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CITAAKOBA CEHCOMOTOPHA HEBPOIIATIS IHAPKO-MAPI-TYTA:
ETIOIMATOT'EHE3 TA OCOBJIMBOCTI ®YHKINIOHAJIBHOI'O CTAHY
OIIOPHO-PYXOBOTI'O AITAPATY
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2 JIpBiBCBhKa OOacHA KITIHIYHA JIIKAPHS

AHoTamii:

CnaskoBa CEHCOMOTOpPHA
neiiponaris [llapko-Mapi-Tyra,
sIKa € HaHOUIBIII PO3ITOBCIOIKEHOIO
cepeq CrIaIKOBUX MOJIiHeHpOoTaTii
XapaKTepU3yeThCs Oe3nepepBHIM
MIPOTPECYBaHHAM, IO B OUTBIIOCTI
BUITA/IKiB IPU3BOIUTD
JI0 IHBaJTiAM3aIlii XBOpOro.

Meroto my6mikanii 0yo
MpOaHaII3yBaTh €TiONATOreHETUYHI
0COOJIMBOCTI Ta 3MiHH
(YHKIIOHAJIBHOTO CTaHy OMIOPHO-
PYXOBOTO anapary npu CEHCOMOTOPHIH
Heiipomarii [llapko-Mapi-TyTa.
HemieniHizamis nepupepuaHnx
HEpPBIB IPH3BOJIHUTH 10 MOPYLICHHS
poOoTH M’s131B JUCTANBHUX BiIAiTIIB
KIiHIIIBOK 3 HACTYITHOIO
nedopMami€ero KiHIiBOK

Ta MOTIPIICHHAM 1X QYHKIIII.

Kurouogi ciioBa:

xBopoba lllapko-Mapi-Tyra,
OIOPHO-PYXOBHH anapat, GpizuuHa
peabiniTaris, noniHeHponaris.

Hereditary sensorimotor
neuropathy of Charcot-Marie-Tooth
disease, which is the most
widespread hereditary
polyneuropathy, is characterized by
a continuous progress,
that predominantly leads
to the patient’s disability.

The purpose of this article is to
analyze etiopathogenetical features
and changes in the functional state
of the musculoskeletal system in
cases of sensorimotor neuropathy
of Charcot-Marie-Tooth.

The demyelination of peripheral
nerves results in disruption

of muscles functioning of the distal
parts of limbs with the subsequent
deformation of limbs

and deterioration of their functions.

Charcot-Marie-Tooth disease,
musculoskeletal system, physical
rehabilitation, neuropathy.

HacnencteenHas ceHcOMOTOpHas
Henponatus [lapko-Mapu-Tyra,
KOTOpas ABJSIETCS HanOoee
pacIpocTpaHeHHOH cpean
HACJIEICTBEHHBIX NOJIMHEHponaTuit
XapaKTepU3yeTCsl HEIPEPHIBHBIM
MPOTPECCOM, UTO B OOJBIINHCTBE CITy4acB
NPUBOAMT K WHBAJIMIU3ALUHN OOIBEHOTO.
Ienbro myonuKaIu ObU10
MIPOAHATU3UPOBATh ITHONATOr €HETHUECKHE
0COOEHHOCTH 1 M3MEHEHHUS
(YHKIIMOHAIEHOTO COCTOSIHHSI OTIOPHO-
JIBUTATENIFHOT'O anmapara
IIpY CEHCOMOTOPHOM HelponaTtuu
[Tapxo-Mapu-TyTta. Jemuenunuzauus
nepuQeprIecKuX HEPBOB MPUBOIUT K
HapyIICHUIO PaObOTHI MBIIII TUCTAIBHBIX
OTZEJTIOB KOHEYHOCTEH C MOCIeayIomen
nedopmanreiil KOHeUHOCTEH
U yXyIIIEeHHEM UX (QYHKIHH.

6ose3up Llapko-Mapu-Tyta, onmopHo-
JIBUTATEJIbHBIH anmnapart, pu3ndeckas
pealminTanys, MOJIUHEHPOIATHS.

