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Kagpeapa HepBHbIX BOAEIHEV C HENPOXMPYPIMEN

KAMHUYECKNN CAYYAN HACAEACTBEHHOWM
MOTOCEHCOPHOW NOAUHEBPOIATUMU

Pe3srome. Asmopamu nposeder GHANU3 AUMEPAMYPHBIX UCIOYHUKO08 O NPOOAeMe HACACOCEEHHBIX MOMOCEHCOPHBIX
noaunesponamuii. ObpaujeHo HUMAaHUEe HA 80NPOCHL KAACCUDUKAUUU, KAUHUKU U Oughhepenyuayuu 0CHOBHbIX
6 popm noaunesponamulil, ux ouazHocmuky. Paccmompero cobcmeentoe kaunuueckoe Habr0eHUe HacaedCMEeHHO

MOMOCEHCOPHOU HEBPONAMUU Y YAeHO8 0OHOU CEMbU.

Karoueevte caosa: nacnedcmeenmoie MOMOCEeHCOpHble noauHesponamuu, KAUHUKA.

HacnenactBeHHble HEBpOMATUM — TPYINa TSKEIbIX,
TeHEeTUYeCKH TIeTePMUHUPOBAHHBIX, T€TEPOTeHHbIX 3a00J1e-
BaHUIi nepuGeprIecKoil HEpBHOM CUCTEMBI, XapaKTepu3y-
FOILMXCS BBIPAXKEHHBIM KIMHUYECKUM MOJIMMOPGhU3MOM [4].

B Hacrosiiiee BpeMst MPUHSITO BBIACSATD 4 IPYIINbI He-
BpoOMNaTuii, B 3aBUCHUMOCTH OT COYETAHHOCTU TOPaKEHHUSI
JMBUTATEIbHBIX WM YyBCTBUTEIbHBIX MOPLUI nepudepu-
YeCcKHUX HEPBOB: 1) HACIeACTBEHHbIE MOTOCEHCOPHBIE T10-
nuHeBponatun (HMCH); 2) HacieacTBeHHbIE MOTOPHBIE
MOJUHEBPONATUM; 3) HACIENCTBEHHbIE CEHCOPHBIE TIOJIN-
HeBponaTuu; 4) HacleACTBEHHbIE CEHCOPHO-BETETaTHBHbBIE
nonauHeBponatuu. Kaxnast u3 aTuX rpyIil AeJuTcs Ha He-
CKOJIbKO KJIIMHUYECKUX M TeHeTUYeCKUX BapuaHToOB. Camyto
MHOToO4YHMC/IeHHYIo rpyniy coctaBisiioTr HMCH — Ha ux
noIo npuxoautest okosio 80 % Bcex HacIeACTBEHHBIX MO-
JIMHEBpOIMAaTuii [2].

B HacTosiiee Bpemsi KapTUpoBaHO OoJjiee 25 JIOKYCOB
HMCH, unentndupoBaHo 22 reHa, MyTallii B KOTOPBIX
00YyCIOBIMBAIOT Pa3BUTHE MATOJIOIMUECKOTO Mpolecca [6].
HMCH-1X-gomuHaHTHast X-cuerieHHas (popma 3a00J1e-
BaHus, cocTaBsiolias 10—20 % ot Bcex caygaeB HMCH,

JIOKQJIU30BaHa Ha JUIMHHOM Tuieye X-XpOMOCOMBI B 00J1aCTH
Xgl13[5]. Konupyemblii reHOM 0€JI0K KOHHEKCHH 32 JIoKaJv -
30BaH B HEKOMITAKTHOM MUeEIMHE IepexBaToB PaHBbe 1 Ha-
ceukax LlImunra — Jlantepmana, rie oH hopMuUpyeT npsimbie
KOHTAKThl MEXIY COCETHUMU IIBAHHOBCKUMU KJIETKaMU,
YTO 00€CIIeYNBACT OBICTPYIO Mepeayy MOHOB MEXKILY CJIOSIMU
MMUEJIHA U B PE3YJIBTATE ONPEIEIISET CAIBTATOPHBIN Xapak-
Tep MpoBeeHUsI BO30Y:XAeHMsI 10 Nepudepruieckomy HEPBY
[8]. B Hacrosiee Bpemst B reHe GJB1 o6HapykeHO Oosee
350 paznuuHbIX MyTaluii [9], IpUBOASIINX, B 3aBUCUMOCTH
OT UX JIOKaIU3auunu U GyHKUMOHAIBHON 3HAYMMOCTH, K
pPa3HOOOpa3HbIM KIIMHUYECKUM TposiBieHusM HMCH.
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PacnpoctpanenHoctb HMCH B pa3HbIX HOIYJISILIUSIX
BapbUpYeT B IIMPOKUX MPeLeIiax, COCTaBsAs B cpeaHemM 12,9
Ha 100 teic. HaceneHus [10]. B Poccuu aToT mokaszaresb B
cpenHeM cocTaBiseT 5,64 Ha 100 Thic. HaceleHUs C KoJle-
6aHusmu ot 1,07 mo 15,95 [2].

