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K/IMHUKO-MTAPAK/INHUYECKHUE OCOBEHHOCTHU HACJIEACTBEHHbBIX
MOTOCEHCOPHBIX ITOJIMHEBPOIIATHUHU Y IETEH

PecnybaukaHckull kauHu4yeckull yeHmp Helipopeabuaumayuu M3 [JHP, . /loHeyk

Pe3tome. Paboma nocesweHa npob.seme KAUHUKO-NGA-
pakAuHU4eckoll OuazHOCMuKU pAHHUX Heapo/102U-
yecKux HapyweHutl y demell ¢ HAc/Ae0CMBEHHbIMU
MOMOCEHCOpHbIMU  noauHesponamusamu  (HMCII).
AKYeHmupo8aHo BHUMAHUE Ha paHHel udeHmugu-
kayuu IHMI-mapkepos muesnuHo-, akcoHonamuu Uu
Hellpogusuosozuveckux npedukmopos npozapedueH-
yuu namoJio2uyeckozo npoyecca no daHHoim IHMI-
MOHUMOpUHed 8 pa3pabomke nammepHa paHHell do-
cummomHoti duazHocmuxku HMCIT u cmandapmusayuu
namozeHemuyeckoll mepanuu, ¢ UCNO/1b308AHUEM
coB8peMeHHblx MeJUKAMeHMOo3HblX cpedcms, Hanpas-
JIeHHOU Ha npedynpedscdeHue paseumus 0CAOHCHEHUU
u uHeaudusayuu.

Katouegwvle cs08a: HacsedcmeeHHble MOMOCEHCOpHbIE
noJ/siuHesponamuu, KAUHUKO-UHCMpPYMeHMAa/1bHAsA du-
dzHOCMmuka, jie4eHue.

Bcrynyienue. HacnefgcTBeHHble HeWpPOMBI-
mevyHble 3a6osieBanusas (HM3) mnpexactaBiasioT
BECOMYI0 JI0JII0 CpeJlu MOHOTEHHOMN MaTOoJIOTUHU
Y 0 4YacTOTe BCTPEeYaeMOCTH 3aHUMAIOT OJHO
u3 nepBbix MecT [1]. [lo faHHBIM OoT4YeTa O Je-
Tax-uHBanuAax 3a 2015 rog Pecny6uirkaHcKo-
ro MHGOpPMALMOHHO-aHAJUTUYECKOTO LEeHTpa
MEJUIMHCKON cTaTUCTUKU B JloHeUKoU o6Jia-
cTH HabsojaTca 32 pebenka ¢ HM3 (0,8 %
CpeAu BCexX MHBAJIUJU3UPYIOLIMX 3a60J1€eBaHUN
y AeTeil). Bbicokuil ypoBeHb paHHeHW HWHBaJU-
JU3alyy, OrpaHUYeHHe MNPOJOJ/IKUTENbHOCTH
’KU3HU, BCJIEJCTBUE JIETOUYHO-CEPAEYHON He-
JIOCTaTOYHOCTH, OTCYTCTBUE 3PPEKTHUBHBIX
MeTO/IOB JIeYeHUs, MpeAonpeeaseT UCKII0YU-
TeJbHYI0 MEAULMHCKYI U COLMaJIbHO-3KOHO-
MHUYECKYI0 3HAaUMMOCTb JAHHOU Mpob6JieMbl [2].

[lo nanubIM BcemupHoit denepanuu HeBpo-
JIOTUYECKUX OOIIECTB M0 4YaCcTOTe BCTpeyaeMo-
CTH HacJIe/ICTBEHHbIE MOTOCEHCOPHbIE MOJIUHEB-
pormatuu (HMCII) 3aHUMaOT OJHO U3 MEPBLIX
MecT cpegu Bcex HM3 u coctaBadatT ot 1:10000
o 1:2500 HacesieHUs B pas3/IMUHBIX MOMYJSLU-
sax. B CIIA ¢ ¢penorunom HMCII HabuiromaeTcs
6o0s1ee 150000 yesoBek [8], B AmoHUM — YacTo-
Ta BcTpeyaemoctu HMCII coctaBasier 10,8 Ha
10000 Hacenenus [13], B HopBerun — 3,6 Ha
10000 [69], B Ucnmanuu — 2,8 Ha 10000 [12].

HMCIT uau HeBpasbHass amuoTpodusa lllap-
Ko0-Mapu-TyTca — reHeTu4YecKd reTeporeHHas
rpyIina MOHOTEeHHbIX 3a60J1eBaHUM, B 0CHOBE KO-
TOPBIX JIEXKUT NMEPBUYHBIN JlePEKT B CTPYKTYpe
nepudepriecKUX HePBOB (MUeJMHOBAsA 000J104-
Ka WJIM 0CeBOM LIUJIMHJP — aKCOH), pa3Jjuyalo-
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IIUXCS TUIIOM HacJejloBaHUS, KJIWHHUYECKUM
noJIMMOPPU3MOM, 0COGEHHOCTSMHU 3JIEKTPOHEM-
pomuorpaduydeckux (JHMI) napameTpos, 06b-
e/IMHeHHbIX OJJHUM Ha3BaHHUEM BBUJY CXOJCTBA
OCHOBHBIX KJHWHHUYECKUX NPOSIBJIEHHUH 3a60Jie-
BaHus# [3, 11]. HMCII cocTtaBasoT g0 80 % Bcex
HacJieZICTBEHHbBIX HeBponaTui [17].

Hay4HbIl mporpecc nocjieHUX AeCATUIETHI
B 00JIaCTU MOJIEKYJSIPHOM U OHOXMMHUYECKOHU
reHeTUKU TOCJYKUJ OCHOBAHUEM K ONMUCAHUIO
6osiee 32 BapuaHToB HMCII u paspaboTku co-
BpEMEHHON MOJIEKYJsIPHO-TEHETUYEeCKON KJiac-
cudpukauuu HMCII [16].

