI TeHeTUIeCcKast OOIIHOCTD Psiia CIIacTH4e-
ckux naparuteruii (SPG) u monoreHHbIxX opM BAC m3BecT-
Ha: TaKk, SPG11 u AP 1oBenmnbHbIM BAC 5-r0 THIIA SIBIISIOT-
cs ajutenbHBIMM BapuaHTamu (treH SPGI1). IlokazaHa
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rmaroreHeTrdecKasi cBsa3b VCP ¢ HeKoTopeiMu TeHaMu SPG:
Be3bIBaoImM SPG3 atnacturom (ATL 1) [42], BbI3BIBa-
oM SPG8 Bao3uHcoaepKalmmM OeJIKOM IITPIOMITe-
mmHoM (WASHCYS) [43]. VCP-cBsi3aHHas criacTUIecKast
naparieruss He BKiioueHa B yucio SPG u B OMIM,
HO yKa3aHa B 0030pax M0 CIaCTHYSCKIM ITaparuierusm [33,
44]. B cBa3u ¢ penoruniamu BAC u, BepostHo, SPG Ha-
CTOPAKMBAET JIETKasi MMPAMUAHAS CUMIITOMATHKA Y 10Y€E-
PU U CeCTpbl MpobaHaa B HalIEM HAOIIOAEHUH.

IepBorit nmarno3 HMCH y 2 6patheB B HallleM Ha-
OroaeHUM ObLI OIIMOOYHBIM, HO HEOOXOAMMO CKa3aTh,
yto VCP-cBM3aHHAs aKCOHAJIbHASA MOJMHeponaTus Cy-
IIecTBYeT. DTO o4eHb penkas opma HMCH2Y (OMIM:
616687). B cembe u3 CILLIA o6cienoBaHbl 5 60IbHBIX (2 3KeH-
LIAHBI U 3 MyX4nH) 48—66 JIeT — IeTH XEHIINH-MOHO-
3UTOTHBIX OJTM3HEI0B. OOIIMMY CUMITOMAaMU OBLIN THC-
TaJbHAsI aMUOTPOGHUSI, OTCYTCTBHE aXIJIIOBBIX peIICKCOB,
nmedopMans CToIl pasHoit creneHrn, DHMI -npuzHakm
aKCOHAJIbHOM HEMPOITaTUH, HO TSLKECTDb OOJIE3HU IITUPOKO
BapbrpoBaiia. ¥ 1 00IBHOM ¢ paHHETO IeTCTBa OTMEYAJINCh
TPYOIHOCTHA XOOLOBI U Oera, BRIpakKeHHasT meopMallns
CTOII, TOTPeOOBaBIIIasl apTpOIe3a, HApYIICHUST TyBCTBH -
TEJIBLHOCTH, TI033KEe OHA HaJaJia TIePeIBUTAThLCS C JIOKTEBHI-
MM KOCTBUISIMH; KpOME TOTO, MMEJI MECTO TU3apTPHs,
OIBIIIKA, SMOIMOHAIbHAS JIAOMILHOCTh, OCOOCHHOCTHU
moBeneHus. Y 2-i XXeHIMWHBI 00JIe3Hh Havajach Ha 3-M
IEeCSITUICTUN, OOJIbHAS TTOJIb30BaIaCh OPTOIEINICCKIMH
IIPHUCITOCOOICHUSIMA. Y BCEX MYXXUMH CUMIITOMBI ITOSIBH -
Jmck nociie 50 J1eT: HapyllleHe paBHOBECHSI, YYBCTBUTEITb-
HOCTH, TPYTHOCTb TOHKUX IBWKCHUI, ¥ 1 U3 HUX TaKKe
ObUTa CJT1a00CTh MMPOKCUMAIBHBIX OTHEIOB HOL CTeIeHb
WHBAJIMAN3AIWU B 1 crydae ObUTa TSDKENIOM, B 2 — yMEepeH-
Ho¥t, B 2 — nerkoii. [Ipu WES y 60JbHBIX HalileHa paHee
He ornrcaHHag rerepo3urotHast mytauus VCP p.Glul85Lys,
OTCYTCTBOBABIIAs Y 3 00CIeIOBAaHHBIX 3MOPOBBIX CHOCOB
B 00emx BeTBsIX ceMbH. CoO CJIOB, Y YMEPIIIUX MaTepeii ae-
dopmarms CToI, IUCTaIbHAs CIA00CTh, HAPYIIICHMS IyB-
CTBUTEILHOCTH TTOSIBIUINCH Ha 4—5-M ACCATUICTUN K13~
Hu [45]. B cembe xuteneit KaHagsl — IMMUTPaAHTOB U3
Wopmanuu 061710 3 00JIBHBIX: JU3UTOTHBIE OJIM3HEIBI MyXK-
CKOTO TI0JIa ¥ OTEII; IPEAITOJIOXUTETEHO CUMIITOMBI IME-
JIMCh y MpabaOyIlIKy 10 JIMHUY OTHA. Y MYXYMH 00JIe3Hb
Hayajach B ITOIPOCTKOBOM — IOHOIIIECKOM BO3pacTe, K-
HUYecKasl KapTUHA He ObLIa TSKEJIOM, Hapsiay ¢ IpeodJia-
JMAOIIMMM TIpH3HAKaMK aKCOHAJIbHOI HeliporaTtum (Iau-
CTaJIbHBIN TeTpamape3, HapylleHHS ITOBEPXHOCTHOM
" TJIy00oKo# dyBcTBUTEIbHOCTH, DHMI -TIpr3HaKkm) BbI-
SIBJICHBI TIPU3HAKM ITOPAKECHMSI MOTOHEPOHOB, y 1 00JIb-
HOTO 3MU30INYECKN HE3HAYNTEIHHO ITOBHIIIANICS YPOBEHD
K®K (<300 En/m) mpu oTCYyTCTBUM NTPU3HAKOB MBIIIICU-
HOTO MOpaXeHWs B OMoMTaTe, T.€. MMEJIHUCH SJIEMEHTHI
KoMOuHuMpoBaHHOTO (peHotumna. IMocne Taprernoit JJHK-
muardHoctuku psaga HMCH npob6anny ObIT0 poBeAecHO
WES, BBHIIBUBIIIEE paHee He onmucaHHylo myranuio VCP
p.Ser171Arg, MOATBEPXKIEHHYIO V¥ 2 APYTUX OOJBHBIX
U UCKJTIOYEHHYIO Y 3I0POBBIX WIEHOB ceMbH [46]. DTO Ha-

omoneHre — Bcero b 2-i caydait HMCH2Y. Akco-
HaJibHasl HeiponaTus Obljla penaKoil COCTaBHOM 4acThlO
cioxHoro ¢eHortumna y 60-yetHero npobaHaa B roJUIaHI -
CKO-UTAIBSIHCKOM CeMbe C paHee ONMMCAHHON MyTalMeit
VCP p.Gly97Glu [32]. BoxbHOI ¢ AeTCTBA MMe BBICOKHIA
CBOJI, CTOII, XOIWJI Ha HOCKaX, HO He MCIBITBIBAJI IBUTA-
TEJbHBIX OTpaHWYeHUM, mociie 50 JieT urpajd B XOKKEH.
Ha 6-M gecaTuieTuy MOSIBUIMCH ITapecTe3ust B IUCTajlb-
HBIX OTIIEIaX HOT, CJIA00CTD U TTOACPTUBAHMS B TACTAIBHBIX
OTJIeIaxX PyK 1 HOT, IIOXOIKa CTajla HEYCTOMYMBOA, C TTae-
HUSIMU, TTAIIMCHT He MOT XOIUTb Ha OOJIBIIINE PACCTOSTHHUS
YXYIIIWIACh MTaMsITh, UCIBITHIBAI TPYAHOCTH IMOmAOOpa
ci10B. B cratyce oTMeueHBI KPBIJIOBUIHBIC JIOITATKH, IIPO-
KCHMaJIbHas c1a00CTh PYK, TUIIEPIOPI03, (DPUIPEUXOBEI
CTOITBI C KOHTPAKTYPOIl aXMJUIOBBIX CYXOXMWJIMIA, TeHEe-
payM30BaHHas CIA00CTh HOT, THITO-/apedIieKchsl, Xonpba
Ha HOCKaX C IMMPOKUM PacCTaBICHUEM HOT; BBISIBJICHBI
noBsIIeHHBIN ypoBeHh KMDK, akcoHaIbHAs CEHCOMOTOP-
Hag Helipomatus nipu DHMI, xpoHnyeckass akTUBHas
HeliporeHHast aTpous TP MBITIICYHO OMOIICHY, KOTHH -
TUBHBIN IePUILINT TTPH HEHPOTICUXOJIOTUIECKOM 00CIeI0-
BaHUU. [[0Yb-TIOMPOCTOK TOXKE MMeIa BEICOKUIA CBOII CTOII,
XOOmIa Ha HocKax (OT 00C/IeqoBaHMSI OTKa3aach). CeMbs
SIBJISICTCSI €IIe OMHUM IIPUMEPOM BHYTPHUCEMEITHOTO pa3-
HoOoOpa3ust: peHoTUI yMepiero otua Bkmodan BAC, BIT
u JIBJI. HakoHell, KaK yXe OTMEYeHO, CyOKJIIMHUYECKOe
HEBpaJbHOE IOpaXeHNE MOXKET BBISABISITHCS TOJIBKO
npu DHMI. O6paniaet Ha cebs1 BHUMaHNE paHHEe Had9alio
HelponaThy y 4acTy OOJIBHBIX, TOTHA KaK IPYTHe CUMIITO-
MBI VCP-cBsI3aHHOM MAaTOJIOTMH MaHU(PECTUPYIOT BO B3PO-
CJIOM M JaXe TMOXWIOM BO3pacTe.

Csa3b reHa VCP ¢ napKHHCOHM3MOM YCTaHOBJICHA CPaB-
HUTEIbHO HemaBHO. B cembe ¢ mytauueit p.Argl91Gln
yMepiuii B 58 et poxutens mpobanma momumo M, BIT
n JIBJI ctpaman napkuHcoHu3MoM [31]. B cembe u3 CIIIA
¢ 13 6oapabeiMu MBITJIB/I B 5 MOKOJIEHUSIX U paHee O~
canHoi mytamueit VCP p.Argl59Cys mapKMHCOHU3M Y TIPO-
6aHma Haydajcs B 44 romga (mo MJI), mMen oOBIYHYIO Kap-
iRy 1 061 JJOMA-ayBcTBUTENBHBIM [47]. B 2 npyrux
aMepMKaHCKNX CeMbsIX (0HA C paHee ONMMCAHHON MyTa-
uueir VCP p.Argl91Gln, apyrast — ¢ HoBoii p.Thr262Ala)
OBLIO T10 2 OOJIBHBIX C COYeTAHNEM TUITMIHBIX CHMITTOMOB
VCP-cBsi3aHHO TATOJIOTUY 1 TTAPKMHCOHM3MA, OTCYTCT-
BOBABILIETO Y OOJTBHBIX POACTBEHHUKOB [48]. KimmHnyeckas
KapTWHA BKJII0Yajia NAapKUHCOHU3M Y OJHOTO U3 00JIb-
HBIX B 60J1b1I0M (prHCKOI ceMbe ¢ MBITJIBI u myTaumeit
p.Prol37Leu [12]. B HecemeliHOM ciiydyae Y HEMEIIKOTO
OOJILHOTO ¢ «Hamei» myTtanueit p.Argl55Cys cUMITTOMBI
MapKUHCOHU3MA MTOSIBUINCH yke B 30 JIeT 1 OBICTPO TIPO-
rpeccupoBanu, M/l Hauanachk B 33 roga, TakkKe BBISIBUIN
kHnYeckre 1 DHMTI -nipu3Haky HelipoHaJIBHOTO Mopa-
XKeHud, B 43 roga nmarHoctuposanu bI1, k 44 rogam 6071b-
HOM OB ITTYOOKO ABUTATEIIEHO MHBAIMAN3UPOBAH; IIOTHOE
HEWpOICUxoJoruyeckoe obciaeaoBaHUe HE MPOBEAECHO
13-3a BEIPAXXCHHOM TUITIO(MOHNN, HO UMETUCH SIBHBIC TIPH-
3HAKU JIOOHO# me3uHrubouinu [9]. B smoHcKoit ceMbe
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¢ mytamueii p.Argl91GlIn y XeHIIMHEI 51 roga coyeTaauch
npokcuMmaiabHasg M n ymepeHHO BoIpaxkeHHBINH JJODA-
PE3UCTEHTHBIN MAPKIMHCOHU3M C KIIMHUYECKIMM OCOOCH-
HOCTSIMH (ITOCTypajIbHast HEYCTOMIMBOCTD M HATbSIIEPHBIIA
mapannd); sssHoi JIBI He ObI10, HO OTMEUEHBI SMOIINO-
HaJIbHAST JJAOMJTBHOCTD M HEKOTOPBIE TTOBEICHIECKHE OCO-
oenHoctu; ipyu MPT BreIsiBlIeHa JIOOHO-TEMEHHAsI aTpo-
¢us, npu ouornicun — MB; oreu u asas crpaganu MJ]
(ms1mst — ¢ Tako e KapTUHOM 6ronTara, Kak y mpobdaHia),
y 0a0yIIKM JUarHOCTUPOBAIA TapKUHCOHU3M [49]. B 6enb-
ruiickoii cembe ¢ MBITJIBJI n myranueit p.Argl59His
3 OOJIBHBIX CTpafgaIy TAPKUHCOHU3MOM, V 4-TO, HEe MMEB-
IIET0 CUMITTOMOB ITAPKMHCOHM3MA, B TaJlaMyCe U PETUKY-
JISIpHOM (hopMald OOHAPYXKUJIU alib(pa-CUHYKJIEMH-He-
TaTUBHbIE BKIIIOYEHMsI, CXOOHBIE ¢ Teablamu Jlesu [25, 50].
B camoii npeacraBuTenbHol Tpymmne ¢ VCP-cBsI3aHHOM
natoJjorueii (231 60bHOI) MAPKUHCOHU3M ObLTY 3,8 % —
0oJIBIIIe, YeM TIPU HE3aBMCUMOM codeTaHnu 6ose3Heit [10].
Takoii xe moka3sarens (3,5 %) noayden S. Mehta u co-
aBT. [8]: 5 OOJIBHBIX MAPKWUHCOHMU3MOM U3 145 ¢ pa3HBIMUI
VCP-cBa3aHHBIMU (heHoTUTIaMU. TakiM oOpa3oMm, ciyda-
eB mapKuHCoHU3Ma npu VCP-cBsI3aHHOI MaTOJIOTHU He-
MaJio, HO TIPX PEAKOCTH 3TOi MAaTOJIOTUM OHU HE BHOCSIT
3aMETHOTO BKJIaJa B CTPYKTYpPY ITapKUHCoHU3Ma [51, 52].
Taxk, B rpyrie 768 GOJIBHBIX C ITO3IHUM MaPKUHCOHN3MOM
(cpemnamii Bo3pact Havana 70 jieT), BKirtodast 244 ceMeiHbIX
ciydast, mytatmu VCP He ooHapyskeHBI [S1]. CBsI13b 2KCIIpec-
cun VCP 1 TapKMHCOHM3Ma TTOKa3aHa Ha SKCTIepUMEHTAITb-
HOI MOJIEJIM Yy MBIIIIEH M B TPYITITaX OOJIBHBIX C TMATHOCTH-
POBaHHBIM 1 «ITPEACKa3aHHbIM» ITAPKUHCOHU3MOM; aBTOPBI
MPEeaIIoJIaraioT, YTo CHIDKeHUe sKkcupeccun VCP moxer
CIIYXXUTh OMOMapKepoM HadaTbHOM CTaIUK TMTApKIUHCOHN3-
Mma [53].

JlaAHBIe 0 YacTOTe OCHOBHBIX VC P-CBSI3aHHBIX CUMII-
TOMOB U UX COYCTAHUI MpeaCcTaBIeHBI B TAOIUIIE.

B uncne opyrux peaknx cumnromMoB VCP-cBsI3aHHOI
MaTOJIOTMM — HEMHOTOUYHCIICHHBIC HAOIOIeHNS TAjIaTa-
HMOHHO# KapauoMuonaTum y 1 wiuv yactu 60JIbHBIX B CEMbE
[20, 54, 55], enMHWYHBIC CTyIan KATAPAKThI, CTEATO3A Te-
4YeHH, HAPYIIeHus Ta30BbIX (pyHKumii [2, 55].

Juddepennuaibayio IMATHOCTUKY TPOBOIAT C LIUPO-
KHM KPYTOM Pa3IMYHBIX 00JIe3HEH B 3aBUCIMOCTH OT CHIM-
IITOMOB, VX COYCTaHMS M CEMEIMHOTO aHaMHe3a, IIpH ¢00-
pe KOTOPOTO HAI0 YYUTHIBATH HE TOJBKO MICHTUIHYIO
OTSITOIIICHHOCTh, HO BeCh cieKTp VCP-cBSI3aHHOI T1aTO-
Jjoruu, a Takxke creprbie ¢popmbl. [Ipu M ¢ ssBHbIM AJ]
HacnenoBaHueMm 3To no3gHue A/l ITK MJI, no3gaue M|
Jlanpgy3u—/JlexxepuHa u JoraTo4yHo-TiepoHeanbHass M/,
MHOTOHMYECKas TUCTpoGusI 2-ro TuIa. OTHOCUTEIHLHO
penkasi MUOTOHWYECKast TUCTPODUS 2-TO TUTIA, HE BBISIB-
JIsieMasi 3K30MHBIM CEeKBEHMPOBAHMEM U TPeOyIoIasi 1ie-
neHamnpasiieHHoi JIHK-auarnoctuku, 3aciay>kuBaeT 0co-
6oro Buumanusg. C VCP-cBs3anHoit MJI, kpoMe Tuma
HacJie0BaHMs U BOo3pacTa Hauaja, ee COJIMXKaloT TPOKCH-
MaJIbHBIN XapaKTep MUOIIATUM, YMEPEHHO ITOBBIIICHHBIN
WIX HOpMaJIbHBIN ypoBeHb KMK; mpr 3TOM MUMHMYECKHE

Yacmoma cumnmomos u ocHosHvix covemanuii (%) npu VCP-ceszannoi
namosnoeuu, no OGHHbIM AUMEPAMYpbl

Frequency of signs and main combinations (%) in VCP-related disorders,
by literary data

HcTounnK, 00IIee YHCI0 NAIMEHTOB

Yacronii (henornn
(MBILIBJ) I EAL
. Kimonis . Mehta 2. £
et al. [30] etal. [8] OdeEtllb e]:t al.
n=49 n=145 n=231
CumnToMmsl
1]\\/[/I§ 86 91 90
Eg 57 52 42
JI;II]DBH 27 30 30
Coueranus
M/ + BIT + JIBJ, "
MD + PD-FD
MJ + BI
MD + PD 27
M + JIB >
MD + FD
Her Het

Ell;[: FIII)BH NAHHbIX JAHHBIX 1

No data No data
Tonsko MJ]
MD only 37
Tonbko BIT 5
PD only
Tonsko JIBJ, \
FD only
BAC-14+NIBI+ B HeT Her nanmumix
ALS-14 + FD + PD JaHHBIX 9 (i

a B No data ate
Toreonons  we
Parkinsonism + other 'EIL\] [RURDEID
o data

signs

Ilpumenanue. MJ] — moiweunas ducmpogus, bII — 6oae3ns
Ileoncema, JIBJ — no6no-6ucounas oemenyusi, BAC — 6okogoii
amuompoghuueckuii ckaepo3, MBIIJIB/] — muonamus c éxaroue-

Huamu, panneil boaesnwvro Iledxwcema c/6e3 JIBJ 1.

Note. MD — muscular dystrophy, PD — Paget disease, FD —
[frontotemporal dementia, ALS — amyotrophic lateral sclerosis,

IBMPFD — inclusion body myopathy with early-onset Paget disease with
or without frontotemporal dementia 1.

MBIIIIIBI Yallle He TIOpaXkeHBl, MUOTOHUS TOXE MOXKET OT-
CYTCTBOBATb WJIH OBITH JIETKOI; YITOPHYIO MUAJITHIO, SIBIISI-
IOIIYIOCS [IJIsI MHOTUX OOJBHBIX TJIABHOM ITPOOJIEMOIA,
MOXHO TIPUHSITH 32 KOCTHBIE 60y ipu VC P-cBSI3aHHOM
BII u, HanpoTUB, pacLieHUTh 00U IPU HEPACIIO3HAHHOMN
BII xak Muanruto, xapakrepHyto mist psga M1, Ecnu Al
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HaciemoBaHue M He TIpOCIIeKUBACTCST I COMHUTEb-
HO, B iU depeHLIMaTbHO-IMArHOCTUYECKUU KPYT BXOAST
no3gaue AP T1K M/I, no3axsist 6one3ns [lomrie, psin 6omee
peakux MJI, HereHeTU4YeCcKMe OOJIE3HU: CIIOPAANYECKUN
MUO3UT ¢ BKIItoueHusimu u ap. Couetanue M/] ¢ marono-
rueit ckenerta TunmuHo s penkoit AJL ITK M/I ¢ moasep-
KEHHOCTBIO TiepesioMaM (quadu3apHbIi MeTyISIPHBINA
CTEHO3 CO 3JI0KAYeCTBEHHOM (DMOPO3HOIM THCTUOIIUTOMONM,
OMIM: 112250, rea MTAP). VCP-cBsizannbiii BAC mudde-
PEHIIMPYIOT ¢ ApyruMu BapraHTtamu BAC (KkpoMe 10BeHIITb-
Horo), ipu codeTanuu ¢ JIBJI — ¢ cuampomom BAC—JIB/I,
BII — c ee Hauboee YacToOi cCIOpaanyecKoi U peaKuMUu
MoHoTreHHBIMU opMamu, VCP-cBsizannyto JIB/] — ¢ pa3-
JmaHbpIMA BapraHTamu JIBJI (Harmpumep, ¢ AL JIBII ¢ map-
KMHCOHM3MOM-17, cBsi3aHHO# ¢ TeHOM MAPT, n np.),
0oJ1e3HBIO AJTbLITeiiMepa, IPYTUMU (hOpMaMU TEMEHIINH.
DK30TUIECKIM COYETAaHNEM IEMEHIIMY U KOCTHOM ITaTo-
Jioruu (001, MATOJIOTMYECKHE ITePEIOMBI) XapaKTepu3y-
ercsa AP «buHCKas» 1 «IIOHCKas» TTO3MHSIS JICHKOIHIIE-
¢ayomaTus ¢ ocreomucIuiazueii (6oae3Hp Hacy—Xaxkosrn),
cBs13aHHag ¢ reHaMu TYROBP wnu TREM?2; xpoMe Tuma
HacJiemoBaHUs 0oyie3Hb oTiimuaeTcs oT bIT orcyrcTBueM
onoxuMmueckux Mmapkepos, MPT-kapTuHOIi roJIOBHOTO
MO3Ta U XapaKTepOM MOpaXeHUs KOCTel (KMCTO3HOE TIe-

CrrermmduaHoe Jiedenne Imoka nmeeT ToJbKo bIT: omc-
dochoHaTH yMEeHBIIAIOT 00JIb, 00JIETYAIOT ABUKEHMUS,
cHrokaroT ypoBeHb 1M (kak y Harrero mpobanma). VCP-cBsi-
3aHHBIN MMapKUHCOHU3M MOXeT ObITh 1 JIOMDA-49yBCTBU-
tebHBIM, 1 JIOMA-pe3ncTeHTHRIM. Pa3pabaTsiBaeMble
HOBBIe MeTobl JeueHNsI BAC 1moKa He HAIIX ITpaKTUJe-
CKOTO TIPUMEHEHUS.

