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B cratpe paccMOTpeH ceMeMHbIN KIMHUYECKUH Cllydai
HacJIeJCTBEHHOH MOTOPHO-CEHCOPHON HEBPOIIATHH —
6onesnsb lapko — Mapu — Tyta 1 A Tuna. OcBelieHs
aKTyalbHbIE BOIIPOCHI aToreHe3a 3abonesanus. Ipen-
CTaBJICHBI KIIMHUYECKasi KapTHHA U 0030p MPOBOIH-
MOTO CUMITOMAaTHYECKOTO JICUEHHs MallMeHTOB ¢ 00-
se3Hb0 [llapko — Mapu — TyTa B ycnoBUsIX HEBPOJIO-
ruyeckoro nearpa CKAJI KpaeBoii KiIMHHYECKOH
OOIBHUIEI No 2.

The article considers a family clinical case of he-
reditary motor-sensory neuropathy — Charcot-Ma-
rie-Tooth disease type 1A. Topical issues of the
disease pathogenesis are covered. The clinical pic-
ture and review of the symptomatic treatment of
patients with Charcot-Marie-Tooth disease in the
conditions of the neurological center SCOT of the
Regional Clinical Hospital No. 2 are presented.
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BBenenue

bonesns Illapko — Mapu — Tyra (BIIIMT, nacneacTBeHHass MOTOPHO-CEH-
copnas Hesponatust (HMCH), meBpansaast amuotpodus [llapko — Mapu, Charcot —
Marie — Tooth disease (CMT)) — reHeTHUECKHN TeTeporeHHas IpyIina MOHOTEH-
HBIX HACJIEJICTBEHHbIX Tepudepuueckux HeBpomartuil. Hambomnee pacmpoctpa-
HEHHas HacJeACTBeHHas Oosie3Hb (mpumepHo 1:2500) mopaxkaer nepudepuye-
CKYIO HEPBHYIO cucTteMy. M3yueHue 3TOl maToJIOrMU HAIpaBJIEHO Ha CBOEBpE-
MEHHOE €€ BBISIBJICHHE M COKpAIICHUE CPOKOB MHBAIMAN3aIMu. B pe3ynbrare 60-
ne3nu llapko — Mapu — TyTa npoucxouT AereHepanusi MUEIMHOBOM 000JI0UKH
W/WJTU aKCOHA JIBUTATENIBHBIX M YyBCTBUTEIBHBIX HEPBOB, a TAKKE CIIMHHOMO3TO-
BBIX KOPEIIKOB. XPOHUYECKOE 3a00JIeBaHUE XapaKTepU3yeTCsi HEYKJIOHHO MPo-
IPECCUPYIONIEH BO BPEMEHU CUMIITOMATUKOM.

Knaccudukanuu 6oneznu [llapko — Mapu — TyTa B 3aBUCUMOCTH OT KpUTe-
pUEB:

1. Ilo snekmponetipomuozpaguueckum npuzHaxkam (KpUTEpU — MeIH-
aHHasi CKOPOCTh MPOBOJIMMOCTHU JIBUTaTesibHOTO HepBa, MNCV):

- JIEMUEITMHU3UPYIOIMNA TUM (CO CHIXKEHUEM CKOPOCTU IMPOBOAUMOCTHU
HepBHOTO uMIMysbca, MNCV < 38 M/c);

- AKCOHAJIBHBIN THUII (C HOPMAJIBHOW CKOPOCTBIO TPOBOJAMMOCTH UMITYJIbCA,
MNCV > 38 m/c);

- mpomexkyTouHblil Tum (DI-CMT, ¢ npomMexyTOYHBIM 3HaYEHUEM CKOPOCTH

npoBoaumMocTu, MNCV — mexnay 25 u 45 M/c).

2. Ilo muny nacnedosanus: ayTOCOMHO-IOMUHAHTHBIHN, 8y TOCOMHO-Pe-
LIECCUBHBIN U X-CLEIJICHHBIM.

Hns Bcex rpynn HMCH xapakTtepHa Tpruaja OCHOBHBIX KIIMHUYECKUX CUMII-
TOMOB:

1) porpeccupyromias ciradocTh U aTPo(us TUCTATHLHBIX MBIIII KOHEY-

HOCTel ¢ ux aedopmanuein 1 U3BMEHEHUEM TTOXOJIKH;



2) paccTpoiicTBa YyBCTBUTEIBHOCTH B 00JacTH aTpOopUpPOBAHHBIX
MBIIIILI;
3) TUMO- WK ape]IeKcrs MBI BEPXHUX U HUKHUX KOHEUHOCTEH.