BMmecTe ¢ TeM, coBpeMeHHass MOJIEKYJsIp-
Ho-TreHeTH4Yeckas kiaaccupukanusa HMCII caox-
Ha U JlajieKa OT 3aBeplLIeHUs B CBSI3U C MPOJ0JI-
’KAIOLIMMCSl TOUCKOM T'€HOB-KaHJHUJATOB JJid
KapTUPOBAaHUS JIOKYCOB [6]. MHOrouucjeHHas
reHeTudeckas reteporeHHoctb HMCII [18] nuk-
TyeT He0O6XOJUMOCTb CUCTeMaTHU3aljuu MO Be-
AYIIMM KJIUHUYECKH U 3JIEKTPOPU3UIOTUUECKU
3HAYHUMbIM KPUTEPUSIM.

CoBpeMeHHbIN [AUMAarHOCTUYECKHUH NaTTepH
HMCII [20] Bksto4aeT:

1. KNIMHUKO-CUHAPOMOJIOTUYECKUY;

2. KIMHUKO-reHea/Ioru4ecKu;

3. MosieKyisipHO-TeHeTUYECKHU;

4. JlTabopaTopHbIE UCCJIeJOBAHHUS:

* PaIMOJIOTUYECKHE METO/bI;

e QYHKIIMOHAJIbHbIE METO/bI;
5.TucTosoruyeckue uccjaes0BaHuUs.
K/nMHHKO-CUMHAPOMOIOTUYECKUN METO/, IUa-

rHoctuku npu HMCII 6a3upyeTcs Ha U3yuyeHUHU
aHaMHe3a U OIleHKHU KJMHUYECKOTO COCTOSIHHUSA
Ha OCHOBAaHHWM alaliTUPOBAHHOW U MOJEPHU3U-
POBaHHOM IIKaJbl HEBPOMATUYECKUX Hapylle-
Huii o NIS LL c onieHko# MbliiedHoH cuJibl (0-4
6aJssa), CyXoKuabHbIX pediekcoB (0-2 6aJa);
CEHCOPHBbIX HapylleHUH (oLleHKa MOBEPXHOCT-
HOM 4YyBCTBUTEJbHOCTH, BHUOPAILMOHHOM YyB-
cTBUTEJbHOCTU — 0-5 6aJ/10B), 06'b€Ma aKTHUB-
HbIX JBUKEHUN I'0JIEHOCTONHBIX cycTaBax (0-5
6asioB), GyHKIUU X0AbObI (0-4 6asna). [loay-
YeHHble pe3y/bTaThbl NMO3BOJIAIOT ONpPEAEJUTH
CTaZMl0 KJIUHUYECKUX NPOSIBJEHUU 3ab0JieBa-
Husa (0,5-7,0 6an1/0B — MNOJUHEBpPONATHUSA JIeT-
KOU CTeleHHU, CTaAusl HayaJbHbIX NPOSBJIEHUY;
7,50-17,25 6a/1/10B — MoOJIMHEBPONATUS CpeiHeN



CTeNeHU, CTaJUsl Pa3BEPHYTHIX KJIUHUYECKUX
nposiBaeHui; 17,5-25,0 6a/1/10B — noJinHeBpoIa-
THS TSXKEJION CTeleHH, CTaAus IeKOMIIEHCAI[UH).

KnnHuko-reHeasoruyeckum METO/, no-
3BOJIsieT BepUPUIIUPOBATHL HACJE[CTBEHHBIN
XapakTep 3a00JieBaHHUS, YCTAHOBUTb THI Ha-
cJieZJoBaHUS, TEeTEePO3UTOTHOE HOCUTEJBbCTRBO,
NeHeTPaHTHOCTb NAaTOJOTUYECKOTO I'eHa U NpPo-
THO3 /1151 Oy AyIero noToMcCTBa.

Ha cerogusmuuii jgeub JHK-guarsnocTtuka,
BKJIlOUas IpeHaTaJbHYIO, sABJseTcsA 3PPeKTUB-
HbIM MeTOJ0M NPOUJIAKTUKHA U OCHOBOU MJIsI
pa3paboTKH NMaTOreHeTUYECKOro MeTo/ia Jieue-
Hus npu HMCII [7].

BMmecTe ¢ TeM BbllllenepeyrcaeHHbIE METO-
JIbl TUATHOCTUKU U OIeHKU KJIHMHHUYECKOTO CO-
CTOSIHUSI He TO3BOJISIIOT OMNpEJIeJIUTh CTelNeHb
BBIPAKEHHOCTH MHEJUHONATUYECKOT0 M aKCO-
HOIATHUYeCKOTO MOPaXKeHH s Ha PAa3JINYHbBIX CTa-
JUAX maTroJiorudyeckoro mnpouecca npu HMCI],
4YTO0, 6€3yCJIOBHO, OTPAaHUYHUBAET BO3MOXKHOCTH
pacro3HaBaHUs IVIyOWHbI MAaTOreHeTU4YeCKUX
HapyIIEeHUH.

[lo faHHBIM COBpeMEHHbIX BeJYILUX Helpo-
¢usuosoros Bischoff C. c coasT. [4], Pitt M. [15],
Pan N.N. c coaBT. [19] BeAyuuM MeTOJ0OM [JiHa-
THOCTUKU MHEJUHO- U aKCOHOMATHUYECKOTO II0-
pakeHHUs Ha Pa3JIMYHBIX CTAAUSAX 3a60/IeBaHUA
aBaseTcsd kKauHuvyeckasgs IHMI' v givTenbHbIN
IMI-MOHUTOPUHT.

Ilefb — Ha OCHOBAaHWH IaTTepPHA 3JIEKTPO-
HelpoMUOrpadpHUiecKoro BbIJIeJIEHUS] MHUEJHUHO-
Y aKCOHOMATHU Ha pa3/JIMYHbIX CTAAUAX HACJE/[-
CTBEHHbIX MOTOCEHCOPHBbIX MOJHWHEBPONATHUU
NpeJICTaBUTh CeJIEKTUBHOE IMaTOreHeTHYeCKU
HalpaBJieHHOe Me/IJUKaMeHTO3HOoe Jie4yeHHe C Iie-
JIbIO 3aMe/lJIeHH S TaTOJIOTMYeCKOro npolecca.