Menuko-reHeTnueckoe KoOHCyasTupoBanue npu VCP-
CBSI3aHHOM IMATOJIOTMH, KaK IIPX MHOTHX OOJIC3HSX C TIO31I-
HUM HadaJIOM ¥ MHOTOOOpa3HOM BapbUPYIOIIEH CUMIITO-
MAaTHKOM, IBJIIeTCsd cI0XHBIM. OOHapy:KeHUe ceMeitHOI
MYTallMK Ha JOKJIMHUYECKON cTanuu 00JI€3HU MO3BOJISIET
TOBOPUTH O BO3pacTe Havyasla M BEPOSITHOCTA OTACTHHBIX
CHMIITOMOB, TOJIBKO MCXOIS M3 OOIIMX JaHHBIX O OOJIC3HH,
HO He mpeacka3aTh UX MHAMBUAYaAIbHO. JlOKIMHUYE-
CKYIO TMaTHOCTHUKY WICHaM ceMel Moyioxe 18 et cunra-
0T HetlestecoobpasHoit. [1o XeraHWO ceMbU MBI CACIATN
WUCKJIIOUeHMeE 11 15-J1eTHero chiHa IpobaHaa ¢ y4ETOM Ero
npodeCcCHOHATbHOTO 00pa30oBaHUsI, ITPEATIOIATAIOIIETO
3HAUYUTENIbHbIE HArpy3Ku B Oyayuieil pabote. B cBsasu
C BO3PAaCTOM 1 /WY KIMHIUYECKUM COCTOSTHHEM OOJTBbHBIX
noponoBas/monMiutanTanuonHass JHK-muaraoctuka
B OCHOBHOM aKTyaJIbHa TSI TTOTOMCTBA JOCHMIITOMHBIX
HocuTeneit. Kak rmpn MHOTHX 00J1e3HSIX ¢ TTO3IHE MaHM-

pepoxneHue) [56].
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[lnHamMunKa 3a601eBaeMoCTU OCTPON U XPOHUUYECKOM
BOCNAJINTEJIbHbIMU NOJIMHEBPONATUAMMU Y B3POCAbIX
B JIeHMHrpaacKomn ob6nacrtu
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BBepeHue. BocnanutenbHble nonuHesponatum (BMHM) npeactaBnatoT coboii 3aboneBaHus, BbI3BaHHbIE MIMMYHHbIM
OTBETOM MPOTVB aHTUTeHOB B Nepudepryeckor HepBHON cucTeMe. INNAEMUONOTYECKIEe NCCNeA0BaHNA BaXHbl
ANA NNaHNPOBaHMA PeCcypCoB 34PaBOOXPaHEHMA.

Llenb nccnepoBaHmnaA — oueHKa KIMHUYECKNX 1 SMNAEMUONIOrMYECKNX XapaKTePUCTNK OCTPOM 1 XpoHudeckom BIHI
y B3pocsibix B JleHUHrpagckom obnactu.

Marepuanbl n metoabl. [poaHann3poBaHa 3a6051eBaeMoCTb OCTPbIMM 1 XPOHUYecKkumm BIMHI B JleHnHrpagckon
obnacTn 3a nocneaHune 24 roga.

Pe3ynbTatbl. lMoKa3aH nocTeneHHbIN pocT 3aboneaemocTy ¢ 2003 r. ¢ HebonbwKMKN KonebaHnAMU. OCo6eHHO cy-
LleCTBEHHBbIN NprpocT 3adukcnposaH B 2015 1. — ¢ 14 (2014 r.) fo 22 cnyyaes, TOrAa Kak B NpeablayLyue roapl Kone-
6aHuA coctaBuam oT 4 go 10 cnyyaes. B 2016-2017 rr. uncno 3a6oneslunx ele 6onblie yBenmumnocb — fo 26-27
B rof (B pervoHe npoxusaet 1600000 xutenein ctapiue 18 net). Mpn 3Tom 0TMeUYeH PoCT 3a601€BAEMOCTMN KaK CUH-
apomom lunerna-bappe (CI'B), Tak 1 XpOHMYECKON BOCNANUTENIbHON AeMUENVHU3MPYIOLWEN NoMHeBponaTnen
(XBAOM). 3abonesaemocTtb CI'b B nocnegHue 10 net coctaBnana 0,18-0,88, 3abonesaemoctb XBAM - 0,18-1,0
Ha 100000 HaceneHus. Mpu CI'B HeckonbKo valle 3abonesanu keHwwmHbl, Npy XBAM — my>kumHbl. Mpu CI'B pebiot
Yatue 6bin 3umont (35 % cnyyaes), NETOM U OCEHbIO — MO 25 % cny4yaes, pexe BecHol — 17 % cnyuyaes. CpeaHuWi
BO3pacT pa3euTuAa CI'b B Hawem nccnegosaHum coctasun 50,3 roga. XBJM 3a6oneBanu Tak»ke BO BCe BO3PACTHble
nepuogbl — o1 19 fo 84 neT (cpepHUin Bo3pacT — 55,6 ropa). Hambonee yactbim Tpurrepom CI'b 66111 ocTpble pecnu-
paTopHble BUpYycHble Hdekumn (36 % cnyyaes) u sHTepokonuTbl (13 % cnyyaeB). [bixaTenbHble HapyLeHUs, no-
TpeboBaBLUME UCKYCCTBEHHOW BEHTUAALMMN NIEFKNX, UMenncb y 8 % 6onbHbix ¢ CI'b.

BbiBoabl. 3a6oneBaemocTb BIMHIM — Kak ocTpbIMK, Tak 1 XPOHUYECKMU — Y B3POCIbIX B JleHMHrpagckon obnactu
pacTeT C HEKOTOpbIMY KonebaHmAaMU. ITo cnefyeT yumnTbiBaTb ANA NNAHMPOBaHNA PecypCcoB 3APaBOOXPaHEHN .

KnioueBble cnoBa: BocnanuTesbHble nonnHeBponaTun, CMHAPoOM Fmr?leHa—Bappe, XpOHMN4YeCKaAa BoCcnannTenbHaaA
AeMmnennHmnsnpyowaa noinHesponaTnA, 3aboneBaemMocTb, ﬂeHI/IHFpaACKaﬂ obnactb

IOna yntuposaHusa: CkopHakosa E.A., 3acnasckuin J1.T. InHamuka 3abonesaemocTyi OCTPOI 1 XPOHMNYECKOI BOC-
nanuTesbHbIMN MOAMHEBPONATUAMU Y B3POCbIX B JIeHUHrpaackon obnactn. HepBHO-MblweYHble 6051e3HU
2021;11(1):39-46. DOI: 10.17650/2222-8721-2021-11-1-39-46.

Dynamics of the incidence of acute and chronic inflammatory polyneuropathies in adults
in the Leningrad region

E.A. Skornyakova, L.G. Zaslavskii
Leningrad Regional Clinical Hospital; 45—49 Lunacharskogo Prospekt, Saint Petersburg 194291, Russia

Contacts: Leonid Grigoryevich Zaslavskii doctorleonid@gmail.com

Background. Inflammatory polyneuropathies (IPNP) are diseases caused by an immune response against antigens
in the peripheral nervous system. Epidemiological research is essential for health resource planning.

Objective: to assess the clinical and epidemiological characteristics of acute and chronic IPNP in adults in the Len-
ingrad region.

Materials and methods. We analyzed the incidence of acute and chronic IPNP the Leningrad region for the last 24 years.
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Results. A gradual increase in the incidence rate since 2003 with slight fluctuations has been shown. A particularly
significant increase was recorded in 2015 from 14 (2014) to 22 patients, while in previous years fluctuations ranged
from 4 to 10 people. In 2016 and 2017, the number of cases increased even more to 26-27 per year (there are
1600000 residents over 18 years of age in the region). At the same time, an increase in the incidence of both Guil-
lain-Barré syndrome (GBS) and chronic inflammatory demyelinating polyneuropathy (CIDP) was noted. The incidence
of GBS in the last 10 years was 0.18-0.88, the incidence of CIDP was the same 0.18-1.0 per 100 000 population. With
GBS, women were more likely to get sick, with CIDP — men. With GBS, the debut was more often in winter (35 %), in
summer and autumn, 25 % each, less often in spring - 17 %. The average age of GBS development in our study was
50.3 years. CIDP also fell ill at all age periods from 19 to 84 years (average age 55.6 years). The most common GBS
triggers were acute respiratory viral infections in 36 % and enterocolitis in 13 %. Respiratory disorders requiring
mechanical ventilation were observed in 8 % of patients with GBS.

Conclusions. The incidence of IPNP in adults, both acute and chronic in the Leningrad region, is growing with some
fluctuations. This should be taken into account for health resource planning.

Key words: inflammatory polyneuropathies, Guillain-Barré syndrome, chronic inflammatory demyelinating poly-
neuropathy, incidence, Leningrad region

For citation: Skornyakova E.A., Zaslavskii L.G. Dynamics of the incidence of acute and chronic inflammatory poly-
neuropathies in adults in the Leningrad region. Nervno-myshechnye bolezni = Neuromuscular Diseases 2021;11(1):

39-46. (In Russ.). DOI: 10.17650/2222-8721-2021-11-1-39-46.

BeepeHue

XpoHnYecKast BOCHAIATEIbHAS JeMUCSTMHI3UPYIOIIast
rmonuHeBporatus (XBII) siBisieTcsa Hanbosiee pacmpo-
CTpPaHECHHOM XPOHNYECKO MMMYHOOITOCPEIOBAaHHOM BOC-
manmTebHOM ToauHeBponaTueit (BITHIT) n BkIouaer
HecKoIbKO nmoaTumioB. CoracHo onpeneneHuto EBpomneii-
cKo (bemepaliiyt HEBPOJIOTUUECKMX 0011IecTB 1 O0IIIeCT-
Ba nepudepnaecknx HepBoB (EFNS/PNS) XBAII mpo-
TpecCUpyeT WIN PeIUIUBUPYET B TeUeHUE Oojiee 2 Mec,
AMeeT 3JIEKTPODU3NOIOTHUISCKHIE MU TTaTOJIOTMICCKIE
MMPU3HAKU AeMUEIUHU3AINHN TTepuhepuIeCcKUX HEPBOB
U pearupyeT Ha MMMYHOCYIIPECCUBHYIO WJIM UMMYHOMO-
nynuipytoinyio Tepanuio [ 1, 2]. XBJIIT yatie Bcero siBisieT-
csl UIMOTATHIEeCKOM 00JIe3HBIO, HO M3BECTHO, YTO OHA
BO3HUKAECT IIPY HECKOJIBKUX ITATOJIOTMYECKIX COCTOSTHUSIX.
B Takux ciydasx accoMmpoBaHHAsI ATOJIOTHST BKITIOUA-
€TCsl B OCHOBHOM quarHo3 (Hanpumep, XBJIIT ¢ cucremHoi
kpacHoi BomuaHkoii; XBII1 ¢ BUY-undexkuueir; XBAII,
accoumnrpoBaHHag ¢ rermatutoM B i C) [1].

ITpu XB/I1 kneToyHbie ¥ TyMOpPaJIbHbIe KOMITOHEHThBI
WMMYHHOM CHCTeMBI aTaKyIOT MUEJIMH Ha TOJICTBIX ITepH-
(eprIecKrX HEpBHBIX BOJIOKHAX, IIPUBOIS K IeMUCTUHI -
3allM, KOTOpasl TIPOSBIISETCS CTab0CThI0, OHEMEHUEM,
napecre3ueit u atakcueii [3].

Knunnueckn XBTT knaccudunimpyercst Ha TAMIAYHBIE
1 HeTunuuHble ciaydau. Tunmunas XBII1 npeacrasiser
€000i1 CHUMMETPUYHYIO TIOJIMHEBPOIIATHIO, OMMTHAKOBO 3a-
TParuBaoIy0 TPOKCUMAIbHBIC W TUCTATbHBIC MBIIIIIIEI.
Arunuunast XBI1 BkiirouaeT n1ucTaabHyO IpUOOPETEH-
HYIO JeMUESTMHU3UPYIONIYI0 CUMMETPUIHYIO HEBPOITATHIO
(distal acquired demyelinating symmetric neuropathy,
DADS), MHOTOOYaroByio IproOpEeTeHHYIO TeMUEINHNI-
3UPYIONIYIO CEHCOPHYIO M MOTOPHYIO HEBPOTIATHIO C 0J10-
Kamu mpoBeneHust (multifocal acquired demyelinating
sensory and motor, MADSAM), wim curapom JIprorca—
CaMHepa, 91CcTO CEHCOpHYI0 U MoTopHyIo XB/IIT, xpoHu-
YeCKyl0 MMMYHHYIO CEHCOPHYIO ITOJHPAIUKYIOTATHIO

(chronic immune sensory polyradiculopathy, CISP), xpo-
HUYECKYIO aTAaKCUIECKYI0 HEBPOIIATHIO C IJIa30ABUTATEIIb-
HBIMU 1 /WIH OyTb0apHBEIMU cUMITTOMaMU (chronic ataxic
neuropathy ophthalmoplegia M-protein agglutination
disialosyl antibodies, CANOMAD) [4].

Bo3MoXXHBIE aHTUTEHHBIC MUIIIEHN BKJIIOYAIOT O0€JI0K
muennHa 0, 6e10K MyuennHa 2, repudepudeckuii 6eJIoK
MyennHa 22, KOHHEKCUH 32 1 OCHOBHOI 0€JTIOK MUEJTHA.
Breimn ormcaHBl aHTHTENIa, HalleJICHHBIC Ha OEJKM y3jia
PanBbe, Takme Kak KOHTaKTHH- 1, CBSI3aHHBIN ¢ KOHTaK-
TUHOM OeJtok 1 1 HelipodacumH 155 n ap. [3, 4].

3aboneBaeMocThb U pactpocTpaHeHHocTh XBJIIT Ba-
PBUPYET B 3aBUCHMOCTH OT TMAaTrHOCTHYECKNX KPUTEPUEB.
3aboneBaemocth cocrasisieT oT 0,29 mgo 1,6 ciyyas
Ha 100000 gyesroBek B roz [5]. O611as pacnpocTpaHEHHOCTD
oueHuBaercs B 4,8—8,9 ciayyas Ha 100000 uesoBex [6, 7].
3aboeBaHme B 2 pa3a 4yallle BCTpeYaeTCsT y My>KUWH, YeM
y XeHIIuH [8]. B mogpodbHOM 3nuaeMHroIorTniecKoM 00-
3ope T.E. ITonoBoit u coaBT. mpuBoasiTcs nanubie H.A. Cy-
MoHeBo 0 pactipoctpaHeHHocTH XBIIT B PO — B pene-
nmax 1-3 cimygasg Ha 100000 Hacenmenus [9]. B Cubupmn,
COMIacHo pe3yisratam uccienosanuii E.A. Kantumupo-
Boit (Ha mpumepe 3ATO 1. ZKeneznoropck KpacHosipckoro
Kpas), pacripoctpaneHHOCTh XB/IIT cocTaBmia 25,5 ciaydast
Ha 100000 HaceneHMs (HO YIUTHIBAINCH OOJBHBIE C M-
MyHOIe(UIINTOM U HeiiponHbekumeir) [10].

Cunnpowm lnitena—bappe (CI'B) — ato octpas BITHII
HEM3BECTHOTO IMPONCXOKICHUSI, IIPOSBIISIONIASICS B KJIac-
CHYECKOM BapuaHTe BocxomsmmM mapaamaoM. CI'b mpem-
CTaBJISIET COOOM COBOKYITHOCTh KIMHNYECKNX CHHIPOMOB
¢ obuIeit maTo(U3noIOrnIecKoil OCHOBOM M SIBISIETCS
I3UMMYHHBIM 3200JIeBaHIEM TTeprdeprUIecKOil HEpBHOM
cuctemsl [11].

CyI1ecTBYIOT YKa3aHMS Ha TO, YTO 3TO ayTOMMMYHHOE
3a00JIeBaHME YaCTO BBI3BIBACTCS IPEAIICCTBYIONICI MH-
dekmmeii [12]. MonekyisipHass MUMUKPHYST MEXIY MAKPOO-
HBIMU ¥ HEPBHBIMY aHTUTCHAMU, HECOMHEHHO, SIBIISICTCST
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IJIaBHOM IBMKYIIEW CWUJION pa3BUTHSI PACCTPOMCTBA, IIO
KpaitHeit Mepe, B ciydae nHbekumu Campylobacter jejuni [13].
IMomumo nHdekmii, HekoTopble ciaydyan CI'b onmrcanb
IIOCJIe TpaBM, XUPYPTUUECKUX BMEIIATCILCTB, JICUCHMUS
MOHOKJIOHAJIbHBIMA aHTUTEIAMU 1 BaKIIMHAIINN (PEIKO)
[14, 15].

3aboneBaemocth CI'b cocrasnger 0,8—1,9 cimygas
Ha 100000 Hacenenus B ron B EBpornie 1 CeBepHoit Ame-
puke [16], yBenuuuBaetcs ¢ Bo3pactoM (0,6 Ha 100000
B ron y mereit u 2,7 Ha 100000 B rox y MOXWIBIX JIIoneit
B Bo3pacte 80 jet u crapiie). CI'b HeckonpKo Jalie BcTpe-
yaeTcs y My>karH. Coo0IIIaaoch O CE30HHBIX KOJICOaHMSIX
3200J1€BAEMOCTH, IIPEIITOIOKUTEIIPHO CBSI3aHHBIX C BapH-
anvsIMA MTHQPEKIIMOHHBIX ITpeaecTBeHHUKOB [ 13, 16—18].
HMmMmeroTcs HaOMOmeHNSI, TTOKA3bIBAIOIINE, YTO MECTHAS
3200JIeBa€MOCTh MOXKET OBITh BBIIIIE B HEKOTOPBIX paliOHAX,
YTO, BO3MOXKHO, CBSI3aHO C 00JIee BRICOKMM YPOBHEM BO3IECH-
CcTBUSI MH(DEKIIMOHHBIX OpraHn3MoB [ 18]. 3aboieBaeMOCTh
B SImonuu — 0,44 ciyyas Ha 100000 HacemeHus B rox [19],
Ha TaiiBane — 1,65 cirygast Ha 100000 Hacenenus B rox [20].

B Poccuiickoit @enepannu, mo nanaeiM H.A. Cy-
noHeBoit n coanT. [21], B 2013 1. 3abonmeBaemocth CI'b
cocraBisuia B pasHeix permonax ot 0,34 mo 2,5 ciydas
Ha 100000 HaceneHud B rof.

Jleuenune kak CI'b, Tak u XBJIIT Becbma 1oporocrosi-
mee. B CIIA cirygan XBJIIT umenu B 7,5 pa3a 6ojee BbI-
COKME cpeqHue obIIre 3arpaThl Ha Tepamuio (116330 §
rpotuBs 15586 $ rmpu npyrux 3aboseBaHMsIX TIeprepuIec-
KO HEpBHOI CHICTeMEI) [22]. DTo orpenesieT aKTyaIbHOCTb
SMUAEMHUOJIOTHUYECKUX UCCICTOBAHMI IS TTAHUPOBAHUS
pPECypCcoB 3IpaBOOXpaHEHUS (B TOM YHMCJIIC M PacXOmoB
Ha BHYTPUBEHHBII IMMYHOTJI00y/1H). PaHee monrocpod-
HBIX 3nuaeMuoaornuyeckux uccaenosanuii BITHII B Jle-
HUHTpaacKoii oomactu (JIO) He TpOBOIMIIOCH.

Ileab ncciiemoBanus — yCTAaHOBUTD SIUACMUOIOTYC-
CKMe 0cOOeHHOCTH ocTpoit n xpoHndeckoit BITHII B JIO,
BBISIBUTH 3aKOHOMEPHOCTU TWHAMMKHU 3a00JI€Ba€MOCTHU
3a 24 roma uisl TDIAaHUPOBAHUS PECYPCOB 3IPaBOOXPAHEHUSI.

Martepuanbi U meToabl

IIpoBenen ananmm3 3a6oneBaemocty BITHIT B JIO 3a
24 roga — ¢ 1994 no 2018 r. Bce 60JibHBIE OBLIN TOCIIUTA-
JIM3UPOBAHKI B pa3Hoe BpeMs B JICHUHTpaICKyIO 00J1acT-
HyI0 KIIMHIYecKyto 6ombHuLy (JIOKDB), o6cmyxuBatonyro
1600000 B3pocnsix xuteineii JIO. Beero nmpoanaamsmpo-
BaHbI JaHHbIe 220 00nbHBIX. ZKeHIH 6610 115, MyX-
ypH — 105. Bo3pact maeHToB — oT 18 10 84 neT. BombHBIX
¢ CI'b 6b110 116, ¢ XBAIT — 104.

