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CHHAAKOBA CEHCOMOTOPHA HEBPOITATIA ITAPKO-MAPI-TYTA:
ETIOITATOI'EHE3 TA OCOBJINBOCTI ®YHKIHIOHAJIBHOI'O CTAHY

OIIOPHO-PYXOBOTI'O AITAPATY
Kopman Ipuna ', Cemepsix Opecm ?

! JIbBIBCHKHI JepKaBHUN yHIBEPCUTET (i3HIHOI KyJIbTypH

AHoTauii:

CrnaikoBa CEHCOMOTOpHA
HeipomnaTis [Ilapko-Mapi-Tyra,
sIKa € HaHOUIBIII PO3ITOBCIOIKCHOIO
cepell CrIaIKOBUX MOJIiHEHPOTaTii
XapaKTepU3yeThCs Oe3epepBHIM
MIPOTPECYBAHHSAM, 1[0 B OUIBIIOCTI
BUIIQ/IKiB PU3BO/IUTh
IO 1HBaJIiU3AIli1 XBOPOTO.

Meroto my6mikanii 0yo
MpOaHalli3yBaTH €Ti0NaTOreHETHYHI
0COOIMBOCTI Ta 3MiHI
(yHKIIOHATIFHOTO CTaHy OIIOPHO-

PYXOBOTO amapaTy IpH CeHCOMOTOPHIN

Heiiponarii [llapko-Mapi-TyTa.
Jemieninizanis nepupepuaHux
HEPBIB IIPU3BOIUTH 0 NMOPYIICHHS
poOOTH M’sI31B JUCTAIBHUX BiIJILIIB
KIiHIIIBOK 3 HACTYITHOO
nedopmarriero KiHIiBOK
Ta TOTIPIIEHHAM iX QyHKII.
Kirouosi ciioBa:
xBopoba [lapko-Mapi-Tyra,
OTIOPHO-PYXOBHI anapar, ¢izuaHa
peaOimiTaris, mogiHeHpomaTis.

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.

2 JIsBiBCHhKa OOacHA KITIHIYHA JIIKAPHS

HacnenctBennas ceHCOMOTOpHAs
nerponatus [llapko-Mapu-Tyra,
KOTOpast siBiIseTcs Hanboiee
pacIpocTpaHeHHOH cpean
HacJIeCTBEHHBIX MTOJIMHEHponaTHii
XapaKTepu3yeTcst HePEPHIBHBIM
MPOTPECCOM, UTO B OOJIBIIMHCTBE CITydacB
MIPUBOJAUT K MHBAJIHUIU3AIMH OONBHOTO.
Henpro myOmukarmu 66110
MPOAHATU3NPOBATh ITHONIATOTeHETHYECKHE
0COOEHHOCTH 1 I3MEHEHUS
(yHKIMOHATHHOTO COCTOSIHHS OTIOPHO-
JIBUTATEIIFHOTO armapara
IIPU CEHCOMOTOPHOH HelponaTtuu
[Mapxo-Mapu-Tyra. JleMuenuHu3anus
neprdeprIecKux HEpBOB MPUBOJUT K
HapyIIEHUIO PaOdOThI MBIIIL TUCTAJIBHBIX
OTJEJIOB KOHEUHOCTEH ¢ TocIeayromen
nedopmanyeit KOHeYHOCTEH
U yXyIIEHHEM UX QYHKIHH.

6one3ns Hlapko-Mapu-TyTa, omopHO-
JIBUTATENIbHBIN anmapart, pusndeckast
peadunuTaIysl, MOJIMHEHPOTIaTHSI.

