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Bonesns lllapko-Mapu-Tyta (ILIMT) npezacraBisier co0oil peaxoe HacieACTBEHHOE 3abonieBaHue nepudepuye-
CKOM HEPBHOU CHUCTEMBI, XapaKTepU3yIoIlleecs JereHepaleld MUeTMHOBOW 000JIOYKH U OCEBBIX ITUIHHIPOB HEPB-
HBIX BOJIOKOH. B HacTosIiee BpeMsi, HECMOTPS Ha 3HAYHUTENBHBIN Tporpecc B MeaunuHe, 6one3ns [lapko-Mapu-
TyTa npojomKaeT 0cTaBaThCsl CIOKHOMN MPOOIEMOM ¢ TOYKH 3pEHHS TOYHOMN JTHArHOCTHKH W 3P PEKTUBHOTO Jieue-
Hus. B 063ope MpUBEACHBI OCHOBHBIC CBEICHUS 110 JUATHOCTUKE, KIIMHUKE 3a00JIeBaHus U METOAaM JICUCHUS.
Kurouesvie cnosa: nacnenctBenHas HeBponatus [lapko-Mapu-Tyta, HeliponaTuu, reHeTUYecKue 3abose-

BaHUA

Bonesns Illapko-Mapu-Tyrta (IIMT) npen-
cTaBnsieT co0Ooil Haumbonee wyactyio Gopmy
HACJIEJICTBEHHBIX HEBPOIATHH, OTINYAIOIIYIOCS
TEeHETUYECKUM Pa3zHoOoOpazueM, BBIPAKECHHBIM
KIIMHUYECKUM TIOJTMMOP(PU3MOM M HEYKIIOHHBIM
MpOrpeccupyroummM xapakrepom. Hazpanue ato-
ro 3a00j1eBaHMs MPOUCXOANUT OT UMEH TPEX Bpa-
4yeil, mepBbIMH omnucaBmMX ero B 1886 roay:
¢panuy3oB JKana-Maprena Illapko u Ilbepa
Mapwu u 6putanna Xosapaa Tyra.

CymiecTByeT HECKOJIBKO (hopM 3TOil Ooes-
HH, 0003Ha4yaembix kak IIIMT 1, IIMT 2, IIMT
3, LIMTH 4, IIMT 5, IIMT 6, IOIMT — AII,
IMT — PIT u HIMTX [1]. Kaxnmass u3 3THX
(GbopM HMMeeT CBOM YHUKaJbHBIE XapaKTE€pPHCTU-
KM, YTO JieJaeT 00Jie3Hb MHOTOACIIEKTHOM U pa3-
HOOOpa3HOW B KIMHHYECKOH mpakTuke. ['my6o-

KO€ HCCIJIeIOBaHUE KaKI0H GOpMBI CIIOCOOCTBY-
eT paszpaboTke Oosee 3PPEKTUBHBIX METOJOB
JICUEHHsI U TOBBIIICHUIO KAaueCTBA YKU3HH TaIy-
eHToB [2, 3].

bonesns [lapko-Mapu-Tyra — HEBpOJIOTH-
yeckoe 3a00JIeBaHUe, XapaKTepU3yIOlleecs Bbl-
COKOH pacnpoCTPaHEHHOCTbIO B Pa3IMYHBIX
HOMYJISIUMAX U CPey IpeICTaBUTENeH pa3HbIX
THUUYECKUX rpyni. OHa nopakaeT UHAMBHUIIOB
HE3aBUCUMO OT II0JJa M BO3pacTa, HO 4Yalle
BCcTpedaeTcs y jaui B Bozpacte 20-30 ser.

B paMkax Hay4dHBIX HCCIIEIOBAHHH, IPOBE-
JNEHHBIX B 00JACTH HEBpONATHi, JaHHOE 3a00-
JIEBaHUE BMECTE C ApPYrMMu (GopMaMM Haclea-
CTBEHHBIX MOTOPHO-CEHCOPHBIX HEBpOINATUM
(HMCH) npuBnexkaer BHUMaHUE Kak OJHO W3
Hau0oJiee MHUPOKO PACIPOCTPAHEHHBIX HACIE/l-
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CTBEHHBIX HapyIIEHUN HEPBHON CHUCTEMBI 4Ye-
JIOBEKa.