B uccnenoBanue BKIIFOUCHBI TAIIMEHTHI cTapiie 18 jgeT
¢ CI'b u XB/II1. Ms1 moBTOpUMAM au3aitH padot R.S. La-
ughlin u coaBr. [6] u A. Chid u coaBr. [5]. B aTux uccie-
MOBaHMAX W3 aHajJM3a OBUIM MCKIIOYCHBI MAIlUCHTHI
¢ MynbTU(OKaAJIbHON MOTOPHOM HEBpOIIaTUEl, C JU3NM-
MYHHBIMHA HEBPOTIATUSIMU, aCCOIMMPOBAHHBIMMU C IPYTOM
natosiorueit (BUY, nndrepueir, OHKOIOTUYECKUM, TeMa-
TOJIOTMIECKMHA Y PEBMATOJIOTMIECKIMHU 3a00JICBAHISIMUA ),

a TakXe C HEBPONATUSIMU C IMapalpoOTEMHEMUSIMU —
WX aHaJIM3 He MPEICTaBIIsICS BO3MOXHBIM B CBSI3M C Ha-
XOXIEHNEM 3TUX OOJIBHBIX KaK B IPYTUX OTACIICHUSIX, TAK
¥ B pa3In4IHBIX crarmoHapax JIO. [1pu nmarHocTuke yam-
THIBAJIA AHAMHECTUYECKUE CBEACHUS, MPEILIECTBYIOLINE
IeOI0TY, TPUITepHBIC (DAKTOPHI, CKOPOCTh U IJTUTSIIFHOCTh
HapacTaHUSI HEBPOJIOTUYECKOTO Ie(UIINTA, COIMYTCTBY-
o1y narojioruio. [TpoBoovii a1eKTpoHeHPOMUOT pahIo
(CTUMYIISIITMOHHYIO ¥ UTOJIBYATYIO). [1prMeHsUIH 31eKTpo-
dumsmomornmueckue kpurepuut XBIIT (EFNS/PNS, 2010).
Hna CT'b ncrionb3oBanu Heiipodn3noIornyeckKmue Kpure-
pun CI'b, npennoxennsie R. Hadden u coasrt. B 1998 1.
[23]. UccnenoBanm 1epeOpoCIMHAIBHYIO KUIKOCTb, OIIpe-
eI aHTHTeIa K TaHIIMo3umaM (IT0 BO3MOXKHOCTH
¢ 2006 r.), oLueHUBAIKM HAJIWYKE MapanpoTerHa, TaHHbIe
KIMHAYECKIMX I OMOXMMIYECKIX aHAJTN30B KPOBU M1 MOYH,
PEHTICHA JIETKHX, AJIeKTpoKapanorpaduu, Hammarne BUY/
RW/renaturos.

JAunarno3 CI'b yctaHaBIMBaiIM Mo AUarHOCTAYECKUM
KpuTepussM BceMupHOI opraHn3aiiiy 31paBoOXpaHEHMS
(1993) [24], bemeparbHBIM METOTMIECKIM PEKOMEHIAIIH -
am [25]. dnga XBAIT ncnonb3oBain JUATHOCTUYECKUE
kputepun Paboueit rpynnel EBponeiickoit denepauymn
HEBPOJIOTMYECKIX COOOIIIECTB 110 M3YICHUIO Tieprdeprde-
CKOI1 HepBHOM cuctemsl [1]. MaTteMaTnuecKyo o0paboTKy
PE3YJIBTaTOB TIPOBOIMIIN C TIOMOIIBIO TTaKeTa IIPOrpaMM
Statistica 6.0. IToxa3zaresu 3a001€BAEMOCTH MPEACTABIEHBI
CPEIHUMH * CPeITHUMH KBAaIPATUIHBIMHA OTKJIOHCHHUSIMMU.
Tect CrbiomeHTa OBIT MCIIOIB30BAH IS CPABHEHMS CPEIHIX.

Pesynbrathbl

C 1995 mo 2002 1. 3a6oneBaemocts BITHII B JIO Op11a
HU3KOM u cocrtapisuia ot 0 mo 4 caygaes B rom (0—0,24
Ha 100000 HacemeHus1). 3aMeTEH ITOCTEIIEHHBI POCT 3a-
6oneBaemoctn, HaumHas ¢ 2003 ., ¢ HEOOIBITUMU KOJIe-
6anusaMu. OcoOEHHO CYIIEeCTBEHHBIN MPUPOCT 3aPUKCH-
poBaH B 2015 . — ¢ 14 (2014 ) mo 22 cimydyaeB, TOrma Kak
B IIPEIBIOYIIME TOMbI KoJieOaHMsI cocTaBun OT 4 o 10 ciry-
yaeB (0,24—0,56 caydas Ha 100000 Hacenenust). B 2016—
2017 TT. 9mrcIio 3a00JEBIINX ellle O0bIIe YBETNIMIOCH — JI0
26—27 B rox. I1pu aTOM HabIIOHAETCS POCT 3a00I€BAEMOC-
™1 KaKk CI'b, tak m XBII (cM. pucyHOK 1 Ta6i1. 1).

3aboneBaemocts CI'b B mocnennue 10 et cocrasisiia
0,18—0,79 cnygas xHa 100000 Hacenenus. [Tpu CI'b npe-
00J1a/1aJT KJTAaCCUIECKHI TIOATHII, TIPOSIBIISTIOIIMICS BOCXO-
ISIIei c1a00CThIO0 C CEHCOPHBIM HapyIIEHWEM 110 THUITY
«IIEPYATOK U 4yJI0K» (Y 95,5 % malmeHToB), 3HAYUTEIHHO
peske BCTpedaluch aTUIMMYHbIe BapuaHThl — 4 (3,5 %) ciy-
yasg ¢ cuHapomoM Mwutepa—®@uiepa, 1 (0,9 %) —
C OCTPOI1 MOTOPHO aKCOHAJIbHOI HeBpomaTueit. 3aboire-
Baau CI'b muua B Bo3pacte oT 21 mo 81 roma, cpemHuit
Bo3pacT 3aboneBanus coctaBui 50,3 + 14,8 roma. CpenHmit
Bo3pacT pa3Butus 3adoseBanus npu CI'b y xxeHmmH —
48,9 + 15,7 roma, y My>XK4rH HECKOJIbKO OobIre — 53,2 +
14,3 roma. O6pamaioT Ha ceOsl BHUMaHUE 2 OTHOCUTEIBHBIX
nuka 3a6oneBaemoctu CI'b — B 30—39 u 50—59 net
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Ta6maua 1. Yucno 3ab6oaewux 6ocnarumenvhbimu nosunesponamusami 6 Jlenunepaockoi obracmu

Table 1. The number of patients with inflammatory polyneuropathies in the Leningrad region

The number of patients with
inflammatory polyneuropathies

Bcero Ha 100000 Bcero
1993 2 0,12 2
1994 1 0,06 0
1995 2 0,12 1
1996 5 0,30 4
1997 3 0,18 0
1998 2 0,12 1
1999 1 0,06 0
2000 2 0,12 1
2001 3 0,18 0
2002 3 0,18 3
2003 3 0,18 2
2004 8 0,48 6
2005 7 0,42 6
2006 4 0,24 0
2007 7 0,42 6
2008 9 0,55 5
2009 6 0,36 3
2010 9 0,55 5
2011 9 0,55 4
2012 14 0,81 8
2013 11 0,63 5
2014 14 0,88 5
2015 22 1,37 14
2016 26 1,38 11
2017 27 1,69 11
2018 20 1,25 13

Number of patients with Guillain —
Barré syndrome

The number of patients with chronic
inflammatory demyelinating polyneuropathy

Ha 100000 Bcero Ha 100000
0,12 0 0
0 1 0,06
0,06 1 0,06
0,24 1 0,06
0 3 0,18
0,06 1 0,06
0 1 0,06
0,06 1 0,06
0 3 0,18
0,18 0 0
0,12 1 0,06
0,36 2 0,12
0,36 1 0,06
0 4 0,24
0,36 1 0,06
0,31 4 0,24
0,18 3 0,18
0,31 4 0,24
0,23 5 0,29
0,46 6 0,35
0,29 6 0,35
31 9 0,56
0,88 8 0,50
0,69 15 0,93
0,69 16 1,00
0,81 7 0,44

(cootBercTBeHHO 23 1 32 mauuenTa) (tabn. 2). [Togasns-
1olee 60JbIIMHCTBO — 87 (82 %) maLreHTOB — 3a00J1e/I1
B BO3pacTHOM MHTepBaje oT 30 1o 69 neT.

Cpenu 3a6oneBmmx CI'b He3HaunTETHHO ITpeobIaga-
JIV KeHIIMHBI (63 MpoTuB 54 My>XurH). AHau3 3a60/eBa-
€MOCTH B 3aBUICIMOCTH OT BpeMeHM Tofa rmokasai, uto CI'b
yanie pasBuBaics 3umoit (35 (34 %) ciydaeB), JeTOM
1 oceHblo oTMeueHo 26 (25 %) 3abonesmmx. Pexxe CI'b
pasBuBajcst BecHoii — 17 (16 %) ciayuaes.

ITpu CI'b me6ioT 3a00J1eBaHMST HAYaJICSI CO CIab0CTH
Hor y 29 (29 %) nauuenTos, cnaboctn pyk —y 1 (1 %),
cnabocty Beex KoHeuHoctelt — y 19 (19 %), HapyuieHust
yyBcTBUTEIbHOCTH — Y 11 (11 %), cnabocTi u oHeMeHUs —
y 22 (22 %), cnaboctu 1 6011 B KOHEUHOCTSIX — Y 8 (8 %)
mauueHToB. Y 1 (1 %) nauuenrta CI'b Havascs co cinabocT
MUMMYECKUX ML, Y 2 (2 %) — ¢ matkoct, y 2 (2 %) —
¢ 6071 B MexkstoniatouHol obnactu, y 1 (1 %) — ¢ kpammu
MKPOHOXHBIX MBITIIII.
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Table 2. The number of patients with inflammatory polyneuropathies, depending on the age

Patients diagnosed

<20

Cunnpowm [uitena—bappe 0 9
Guillain—Barré syndrome (n =107)

XpoHnyecKasi BOCAINTETbHAST

JEMUCIMHU3UPYIOLIasd IMMOJUHEBPOIIaTUA 3
Chronic inflammatory demyelinating polyneuropathy

(n=88)

IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIII!!!!I!!!!!IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIII

20-29

30-39 4049 50-59 6069 70-79 >80
23 12 32 20 10 1
7 11 27 30 8 1

I[Mpu CI'B mpaBuibHBINM OMArHO3 TMPU TEPEBOIE
B JIOKDB 6b11 ycTaHoBJeH ToabKO y 30 % GonbHBIX, 20 %
TOCTYTAJIN C APYTUMU, B TOM YUCJIe HEYyTOUHEHHBIMU T10-
JIMHeBpomnaTusMHu, a 9 % HarpasieHbl B JIOKDB ¢ octpbiM
HapylLIeHUEM MO3TOBOTO KpOBOOOpalleHus. B octaabHbIX
cly4asix BBICTABIISUIMCH Pa3IMUHbIE NUATHO3bI, TaKue
KakK sI3BEHHas1 00JIE3Hb XKeyaKa, pa3HOro pofa sHieda-
JlonaTuu, 1eiHas Mueaonartus, anuayput, XBIII, pagu-
KYJIOTIaTUW, MUAEJIOTIATUY , MUACTEHMSI, OTTYXOJIN CITMHHO-
ro M03ra, 60KOBOI1 aMHOTpODUUECKUIi CKIIepO3, OOTYIIN3M
u ap. CienyeT OTMETUTh, YTO 3TU OOJIbHBIE IMOCTYMAIN
B |-10 HeneTI0 pa3BUTHSI CUMITTOMOB.

B Haiem uccnegoBaHuy HauboJee YaCThIM TPUTTEPOM
CI'b 6b1TM ocTpasi peciupatopHasi BUpycHast MH(eKIus
(36 % ciy4yaeB) v OCTPbI MH(PEKIIMOHHbBI SHTEPOKOIUT

(13 %). Bonee penkuve MPUIMHBI — CUJIbHBIE (PU3MYECKIE
Harpy3ku (4 (4 %) ciydast), olepaluuy C 3MUAYPaATbHOMK
aHectesueit (4 (4 %) cnydas). C BaKIIMHUPOBAHUEM OT
rpurnia CI'b 6611 cBs13aH B 2 (2 %) ciydasx. B 35 % ciy-
YyaeB MPUYMHA He onpenesieHa. JlpIxatebHble HapylIeHMs,
MOTpeGOBaBIlINEe MCKYCCTBEHHON BEHTWJISILUM JIETKUX,
umesn Mecto y 8 (8 %) 6ombHbIX ¢ CI'B.

3aboneBaeMoctb XBJIIT 3a mocneqnue 10 et 6bUIa Ta-
koit xe, Kak mpu CI'b, — 0,18—0,78 ciygas Ha 100000 Ha-
ceneHusd. XB/I1 3aboeBain Takxxe BO BCE BO3PACTHBIC
nepuobl — ot 19 1o 84 et (cpemHuit Bo3pact — 55,6 *
13,3 rona). [Tpu XB/II1 B Bo3pacTHOM mHTEpBasie ot 40 no
69 net 3a60J1eI10 IofaBJIsifoITee GOTBIIMHCTBO — 63 (76 %) ma-
1meHTa. CpeHuii Bo3pacT pa3BuTust 3aboneBanust ipu X BJITT
y XeHIIUH — 55,4 = 12,6 roga, y MyXXYuH IIPaKTUYECKHU
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Takoi xe — 55,3 + 14,1 roma. Takum o6pazom, mpu XBITT
3a00JIeBaIN JINIIa HECKOJIBKO 00JIee CTapIlero Bo3pacra
(p <0,01). ITpu XBIT cymiecTBeHHBIX TeHAEPHBIX pa3iIv-
YU MpaKTU4YECKU He MMeJIoCch — 3abojenu 51 MmyxXunmHa
" 53 KEHIINHBI.

MMpu XBAIT Tonbko 10 % manueHTOB MOCTYMWIN
C MPaBUIbHBIM AMArHo3oM, 32 % rocrnutajiu3upoBaHbI
¢ IPYTUMH, B TOM YHCJIe HEYTOYHEHHBIMU TTOJIMHEBPOITA-
TUSIMH. Bosbilie moIOBMHBI OOJBHBIX MOCTYITIIA C pa3-
JIMIHBIMU THATHO3aMM, IIepeuyeHb KOTOPHBIX IMPUMEPHO
takoit ke, kak nipu CI'b. ITpu XBIT mpoBoumpytomme
(dakTOpHI He HAlIEHBI B TTONABJISIONIEM OOJIBITTHCTBE CITy-
yaeB (83 %), NCUXO03MOLUMOHATIBHBINA CTpecC OTMEUYEH
y 3 (6 %) GoNbHBIX, OCTpasi PecrUpaToOpHasl BUPYCHasI
WHGEKIUS U OCTPBI MH(PEKIIMOHHBIM SHTEPOKOIUT —
o 1 (1 %) ciayuaro, TpaBma Horw — 1 (1 %) ciyudaii, xupyp-
rMYeCKue orepaLum 3a Mecsi 10 aediota — 2 (2 %) ciydasi.

JmTenbHOCTD JorocnuTanbHoro rnepuoaa npu XBJI T
cocTaBMIIa 10 2 JieT, B cpeaHeM — 12 Hen. B cpok mo 2 mec
MOCTYITIJIO OOJIBIUMHCTBO — 67 % MaLMeHTOoB, OT 2 10 4 MeC —
7 %, 6onee 4 mec — 26 %.

CpenHsast MTEIbHOCTh rocrmTanm3anuu pu CI'b
cocraBuna 15,4 = 7,5 cyt, nmpu XBIIT — 15,0 = 5,7 cyt.
IMauuenTsr ¢ XB/II1 BoInuchIBaauCch Ha aMOyJIaTOpPHOE
neuenune, npu CI'b ocymectBnsics Bo3spat B LleHTpanb-
HYIO paliOHHYIO OOJIBHUIY ITOCJIC YTOUYHEHMSI TUarHo3a,
KYITMPOBAaHUS BUTAIBHBIX HAPYIIICHUIA.

06cyxpeHue

[TpoGireMBI 00IIIeCTBEHHOTO 3APaBOOXPAHEHUS CTAHO-
BSITCSI BCe OoJiee CIIOKHBIMU, KPOME IPOYEro M 3a CUET
SKOJIOTMYECKUX 1 COLIMATBHBIX YIPO3, BOSHUKAIOIINX B Pe-
3yJIBTaTe OBICTPOI MHAYCTPUAIM3ALINKI, pOCTa YKCIIa Hace-
JICHWSI, Ype3MEPHOTO MOTPEOICHUS IIPUPOTHBIX PECYPCOB
1 HeHAIIEXXAIIETO UCITOIb30BAHUS TEXHOJIOTHIA, 9TO TIPH-
BOIIUT K POCTY 3a00J1€BacMOCTH PA3TMIHBIMU ATOJIOTHSIMHU,
B TOM YKCJIE U TU3UMMYHHOM [26]. [TprMepoM 3Toro MoXeT
OBITH aHaM3 pocTa 3aboseBaemoctit BITHIT B JIO.

IIpeo6maganne CI'b Hag XB/II1 B JIO o uncity 3a60-
JieBLINX HaOmoganroch B 1990-x u B Hayase 2000-x ronos.
ITo3xe moka3zaTenn 320016 BaéMOCTH BEIPOBHSUIUCH, a BOT
B 2016—2017 rr. 3a00neBmx XB/IIT 6610 B 1,5 pasa 60716-
mre. CHKeHMe 1mokasaresis B 2018 1. ere He OKOHYATETb-
HOe, Bellb, KaK ITOKa3hIBACT IMPAKTHKA W JTaHHBIC JIUTepa-
Typsl [6], 3amepxka auarHoctuku XBJIIT moxer qocturarsb
10—12 mec. Uctopuuecku cuntanock, yto CI'b BcTpeua-
etca vaue, yeM XBJ/Il. Hanpumep, B ucciegoBaHuu
J.G. McLeod u coaBr. (2001) 3aboneBaemocts XBJIIT co-
craBmia Bcero 0,15 cayyag Ha 100000 Hacenenus [27].
ITpumepHoO B 370 ke BpeMs 3aboseBaemocth CI'b B cpen-
HeM B Mupe coctanisia 1,3 ciaydas Ha 100000 HaceneHUS
(mrama3zon ot 0,4 0o 4,0). B manpHelineM OBUTO BBISIBIICHO,
yt0 3ab0eBaemocth CI'B takas xe (1,6 cayyas Ha 100000
HaceJICHUS B Tox), Kak u 3aboneBacmoctb XB/IT [5].

IMonyyennsie mokasarenau 3aboneBaemoctu BITHII
B JIO MeHbIlle MUPOBBIX, HO TPUOIU3WINCH K HUM. Tak,

npu CI'b B JIO 3a601eBaeMOCTh B MOCIeAHNE 4 TOga CO-
craBwia 0,56—0,72, a B CeBepHoit AmMepuxe u EBporie —
0,8—1,9 cayuas Ha 100000 Hacenenus [16]. 3aboseBae-
mocth XBJIT B JIO cocraBuia B mocienHue 4 roaa
0,22—0,84 u Taxke mpuOIU3MIACH K HAUMEHBIINM ITOKa-
3aTeJISIM Pa3BUTHIX CTpaH (MUPOBEIE ToKa3aTean — oT 0,7
1o 1,6 ciydas Ha 100000 Hacenenwmst) [3, 6]. Panee omny-
OJMMKOBaHHBIE HaHHBIE O pacripocTpaHeHHocTu XBJ/IIT
cpeny HaceJICHUS B IISJIOM CHJIBHO Pa3IMJaroTcs — oT 1,9
1o 7,7 caygas Ha 100000 Hacenenus. [Inpokuii nuara3oH
PE3YIIBTAaTOB MOXET OBITh OOYCIIOBJICH Pa3ININSIMU B UC-
MTOJIb3YeMBIX KITMHUIECKIMX JUATHOCTUUECKUX KPUTEPHSIX,
STHUYECKMMU U reorpauIecKUMU pas3indusiMu [9].

ITprunHa KonebaHuii 3a060J€BAEMOCTU U TEHIECHLIMS
K ee pocTy He BroysiHe noHsTHa. st XBAII, Bo3MoXxHO,
POCT CBSI3aH U C YIIy4IIeHEM 3KOHOMNYECKOTO 06JI1aroco-
CTOSTHMSI HACEJICHMST, 9TO, KaK M3BECTHO, BENET K yBEIIe-
HUIO ayTOMMMYHHBIX 3a00JICBaHMI, B TOM YHCJIC 1 33 CUET
pOCTa YKCIIa JIWI, TTOABEPXKEHHBIX OCTPOMY W XpPOHMYE-
CKOMY IICMXO3MOIMOHAIBHOMY cTpeccy [28], a Takke
3a CYET YMEHBIIICHUS «MHMDEKIIMOHHOTO OpeMEHM» COTJIac-
HO «TUMOTEe3¢ TUTUEHBI» [29]. OcHOBHAS Maes 3TOM THIIO-
Te3BI 3aKITI0YACTCS B TOM, YTO HEKOTOPBIe MH(EKIIMOHHBIC
areHTBI, 0COOEHHO Te, KOTOPBIE Pa3BUBAIMCH BMECTE C HAMMU,
CITOCOOHBI 3aITUIIATE OT IIMMPOKOTO CIIEKTPa PacCTPOICTB,
CBSI3aHHBIX C UMMYHHTEeTOM. He McKirroueHa 1 poJib reo-
pm3myecknx (HakTopoB, BIMSHIE KOTOPBIX XOPOIIO M3-
BeCcTHO Gsaromapsi padotam A.JI. YmkeBcKoro (CoHeyHast
paguanus, COCTOSTHUE MarHUTHoOTo moJist u ap.) [30]. Be-
POSITHO, MEET 3HAYeHUE W IEJIbIA PSII 3KOJIOTHICCKIX
(hakTOpOB, BO3IEMCTBYIOIIMX Ha QyTOUMMYHUTET [26].