I1o npennoxenuto P. Dyck u E. Lambert [11], Ha ocHO-
BaHUM 3jeKTpodusnonornyeckux gaHHblx HMCH 6buin
pasnesieHbl Ha 1BA OCHOBHBIX TUIIA: JEMUETUHU3UPYIOLLIU I
(I) m akconanbhblii (11). JleMUeTMHU3UPYIOLLIMIA TUIT XapaK-
TEpU3YeTCs CHUXKEHUEM CKOPOCTU MPOBENECHUS MUMITYJIbca
(CITN) no nepucepuyecKUM HEPBAM U HATMUKMEM THUIIEP-
Tpoduyeckoii [eMUeTMHU3UpYIolleil nepudepudeckoit
HeBponaTtuu. [1pu akcoHanbHoM Tune CITU BhIsIBIsSIETCSI U
He CHUXKAETCsl aKCOHaJIbHAs iereHepalus nepudepruyeckux
HepBOB. B KauecTBe yCcI0BHOI rpaHULIbl JUIST pa3fesieHus
stux TunoB HMCH ucnonssyercs nmokaszatenb CITHU no
cpeauHHOMY HepBy B 38 m/c [13].

Hapsiny ¢ [ u 11 Tumamu HMCH B k1mHM4ecKoii Kiac-
cuduKalUK BBIASISIOT e1lie S pelKUX TUIOB 3a00JIeBaHNSI.

IIT Tum HMCH npencrasieH 6one3Hblo dexkepruHa —
Cortra, XapakTepusylouieiics 1e010TOM CUMITTOMOB B TIepBbIe
TOAbI XKU3HU, BBIpaKeHHOM runoTpodueit nepudepruyecknx
HepBoB, cHikeHreM CITU mo aBurateabHbIM BOJIOKHAM U
paHHE! MHBAMAU3ALUCIHA.

K IV tuny otHeceHa 6osie3Hb Pedcyma, mpu KoTopoii
B HAcToslee BpeMs HaOI01aeTcs MepBUYHBIN OMOXU-
MUYecKUil nedeKT, MpUBOASIINI K HAapyLIEHUI0 OOMEHa
¢GuTaHOBOI KMCIOTHI; AJISI Hee XapaKTepHO coYeTaHue
JIBUTATEIbHOM MOJMHEBPONATUM C ATAKCUEN U UXTHO30M.

V tun HMCH npejacTtaBjieH peakoil KIMHUYECKON
dopmoii, xapakTepusyolieiicss coyeTaHueM CUMITOMOB
MOJVMHEBPONATUU C TUPAMUIHON CUMIITOMATUKON [14].

VItun HMCH Bxitiouaet Bce (hpopMbl MOJMHEBPOIIATHH,
coueTaroluecs ¢ arpodueii 3puTeTbHbIX HEPBOB U TITyXOTOM
[16, 17].

VII tTunm HMCH xapakTtepusyetcss CMHMOTOMaMU MO~
HEeBpOMNAaTUX U TTUTMEHTHOTO PETUHUTA.

B Hacrosi11Iee BpeMs yCTaHOBJIEHA FTeHETUYECKasi TeTepo-
TEHHOCTb 1 ONTUCaHbI (HOPMBI C ayTOCOMHO-TOMUHAHTHBIM,
ayTOCOMHO-PELIECCUBHBIM U PELIECCUBHO-X-CLETIEHHBIM
TUMAMU Haclel0BaHMUSI.

st Bcex rpynin HMCH xapakTepHa Tpruaga OCHOBHBIX
KJIMHUYECKUX CUMITOMOB: aTpodusi IUCTATbHBIX OTAEIOB
KUCTeH U cTol ¢ ux Aecdopmaliueit, paccTpoiicTBa 4yBCTBHU -
TEJIbHOCTHU B 00J1aCTH aTpOUPOBAHHBIX MBIIIIL, TUTIO- WU
apedJIEKCUSI C MBIIIIL BEpXHUX M HUXKHUX KOHeYHocTel [15].

Kax npasuio, HMCH umeroT ymepeHHOE TporpeiMeHT-
HOE TeYeHue, He MPUBOJSIIEE K TSKEJIO0NH MHBATMAN3ALUU
MalueHTOB.

HMCH I tTuna ¢ ayTocOMHO-IOMWHAHTHBIM HacJe-
noBaHUEM nebroTupyer B Bospacte 9—17 net. Ha panHux
cTaausix 3a00JeBaHUs MALMEHThl MPEIbSIBISIOT XKaa100bl
Ha ¢J1a00CTh U MOIBOPAYMBAHUE CTOM, TPYAHOCTHU MPU
Oere, npbikkax. [lepBoHauaabHO aTpodUM BO3ZHUKAIOT B
MBIIIILIAX CTOI, TOJIEHEH, B TAJIbHENIIIEM PACTIPOCTPAHSIIOTCS
Ha JuCTalbHbIe OTHENbl pyK. Beiencteue atpoduueckux

U3MEHEHUI B MKPOHOXXHBIX MBIIIIIIAX HOTU UMEIOT (popMy
OIPOKUHYTOM OYTBIIKU, Tanude. Y Bcex maireHTOB OTMe-
YyaeTcs IepoHeabHbIM THIT X0ab0bI (cTenmax). OCHOBHOI
CUMIITOM — e opMalIus CTOM IO TUIY (PPUAPEHXOBCKUX,
TMOJIbIX, 9KBUHOBAPYCHBIX. XapaKTePHBIMU CUMITTOMaMU
HMCH I tuma s1BastroTcst ceHCOpHbBIE PACCTPOICTBA B BUJIE
ITOBEPXHOCTHOM IMIIECTE3UH B KUCTSIX M CTOTIAX, HAPYILICHUSI
MPOTIPUOLIETITUBHOM YYBCTBUTEJIBHOCTH, OOJIE3HEHHbIC
MBIIIIEYHbIC COKpAIEHUSI MO TUITY KpaMIIU, IMapecTe3uH,
ceHcUTUBHAs atakcusi. Hepenku u nmepudepuueckue
BereTaTMBHbIC PACCTPONCTBA, TAKME KaK AMCTATbHbBIA I'v-
Mepruipos, 1maHo3 Kucreid u cror. [Ipu anekTpoHelpo-
muorpadun (DHMI) npakrnuecku Bcerna onpeaessieTcst
3HauuTenbHoe cHukeHue CITU o nBurarebHbIM HEpBaM
HIKHUX KoHeuHocTel (10—30 m/c). TeueHue naHHOTO TUMA
HMCH, kak npaBmio, MeIJIEHHO IIporpeccupyloiiee, 6e3
rJTyOOKOM MHBAJIUIN3ALINY.