CornacHO  CTaTUCTHKE, PpacHpOCTpaHEH-
HOocTh Oone3nu IIIMT B oTmenpHBIX Tpymmax
HaceJIeHUsI MOXKET cocTaBlATh 1 cimydait Ha 3000
YEJIOBEK, YTO CBHJETEIILCTBYET O BaKHOCTU
npobsieMbl B MacmTabax MHPOBOW MOITYJISILIUU.
B xonTekcre Poccuiickoit @enepaunu, cpeaHsis
pactpoctpanénnocts [IIMT konebnercs ot 7,14
1o 13,3 ciyuast na 100000 HaceneHus, 4To moJ-
YepKHBAeT HEOOXOAUMOCTh 0Oosiee TITyOOKOTo
W3YYCHUS OCOOCHHOCTEW TIPOSBICHHUA OTOU
HEBPOJIOTMYECKON MAaTOJIOTUM B paMKaX KOH-
KPETHOIO 3THUYECKOTO U T€HETUYECKOro KOH-
TekcTa. [lono0HBIE HCCIeI0BaHUS MMEIOT Bax-
HOE 3Ha4yeHue s pa3paboTKU MepCOHATU3UPO-
BaHHBIX MOJXOJOB K JMArHOCTUKE, JICUECHUIO U
npodunakTuke 6osnesnn LIMT [1].

Ha ceromnsmHuii JAe€Hb UCCIENOBATEIN
MPEeINPUHUMAIOT YCWIHA 10 Oojee TiyOoKoMy
IOHUMAHHUIO ATHOJIOTUM U HaToreHesa 0OO0Jie3HU
[MMapko-Mapu-Tyra. B Xozne reHeTHyeckux Hc-
CJIeI0BaHUH yCTaHOBJIEHO, 4TO y 70-80% aTHX
NAIMEeHTOB BBISBIACTCS TyOIMpOBaHHUE ONpene-
JAEHHOrO yyacTka 17 XpoMOCOMBI. DTOT I€HETH-
YECKUH acCleKT MPEeICTABISAET 3HAUUMYIO TOUKY
B MCCIICJIOBAHUSX, CBSI3aHHBIX C MPOUCXOKICHH-
€M ¥ pa3BUTHEM JIaHHOTO 3a0oseBanus [4].

OcHogotl KnuHuyeckux npossieHui 00Ie3H
HIMT cayxuT nereHepanusi MUEIMHOBOH 000-
JIOYKU M OCEBBIX LMJIMHIPOB JIBUTATEIbHBIX U
YyBCTBUTEJIbHBIX HEPBHBIX BOJIOKOH. HaydnHoe
U3y4YE€HHE HACJEACTBEHHBIX MOTOCEHCOPHBIX
MOJIMHEBPOMNATHI BBISIBUIIO JIBA OCHOBHBIX THIIA!
nemuenuHuznpyomui (1) u akcoHanbHbIN (2),
OTIMYAIOIIUXCA B ANEKTPOPU3NOIOTHUECKUX
xapakrepuctukax [1].

JleMuenuHu3upyomuil T XapakTepusy-
€TCSl YMEHBIIEHUEM CKOPOCTHU MPOBEICHUS UM-
nynsca (CIIM) no nepudepuyeckum HepBam, B
TO BpeMs Kak y akcoHanbHoro tumna CIIM ocra-
€Tcs B Tpejiesiax HOPMBI HJIM YMEPEHHO CHIDKa-
ercsa. Kpurepuem npunaro ucnons3oats CIIN
10 CpeIMHHOMY HepBy B 38 M/c.

XapakTtepHoit ocobennocteto HIMT sBmns-
eTcsl TeHeTudeckas rereporeHHocts. Hacnemo-
BaHUE MOXET MPOUCXOAUTh C ayTOCOMHO-
JIOMHHAHTHBIM, ayTOCOMHO-PEIECCHBHBIM HJIH
perieccuBHO- X-CIIETUICHHBIM THITOM. Pa3nmyaHbie
MyTallid T€HOB, OTBETCTBEHHBIX 3a Tepudepu-
yeckue OCNIKM MHUENMHA M aKCOHBI, MPUBOIAT K
JIETeHepalid MHEJIMHOBOM O00O0JOYKH aKCOHOB

JIBUTATEIbHBIX U YYBCTBUTEIBHBIX BOJIOKOH II€-
pudepruyecKux HEPBOB, a TAKXKE CIIMHHOMO3TO-
BBIX KOPEIIKOB. JTH T€HETHYECKHE W3MEHEHUS
UTPAIOT KIIOYEBYIO poiib B (popMUpOBaHHMU Ta-
toiorum IIIMT [5, 6].

