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KINHUYECKUN CJIYYANL HACJIEJACTBEHHOW MOTOCEHCOPHOI HENPOIIATUHN
OCOBEHHOCTHU TEYEHUY

'Madxcudoea F.H., 2bepoubaesa C.V.

'TalleHTCKU MeauaTpUIeCKUil MeANIIMHCKUI WHCTUTYT,
2PecnyOiiMKaHCKasl JeTcKas MCUXOHEBPOJornyeckasi GOJIbHUIIA.

¥ Pesome

Hacaeocmeennvie momocencopnote netiponamuu (HMCH) - 3mo Goavwmas epynna zenemuuecku zemepozeHHbIX
3a60.1e6anuil, XapaKxmepusywuwuxcsa RPo2pecCuUpyrouUM nopicenuem nepudepuveckux Hepéosé. B cmamove
paccmompennst ocHognote euodvt Kaunuueckux nposesenuii HMCH u rkaunuueckoe nabarooenue 60avH0o20 ¢ Oaunnoi
namoaocuei. Ha naw 632450, neo6xodumo nposodums pannroro duaznocmuxy HMCH, wmo no3zeoaum ceéoeépemento
npoeodumv KAUHUKO- Helpou3uonozuveckue u mepaneémuuecKue Meponpusmus, Komopvie cnocoécmeyiom
3aMe0aenuI0 MeMnoé npozpeccuposanus 3a604e6anus mem camoviM CnOCOGCMEYs YAYHUEHUI0 KAYeCMEa Hcu3Hu 60.1bHbIX
¢ dannoii namoaoczueil.

Karueevie caoea: nacaedcmeennvie MOMOCEHCOPHble Heliponamuu, KAUHUYeCKUe NPU3HAKU, KAUHUYECKOoe
Habarodenue, aszopumm OUAZHOCMUKU.

IRSIY MOTOSENSOR NEYROPATIYANING KLINIK KECHISHINING OZIGA XOSLIGI.
KLINIK KUZATUV TALQINIDA

"Majidova E.N., ?Berdibaeva S.U.

'Toshkent Pediatriya Tibbiyot Instituti,
2W.K. Qurbonov nomidagi Respublika bolalar psixonevrologik kasalxonasi.

¥ Rezyume

Irsiy motosensorli neyropatiyalar (IMSNlar) - bu periferik nervlarning progressiv zararlanishi bilan tavsiflangan
genetik jihatdan geterogen kasalliklarning katta guruhi. Maqolada NMSN klinik ko‘rinishlarining asosiy turlari va
ushbu patologiyasi bo‘lgan bemorni klinik kuzatuv muhokama gqilinadi. Bizning fikrimizcha, IMSNni erta tashxislash
, bu oz vaqtida klinik va neyrofiziologik va terapevtik tadbirlarni amalga oshirishga imkon beradi, bu kasallikning
rivojlanishini sekinlashtiradi va shu bilan ushbu patologiyasi bo‘lgan bemorlarning hayot sifatini yaxshilaydi.

Kalit suzlar: Irsiy motor- sensorli neyropatiya, klinik belgilari, klinik kuzatuv,diagnostika algoritmi.

CLINICAL CASE OF HEREDITARY MOTOSENSOR NEUROPATHY FEATURES OF THE CURRENT

'"Madzhidova Y.N, ?Berdibaeva S.U.

'Tashkent Pediatric Medical Institute,
2Republican Children’s Psycho Neurological Hospital.