IMocranoBka npodaemu. Cencomoropna Heiponatis lapko-Mapi-Tyra (ILIMT) € naitno-
IIMPEHIIINM 3aXBOPIOBAHHSM 3 TPYIIH TOJIiHeWponarii Ta ckianae 1 Ha 2,500 [23, 24].
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JlaHa mosiHeHponaTisi XapaKTepU3yEThCS THM, IO TOPS i3 IeMieiHi3alieo nepudepuaHux
HEpBiB, MOPYIIEHHSIM YyTJIUBOCTI Ta, IHKOJIU, OOJEM 3aXBOPIOBAHHS MPOTPECYE 13 XapaKTEPHOIO
nedopMalliero HIKHIX Ta BEpXHiX KiHIIBOK [16, 18, 19]. Lle npu3BoauTh 10 MOPYIICHHS PYXOBHX
(GyHKIIIH KiHIIBOK, MOTIPIICHHS CTEPEOTUITY XOAbOU Ta 3HIDKEHHSM PIBHS SKOCTI XKHUTTSL.

OckiTbKH MeIMYHE JIIKYBaHHS HE MPU3BOAUTD /10 3yMUHKHU UM CIIOBUIHBHEHHSI POTPECYBAHHS
3aXBOPIOBAHHS OUIBIIICTh CyYaCHUX JOCIIPKEHb BKA3yIOTh Ha (i3MUHy peaduliTaiiio, SK OCHOB-
HUW Ta HeoOXimHui 3aci0d B jikyBaHHI oci0 13 [IIMT [2, 11, 12, 20]. ToMy po3yMiHHS TTaTOT€HE3Y
3MiH B OIIOPHO-PYXOBOMY arapari, siki B OJAAJBIIOMY MPU3BOIATE 10 AedopMalliii Ta rpy0oro mo-
pylIeHHsT OiOMeXaHIKHM KiHI[IBOK € HEOOXITHUM JUTsl MiA00py HAWOIIbIN aleKBaTHUX Ta e¢EKTHB-
HUX 3ac00iB (i3nM4HOT peadimiTarii.

3a maHUMU Pi3HUX PKEPEIT 3arajioM B CBITI y O1HM3bKO 2,8 MiIIbHOHA JIIOJEH 1iarHOCTOBAHO
HIMT, 110 3a MOIMMPEHICTIO BUBOAUTH JJaHE 3aXBOPIOBAHHS HA OJIMH PIBEHB 13 PO3CISTHUM CKIIEPO-
3oMm [11, 21, 23, 25].

JlikyBaHHSI JAHOTO 3aXBOPIOBAHHS € CUMIITOMAaTHYHUM, OCKUIBKH PaJNKaIbHOI Teparii, sKa
0 OCTOBIPHO CIOBUIBHIOBAJA UM 3YIUHSJIA IPOrPeCyBaHHS 3aXBOPIOBAaHHS HE po3podieHo [8, 10,
13]. V mHm3mi 3apyOiKHUX JOCHTIKEHb BKa3ye€ThC Ha OCHOBHY poJib (pi3nyHOi peabimitamii Ta ii
e(eKTHBHICTh B TIOKpAaIEHH] (PYHKIIIOHATHHOTO CTaHY OMOPHO-PYXOBOTO amapaTy Ta IiJBUIICHH]
SIKOCTI )KUTTS oci6 3 LIIMT [15, 16].

Opnak, B YKpaiHi Ha CbOIOJIHILIHIN 1€Hb, ICHY€ HU3bKUI PiBEHb 1HHOPMOBAHOCTI MALIIE€HTIB,
I0JI0 HEOOX1AHOCTI 3acTocyBaHHSI 3ac0o0iB (izuuHoi peabimitamii npu IIIMT, He po3pobieHo
CTaHJAPTU30BaHUX MIIXO/IB 10 pealdutiTaiiitHoi poOOTH MpHU AaHI HO30JIOTIH.

TakuM ymHOM, PO3pOOKa Ta BIPOBAHKEHHS mporpamu ¢izuunoi peabimitamii npu LIMT i3
BpaxyBaHHSM MMAaTOTEHETUIHUX OCOOJIMBOCTEH Ta 3MiH (YHKI[IOHAIEHOTO CTaHy OMIOPHO-PYXOBOTO
amapary mpu JaHOMY 3aXBOPIOBAHHI € aKTyaJIbHOIO.