HMCH I tuna ¢ X-clieruieHHbIM JOMUHAHTHBIM TUTIOM
HacJieq0BaHus 1e0I0TUPYET To3Ke, B Bo3pacte 19—60 e
B psine ciyuaes, yanie y XXeHIIWH, 3200eBaHNE MPOTEKAET
OECCUMIITOMHO U BBISIBJISIETCSI TOJIBKO TP JIETAIbHOM He-
BPOJIOTMYECKOM OcMOTpe. JIMarHOCTUPYIOTCS TIPU3HAKK
BSUJIOTO HUIKHETO Mapariape3a co CHUXKEHUEM MbIIIEYHOMN
CWJIBI B CTOTIAX /10 4 OAJIJIOB C MOJMHEBPUTUIECKUM TUTIOM
CEHCOPHBIX PACCTPOMCTB.

Y MyX4YUH TPUCYTCTBYIOT CYOBEKTUBHBIE CUMITTOMBI
3a0071€BaHMS, KaJI00bl HA TPYIHOCTH TP XO/Ib0E, C1ab0CTh
MBIIIII] CTOTI.

B HeBposiornyeckom cratyce OIpeiesisitoTcst c1abocThb
1 atpodusi MBILILL JUCTATbHBIX OTAEIOB HUKHUX KOHEU-
HOCTEI CO CHUXXEHUEM MBILIEYHON CUJIbI 10 2—3 0asuioB.
OTCYTCTBYIOT CyXOXUJIbHbIE pedIeKChI, OMPeAesIOTCS
MOJMHEBPUTUYECKUIA TUTT YyBCTBUTEIbHBIX PACCTPOICTB,
nedopmanus cron GpUAPEIXOBCKOTO TUIIA, U3MEHEHUE
ITOXOJKH B BUIE CTETIIaXa.

BoBiieuyeHue B aTOJOTUYECKUI TTPOLIECC MBIIIIL KUCTE
MPOUCXOIUT cycTsl 5S—12 jeT oT Havajia 3a00JeBaHUS U
BapbUpYyeT OT YMEPEHHO BBIPaKEHHOM CIabOCTH W TUIIO-
TPOMUU MEKKOCTHBIX MBIIIIL IO BEIPaKEHHBIX aTpOhWil 1
nedopMaliy 1O TUITY «KOTTUCTOM JIaIbl».

[Ipu DHMI orMeuaioTcst yBeIUYeHNE JTAaTEHTHO-
ro nepuona M-orBetoB (8,5—12,2 m/c), BbIpakeHHOE
cuumxeHue CIIU mo nmBuraTesbHBIM HEpBaM HUXHUX
KoHeuHocTel (16—28 M/c) M aMmIuTyasl M-oTBeTOB
(50—350 MxB). 3aboneBaHne HOCUT IIPOTPECCUPYIOIINIA
XapakTep, MPpakKTUIeCKU Bce 00JbHBIE UMeloT | miu
I rpyrmy uaBanugHoctH |1, 3].

HMCH II tuma ¢ ayTocCOMHO-TOMMHAHTHBIM TUIIOM
HacjienoBaHus nedoTupyeT B 19—23 roma. [MauueHTs
TIPETbSIBIISTIOT XKaJI00bI Ha TIOBBIIIIEHHYIO yTOMJISIEMOCTD ITPU
Xomb0e, HeJIOBKOCTh, TIOABOPAUYMBAHUE CTOM, TTOXYIaHUE
MBIIIII] TOJIeHe, cBucaHue cTom. Cpear HEBPOJIOTUIECKIX
HapyIIeHU ! TPUCYTCTBYIOT Mape3bl HIDKHUX KOHEYHOCTEH,
bpunpeiixoBckas aedopMaius CTOMbI, CKOJIMOTHYECKAsT
nedopmaliys Mo3BOHOUYHMKA, (GacIUKYISIPHBIN TpeMop B
KUCTSIX PYK, PACCTPONCTBA YyBCTBUTEILHOCTH IO TIOJTMHEB-
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PUTUYECKOMY THUITY, CECHCUTUBHAs aTakcus, nepudepuye-
CKME€ BereTaTUBHbIC HAPYILIEHUSI.

IIpu DHMI oTtmeuatoTcst HOpManbHbIe (CyOHOPMAJIb-
Hble) BeamunHbl CITW, cHkeHne aMIUTUTYObI U TUIOIIAIN
M-oTBeTa cTom, YBEIMUYEHNE €TO JJTUTETbHOCTH U U3MEHE-
Hust popMbl (nedopmarust, monudasust). CpeaHsis aMILII-
tyna M-orBera mpu HMCH 11 Tuma npumepno B 2—2,5 pasa
menbiie, yem ipy HMCH I tumna [18].

HMCH II tuma ¢ ayrTocOMHO-pelLieCCUBHBIM THUIIOM
HacjeqoBaHus Oe00TUpyeT B Bo3pacte 4—7 neT. boabHbie
MPeIbBISIOT Xajlo0bl HA TPYAHOCTHU TpU Xonbbe, bere,
ciabocTh B Horax. KiimHuuecku orMmevarorcst atpodusi u
CJ1a00CTh MBI JUCTATBHBIX U MMPOKCUMAJIbHBIX OTJEIOB
KOHEUYHOoCTel, nepopmMaiu KUCTE 1 CTOM, OTCTaBaHUE B
br3MIECKOM pa3BUTUM.