IMocranoBka npodaemu. CencomoropHa Heiponatis lapko-Mapi-Tyra (ILIMT) € naiino-
LIMPEHIIINM 3aXBOPIOBAHHSM 3 TPYIIU MoJIiHeWponatii Ta ckianae 1 Ha 2,500 [23, 24].
Jlana nosniHedponaTisi XapaKTepU3yeThCsl THM, 110 TOPs 13 IeMI€NiHI3all€e0 nepudepruuHux

HEpBIB, MOPYIICHHSIM YYyTJIMBOCTI Ta, IHKOJHU, OOJEM 3aXBOPIOBAHHS IMPOTPECYE 13 XapaKTEPHOIO
nedopMalli€ro HIKHIX Ta BEPXHIX KiHIIBOK [16, 18, 19]. Lle mpu3BOAUTH 10 MOPYIICHHS PYXOBUX
(GYHKITIH KIHIIBOK, MMOTIPIICHHS CTEPEOTUITY XOAb0U Ta 3HIDKCHHSM PiBHS SKOCTI KHUTTSL.

OcCKiTbKM METUYHE JIIKYBaHHS HE TPU3BOAMUTD JI0 3YITMHKH YU CIIOBUIBHEHHS MTPOTPECYBAHHS
3aXBOPIOBAHHS OUIBIIICTh Cy4aCHUX JOCTIIKEHb BKa3yIOTh Ha (i3WdHy peabumiTallito, SK OCHOB-
HUH Ta HeOOXimHuH 3acid B mikyBanHi oci6 13 IIMT [2, 11, 12, 20]. Tomy po3yMiHHS MaTOTEHE3Y
3MiH B OIIOPHO-PYXOBOMY arapari, ki B OJaJbIIOMY MPU3BOJATE A0 AedopMaliiii Ta rpyooro mo-
pyIICHHS O10MEXaHIKU KIHIIBOK € HEOOXITHUM JUIsl TA00py HAMOUIbII aJeKBaTHUX Ta €(eKTHB-
HUX 3ac001B (pi3U4HOI peadimiTarii.

3a JaHUMH PI3HHUX JKEpell 3arajioM B CBITI Y OJIM3bKO 2,8 MIJbilOHA JII0/IeH J1arHOCTOBAHO
IMT, 110 3a MOMMPEHICTIO BUBOIUTH JJaHE 3aXBOPIOBAHHS Ha OJIMH PiBEHB 13 PO3CISTHAM CKJIEPO-
3om [11, 21, 23, 25].

JlikyBaHHS JTaHOTO 3aXBOPIOBAHHS € CUMIITOMATHYHUM, OCKUIBKH paJKaIbHOI Teparii, sKa
0 IOCTOBIPHO CIOBUIbHIOBAJIA UM 3YIIUHSIIA IPOrPECYBAaHHS 3aXBOPIOBAHHS HE po3pobieHo [8, 10,
13]. ¥V Huswi 3apyOiKHUX IOCITIIKEHb BKAa3y€ThCSd Ha OCHOBHY pOJb (i3ndHOl peadimitamii Ta ii
e(eKTUBHICTh B MOKpALIECHH] (DYHKIIIOHAJIBLHOTO CTaHy OIOPHO-PYXOBOI'O arapaTy Ta IMiJBUIICHH]
SIKOCTI JKHTTS ocio 3 IIIMT [15, 16].
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Opnnak, B YKpaiHi Ha CbOTOHINIHIN IeHb, ICHY€ HU3bKUH PiBEHb 1HPOPMOBAHOCTI MAII€HTIB,
1070 HEOOXiMHOCTI 3acTocyBaHHs 3aco0iB (izmunoi peabimitamii mpu ILIMT, He po3pobieHo
CTaHIaPTU30BAHUX ITIIXOIB A0 peadimiTariitHol poOOTH MPH aHiii HO30JIOT1i.