Martepuaa U MeTOAbl HUccaenoBaHUA. Ha
6a3e Pecny6JIMKaHCKOr O KJIMHUYECKOTO IIEHTPa
HellpopeabunnTtanuu ropoza Jounenka M3 /[HP
o6caenoBano 70 meTel ¢ pa3/iIMYHbIMU THIIAMU
HacJIe[ICTBEHHBIX MOTOCEHCOPHBIX MOJIMHEBPO-
natuil (G 60.0), KoTopble NPOXOAUIN TILATEb-
HbId TMpejBapUTeJbHbIA aHAMHECTUYECKUU
U KJUHUYECKHUH OTOGOp C NMPUMEHEHHEM KpHU-
TepyveB BKJIIOYeHUs/UCKAoUueHUsA. Kpurtepuu
BKJIIOUEHUS: MalUEeHThl C COOTBETCTBYIOILEHN
HO30JI0THEW B paMKax OJJHOT0 U3 3 BbIOpaHHBIX
HalnpaBJieHUH, Bo3pacT oT 5 f0 12 seT, KAUHU-
KO-HEBPOJIOTUYECKUN CTATyC COOTBETCTBOBAJ
CTaJiMU HavaJIbHbIX MPOsBJIeHUN 3a60J€BaHUSI.
KpuTepuu nck/roueHus: Bo3pacT ctapiue 18 ser,
HaJIM4YUe JIPYyTUx 3a60/JeBaHUH, COPOBOKAJAI0-
IUXCS TMOpPa*KeHUEM MOTOCEHCOPHBIX BOJIOKOH
nepudepruIecKUX HEPBOB, CTA/IUsI Pa3BEPHY ThIX
KJIMHUYECKUX MPOSIBJIEHUH, CTaUs AEeKOMIIeH-
canuu. Bo3pacT 60/1bHBIX BapbUPOBaJI 0T 5 J10 12
JIeT, cpeHU# Bo3pacT coctaBua 7,1 + 1,9 seT, 38
(54,3 %) manpuukoB, 32 (45,7 %) neBoukwu. [lanu-

eHTOB B Bo3pacTe 5-7 jieT — 42 pebeHka (60 %),
8-10 netr — 25 nmereit (35,7 %), 11-12 netr — 3
nanuvenTa (4,3 %). CpegHuil Bo3pacT AebroTa 3a-
6oJs1eBaHUs cocTaBua 6,8 £ 1,9 sieT.

B coOTBeTCTBHMU C LeJbl0 U 3ajadyaMU HC-
cjesoBaHUs o6wiasg BbIGOpKA B 3aBUCHMOCTHU
OT TAaKTHKWU BeJIeHUs TaldeHTOB pa3jeJieHa
Ha CONOCTaBHMMble TpyINbl HAGJIAEHHUS: OC-
HoBHas rpynmna — 50 geteit ¢ HMCII, TakTuka
naToreHeTU4YeCKH HaNpaBJEHHOT0 JieYeHUs
OCYUIeCTBJISAJIACh C YY€TOM JUAarHOCTUKU paH-
HUX KJIMHUKO-HEBPOJIOTUYECKUX HapYIIEHUN U
BbISIBJIEHUSI MapKepOB MHEJHWHO- U aKCOHOIa-
Tuuu npu HMCII no ganabiM 6a3ucHoit JHMI u
NpeJIUKTOPOB NpPOrpeiMeHIMU NaTOJIOTUYeCcKo-
ro npolecca 3aperucCTPUPOBaHHBIX 110 JAHHBIM
JHMI-mMonuTOpHHTA.

['pynna cpaBHenus — 20 geteit c HMCI], y Ko-
TOPBIX Ha PAaHHUX CTAUAX ObLJIH OMpeeseHbI
6a3uCcHble KJIMHUKO-HEBPOJIOrMYECKHe HapyLie-
HUS, UJeHTUPUIIMPOBAaHA MUEJIHUHO- U aKCOHO-
naTus, JJid yTouHeHus U noateepxgeHus HMCII
JIMarHo3 Mo TBEPK/IeH C IOMOIIbI0 MOJIEKYJIAD-
HO-TeHETUYECKOTr0o UCCJeJJoBaHUA. PerynsipHbIi
U CHUCTEMAaTUYeCKUN KJMHHUKO-3JIEKTPOHENPO-
MuorpapuiecKuii MOHUTOPHUHI He MPOBOAHUJI-
Cs MO Py NPUUYUH (HU3Kasd KOMIJIAEHTHOCTb,
COLlMaJIbHO-KY/JbTYpHble dakTopsbl). JeTH JaH-
HOU T'PYyMNIbI MOJYYaJd OOIENPUHATYIO CUMTO-
MaTHUYeCKyH Tepanuil Ha OCHOBAaHHWHU BbISB-
JIEHHBbIX 6a3WCHBIX KJUHUKO-HEBPOJIOTMYECKUX
CUMTOMOB 6e3 ydeTa HeHpoPU3UOJIOTrHUYECKUX
NpeKJUHUYECKUX TpeJUKTOPOB NpOrpeueH-
UM NaTOJIOTUYECKOTrO Npoliecca.