CrnenctBueM HapymeHus (QyHKIMH Tepu-
(epuueckux HEpPBOB SBJSIOTCS  MBIIICYHBIE
aTpoduu, 3aTparuBarolue OnpeaeEHHbIC TPYII-
el Muopubpmi. [IporpeccupoBanue naHHOTO
3a00JIeBaHUsl CBSI3aHO C CMEIICHUEM sIiep cap-
KOJIEMMBI, THAJMHU3AIMEN NOpPaXEHHBIX MUO-
(GUOpMIT M MHTEPCTUIIMATBHBIM pa3pacTaHueM
coenuHuTenbHOM TKanu. [lo xomy 3aboneBanus
MBIIIIEYHbIE BOJIOKHA IOJBEpPraroTCs paspylie-
HUIO TI0J] BO3JEHCTBHMEM HapacTaolIed Tuaiu-
HOBOM JlereHepauuu [7].

HacnencrtBeHHass MOTOpPHO-CEHCOpHAsi I10-
muuesponatusi (HMCH) 1 tuma ¢ ayrocomuo-
JOMUHAHTHBIM HACJICIOBAHUEM MPEICTaBISIET
coboif Hambosiee pacmpocTpaHEHHYIO (opMmy.
3aboseBaHue OOBIYHO BO3HHUKAET B BO3PACTE OT
9 no 17 ner, ¢ NepBUYHBIMM CUMIITOMAaMH, Ta-
KUMHU KakK c1aboCcTh ¥ MOJBOpAaYMBAHHUE CTOM, a
TaKXKe TPYAHOCTH IPH BBIIOJIHEHUH OBICTPHIX
JBIDKEHWH. B HadanpHOM JTame maToiorude-
CKHUIl TIPOIIECC OXBATHIBAET AMCTAILHBIC MBIIIIIHI
HWKHMX KOHEYHOCTEH, a 3aTeM paclpocTpaHs-
€TCS Ha AWCTaJbHBIE OTAENBI PyK. ATpodude-
CKHE€ M3MEHEHUS B MBIIIIAX MPHUBOJAT K Xapak-
TEPHBIM epopManUsAM, TAKUM KaK OTIPOKUHYTas
(opma rojeHu, yBeINYEHHE CBOJIA CTOIBI C MO-
JOTOYK000pa3HOH nedopmanyei maabieB 00enx
cron. M3meHenune Tuma xoap0bl — CTENNax, CTa-
HOBUTCSI XapaKTepHbIM Mpu3HakoM. COIpPOBOXK-
naronre 3a0oeBaHMe YYBCTBHTEIBHBIC pac-
cTpoiicTBa W mepudepuueckre BereTaTHBHBIC
paccTpoiicTBa, Takue KakK TUIEPrHapo3, [IUAHO3
KHCTEH M CTOIN, YCHJIMBAIOT KIIMHUYECKYIO Kap-
TUHY. OnektpoHeiipomuorpapus (OHMI') BbI-
SIBJIIET 3HAUUTEIBbHOE CHUYKEHUE CKOPOCTHU MpO-
Benenus umiynbca (CIIM) mo mBurarenbHBIM
HepBaM HIDKHUX KoHeuHocTei (ot 10 mo 30 m/c).
Tem He MeHee, 3TOT THIT 3a001€BaHUS OOBIYHO
npoTekaeT 0e3 TIIyOOKOW WHBAIHUIU3ANNKN H
MEJIJIEHHO MPOTPECCUPYET CO BpeMeHeM [8].