Bose3Hb ObICTPO MPOrpeccupyeT, U Bce MalMEeHTHI SIB-
JIst0TCa nHBanuaamMu nerctsa. [lpu DHMI BesaBsioTcs
MPU3HAKU AKCOHOIATUU B COUETAHUU C JIeMUETMHU3ALUe T
nepudepnyeckux HepBoB HIDKHUX KoHeuHocTei (CITN
38—42 m/c).

IIpencraBnsioT mpakTUUECKUI MHTEPEC U CBOEOOpa3-
Hble TuarHoctudeckue 3arpyaHeHust npyu HMCH V tumna,
XapaKTepu3ylolllMecss cCoOUeTaHueM MOJUHEBPOINATUU C
MUpamMUIHON cUMIITOMATUKON. CyObeKTUBHBIE CUMITTOMbI
3a00JIeBaHNSI XapaKTepU3yIOTCs HapacTalollell cJ1aboCcThio
1 CKOBaHHOCTBIO B HOrax. OObeKTUBHbBIE HEBPOJIOTUYECKUE
CUMIITOMBI TIPOSIBJISIIOTCS] BBIPAXKEHHBIM M1ape30M HUKHUX
KOHEYHOCTEe! ¢ 00JIe3HEHHBIMU KPaMITU MBI TOJIEHE.
HaGntonaeTca moxoaka B BUJE CTENIaXa C JeMEeHTaMU
CMAaCTUYHOCTH, XOJb0a Ha MATKAX HEBO3MOXHA, MOBbI-
1LIEH MBIILIEYHbBII TOHYC 110 MUPAMUIHOMY TUITY B HUKHUX
KOHEUYHOCTSX. XapaKTepHa CEHCOpHas AUCTalbHas MOJIu-
HEBpOIAaTHUs C CECHCUTUBHOM atakcueit [12].

IIpu DHMI Gonblie6eplioBBIX U MaOOEPIIOBBIX He-
PBOB BbISIBJIEHBl 3HAUUTEJbHOE CHUXEHUE aMILJIUTYIbI
M-0TBETOB U yMEPEHHOE MOBbILIEHNE MTOKa3aTeeli KOHeY-
Holt 1aTeHTHOCTU, cHIKeHre CITM mo MOTOpHBIM aKCOHaM
10 26—28 m/c.

Heob6xonuma cBoeBpemMeHHass nuddepeHuaus
HMCH V tuna ¢ apyrumu 3a0ojieBaHUSIMU U3 TPYMIIbI
HMCH, nuctanbHbIMM CNIMHAJbHBIMU MbIIIEYHBIMU
aTpoUsIAMU U AUCTAIbHBIMU MUuoaucTpodusamu. I1pu yka-
3aHHbBIX HO30JI0TMYeCKUX (hopMaxX HE OTMEUAIOTCS CITacTUY-
HOCTb Y IpYTi€ CUMITOMBI TMPAMUJIHOMN HETOCTATOUHOCTH,
a HabJoal0TCsl 3HAYUTEIbHOE CHUXEHUE MBILIEUHOTO
TOHYCa 1 YTHeTeHHe pedIEKCOB.

IIpu coueTaHUM CIIACTUYHOCTU U aMMOTpoGUit HeE0O-
XOIUMO TTOMHUTH O BO3MOXHOCTU OOBEMHOTO Tpoliecca
CMUHHOTIO MO3Ta, MUEJIONUCIIA3U U, CTIOHAWIOTEeHHON W1
COCYIMCTON Muenonatuu. B cBs3u ¢ 3TUM MMOKa3aHO Mpo-
BeJleHUE HeHpoBU3yalU3allMu CIMHHOTrO Mosra. Hanuuue
HWXHEro CMacTUYeCKOro naparmnapes3a ykas3blBaeT Ha HeoO0-
XOAUMOCTb AuGdepeHIIMaTbHON IMarHOCTUKY ¢ 00JIe3HbIO
IItprommenst. OgHAKO U30JIMPOBaHHBIC (hOPMbI CIACTUYEC-
CKOM mapariierni He COrpoBOXIAI0TC 3HAYUTEbHBIM CHU-
JKEHMEM MBbIIIEYHON CUJIbI U aMUOTPO(PUSIMU KOHEUHOCTENA.