KnuHuko-HeBpoJioruiyeckoe o06cjeloBaHUe
6O0JIbHBIX OCYILECTBJISIJIOCHh C UCIOJIb30BaHUEM
aJlalTUPOBAHHOM cHenuraJbHO pa3paboTaHHOU
HCTOpUU 60JIE3HU, KOTOpAs BKJIIOYaJsa U3yYeHue
»kaJiob, cO0p aHaMHe3a KHU3HU U 3ab60JieBaHU4,
00’beKTUBHOE MCCJIe/lOBaHUE, HCCJe/loBaHUe
HEeBpOJIOTHYECKOro ctaryca. B aHamMHe3e 3a60-
JIEBaHUSA y/eJssJ0Ch BHUMaHUE WHUIUAJTbHBIM
cumtoMaM 3a6osieBaHuss HMCII: 6oJsie3HeHHbIe
Cra3Mbl MBILIL FOJIEHH, YCUJIUBAKOILMeCs MocJje
JIOJITOH X0/1b0ObI, U3MEHEHHE MOX0AKH (X0Ab6a Ha
HOCKaX MJIU «CTEIMa)»), 4acThle CIOThIKaHHUA,
3aTpy/AHeHUs NpHU Gere, MoJbeMe IO JeCTHUIIE.
Bosbilloe BHMMaHUE Y/eJs1JI0OCh HacJie/CTBEH-
HOW OTSTOLIEHHOCTH, paHHETO0 MOTOPHOT0 pas-
BUTHUSI pebeHKa, NMepeHeceHHbIX 3aboJieBaHUM.
PeTpocnekTHUBHO H3y4aJs0Ch BpeMs Jilebr0Ta nep-
BbIX CHMTOMOB 32060J/IeBaHUs, XapaKTep TeYEeHU
[aToJIOTUYecKoro mnpotecca. KinHUKO-HEBpoO-
JIOTUYECKHUH OCMOTP OCYILECTBJISIJICSA C YYETOM
aJlalTUPOBAHHOW W MOJIEPHU3UPOBAHHOM IIIKa-
JIbl HEBPOMAaTHUYECKUX HapyIIeHUH C OLleHKOU
MblIlIedyHOU cusibl (0-4 6asia), CYXO0KHJIbHBIX
pedsekcoB (0-2 6aJia); CECHCOPHBIX HAPYIIEHUH
(oeHKa TOBEPXHOCTHOW YYBCTBUTEJbHOCTU
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(0-5 6asy10B), BUOPALLTMOHHON YYBCTBUTEJIbHO-
ctu (0-5 6as110B), 06'beMa aKTUBHBIX IBUKEHU
B I'0JIEHOCTOMHBIX cycTaBax (0-5 6asyioB), yHK-
Uy xoAb0bl (0-4 6asua). B HeBposiorHYecKoM
CTaTyce yZAeJisiJioCb BHUMaHUe BbISIBJIEHUIO MO-
JINHEBPONATUYECKOTO CHUHAPOMA, HapylUeHHUs
IOXO/AKHU («CTeMmak»), MepoHeasbHasg aTpo-
¢us, nebopmanuu ctom (pes cavus), peTpak-
UM aXUJIJOBBIX CYyXOXHUJINH, GOPMUPYIOLIUXCS
crubaTesibHbIX KOHTPAKTYp B I'0OJIEHOCTOMHbIX
cycTaBax, AedpopMaluyd MO3BOHOYHOrO CTOJ0a
(xndo3, KUPOCKOJINO3, CTJIAKEHHOCTb NMOSICHUY-
HOT'0 JIOP/1033).

Jnsa BeiaBaenuss JHMI-MapkepoB MueJIMHO,
AKCOHOTIATUHUU MPEJUKTOPOB MNpOrpeueHIuu
[aTOJIOTUYECKOro Ipoliecca NPOBOAUIN CTH-
MYyJSLUOHHYI0 W HWrOoJIbYaTyl 3JIEKTPOHeH-
pomuorpadusi Ha COBPEMEHHOM MNOPTATHUBHOM
annaparte «He#po-MBII-Mmukpo» (2014). Ctumy-
aAguuoHHasa SJHMIT BkJwd4aJsia: HccjefoBaHUe
MOTOPHOI'0O OTBETAa MBIl U CKOPOCTH MNpPO-
BeJleHUs1 uMnysabca ¢ nn. tibiales: amnaurtyaa
M-oTBeTa (MB), ckopocTbh npoBeeHUS UMNYJIb-
ca (CIIH, m/c); uccnenoBaHre NoTeHNMaaa Aen-
CTBUS U CKOPOCTH NpPOBeJeHUSI UMIYJIbCa C NN.
plantares mediales mo aHTUpPOMHOUN MeTOIUKe:
aMIlJIMTY/la ceHcopHOro oTBeTa (MKB), ckopocThb
npoBefenus umnysbca (CIIH, m/c). lns yToyHe-
HUSI CTENEeHU BbIPaKEHHOCTU MHUEJIMHO- U aK-
COHOMATUYECKOro MOpakeHUsl Ha pPasIMYHbIX
cTtagusx 3abosieBanus npu HMCII npoBoguiach
uroJipyatad IMI' ¢ npuMeHeHHeM 0JJHOPAa30BbIX
KOHLIEHTPUYECKHUX HUTrOJIbYaTbIX 3JIETPOJIOB B
NpOEKLUH JBUTaTeJbHON TOYKU HauboJiee J0-
CTYIHOM JJ1d UccefoBaHUs Mbllbl (m.tibialis
anterior) ¢ M3y4yeHHeM CIIOHTAaHHOW aKTHUBHO-
CTH B HUCCJElyeMOM MBbIIIIE U perucTprupanyei
pasanyHbix 20 [1JE ¢ nociefyoLuM aHaJIM30M
aauteabHocTH [IJ1E (Mc), ammautyas! [IJIE (MkB,
MB). Ilpu BbIIBJIEHUM 0[O JAaHHbIM 6a3MCHOU
JHMTI' cHu»XeHud CKOpPOCTeW NpoBeJeHUs HM-
Iy/JbCa M0 MOTOPHBIM M CEHCOPHBIM BOJIOKHAM
Ha 25 % u 6oJsee, fedpopmanuu M-oTBeTa U CEH-
COpHOTO NOTeHLHaJa B BUJE «PaCTAHYTOCTH»,
3a3yOpeHHOCTH, YBeJIMUYeHUs1 cpeJHeld aMILIu-
Tyabl [IJIE ot 1000 MxB mo 3500 MkB, yBesiu-
yeHUs1 cpeaHed aauTtesbHocTu I1JE Ha 50 % u
60J1ee KOHCTATHUPOBAJICS MHEJHUHOMNATHYeCKUHN
HeBpaJIbHbIM YPOBEHb NMOpPAXKeHUs JBUTATEJb-
HOW efuHULbI. [Ipy BbISBJEHUU MO JaHHBIM
6asucHoit JHMI cHuxeHUs aMnaUTyAbl M-0T-
BETa U CEHCOpHOro noteHnuaJja Ha 30 % u 60-
Jiee, CHUXKEHU S JIJIMTeJbHOCTU M-0TBeTa U CeH-
COPHOT'O OTBETA, BbISIBJIEHUEM MHOKECTBEHHOU
CIOHTAaHHOW aKTUBHOCTH Ha YBeJIMUEeHHUS CpeJ-
Heil ammntyabl [1JE or 1000 MxB 10 3500 MKB,
yBeJInueHHUs cpeaHent payutenbHocTH [1/E Ha 50 %
U 6oJiee KOHCTAaTUPOBAJICS aKCOHAJIbHbIA He-
BpaJIbHbIM YPOBEHO MOpaKeHUs JBUTATEIbHON
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eAvHUIbL [Ipy BbISIBJIEHUU [0 JAAaHHBIM 6as3uc-
Hou JHMI' cHuKeHUS cKOpoOCTel NpoBeJeHHUs
HMITyJIbCA 110 MOTOPHBIM U CEHCOPHBIM BOJIOK-
HaM Ha 25 % u 6oJiee, CHUXKEHUSI aMIJIUTY/LbI
M-oTBeTa u ceHcopHoro noreHyuasna Ha 30 %
U 6oJiee, CHUKEHHUS JIJIUTEJbHOCTH M-0TBeTa U
CEHCOPHOTO OTBeTa, rpy6out sedpopmanuu M-oT-
BeTa U NMOTEeHIMaja CEHCOPHOr0 OTBETA, BbISAB-
JileHueM MHO€eCTBEHHO! CIOHTaHHON aKTUBHO-
CTU Ha yBeJMUYeHUd cpegHer aMnauTyabl [1JE
oT 1000 MxB no 3500 MkB, yBesinuenus cpefHe
aautenbHocTu [1J1E Ha 50 % u 60Jiee KOHCTATH-
poBaJics coyeTaHHbIA (MUEJMHOAKCOHONATHYe-
CKUI) HEBpaJIbHbIM yPOBEHb MOPAXKEHUS JIBUTA-
TeJIbHOM e JUHUIIbI.