AHaJIi3 0CTAHHIX JOCTIIKeHb | MyOJiKamii.

HaykoBisiMu Ta IpakTUKaMu y CBITI MPUIUISETHCS BeJMKa yBara 3axBoproBanHo [IIMT. ¥V
HAyKOMETPUYHUX Oa3ax 3apyOiXHOI 10Ka30BOi MEIUIMHU JaHiil NaTojorii MPUCBSYEHO IMOHAM
760 nocmimxens. [lonaa 400 qocmiakeHb, 30CEpEKEHH] Ha MONIYKY HOBUX F€HETUYHUX MapKepiB
HOMY MIJIXOJ1 Y BE€HH1 XBOPUX JAaHOI rpynu HeBponartiii [4, 11]. 3aBasiku BenMKid KUIBKOCTI OC-
TaHHIX JOCII/KEHb, HAa CHOTOHINIHIN JIeHb BigoMo moHaa 80 TeHiB, MO CIPUYUHSIOTH PO3BUTOK
IMT [6, 10].

JlocnimKkeHHs MOA0 JIIKYBaHHS, HE BKa3ylOTh HA HASABHICTh €()eKTUBHOTO MEIUKAMEHTO3HO-
ro sikyBaHHs [3, 14, 20]. JlikyBaHHS € CUMIITOMAaTUYHHUM, a TOJIOBHUM 3aCO00M JIiKyBaHHS € (i-
3uyHa Tepamis [15, 20, 22]. Takum ynHOM, TUTaHHA (QI3UYHOI Teparii Ipu JaHiil HO30J0r11 3aIu-
IIA€THCA BIIKPUTUM Ta aKTyaJIbHUM.

3B’A30K po0OTH 3 HAYKOBUMH NMPOrpaMamMH, IJIAHAMH, TeMaMu. J[0CTiI>KEeHHs TPOBOU-
J0Cs 3TITHO TEMH HAyKOBO-IOCHIIHOI poOoTH Yy cdepl ¢izuuHoi KynpTypu 1 criopty Ha 2011—
2015 pp. MinictepcTBa YKpaiHu y crpaBax ciM’i, MOJIOAI Ta cropTy 3a TeMoro 4.2 «®Di3uuHa pea-
OliTalis HEMOBHOCIIPABHUX 3 TIOPYLIEHHSIM JA1SUIBHOCTI OIMIOPHO-PYXOBOT'O anaparym».

Meta pocJigaeHHsl. TPOaHaNII3yBaTH €TIONATOTC€HETUYHI OCOOIMBOCTI Ta 3MiHU (DYHKIIIO-
HAJILHOT'O CTaHy OIOPHO-PYXOBOTO anapary Mpu ceHCOMOTOpHIH Heifponartii [llapko-Mapi-TyTa.

Metoau aociaimkenHsi. TeopeTHyHM aHAMI3 Ta y3araJbHEHHS JaHUX HAYKOBO-METOJIMYHOL
JiTepaTypu Ta HayKoBOi 06a3u BCeCBITHBOI iH(popMaIliitHoi Mepexi [HTepHeT.

Pe3yabTaTH KocaixkeHHs Ta iX 00roBOpeHHs.

XBopob6a Hlapko-Mapi-TyTta — reHeTHYHO Pi3HOPIIHA TPyTa CIaJIKOBUX HEHpOmaTii, sKi Xa-
PaKTEePU3YIOTHCS XPOHIYHOIO MOTOPHOIO 1 CEHCOPHOIO MOTIHEeHponarieo. 3aXBOPIOBaHHA Kilacu]i-
KYIOTb 3T1JJHO TUIIaM YCIIaJKyBaHHS, HEBPOJIOTTYHUM 3MiHaM 1 KIIIHIYHUM cuMInTomam [ 25, 27].
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XBopoba Illapko-Mapi-Tyra cnpuunHeHa MyTaIlisIMU, SKi BUKJIMKAIOTh NehEeKTH y OiIKax
HelpoHiB. binbmictes MyTamiii npu [IIMT ypakaroTh Mi€iHOBY 000JOHKY TIepu(epUIHUX HEPBIB.
Buninsgiore Taki TANM XBOpOOW: TEpBHHHA JeMmienmiHizyroua Hedpomaris (LLIIMTI1, HIMT3 1
[IIMT4) ta nepBuHHa akcoHanbHa Helipomnatia (IIMT2) [4, 5 ].