TakuM 9rHOM, PO3poOKa Ta BIPOBAKEHHS mporpamu ¢izuyHoi peadimitanii mpu IMT i3
BpaxyBaHHSAM NaTOI€HETHYHUX OCOOIMBOCTEN Ta 3MiH (PYHKLIOHAIBHOTO CTaHy OMOPHO-PYXOBOTO
amapary MpH JaHOMY 3aXBOPIOBAaHHI € aKTyaJIbHOIO.

AHaJi3 0CTaHHIX JOCTiIXKeHb i my0aikaiid.

HayxoBisiMu Ta nmpakTUKaMu y CBITI NMPUAUIIETHCA BeTUKa yBara 3axBoproBanuio [IIMT. V
HAyKOMETPUYHHUX 0a3zax 3apyOiXHOi JOKa30BOi MEIWIIMHU JaHiil MaToJOrii MPUCBIYCHO MOHA
760 nocmimxens. [lonan 400 mocnimkens, 30cepeKeHHI Ha MOIIYKY HOBUX T€HETUYHUX MapKepiB
HOMY MIJXO/1 y BEJICHHI XBOPUX JAaHOI rpynu HeBpomariii [4, 11]. 3aBasiku BeNMKiN KiIBKOCTI OC-
TaHHIX JOCIIHPKeHb, HA CHOTOIHINIHIA JeHb BijoMo moHaa 80 TeHiB, M0 CIPUYUHSIIOTh PO3BUTOK
HIMT [e, 10].

JlocnimKkeHHs 00 JIKYBaHHA, HE BKa3ylOTh Ha HAsSBHICTh €()EKTUBHOTO MEIUKAMEHTO3HO-
ro jikyBaHHs [3, 14, 20]. JlikyBaHHS € CHMIITOMAaTUYHUM, a TOJJOBHUM 3acO00M JIiKyBaHHS € (¢i-
3uuHa Tepamis [15, 20, 22]. Takum unHOM, TUTaHHS (PI3WYHOI Teparii Mpu JaH1 HO30JIOTI] 3an-
IIA€THCS BIIKPUTUM Ta aKTyaJbHUM.

3B’f130K po0OTH 3 HAYKOBHMH NMPOrpaMaMu, JIaHAMH, TeMaMu. J[oCiTiKeHHs TPOBO -
JIOCSl 3T1ITHO TEMH HAyKOBO-AOCHIIHOT poOoTH y cdepi (pizuuHOi KyabTypHu 1 cnopty Ha 2011—
2015 pp. MinictepcTBa YKpainu y crpaBax ciMm’i, MOJIOAL Ta criopTy 3a Temoro 4.2 «®DizudHa pea-
OuTiTallisl HEMMOBHOCIPABHUX 3 MOPYUIECHHSIM JISUIBHOCTI OTTIOPHO-PYXOBOTO anapary».

MeTta nociiazKeHHs. TPOaHaIi3yBaTH €TIONMATON€HETUYHI 0COOJIMBOCTI Ta 3MIHM (DYHKIIIO-
HAJIBHOTO CTaHy OTIOPHO-PYXOBOTO arapaTy mpu CeHCOMOTOpHIi Heripomnarii [llapko-Mapi-Tyra.

MeTtoau aociaimkenHs. TeopeTHIHUI aHAII3 Ta y3araJbHEHHS JTaHUX HAyKOBO-METOJIMYHOI
JTEpaTypy Ta HAYKOBO1 0a3u BCECBITHROI 1H(POpMAIIHHOT Mepexi [HTepHeT.

Pe3yabTaTH 10CHiIKEHHA TAa iX 00roBOpeHHs.

XBopoba [lapko-Mapi-TyTa — reHeTHYHO Pi3HOpITHA TPYTIA CIIAIKOBUX HEHpomaTiii, siKi xa-
PaKTEpPU3YIOTHCS XPOHIYHOIO MOTOPHOIO 1 CEHCOPHOIO IMOJIIHEWponaTieto. 3aXBOPIOBaHHs Kilacudi-
KYIOTb 3T1JTHO TUIIAM YCIIaJIKyBaHHs, HEBPOJIOTIYHUM 3MiHAM 1 KJIIHIYHUM cuMiitomam [ 25, 27].