¥ Resume

Hereditary motosensory neuropathies (NMSNs) are a large group of genetically heterogeneous diseases characterized
by progressive perforation of peripheral nerves. The article discusses the main types of clinical manifestations of
NMSN and the clinical observation of a patient with this pathology. In our opinion, it is necessary to conduct early
diagnosis of NMSN, which will allow for timely clinical and neurophysiological and therapeutic measures that contribute
to slowing the progression of the disease, thereby contributing to an improvement in the quality of life of patients with

this pathology.
AKTyanbHOCTH

acJe/ICTBEHHbIE MOTOPHO-CEHCOPHBIE HelpomnaTuu
H (HMCH) sBnsitorcss KIMHUYECKH MOJUMOPGHOI 1
TeHETUYECKM TeTEPOTEeHHOI TrpyImnoi 3abosieBaHUM, Xa-
pakTepusyIolIeiics mopakeHneM repudepruieckrx HepBOB.
[HeBposorusi. HaunonanbHoe pyKoBoAcTB0,2014 .
OCHOBHBIMU TIPOSIBJICHUSIMU OOJIBIIIMHCTBA HO30JI0-
ruyeckux ¢dopm HMCH sBisioTCSI TOCTOSIHHO Mporpec-
cupylolasi ciabocTb U aTpodus MBI B JUCTATbHBIX
oT/eaX HOT a TMO3/IHee U PYK, C YTHETEHUEM CYyXOXWJIb-
HBIX pediekcoB, aedopmaiiyeil cTon Mo TUITY pes cavus
("croma @puapeiixa"”, mojiasi croma), HapylleHUE YyB-
CTBUTEJILHOCTU 10 MOJIMHEBpUTUUYecKoMy Tumy [Rudnik-
Schoneborn S. Et al., 2015]. ITepBbIMU B TTaTOJIOTMYECKHUIA
MPOIECC BOBJICKAIOTCS MBIIIIBI CTOM W TOJIEHEW, B TO

N

BpeMsl KaK MOpPaKeHWEe MBILIL JUCTAbHBIX OTAEIOB BEp-
XHUX KOHEYHOCTEl BO3HMKAET CITyCTs HECKOJIbKO Mecsi-
1IeB WU JIET OT MOMeHTa MaHudecTtauuu 3aboJieBaHUS;
paHHsIsT MaHubecTalus Tpolecca - B Bo3pacte ot 1 10 5
JIET, a TaKXXe pacrpoCTpaHEHWE MPOIecCa Ha MBI
Oenep, B CBA3M C YeM ITPU JUTUTEIBHOCTU 3a00jieBaHUsI
6osee 10 et y OGONBHBIX MOTYT IMOSIBISATHCS TPUEMBbI
ToBepca. OTMeyaeTcsl TakXKe BbIpak€HHasi 5KBUHOBapyC-
Has nedopmaiius cron v aedopmaiysi KUCTel MO TUITY
"KOTTUCTOI1 J1ambl".

3abosieBaHNe XapaKTepu3yeTcs IeTeHepaTUBHBIMU U3Me-
HEHUSIMU MUEJIMHOBBIX 000JI0YEK W/WUJIM aKCOHOB UYYyBCTBU-
TEJIbHBIX U JBUTATEIbHBIX BOJIOKOH MepudepryecKuX HEpBOB
U KOPELIKOB CITMHHOTO Mo3ra. B COOTBETCTBUM C 3THOJIOTU-
eii, BBIIEJIIOT aBa ocHOBHBIX TMa HMCH: mumuemmau3mn-
pytoumiit (HMCH 1) u akconansubiii (HMCH II).
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Knunuueckast nuddepeHimanyss 3TUX IBYX TUIIOB
BO3MOXHa TOJIbKO Ha OCHOBE 3JIeKTpOHelipomuorpadu-
YECKOTO MCCIEAOBAHMUS, ONPEIENSIOIEro CKOPOCTh MPo-
BeneHus umnyibca (CITM) mo cpenuHHOMY HepBy. st
o6oux Tunmos HMCH xapakTtepHbl ayTOCOMHO-IOMWHaH-
THBIE, ayTOCOMHO-PEIECCUBHBIE, a TakxKe X-CLEeTUIeHHO
Hacneayemble opmbl [Xunusarosa U.M. u np. 2013].