Cpennauii Bo3pact pa3sutust CI'b B HameM nccieno-
BaHUM cocTaBwI 50,3 roga, 9TO COIMMOCTABMMO C JaHHBIMU
B CIIIA — 51,2 roma [19] u BbImIe mokasareseit B Uramum —
43 roma [31]. ITpu XBAII cpennHmii Bo3pacT OOJBHBIX B Ha-
1IeM MCCJIeIOBAaHMU COCTaBUI 55,6 roma, B TO BpeMs
kak B MunHecore B 2000 . — 58 sier [6]. Tam Xe cpemHsst
MIPOIOJKUTETLHOCTD 3a00JIeBaHUS IIPH ITOCTAHOBKE M-
arHo3a cocrapisuia 10 Mec (quanason 2—64 mec). B Haem
uccinenosanuu npu XBJII1 nepron 6e3 mpaBUIbHOTO AW~
arHo3a COCTaBJIsUI B cpemHeM 4 Mec (Imamas3oH oT 2 Mec
o 2 JIeT), 9TO IMOTYepPKUBAET MAIyI0 OCBEIOMJICHHOCTD
00 3TOi MaToJIOTUU He TOJbKO B Poccun. AHaIn3 naHHBIX
MPOAEMOHCTPHPOBAIT, 4TO TONBKO 10 % marmenrtos ¢ XBJITT
u 30 % naumenToB ¢ CI'b nmoctynuiu B TIOKDB ¢ mpaBuiib-
HBIM TIPEIBAPUTEIBHBIM TUaTHO30M.

Harime nccienmoBanume moxkasajo, 9YTO Cpean 3a00JIeB-
ux CI'B HeckobKO Mpeo61anaim KeHIIUHEL — 63 TTPOTHB
54 My>XuMH, 4TO oT/IMYaeTcsd oT JaHHbIX H.A. CyIioHeBoi,
nokasasieit cootHomeHue 1:1 [32], u 3apyOekHBIX JaH-
HBIX, CBUIETETLCTBYIONIVX O TTpeodIagaHy MyKunH [13].

ITpu XBAII, no HaluMM AaHHBIM, CYIIIECTBEHHbIX T€H-
JIEPHBIX PA3TNYMIi PAKTHYECKHU He ObLTO — 3a0051e/1u 46 MyX-
yuH 1 42 xeHIIHBI. Heboblmoe mpeobiagane My>KUnH
npu XBJIIT (1,3:1) nokasanu u R.S. Laughlin 1 coasr. [6].
B uTanpssHCKOM HCCIIeIOBaHNU TTOKa3aHO COOTHOIIICHIE
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MYXKYUH ¥ XeHIuH 2,3:1 [5]. Bo3MOXHO, 3TO CBSI3aHO
u ¢ TeM, 910 B JIO, K coXaJeHHIO, ITPOIOIKUTEILHOCTD
Ku3HU My>kurH B 2018 . (67 j1eT) Oblila MEHBIIIE, YEM B 3a-
magHbIX cTpaHax (80 met) [33, 34].

ITpu CI'b 3a605eBaeMOCTb JIETOM U OCEHBIO ObLIa TIpH-
MEpHO OIMHAKOBOM, a 3MMOI1 TTOBHITIaTack. OObSICHEHIE
3TOMY (DaKTy MPEACTaBISICTCS CICTYIOIINM: M3BECTHBIN
POCT 3a00JIeBAEMOCTH OCTPOM PECITMPATOPHON BUPYCHOM
nHOeKIMel 3MMOI 1 eCTECTBEHHOE yJaIlleHe KMIIIeYHBIX
nHbekuuit 1eToM n oceHblo. ITo manaeiM H.A. Cymone-
Boii, 3a0oeBaeMocTh CI'b (ocTpoil BocmiaanTe IbHOM Ae-
MUEIMHU3UPYIOIICH MOJTMHEeBPOIIaTHE) ObLIa paBHOMED-
HOW B TeUYE€HUE roja ¢ He3HAYUTEIbHBIM TOBBILLIEHUEM
3UMOIA, 2 BOT (DOPMBI OCTPOIf MOTOPHOM aKCOHAJIbHOM
HEBPOMATHUH / OCTPOIt MOTOPHO-CEHCOPHOI aKCOHAITbHOMU
HEBPOITIATUH B TTOJIOBUHE CITyJaeB Pa3BUBAJIMCH JieToM [32].

VBenmumuenue 3aboneBaemoctu CI'b 3umoit oTMedeHO
n A.J. Webb 1 coasr. [17], HO He Bo Bcex reorpapmuueckux
pernoHax, 4To OOBSCHSIN MECTHON BapHaOEeIbHOCTHIO
TPOAPOMATBHBIX 3a00JIeBaHN. B IpyTrux nccienoBaHMSIX
HE OTMEUYEHO CE30HHOM acCOLMAIINH, YTO aBTOPHI CBSI3bI-
BAIOT C IIPOTUBOITOIOXHON CE30HHOCTRIO PECITUPATOPHBIX
¥ KMIIEeYHBIX MHPeKmii [13].

BbiBOAbI

3aboneBaeMocTh BITHII, Kak ocTpbIMM, TaK 1 XpOHUYE-
ckumu, B JIO pacteT ¢ HEKOTOpbIMU KosiebaHusMu. [TpranHa
€e PocTa M KojicObaHMIT He BITOJTHE SICHA, 1 3TO TPeOyeT Jajib-
HEWIIX HAOJTIONEHIIA, KOTOPBIE HAMU OYIyT ITPOHIOJIKCHBL.

Ilonyyennsie nanHbie 0 3a0oneBaemoct BITHIT 1ie-
JIecoo0pa3HO MCIOIb30BaTh I TUIAHNPOBAHUS PETHO-
HaJIBHBIX PECYPCOB 3IPaBOOXPAHCHMSI.
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Cuuppom [lanka-[laBbipoBa—MaccoHa: onucaHue
KJIMHUYECKOro C/ly4aa, KOMNJIeKCHaA AUArHoCTUKA
C npumeHeHuem Buaeo-33r-moHutopuura, MPT,
MP-TtpakTorpacpuu u pMPT

N.C. T'ymun', N.JI. I'yockuii', M.b. Muponos!, 1O.B. Pyoxesa!, E.P. Moiissikesna', C.T'. Bypa® 2, B.T. Jlemok!

'@I'BY «Dedepanvhbiii yenmp mozea u Hetipomexuonoeuit> ®MBA Poccuu; Poccus, 117997 Mockea, ya. Ocmposumsnosa, 1, cmp. 10;
2OIAOY BO «Poccuiickuii HauyuoHawbHblil uccredosamenvckuil yusepcumem um. H. U. [Tupoeosa» Munzdpasa Poccuu;
Poccus, 117997 Mockea, ya. Ocmposumsnosa, 1

Ko HTaKTbI: BaH Cepreesuy lymnH ivangumin@mail.ru

Crnppom [anka—-[laBbiaoBa—MaccoHa ABNAeTCA BO3MOXHbIM NOCNeACTBMEM pAAa NATONOTMIN U peAKo BCTpeyaeT-
€A B KNMHMYeCKol npakTike. OfHa 13 ero NpuymH — NepuHaTasbHbI MHCYNbLT, MO NOBOAY MNOC/EACTBUI KOTOPOro
B OIBY «DepepanbHblil LLEHTP MO3ra 1 HENPOTEXHONOMMIA» 0BpaTUICA My>KUMHa 59 neT. Y naymeHTa oTMeYanuchb
6unaTepanbHble TOHMKO-KIOHUYECKUE MPUCTYIbI C NOTepPei CO3HaHWA, Ha GOHe NeyeHnsa aHTUINUNENTUYECKMM
npenapaTamu B TeuyeHWe NocneaHnx 4 net Habnoganacb pemunccua. bbino NpoBefeHO KOMMEKCHOE fyyeBoe
1 PyHKLMOHaNbHOE NCCnefoBaHre C MpUMeHeHreM 31eKTposHLedanorpadumn, MarHUTHO-pe30HaHCHON ToMorpa-
1K, MarHMTHO-pe30oHaHCHON TpakTorpadum, GyHKLNOHANbHON MarHUTHO-Pe30HaHCHON Tomorpadun. Mo faHHbIM
o6cnenoBaHmnaA 6bINN 06HAPYXKEHbI NPU3HAKU, XapaKkTepHble AnA cnHapoma Lanka—[asbigoBa—MaccoHa. Ha npu-
Mepe NoBpeXAeHVA B NepUHaTasbHOM Nepuoae 1 nocieaytLleid agantaymm mosra 6biia moKasaHa ero nnactmy-
HOCTb B OTHOLLEHMM peyeBon GyHKLUN.

KnioueBble cnoBa: crHapom [laiika—[laBbigoBa—MaccoHa, remmnatpodus, GMPT, neprHaTanbHbI MHCYNbT, TpakTorpadusa
Ina untuposanus: Nymun W.C., Ty6ckuin U.J1., MupoHos M.b. n ap. Cniapom [anka-[asbigoBa—MaccoHa: onvcaHve

KNMHMYECKOro Clyyas, KOMMIeKCHaa AnarHoCTnKa ¢ npumeHeHnem Bngeo-33-moHuTtopuHra, MPT, MP-TpakTtorpa-
dumn n GMPT. HepBHO-MbilweyHble 6one3Hn 2021;11(1):47-57. DOI: 10.17650/2222-8721-2021-11-1-47-57.

Dyke-Davidoff-Masson syndrome: description of clinical case with diagnostics by EEG, MRl,
MR-tractography, fMRI

LS. Gumin’, I. L. Gubskiy’, M. B. Mironov', Yu.V. Rubleva’, E.R. Moizykevich', S.G. Burd®?, V.G. Lelyuk’

! Federal Center of Brain and Neurotechnologies of the Federal Biomedical Agency of Russia; Build. 10, 1 Ostrovityanova St., Moscow

117997, Russia;

2Pirogov Russian National Research Medical University, 1 Ostrovityanova St., Moscow 117997, Russia

Contacts:

Ivan Sergeevich Gumin ivangumin@mail.ru

Dyke-Davidoff-Masson syndrome is a possible cause of several pathologies and has rare appearance in clinical
practice. One of these causes is a perinatal stroke. The man 59-year-old applied to the Federal center of brain and
neurotechnologies had this one. The patient had bilateral tonic-clonic seizures with loss of consciousness, and re-
mission was observed during the last 4 years with antiepileptic drugs treatment. Complex radiological and func-
tional diagnostics were performed with electroencephalography, magnetic resonance imaging, magnetic resonance
tractography, functional magnetic resonance imaging. As a result of research many signs of Dyke-Davidoff-Masson
syndrome were found. On the example of damage in the perinatal period and subsequent adaptation of the brain,
its plasticity with respect to speech function was shown.

Key words: Dyke-Davidoff-Masson syndrome, cerebral hemiatrophy, fMRI, perinatal stroke, tractography
For citation: Gumin I.S., Gubskiy I.L., Mironov M.B. et al. Dyke-Davidoff-Masson syndrome: description of clinical

case with diagnostics by EEG, MRI, MR-tractography, fMRI. Nervno-myshechnye bolezni = Neuromuscular Diseases
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BeepeHune

Cunnpowm [atika—/laBeimoBa—Maccona (Dyke—Davi-
doff—Masson syndrome, DDMS, CIJIM) — cuMnTomMo-
KOMITIEKC, KOTOPHBIi, KaK IPaBUJIO, BKITFOYAET PE3UCTCHT-
HyI0 (GoKalbpHYI0 snuiencuio. CHHIPOM OBLT BIIEPBEIC
ormcaH B 1933 1. ABTOPBI 3apeTUCTPHUPOBATIN PEHTTCHOJIO-
TMYecKre 1 ITHeBMaTo3HIIeaorpadmaecKrie N3MEHEHMS
y 9 OOJNBHBIX, OOIIMMHU B KJIMHUYCCKON KapTUHE y HUX
OBLTM TeMHUTIape3, (hOKATbHBIC SICIITUISCKIE TTPUCTYIIHL,
acUMMETpUSI JINLIAa U YMCTBEHHasi OTCTaJIoCTh [1].

Cunnpowm Jlaiika—/laBbimoBa—MaccoHa Jaiie paciie-
HUBAETCS KaK CJICACTBUE MHCYJIBTA PACTYIIIETO MO3Ta B Te-
pPUHATAIFHOM TIepHOC WIM B pAHHEM IETCTBE [2].

CornacHo cratuctnieckum ganHbM, CIIJIM Moxer
MMETh MECTO KaK CIIpaBa, TaK M CJIeBa, HO Yallle coo0IIa-
€TCS O BOBJICUYCHUH JICBOTO TIOJTYIIIApHS TOJIOBHOTO MO3Ta.
CyI1ecTBYIOT TeHIACPHBIC OTIUYHYS: Y MATBUMKOB CUMIITO-
MOKOMITIEKC BcTpeuaercd yaie [3]. [1epBblii BO3MOKHBII
caygait CIIJAM natuposan okoso 4000 . 10 H. 3., IpU 3TOM
HaJIM4IKe ITaTOJIOTUH OBIIO TIPEIITOIOKEHO IO pe3yJIbTaTaM
aHajM3a 0COOCHHOCTEI CTpOeHMS Yepera, HaliieHHOTO
B nemepax Myneiickoit mycteinu B U3paue [4].

Cunnpowm Jlaiika—/laBeimoBa—MaccoHa IIPUHSITO paH-
KUPOBaTh Ha 2 BHUIA: BPOXICHHBIA U MPUOOPETCHHBIN.
IIpu BpoXXa€HHOM TUIIE LiepeOpabHbII MHCYIBT pa3Bu-
BaeTCsI BHYTPUYTPOOHO M BCE IMOIyIIapyue OKa3bIBaeTCS
runorjaasupoBaHHbIM [5]. HaGaogaercs cmenieHue cpe-
MUHHBIX CTPYKTYP B CTOPOHY ITOBPEXKICHHOTO ITOTYIIIapys,
a BBIPAXKEHHOCTH 000311, 3aMEIIEHHBIX IIMO3HOM TKAHBIO,
OTCYTCTBYET — 3Ta 0cobeHHOCTh oTimdaeT CJIJAM ot 11e-
pedpaIbHOI reMuaTpodH, KOTOpast BO3HUKAET B paHHEM
IMOCTHATAJIPHOM TIepHOae XU3HU. B ciydae, Korma mH-
(apkT cirygaercs mocie poxXaeHust, aTpoUPOBaHHOE MO~
JIyIIapye TOJIOBHOTO MO3Ta MMeeT B 30HE TTOPaKeHUs pa3-
JimgaeMbie 60po3bl [6].

[Mpu HaTMIMK 3TOM PeIKOit MATOJIOTMN HAOTIOIAIOTCST
Pa3TMYHON CTETICHN aCUMMETPHS JTUIA, (POKAIBHBIC SITH -
JISTITUYECKIEe TIPUCTYITBI, KOHTpaIaTepabHBII reMUIIape3
1 YMCTBEHHAsI OTCTaJIOCTh B COYETAHUM C XapaKTepHBIMU
PEHTTCHOJIOTUIECKIMU TIpU3HAKAMM, TAKUMU KaK ITOCIe-
CTBUSI MHCYJ/IbTA B BUIE KMCTO3HO-TIIMO3HOM TTePeCTPONKI
B obOylacTn mH(papKTa, YMEHbBIIICHNE 00beMa TTOIYIIaPHST
Mo3ra, YTOJIIIeHWe KOCTel cBoaa uepena 1 ap. [7, 8].

TeueHue pokanbHOI SMUIETICUU, COTJIACHO OITyOJIM-
KOBaHHBIM JaHHBIM, MOXET 3HAYUTEJITbHO BapbUPOBATh.
B GonbimmHCcTBe MyOauKaluii oTMedaeTcsl mpeodaagaHue
B KJIMHNYECKO# KapThHe (DOKATBHBIX MOTOPHBIX 1 OMIIa-
TepabHBIX /TCHEPAITN30BaHHBIX TOHMKO-KIOHNYIECKUX
pucTyTioB [9]. B omHOM 13 caMbIX OOJIBIINX UCCIICIOBAHMIA,
MTOCBSIIIEHHBIX KJIMHUKO-PAaTNOIOTUISCKIM XapaKTepr-
ctukaMm CIIJIM, B KOTOpO€e BKIIFOUMIIM CBeIeHMs O 19 ma-
LMeHTaX, KOHCTaTUPOBAHO, YTO SMUJICITUICCKIE TTPUCTY-
bl Habmonanuch B 100 % ciydaes. [1pu aT0M (poKanbHBIE
(mapuuabHble) IPUCTYIIbI OTMeYeHbI y 31,6 % MalueHTOB,
TOTIa KaK OMIaTepaabHBIC CYIOPOXKHBIC ITAPOKCU3MbI TME-
1 MecTo y 68,4 % 6onbHbIX [10].

OmmceBaeTCsl BO3MOXKHOCTD Pa3BUTHS SITMICTITUYC-
CKOTO CTaTyca, a TakKKe Pe3MCTEHTHOM SIUJICTICUM, 9TO
TpebyeT rnoadopa aneKBaTHOW aHTUANWJIENTAYECKON Te-
panuu [11]. BoabLIMHCTBO aBTOPOB OTMEYalOT paHHUI
neorot smtenicuu nipu C/JIM B miepBble TOIBI XKU3HU,
penMyIIecTBeHHO Ha 1-M roay. OgHako J.D.B. Diestro
¥ COABT. MPEICTABIIIN KIIMHUYECKUI CIIydail ¢ aTUITMIHO
TMO3IHUM Je0I0TOM MPUCTYIIOB [12].

B ¢Bs131 ¢ HEMHOTOUYMCIICHHOCTBIO ITyOJIUKAIINIA, T10-
ceameHHbIX CIIJIM, mpencraBisieM ONMUCaHKWE KIIMHU-
YeCKOTro HaOMIOAeHUSI, B KOTOPOM JIJIST OIICHKH BBIpa-
KeHHOCTH TpaHCc(hOpMaIlMi aHATOMUYECKUX CTPYKTYP,
COCTOSTHMSI IIPOBOISIINX ITyTe, pactpeaeeHs (hyHKITI -
OHAJIbHBIX KOPKOBBIX IIEHTPOB B IMMOBPEXKICHHOM MO3Te
OBLT IPUMEHEH IIMPOKUIA CITIEKTP COBPEMEHHBIX METOIIOB
NUArHOCTUKMU.

KnuHuyeckunn cnyvai

B ycaosusx OI'BY «Dedepanvublit yueHmp moszea u Heil-
POmMexHoA0_Ul» Mbl Haba0aiu myxcuury 59 nem c nocaed-
CcmeusaMU YepedpanbHO20 NOPAlCeHUsl UeHMPANbHOU HePEHOIL
cucmemst, komopuiii oopamuncsa 6 OI'BY «Dedepanvhubiii
UeHmD M032a U HelipOmexHoA02Ull» 0451 NPOGedeHUs: NAAHO8OI
peabusumauuu ¢ ouazrozom: «Ilocredocmeus nepunamans-
HO020 nopasicenusi 4eHmpanvHol HepeHoil cucmembl. Cumnmo-
Mmamuueckas goxanvas snuaencust». Ilayuenm 0vin KOHCYAb-
MUpoBan Heepoa0cOM, A MaKdice 00c1e008aH 8 OMOeAeHUIX
NApOKCU3MANBHBIX COCIOSHUI U PA0U0A0UU U KAUHUYECKOL
@usuonoeuu, ede emy 6viau nPosedeHbl UOCOINEKMPOIHYE-
ganoepaguueckuii monumopune (BOM) (nesposoeuueckoe
omoenerue No 1) u maeHumHoO-pe30HAHCHAS Momozpaghus
(MPT) eonoenoeo mo3zea, donoanennvie MP-mpaxkmoepagu-
et u gpyukyuonanvroii MPT (pMPT).

Ocmomp neepoaoea. Ha momenm obcredosanus nayuenm
npedsn645.1 H#canodbl Ha OHeMeHuUe NPAasoil NOA0BUHbL 20108bL,
cHudcenue namamu. Ha goone gusuueckoii nazpysxu (nodsem
no necmHuye) ommeuan noseaeHue COCIMosIHULL, COnpo8oN#coa-
FOWUXCST OUYUEHUSAMU 20A080KDYICEHUS U WUAMKOCMU NO-
xo0ku. boaee 5 rem cmpadan apmepuanvroll eunepmen3su-
ell ¢ MaKcuManbHblM YPOBHEM apmepuanbHo20 0aaeHus.
do 180/110 mm pm. cm., adanmuposan k 130—140/80 mm
pm. cm. Apmepuanvroe dagaenue He KOHMPOAUPOBAA, NOCMO-
SHHYI0 2UNOMEH3UBHYI0 MEePanuto He noay4an.

Anamnues nacmosuezo 3aboaesanus. C demcmea Haoio-
dancsa y Hesponoea c duaernosom: «Ilocredcmeus nepunamansv-
HO020 Nopadicenus yeHmpanvHol HepeHoil cucmemsl. Cumnmo-
mamuyeckas gokanrvhas snunencus». B meuenue 4 nem
He peaucmpuposan npucmynos. Panee ommeuanuce 6usame-
PaNbHble MOHUKO-KAOHUMECKUEe NPUCIMYNbL C NOMepell CO3HAHUS
obe3 ayput. Ilocarednuii bunamepanvHbiil CyoopodICHbLL NPUCIYN
npousouten 4 eoda Hazad. Ha ghone rewenus anmusnunenmu-
uecKUMU npenapamamy npucmynog e ommeuanocs. Ha mo-
MeHm uccaedosanus npuHuman kapoamazenur pemapo 200 me
2 paza 6 cymku, aeeemupauemam 500 me 2 paza 6 cymku.