HaubGonee pacnpoctpanenabiv noatunom HMCH sBusercs 0olie3Hb
[ITapko — Mapu — Tyta 1A Tuna, KoTopas OTHOCUTCSI K JEMHUEIMHU3UPYIOIICH
CEHCOPHO-MOTOPHOI HEBPONATUU U cOCTaBIIsIET okoyio 60—70 % Bcex cirydaes.

Kimmandeckue nposiBIeHUs NOSIBISIOTCSA, KaK MPaBWIO, B Auana3one ot 10
10 30 jeT, 94To OXBaThIBAECT HACEIEHNUE MOJIOJIOTO TPYAOCIOCOOHOTO BO3pacTa.

Onucanne Tpex ceMelHbIX KINHUYECKHUX CJIy4aeB — MaTh U IETH (CbIH U
7I0Yb), Haxojsuuecs noja HabOmojeHueM B HeBposiornueckoMm eHTpe CKAJI
Kpaeroit knunnueckoit 6onbHUIBI No 2 (HI[ CKAJI KKB Neo 2) B kabunete uc-
CJIeIOBaHUsI HEPBHO-MbIILIEUYHOM niepenaun ¢ 2023 r.

[IpoBeneHbl HEBPOJOTUYECKHUM OCMOTp M aHAJU3 JaHHBIX (aHAMHE3 JKU3HU
u 3aboneBanus, 3nekrpoHeiipomMuorpadus (OHMI') u np.), moiaydeHHbIX B pe-
3yJbTaTe 00CIEI0BaHUS MAIMEHTOB C YCTAHOBJICHHBIM JUAarHO30M HACJIEICTBEH-
HOM MOTOPHOW U CEHCOPHOM HEBPOITATHH.

IMaumenTka I'., 50 yeT, Ha NEPBUYHOM TIPUEME MPEABSBISIA KaT0Obl Ha
c1a00CTh B HOTAX W MOJBOPAYMBAHKE CTOT CO IIKOJIHLHOTO BO3pacTa, MOIIAThIBA-
HUE NP X0/1b0e, HapyIlIeHHe MOXO0JIKH, 00IH B cycTaBax, Aedopmanuio cron. B
1999 r. nocraBnen nquarto3 «HepanbHas amuotpodus [lapko — Mapu — TyrTa,
MEJJICHHO-ITPOTPECCUPYIOLLEe TEUEHHE, JOMUHAHTHBINA TUI HACJIEIOBaHUs, I0BE-
HUJIbHAS hopMay.

CornmacHo mpoBeneHHOW anekrpomuorpaduun  (OMI))  KoHeuHOCTEMH
29.05.2023 — ODMTI -kaptuna cootBercteyer HMCH 1 tuna (Bapuant Illapko —
Mapu — TyTta). B cpaBuennu ¢ ganueiMu ot 29.09.2022 — otpuniatenbHas auHa-
MUKa 0 aMIUTUTY THO-CKOPOCTHBIM MOKa3aTesIM nepudepudecknx HepBOB HUXK-

HUX KOHEUYHOCTEH.



IMamuenT B., 27 neTt, (CbIH) Ha IEPBUYHOM MPUEME KATOBAJICA Ha CI1a00CTh
B HOrax, MpPEeMMYIIECTBEHHO B CTOMax, MX Jedopmaiuio, 3aTpyJHEHUE MpH
x021b0€, IPH MOABEME MO JIECTHUIIE UCIIOIB3YET OMOPY.

31.05.2023 no pesyabratam DMI' — rpyboe nmopakeHre CEHCOPHBIX BOJIO-
KOH MaJio- ¥ 00JIbIIeOEPIIOBBIX HEPBOB C 00EUX CTOPOH C HAPYIIEHHEM BO30YIu-
MOCTH ¥ MPOBOAUMOCTH (0TCyTCTBUE C-OTBETOB), 3HAUYUTEIHHO BBIPAKEHHOE T10-
paXEHUE CEHCOPHBIX BOJIOKOH CPEAMHHBIX U JIOKTEBBIX HEPBOB C 00EMX CTOPOH
M0 aKCOHAJIbHO-JAEMUETUHU3UpPYIoNIeMy TUIly. CyIIECTBEHHO BBIPaXXEHHOE IO0-
pak€eHHe MOTOPHBIX BOJIOKOH MaJIO- U 00JIbIIIEOEPIIOBBIX HEPBOB C 00EUX CTOPOH
[0 aKCOHAIbHO-IEMUEITUHU3UPYIOIIEMY THUITY, a TAKXKE CPEUHHBIX U JIOKTEBBIX
HEPBOB C 00€UX CTOPOH MPEUMYIIECTBEHHO MO JAEMUEIMHU3UPYIOLIEMY THITY.
Kommentapuu: OMI -kaptuna coorBerctByeT HMCH 1 tumna (Bapuant Illapko —
Mapu — Tyra).