XBopoba Illapko-Mapi-Tyra cnpuuynHeHa MyTallisiMU, SIKI BUKJIMKAIOTh Je(eKTH y OuIkax
HelpoHiB. butbmiictes MyTatiit npu IIIMT ypakatoTs MiesliHOBY 000JI0HKY Nepu(epuaHUX HEPBIB.
Buninsgtore Taki TAMM XBOpoOW: TeEpBHHHA AeMmienmiHizyroua Hedpomartis (LLIMTI1, HIMT3 1
[IIMT4) Ta nepBuHHA akcoHaabHa Helpomnaris (IIMT2) [4, 5 ].

Haii6inpmn nommpenum tunom IMT e IIMT1A, sxuit 3yctpidaerscs y 80% oci6 3 IIMT
[1]. ITpu LIMT-1A BigOyBaeThcst po3nan nepudepudHoi MieTiHI3allll B pe3ynbTarti 1yOItoBaHHS B
oinky 22 (PMP22) reny nepudepuanoro mieminy. HezamexHo Big 0coOMMBOCTEH MyTarlii reHy
OUIKIB Mi€JiHOBOI OOOJIOHKH, fIKi JEIIO BIAPI3HSIOTHCS B 3ajiekHOCTI Bia Tumy LLIMTI, myTamii
MPU3BOAATH 710 3MIH B SIKOCTI MI€JIHY, SIKUW € HECTIMKUM 1 MUMOBUIBHO po3nanaethes. Lleit mpo-
11eC MPU3BOUTH JI0 JEeMI€NiHI3aIli CCHCOPHUX Ta MOTOPHUX HEPBIB, 110 MPU3BOJUTH 10 PIBHOMIP-
HOTO YNOBUIbHEHHS MIBUAKOCTI MPOBIAHOCT] Y HUX. YTIOBUJIbHEHHS MPOBITHOCTI pyXOBUX 1 Uy TJIH-
BHUX HEPBIB BUKJIMKA€E 3HMKCHHS CHJIM M SI31B Ta MOPYLICHHS YyTiAUBOCTI [4, 5, 9]. BonboBi 1 TeM-
nepaTypHi BIAUYTTS, K MPABUIIO, HE YPaXKEHI, TOMY L0 BOHH 1HEPBYIOTHCS HEMi€TiHI30BAHUMU
(Tumy C) HEpBOBUMH BOJIOKHAMH.

Tun IMT2, B mepury 4yepry, XapakTepu3yeThCsl HEHPOHHUM PO3JIaZioM, a HE JIEMUTiHI3YI0-
9UM, [0 MPU3BOIUTH A0 MEepu(epudHOi HEBPOMATii NMIJISTXOM MPSIMOTO BiIMHUPAHHS aKCOHY [4,
13, 23].

Tun IIMT3, panime Bigoma sik xBopo0Oa [lexxepina-Cotra. e Baxkuii Tun HIMT npu siko-
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My MaHiecTallisi 3aXBOPIOBaHHS MMOYMHAETHCS Y JUTHHCTBI a00 paHHHOMY MUTHUHCTBI. Ha manuit
gac BijioMo, 1o 1e He okpemuit Tun [LIMT i B mronei, B sskux maHidecTaris Oyia B AUTUHCTBI a00
paHHBOMY JMTHHCTBI YaCTO CIIOCTEPIraroThcs MyTallii B reHax PMP22 a6o MPZ [10, 13].

HIMT4 pinkicamii Tun [IIMT, npu sskoMy Ha TECTyBaHHS MPOBITHOCTI HEPBIB CIIOCTEPi-
raloThcs MOBiIBHI pe3yibraTtd pearyBanHsa. Cumnromu npu [IIMT e Tsxki 1 9acto cympoBo-
JUKYIOThCA riryxotoro [10, 13, 25].