Heepoaoeuueckuii cmamyc. B co3nanuu, xonmaxmen,
opueHmuposan. lemuanoncuu opueHmupo8oOHHO He 8blBAEHO.
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Inasnoie weau pasuol. 3pauxu D = S, pomopeakyus coxpa-
HeHa. Jleudicenus enasmuix 010K 8 noaHom obseme. Junionuro
ompuyan. CyOseKkmuerHo nayuenm omme4anr eunecmesuro
auya cnpasa. Jluyo cummempuyro. Co c106 nayuenma, cayx
OPUEHMUPOBOUHO cOXpaHeH. Meakopasmawucmolii 20pu3oH-
manbublLil HUCmazm npu e3easade eaego. Auzapmpuu, ducga-
euu, oucgornuu vem. Hesnauumenvnas oesuayus s3vika enpa-
60. Ilpasocmopounnuii eemunapes do 4 barnos. Tunompoghus
MbllYy, npaswix KoneyHocmeu. MoiuieuHblili MOHYC 6 NPAGLIX
KOHeuHOCmsX nosviuieH no cnacmuueckomy muny. Ceuba-
MeAbHAs KOHMPAKMYpPa 6 NPasom A0Kmeeom cycmaese, ceu-
oamensx kucmu. CYyXodcuibHvle U NepuocmantbHble PegpaeKco:
D >S. Cumnmom baburnckoeo cnpasa, cneea — Henocmosiu-
noiil. [lpasocmopounnss eemueunecmesus. Koopounamopmoie
npo0bL: NAALYEHOCOBYI0 NPOOY CNPABA He BbINOAHSA U3-3A NA-
pesa, cieea — y0061emeopPUMenbHo, NAMOUHO-KOACHHYIO
BbINOAHSAN CHPABA ¢ ducMempuell U3-3a napesa, c1eéa — yios-
nemeopumenvto. B noze Pombepea nowamwigancs. Qyuxyuu
MA308biX OPeAHO8 KOHMPOAUPOBAL.

Kaunuueckuii duaznos: nocaedcmeus nepuHamanbHo2o
NOPAXCEHUs. UCHMPAAbHOU HepeHoU cucmembl. CIMpYKmypHas
@oKanvHas snusencusl.

Buoeoaarexmposnuyearoepagpuueckuii monumopune.
Hccnedosanue nposodunocs na annapame « Heiipon-Cnexmp-4»
N0 MeducOYHApoOHOUl cucmeme HAN0NCeHUS INeKmpPodos « 10—
205 ¢ npumerneruem 0ONOAHUMENbHBIX INEKMPOA08 I2AeKMPO-
Kapouoepaghuu. BOM nposoduncs é meerue 44, 6 cocmosHuu
AKMUBHO20, NACCUBHO20 BOOPCMBE08AHUS Neped 3aCbINaHUeM
u nocae npobyacoeHus ¢ npogederuem QYHKYUOHANbHBIX NPoo,
8 meuenue OHe8HO20 CHA. Anbgha-pumm 6 npedenax HOpMbl.
Con modyauposan no cmadusm u gazam. Bo cne peeucmpu-
DP0BAAOCH NEPUOOUHECKOe PE2UOHANbHOE 3aMedNeHUe 8 Ae6OlL
BUCOMHO-MEMEHHOL 001ACMU, PECUOHANbHAS SNUACHIMUPOPM-
HAsl AKMUGHOCMb HU3K020 UHOEKCA 8 Ne601 8UCOUHO-MeMeH-
HOUL 00aacmu 6 gude KOMHAEKCO8 0CMPasi—MeONeHHAs 0IHA,
MEONEHHBIX KOMUACKCO8 OCIMPAs—MeONeHHASA 60AHA AMNAU-

mydoit do 150—200 mx B. Dnurenmuueckux npucmynoes 3a-
pe_ucCmpupo8aHo He 0vi10.

Maenumno-pe3onancnas momoepagus 204061020 Mo3ea.
Hccnedosanue nposodunoce Ha momoepaghe Discovery
MR750w 3 T (General Electric, CIlIA) c ucnoavsosanuem
HelipogackyasapHoil kamyuiku. [Ipomokon ckanuposanus eo-
1081020 Mo3ea exatovan T2- u T1-e36eutennvle uzobpasicenus,
umnyavchble nocaedosamenvrocmu FLAIR (¢ uzomponHuim
sokcenem 1 mMm), u30bpasicenust, 836euleHHble N0 MACHUMHOLL
socnpuumuusocmu (SWAN), oughghy3uonro-meH30pHbie U30-
Opascenus u beckonmpacmmuoe nep@y3uonHoe uccredosanue
(ASL).

1o pe3yasmamanm uccredoganusi: creea  A00HOIL, BUCOH-
HOIl, meMeHHOU 005X, NPeUMyueCmeeHHo KOPMUKO-CyOKop-
MUKAALHO — 30HA KUCMO3HO-2AUO3HbIX USMEHEeHULL, 8epOsim -
Hee 6ceeo, KAk caedcmeue nepeHeceHH020 HApyuleHus
M03208020 Kpogoobpauierus 6 neoil eemucgepe (puc. 1, a, 6);
/N€60CMOPOHHSISL 2eMUAMPOUs; KOMHEHCAMOPHOe YMonueHue
Kocmell ceoda yepena caesa (cm. puc. 1, 6); yeeauuerue 1eeol
JN00HOI NA3YXU ¢ NAMOA0UYECKUM COOEPIHCUMBIM BHYMPU —
npusHaku goponmuma (puc. 1, 8); ucmonuenue 1e60il HOICKU
cpedneeo M032a KAk nposieieHue 8aa1epo8cKoll deceHepayuul
(cm. puc. 1, 8); ymeHnvutenue nepeduenesoll yacmu npooon2o-
eamoeo mo3zea — ampogus nupamuoet (puc. 1, 2); ampoghus
ckopaynbi cresa (cm. puc. 1, a); cmewerue cpeOUHHbIX CIMPYK-
myp 61e60; eQUHUUHbLE 04A2U, 8EPOSIMHO, COCYOUCMO20 2eHe-
3a 6 6enom seujecmee N100HOU U memenHol doaell cnpasa.

Maenumno-pesonancnas mpaxmoepagus. Pexoncmpyxk-
Yyusi mpaxkmoe ObiAa GblNOAHEHA NPU NOMOUU NPOSPAMMHOZ0
nakema DSI STUDIO 6 noayagmomamuueckom pedxicume
C UCnoavb3o08aHuem acmpoeHHsix amaacos. I[lomumo smoeo,
nocmpoeHue makice 803MOICHO € UCNOALI0BAHUEM OpYeUX
n00x0008: 8U3YaNU3AUUU 8CEX MPAKIMO8, NPOXOOSULUX Hepe3
3a0aHHblil 00BeM UL HECKOABKO 006eM08; «PYUHOe» @bldeneHie
C «OYUCMKOU» OM UCKAIOYeHHbIX nyuKos. Hamu Obin 8bi0pan
Haubosee agmMomMamu3upo8aHHulii Memoo ¢ MUHUMAAbHBIM

Puc. 1. Maenumno-pe3onanchoie momoepammel 6 akcuanvholi naockocmu: a — T1-636ewentoe usobpaxcerue, ampoghus ckopaynwl; 6 — T1-636euiennoe
uzobpaxicenue, ymoaueHue Kocmel céoda uepena crega; 6 — T2-e36ewennoe uzobpacenue: 1 — eunepnnegmamusayus 1€80i N06HOL NA3YXU ¢ CONYMC-
8YHUUM poHmumom, 2 — 6ar1eposcKas deceHepayus 6 Ae6oll HoJcKe cpedHeeo mosea; ¢ — T1-636ewenHoe u3o00paicenue, ampoghus 1e6oii nupamudsl
npo0oaeoeamozo mosea. *30Ha nOCMUHGAPKMHbBIX KUCMO3HO-2AUO3HBIX U3MEHEHUIl

Fig. 1. Magnetic resonance images, axial plane: a — T1-WT, atrophic left claustrum; 6 — T1-W1I, widening of calvaria; 6 — T2-W1I: 1 — hyperpneumatisation
of the left frontal sinus with frontitis, 2 — Wallerian degeneration of the left cerebral peduncle; e — TI1-W1I, left pyramid atrophy. *Gliosis and cysts due

to infarction
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Puc. 2. Maenummno-pe3zonarnchuovie momoepammot (T 1-636euiennvie) ¢ HaroxceHuem epaguueckKux pe3yabmamos MaeHUMHO-Pe30HaHCHOU mpaKkmoepaguu:
a — 6 cazummanvHoll nA0CKocmu cnpaga; 6 — 80 ghpornmanvhoi naockocmu. Cunuil ygem — KOPMUKOCRUHAAbHbIE NYUKU, KPACHbLIL — NYYKU MO30AUCINOO0
meaa, canamoswlii — A06Hble KOCble NYUKU, JceAmblil — 0y2000pa3Hblil NyHoK

Fig. 2. Magnetic resonance images (T 1-W1) overlayed with anatomical 3d-reconstruction of magnetic resonance tractography: a — sagittal plane; 6 — frontal
plane. Blue colored — corticospinal tracts, red — corpus callosum, green — frontal aslant tracts, yellow — arcuate fasciculus

Koauecmeom delicmeuii onepamopa 6 cés3i ¢ e2o HauMeHb-
well cybseKkmueHocmbio (0nepamop-3a8uUcUMoCcmoio).

1lo pesyasmamam MP-mpaxkmoepaguu yoanroce vide-
Aume nyuku Kopmukocnunansiozo mpaxkma (KCT), mozonu-
cmoeo meaa, 0y2000pazHo20 mpaKkma, A00HbIX KOCbIX MpakK-
mog (puc. 2).

Kak eudno u3 puc. 2, umena mecmo acummempusi Kopmu-
KOCNUHAABHBIX U KOCBIX J00HbIX NYUKO08: Chpasa (Ha UHMAKMHOLL
cmopoHe) oHu bblau bonee svipadicersl. J[ye0006pasublil Ny4oK
onpedensincs Moabko ¢ HenopadceHHol (npasoii) cMopoHsl.
Ilyuku mo30aucmoeo mena bbiAy CUMMEMPUUHbL OMHOCUMENb-
HO cpedHell AUHUU.

B nepeoneii mpemu cmeona mo3zonucmoeo mena (puc. 3)
0MMeuanocsy N0KanvHoe ucmonuenue. Iliomnocms nyukog
npu MpexmepHoil mpaKmoepaguu 6 ONUCAHHOM ppazmerme
0bL1a BHAYUMENbHO CHUICEHA, NPUYEM CUMMEMPUYHO CNPAsa
u cresa.

s cpasnenus aeguix U Npaswvix nposoodsuwux nymeil
npu nomowyu npoepammuoeo naxkema DSI STUDIO 6viau
usmeperul 3Havenus gpaxyuonroii anuzomponuu (PA) 60046
nocmpoeHubix mpaxkmoe (npoghunu). Jns npoghuneii Kkopmu-
KOCNUHAAbHbIX Nymell Hauaniom omcuema Obla Ypo8eHs HUMC-
Hell epanuybl Mocma, 045 100HbIX KOCbIX Nymell — KayodabHble
KoHUbL nyuKos (puc. 4). 3nauenus @A (oco opdurnam) paccuu-
MblAAUCH 8 MOYKAX NO X00Y NYYKO08, HAXOOAUWUXCA HA U3-
8€CMHOM pacCMosHUU om Hauana omcuema (0cb abcyucc).
Takum obpaszom, dauna npogdhuas coomeemcmeosanra ONuHe
DEKOHCMPYUPOBAHHO20 NYUKA.

Kak smo credyem u3 oaunbix, npedcmagneHHbix Ha puc. 4,
cpedrue 3uaueruss PA 60046 KOPMUKOCRUHANBHBIX U NOOHBIX
Kocblx nymeli cnpaga (Ha UHMAKmMHOLU cmopoHe) Oblau gblule
UAU 0CMABAAUCH PABHbI MAKOBBIM CAe6a (HA NOPANCEHHOI
CMOpOoHe) npaKmutuecku Ha 6cem npomsicenuu. Ommeuanoce

omcymcmaue 1-eo «nuka» 6 negom KCT, nokaruzoeantozo
8 obaacmu Hodicek cpedneeo mosea. Ilpoguaru @A nesoeo no-
AYWapus 0Kazaiucs Kopoie KOHmMparamepaibHoix.
ODynxuuonarvnas MPT. [[eavio @M PT s6as10co onpe-
denenue YeHmMpo8 aKMugayuL 20106H020 M0o32d 6credcmaue
08uUICeHUI KOHEYHOCMAMU U pearu3ayuy maKkmuisHoi (no-
8EPXHOCMHOIL) 4Y8CMEUMENbHOCIU HA CMOPOHE NOPAICEHUS
8 CPAGHEeHUU ¢ UHMAKMHOII CMOPOHOIL, a makdice onpedeneHue
yenmpog peuu. Hcnoavsoganuce caedyoujue mecmol: 0gudice-
HUe 8 10KMegbiX U 201eHOCHONHbIX CYCMAB8AX, MAKMUAbHOE
pasopasicenue Kodxcu Kucmell U cmon nymem MaHyanibHo20
nepuodu4Hoe0 HA0ABAUBAHUS HA UX NOBEPXHOCHb C 00UHAKO-
8bIMU NAOULAOBIO 8030€lCMBUS. U UHIMEHCUBHOCIbIO; NPOCAY -
wusanue nocaedo8amenbHOCmeil c1080N0000HbIX KOHCIMPYK -
yuti (goonem), He c653aHHBIX Opye ¢ OPY2OM CA08, NPOCMbIX
npednoxcenuil. /lns a3moeo 6vira evidOpana 610K068as napadue-
Ma ¢ pagHbIMU NEPUOOAMU <NOKOS» U «AKMUBHO20 0elicmaUs».
Boibop 6 noawv3y akmueroil, a He naccugHoll napaduemoi Obin
cOenam u3-3a NPOMUEOPe4U80CMU pe3yabmMamos Uccaedosa-
HULL: 8 HEKOMOPbLIX U3 HUX 0MMe4aemcs, 4mo pasHuya 8 ax-
mugayuu Mo3ea NpU aKMUBHbIX U HACCUBHBIX NApaduemMax
munumansha [ 13], 6 dpyeux evisensemes 3Hauumoe Hecoom-
semcmeue danuvix napaduem [14]. Heuscenus 6 n0kmesolx
CYCmaeax 8bINOAHAAUCH 8 C853U C HEBO3MONCHOCMBIO BbICO-
KOAMNAUMYOHbIX 08UIICEHUI 8 NPABOM AY4e3aNsACIMHOM CY-
cmaee u3-3a umeguwiux mecmo koumpaxmyp. Ilpasursnocme
08UICEHULL KOHMPOAUPOBANACH BU3YANbHO YePe3 OKHO Melcay
HYAbMOBOI U ANNAPAMHOU KOMHAMAMU: nayueHm ceuban
u paseuban pyKu 6 10Kmeauix Cycmasax, ceuban u paseuoan
CMONbL 8 201€HOCIONHBIX CYCMABAX HA 00UHAKOBYIO BeAUYU-
HY creea u cnpasa ¢ wacmomoii okoao 0,5 Iy (yuka ceuba-
Hue — pazeubanue 3a ~2 c). Ilpu smom cunepeuunvix osuice-
HUL KOHEYHOCMbI0 NPOMUBONOAONCHOU CIOPOHbL 80 BPeMS
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Puc. 3. Maenumno-pesonancuvie momoepammel (T 1-836euiertble) 6 cacummanbHoli RAOCKOCMU (8) ¢ HANONCEHUEM MPEXMEPHBIX OAHHbIX MACHUMHO-Pe30-
HancHoli mpakmoepaguu (a, 6): a — éud cresa, 6 — 8ud cnpasa

Fig. 3. Magnetic resonance images (T1-W1I) is sagittal plane (8) overlayed with anatomical 3D-reconstruction of magnetic resonance tractography (a, 6):
a — left side; 6 — right side

a 6
[t 05
~ 09 S 3
e O =
c 0,8 cE
g2 o g §04
2907 =0 =
5=
2306 2 203
I c f 55 . "
8 S 0,5 w5 % —— [pa.blit NO6HbIN
e § 04 % 502 Y Kocoii TpakT / Right
3E 2T frontal aslant tract
g5 03 58 i "
I 02 €S0, - - ﬂeBb[M NOGHbIN
s o | KOCOW TpaKT /
e 01 ° 0 Left frontal aslant tract
0 . :
0 50 100 150 0 50 100

PaccToaHmne OT HUXKHEro KoHLa nyyvka, Mm /
Distance along a tract from its bottom origin, mm

PaccTosiHMe OT HUKHEl rpaHnLbl BaponvneBa MOCTa, MM /
Distance from the lower border of the pons Varolii, mm

Puc. 4. @paxyuonnas anuzomponus 60046 NPAGbIX U A€6bIX KOPMUKOCHUHANLHBIX (a) U N00HbIX (6) KOCHIX MPAKMOE ¢ NPUMEPHbIMU AHAMOMUYECKUMU
opuenmupamu. BK — enympennss xancyna, JIB — ayuucmuiii éeney, I[IH — npeyenmpanvnas useuruna, nKCT — npagwiii KopmukochUuHaAbHbL Mpakm,
AKCT — negwiii kopmuikocnunanvHwiii mpakm, eepxussn JIH — eepxusis 100nas uzeusuna, Huxckss JIM — HudcHss 100HAS U3BUAUHA

Fig. 4. DTl-related profiles of corticospinal tracts (a) and frontal aslant tracts (6). nKCT — right corticospinal tract, 1KCT — left corticospinal tract, mocm —

pons, cp. moze — mesencephalon, BK — internal capsule, JIB — corona radiata, [TH — precentral gyrus, Huxcnss JIM — inferior frontal gyrus, nesas éepxmss
JIH — left superior frontal gyrus, npasas eepxwss JIU — right superior frontal gyrus

Uccre008aHUsL 3aMeueH0 He Obl10, 8Ce 08UNCEHUS GbINOAHSAUCH
6 NoaHOM 0bseme.

[lpumensncs cmanoapmublii RPOMOKOA NOCMOOPAOOMKU
C UCnONb308aHUeM npoepammuozo komniexca Mathlab2018a
u SPM12 (cmamucmuueckoeo napamempu4eckoeo Kapmu-

posanus). Ilpedsapumensro 6vina npogedena Koppekuyus
d6udiIceHUl 20108bl NAYUEHMA NYymeM Kopecucmpayuu écex
noayuenHwix cepuii uzobpascenuii k I-i cepuu napaduemoi
¢ deudxcenuem neeoil pykoil 8 gase nokos. Hopmuposanus
K «ycpedHenHoi» modeau mosea (MNI) ne nposodunocs 0as
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Puc. 5. Maenumno-pe3onancHvie momoepammol ¢ peKOHCMPYKYueil 60 GPOHmMANbHOL HAOCKOCIU U OGHHbIMU QYHKUUOHAALHOU MACHUMHO-DE30HAHCHOLL
momoepaguu 0 K0KAAU3AUUY 30H AKMUBAUUU N€BbIX PYKU U HO2U: A — NPU OBUNCCHUU 8 N0KIMEeBOM CYCMAge Ae6oll PYKu; 6 — npu maKmuabHOU CIUMYASYUU
€601 KUCmU; 8 — NPU O8UICCHUU 8 N1€60M 201€HOCHONHOM cycmaege; & — npu MaKmuAbHOU CMUMYAAUUU 1€80Il CHONb

Fig. 5. Magnetic resonance images in frontal plane overlayed with functional magnetic resonance imaging data: a — during movements in left elbow, 6 — touch-

ing of left hand; ¢ — movements in left ankle; ¢ — touching of left foot

Puc. 6. Maenummno-pe30HaHCHble MOMOSPAMMYL C PEKOHCMPYK YUl 60 h)poH-
MAanbHoI NAOCKOCMU U OGHHBIMU (YYHKIUOHANbHOU MACHUMHO-DE30HAHCHO
momoepaguu o pacnpedeseHuu 30H AKMUBAUUU KOPbl NPU MAKMUALHOU
CIMUMYAAYUYU NPABLIX PYKU U HO2U: 4 — NPU MAKMUALHOU CIUMYAAUUU
npaeoii kucmu; 6 — npu MAKMUALHOU CUMYASUUU RPABOLL CIONbI

Fig. 6. Magnetic resonance images in frontal plane overlayed with functional
magnetic resonance imaging data: a — during touching of the rigth hand; 6 —
touching of the rigth foot

YyeeauueHus paspeuiaiouieti cnocoonocmu memooda. Henocpeo-
CMBEHHO neped NoAyYeHueM CMamucmu4eckKux Kapm Ko écem
U300PANCEHUIM NPUMEHSACA 2AYCCOBCKULE (PUALIMP PAZMbIMUSL
8 x 8 x § 0ns ymenvuienus éausnus wiyma. Ilonyuennoie dan-
Hble Oblau agmomamuuecku cosmeuienvt ¢ T1-636euennoil
cepueli uz006paxceHul 015 601ee MOYHOU NOKANUAUUU 044208
axmusayuu. CmamucmuyecKue napamempu4eckue Kapmol
OblAU chOpMUPOBAHDBL HA OCHOBAHUU NOBOKCEAbHO2O CDABHEHUS

npu nomowyu oouieii auretinoii modeau (GLM). BokcenvHblii
nopoe akmugauuu coomeemcmegosan p <0,05 ¢ npumenenuem
xoppexuuu FWFE (Family-Wise Error).

B pe3yabmame mecmos, HanpagaeHHbIX HA AKMUBAYUID
MOMOPHbIX U 4YBCMBUMENbHbIX 30H 1€6bIX KOHeYHOCMell, 04a-
eu aKmuayuu pacnpedesunucs 00bIMHbIM 00pa3oM: 6 NpeleH-
MPANbHOU U NOCMUEHMPANbHOU U3BUAUHAX HENOPAICEHHO20
npagsoeo noAywapusi, CoenacHo KAaccu4eckum OaHHbIM 0 KOp-
K080Il npoeKyuu uy8cmeumenbHoil U 08U2ameabHOL CUCHeM
no Penfield (puc. 5) [15].

s yenmpoe nosepxHoCmHOI Yy8cmeumensHoCmu npa-
8bIX KOHeYHOCMell XapaKmep pacnpedeneHus 30H AKmusayuil
makdice c08nadan ¢ KAACCU4eCKUM: 30Hbl KOpbl, 3a0elicmeo-
BaHHble cuMYAAYUeLL, ONPedessiiUucCh 8 1e80l (¢ NOPANCEHHOI
CMOPOHbL) NOCMUEHMPANbHOU U3BUAUHE: 8 CAyYae CO CHO-
NOU — N0 MeXCnOAYWAPHOIL Weau, ¢ Kucmblo — Ooaee rame-
panvHo (puc. 6).