IMauuentka B., 26 seT, (104b) NpeIbABIIsIIA )KaIOOBI HA CJ1a00OCTh B HOTaX,
NaJICHUs] U3-3a HEJIOBKOCTHU B HUX, 3aTPYy/IHEHUE MPU XOp0€ (omupaercs Ha Co-
MPOBOXKIAIOIIETO), 1e(opMaInio CTOII.

CornacHo npenocraBieHHON AokymeHTannu 21.02.2017 mo pesynbratam
BBINIOTHEHHONH DMI' — 3HauMTENbHOE NMOPAKEHUE MOTOPHBIX BOJIOKOH Majo- U
00JIb111€0EPIIOBBIX HEPBOB C 0OEUX CTOPOH IO CMEIIAHHOMY THUITY, a TaKXKe cpe-
JUHHBIX HEPBOB C 00EUX CTOPOH IO JIEMUETUHUZHPYIOLIEMY THUITY, C 00Jiee BbI-
pakKeHHBIM 3aMEJJIEHHEM CKOPOCTH npoBeaeHus umiyibca (CII1) B muctanbHbIX
ornaenax. JIocTaTOUHO BBIPAKEHHOE MOPAXKEHUE MOTOPHBIX BOJOKOH JIOKTEBBIX
HEPBOB C 00EMX CTOPOH MO CMENIaHHOMY THITY (ITPEUMYIIECTBEHHO TI0 JeMUEITH-
HUBUPYIOIIEMY THUITY). 3HAYUTEIBHOE MOPAKEHUE MOTOPHBIX BOJIOKOH CPEIMH-
HBIX HEPBOB C 00€MX CTOPOH IO IEMUEIIMHU3UPYIOIIEMY TUITY, C 00JIee BHIPaKEH-
HbIM 3amesiennemM CII B auctanbHbIX oTAeax. J[ocTaTOuHO BhIpaKEHHOE T10-
pa’XeHHE MOTOPHBIX BOJIOKOH JIOKTEBBIX HEPBOB C 00EMX CTOPOH MO CMEIIaHHOMY

TUMy (MPEUMYIIECTBEHHO MO JEMHUEIMHUZUPYIOIIEMY THITY ).



B ycnosusix HI CKAJI 06.05.2025 B nunamuke BbinoaHeHa OMI™ koHeuHO-
cteil — OMI -npu3HaKku MOJIMHEBPATLHOTO MEPBUYHO-AEMUEITMHU3UPYIOIIETO MO-
pakKeHUS MCCIICIOBAHHBIX HEPBOB BEPXHUX W HIDKHUX KOHEUYHOCTEH, UTO MOXKET
cootBeTcTBoBaTh HMCH I THNA. B cpaBHenun ¢ OMI -uccnenoBanuem — 6e3 3Ha-
YUMOUW TUHAMHUKHU.

Co cnoB manuenTku I'., 50 seT, mogo0OHbBIE kajJ00bl Ha CI1a00CTh B HOTax,
OHEMEHHE CTOM, UX JehOopMaIINIO U HApYIIIEHUE OXOIKHU MPEAbIBISET OTELl, YTO
CBUJETENBCTBYET O BBICOKOM CTEIEHH NTEHETPAHTHOCTH 3a00JI€BaHHUS.

VY Bcex manueHToB HaOo1amu ae@opMalrio CTOI 1o TUILY (pUAPEUXOB-
CKUX C BBICOKMM CBOJIOM U MOJIOTKOOOpa3Hoit nedopmarueit manbiieB. B pe3ynb-
TaTe MOpa)KeHUs pasrudareneil u abyKTOpOB CTONA CBUCAET, Y BCEX MAI[UEHTOB
OTMEUaeTcs MepoHeaNbHBIN TUIT XOABOBI («cTenmnaxy). Jledopmarius kucte npo-
UCXOJIUT TIO TUITY «KOTTHUCTAs JIATay.