HMCH VI tuna siBnsiercst BecbMa pekoii hopmoii. Kak
WU3BECTHO, 3Ta (popMa xapaKTepusyeTcss COYeTaHUEM CUM-
MTOMOB NepudepruiecKoil HeBpoIaTuu, aTpoun 3pUTeSIb-
HBIX HEPBOB, HEMPOCEHCOPHOII TYrOyXocThlo. B murepatype
OMUYCAHbI €IUHUYHbIE CEMbU, [JIe UMEIOTCS OOJIbHBIE C TAKUM
COYETAHUEM CUMITTOMOB U Pa3HbIMU TUIAMU HACJIEIOBaAHHS.
J171s1 HanGoJIbIIIEro KOJIMYECTBa OMMCAaHHBIX CIydaeB XapakK-
TE€peH ayTOCOMHO-PELIECCUBHBIN TUIT HacienoBanus. [1pu
3TOM BapuaHTe 3a001eBaHUE AEOI0TUPYET MOJIMHEBPONAaTHEN,
BO3HMKAIOIEH B IETCKOM UJTM B3POCIIOM BO3pacTe, K KOTOPOi
MO3Xe MPUCOEAUHSIOTCH aTPOdUN 3pUTETIbHBIX HEPBOB U
HEepOoCeHCOpHas TYrOyXoCTb. B MpOTUBOMOI0KHOCTb 3TOMY
nipu X-cueruieHHbIX BapuanTax HMCH VI Tuna 3a6oseBaHue
nebroTupyet B Bo3pacte 30—35 JIeT, CO CHMXKEHUEM ciyXa
YK€ B TPYJIHOM BO3pacTe € MOCIEAYIOLIUM MTPUCOeTUHEHH -
€M CHMITOMOB TMOJIMHEBPONATUU U aTPOMUU 3pUTEIBHBIX
HepBoB. [Tpu ODHMI onpenensioTcsi npusHaku rpyooi
nuddysHoi natoaoruu nepudepudeckux HEPBHbIX CTBOJIOB
C BbIPKEHHBIMU MPOSIBJICHUSIMU AaKCOHOTIATU U (aMITIUTY 1A
M-otBeta — 43 MxB) u nemuenuuuzauu (CITA — 19 m/c,
KOHeuHast jaTeHuust — 17,0 M/c), IpUCYTCTBYIOT JiereHepa-
TUBHbIE U3MEHEHUS MBIIIEYHOIO arrapara CTOIl, TOJeHeH.
OTMeyvaeTcst BOBJICUEHUE B ITpoliece IepudepriecKux HepBOB
Y CTIMHAJIbHBIX CETMEHTOB JIJIS1 BEPXHUX KOHEUHOCTE B BUJIC
MPOSIBJIEHUIT HEBbIpaXKeHHON Muesonatuu [7, 19, 20].

[MpuBeaeHHast UH(GOPMAIIUsI CBUICTEIbCTBYET O TOM, UTO
nuarHoctika HMCH 6a3upyercst Ha KIIMHUYECKUX JaHHBIX,
pesyabsratax DHMI -ucciienoBaHus, METOIaX TeHETUUECKO-
ro KoHCyIsThpoBaHus ¢ mpoeaeHueM JIHK-nuarnoctuku.

B mocnenHue roabl MOSIBUIUCH paOOTHI IO BU3Yyaslu-
3aun neprudeprndeckux HepBoB ¢ momomsio Y3U, MPT
Mo, KT meim. [pu nccnenoBanny neprucpeprudecKux
HEPBOB C MCN0JIb30BaHeM Y3 U MOXXHO He TOJILKO OLIEHUTh
CTPYKTYPY HEPBHOTO CTBOJIa Ha BCEM €ro MPOTSIKEHUU U
COCTOSIHUE OKPYXAIOIIIUX €ro TKaHei, HO U TTPOBECTHU PsifL
JIVMHAMUUYECKHUX TPOo0o.

MBI TPUBOAUM JaHHbIE KIMHUYECKOTO 00C/IeI0BaHUS
6obHBIX HMCH, yieHOB 0qHOI ceMBbH.

bonwHas K.H.C., 1982 rona poxnenust (30 neT), Haxo-
IAJIach Ha 00C/IeIOBAaHUM U JICUEHUU B HEBPOJIOTUYECKOM
OTIIEJICHUM TOpoACKoil 6obHULIBI Ne 8 roposna JIyraHcka ¢
09.11.12r. mo 20.11.12 .

ZKanoObl Ha CKOBAaHHOCThH B TIEPEAHEBEPXHUX OT/IEIaX
Oenep, HEBO3MOXHOCTb XOIUTh HA HOCKAX U MSITKAaX, HEBO3-
MOXHOCTb CAaMOCTOSIT€JIbHO MpPUCEIaTh, UCXYJAaHUE CTOIT
Y HUKHUX OTAEJIOB TOJIEHE, MolaThIBaHUE B TTOJIOXKEHU U
CTOsI B pa3HbIe CTOPOHbBI, HEYBEPEHHOCTh B HOTaX, HEBO3-
MOXHOCTb OBICTPOI1 XOIbOBI K XOABOBI B 00YBU Ha Kab1yKax
(paHee yacTo HOoCcuJIa BBICOKMI KaOJIyK), MEPEKOC CITUHBI,
XPOMOTY 0OJIbIIIe Ha TIPaBYIO HOTY, CyTOPOTH B MBIIIIIIAX TO-
JieHel (boJiee BbIpaskeHHbIE HOUBIO), MHOTIA — B MBIIIITIAX.

Ponuiack B ceMbe ¢ OTSITOIIEHHOI HACEICTBEHHOCTBIO.
[To MaTepuHCKOI TMHUY OTMEYATUCh TPOSIBJICHUSI MOTOCEH-
COPHOI MOJIMHEBPONIATUM B IBYX MToKosieHusIX (puc. 1). [Tep-
BbI€ MTPOSIBJICHUSI 3a00JIeBaHUSI OTMevaeT ¢ 24—25 JieT, Koraa
MpU XoAp0€e B 00yBU Ha BBICOKMX KaOIyKaxX MOsIBUIACH XPO-
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PucyHok 1. PogocnoBHasi cembu ¢ HMCH

MOTa, CTaJIu MOIBOPAYMBAThCSl HOTM (OOJIbIIIe ITpaBast), pu
(u3nUecKoii Harpy3ke BO3HUKaIN CKOBAaHHOCTD IBMXKEHUM
¥ HEBO3MOXHOCTb OBICTPO MepeaBurathes. 1o mosiBIeHus
MPU3HAKOB 3a00JIeBaHNS PETYJISIPHO 3aHUMAJIaCh CIIOPTOM.
OTMeyaeT MocTeneHHOe Pa3BUTHE YKa3aHHBIX BbIILIE CUMIITO-
MOB. M3 epeHeceHHbIX 3a001eBaHI — aIlleHAIKTOMUS B
1996 romy, ajutepriyeckast peakiyst Ha rapareTaMmol.