Pe3yabTaThl U 06Cy:XAeHHe. MuesnHoNa-
TUYecKas MOJUHEBPONATHUS HA CTAJJUU Ha4vaJlb-
HblX npogasaeHuid HMCII no nanueiM JHMI BeI-
sBJyieHa y 25 netei (43,9 %), cpeiHsAS OLlEHKA 110
aZlalTUPOBAHHOM LIKaJie HeBpONaTUYeCKUX Ha-
pylIeHu# coctaBua 6,28 + 0,5 6assia, cpeHUN
Bo3pacT — 6,8 + 1,1 1eT, cpeAHU M UHTEPBAJI Bpe-
MeHHU OT JiebtoTa 3aboJsieBaHUSA A0 0OpalleHus K
HeBpoJiory coctaBuJa 1,3 = 0,8 roza.

AKcoHonmaTHh4eckasl MoJIMHEBPONATHSA Ha CTa-
JAYU HavyaJibHbIX nposBaeHurd HMCII no gaHHbIM
JHMT BeisiBsieHa y 12 peteit (21,1 %), cpeaHsas
OL|eHKa M0 a/lallTUPOBAHHOM 1IKaJie HEBPOIMATH-
YyeCKUX HapyluleHUH cocTaBua 6,7 * 0,26 6aJ1J10B,
cpeanuii Bospact — 11,8 * 1,3 sieT, cpeiHUN UH-
TepBaJl BpeMeHH OT Jie6ioTa 3a60JieBaHus 0 06-
palieHus K HeBpoJiory cocTaBua 1,3 £ 0,9 roza.

CodeTaHHBIA THUN NOpakeHUs (MUEJTHUHOAK-
coHonatuvyeckut) npu HMCII no nanubiM SHMTIT
BbIsiBJieHa ¥ 21 pebeHka (35 %), cpenHss oeH-
Ka Mo aJlalTUPOBAHHOM IlIKaJe HeBpomaTuye-
CKUX HapylieHu coctaBua 6,43 + 0,43 6aJ1o0B,
cpeAHuM Bo3pacT — 9,6 + 1,5 sieT, cpeHUN UH-
TepBaJl BpeMeHH OT /ie6roTa 3a60sieBaHUs [0 00-
palueHus K HeBpoJiory coctaBua 1,2 + 0,7 roza.

Ha ctazuu pa3BepHYThIX KIUHUYECKHUX TPO-
SIBJIEHUHA TpPU MHUEJHMHONATHYECKOM BapHaHTeE
HMCIT cpepHsas olieHKa N0 aAanTUPOBAHHOU
IIKaJie HeBpONMaTHYeCKUX HapyUIeHUH cocTa-
Busa 10,02 + 0,55 6ass10B, cpeIHUN BO3pacT —
12,5 + 1,1 neT, cpeAHUN MHTepBaJ BpeMeHHU OT
CTaZi¥ HayaJIbHbIX IPOSIBJIEHUN [0 CTAaAUU pPas-
BEPHYTHIX KIWMHUYECKUX IPOSABJIEHUN COCTaBUI
5,4+ 0,8 roza.