Hemuenuuusupytoiuve dopmei HMCH 1 gsnsitorcst
ropasno 0ojiee paclpOCTPaHEHHBIMU, YEM aKCOHAJIbHBIE.
HMCH tun Il IBas10TCSI OTHOCUTEILHO PEIKUMU 3a00-
neBaHusiMu (4-12 ciayyaeB Ha 100 000) [Rossor A.M.,
2015; Rudnik-Schoneborn S., 2015].

BonbimnHeTBo 3aboneBanuii u3 rpynnsl HMCH 11
Hac/IeAyloTCsl 10 ayTOCOMHO-IOMUHAHTHOMY THITY, OTNU-
CaHbl TAKXE OTAEJbHbIE CEMbU C AyTOCOMHO-PELIECCUB-
HbIM U X-CUEIUICHHBIM DPELIECCUBHBIM HacJieqOBaHUEM
[Rudnik-Schoneborn S., 2015].

[To cpaBHenuto ¢ HMCH I, nna HMCH II xapak-
TepeH 6ojiee MO3AHUIN BO3pacT Hayajla 00Je3HU (B Cpel-
HeM Ha 10 Jjier mo3Xe), MEHbIlIee BOBJICUEHUE METKUX
MBI KUCTU Y MEHbIIAsI CTeTIeHb YTHETEHUSI CyXOXWJIb-
HBIX pedIeKCOB; MPU OTAENbHBIX MOJIEKYJSIDHBIX Bapu-
antax HMCH II mMoXeT BBISABISITBCSI TaKKe PSI JTOIOJ-
HUTEJILHBIX CUMIITOMOB, HE CBOWCTBEHHBIX NEMUEJIUHU-
supyomuMm dopmam HMCH. PacnpocTtpaHeHHOCTH
HMCH pasznuyaeTcs 1o monyJsiiiusm 1 Bapbupyert ot 0,1
1o 41,0 ga 100000 HaceneHUs, HO B CpeIHEM COCTaBIISI-
er 10,0:100000 [XumustoBa M.M., 2008]. KnuHuueckue
nposieieHuss HMCH 1 tuna ¢ ayrTocOMHO-10MUHAHTH bIM
HacjiefoBaHUEM - camasl pacripoctpaHéHHas opma. Ha-
yaJjio 3a60JeBaHUsI TPUXOAUTCS Ha Bo3pact 9-17 ner. [la-
LIMEHTHI XaJIYIOTCSI Ha CIabOCTh U TTOABOPAYMBAHUE CTOTI,
TPYAHOCTU TIPU COBEPIIEHUM OBICTPBIX NBMXKeHUiA. [lep-
BOHAYaJIbHO TMaTOJIOTMYECKUI MpOIecC 3aTparuBaeT auc-
TaJbHbIE MBILILLI HUXKHUX KOHEYHOCTEH, B IajbHelleM
MepexXoaUT Ha TUCTAJIbHbBIE OTACbI PYK.

ATpoduueckrue M3MEHEHUS B MBIIIAX MPUBOAAT K
U3MEHEHUI0 (POpMBI TOJIEHU - ONMPOKMHYTas OyThUIKA, a
Takxe nedopMaiMu CTOI IO TUIY (PUAPEHXOBCKUX -
YBEJIMUEHUE CBOJA C MOJIOTOYKOOOpaszHoW aedopmaii-
eil TajbplieB 00erx CTOoM. XapaKTepHO WM3MEHEHUe TuIla
XOJBOBI - CTernmnax. 3a0ojieBaHUE COMPOBOXIAIOT UYBCTBU-
TeJbHBIC pacCTPOiCTBA U TlepudepruIecKue BereTaTuBHbIC
paccTpoiicTBa - TUIEPTUAPO3, IMAaHO3 KUCTEH W CTOI.
BnexktpoHelipomuorpadpus (DHMI) koHcratupyer 3Ha-
yuteabHoe cHuxxeHue CIIU 1o nBurareabHbIM HepBaM
HuxXHUX KoHeuHoctei (10-30 m/c). JaHHbII TUI TIpOTE-
KaeT 6e3 T1y0oKO MHBATUAN3AIMU U MEIJICHHO Mporpec-
cupyet [nymenko, E. B. ¢ coat.2010].