B kiMHUYECKOM cilydae MOTOPHBIE MPOSIBICHUS (MbllIeYHas ci1aboCTh, TH-
noTpo(Us MBIIII, YTHETEHHE PEIICKCOB) COYETAIOTCS CO CHIDKEHHEM 0OJIEBOM,
TEMITepaTypHON M BUOPAIIMOHHON YYBCTBUTEIBHOCTH B KOHEYHOCTSIX IO TIOJIH-
HEBPUTHUYECKOMY THUITY («IIEPUYATKU» U «HOCKU).

Jleuenue 0osie3nu lllapko — Mapu — Tyra

B HacTosiiiee Bpems crielupuyeckoro naroreHeTUHYeCKoro Je4eHus He Cy-
HIeCTBYET (CTaaus pa3pabOTKH), TOITOMY HEBO3MOXKHO OCTAHOBHUTH MPOTPECCH-
poBanue 6omne3nu lllapko — Mapu — Tyrta. HeykinonHoe pa3Buthe 00JIE3HU HE
OTpa)KaeTCs Ha MPOAOJIKUTEILHOCTH KU3HU MAIlUEHTOB. PerysipHoe cumnroma-
TUYECKOE JICUCHHUE TIOMOTaeT O0IBHBIM COXPAHUTh MPOGECCHOHATbHBIC HABBIKH,
JUTUTEILHO OCTaBaThCs (DU3WYECKU AKTHUBHBIMU U CAMOCTOSITEJIBHO TMEpPEIBU-
raThCsl.

CuMnToMaTuyeckoe JeYeHNE BKIIIOYAET: MEAMKAMEHTO3HYIO U (hU3uoTepa-
110, JIe4eOHYI0 THMHACTHKY, MacCax, UrjopediiekcoTepanuto, JI€UeHue y opTo-

rnega u T. 1.



B ycnoBusax HII CKAJI manmentam c¢ 6onesnwto [llapko — Mapu — Tyta
Ha3HA4aloT:

— KOHCYJIbTallMIO TPaBMATOJIOTA-OPTONEAA, UIsI KOMIIEHCAIMM CHUMIITOMA
CBHCAIOILLEH CTOIBI PEKOMEHIOBAHO MCIOJIb30BATh IIMHBI, OPTE3bl U JPYTHE
CpelcTBa JIs yIydlleHus: QyHKIMU XOAbObI;

- (huzmoTepanuio Mo MHAUBU Iy AIbHOMY TUIaHY;

- pedaekcoTepanuio;

- U151 pUBNYECKU aKTUBHBIX MAIMEHTOB MPOBOST PETYIISPHBIC 3aHATHUS Jie-
4eOHOW TMMHACTUKON B MaJIbIX Ipynmax;

- MacCax CTOII;

- MEIMKaMEHTO3HYIO TEPAIHIO, HAITPABJICHHYIO Ha YIIyUIIEHHE TUTAHUS MbI-
IIEYHBIX BOJOKOH (IIPUMEHSIOT aHTUOKCHJIAHTHBIE CPEACTBA, Mpenaparsl, yiayd-
IAIOIINE MUKPOLUPKYJIALNIO, U BATAMUHBI) C YMEPEHHBIM IOJI0XKHUTEIbHBIM 3(-
(eKTOM B BHUJI€ CYOBEKTUBHOIO YBEIMYECHHS MBILIEYHOW CUJIbI B HIPKHUX KOHEY-
HOCT$IX, TIOBBIILIEHUE YCTONUYNBOCTH U YBEPEHHOCTH IIPH X0/1b0€, a TakKe cTadu-
JM3alHuIo npouecca coriacHo OMI'.

BriBoabI

Takum obGpazom, O6arogaps NPUMEHEHUIO CUCTEMHOTIO MOAX0/1a B paMKax
CUMIITOMATUYECKOM TEPAINH HACIIEICTBEHHON MOTOPHO-CEHCOPHO HEBPOITATHH
B ycioBusix HeBposioruueckoro meHTpa CKAJI KKb Ne 2 npoucxoaut 3amenje-
HUE MPOTrpeccUpoBaHms 3a001€BaHUs U YIYULIAETCs Ka4eCTBO )KMU3HU OOJIbHBIX.

BaxHno cBoeBpeMeHHO BbIsSIBIATE HMCH 1 poBOIUTE pETYIIAPHOE JICUCHUE.
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