[Ipu akcoHonatudeckoM BapuaHTe HMCII Ha
CTa/IUM Pa3BEPHYTHIX KJIMHWUYECKHUX MPOSBJIEHUHU
CpefHSs OLleHKa M0 aJanTUPOBAHHOMW LIKaJie He-
BpONaTH4eCKUX HapylleHnH coctaBua 12,19 + 0,43
6aJ110B, cpeHUH Bo3pacT — 13,4 + 0,8 j1eT, cpegHUH
HMHTEPBaJl BpEMEHH OT CTaIUU HAYa IbHBIX IIPOsIBJIE-
HUU JI0 CTaZ{IU1 Pa3BePHYThIX KJINHUYECKUX POSIB-
JIeHWH coctaBu 2,4 + 0,5 roza.

[Ipu coueTaHHOM BapuaHTe HacJie[,CTBEHHbIX
MOTOCEHCOPHbIX MOJUHEBPONATHUAN Ha CTajgUuu



Pa3BEPHUYThIX KIUHUYECKHUX MTPOSIBJIEHUN Cpe/l-
HSd OIleHKa M0 aJlallTUPOBAHHOM IIKaJie HEBPO-
NaTUYeCKUX HapylleHU# coctaBuia 14,93 + 0,45
6aJ110B, cpeIHUM Bo3pacT — 12,5 + 1,2 sieT, cpen-
HUM MHTepBaJ BpeMeHHU OT CTaJMU HadaJbHbIX
IpOsIBJIEHUH [I0 CTaJ WU Pa3BEPHYThIX KJIUHUYE-
CKUX NIposiBJIeHUH cocTtaBuJa 4,3 + 1,1 roaa

WUpenTudukanys BOBJIEUEHHOCTH MHEJHHA
WJIM aKCOHA HEPBHOI'O BOJIOKHA Ha Pa3JIMYHbIX
ctagusax 6osie3ur npyu HMCII no faHHbIM 6a3uc-
HOoW IMI" u OIMI-MOHUTOPUHTA TOCAYHKUJIO OCHO-
BaHHEM K CeJIEKTUBHOMY MOAO0pPY NaTOreHEeTHU-
YeCKH HallpaBJIEHHOTO JIeYeHHU .

[Ipu muenuvHonatuyeckoM BapuaHTe HMCII
Ha3HavyaJIMCh, aHTUTUIIOKCAHTHI, aHTUOKCHU/IaH-
Thl: MUJIbramMmma (6eHporrnamMmun 100 Mr — Ku-
pOpacTBOPUMBIM MNpejlleCTBEHHUK THaMMHa,
sBJIsieTCsl KopepMeHTOM psifia pepMeHTOB, yua-
CTBYET B KJIIOYEBBIX NPOLeCCax KJIeTOYHOU OHO-
3HepreTUKH, aCCOLLMMPOBAHHOU C yIJ€BOJHBIM
U OeJIKOBbIM OOMEHOM, yJydilnasi TpodudecKue
$YyHKL MU HEPBHOTO BOJIOKHA U MUesMHa. [Ipena-
paT Ha3HavaJicd JeTsM B Bo3pacTe 5-7 jieT no 1
ap. 1 p/n — 3 mec.; 8-10 ner — 1 ap 2 p/g — 3
Mec., ctapiue 10 et — o 1 gp. 3 p/n — 3 mec.

[lepopa/ibHbIM NpUEM MHUJbraMMbl COYeTaJ-
Cs C MPUEeMOM HEWPONENTU/IOB — KOPTEKCHH,
IpoTeoJUTHYECKas NeNTUAHasA GppakLuil KOoTo-
pOro HemnocpeACTBEHHO y4YacTBYeT B KJIHOUEBBIX
peakLusax 6eJKOBOro MeTaboM3Ma B HEPBHbBIX
BOJIOKHAX, yCHUJIMBasli penapaTUBHble Mpolec-
cel. [IpenapaTt Ha3HavaeTcs B 3-5 1eT — mo 5 Mr
B/M N210, 5-10 sier — 10 mr B/m N210. C nocJie-
JAYIOLUIUM Mepexo/ioM Ha 3H/J0Ha3aJIbHbIM IPUEM
cemakca 0,1 %, ABAsA0OLETOCH CUHTETUYECKUM
nosinnentuaoM (aHasor ¢pparmenta AKTI 4-10,
cofiepaliero 7 aMMHOKUCJIOT B L-dopme), Bbl-
CTYMaILero MNPOMEXYTOYHbIM Cy6CTpaToOM
aJlalTUBHbIX WU3MEHEHUN KJIeTOYHOTO MeTabo-
Jiu3Ma, yBeJM4YMBasi ob6pasoBaHue LUKJ0-AMP
Y MOBbIIIAs YPOBEHb MOHOAMUHOB U YCHUJIMBas
alleTU/IX0JMH3CTEPa3Hy0 aKTUBHOCTb. CeMakc
0,1 % nasHavaJica B Bo3pacTe 3-5 jieT — 1o 2-3
KalJu 3H/|0HA3aJbHO, Mocje 5 JjieT no 4-6 Ka-
neJib B KaXJblit HocoBou xo/. Kypc 30 gHeil.

[Ipy BbISIBJIEHMY aKCOHONTATUYECKOT 0 TIOpaXke-
HuAa npu HMCII Ha3HavasMch XOJIMHEPTUYECKHE
npenapaTbl: HWHTHOUTOPBI alleTHUJIXOJUHACTE-
pasbl — HelpoMuguH 0,5 % pacTBOp — 0OCHOBa
cnekTpa ¢papMaKoJOruiecko akTUBHOCTU HeM-
poMu/iMHA 00yCI0BJIEHA GMOJIOTUYECKU BBITO/-
HOW KOMOUWHAaIMel ABYX MOJIEKYJISAPHBIX 3pdek-
TOB — 06JI0OKaJa KaJIMEBOM MPOHULLAEMOCTH U
06paTUMbIM HHTMOGHPOBaHUEM XOJUH3CTEPA3HI,
BJIM SISl HA BCe 3BEHbS B II€NU NPOLECCOB CHHAICA
aKCcoHa, obecneyrnBaeT NMPOBeJEHNE BO3OYKJe-
HUS 10 nepudepuyeckuM HepBaM. HasHauasicsa
npenapat 0,1 MJ/Ha roj >KM3HU pebeHKa B/M
Ne10 c masbHeHIIMM MepexoaoM Ha mepopaJb-

HbI} IpHeM B BU/ie TabyeTok o 20 Mr B cJieiyto-
mux go3uposkax: 1-5 get — 5-10 mr 2 p/g, 5-12
jget — o 10 mr 2-3 p/cyT — 3 mec.