Pezyaomamor g MPT npu mecme, HanpasaeHHOM HA 8bl-
s61eHUe 1e60CMOPOHHUX (C NOPANCEHHOL CIMOPOHbL) d8uea-
MeAbHbIX YeHmMPO8, He CO8NAdau ¢ KAAcCUMecKumu npeo-
cmaenenuamu. Tlpu deudxcenusx 6 npagom 204eHOCMONHOM
cycmaese ommeuanach akmueayus 8 NPeUeHmpalbHolX U3eU-
AUHAX NPaeoeo U KOHMpPAAamepanbHo2o NOAYWapui mosea
(puc. 7).

Jsusicenue 6 npagom 10Kmesom cycmage aKkmugupogano
MHOMCECMB0 00UWUPHBIX 30H 8 000UX noayuwapusx (puc. 8) —

Puc. 7. Maenumno-pe3onancHbie momoepammol ¢ peKOHCMPYKUUeil 60 GPOHMANbHOU HAOCKOCIU U OGHHIMU QYHKUUOHAALHOU MACHUMHO-PE30HAHCHOLL
momoepaghuu 0 pacnpedeseHuy 30H AKMUBAYUU NPU OBUNCEHUU 8 NPABOM 20AeHOCHONHOM CYyCcmage

Fig. 7. Magnetic resonance images in frontal plane overlayed with with functional magnetic resonance imaging data received during movements in the rigth ankle
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Puc. 8. 3D-pexoncmpyxuyuu 0annvix QyHKYUOHAALHOU MACHUMHO-DE30HAHCHOU MOMOZPAPDUY NPU O8UNCEHUU 8 NPABOM NOKMEBOM CYCIMABe C HAA0ICCHUEM
Ha pexoncmpyupogannvie T1-636ewiennvie u300paxcenus ¢ U30MPONHLIM GoKceaeM (cepast wKaia): a — eud cO0Ky Ha npagoe noayuwapue; 6 — 8ud cO0Ky
Ha ne6oe noaywapue; 8 — U0 cnepeou; e — 8ud ceepxy

Fig. 8. 3D-reconstruction of TI-W1I overlayed with functional magnetic resonance imaging data received during movements in the right ankle: a — right
side; 6 — left side; 6 — front side; e — top side

Puc. 9. 3D-pexoncmpykyuu 0aHHbIX GYHKUUOHANBHOU MACHUMHO-PE30HAHCHOU MOMo2paguu 8 mecmax Ha aKmueauuro 301Hb. Bepruke, ¢ HarodiceHuem
Ha pexoncmpyuposartvie T'1-636euenHble U306paxcerus ¢ U30MPONHbIM 80KCeaem (cepasi WKAAa): a — AKMmueayus npu RPOCAywUeanuu oHem, eud c6oky
Ha npasoe noaywiapue; 6 — aKMueayus NPU NPOCAYUUBAHUU OMOEAbHbIX €108, U0 COOKY HA NPAagoe noaywapue; 8, 2 — aKMuUeayus NPU NPOCAYUUBAHUU
Npocmolx npedaodceHuil: 6 — 8ud cOOKy Ha hpagoe noayuiapue, e — euo cnepedu

Fig. 9. 3D-reconstruction of TI1-WI overlayed with functional magnetic resonance imaging data received during hearing speech, right side: a — hearing

of phonemes; 6 — hearing of words; 6, 2 — hearing of sentences

KaK 6 npeyeHmpansHslx 60p0o30ax, max u  100HbIX, meMeH-
HbIX 005X U MO3JICEUKe.

s oyenku cmenenu axkmueayuu 30nb. Bepuuke nayu-
eHmy 0bL10 NPe0N0ICeHO NPOCAYULAMb NPOCHIbIE NPEON0NCEHUS
¢ MUHUMAABHOU CMBICA08OT HA2PY3KOIL, OmOeabHble, He C651-
3aHHble Opye ¢ OpY20M CA08a U CA080N0000HbIE KOHCMPYK-
yuu — gonemol. Tecmor npugenu Kk akmugauyuy 304 8 8epxteil
BUCOYHOIL U3BUNUHE NPABo20 (UHMAKMHO20) noaywapust (puc. 9).

06cyxpeHune

ITo pe3ynbsTaTaM HEBPOJIOTUYECKOTO OCMOTpa ObLIA
00OHapyXeHbl MPU3HAKU MOCIEICTBUI MEPEHECEHHOTO
WHCYJIBTAa B JIEBOM MOJIYIIAPUU OOJIBIIOTO MO3Tra: MpaBo-
CTOPOHHUII TeMUTIape3 CO CITACTHYCCKUMU 3 GhEeKTaMM,
MPaBOCTOPOHHSS reMurumnectesusi. KnmHuueckue nposiB-
JICHUSI NOATBEPXKIAIUCH JAHHBIMUA UHCTPYMEHTATbHBIX
MeTonoB obcnenoBanud: npu MPT B 1eBoM nonyiapuu
MO3ra BU3yaJIM3UPOBASIaCh OOIIMPHAsST 30Ha TTOCTUH(DAPKT-
HbIX u3MeHeHuit. [Tomumo atoro, mo pesynsratam MPT
ObLTM OOHAPYKEHBI TPU3HAKM, xapakTtepHbie st CIAM,
KOTOPBII TakXkKe MOAKPEIUISUICI JAHHBIMU aHAMHE3Aa O Te-
pUHATaJIbHOM MILEMWYECKOM HMHCYJIbTE KaK HauboJjee
BEPOSITHON MpUYMHE HabI01aeMbIX U3BMEHEHMUIA.

ITo marHBEIM TIpOBeneHHOTO BOM y maneHTa B MHTE-
PUKTAJIBHOM TIEPUOAE BBISIBIICHA PETMOHATbHAS SIWJIETI-
ThOpMHasT aKTUBHOCTb B JIEBOW BUCOYHO-TEMEHHOM

00J1acTN B BUE KOMITJIEKCOB OCTpasi—MeJIeHHasT BOJTHA,
MeJJIEHHBIX KOMILUIEKCOB OCTpasi—MeIJIeHHAsT BOJTHA aM-
wmtynoit mo 150—200 MkB. YauTeiBast Ham4Ime SIvIer-
ThHOPMHOIM aKTUBHOCTHU Ha 3JIEKTPOdHIE(DarorpamMme,
HECMOTPST Ha MEINKAMEHTO3HYIO0 peMUCCHIO Ooriee 4 JeT,
OTMEHa TTPOTUBOIMUJIETITUYECKON Teparuu HeleIecoo-
Opa3Ha B CBSI3U C PUCKOM BO30OHOBJICHUS SMWIECITUYEC-
CKUX TIPUCTYTIOB.

Cunapom [Haitka—/laBeimoBa—MaccoHa, WM Hepe-
OpanbHas reMruaTpodust — COCTOSTHUE, B TUTTUYHBIX CITY-
Yasix SIBJISTIONIEECST CENCTBUEM UIIIEMUUECKOTO MHCYITBTA,
VIMEBIILIETO MECTO BO BHYTPUYTPOOHOM MJTM HEOHATATbHOM
nepuoaax. ¥ HabmoaaeMoro Hamu naimeHTa Ha M P-uzo-
OpaXkeHUsIX 0OHAPYXUBAJUCH CIAEAYIOIINE MPOSIBICHUS
CUHIPOMA: CMEIIIEHNE CPEANHHBIX CTPYKTYD BJIEBO, UCTOH-
YeHUE JIEBOI HOXKM CPETHETO MO3Ta KaK MCXO] BAJIJIEPOB-
CKoi1 mereHepanuu (cM. puc. 1, a), arpodust CKOPIyIbl
cneBa (cM. puc. 1, 6), yMeHblIIEHUE TTePENHEIEBOI YacTh
TPOIOTOBATOTrO MO3ra — aTpoduis mupamupl (cM. puc. 1, 6),
YTOJIIIEHNE KOCTel cBoAa uepemna ciieBa (cM. puc. 1, e),
YBEJIMYEHME MTHEBMATU3ALIUU JIEBOU JIOOHOM Ma3yXu ¢ Mpu-
3HaKaMu poHTHUTA (CM. puc. 1, a).

M3BecTHO, YTO TaKue cephe3HbIe HAPYIIICHNST 3aTparu-
BAIOT TIPOBOMSIIINE ITyTH MO3Ta KaK HaPsIMY10, TaK 1 OTTOC-
penoBaHHoO [16]. ¥ nauueHTa o pesyasraraM MP-tpakro-
rpamu oTMeYaIach aCUMMETPUST KOPTUKOCTTMHAIBHBIX
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Iy9IKOB: CIIpaBa (B MHTAKTHOM TIOJIYIIAPUM) OHU OBLIN
0oJiee BEIpAKEHBI, YeM CJIeBa. DTO COITIACYeTCs C TaHHBIMU
MPT, cBUI€TEAbCTBOBABIIMMMU O CY>K€HUH JIEBOI HOXKU
CpeIHEero Mo3ra ¥ YMEHBIIIEHUH TIPAaBOi MMPaMUIBI ITPO-
JTOJITOBATOTO MO3Ta, YTO, BEPOATHEE BCETO, SIBJISICTCS CIICI-
CTBHEM BaJUIEPOBCKOI AeTeHepaIliy ITOCIe TIePEeHECEHHO-
'O JICBOCTOPOHHETO MH(MapPKTA.

JIoGHBIE KOCBIE TPAKTHI YYACTBYIOT B OCYIIIECTBIICHI
pedeBbIX GyHKLMI [17], Kak 1 AyrooOpa3HbIil Ty4oK, CBSI-
3pIBalONINIA IeHTpHl BepHuke u bpoka [18, 19]. B ormmcan-
HOM cJiy4yae 1o gaHHbIM M P-TpakTorpaduu 100HbIE KOChIe
ITyYKH 0Ka3aJIMCh ACUMMETPUIHBIMH — C MEHBIIIEH BEIpa-
JKEHHOCTBIO CJIeBa (CO CTOPOHBI ITOPaKEeHUsI ), Iyrooopas-
HBIA XK€ My4OK OMPEIESINIICS TOAbKO C OJHOM — TMpaBoOu
(nHTaKTHOIT) — cTOpoHbI. M. Catani 1 COaBT. Ha OCHOBaHUH
MP-TtpakTorpacduu ObI1 IPOBEAESH aHAIN3 CUMMETPUYHO-
CTH Pa3BUTHS TYyTOO0OPA3HBIX ITYYKOB B 3aBUCUMOCTH OT ITO-
symapus [20]. Beuto mokasaHo, 4to y 62,5 % 310pOBBIX
MpaBIIeil TPaKT OMPEACISICS TOJIBKO C OMHOM (JIeBOIt)
CTOPOHBI ¥ uillb y 17,5 % nauueHToB 06beM Ayrooopas-
HBIX IIYYKOB OBLT CXOX. YUUTBIBASI TUTIOTE3Y O TOM, UTO Oy-
roo0pa3HBIi MyJOK CBA3BIBAET peueBhIe IIEHTPHI [18, 19],
KOTOpEHIE, B CBOIO OYepeb, Yallle BRIPAXKEHHO JIaTepaii-
30BaHEI [21], MOXHO TIPEATIONIOXUTD, 9YTO pACIIpeAcICHIC
TPaKTOB TAKKE 3aBUCUT OT CTETICHN JOMUHAHTHOCTH I10-
JIyIIapuii 110 OTHOIIEHHUIO K peaau3allii peueBoil PyHK-
vn. [TprHIMasT 3To IpeATnooXeHNe, JaHHbIC IIPOBEACH-
HBIX Hamu ucciegoBanuii (MP-tpakrorpacduu u pMPT)
COTIJIaCYIOTCSI B TOM, UTO IIpaBoOe IOJIyIIapre, BEpOSITHO,
B35JIO Ha ce0sl peueByIo (PYHKIINIO, B CBSI3U C YeM IyTOO-
Opa3HBIi TyYOK cJIeBa MOT He c(pOPMUPOBATHCS.

[Ipaserit (co crTopoHbl MHTAKTHOTO oJytapus) KCT
MMalMeHTa 1o pe3yinbraraM MP-TpakTorpaduu okazancs
0oJiee 00bEMHBIM, YEM JIEBBIIA, aHAJIOTMYHO JTOOHBIX KO-
CBHIM TpakKTaM. BhIsIBIeHHAss HaMM BU3yaJIbHas aCHMMe-
TPHUS IIYIKOB (TPaKTOB) ObLIIA TOATBEPXKICHA 3HAUCHUSI -
mu DA — cripaBa (CO CTOPOHBI MHTAKTHOTO MOJTyLIapus )
OHa ObUTa BhIIIIE, YeM ciieBa (cM. puc. 4). [TomxyaeHHBIH
podute PA npaBoro (nHTakTHOTO Hoymmapusi) KCT oka-
3aJICST BECbMa CXOX C Pe3yJIBTaTaMy MCClIenoBaHus A. Sarica
" coaBT. [22].

IMpodunm nesbx (¢ mopaxkeHHO# cTopoHbl) KCT
1 JIOOHOTO KOCOT'O TpaKTa ObUIM KOpOoUe KOHTpaIaTepaib-
HBIX; «IIUK» JeBoro (¢ mopaxeHHO# ctopoHbl) KCT
Ha ypOBHE HOXEK CPEeIHET0 MO3Tra OTCYTCTBOBAJI. MeHBIIasT
JUTMHA TIOJTYYeHHBIX Mpoduieit 1 m3MeHeHre (hOPMBI ITPO-
¢una KCT nopaxkeHHOI CTOPOHBI MO3Ta, BEPOSITHO, CBSI-
3aHbBI C yMEHBIIIEHEM 00beMa aTPO(UIHOTO TTOIYIIAPHST
(B yacTHOCTH, OEJIOTO BellleCcTBa) M, KaK CIIEACTBUE, IIe-
(opMarmeit 1 yMeHbIICHNEM JIJTMHBI CAMMX ITYIKOB, BIOJIb
KOTOPBIX CTPOMINCH TTpobrii. B oncaHny KIIMHIYECKO-
ro ciydas 11-ymeTHero ImamueHTa, ImepeHecIIero HeoHa-
TaJIbHBI MHCYIET [23], TaKKe OIpeaesiiioch YKOPOUCHHE
KCT nopaxenHoii ctoponbl. [Tpu moctpoeHnu npoduiiein
aBTOPHI M3Mepuin cpenHee 3HadyeHNe MA B IpoeKIIMsIX
o6eux KCT Ha akCcHaBHBIX IJIOCKOCTSIX C MHTEPBAJIOM

2 MM, 9TO HE YIUTHIBAJIIO TCOMETPHIO ITyTeil 1 BO3MOXHYIO
HEPOBHOCTD YKJIAIKH TTallUeHTA.

TpakThl MO30JIMCTOTO TeJla MalleHTa 0Ka3aJIuCh CUM-
METPUYHBIMHU, & CaMO MO30JIMCTOE TeJI0 — Ae(opMuUpo-
BaHHBIM. [To nanHbIM M. Fabri v coaBT. [24], B nepeaHuX
OTIeJIaX CTBOJIA MO3OJIMCTOTO TeJIa ITPOXOIAT ITyIKH, 00h-
SIVHSIONINE TIepBUIHBIE CCHCOMOTOPHBIE 00JIaCTH U ac-
COLIMAaTUBHBIC 30HBI IIPOTUBOITOIOKHBIX JIOOHBIX TOJTYIIIA-
puii. [TopaxeHue TaHHBIX 30H B JIEBOM JOOHOM J0J1€ KaK
pa3 MMeJI0 MEeCTO B OITMCBIBAEMOM CJIyJae, YTO, BEPOSITHO,
MOTIJIO CTaTh NMPUYMHONW MCTOHYCHMST MO3OJIMCTOTO Tella
(BBUIY yTpaThl TEJI HEUPOHOB M, COOTBETCTBEHHO, MX aK-
COHOB) ¥ 00€THEHUS IIYIKOB B ITEPEIHE YaCTH €TI0 CTBO-
J1a Mo JaHHBIM M P-TpakTorpacdun.

Borpoc 0 KOpKOBOM IIPEICTaBUTEIBCTBE PA3TAYHBIX
(GYHKIMI 1 UX IeTePMUHUPOBAHHOCTH MPOIOJIKAET OCTa-
BaThCSI OMHUM M3 CAMBIX aKTyaJIbHBIX M MHTePECYeT KaK Ha-
YYHOE COOOIIECTBO, TaK 1 Bpadeiil. Cepbe3HbIN BKIIAM B I10O-
HUMaHHE IIPOOJeMBbl IMEPBUYHBIX UYYBCTBUTEIBHBIX
¥ IBUTATEIBHBIX IICHTPOB BHEC KAHAICKUIT HEHPOXUPYPT
W. Penfield ¢ komteramu. ITomydeHHBIE MCCIeOBATEISIMU
MPH 3JIEKTPOCTUMYJISIIAKA OTKPBITOTO MO3ra IIMMIIaH3e
JaHHbIe [24] 66U 0000IIEHBI M HATJISITHO KapTUPOBAHbI
IUTSL TIPETICHTPATbHBIX (TJIyOOKas ¥ IIOBepXHOCTHAS YyBCT-
BUTEIBLHOCTh) M ITOCTLEHTPATbHBIX (TIEPBUYHBIC TBUTA-
TeJIbHBIC LIEHTPHI) M3BWINH (puc. 10).

JlaHHbBIe KapTUPOBAHMS TT03XE TTOATBEPIMINA COBPE-
MEHHBIE UCCIIEI0BATEIN, 000OIINB pe3yIbTaThl SJIEKTPO-
CTUMYJISIIUUA KOPHI BO BpeMsI HEMPOXUPYPTUUECKUX OTIe-
pauwnii [26, 27].

Ha npoTtsokeHnm 10oIroro BpeMeH! TUCKYTa0e TbHBIM
SIBJISIETCST BOIIPOC O PACITOJIOKEHUM PEUYEBBIX LIEHTPOB.
TpamuIMOHHO BRIAEISIOTCS 2 TAKUX IIEHTPA: PacIoIOXKeH-
HBIM B TPUAHTYJISIPHOI YaCTU HUXKHEN JTOOHON M3BUIN-
HBI — 30Ha Bbpoka 1 pacrojioXeHHBIN B 3aTHEM OTHECIIC
BepXHell BUCOUHOI M3BUJIMHBI — 30HAa BepHuke. Pabo-
Tta J.E. Bogen 1 coaBT., B KOTOPOI1 ObLI MpOaHAIU3UPOBaH
OOIIMPHEIN MaTepHraa UCCIIeAOBAaHMIT Ha 3Ty TEMY, TI03BO-
JIMJIa aBTOpaM KOHCTaTHPOBaTh, YTO 00J1acTh BepHUKe
HE MMeeT YETKOTO MECTOIIOIOKEHMSI, HO BCeTIa JIOKaIM-
30BaHa B TPaHMIIAX BUCOYHON MJIM JIOOHOW MOIN TOMM-
HAHTHOTO MOJIyIapus (B PEIKUX CIyJIasix — 00OMX IOy~
mapuii) [28]. D10 3aKII0YCHNE HAILIO TTOATBEPXKICHNE,
B YaCTHOCTHU, B pe3yibTaTaX HeAaBHETO MCCJICIOBAHMS
J.R. Binder, ucnonp3osasiuero @MPT (puc. 11) [29].

M3BecTHO, YTO B NOMY/ISILUK IPUMEPHO Y 85 % miozeit
JOMUHAHTHBIM TTOJTYIIIApHEM SIBIIIETCS JIEBOE, U, KaK CJIeII-
CTBHE, peuyeBbIe LIEHTPHI pacioaoXeHbI ciesa [21]. Yuu-
TBHIBAsI 3TO OOCTOSITEIIECTBO, a TAKXKE OOIIMPHOE TTOPaKCHIE
KODPBI TOJIOBHOTO MO3Ta C BOBJICUCHUEM IIPEICHTPATbHOM
(TIlepBUYHBII ABUTATEJIBHBIN LIEHTP) W TMOCTIEHTPATBHOMN
(TIepBUYHBII HEHTP TTOBEPXHOCTHO U TITyOOKOI YyBCTBH-
TEeJIbHOCTH ) M3BWJINH, NMEIOIIEe MECTO Y OIMMCHIBAEMOTO
MMarueHTa, 0COOBI MHTePEC MPEACTABIISITIO PACIIOIOKEHIE
30H aKTUBAIIMA MOTOPHBIX, IIEPBUYHBIX UYYBCTBUTETLHBIX
LIEHTPOB M IICHTPOB PEYU.
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Puc. 10. Kapma xopkoswix npedcmasumenvcme no W. Penfield u T. Rasmussen: careéa — kapma no8epxXHOCMHOU U 21y00Kol uyecmeumensHocmu (npeyeH-
MpanbHAs U3BUAUHA), CNPABA — KAPMA NEPBUHHBIX 08U2AMENbHbIX UeHMPO8 (nocmueHmpanvras uzsuiuna). Bocnpouseedeno u3z [25] ¢ paspewenus Osler

Library of the History of Medicine, McGill University

Fig. 10. Sensory (left) and motor (right) homunculi, W. Penfield and T. Rasmussen. Reproduced from [25] by permission of the Osler Library of the History

of Medicine, McGill University

Puc. 11. O6o6wennasn cxema Oannvix GYHKUUOHAALHOU MASHUMHO-PE30-
HAHCHOU MOMOSPAPUU: MECHIONOA0ICEHUS UEHMPO8 30H, AKMUBAUUS KOMO-
PbIX Oblaa c8sA3aHA ¢ NPOCMeUWUUMY YHKUUAMU 80CHPUSMUS peyl, be3 ce-
Manmuueckoll 06pabomxu, apmuKyAAUUY peuu Ul CAyX08020 GOCHPUAMUSL.
Bocnpouseedeno us [29] ¢ paspewenus asmopa

Fig. 11. Cortex map of speech centers (simple speech hearing) of 14 volunteers
obtained by functional magnetic resonance imaging. Reproduced from [29]
by permission of author

[Tpu ipoBeaennu GMPT-TecToB, HanpaBIeHHBIX Ha
aKTUBALIMIO KOPKOBOTO MPEACTABUATEIBLCTBA MOBEPXHOCT-
HOM YYBCTBUTEJIILHOCTH JIEBO M IPAaBOM CTOPOH U IIEp-

BUYHBIX IBUTATEIbHBIX LIEHTPOB JIEBBIX KOHEUYHOCTEM,
30Hbl aKTUBALIMU PacOpeAEsINCh COTJIAaCHO Kjlaccuue-
CKMM JaHHBIM — B MTOCTUEHTPAJIbHBIX U MPABOi MPELIEH-
TpaJIbHOI M3BWIMHAX COOTBETCTBEHHO. B ciiyyae ¢ nBura-
TeJIbHBIMU LIEHTPAMX Ha CTOPOHE MOPaXXEHUsI BCe ObLIO
WHaye: MpU IBUXEHUU B FOJIEHOCTOITHOM CyCTaBe oyar
aKTMBalLlMM KOPbI HAXOAWJICS B TAITMYHOM MECTE C pacipo-
CTpaHEHUEM B KOHTpajiaTepaJibHOE MoJIylliapue; Mpu ABU-
JKEHUU B JIOKTEBOM CYCTaBE aKTUBU3UPOBATIUCH MHOXECT-
BO 00s1acTel, YTO, HauboJiee BEPOSITHO, ObLIO COMPSIKEHO
HE C UCTUHHBLIM 3aJeiiCTBOBAHUEM IBUTATEJIbLHBIX 30H,
a CO 3HAUYUTEIbHBIMU TPYIHOCTSIMHU BBITTOJHEHUS 3a1a4uu
IIJIs 00CIEAYEMOro 1, KaK CAeACTBUE, 00YCIOBIMBAIO 00-
mee pU3nIecKoe U SMOIIMOHATBHOE HAIIPSKEHUE, BIEKIIO
3a cCO0OI aKTMBALIMIO 30H, OTBETCTBEHHBIX B TOM UYMCJIC
3a KOTHUTUBHBIC (GDYHKIIMU ¥ SMOIMU. Bo BpeMst BBITION-
HEHUS 33JaHN I, HATIPABJIEHHBIX Ha 3aJ€ICTBOBAHUE 30HBI
BepHuke, akTUBUPOBAIUCH OOJIACTU B BEPXHEN U3BUINHE
MPaBOM BUCOYHOU JOJIN, YTO COOTBETCTBOBAJIO KJIaCCHUYE-
CKOW JIOKaJIM3alKu, HO Ha KOHTpajlaTepajlbHOM CTOPOHE,
YTO HE MPOTUBOPEUMIIO PE3YJIbTaTaM IPYTUX UCCAETOBaHUIA
[28, 29].