HacnencrBennass MOTOpHO-CEHCOpHasi TO-
muresponatus  (HMCH) I Tuma ¢ X-
CIETUIEHHBIM JIOMUHAHTHBIM THUIIOM HaclieJ0Ba-
HUsI OOBIYHO HPOSIBIISIETCSI B Bo3pacTe oT 19 mo
60 ner. MHTEpecHO OTMETUTh, YTO B PEIKHX
ciIydasix OOJe3Hb MOXKET MpPOTEKaTh OeccHMII-
TOMHO, U €€ BbISIBJICHHE TPeOyeT TIIATeIbHOIrO
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HEBPOJIOTHYECKOr0  ocMoTpa.  KiuHuueckue
CUMITOMBI 3TOH (OpPMBI aHAJIOTUYHBI MPOSIBIIE-
wusm HMCH 1 tuma ¢ ayTocoOMHO - TOMUHAHT-
HBIM HacjenoBaHueM. V3MeHEeHHsT B MBIIIIax
KHCTEH, OIHAKO, CTAHOBSITCS 3aMETHBIMH TOJIBKO
ciycTst 5—12 ner mocne Hadana 3a00JeBaHUS U
MOTYT JIOCTUTaTh 3HAYUTENbHBIX aTpoduil u ne-
dopmanuii, HamogoOue "KOTTUCTOW jambl”.
Onexrponeiipomuorpadus (OHMI') mnonrsep-
KIIaeT BBIPAKCHHOE CHMKEHHE CKOPOCTH IIPOBE-
nenust umnynsca (CIIN) mo pBuratenbHbIM He-
pBaM HIKHHX KOHe4HOcTed (oT 16 1o 28 wm/c).
XapakTepHa ObICTpasi MPOTpeccusi ¢ MOCIEIyI0-
el MHBAIMU3AINel malueHTa, KoTopas 1eIaeT
9Ty dopMy 0COOEHHO TSKENON ¢ OBICTPO pa3BU-
BAaIOLIMMCS HEBPOJIOTHUECKUM PaCcCCTPOHCTBOM.
HacnenctBeHHass MOTOpPHO-CEHCOpHAsi II0-
nuueBponatuss (HMCH) II tuna ¢ ayrocomHo-
JOMUHAHTHBIM HACJEJOBAHUEM TMPOSBISIETCS B
Bo3pacte 19-23 ronma. HeBposjoruyeckue cumi-
TOMBI BKJTFOYAIOT Mape3bl HUKHUX KOHEYHOCTEH,
bpuIpeixoBcKyo ehopMaliio CTOMbI, CKO-
JMOTHYECKYI0  Je(OpMaLMI0  IO3BOHOYHHKA,
(bacuuKyIApHBIA TPEMOp B KUCTSIX PYK, Hapy-
IICHUS] YYBCTBUTEJIBHOCTH IO MOJHMHEBPUTHYE-
CKOMY THUITY, CCHCUTHBHYIO aTaKCUIO U mepude-
pUYECKHE BEreTaTUBHBIE paccTpoucTBa. OJek-
TpoHeipomuorpagpus (OHMI') nokaseiBaer, 4To
BEJIMYMHA CKOPOCTH TPOBEJCHHSI HMITyJIbCa
(CIIN) naxomurtcs B Tpenenax HOPMBL. OTOT
Ba)XXHBI HEBPOJOTMYECKHH MOKa3aTelb MOXKET
yKa3bIBaTh Ha CHEUU(PUUECKUE XapPAKTEPHUCTUKU
nannoro nmoaruna HMCH II tuna ¢ ayrocomHo-
JIOMUHAHTHBIM HaCJIEJIOBAHUEM.
HacnenctBeHHass MOTOpPHO-CEHCOpHasi I10-
muHeBponatus (HMCH) Il tuma ¢ ayrocomHo-
PEIECCUBHBIM THUIIOM HACJICIOBAHHS MPOSBIISET-
cs B Bo3pacte oT 4 1o 7 ner. [lanueHTsl, CTONK-
HYBIIHECS C 3THM BHJIOM 3a00JI€BaHUSs, MPEIb-
SBJISIOT 7KajloObl HA TPYJHOCTHU MPHU X01b0e, Oe-
re U o0mryto crmabocte B Horax. KimHmueckne
MPOSIBIICHUS BKJIIOYAIOT B ce0si aTpoduro u cia-
OOCTh MBI TUCTAIGHBIX M TMPOKCUMAIIBHBIX
OTIENOB KOHEYHOCTEW, NedopManuu KHCTEH U
CTOII, @ TAK)K€ OTCTaBaHHUE B (PU3MUECKOM pa3BU-
TUU. DTO 3a00JI€BaHUE OTIMYAETCS CTPEMUTENb-
HBIM [IPOTPECCUPOBAHUEM, YTO CO3MAET CEPHE3-
HBIE TTPOOJIEMBI B IMATHOCTUKE W JiedeHud. [Ipn
anektpoHeipomuorpapun (GHMI') obnapyxu-
BalOTCS aKCOHOIIATUH B COYETAHWH C JIEMHUEIH-
Hu3auued nepudepruueckux HEPBOB HUKHHUX
KOHEYHOCTEH, M BEIUYMHA CKOPOCTU NpPOBEE-