Comamuueckuii cmamyc. [unepcTeHUYECKUI TUTT TEJ0-
cinoxeHust. KoxHble MOKPOBBI YUCThIE, KOXa CMyTJas.
Y — 16 B 1 MmuH. B erkux mpu aycKyJIbTalllU AbIXaHUE Be-
3ukynsgpHoe. CepaeuHasi gesiteibHoCTh putMudHast, YCC —
68 B 1 muH. AJl Ha mpaBoii u neBoit pyke — 100/60 MM
pT.CcT. 2KMBOT IpU MajbIIalliu MSITKUI, 0€3001€3HEHHBIN.
MoueucnyckaHnue, nedexkaius He HapyleHbI.

Heeponoeuueckuii cmamyc. DMOILMOHAJIBHO JTaOWJIbHA.
AcCHMMMETpHUSI cKeJieTa — MpaBoe TUIEUO BbIIlIE, TUTIEPIOPA03
MOSICHUYHOTO OT/IeJ1a MO3BOHOYHMKA. OcabieHa KOHBEpreH-
s ciiea. [1oxozka HeyBepeHHas, apeTUYHas U3-3a c1ado-
CTU B HOTaxX, TPEUMYILIECTBEHHO B MpaBoii. B mo3e Pombepra
JIOJITO CTOSITh HE MOXET, MajaeT B pa3HbIX HAMpaBIeHUSIX.
KoopauHatopHble poObI: MaJbLEHOCOBas MPOda — BEPHO,
KOJIEHHO-TIAITOYHAsI MPoda — ¢ YTOUYHEHUEM C IBYX CTOPOH
(3a cuer mapamnapesa). [unaare3usi B KOHEUHOCTSIX MO TMO-
JIMHEBPUTUYECKOMY TUTTY (B KMCTSIX 10 TUITY «[1€PYaTOK», Ha
HOTax ¢ yPOBHsI KOJIEHHBIX CYCTaBOB AUCTATbHO). CycTaBHO-
MBIIIIEYHOE UyBCTBO coOXpaHeHO. CyXoXUIbHbIE pedaeKkchl ¢
BEpXHUX KOHeUHocTeil — D > S, xuBble, KosieHHble — D =S,
OXXUMBJIEHBI, aXWJUIOBbI OTCYTCTBYIOT. Cria MBIIIIL B BEPXHUX
KOHEYHOCTSIX — 5 0aJUTOB, B HIDKHMX KOHEYHOCTSIX — 3 O6asuia.
Tonyc MblIiILL B HOorax cHizkeH. Mopma roseHeir usMeHeHa
MO TUIY MePeBEePHYThIX OYThIIOK. OOBEM MBbIIIL] MPABOro
6eapa — 51 cm, JeBoro — 53 cM, npaBoii rojieHn — 33 cM,
JieBoii TojieHu — 34 cM, 00J1aCTH TOJIEHOCTOMHOTO CycTaBa
cripaBa — 19 cm, ciea — 20 cm. Popma cToI u3MeHeHa 1o
THUITY KOTTUCTBIX (hpuapeitxoBckas crona). [Toxoaka o tumy
crenmax. [Mnorpodust MEXKKOCTHBIX MBIIIILL CTOIT.

ACHHbIe AONOAHUTEAbHbIX METOAOB
o6cAepAOBAHUS

Knunuyeckuii ananu3 kposu: Hb — 132 r/n, neiiko-
uutel — 6,0 x 10°/1, COD — 6 M/4. AHanu3 KpOBU Ha
rnoKo3y: 4,52 MMob/in. O01mii aHaIu3 MouM 6e3 MmaTo-
sorun. Koarymorpamma: INTU — 85 %, bubprH r1a3mMbl —
2,66 r/n, ¢ubpuHoreH B — orpuiar., TOJIepaHTHOCTH K
remapuHy — 6,30. BUoXuMHu4yecKuit aHaaIu3 KpOBU: OOILIMiA
omnupyouH — 20 mxmmoub/i, ATAT — 0,58 MMoJb/7,

AcAT — 0,39 MMonb/n, KpeaTuHMHKMHA3a — 1079,25 (B
HopMe Y xeHIiuH — 170,0 ME/n), RW — otpunar.
OHMI. Ik: np., Abductor hallucis, Tibialis, [4 L5 S1

? 1_0 1__5 2_0 2_5 3_0 3;’3 4_0 4_5 5_0 5_5 6_0 65 70 75

I T TISAT N -
“
AmruuTyna M-oTBeTa Mpu CTUMYJISILIMK B IUCTaTbHOI
touke 0,15 MB (Hopma 3—10 MB). Pe3uayaibHast TaTeHTHOCTD
3,75 mc (Hopma < 3 mc). CKOpOCTh Ha OTpE3Ke «ITPEeIIuIioc-

Ha — moAKoieHHas ssMKka» 13,9 /¢ (Hopma 40—60 m/c).
Ik: nes., Abductor hallucis, Tibialis, 14 L5 S1
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AmriutnTyna M-oTBeTa NP CTUMYJISILIMU B MCTATbHOM
touke 0,17 MB (Hopma 3—10 MB). PesuayanbHast TaTeHTHOCTD
6,24 mc (Hopma < 3 Mc). CKOPOCTb Ha OTPE3KE «IIPEATLIIOCHA —
noakoseHHas ssMka» 13,6 M/c¢ (Hopma 40—60 m/c).