OcHoBHUMH 1 yacTo niepmuMu pernotunoBumu o3Hakamu LIIMT e cnabkicTe M’431B TOMUIKH
ta gedopmartis ctonu. [Ipu ormsal BUSBISIOTECS CUMETPHYHI TIIOTPO(]ii M’S31B TUIHHOI TOBEPXHI1
CTOII, IEpOHEATFHUX M’ 531B. Jleopmarrisi cTon XxapaKTepu3y€eThCS MMiABUIIEHHSIM ITOB3/I0BKHBOTO
CKJIeTiHHS (TTOPOKHUCTA CTOIA) 3 MOJIOTOIOAI0HOI0 MedopMalliero maibliB 000X cTom. B pe3yis-
TaTi MOPYIIEHHS MOTOPHOI iHHEpBaIlii 3MIHIOETHCA TOHYC M SI31B 3 MOAAJIbIINM BKOPOUYECHHSIM M ’s-
3B 3rMHAYIB 1 pO3rMHAYIB CTONH Ta MajbIliB. JlucbamaHc pobOTH M’s3iB CTOMHU Ta TOMUIOK, nedop-
Mallisi CTOM, MPHU3BOIUTH (PYHKIIOHAILHOTO MPOBUCAHHS CTOMH. BHACHIIOK IMX HEPBOBO-M’SI30-
BUX MOPYIIEHb, KOMIICHCATOPHO PO3BUBAETHCS XapaKTepHa MATOJIOTiYHa X0ap0a — crenmax [12,
15, 20, 21]. Y mporieci po3BUTKY 3aXBOPIOBAHHS M SI3M TOMUIKH aTpodyroThes. Pi3ko cToHIICHI
TOMUTKH TIpH 111e 30epekeHoMy 00’ €Ml M sI31B CTE€THA, HAJAIOTh HOTaM XBOPOTO XapakTEPHUU AJIs
IMT Burmnsia [15]. AXinnoBi peduiekcu 3a3Budail 3HIKEHI 200 BiACYTHI, B TOM Yac K pediekcu
MIPOKCHUMAJIBHUX BiIIi/IIB KIHI[IBKH 3aJUIIAI0THCS TPUBAINI Yac 30epekeHnMu. [9, 26].

3a3Bryail yepe3 NeKibKa POKIB MICHSI MOYATKy 3aXBOPIOBAHHS MOYMHAIOTH aTpoQyBaTHCS
M’sI31 KUCTEH Ta Mmepeaniyys Ha0yBardu xapaktepHy Gopmy maprstuoi ganwu [15, 17, 18, 20].

OKpiM OCHOBHHMX PYyXOBHX MOPYILIEHb KIHLIBOK y YACTUHU XBOPHX B SIKMX MaHi(ecTalis 3a-
XBOPIOBAaHHSI B1IOYBA€THCS B TUTAYOMY BiIll, CIIOCTEPIralOThCsl 3MIHU B OpOHXO-JIET€HEBIM cHUCTe-
Mi. [Tomupenum siBumieM € ckomio3 [7]. He BUKIIIOUCHUM € MOLIKOIKEHHS KYyJIbIIOBOI 3aMaiHH.
Takox MOXJIMBI NIITYHKOBO-KHIIKOBI PO3TaaW, TPYAHOIIl MPH KyBaHHI, KOBTaHHI 1 MOBJICHHI
(atpodiss MeniaaTbHOTO Kparo TOJOCOBOI CKIANKH). ATpo(diss ypakeHHUX M s31B MOXKE BUKIHKATH
Tpemop [15, 16].

Heiiponatuunauii 6ias gacto € cumnTomoM IIIMT, xoua, sk ¥ iHINI CUMIITOMH HOTO HasB-
HICTh 1 TSKKICTh 3MIHIOETHCSI B KO)KHOMY OKPEMOMY BHIIAIKy. Y YaCTHMHHU XBOPUX OOIbOBUI
CHUH/IPOM MOXXe OyTH BHUPaXEHHUM 1 Y HMOBCSKIAECHHOMY KUTTI. IIpoTe, siKiio OuIb MPUCYTHIN SK
cumnToM IIIMT, ii xapakrep Takuii camuii, sIK IPU 1HIIUX NepUYEPUUHUX HEHPOIATIAX, TAKUX SK
MOCTrepIIeTHYHA HEBPAJTis Ta KOMIUICKCHHH pETiOHANbHUI O0NbOoBHH cuHApPOM, Ta iH. [11,
16, 26].