Hust umiynbea (CIIH) cocraBnsier ot 38 no 42
M/c. Ot pesyabTarel DHMI SBIsIOTCS BasKHBIM
KOMIIOHEHTOM B JHMarHOCTHKE JaHHOTO THIIA
HACJICZICTBEHHO!N MOJIMHEBPONAaTUU U MOTYT CITy-
XKHUTh OCHOBOH Ui pa3paboTku 3PPEKTHBHBIX
CTpaTeruii Je4eHus U ynpaBieHUs! 00JIE3HBIO.

Huaenocmuxka pa3IUYHBIX  KIMHUYECKHUX
¢opm 6onesnn Lllapko-Mapu-TyTta npencrasiis-
eT Cco0OH CIOXKHYI 3a1auy, OOYCJIOBJICHHYIO
TEHETHYECKOW T'€TEepPOreHHOCTBIO 3TOro 3aboJe-
BaHusA. HayasbHBIM 3TamoM IUMArHOCTHKU CYH-
TaeTcsl MOAPOOHBIA cOOp CEeMEWHOTO aHaMHe3a.
OcymiecTBieHre TIIATEIBLHOTO 00CIeI0BaHUS
POACTBEHHUKOB B NIEPBOM U BTOPOH JINHUU POJ-
CTBa HEOOXOAMMO JJIsl BHISIBICHUSI HAIUYHUS MY-
TAHTHOTO T€HA, OCOOCHHO YYMTHIBash BO3MOXK-
HOCTh OECCUMOTOMHOTO TEYEHHUs OOJIE3HH, U3-
BECTHOI'O KaK HOCHTEIBCTBO [9, 10].

Jng yTOYHEHMsS JuarHo3a NpU HAIWYUH
CHUMIITOMOB 3a00JIeBaHUsI MPOBOIUTCS (PEHOTH-
nupoBanue. OQHAKO JOKIMHUYECKAs cTaausi 00-
JIE3HU MOXET OBITh BBISBJICHA TOJIBKO C MCIIONb-
30BaHUEM MOJICKYJISIPHO-TEHETUYECKUX HCCe-
nmoBanwmii [11, 12].

Jleuenue. Ha Tekylmnii MOMEHT HE CyIle-
CTBYET PaJUKaILHOTO METOJIa U3JIeUeHHs OT 00-
ne3an IIIMT. Tem He MeHee, OCHOBHOM IEIBIO
MEUIMHBI SBISETCS 3aMeJICHUE TPOTPECCHPO-
BaHUs 3a00JeBaHUS W MAaKCUMH3AIUS YCHINN
JUIS YIIYYIIEHUS KadyecTBa JKU3HU IalMeHTOB,
CTONKHYBIIMXCS C 3TOM mnartoiiorued. bone3nn
[[Tapxo-Mapu-TyTa sBAsieTCSI OOHUM U3 CIIOXK-
HBIX B JICUEHUH 3a00JI€BaHUI1, IOITOMY Ha CEro-
THSIIHAKA JIeHb OCHOBHBIMH HAIIPABJICHUSMU
MEUIIMHCKOTO BMEIIATEIHCTBA SIBIISIFOTCS TIOUCK
METOJIOB 3aMeJICHUS] TPOTPECCHPOBAHMSI TATO-
JIOTUYECKOTO TIporiecca M oOecredyeHne amanTa-
UK (a0MIUTALWKU) TTAUeHTOB K TOBCEIHEBHON
xwu3uu [13, 14, 15].