1k: np., Abductor pollicis brevis, Medianus, c6-t1

5mc1mB

TNokteson crn6

Amrntyaa M-0TBeTa pU CTUMYJISILIMK B AUCTAIbHOR
touke 2,8 MB (Hopma 3,5—8 MB). PesuayanbHas nareHT-
HocTh 9,39 mMc (Hopma < 3 mc). CKOpOCTh Ha OTpe3kKe
«3arsCcThe — JOKTeBOM crud» 18 M/¢ (Hopma 50—70 m/c).

Ik: aes., Abductor digiti minimi, Ulnaris, C8 T1

5 101520 2530354045 50 5560 65 70 7580 85 90 95100105110 115120125 130135140145150

1180185190 10

5 mc 1 mMB

Fvxiss, TpeTh

R R R R

AmriutnTyna M-oTBeTa NP CTUMYJISILIMU B MCTATbHOM
touke 3,73 MB (Hopma 6—12 MB). Pe3uayaibHast TaTeHTHOCTD
3,91 mc (Hopma < 2,5 mc). CKOpPOCTb Ha OTPE3KE «3aIlsICThe —
JokteBoit cru6» 13,8 M/c. CKopocTh Ha OTpe3Ke «IOKTEBOI
Crub — HIDKHSIST TpeTh tuieya» 19,4 M/c (Hopma 50—70 m/c).
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Pucyrok 2. fle¢popmauns ctonbl y 6osbHo K.H.C.
(Pppuapperixosckas)

s b s o

PucyHok 3a. le¢popmauns rosneHer no tuny
nepeBepHyTbix OyTbINIOK y 60/1bHON K.H.C.

3axioueHue: Ipy CTUMYJISILIMM JUTMHHBIX HEPBOB BEPXHUX
U1 HIDKHMX KOHEYHOCTE! BbISIBJIEHBI BbIPAKEHHbBIE TTPU3HAKUA
AKCOHAIBHO-IEMUAEIMHU3UPYIOLIETO OPaXeHUs (IIpenumy-
ILIECTBEHHO aKCOHAJILHOTO TMOPaXKeHMS1) MOTOPHBIX BOJIOKOH
TepreprIeCKIX HEPBOB BEPXHMX M HYPKHMX KOHEYHOCTEH T10-
JIMHEBPUTHYECKOro TUIa. KoMMeHTapuii: ostydeHHbIE TaHHbIE
MOTYT COOTBETCTBOBaTh HeBpasibHOI amuoTtpoduu Lllapko —
Mapu. Y matepu naliMeHTKU BbISIBIEHBI TAKUE K€ U3MEHEHUSI.

OKI: noBbIlIeHNE 27EKTPUYIECKON aKTUBHOCTH JIEBOTO XKe-
synouka. [eHetvk: HeBpaibHast amuotpodust [lapko — Mapu.
Tcuxuarp: BbIpaXKeHHBI 1IepeOpacTeHMIECKMH CUHAPOM Ha (hoHe
OCHOBHOTO 3a0071eBaHMs1. [MHEKOJIOT: TIaTO/IOTMK HE BBISIBIIEHO.

Knununueckuit nuarHos: HeBpajbHass aMUOTPOdUs
[llapko — Mapu — TyTa (HacaencTBeHHast MOTOCEHCOpHast
TOJIMHEBPOTIATUST), yMEPEHHO BbIpakKeHHbBII HYDKHUI TTapa-
nape3 ¢ HapylIeHUeM CTaTUKO-JIOKOMOTOPHOM (hyHKIIUMU.

Martp nammenTku K.O.H., 1957 roga poxxneHusi, MHBa-
jmp 1 rpymimer. 3a0oneBaHMe IPOSIBIIIOCH B BO3pacTe 35 JeT,
pe3Koe yxyalIeHue ¢ 45 JeT.

ZKanoObl MEIOT CXOICTBO ¢ XKajobamu JoYepu: ciabocThb B
HOTax, TPEUMYIIIECTBEHHO CJIeBa, HEYCTONIMBOCTD ITPH XOIH0E,
3aTpyaHEHNe XOMB0bl Ha HOCKAX U TISITKAX, He MOXET Oerarh,
TIPHUCTYIOOOpa3HbIE TOJIOBHBIE O0JTH B ITPaBOI BUCOYHOM 00J1a-
CTH, He KYTIPYIOIIECs aHATbIeTUKAMM, COITPOBOKIAIOIIIAECS
CJIe30TeUeHUEeM M3 TIPABOTO I71a3a B TeueHue 3—4 THei, TIOBbI-
IIeHHAsI Pa3IpaskUTeTbHOCTh M HETTEPEHOCUMOCTb CBETA, IITyMa.

O06cenoBantach M Je4niach B HEBPOJIOTUIECKOM OTIIE-
neHuu JlyraHckoi 001acTHOM KJIMHMYECKOI OOJIBHULIBI IO

PucyHok 36. edpopmauuns ronexeii u cron
y 6osbHOV K.H.C.

oBoay HeBpabHOU amuoTpoduu Illapko — Mapu — Tyta c
PE3KO BBIPAXKEHHBIM HIKHIM Taparape3oM, COITy TCTBYIOIIHIA
JIMaTHO3: MUTPEHO3Has 11e(alrus, BEreToCOCyIMCTast TUCTO-
HUSI TTO TUTIEpTOHUYECKOMY TUTTY. OCTEOXOHIPO3 MOSICHUIHO-
KPECTIIOBOTO OT/IeJIa TO3BOHOYHMKA, YMEPEHHO BhIpayKeHHasT
momOanrus. [imnepruia3ust mUToBUIHOM Kene3sl | crerenu,
3yTHpeo3. MUTPEHO3HbBIE PUCTYITHI MTOSIBUITMCH TTOCIIE POJIOB.