CoyeTaHO C HEUPOMUJAUHOM Ha3HayaJCs Le-
PaKCOH: lelcTBYollee BeleCTBO — LUTUKOJIMH,
y4acTBYIOUIMH B OUOCHMHTE3e CTPYKTYPHOTO
docdosunuia HEHPOHHOU MeMOGpPaHbI, CTAOUJIH-
3Upys U BOCCTaHaB/MBad eé. HaszHavasca npe-
naparT B BU/Je CyCIIeH3WH B Bo3pacTe 3-5 JieT no
1 ma 3 p/a, 5-8 net — no 2 ma 3 p/a. Kypc — 2
Mecsua. [locsae 10 seT Ha3HavyaJicd B BUJZle pac-
TBoOpa LepakcoHa B/M N210 c JasibHeH UM nepe-
XO0/IOM Ha NlepopaJsibHbli MPUEM CYCIIEH3UH 10 2
M 3 p/n — 2 Mecsna.

[lpu codyeTaHHOM (MHeJMHOAKCOHONATUYE-
ckoM) BapuaHTe HMCII HazHavyasacb KOMOHU-
Halusl IpenapaToB XOJMHEPruyeckoro Jew-
CTBUSI+CPEJICTBA, YYACTBYWOIHE B KJIIOYEBbIX
3BEHbSX KJIETOYHOI0 MeTabonu3Ma.

Ha cTaguu pa3BepHyTbIX KJUHUYECKUX
NpOSBJIEHUN, B CBA3U C pa3BUTUEM THIOTPO-
Uy MpIUIL JleHepBALlMOHHOTO XapaKTepa, B
TY. noaBepAeHHOW JHMI (Hasunuyue OypHOU
CTIOHTAaHHOW aKTHUBHOCTH B BU/IE MOTEHI[UAJIOB
bubpunAMY) KypcaMyd Ha3HadyaJjachb aKTOIPO-
TeKTOpHas, MeTaboJuYecKasl Tepanus: KapHU-
asab 20 % (BXoASIILUMK B ero cocTaB KapHUTUH
ABJIsieTCsl KOQaKTOpOM MeTaboJIMYecKUux Ipo-
LIECCOB B MUTOXOH/JPUSX, Y4acTBYeT B GUOXUMHU-
YeCcKHUX Ipoleccax 06pa3oBaHUs U Jierpajanuu
KUPHBIX KHCJOT, CTepouoB, ¢$Hochounu/ios,
NpHHUMAaeT y4JacTHe B Mpoleccax KaTabosrsaMa
OpraHHUYecKUX KUCJIOT, KCEHOOMOTHUKOB CUHTE3e
aleTU/IX0JIMHA, OKHCJEHUM NUPOBUHOrpPaHOU
KHCI0Thl). HazHavasicsa npenapaT nepopaJsibHO 3a
30 MUHYT J10 efibl (AOMOJIHHUTEIBbHO pa3baBsics
cokoM) B fo3e 0,5 mu/kr/cytku (100mr/kr/cyT-
KH) B TeueHUe 3 MecsIIeB, Jjajiee epepbiB 2 MeC,
KyPC MOBTOPSLJICS.

[lepopa/ibHBIN IpUEM KapHUIJIS Yepe0BaJICs
C IpUeMoM CTHMoJIa (Ha3HauYeHHe JaHHOTIOo Npe-
napaTa 6a3MpoBasoCh HA OCHOBAaHUHW COBPEMEH-
HbIX NPEJICTaBJIeHUN 06 OCHOBHBIX 3BEHbSAX Ma-
TOTreHe3a «IaTOJIOTUYECKOr0 MeTab0JInieCKOro
Kackaga» npu HM3: npu HelocTaTKe KMcJ0poja
OKHCJIEHWEe MUpYyBaTa NMpeKpalujaeTcs, YTo Npu-
BOJUT HAaKOIJIEHUIO MOJIOYHON KUCJOTHI U alU-
103y (aHa3pOoOHBIN IMIMKOJK3). B 3TOl CcBSA3U y
neteid ¢ HM3 MbllieyHoe BOJIOKHO HECIIOCOOHO
Mo/ Iep>KUBATh MbILIEYHOE COKpallleHWe 3a/1aH-
HOW MHTEHCUBHOCTU. U36bITOUHOE KOJIUYECTBO
MOHOB aMMOHHUS, BJIMSISI HA MeTaboJIM3M, CTH-
MyJMpyeT TUIEePNHO03, YTO yCyry6J/seT yToM-
sieHre. OCHOBHBIM NyTeM BbIBeJEHUs aMMHUaKa
SIBJISIETCSI CMHTE3 MOYEBHHBI B TenaTOLUTAaXx.
JIto6oi pakTOp, IEHCTBYIOUMHA B HATPABJIEHUU
06pa30BaHUs MOYEBHHbBI, YMEHbIIAET CTENeHb
yTOMJIEHUS, CBSI3aHHOTO C THUIEepaMMOHUEMHU-
eil. OCHOBHOe BeleCTBO cojiepXKalleecs B CTU-
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MoJle — UTpPYJ/JUHA MaJaT BbICTYIAeT B POJIH
MeTab0JIMYEeCKOT0 MOCpPeIHUKA, «IOMOrarolie-
ro o60HUTHU» aMMHAYHBIA GJIOK OKHUCJUTEJNBHOTO
NyTH U OTPAHUYUTH HAKOIJIEHHUE MOJIOUHOU KHC-
JIOTBI IOCPEJCTBOM IIEPEOPUEHTALIMU €€ B CTOPO-
HY IVIFOKOHeoreHe3a (TAaKUM BEIEeCTBOM sIBJISIETCS
MaJiaT), a UUTPY/JIMH CIIOCOGCTBYET YCKOPEHHIO
JlaHHOTO IMKJIa ¥ BbIBEJIEHUIO aMMUaKa.