B HacrosiieM otdyeTe oTpaxkaeTcs TpaHCHOpMAaIIUsS
KOpBI, BbIpaxkarolasi CfoCOOHOCTb MO3Ta K U3MEHEHUSIM,
WJIH TUTACTUYHOCTH, TIPUYEM TTaTOJIOTOMOP(OIOTMIECKOM.
BaxxHo, 4TO HECMOTPSI Ha TO, YTO Mbl UMEJIU JIEJIO C B3POC-
JIBIM YE€JIOBEKOM, TMaTOJOTMYECKUE UBMEHEHUS Y JAHHOTO
MalureHTa NPOM301ILUIN, BEPOSITHEE BCETO, €11IE IO POXKIECHUS,
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TaKuM 00pa3oM, BO3MOXKHOCTD 1 ITyTH M3MEHEHUSI JIOKa-
JIN3aIUY 30H aKTUBHOCTH SIBJISTIOTCSI OCOOCHHO BasKHBIMU
C IPAKTUIECKOM TOUKHU 3PEHMSI, TaK KaK MJUTFOCTPUPYIOT
IMOTEHIINAJTbEHBIE BO3MOXHOCTHU CUCTEMBI, JIEXKAIIEH B OC-
HOBE JINCTa BOCCTAHOBUTEILHBIX MEPOIIPUATHI (peadu-
JINTAIIAN).

B meTckom Bo3pacTe MO3T HEBEPOSITHO IUIACTUYCH
U CIIOCOOEH K CaMOCTOSITEIbHOM «KOppeKTUpoBKe» [30].
B mepBhIe 5 JeT XK1U3HM (HOPMUPYIOTCS pedeBbIe IIEHTPHI
U OTIpenessieTCsl JOMUHAHTHOE TToTyInapue. boabmHCT-
BO JIIOAEH SIBJISIIOTCS TIpaBlIaMy C TOMWHAHTHBIM JIEBbIM
TTOJTyIIIapreM. Y JIeBIIIe ske JOMUHAHTHBIM ITOJTyIIIaprueM
OKa3bIBaeTCs JIMOO IIpaBoe, MO0 MpaBoe M JeBOe, TaK
Ha3bIBaeéMoOe CMEIIaHHOE JOMUHUPOBAHNUE (YACTh TUITNY-
HO OJHOCTOPOHHHUX IIEHTPOB MPU 3TOM PaCIIOIaraeTcs
crpaBa, npyrast — cieBa) [21].

B ommmcanHOM ciydae, BeposITHEE BCETo, IIPOM30IIIa
Takasi «<KOppEeKTUPOBKa», 1 BMECTO TTOPAXKEHHOTO M BTO-
PUYHO aTpOGHUPOBAHHOTO BEIECTBA JIEBOTO TOIYIIAPHST
eHTp BepHrKe nepemMecTHICcs B KOHTpataTepaabHOE (IIpa-
BOE) TIOJIyIIIaprie — er0 BUCOYHYIO TOJIIO, YTO BIIOCIEACT-
BHMH OCTAaBWJIO BO3MOXKHOCTB ISl TOHUMAaHUSI ¥ TeHepaIun
peun TMAIMEHTOM. DTy TpaHC()OPMAIIMIO TTOATBEPXKIAIOT
" pe3yiabratel MP-TpakTorpacdun: 1yrooopa3Halil IIydoK
OIIpeIeIIsICS TOXKE TOJIBKO C TIPaBOM (MHTaKTHOIT) CTOPO-
HBI, a JIOOHBIE KOCBIE TPAKTHI MMEJTH BEIPAXKCHHYIO aCM-
METPHUIO ¢ TIpeBaJIMPOBAHNEM C TIpaBoii cTopoHkl. [lepe-
HECEHHBI B TIepUHATAILHOM Mepuone WH(apKT oKazall
0OJIBIIIOE BIWSTHME HA CTPYKTYPY MO3Ta M OKPYKAIOIINX
TKaHei, 9To IBUJIoch MpuunHoi pa3sutus CIJM c ero
KJIaCCMYeCKMMU Npu3HaKamu [1].

Jannabsie bMPT KocBeHHO MOATBEPXKIAIOT, YTO LIEHT-
PBI, OTBETCTBEHHBIC 3a IBIDKCHUSI HUKHEW KOHETHOCTBIO,
OBLIM YaCTUYHO CKOMITICHCHPOBAHEI 3a CYET KOHTpajaTe-
PaIbHOI KOPBI, UTO SIBJISICTCST BEPOSITHOM IIPUYMHOI TOTO,
moyeMy (PYHKIIMSI HOTY TTOCTPazajia B MEHbBIIEH CTEIICHH.
30HBI IBMXKECHUSI, OTBEYAOIIIME 32 pYKH, HAXOMWINCh Ha
0oJibllIeM yIaJleHUM IpYyr OT Apyra, 4To, BO3MOXHO, MO-
CITY>KWJIO TIPUIMHOM TOTO, YTO COOTBETCTBYIOIIAS 00JIACTD
KOPHBI B TTIOPaXXeHHOM IIOJTYIIApUM HE ObUIa CKOMITCHCH-
pOBaHa, B pe3yJIbTaTe 4eTo AeDUIINT 0Ka3ajcs 0ojiee 3Ha-

1. Dyke C.G., Davidoff L.M., Masson C.B.

Clin Imaging 2004;28:163—5.

YUMbIM. B moaTBepXaeHWe BbILIEU3IOXEHHOTO 0 TaH-
HBIM MCCJIeTOBAHUI KOPTUKOCITMHAIBLHBIA TPAKT C JICBOM
(TTopakeHHOIT) CTOPOHBI 0Ka3ajicsl YKOPOYSHHBIM U Jie-
(bopMUpOBaHHEIM, BEPOSITHO, BBUAY aTpohUH TOJTYIIapHs,
TOrIa KakK ITy4KH ¢ IIPaBOM CTOPOHBI MMEI HOPMAJIbHBIC
TapaMeTphl. DTO, B CBOIO OYepelb, COIJIACOBBIBAIOCH C KITH-
HUYECKMMU JTaHHBIMU O ABUTATECILHOM AeDUIIATE TIPAaBBIX
KOHEYHOCTE! M OTCYTCTBMH TAKOBOTO CJICBA.

B m1060M ciiyyae mpoaeMOHCTprMpOBaHa OiHA 001Iast
TeHIEHIINS: (PYHKIINK, (POPMUPOBABIIHMECS TTOCIEC UMEB-
IIIero MecTo mHdapKTa, 0Ka3aaruch COXpaHHBIMHU. B 11po-
THBOIIOJIOKHOCTh 3TOMY YXKe¢ MMEIOIInecs K MOMEHTY
Pa3BUTHS TATOJIOTUYECKOTO COCTOSIHUSI CBSI3U MEKIY
c(hOpMUPOBAaHHBIMUA 30HAMHU ABIKCHUU U Pa3BUTBIMU
B 3TOT IIEPUOJ IBUTATEIbHBIMHA aKTUBHOCTSIMU OBLIIN pa3-
pYILLIEHbI ¥ BIIOCAEACTBUMA YACTUYHO «KOMIIEHCUPOBAHbBI»
NPYrMMHU ydyacTKaMM MO3Ta.

BbiBOAbI

B oTyere npoaeMOHCTpUPOBAHBI PE3YJIbTaThl KOM-
TUTEKCHOTO 00cIemoBaHus B3pocioro mamuenTta ¢ CAJIM.
HaHHBIe KTUHUYECKOTO obcienoBanusi, BOM, MPT ro-
JJoBHOTO Mo3ra, MP-tpakTorpaduu, MPT nononHsau
IPYT IpyTa U TTO3BOJIVIIA PEITUTH ITOCTAaBJICHHBIC TUATrHO-
CTUYCCKHE 3aTaUM.

OmnmcaHHBIN cTydail SIBJISIETCS T0KA3aTeJIbCTBOM BbI-
COKOH MJIACTUYHOCTH MO3Ta B IEPUOI IO POXICHMUS
¥ B paHHEM JIETCKOM Bo3pacTte. B GolbIeil cTereHn 3To
OTHOCHTCS K 0oJiee TTO3MTHO Pa3BUBAIOIINMCS (DYHKIINO-
HaJIbHBIM IIeHTpaM, HanboJiee MUTFOCTPATUBHO B TAHHOM
HaOJIIOIEHNY — PEYCBBIM.

Harmm kmmangeckwmit cirydait, a Takoke TaHHBIC TUTepa-
TYypBI TTOKA3bIBAIOT CIIOXHOCTH MOCTIDKCHHUS PEMUCCUU
SIUJIECTITUYCCKHUX TTPUCTYIIOB IPY SIUJICIICHH, aCCOIIUM-
poBanHoit ¢ CIIJIM. B cBs131 ¢ 3TMM M3HAYaIbHAsI TAKTH-
Ka 1moa0opa aHTUAIMIUICITUICCKOM Tepanuy IMPU TJTaHHOM
CHHIIpOME IOJDKHA OBITh YMEPEHHO arpeCCUBHOM, BKITIOYAST
OBICTPBIM MEpexo] ¢ MOHOTEpANMM Ha MOJUTEpaIuio
mpu oTCyTcTBUU 3(pdekTa. Takke B pe3MCTEHTHBIX ClTyda-
SIX JOJKEH paccMaTprBaTbCSl BOMPOC O BO3MOXKHOM HEM-
POXUPYPIrUICCKOM JICICHUM.
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KBanuduKaumu Bpayei B o6nactu

MeAULMUHCKON reHeTUKHU

MI'H

MepauKo-reHeTUYeCKMii HayYHbli LLeHTp

of medical genetics

C gauBaps 2021 1. B Mockse B coctaBe ®I'BHY «Menu-
KO-TreHeTn4ecKuit HayuyHbIi LeHTp uM. akaa. H.I1. boukoBa»
(®PI'BHY «MTI'H1l») Hauan paboTy HOBBIIT ITHCTHTYT BBIC-
IIET0 W JOITOTHUTEIBHOTO TTPOdeCcCHOHAIBHOTO 00pa3o-
Baaust (MBu/II10). Co3ganHast CTpyKTypa IIpr3BaHa CTaTh
BEIYILIMM LIEHTPOM MOATOTOBKM CIELMAIMCTOB IO MPO-
rpaMMaM JOIOJHUTEIHHOTO TTPOodeCCHOHATBEHOTO 00pa-
30BaHUS B 00J1aCTH KIMHNYECKOM 1 TaOOpaTOpHOI TeHe-
KU, CeromHs IJI BBIIIOJHECHUSI TTOCTABICHHON IIeIn
B coctaBe MHctuTyTa crmamum cotpynakoB @IBHY «MTHLI»
OpraHn30BaHHI 12 Kadeap 1o pa3IMIHBIM HaIIPaBICHUSIM
MEIUIIMHCKOM TeHeTUKH, B TOM YHMCIIe O(DTAThMOTCHETUKH,
MOJIEKY/ISIPHOM T€HETUKU 1 OMOMH(MOPMATUKI, OUOXUMU-
YeCKOW TeHEeTUKN M HACJIeICTBEHHbIX OoJie3Hel oOMeHa
BEILIECTB, INTOTCHETUKN 1 XPOMOCOMHBIX 00JIe3HE, TeHe-
TUKY HEBPOJIOTMYCSCKMX O0JIe3HEH, bIXaTeIbHON CHUCTEMBI,
SHIOKPUHHBIX 00JIE3HEH, OHKOTEHETUKM, OMO3THIECKIX
Mpo0JIeM MEeTUIIMHCKOM reHeTukr. [IpemomaBaTebCKMiA
cocTraB BKIoJaeT 50 BemyImmx CIEIUATNCTOB — WICHOB
MexnyHapogHoro KoHcopunyma Orphanet, 3KCIiepTHBIX
TPYIIII TT0 pa3paboTKe KITMHUIESCKIX PEKOMEHIALIMIA, YICHBIX
MEXIyHApPOTHOTO YPOBHS. MHCTUTYT BO3IIaBUJI AUPEKTOP
®OI'bHY «MT'HLl», rnaBHBII BHEINTATHBIN CITEIIMATNCT
10 MEIWIIMHCKOM TeHeTnke MuH3apaBa Poccun, dieH-
koppecnoHaeHT PAH Cepreit UBanosuu Kyiies.

CTpeMHTEIbHOE Pa3BUTHE BO3MOXKHOCTEH MOJIEKY-
JIIPHO-TEHETHYECKOM TMAarHOCTUKY CETOIHS CTaBUT Bpada
B 0co0OBIe ycstoBHsI. He3aBHCHMMO OT CBOEM KIIMHUYECKOM
CIIeaIN3alli 1 Hay9HBIX MHTEPECOB Bpad CeTrOaHs 00sI-
3aH 3HATh OCHOBBI MEAUIIMHCKOM TeHETUKU, YMETh CTABUTD
3amavy Irepen JJadbopaTopueil 1 y4acTBOBaTh B MHTEPIIPE-
TallUl Pe3yJIBTAaTOB MOJCKYISIPHO-TeHETHISCKOTO aHa-
m3a. [1epBoe Bpemst 00yJaroliye IMKIbl Ha 00s13aTeIbHOM
OCHOBe OyImyT comepxkaTh MHOOPMAIUIO IT0 OCHOBHEIM
MMOHATUSIM MEIUIIMHCKON TeHETUKHN C IOCICAYIONINM
yIrayoJieHrueM B KOHKPETHYIO OOJIacTh CICIMAIN3alliy
Kadenpsl. UHCTHTYT sBIsteTCs TUIaThopMOi it mHGOP-
MHPOBaHUS Bpadyell O TOCTIKEHMSIX COTPYIHUKOB J1a00-
patopuiit ®PTBHY «MI'HLl» B nuarHocTuke opdaHHbIX
0oJre3Hel, YTO 00eCTICYNT BHEAPEHIE HOBBIX BO3MOXHO-
CTeil B KIIMHWYECKYIO TIPAKTUKY B KpaTdauIiie CPoKu.
K HacrosiieMy BpeMeHHM aKTHBHasI paboTa BceX Ioapa-
3nenennit ®T'BHY «MT'HILI» mpuBena K poCTy BBISIBISI-
€MOCTH PEeIKUX 00JIe3HE, O UeM CBUICTEIBCTBYIOT ITOKA-
3aTeNIM TIOCIICHMX 5 JIeT.

New opportunities for advanced training of doctors in the area

B UBu/IITO npenycmoTpeHa a3 deKTUBHAS cucTeMa
BEPTUKAJIBHOTO ¥ TOPU30HTAJIEHOTO TTpenoIaBaHus, KOT-
Jla TIperoAaBaTe I OAHOM Kadeapbl TPOBOAAT 3aHITUS
Ha JIPYTUX, YTO TTO3BOJIIET 00YJaIOIIMMCS TTOIy4aTh BECh
00BbeEM aKTyaIbHBIX 3HAHWI Ha KOHKPETHBII MOMEHT Bpe-
MeHu. Kpome Toro, mporcxXoauT Ioje3HbIi 00MeH NHGMOP-
Maluen 1 Mexay MpenojaBaTessMU, YTO CYLIECTBEHHO
BJIMSIET Ha BHIOOP TEMATUKHU, MTOATOTOBKY U colepXKaHUe
nocnenyromux KypcoB. C y4eTOM MOSIBUBIINXCS BO3MOXK~
HOCTeH B JIeYeHUH OTIEIbHBIX HAC/IEICTBEHHBIX O0Ie3HEN
MHGOPMUPOBAHHOCTH M HACTOPOXKEHHOCTD O COBCEM «He-
PEAKUX PeIKNX» OOJIE3HSAX U3MEHWIN CyIb0Y 1 KaueCTBO
KM3HU MHOTHUX TIAaIMEHTOB M uX OJu3kux. Bce Gosblie
¥ 0OJIbllle BHUMAaHUS TPeOYeT OCBEIIEHWE BOIIPOCOB CO-
BpPEMEHHBIX MEXaHU3MOB Te€HHOI Teparuu, CII0OCOOOB,
METOJIOB M KpUTEPHEB OLICHKM ee a(pdpekTuBHOCTU. On-
CcaHMe HOBBIX T€HOB OTKPHIBA€T BO3MOXKHOCTH TSI CO3/1a-
HUS METOIOB JIEUeHH, 9YTO TaKKe TpeOyeT TOUHOTO Juar-
Ho3a Ha ocHoBe JIHK-mcciaenoBanus Ha caMbIX paHHUX
CpOKax pa3BUTHS maTonornu. 3agada Kadeapbl — MOBBI-
1IaTh YPOBEHb 3HAHUI 1 HACTOPOXXEHHOCTH CPEIU Tea-
aTpoB, HEBPOJIOTOB 1 T€HETUKOB JIJIsI MaKCUMAaJIbHO paH-
HEro BBISIBJIEHUS HACJeICTBEHHBIX OOJIe3HEl, a TakxkKe
CBOEBPEMEHHOT0 Ha3HAUYEeHUS JIEUeHUS TS TeX UX (DOpM,
JIJIS1 KOTOPBIX YK€ TPeIIOKEHbl TeHETUYECKHE TEPANIeBTU -
yecKue Mmoaxoasl. U3aMeHeHne CTepeOTUTIOB OTHOILIEHUS
K TeHeTHKe KaK K JUCLIUITINHE, HE UMEIONIEH O0JIBIIIOTO
3HAYEHUS TS JIeYeOHOTO Jiejia, TTOBBIIIeHE 3HAaHWI 0 Ha-
CJIeICTBEHHBIX 00JIE3HSIX, KOTOPBIe MOTYT MaHU(ECTUPO-
BaTh B IMMO3IHEM BO3pacTe, TakKe SBISIOTCS 3agadaMu
paboThl Kadeap cozganHoro MHcrturyra. Bee 310 B KOHEU-
HOM MTOT€ TTO3BOJIUT YMEHBIIUTH MEINKO-COLMATBHYIO
1 (UHAHCOBYIO HArpy3Ky Ha OOIIECTBO.

Ceronns B Poccuiickoit @enepany padbotaeT BCeTo
340 reHeTUKOB, a TaKMe CIeLNMATbHOCTH, KaK Bpay-TeHe-
THUK 1 JJADOPATOPHBII TeHETUK, SIBJISTIOTCS MO-HACTOSIIEMY
penxkuMu. MmeeTcst 60BIION KaapOoBbIi AePULIUT B 00J1a-
¢ty 6MoNMH(MOPMATHUKU, BCe OOJbIIE U OOJIbIIIE BOIIPOCOB
OOIIECTBO CTAaBUT Iepel CelaMcTaMi 10 OMO3THKE
M CIY>XK0aMU COLIMATBLHOM 1 TICUXOJIOTMYECKOM MOIIEePKKI
MaLMEHTOB ¢ HacJIeACTBEHHOI rmaTtojorueii. Heooxommmo
3HAKOMMWTH Bpayell ¢ MaKCUMAaJIbHO YITPOIIEHHON 1 3¢~
(GEeXTUBHOM MaplIpyTU3alMeil MallMueHTOB, MOCTOSTHHO
OTCJIEXXWBATh U CBOEBPEMEHHO MPEIOCTABISATh MH(POpMa-
IO O JOKYMEHTaX TOCYAapCTBEHHOTO PEryIMpOBaHUS.
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JI1000i1 Bpau o0111ieit MpaKTUKU, OPTaIbMOJIOT, ITyJIbMOHO-
JIOT, HEBPOJIOT, SHAOKPUHOJIOT WX OPTOIIE] MOXET CTOJIK-
HYTBCS C HACJICACTBEHHOM ITATOJIOTHEH, I OH JOJDKEeH 3HATh
caMble pacIIpOCTpaHeHHBIC, OCHOBHBIC THUITBI 0OJIe3HEH,
yMeThb UX muddepeHIINpoBaTh M1 CBOEBPEMEHHO HarpaB-
JISIT TTAIIMEHTA Ha MOJICKYJISIPHO-TeHETUICCKIE VTN 1T -
TOreHeTUuYeckue rccienoBaHusi. Kaxabiii Bpau qoKeH
OBITh 3HAKOM C STHYECKUMHU MIPOOIeMaMU MEIUIIMHCKOM
TEeHETUKH, C OCOOCHHOCTSIMH, KOTOPBIE 3aKITIOYarOTCs, Ha-
IIpyMep, B MPeHATATBHONM TUarHOCTUKE MATOJIOTMIeCKIX
W HEMaTOJIOTMYECKHX ITPU3HAKOB, MPOOIeMaMM OECCHUM-
IITOMHBIX HOCUTEJICH TCHOTHIIOB, a TAKXKE 00CYKIaTh ITPO-
THO3 BO3MOXHBIX IIPOSIBJICHUII HApYIIIEHHUI BO B3POCIOM
Bo3pacTe. MBI Bce TOJDKHBI ITPABIIIBHO IIOHMMATh «CEKpPeT-

HOCTb» TeHETUYECKO MH(pOPMALIMU U YMETD TTPaBUIIBHO
BECTH Pa3bICHUTEILHYIO PAOOTY C YieHaM1 CEMbU WJIN He-
TMOCPEACTBEHHO C MALEHTOM C YCTAHOBJIEHHBIM JUarHO30M.