Jleuenue Oo0re3HU BKJIIOYaeT B cels HcC-
MOJIb30BaHME  PA3IIUYHBIX  MEIMKAMEHTO3HBIX
MeTo10B. HecteponaHble IPOTHBOBOCTIAIUTEh-
HBIE CPEICTBA TMPUMEHSIOTCS [UIsI CMSATYCHUS
MBIIIEYHONH OOJIH, CEJNeKTUBHBIC HHTHOUTOPHI
oOpaTHOro 3axBaTa CEPOTOHMHAa M AaHTHKOH-
BYJIbCAHTBl ~ UCHOJB3YIOTCS Ui KOHTPOJIS
HelponaThuueckon Oonu. [y ynyyiieHus Ie-
pudepruyecKoro KpOBOOOpPAIIEHHUS] YacTO MPH-
MEHSIOT nepudepudeckre Ba3oauaTaTopsl [16].

HemennkameHTo3Hasi Tepanuvs BKIIOYAET B
ce0sl KOMIUJIEKC MEpONpUATUI, HaINpaBIEHHBIX
Ha 3aMeJUIeHHe TMpolecca aTpouu MBI U

Ne 1(102), Tom 20, 2024  Axademuueckuil >kypHan 3anaoroii Cubupu 41


https://ajws.ru/

https://ajws.ru/

MPEeOTBPAlICeHHE CYCTaBHBIX KOHTpakTyp. Mc-
noJyib3yeTcst (pu3MoTepanusi, MaHyajJbHas Tepa-
s, JIe4eOHBId Maccax, JiedeOHas (uzmueckas
KyJIbTypa U OanmpHeoTepanus. Bece 3T MeToabl
NPU3BaHBl 00ECTIEYNTh MAKCHMAIIBHOE YITydIlle-
HUE KayecTBa JKU3HU MAIMEHTOB U 3aMEUINTh
nporpeccupoBanue 3abonesanus [17, 18].

Perynsipubie 3aHaTus Jie4eOHON (U3KYIIb-
typoit (JI®K) mnpenocTaBisitoT BO3MOXKHOCTH
COXPAHWUTh M YBEJIMYUTHh MBIIICYHYIO CHITy, a
TaK)K€ IOBCEIHEBHYI) AKTUBHOCTH I1alIUEHTOB,
CTAJIKUBAIOIIUXCS C HEMPOIATHEN, XapaKTEPHOI
st 6onesnn lapko-Mapu-Tyrta. Otu 3anarus
CHOCOOCTBYIOT TOBBIIICHUIO COIMAIBHOW ajaar-
Tallul U CHIDKEHUIO 3aBUCHMOCTH OT YJICHOB
CeMbU M MEAMLIMHCKOIO nepcoHana. DPpQeKTus-
HOE TIPUMEHEHHUE Pa3HOOOPA3HBIX METOMOB CIIO-
COOCTBYET JOCTIDKCHHIO ONTHUMAJBHBIX PE3yIlb-
TaToB B peabunurtanuu [19].

B kadecTBe OEeMOHCTpalWu MpPEICTaBIsIEM
coOCTBEHHOE KIMHUYecKoe HabOmonenue: [Mamm-
entka O., 39 net, nocTynuia Ha MJIAHOBYIO roc-
NUTAJIM3ALMI0 C KajobdaMu Ha OONM B MaybIax
HOT' KTy4Yero XapakrTepa, CylOpOTH B HWKHHX
KOHEYHOCTSIX, HapylLIeHHE KOOpAWHALMMU JIBU-
KeHUH. AHaMHe3 3a00JIeBaHUs: C I€TCTBA OTMeE-
YaJIMCh YacThle TaaeHusi (CO CJIOB MAIMEHTKH,
«3amuieranuchk Horw»). B 1996 rony Bo Bpems
IIKOJILHOM MEJIKOMHUCCHUHM XUPYPrOM OTMEUYEHO
NpULUIENbIBaHUE CTOI MpH Xoab0e. Co ciIoB na-
IIMEHTKH, HAOJI0amach y HEBpPOJIOra 10 MECTy
JKUTEIILCTBA, TPEIOJIOKEH TUAarHo3 «0o0Je3Hb
[ITapko-Mapu-TyTta» (MEAMIIMHCKON JOKyMEH-
TallMM HE TpenocTaBieHo). Panee Habmronanack
B I. llanpuncke, Kypranckoit o6mactu. C 2019
T HaOJIFO/1aeTCsl Y HEBPOJIOTA B MOJMKIMHUKE TIO
MECTy JKUTeNbcTBa. lleproamuecku NPOXOIUT
KypChl COCYAMCTOH, HEMPONPOTEKTHUBHON Tepa-
nmuu 6e3 BuauMon nuHamuku. B 2021 romy mo-
CJIe NIEpEeHECEHHOW HOBOW KOPOHABUPYCHOW WH-
dexnmn oTMeTHIIa yXYAIIEHHE COCTOSHUSI B BU-
Jie YCUJIEHHUS CyJIOPOT M HapacTaHue CIabOCTH B
HOTaX, HEKOTOPOE BPEMsI HE MOTJIa XOUTh.