JlnarHoCTMKa pa3IMYHBIX KJIWHWYECKUX (PopM 3Ha-
YUTEIHHO 3aTPyJHEHA, YTO CBSI3aHO C TE€HETUYECKOW re-
TEPOTEHHOCTBIO OOJIE3HU.

Kimnuyeckoe Hal.oaeHune

[Ton HammM HaOageHuMeM Haxomuiachk 6ombHas C. 5
JleTHOro Bo3pacta. IlpenBaputeabHbIil quarHo3: Hacmen-
CTBEHHOI MOTOCEHCOpPHOI Heliporarus. U3 anamHesa: Co
CJIOB MaTepu XajoObl Ha 00JM B AUCTAJIbHBIX OTAEIaX
KOHEYHOCTEM, 4acTo IajaeT HpH Xoabbe, ciabocTh B
HOrax, MOBBILIeHHAas YTOMJIIEMOCTh ITpu Xoabbe. boie3Hb
3aMeTuaIn mocje 1,5 jer, korma pedbeHOK Hadaad XOOAUTh.
JnutenbHOE BpeMsI OIyYaId JIeYeHUE IO MECTY XKUTEIb-
CTBa, OKOHYaTeJibHasl JMAarHOCTUKA 3a0o0jieBaHUS Oblia
MpoBeicHa JINIIb TOJ Ha3al, 0 3TOTO OOJIHLHOMY CTaBMJI-
ca guarHo3-JLIIT cmactuueckas numierus. Hecmotpst Ha

HEIpaBUJIbHYI0 TPAKTOBKY JMarHo3a, 3abojieBaHUE pe-
OeHKa MMeJI0 MeIJICHHO-MPOrpalueHTHOE TeYEHME.

HeBpocTaryc: DMOIIMOHAILHO Ja0MiIbHa. ACCUMETPUS
cKejeTa - TpaBoe IJIeYO BhIllIE, IMOXOJKAa HEyBepeHHasl,
rMmapeTuyHasi u3-3a cJaboCTU B HOrax, IMpPEeMMYIIeCTBEH-
HO cripaBa, Bmose PomMbGepra He ycroiiunMBo, mamaeT B
pa3HbIX HarpabiaeHUsix. KoopauHaTopHble TPOOBI: Majlb-
LIEHOCOBYIO MPOOY BBITIOJHSIET - BEPHO, KOJEHHO-TISITOY-
HY10 Tpo0y - HE YBEPEHHO C IBYX CTOPOH (3a cyeT mapa-
nape3a). CycTaBHOMBIIIIEYHOE YyBCTBO coxpaHeHo. Cyxo-
KUJIBHBIE pedIeKChl BEPXHUX KOHEUYHOCTE OXUBIICHBI -
D> S, koneHHble - D = S, OXUBJIEHbI, CHUXKEH aXWLJIO-
Bblii pedsiekc. Cuna MBILIL, B BEPXHUX KOHEYHOCTSIX - 5
0aJutoB, B HIKHUX KOHEYHOCTSIX 2-3 Gaa.

Tonyc MbIi B Horax cHuxeH D=S. dopma royieHeit
W3MEHeHa I10 TUITy TepeBepHYTHIX OyThUIOK. Dopma cror
M3MEHEeHa IMo TUIY KOorTucThix (PpuapeitxoBckas cTomna).
[Toxonka mo tumy crenmnax. [MnmoTpodus MeXKOCTHBIX
Mo cTon. PeGeHKy mpoBeaeHbl KIMHUKO-HEeUpodu3n-
ojornueckoe ucciaepoBanue (BMHI) u mabopatopHbie
(6buoxumuueckue ucciaenoBanue B kpopu KOK, JIAT un
MMKPOBJIEMEHTbl KPOBU KalblUi, MarHuii, gocdop).