JIsT TTOATOTOBKY TaKMX CHEIMAIMCTOB U OTKPBIT
MBunll1O. Het comHeHMs, 4TO BBITYCKHUKHU JaHHOTO MH-
ctuTyTa, co3ganHoro Ha 6aze ®I'BHY «MTI'HIL», 6ynyT
BOCTPEOOBAaHBI B MEAUKO-TEHETUYECKNUX KOHCYJIBTALISIX
no Bceir Poccuu. AKTMBHO BeaeTcs 1ieJieBoe OOydyeHue
CHEeLMaIMCTOB JJIs JajibHeuIIei paboThl B peTMOHAIbHBIX
MEIUIMHCKUX YIPEKASHUSIX, UCTIBITHIBAIOIINX OCTPYIO
HEeXBaTKY KaJpoB.

bonee nmoapobHo co cTpykTypoii MHCTUTYTA MOXHO
03HAKOMUTLCS Ha caiiTe www.med-gen.ru.
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Pe3onwoumna no utoram UHTEPaKTUBHOIO

Kpyrnoro crona «Bonpocbl oKasaHMA MegULUHCKOU
NOMOLUU NPU XPOHUYECKOU BOCNANUTENIbHOU
AeMUeNIUHUZUPVIOLLEN NOSIMHENPONATUNY

Resolution on the results of the interactive round table “Issues of medical care in chronic

inflammatory demyelinating polyneuropathy”

17 mons 2020 . B oHaiiH-opMaTe COCTOSITIOCH 3ace-
JaHKe SKCIICPTHOM TPYIIIBI IO IPMOOPETEHHBIM OO0JIC3HIM
reprdepruIecKoro HePOMOTOPHOTO aIlrapara ¢ y4acTH-
€M CITeLIMAJIMCTOB BeAyIINX (heIepaTbHbIX M PeTHOHAIBHBIX
HEBPOJIOTMIECKUX 1 TIeANATPUICCKIX YIPEKICHUIA.

3acemaHue OBUIO TTOCBAIICHO ITPOOIeMaM TUaTHOCTH -
KU 1 JICICHUS] XPOHNIECKOM BOCITAIMTEIIBHON IeMUEITH-
Hu3upylomeit nmonuHelipormatnu (XBAIT). PaccmarpuBa-
JINCh TIPUIMHBI HEAOCTATOYHON MHMOPMHUPOBAHHOCTU
Bpaueil 00 ophaHHBIX O0JIE3HSIX, TTOMICKAIINX JICICHUIO,
Ha 3Tare ImojydeHust oopa3oBaHus B Poccuiickoit Peme-
pammy, OpraHM3aIs TOMOIIM OOJIBLHBIM, BKJTIOUYas 00eC-
TIeYeHUEe JOPOTOCTOSIINM TperapataMu. Bee akcmepTsl
MIPUIILIA K eIMHOAYITHOMY MHEHUIO 00 aKTyaJIbHOCTHU
1 HeOOXOIMMOCTH CKOPEHIIIeTo YTBepKIeHMS HAITMOHATb-
HBIX KIMHUYECKUX pekomeHaauui mo XBJIII, nmpoexkT
KOTOPBIX IIPOXOIMUT 3Tall OOIIECTBEHHOIO OOCYXICHMUS
Ha caiiTe www.neuromuscular.ru, co3maHust poCCUICKOTO
perrcTpa nanreHToB. Takke OBLTO ITPEUTOXKEHO YBEJTNINTh
00BbEeM ITPOBOIUMBIX PETY/ISIPHBIX 00pa30BaTeIbHBIX M Ha-
VUHBIX MEPOTIPUSITUN IS TIOAACPKAHUS 1 TTOBBIIICHMS
WH(MOPMUPOBAHHOCTHA BPadyeOHOTO COOOIIECTBA Ha BCEX
YpOBHSX. Bce MpuHSTEHIE peleHnsI KPYTIoTo CTOJIa OBLIN
o(opMIIeHBI B BUIE TIPEACTaBICHHOMN HIKE PE30TIOLINH.

Ilesbi0 KPYIJIOro €TOMA SIBUIMCH BBISIBJIEHUE aKTyallb-
HBIX TTpo6ieM nuarHoctuku u aedenus XB/IT B PD, mo-
HCK ONTHUMAIbHBIX PEIICHWI IS YIyJIIeHUs KadecTBa
MEIMITMHCKOM ITOMOIIN MAIlUEHTaM C JaHHOM HO30JIOTHCH.

ToBopst 0 MenuKo-couuanbHOl 3HauMMocT XB/IIT,
HEOOXOIMMO OTMETHUTh, UTO 3a00IeBaHe OTHOCUTCS K Ka-
TETOPUM XPOHUUYECKUX COCTOSTHUI, CYIIIECTBEHHO BIIUSIO-
IIMX Ha KAYeCTBO XKW3HM 1 IPUBOISIINX K MHBATNIN3AIIAN
B CJIydyae CBOEBPEMEHHOTO HEOKa3aHMS MEIMIIMHCKOMN
rmoMoI. B mccaemoBaHny routaHackoro MeauiimHCKOTO
LIEHTpa YHUBepcHUTeTa Dpa3Ma IIpH OLIEHKE 10 YMUCIIOBOMI
peiitmHTOBOM 1Kane mis 6oau (NPRS) n mkame BeIpa-
xkeHHoctH ycrajoctu (FSS) mokaszaHo, uro 11 % GobHbBIX
MMeJIU BhIpaXKeHHbIe CEHCOPHbIE pacCTpoicTBa, a 10 74 %
OTMEYaJIN BRIPAKEHHYIO MBIIICYHYIO cJ1abocThb. I1o maH-
HBIM HcciienoBaHys B [epMaHum, cpegHee 3HAYCHHUE TT0 Me-
XmyHapomHoi mkane naBanuausauu INCAT okazanoch
Ha ypoBHeE 3,3, 4TO 03HAYaET, YTO OOJIBIMMHCTBO MTAallueH-

TO0B ¢ XBJ/III He cipaBasOTCS CO CTaHAAPTHBIMU TTOBCE-
IHEBHBIMM Harpy3kamMu (HaIlpuMep, pacCTeTHBaHUE
MOJTHUY, UCTIOJIb30BaHNE HOXa U BUIKU). [Tokazarenu
KadecTBa XU3HU 10 onpocHUKyY EQ-5D B anrauiickoit
Koropre 00oJIbHBIX ObITM Ha ypoBHE 0,62—0,68 B HeMeLKO
KOTOpTE, YTO 3HAYMTEIIPHO HIDKE TI0 CPABHEHUIO CO 310~
POBBIMU JTIOAbMU.

B paMKax KOMITIEKCHOI IeSITeIPHOCTH 10 COBEPIIICH-
CTBOBaHMIO OKA3aHUS MEIUIIMHCKOM ITOMOIIM MallieHTaM
¢ XBJII poccuiickoe HaydHO-MIPaKTUYECKOE COOOILECTBO
TUTAHOMEPHO pabOoTaio M MPOI0JLKAeT paboTaTh HAll BO-
MpocaMy TOCTYITHOCTH MEIWIIMHCKOIN TTOMOIIY TaHHBIM
nanueHTaM. Tak, B 2019 r. XB/II1 Opl1a BKIIFOYeHA B pac-
IIUPEHHBIN opdaHHBIN TTepedeHh MUHHUCTEPCTBA 3IPaBO-
oxpanenusi Poccutiickoii @enepanum (M3 PO®). B teuenue
2020 . paboueii rpymIToii ObUT CO3IaH MTPOEKT (PeiepabHBIX
KIMHUYECKUX PEKOMEHIAIIN, KOTOPHIN IIpeICcTaBIcH
Ha yTBepxxneHue B 2021 1. DTo cTaHET OCHOBOM IJISI 1aJTb-
HEHIINX I1ar0B 10 COBEPIICHCTBOBAHMIO aJITOPUTMA T10-
MOIIY TMallMeHTaM Ha demepaibHOM M PETrMOHATBHOM
ypoBHsX. B 2020—2021 . 0CHOBHBIE YCUJTHS HATIPaBJICHbI
Ha MEPOIIPUSITHUS IO COBEPIIICHCTBOBAHMUIO TUATHOCTUKU
Y MapuipyTu3anyu naueHToB ¢ XB/IT, obcyxaeHue mpo-
61eM (hmHAHCHPOBAHMSI JICKAPCTBEHHOM Teparmmud M CO-
3maHue (perepaaIbHOTO PETUCTpa IMalleHTOB.

Bornpocs! anarnoctuku nauueHToB ¢ XBIT cerogns
SIBJISTIOTCSI KJTIOUEBBIMU M B TIEPBYIO OYepeIb CBSI3aHBI C He-
JMOCTATOYHOI MHMOPMUPOBAHHOCTHIO BPpaueOHOTO CO00-
IecTBa 00 OCOOCHHOCTSIX Pa3BUTHS, TSUCHUS U CYIIIECT-
Byrowmux ¢popmax XBII. Bei3siBatoT 060€CIOKOEHHOCTD
HU3KUN YPOBEHB ITOATOTOBKY Bpadeil (PyHKIIMOHAIBHOM
MWAaTHOCTUKY, HEAOCTATOYHOE 3HaHWE Bpadeil O BOZMOX-
HOCTSIX HEMpOPU3NOIOTHIECKOTO 00CIeIOBAaHMS 1 00sI-
3aTeJIbHOTO TIPOBEACHUS JTIOMOAIbHON MYyHKIIUW TIPU
TMOCTAaHOBKE ITHArHo3a, OCOOCHHO C YYETOM OTCYTCTBHUSI
JTabOPaTOPHBIX M MHCTPYMEHTAIBHBIX TECTOB 15T UCKITIO-
yeHust XB/1I1-nomo6HbIX nonuHeliponaruii. [loguepkHyTo,
YTO pellleHHe JaHHBIX MPo0IeM TpeOyeT KOMILIEKCHOTO
nonxoxna. Takke HEOOXOIMMO OTKPBITO TTOTHUMATh BOIIPO-
CHI yIydIIeHnsT (GPMHAHCUPOBAHUS Teparuu ophaHHBIX
OoJie3Hell, BHECEHHBIX B mepedeHb M3 PMD, kak Ha perno-
HaJIGHOM, TaK 1 Ha (pemepaabHOM ypoBHe. KOHKpeTr3ammst



Hosocmu

HepBHo-Mblweunbie O JIE3HH

Mapiupytuzauuu nauueHToB ¢ XB/IT momkHa KacaTbest
BCEX 3TAIIOB C OIPeIeIEHNEM MEPhl OTBETCTBEHHOCTH B Ka-
XKIOM KOHKPETHOM ciiydae. MHOTUM OOJIBHBIM TOIaMu
HE MOTYT IMOCTaBUTh KOPPEKTHBIM AMArHO3, YTO CO3IaeT
YCIIOBHSI /IS THBATMIA3AIIMI M TaXKe YTPO3BI KU3HU U BIIC-
YyeT 3a OO0 MOIMOJHUTENbHBIE (PMHAHCOBBIC 3aTPATHI.
CosmaHue perucTpa IMo3BOJUT OTCICINUTD CYIb0Y KaXKIOro
0OJIBHOTO, OCOOCHHO C YIETOM JTOCTIDKCHUSI BO3MOXKHOM
peMuccun Ha (hOHe ITaTOreHETUISCKOM Teparmu.

JoCTyITHOCTB JIeKapCTBEHHOI TepaITiH IS TALIMCHTOB
¢ XBJ/II1 B pernoHax, K coxajaeHUIO, BeChMa OrpaHUYEHA,
XOTsI ¢ (hOPMAJIBHOM TOYKM 3PEHUSI MEXaHNU3MBI 00ecIie-
YeHMUSI JICKAPCTBEHHBIMU CPEICTBAMM JAaHHBIX TTAIIIEHTOB
3aKpeTuIeHBI B 3aKOHOIaTeIbcTBe. K mpumepy, B paMKax
JIBTOTHOTO JIEKApCTBEHHOTO 00€CIeUeHUST (IEeTH TaKXkKe
BXOIISIT B IPYITIY JbIOTHUKOB) MalMeHThbl ¢ X BT 1o/mkHbI
IMOJTy4aTh BHYTPUBEHHBIC MMMYHOTTIOOYIMHEL. [1ammmeHTy
BBIZAETCS IPEITapar I10 JIbroTe (MocjIe YeTo Mmperapar BBO-
IWUTCS B THEBHOM CTaIlOHAape), TMOO CTaIllMOHAp caM 3a-
KyIaeT UMMYHOTJIOOYJIMHEI W TIOJIy9acT BO3MEIICHUE
3a cueT cpeacTB cucteMbl OMC. MexXmy TeM B peTHoHax
9Ta cucTeMa padoTtaeT He Bcerma. st TbrOTHMKOB MOTYT
BO3HMKATh ITPOOJIEMBI C BBEICHNEM B CTAIIMOHAPE MpeTa-
parta, KOTOPHKIi ObLT TToay4YeH 110 brote. Tapudsr OMC,
K COXaJICHMIO, He TIOKPHIBAIOT 3aTpaT Ha BHYTPMUBEHHBIC
MMMYHOTJIOOYJIMHBI, TaK Kak s teueHust X B/II1 tpeOy-
IOTCSI BBICOKHE TO3BI. JIJIsT peleHnsT CIOXKUBIIIEIICS TIPO-
0JIeMBI TUTAHUPYETCS aKTyaTUu3UpOBaTh JAHHBIC BOIIPOCHI
Ha deIepaTbHOM M PeTHOHAIBHOM YPOBHSIX, M B TIEPBYIO
ouepenpb myreM yrBepxkaeHuss M3 P KIMHWYECKUX pe-
KOMeHaluii no BeneHuio manueHToB ¢ XBJIIT. Otcyrer-
BHE KIIMHNYECKNUX PEKOMEHIAINIA He TOJIPKO HE TT03BOJISI-
€T CBOCBPEMEHHO BEHISBJISITh 3a00J¢BaHNE M OKa3bIBATh
TTOMOIIb MaIleHTaM, HO TaKKe YBEeTMIMBaeT (PMHAHCOBOE
OpeMms, Jloxkaleecs Ha OI0KeT IalieHTa U TOCyIapcTBa.

B pesynbraTe o0cyXneHus epeyrcaeHHbBIX TPooaeM
OBUTM MIPEMIOXEHBI CIACAYIONINE IIaTy IS YIyJIIeHUS
nuardHoctuku u jedeHuss XBJIIT B PO:

1. IIpoBecTu 00LIECTBEHHOE O0CYXXASHUE TEKCTa KIIU-
HUYecKux pekomeHmauui mo XBJII1 Ha exerogHoit
KOH(MepeHIINN 1Mo MpobieMaM HePBHO-MBIIICUYHBIX
6one3Heit B 2020 1., a Takke Ha caiite O6IIecTBa CITe-
IIMAJIMCTOB IT0 HEPBHO-MBIIIICYHBIM OOJIC3HIM (WWW.
neuromuscular.ru) ¢ yaacTueM mpoGWILHBIX CIICIIH-
aJICTOB U BCEX 3aMHTEPECOBAHHBIX JIMII.

2. B I xBaptane 2021 r. HanpaBUTh (PUHATLHBINA TEKCT
KIMHUYEeCKUX peKoMmeHmalmii B M3 P® Ha yTBepK-
IIeHUE.

3. IIpomomxuTh 00pa3oBaTeIbHBIC MEPOIIPUSITHUSI (BeO-
Hapbl, KOH(GEPEeHIINN) ¢ YIacTUEM IpeICTaBUTEIeH
denepadTbHBIX M PETMOHABHBIX IIEHTPOB TSI TTOBHI-
1eHus1 "HGOPMUPOBAHHOCTU BpauyeOHOro cooOdIIe-
CTBa IT0 IIpoGIeMaM ITPUOOPETEHHBIX ayTOMMMYHHBIX
bose3Heit mepudepuIecKux HEPBOB.

4. IpuCTYyIINTh K CO3MAHUIO HAITMOHAJBHOTO PEeTHUCTpa
mareraToB ¢ XBJIIT B I kBaprane 2021 .

5. Jlns obecriedeHUsI TEXHUYECKOM MOAACPKKY TTPUBJIE-
KaTb K TTOMOIIM COIIMAJTbHO OTBETCTBCHHBIN OM3HEC,
OyraroTBOpUTEIbHBIC (DOHIIBI M ITAITMEHTCKIE OPTaHM -
3aLINH.

C pe3ommoLmeii, MpUHSITON YIaCTHUKAMU MHTEPAKTUB-
HOTO KPYTJIOTO cToJa «BOIpockl oKazaHMS MEIUIIMHCKOM
MOMOILIM TIPU XPOHUYECKOW BOCHMAIMTEIbHON AEMUETN-
HU3UPYIOLIEH MOTMHEWPOTATUN» , MOKHO O3HAKOMUTBCS
Ha caiite OOIIecTBa CIeIUAIMCTOB IO HEPBHO-MBIIICYHBIM
6osre3HsIM (Www.neuromuscular.ru), a Takke y Ipopib-
HBIX CIICIIAIICTOB.

IIpencenaremu sxcnepTHOro coseta: Cynonesa H.A.,
unen-kopp. PAH, npogeccop, 0.m.u. (OI'BHY HIIH,
Mockea); Ipuwuna /I.A., k.m.n. (OITBHY HI[H, Mockea).
Cekperaps: Kupuuenxo O.A. (OI'BHY HI[H, Mockesa).

B 3acenannu Kpymioro CToJia NPpUHSLIA y4acTHe

1 NOIHCAJIN HACTOSIILYIO PE30.TIOHUIO:

Askcenmvesa M. B., 0.m.1., npogpeccop (PAHXulC,
Mockea); Anexceesa T. M., 0.m.H.

(HMHUI] um. B.A. Anmaszoea, Cankm-Ilemepbype);
Anugpuposa B. M., npogheccop, 0.m.H. (DT'HOY BO
CubI'MY, Tomck),; Bapoaxoe C.H. (BMA um. C.M. Kupoea,
Cankm-Ilemepoype); beaonoeoe B.A. (PI'HOY BO
Cub6I'MY, Tomck); byavieun H.A. (©I'BOY BO Cu6I'MY,
Tomck); Tunzbepe M.A., k.m.u. (OIBHY HI[H, Mockea);
Topa M. IO. (®I'bOY BO Cub6I'MY, Tomck); yeuna E.A.,
0.m.H. (TAY3 CO «Mnoeonpogpunvruiit KMII « bonym»,
FExamepunbype); 3acarasckuit JI. 1., 0.m.1., npogheccop
(IICIITMY um. axad. U.II. Ilasrosa, IOKDH, Cankm-
Ilemepbype); Hcaesa H.B., 0.m.1., npogpeccop (KpacTMY,
Kpacnospck); Kandan b. M. (OT'6OY BO Cu6I’'MY,
Tomck); Kamenckux E.M. (DI'BOY BO Cu6I'MY, Tomck);
Manxosa H.A., 0.m.1. (O] paccesnnoeo ckaeposa,
Hosocubupck); Muxaiinoe M.I1. (PI'BOY BO Cu6I'MY,
Tomck); Mycaesa P.B. (@®I'BOY BO CubI'MY, Tomck);
Huxumun C.C., 0.M.H., npogheccop

(MT'HII um. axao. H.II. bouxosa, Mockea); Hosuxoe /I. B.
(I'BY3 «Ilpumopckas KKb No 1», Baadusocmok);
Ocmposa K.A. (I'BY PO POKb Pocmos-na-Zlony);
Ilonosa H.A. (ITAY3 I'Kb Ne 7, Kaszaus); Pyoenxo /. U.,
0.m.H., npogheccop (IICIITMY um. akao. U.I1. Ilasrosa,
ITMIIE Ne 2, Cankm-Ilemepoype); Caxncneea M. A.

(TTY um. I. P. Jlepucasuna, Tambos); Camby-Xoo C. M.
(@I'BOY BO CubI'MY, Tomck); Cmaeuna U.B., 0.m.H.,
npogpeccop (U110 DI'BOY BO «Aamaiickuti TMY» M3 PO,
bapuayn); Cmupnosa 10. B. (I'Y3 «Jluneykas Pb»,
Juneyx); Cmamo 3. B. (Cmasponoavckas KKB,
Cmaseponons); Copokuna E.A. (KI'BY3 «Kpaesas
KauHuueckas 6oavHuya», bapuayn); Cmyueecxkas T.P.,
kMm.H. (IICIITMY um. axad. H.11. Ilaerosa, TMIIE No2,
Cankm-Ilemepoype); Xaiipyroe M. A. (IAY3 PKb M3 PT,
Kaszanv); Lvieanenko E.B., k.m.n. (PKBE M3 Yysawuu,
Yebokcapot); Yexawxuna B.B. (IICIIT'MY um. axao.
HU.1I. Ilasrosa, Cankm-Ilemepbype);

Illlecmaxoea H.b. (OAb, Tamb60s).
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