B 2021 r. xoHCyIbTHpPOBaHa HEBPOJOTOM
OKBb Nel (r. TromeHb), BBICTaBIE€H JUarHo3:
Hespanbnas amuorpodus Illapko-Mapu-TyTa,
BsUIBI JUCTAJBHBIA YMEPEHHBIM IIapanapes,
YMEPEHHO BBIPOKCHHAsI CEHCUTHBHAS aTaKCHS.
Heiiponatuueckuii OoneBoit cunapom. DHMI
ot 11.01.2022 r: npu3HaKku BBIPa)KEHHOW MOTO-
CEHCOpHOU MoJIMHEHponaTuu BEpXHUX M Ooiee
rpyOOi HIDKHUX KOHEYHOCTEH CMEIIaHHOTO,

MPEeUMYIIECTBEHHO aKCOHaJIbHOrO Xapakrepa. C
20.02.2023 mo 28.02.2023 r. Haxoawiach Ha
craimoHapuom neuennn B OI'BHY HIIH (r.
Mockga). JJHK-nmuarnoctrka — aHanu3 TE€HOB
PMP22 (1-5 sx30nb1), MPZ (1-6 3x30HbB1), GIB1
(1-2 5K30HBI) HA HaMU4Me JeNeuui / IymuKa-
uuit (21.02.2023 r.). DnexTpoHeiipomuorpadus
(21.02.2023 1.): mpusHaku rpy0OTO reHEpaIn30-
BaHHOTO MOpaXeHHs Mepu(epHIeCKuX HEPBOB
MEPBUYHO AKCOHAJIBHOTO XapakTepa, Hauboiee
BBIPQXEHHOTO B HIDKHUX KOHEYHOCTSIX (OTBETHI
HE PETHCTPUPYIOTCS), B pyKax oOpaiaeTr Ha ce-
0s1 COXpPaHHOCTh CEHCOPHBIX BOJOKOH. [lomy-
yenHass OHMI -kapTuHa COOTBETCTBYET IIep-
BUYHO aKCOHAJIBHOW, MOTOPHO-CEHCOPHOH IIO-
JUHENponaTuy, Haubosee BBIPAKEHHOM B HUXK-
HUX KOHEYHOCTSIX. B CBS3M ¢ MOCTOSIHHOW XTy-
4eit 6ospto npuHuMaet ["abanenTrn 300 mr o 1
Karic 3 pa3a B JICHb.

Anamue3 xu3Hu: TyOepkynés, onucTopxos,
renatutel A, B, C — orpunaer. ®akrt ykyca
kiema — orpuuaer, YMT — B gercTBe, snuien-
CHI0, HeHpOUH(pEKIIUN — OTpULIAET.

XpoHHYecKasg TaTOJIOTUA: XPOHUYECKHUI
racTpoIyOJEHUT peMHccUs. AJIeprusi Ha HUKO-
TUHOBYIO M THOKTOBYIO KHCIIOTY. OKCIEPTHBIN
anamue3 — MuBamun I rp. 6eccpouno.