Ha OHMI: Ilpu ctumynsiuuu JJIMHHBIX HEPBOB Bep-
XHUX U HUXHMX KOHEYHOCTEW BBISIBICHBI BbIPaXKEHHBIC
MPU3HAKU aKCOHAJbHO-IACMUEIMHU3UPYIOIIETO TTOpaxe-
HUsT (MPEUuMYIECTBEHHO aKCOHAJIbHOTO TMOpaXkKeHUs )
MOTOPHBIX BOJIOKOH TepucepruyecKux HEPBOB BEPXHUX U
HUXXHUX KOHEUHOCTEW MOoJIMHeBpUTHUYeckoro tuma. Ilo
nabopatopHbIM JaHHbIM ypoBeHb KDK, JIIT 1 kanus B
KpPOBU YMEPEHHO TOBBIIIEH. YpOBeHb MarHus u ¢ocdopa
B KpPOBU B TIpeneax HopMbl. boibHOMY OblLJIM Ha3HAYEHbI
npenaparsl,BIUSIOIINEe HA TKAHEBOW MeTaboJIM3M, aHTHU-
XOJIMHOCTEpa3Hble Tpernaparbl U BUTAMUHBI TPynIbl B,
aMuHOKUCIOTH. [Tocne mpoBeneHHOro JieueHUs y pedeH-
Ka oTMeyvasiach MOJIOKUTEIbHAs TMHAMUKA, TTOXO/Ka CTa-
Jla yBEPEeHHOM, peOEHOK MEHbBIIIE CIIOTHIKACTCS TIPU XO/b-
0e, yBEJIMYWICS 00BEM aKTUBHBIX JBUXKEHUI B KOHEUHO-
CTSIX.

Ha ceromHsIHMi neHb MpoGieMa paHHEro BbISIBIIC-
Huss HMCH mnpoposkaer octaBaThCsl akTyajabHOM. 3a60-
JieBaHUE OBICTPO MPOTPECCUPYET U BJIEYET 3a COOOMU psif
CEPbE3HBIX OCIOXHEHUMN.

Takum o0pa3omM, B MpaKTUKE HEOOXOAMMa KOMILIEK-
CHasl OlLIEHKAa BCEeX KJIMHUYECKUX TPOSIBICHUI C LEbIO
MOCTAHOBKM MPABUJILHOIO JUArHo3a W MpoOrHO3UpPOBaHUsI
JTAJTbHEMIINX UCXOIOB.

3abosieBaHUe SIBJISIETCSl JOCTATOUHO PaCIpOCTPaHEH-
HBIM BO BCEX CTpaHaX MHUpa, YTO B OUEpEeAHON pa3 Moj-
TBEepK/IaeT MOTPEOHOCTh B JajbHEHMIIEM U3YYEHUN MeXa-
HU3MOB TaToreHe3a, pa3paboTKe HOBBIX METOHOB Jieue-
HUS U TJIAHUPOBAHUU MEPONPUATUI O YIYYIICHUIO Ka-
YyecTBa KU3HU OOJIbHBIX.

B 3akiitoueHUM HEOOXOMUMO OTMETUTD UTO JOCTATOY-
HO BBICOKAasi PacnpoCTpPaHEHOCTb OTAEJbHBIX (GopM
HMCHnpu cBoeBpeMeHHOI MOCTAHOBKE AMarHo3a u Mpo-
BOJIUT KIWHUKO HEeHpODU3NOJIOTrMYeCKUE HCCAeI0BaHUsI
JNaHHOTO 3a00JIeBaHUs TO3BOJUT CBOCBPEMMEHHO ITPO-
BOJUThH TepareBTUUYECKUE W peadUIUTAllMOHHBIE MEpOII-
pUSITUS, CITOCOOCTBYIOIIIME 3aMeIJICHUIO TEMITOB MPOrpec-
CUPOBaHUS 3200 IMBaHUS.
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