Haii6inpm nommpenum tunom LHIMT e IIIMT1A, sxuit 3yctpigaerbest y 80% oci6 3 IIMT
[1]. [Ipu LIMT-1A BigOyBaeThcst po3iag nepudepuyHoi MieiHi3allil B pe3ynbTari 1yOatoBaHHS B
oinky 22 (PMP22) reny nepudepudnoro mieniny. HesamexHo Bif 0coOJMBOCTEH MyTallii reHy
OUIKIB Mi€TiHOBOI OOOJIOHKH, fIK1 JIEIIO BIIPI3HAIOTHCS B 3aiekHOCTI Bin tumy LIMTI, myTamii
MPU3BOASATH JI0 3MiH B SIKOCTI Mi€JIiHY, KW € HECTIHKMM 1 MEMOBUILHO po3mnanaethes. Llei mpo-
1[eC MPU3BOAUTH J0 AEMi€iHI3allil CCHCOPHUX Ta MOTOPHUX HEPBIB, 1110 MPU3BOAUTH A0 PIBHOMIp-
HOTO YINOBIJTbHEHHS MIBUAKOCTI MPOBIAHOCTI Y HUX. YTIOBIIbHEHHS IPOBITHOCTI PYXOBUX 1 Uy TIIH-
BHUX HEPBIB BUKJIMKAE 3HUKEHHS CHJIM M’SI31B Ta MOPYIIEHHs 4yTIuBOCTI [4, 5, 9]. bonboBi 1 TeM-
nepaTrypHi BIUIYTTs, K MPAaBUIIO, HE YPaKEHI, TOMY IO BOHH 1HEPBYIOTHCS HEMIENIIHI30BAHUMH
(turry C) HEpBOBUMH BOJIOKHAMH.

Tun IMT2, B mepury 4epry, XapakTepu3yeThCsl HEHPOHHUM PO37aI0M, a HE AEMITIHI3YO-
9UM, [0 MPU3BOIUTH A0 Mepu(epruyHOi HEBPOMATii MIISAXOM MPSIMOTO BIAMHUpPAHHS aKCOHY [4,
13, 23].

Tun IIMT3, panime Bigoma sik xsopo0Oa [lexxepina-Cotra. e Baxkuii Tun IHIMT npu siko-
My MaHi(decTailisi 3aXBOpIOBaHHS TOYMHAETHCS Y AUTHHCTBI a00 paHHbOMY NUTHHCTBI. Ha manuit
yac BiIoMo, 1110 11e He okpemuid Tum IIIMT 1 B mroneld, B sikux manidecTariis Oysia B AUTUHCTBI 200
PaHHBOMY IUTHHCTBI YacCTO CIOCTEpiraroThes MyTaiii B renax PMP22 a6o MPZ [10, 13].

IMT4 pigkicamii Tun [IIMT, npu sskomMy Ha TeCTyBaHHS MPOBITHOCTI HEPBIB CIOCTEPi-
TaroThCSl MOBUTBHI pesynbratu pearyBanHs. Cummromu mpu IIIMT e Tsokki 1 9acTo CympoBo-
IDKYI0Thes rryxotoro [10, 13, 25].