CTHUMOJ1 NpUMEHAJICA HaMU B BU/le TUTbEBOTO
pacTBopa B CJAeAYIOLUX J03UPOBKax: 2-5 jeT —
no 100 mr (1/2 nakeTtuka) 2 p/cyT, 5-12 1eT — 1o
200 mr (1 nakeTHK) 2 p/cyT, cTapiie 12 seT — no
200 mr (1 nakeTtuk) 3 p/cyT — 30 AHel KypcaMu
(xaxkable 3 Mecs1a).

JdbekTUBHOCTL  NATOreHETUYECKH  Ha-
NpPaBJIEHHOrO JieYeHHUsI Ha OCHOBAaHUU paHHeU
UaeHTUPUKAIMY MHUEJUHO- U aKCOHOMATHUHU Ha
pasaundHbix cTaguax HMCII oueHuBaJsiach Ha oc-
HOBAaHUM 4-JIeTHEr0 KaTaMHe3a HaOJIIJAeHUS B
OCHOBHOM IpyIne U rpyIiie CpaBHEHHUS.

OcHoBHag rpynna — 35 geteét ¢ HMCII (u3
Hux 15 gereut c HMCII 1 Tuna, 12 gereut c HMCII 2
Tuna, 8 gerer ¢ HMCII X Tuna; ;uarHo3 BbICTaB-
JIeH Ha paHHUX CTaAusx 3a6oseBanusd (1,3 + 0,8
rozia). JleTu U3 OCHOBHOM T'PYIINbI HAXOJUJIUCH
1o/, HAallUM HabJIIJleHHeM, PEeryasipHO MpPOXO-
JUJIN KYpCbl peabUJUTAIMOHHOrO JieueHUs B
LleHTpe, moJsiyyasd NaTOreHeTU4YeCKH Halpas-
JIEHHOE JIeYeHHUe C YYETOM BBISIBJIEHHBIX NATO-
dU3HOoIOrNYeCcKUX HAPYIIeHUH Mo JAaHHBIM MO-
HUTOpUHTA IOMTI (MHesIMHONIATHS, AKCOHOTIATH S,
MHEJIMHOAKCOHOTATHS, MbIlIedHble aTpoduu
JleHEPBALIMOHHOI0 XapaKTepa)

'pynna cpaBHeHusi — 27 peteit ¢ HMCII (u3
Hux 12 peteut c HMCII 1 Tuna, 10 getert c HMCII 2
Tuna, 5 getet c HMCH X Tuna). /leTu U3 KoOHCYJib-
TaTUBHOIO MPHEMa, JUArHO3 BbICTABJIEH B Cpe/I-
HeM 2,7 = 0,6 ToZ1a, U3 aHaMHe3a U3BECTHO: IeTH
KypcaMu MoJIy4aad OOGUIENPUHSATYI Tepanuio.
PesynbTaThl 4-71eTHEro KaTaMHe3a OTpakaeT B
OCHOBHOH TpyIine 6oJiee MSATKOe TeYeHHe MaTo-
JIOTMYEeCKOro mpoiecca (UCXo/s U3 CyMMapHOT 0
faJ1yia Mo aJlanTUPOBAHHOM IIKaJie HEBPOIATHU-
yeckux HapymeHu# o NIS LL (1996 r) u no oc-
HoBHbIM JHMI' nokazaTe/isiM) 110 CpaBHEHUIO C
rpynnou cpaBHeHus. [losydyeHHble JaHHBIE KJIU-
Huvyeckoro ¥ JHMI mcciiesoBaHUM a0 OCHOBA-
HUEe KOHCTAaTHPOBATh 3aMe/lJIeHHe NaToJIoTuye-
ckoro npoiecca npu HMCII B ocHOBHO# rpymie.

3aksiouenue. CTaHgapTU3alUs paHHEN U-
arHOCTUKU U BbIJIeJIEHUSI MUEJUHO- U aKCOHO-
natuil y geteit HMCII no faHHBIM KJIMHUYECKOU
JHMTI' u 3MI-MOHUTOpHHIA C Yy4eTOM OLIEHKH
KJIMHUYECKOT'0 COCTOSIHUSA MO aJalTUPOBAHHOU
¥ MOJEpPHU3UPOBAHHOU IIKaJie HeBpomaTHue-
CKHUX HapylUIeHUU fBJISeTCA OCHOBOM JJi pas-
paboTKU HOBBIX CTAHJAAPTOB PaHHEH JOCUMTOM-
Hoi puarHoctuku HMCII u cTraHzapTu3anuu
naToreHeTUYeCKHW HaNpaBJEHHOrO JieYeHUsl C
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HCIIO0JIb30OBAHHWEM COBPEMEHHbBIX MEJHUKAMEHTO-
3HBIX CPEeACTB.

M.R. Shaymurzin, 0.S Yevtushenko, L.F Yevtushenko

CLINICAL DIAGNOSTIC MARKERS OF HEREDITARY
MOTORSENSORY POLYNEUROPATHY IN CHILDREN

Summary. The article discusses the problem of clinical
and paraclinical diagnostics of early neurological
disorders in children with Hereditary Motosensor
Polyneuropathy (NMSP). The attention is focused on
early identification ENMG markers mielin-, axonopathy
and neurophysiological predictors of progredient of the
pathological process according to ENMG-monitoring
in the development pattern of early diagnosis of NMSP
and standardization pathogenetic therapy with the use
of modern medication, prevention of complications and
disability.

Key words: Hereditary Motosensor Polyneuropathy,
Electroneuromyography.
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