B HeBpomorndeckoMm craTyce MpH MOCTYII-
JICHUM: B CO3HAHUHU, MEHMHI€AJIbHBIX 3HAKOB HE
BBISIBIIEHO. 3pauku D=S, peakuus 3paykoB Ha
cBeT kuBas. Cuia MBI B KOHEYHOCTSIX B
BEPXHMX MPOKCUMaJIbHO 40, muctaibHo 3 Gana,
B HWKHHX KOHEYHOCTsSX — 3 Oamma. Tonyc
MBI He u3MeHEH. [mybokue pedraexkcer D=S,
YKUBBIE, aXWIJIOBBI U KapHOpaJAHaIbHbIE CHUXKE-
HBbl. ATpo(usi MBIII] KHCTEH, CTON. DKBUHOBA-
pycHast ycraHoBKa crom. OKpYy>XHOCTb Oeapa
muctanbHee 15 cm ot Oonbiioro Beprena Oen-
peHHOU KocTH crnpaBa — 58 cwm, cieBa — 58 cm.
OxpyxHOCTb TroJieHn auctampHee 10 cMm oOT
HaJIKOJICHHUKa crpaBa — 32 cM, cineBa — 31 cwm.
OKpY’>KHOCTB CTOIIBI TIOCEPEIMHE CIIpaBa M cieBa
22 cm. OkpyxHocTh kucteit 17 cm. Ilaronoru-
geckux peduiekcoB HeT. UyBCTBHTEIHHOCTh HE
HapyumieHa. B mo3ze PombGepra HeycroitunBa
(arakcus). Iloxoaka 3aTpynHEHa-CTENNax, Ty-
JIOBUINIE HAKJIOHEHO BIEpell, B Mpeiaenax Mome-
HICHUSI XOTUT 0e3 OIMOphI, BHE TOMEIICHUS — C
OIHOCTOPOHHEHN OIIOPOM.

[lo naHHBIM TPOBENEHHBIX J1AOOPATOPHO-
WHCTPYMEHTAJIBHBIX METO/JO0B HCCIIEJJOBAHUS B
o0meM © OHOXMMHYECKOM aHajn3e KPOBH,
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HOHOTpaMMe, OOIIeM aHalu3€ MOYU MaTOJOTH-
YECKUX MU3MEHEHUI HE BBISBICHO.

Bo Bpemst HaxoxeHus B cTallMOHape MaIu-
EHTKE IMPOBOJMJIACh AHTHOKCHJIAHTHAsl, HOO-
TpoIHasi, MeTabonnyecKas, aHaJIbreTHIeCKast
tTepanus. HemenukameHTO3Hash Tepamnusi BKIO-
yaeT B ceOs: TpaHCKpaHUalbHas mnepudepuye-
ckas crumyssanus, JIOK, maccaxk BEpXHHX H
HIKHUX KOHeuHocTed. Ha ¢oHe mpoBeaeHHOM
Tepanuu HaOJ0JANach TOJOKUTEIbHAS TUHA-
MHKOU B BUJIE YMEHBIIICHUS SIBJICHUSI CEHCOPHBIX
HapyIICHUA H HEUPOMaTHIeCKOoro OO0JIeBOTO
CHUHJIPOMA, pacUIMpeHusi 00bEMA TBUKESHU.

3axnouenue u 66160061

HacnenctBeHHble MOTOCEHCOPHBIE HEBPO-
natun (HMCH) mpencraBisiror coboit oOmup-
HYI0 TpyHOIy HapymeHuid nepudepudeckon
HEPBHOW CHCTEMBbI, KOTOpPbIE OOYCJIOBIICHBI Te-
HETUYECKOW JETEPMUHUPOBAHHOCTBLIO, Ppa3lny-
HBIMHM TUTIAMH HACJIEIOBaHHUS U MHOT000paszueM
dbenotunmueckux nposisieHwuii [20, 21].

Knunnueckass kapThHa HaclleCTBEHHBIX
HEWpOomaTHii BKIIOYAET B c€0sl CUMIITOMBI TIEPH-
(depuueckoro Terpamapesa, a TaKKe THIO- WU
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CLINICAL CASE OF CHARCOT-MARIE-TOOTH DISEASE

V.A. Kuzina!, T.E. Verbakh!2,
K.P. Kicherova3

ITyumen State Medical University, Tyumen, Russia; rogovskih.valeriya@mail.ru
2Tyumen Hospital Federal State Budgetary Institution ZSMC FMBA of Russia,
Tyumen, Russia

3 Tyumen State University, Tyumen, Russia

Abstract:

Charcot-Marie-Tooth disease (CMT) is a rare inherited disorder of the peripheral nervous system characterized
by degeneration of the myelin sheath and axial cylinders of nerve fibers. Currently, despite significant progress
in medicine, Charcot-Marie-Tooth disease continues to remain a difficult problem in terms of accurate diagnosis
and effective treatment. The review provides basic information on the diagnosis, clinical picture of the disease
and treatment methods.
Keywords: hereditary Charcot-Marie-Tooth neuropathy, neuropathies, genetic diseases
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