OcHoBHUMH 1 9acTo niepmmMu GerotunoBumu o3Hakamu LIIMT e cnabkicTe M’431B TOMUTKH
ta gedopmartist ctornu. [Tpu orsai BUSBISIOTECS CHMETPHYHI T1MOTPodii M’sI31B TUIIHHOI MTOBEPXHI
CTOII, IEpOHEANTbHUX M’ 131B. Jlepopmarlisi cTon XxapaKTepu3yeThCs IMIABUIIEHHSIM MTOB3/10BXKHbBOTO
CKJIEMIHHS (IOPOKHUCTA CTOIA) 3 MOJIOTONOA10HOI0 AedopMaliiero naibliB 000X cTom. B pe3ynb-
TaTl MOPYIIEHHS MOTOPHOT 1IHHEPBAIIl 3MIHIOETHCSI TOHYC M’SI31B 3 OJIJIbIINM BKOPOYECHHSIM M’ sI-
31B 3TMHAYIB 1 pO3TMHAYIB CTOIHM Ta MaJbliB. J[ucbananc poboTH M’s31B CTOIHU Ta TOMUIOK, Jedop-
Mallis CTOM, MPU3BOIUTH (HYHKIIOHAIBHOTO MPOBHCAHHS CTONMW. BHACTIAOK IIMX HEPBOBO-M S30-
BHUX MOPYIICHb, KOMIIEHCATOPHO PO3BHUBAETHCA XapaKTEpHA MATOJIOTIYHA X0/b0a — cTenmax |12,
15, 20, 21]. Y mporeci po3BUTKY 3aXBOPIOBAHHS M’ SsI3U TOMUIKH aTpodyroThcs. Pi3ko cTOHIIEH]
TOMUIKH TIpH 111e 30epeskeHoMy 00’eMi M’sI31B CTE€rHa, HaJJal0Th HOTaM XBOPOTO XapaKTepHHUH IJis
IOMT Burasig [15]. AxinmoBi pediiekcu 3a3Buyail 3HWKEHI a00 BIJICYTHI, B TOHM 9ac K peduieKcu
MPOKCHMAJIBHUX BIIUTIB KiHI[IBKY 3QJTUIIAIOTHCS TPUBAIUI Yac 30epekeHuMH. [9, 26].

3a3Buyail yepes JeKiIbKa POKIB MIC/S MOYATKY 3aXBOPIOBAHHS MOYMHAIOTH aTpoQyBaTHUCA
M’sI3M KHCTEH Ta epearutiuys HabyBarun XxapakrepHy Gopmy masmsdoi sanu [15, 17, 18, 20].

OKpiM OCHOBHHUX PYXOBHX IMOPYIIECHb KIHLIBOK y YACTUHU XBOPHX B SKMX MaHi(ecTalis 3a-
XBOPIOBAHHS B1I0YBAa€ThCS B AUTAYOMY Billl, CIIOCTEPIralOThCsl 3MIHM B OpOHXO-JIETEHEBIN CHCTe-
Mi. [Tommpennum siButiem € ckoiios [7]. He BUKITIOUEHUM € TIOMIKOKEHHST KYJIBIIOBOT 3arauHu.
Tako MOJIMBI HUTYHKOBO-KHUIIKOBI PO3Jag, TPYIHOILI NPH >KyBaHHI, KOBTaHHI 1 MOBJICHHI
(atpodis MenianbHOTO Kparo rojlocoBOi CKIalku). ATpodis ypakeHHX M s31B MOKE BHKJIMKATH
Tpemop [15, 16].

Heiiponatuunauii 6i1s yacto € cumntomoM IIIMT, xoua, sik ¥ iHIINI CUMITOMH MOTO HasiB-
HICTh 1 TSDKKICTh 3MIHIOETBCS B KOXKHOMY OKPEMOMY BHUNAAKYy. Y YaCTHMHHU XBOPHX OOJIHOBHIA
CHUH/IPOM MOXe OyTH BHUPaKEHUM 1 Y MOBCSKIACHHOMY XKUTTI. [IpoTe, Ko Ol1b MPUCYTHIN 5K
cumnToM IIIMT, ii xapakrep Takuii camuii, sIK IPU 1HIINX MepUPEPUIHUX HEHPOIATIAX, TAKUX SK
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HOCTreplIeTHYHa HEBPAJris Ta KOMIUICKCHHH perioHalbHUI O0NbOBHH cuUHIpoM, Ta iH. [11,
16, 26].