B HeBposTornyeckoM cratyce OTMEYatoTCs TUTIepTpOdUst
MBIIIII TOJIEHEM, TTPEUMYIIIECTBEHHO CrpaBa (pa3HMIlAa Ha
2 cM B 00beMe, CITpaBa MeHblIIIe ), CHUKeHYEe TOHYCA U CHJTBI
MBI HIXKHUX KOHEYHOCTEl 10 2 6aJl;IOB, CHYDKEHHE TT0-
BEPXHOCTHBIX BUIOB YYBCTBUTEILHOCTH IO IMTOJTMHEBPUTH -
YecKOMY TUITY, HEyCTOMYMBOCTD B mo3e PoMmbepra (BIioTh
IO TIaZieHMS ), BhIpaXKeHHBIN aCTeHOBETeTaTUBHBII CUHIPOM.

3aKAlOHeHue

AHanm3 pooCc/IOBHOM Halllei TTaliMeHTKY TTO3BOJTUIT yCTa-
HOBUTH X-CLETIICHHbII JOMUHAHTHBIN TUIT HACJIeIOBaHMST 00-
sie3Hu. KimmHnueckast kapTrHa 3a00J1eBaHusT y MaTepH U I0UEpU
HOCHUT IOCTAaTOYHO CTEPEOTUITHBIN XapakTep. JIe0roT cuMIToMOB
Y KEHIIMH oT™Mevasicsi B Bozpacte 20—25 nieT. bosbHbIe rperbsiB-
JISTIOT KaJ100bI Ha CJ1a00CTh B PyKax M HOTax, MPEUMYIIIECTBEHHO
B CTOMAX U KUCTSIX, OHEMEHUE B CTOMaX. TUMMYHBIN CUMITTOMO-
KOMIUIEKC, OTpeie/IeHHbIN Y O0JTIbHOM 1y €€ MaTepy, BKITIOUAET:

— CUMMETPUYHYIO ITPOrPECCUPYIOIILYIO C1a00CTh 1 aTPO-
(10 MBIIIILL CTOTI, TOJICHE, HUKHEH TpeTu Oesiep;

— CHMXXEHUE U BbITIaJIEHUE CYXOXUIbHBIX U HaJIKOCT-
HUYHBIX pedieKCoB;
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— BOBJIEYEHUE B MATOJOTUUYECKUIT MTPOLIECC MUCTATBHBIX
OTJIEJIOB MBILILL PYK YePe3 HECKOJIbKO JIET MOCIE MOSBIECHUS
MEPBBIX CUMIITOMOB 3a00jieBaHUs, Aedopmalius CTOIl MO
TUIMY 9KBUHOBApYCHBIX U, B 00JIee MO3HEl CTaauun, KUCcTei
DPYK («00€3bsIHbS J1alia»);

— U3MEHeHUe MOXOJKH, KOTOpasi Ha MPOTSKEHUU He-
CKOJIBKMX JIET C MOMEHTa JIe010Ta 3a00ieBaHuUsI Ipruoopeia
XapaKTEPHbIM CTEINAXXHbBIA BUII;

— BbIPaKEHHbIE UyBCTBUTEIbHBIE HAPYIIIEHUS B KOHEU -
HOCTSIX IMCTaJIbHOTO TUTIA.

TTpu DHMI 3apeructpupoBaHbl yMEpPEHHO CHUKEHHbIE
BeanunHbl CITU no aBuraTesbHbIM HEpBaM KOHEUHOCTEI:
MO CpeAMHHOMY HepBY B auarasoHe oT 42,4 no 50,4 m/c
(cpennee 3Hauenune — 47,7 £ 4,6 m/c) u 1o 6obleOEpIIO-
BOMY HepBy — oT 25,9 10 38,8 m/c (36,0 £ 6,1 m/c).

OnHOBpPEMEHHO OTMEUYEHO 3HAYUTEIbHOE CHIKEHUE aM-
TIATYBI M-OTBETOB y 00C/IEA0BAHHBIX OOJIBHBIX (BILJIOTH 10
TOJIHOTO OTCYTCTBUSI M-OTBETOB C HOT B TIOJIOBUHE CJTyYaeB).
DTU JaHHBIE COOTBETCTBYIOT 3JeKTPODUUOIOTUYECKUM
Mpr3HaKaM aKCOHOMATHUIA.

CoueTaHue BceX ONMUCAHHBIX MPU3HAKOB KIMHUYECKOTO
CHHpOMOKOMILIEKca ¢ pesynsraramu DHMI -uccnenosanust
COOTBETCTBYET MOPAKEHUIO MepU(EepUIECKIX HEPBOB BEPXHUX
U HUDKHUX KOHEYHOCTEHN U XapaKTePHO ISl HACIENCTBEHHOM
MOTOCEHCOPHOI MojimHeBponatuu I Tumna ¢ X-clerieHHbIM
JTOMUHAHTHBIM TUTIOM HaCJIeIOBaHUS1, KOTOPAasi TPAKTOBAJIACh
paHee Kak noarHeBpomnartus [lapko — Mapu — Tyrta.
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CLINICAL CASE OF HEREDITARY MOTOR AND SENSORY
POLYNEUROPATHY

Summary. The authors analyzed the literature on the issue of
hereditary motor and sensory polyneuropathy. Attention is paid to
the questions of classification, clinical picture and differentiation of
the basic 6 forms of polyneuropathy, their diagnosis. Own clinical
observation of hereditary motor and sensory neuropathy in members
of one family is considered.

Key words: hereditary motor and sensory polyneuropathy, clinical
picture.
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