Bracnigok mopymiens, ski crioctepiratotees nmpu [IIMT 3 Goky omopHO-pyX0BOTO Ta HEPBO-
BO-M’SI30BOT'0 arapariB, MOXJIMBI MiABUBUXH 200 BUBUXU T'OMUJIKOBOCTOITHOTO CYIJIOOY, pO3TAT
M’5131B TOMUIOK 4H TiepestomMu. s miaTpuMKy Ta ¢ikcarlii CTomm, MOKpameHHsT OMmOpHOT QPyHKIIIT
HUKHIX KIHIIBOK XBopuM 3 IIIMT pexkomeHaytoTh 10AaTKOB1 OPTONEANYHI BUPOOH TaKl SIK OPTE3U
Ha TOMIJIKOBOCTOITHUH Ta KOJIHHUH cyriioou [8, 20, 22].

HasBHicTh BuIE onrcaHnx ()EHOTHIIOBUX O3HAK HE € MiACTaBOIO /Il BCTAHOBJICHHS JiarHO-
3y XBOpoOH, caMe TOMY HallieHTaM PEeKOMEHIyeTbCs 3BepTaTHCs A0 HeBposiora. XBopooba Illapko-
Mapi-Tyta Moxxe OyTH NpHITyIIeHa Yepe3 HasBHICTh XapaKTEPHUX CHUMIITOMIB, POTE Ui Mij-
TBEPKEHHS Jl1arHO3y 3a3BHUYail 3aCTOCOBYIOTH psij KIiHIYHMX oOcTexeHb: EMI', Giomcis Hepaa,
00CTEeKEHHs ypaK€HUX KIHIIBOK 3a joniomororo MPT, pentrenorpadii cTOm, a TakoX HUIIXOM
anamizy JAHK, JIHK-TecTyBaHHs € OCTaTOYHUI, JOCTOBIPHHIA JiarHO3, ajie¢ HE BCl TCHETUYHI Map-
kepu it LIIMT Ha choroai € Bigomumu. [11-13, 21, 22].

OTxe, BpaXxOBYIOUH CKa3aHE, CTAE 3pO3YMIIOI0 HEOOXiAHICTh MPOBEICHHS KOMIUIEKCY 3aX0-
IIB Ha 3MIITHEHHS M’s31B, 30€peXKEHHs 1XHbO1 JOBKUHU, 3alI00ITraHHIO BUHUKHEHHSI KOHTPAKTYp,
MiHIMI3a1iio aedopmariiii Ta 30epeskeHHs PYHKIIT KIHIIBOK, TONEPEKEHHs TpaBMaTH3allii onop-
HO-PYXOBOTO arapary Ta IMiIBUIIECHHS SIKOCTI XKUTTs. Jlo TakuxX 3aXOMiB HAJICKUTh METOIM Ta 3a-
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cobu ¢i3nuHOi peadimirTaiii, opToneanyHa KOPEKIIis, 3aCTOCYBAaHHS MEIMKaMEHTO3HOI Teparii Ta
PI3HOMaHITHUX 010KOPEKTOPIB.

BucHOBKH.

1. ®i3uuna Tepamis € OMHUM 13 Halle()eKTUBHIMKX 3aC00IB B MOJOJAHHI CUMITOMIB HEBPO-
natii rpynu IIIMT, ski BHHHMKAIOTh BHACJIOK TMOPYIIEHHS MisUIBHOCTI HEPBOBO-M’SI30BOTO Ta
OTIOPHO-PYXOBOTO anaparis.

2. Jlyis BUpIIIeHHS 3a3HAYCHOI MpoOIeMy HeOOXiTHEe HaAyKOBE OOTpyHTYBaHHS HaWONITUMAITb-
HIIKMX 3ac00iB Ta MeToMiB (i3nyHOI peadimiTamii s BUPIMICHHS Pi3HUX MPOSIBIB JaHOTO 3aXBO-
PIOBaHHS 3 0OKY OIOPHO-PYXOBOTO arapary.
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