Bracniiok nopyuiens, siki crocrepiratotscst npu IIIMT 3 60Ky onopHO-pyX0BOro Ta HepBO-
BO-M’SI30BOTO amapaTiB, MOXKJIUBI MiJIBUBUXU a00 BHUBUXH TOMIJIKOBOCTOITHOTO CYTJIOOY, PO3TST
M’s131B TOMUIOK 4M miepenomu. s miaTpuMKe Ta (ikcarlii CTOu, MOKpaieHHs: onopHoi QpyHKii
HWKHIX KIHIIIBOK XBopuM 3 [IIMT pekoMeHayt0Th 10AaTKOBI OPTOIIEIUYHI BUPOOH TaKi K OPTE3U
Ha TOMIUJIKOBOCTOITHUM Ta KOJIHHUM cyriioou (8, 20, 22].

HasBHicTh BHILE onrcaHuX (EHOTUIIOBUX O3HAK HE € MiJCTaBOIO [ BCTAHOBIIEHHS JiarHO-
3y XBOpoOH, caMe TOMY MallieHTaM PEeKOMEHAYEThCS 3BepTaTHCA 10 HeBposiora. XBopooba [lapko-
Mapi-Tyra moxe OyTu mpumyiieHa 4epe3 HasBHICTh XapaKTePHUX CHUMIITOMIB, MPOTE YIS IIiJI-
TBEP/KCHHS IIarHO3y 3a3BWYail 3aCTOCOBYIOTH psijl KIiHIYHMX oOcTexeHb: EMI, Giomcis Hepaa,
o0CcTeXeHHS ypaKeHUX KIHIIIBOK 3a momomoroto MPT, pentrenorpadii cTom, a TakoX MIUISIXOM
anamizy JIHK, /IHK-trectyBanHs € octaTouHU#, TOCTOBIPHUI IiarHO3, ajie HE BCI TEHETUYHI Map-
kepu it LIIMT Ha choroai € Bigomumu. [11-13, 21, 22].

OTXe, BpaxOBYIOUH CKa3aHE, CTa€ 3p0O3yMLUIOI0 HEOOX1THICTh MPOBEACHHS KOMILIEKCY 3aXO0-
JIIB Ha 3MIITHEHHS M’sI31B, 30€PEKEHHS iXHBOT JOBXXUHU, 3a00ITaHHIO BUHUKHEHHS KOHTPAKTYP,
MiHIMI3aIio nedopmariii Ta 30epekeHHsT PYHKINT KIHI[IBOK, MOTIEPEPKEHHS TPaBMaTH3AIlil OTIOp-
HO-PYXOBOTO amapary Ta MIABUIICHHS SKOCTI XKHUTTA. Jl0 TakuX 3aX0/iB HAJIEKHUTh METOMIU Ta 3a-
cobu (i3uuHOiI peabimiTailii, OpTONEANYHA KOPEKIlis, 3aCTOCYBAHHS MEIUKaMEHTO3HOI Teparii Ta
PI3HOMaHITHUX O10KOPEKTOPIB.

BucHoBKH.

1. ®di3uynHa Tepanis € OIHUM 13 Hale(EeKTUBHIMMX 3aC001B B MOAOJIAaHHI CUMIITOMIB HEBPO-
narii rpynu IIIMT, ski BUHUKAIOTh BHACIIOK MOPYIIEHHS isSUIbHOCTI HEPBOBO-M’SI30BOTO Ta
OTIOPHO-PYXOBOTO anaparis.

2. Jlns BupilIeHHS 3a3HaueHO] MpoOIeMu HEOOX1JHE HAyKOBE OOTPYHTYBaHHS HAMONI TUMAITh-
HIIIMX 3ac001B Ta METOAIB (pi3UyHOI peadumiTauii A BUPIMICHHS PI3HUX MPOSIBIB JAHOTO 3aXBO-
pIOBaHHS 3 00Ky OIIOPHO-PYXOBOTO arapary.
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