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OCOBEHHOCTU ANATHOCTUKHN HACNEAOCTBEHHOWU
MOTOPHO-CEHCOPHOU HEBPOIATUU LUAPKO-MAPU

B. A. IlaBaos, H. I. Maiioposa, U. H. brrukoBa

Kadgheopa nesponozuu u netipoxupypeuu CmoneHckotl 20cy0apcmeenHot MeOuyuHCKol akaoemu,

Poccus, 214019, Cmonenck, yn. Kpyncroti, 28

B cmamve npuseden ananuz ucmoputi 6onesnu 11 nayuenmos ¢ HaciedcmeeHHOU MOMOPHO-CEHCOPHOU He-
sponamueti (HMCH) Illapxo-Mapu, ebioenerst munuynvle u amunuihsle CUMAMOMbL OGHHO20 3a001e8anUst, N0O0-
yepKHyma poib anekmponetpomuocpaguueckoeo (IHMI) ucciedosanus, Ounamuyecko2o KiuHu4ecko2o Haobio-
oenus, [[HK-ouaenocmuku u 6uoncuu mvluiy 6 8blse1eHUlU d9mo2o 3a001e6anusl.

Knroueewie cnosa: nacnedcmeennas MomopHo-cencopras Heeponamus Lllapko-Mapu, munuynsle u amunuy-

Hble CUMNMOMbL, ouazsHocmuxa

PECULIARITIES OF DIAGNOSTICS OF HEREDITARY MOTOR
AND SENSORY CHARCOT-MARIE NEUROPATHY

V A. Pavlov, N G. Mayorova, 1. N. Bychkova

Smolensk State Medical Academy, Russia, 214019, Smolensk, Krupskoy str., 28

Case histories of 11 hereditary motor and sensory neuropathy (NMSN) Charcot-Marie patients have neen
analysed. The study has highlighted typical and atypical symptoms of the disease and emphasized the role of
electroneuromyographic (ENMG) study, the dynamic of clinical observation, DNA diagnostics, and muscle biopsy

in the detection of the disease.

Keywords: hereditary motor-sensory neuropathy Charcot-Marie, typical and atypical symptoms, diagnostics

B 1886 . J. Charcot u P. Marie BmiepBbie ommca-
JI HACJIEICTBEHHYIO NMepU(EpUIECKYI0 HEBPOIATHUIO
(HMCH). HMCH Illapko-Mapu — reHETHYECKHU TeTe-
poreHHas rpynmna 3a00JeBaHUN C BBIPaKCHHBIM KIIH-
HUYeCKUM noaumMopdu3moM [ 1, 2, 7], 715 KOTOPHIX Xa-
PaKTepHO LIMPOKOE pasyindue (peHoTHuIla U XpoHUYe-
CKO€ MEIUIEHHO Tporpeccupymouiee TeueHue. B cpen-
HEM, B MHUpE HX PacHpOCTPaHEHHOCTb COCTAaBIICT 1
Ha 50 000 Hacemenus [3]. 3aboeBaHe OTHOCHUTCS K
rpynne nepudepuuecKux IMOJIMHEBPONATHH, OCHOB-
HbIe KJIMHUYECKHE MPOSBICHUS KOTOPBIX 00yCIlIOBIIe-
HBl TOPAKCHHEM MHEIMHOBOM OOOJOYKH M OCEBBIX
OUIUHAPOB Nepudeprudeckux HepBoB [6]. Pa3amanbie
BapHaHTHl 3TOro 3a00JieBaHUSI MOTYT UMETh B CBOEH
OCHOBE pa3lInYHbIe TeHETHUECKUE AePEKTHI [4].

OO0bryHO n1e0r0T 3a00NIeBaHUS TMPOHUCXOTUT Ha
1-2 necaTUIETUH XKU3HU. TUINYHBIMU MPOSABICHUSIMU
HMCH Hlapko-Mapu SBIAIOTCS IBUraTElbHbIE CHUM-
NITOMBI: CJIa00CTh MBIIIL JUCTATBHBIX OTAEIOB KOHEY-
HOCTel (CHayasla HIDKHUX, a 3aTeM BEPXHHX), IEpOHE-
aJIbHasi ITOXOKA (CTENax ), apeIIeKCHs CyXOKMIBHBIX
pedekcoB, MpeXIe BCEro axWIJIOBBIX; HapyLICHHS
YyBCTBUTEJIBHOCTHU: HO3UTHUBHBIE — OOJIM, MapecTe3nu
W HETaTUBHBIE — TUIECTE3UsI IOBEPXHOCTHOH H Ty6o-
KOW YyBCTBHUTEJIFHOCTH 10 AUCTAJbHOMY THILY, WHO-
IJa C CCHCUTHBHOM aTakcueil; BereTaTMBHO-COCYAU-
CTble M Tpo(hUUecKHe HapyLICHUs: aKPOTHIIEPIHIPO3,
aKpoLMaHo3, aTpo(usi IepoHEaNbHONW TPYIIIBI MBIIILI,
akporunorepmusa. Kpome Toro, ormeuarorcs 3KcTpa-
HEBpaJbHbIE paccTpoicTBa: monas croma dpunpeiixa
(npu paHHeM Hayaine 3a00JI€BaHUs), CKOJIMO3; CTUIMBI
IM33MOpHOTeHe3a.

B HekoTOpBIX Cilydasix MOT'YT UMETh MECTO II03A-
Hee MposiBlieHHe 3a00JI€BaHuUs C BBIPAKECHHBIMH UyB-
CTBUTEJIbHBIMU HAapyLICHUSIMH B IUCTANbHBIX OTHAE-
Jax KOHEYHOCTEeH, KOMOMHALMS THIIMYHBIX (OpPM C
XOJIONOBBIMH I1apE3aMH, MOPaKeHNE TOJBKO BEPXHHUX
KOHEYHOCTEH, COYeTaHHe C TPEMOPOM, aTakCHeH u
JPYTUMH KOOPAMHATOPHBIMU HApyLICHHUSMH, THIEp-
Tpoduel MBIIIL OJICHH, TOPAXEHUE KaK TUCTAJIbHBIX,
TaK U MPOKCHMAJIbHBIX TPYMII MBI O3 HapyLIeHUs
YyBCTBUTEIBHOCTH M KoopauHauuu. CyliecTBEHHOE
3HaueHue B pacno3HaBanun HMCH Hlapko-Mapu Ha-
pAAy ¢ KIMHUYECKHMHU CHMITOMAaMH UMEIOT TeHeTHYE-
ckuit anamHue3, DHMI, 6Guoncust mopakeHHBIX MBIIIIT H
JHK-ucciaegoBanme.

Lenp nccnenoBanus — M3y4eHrne 0COOCHHOCTEH 1ua-
raoctrkr HMCH Illapko-Mapu y O0NBHBIX, TEUHBIITIX-
sl craunoHapHo B HeBposorndeckoil knuauke COKB.

MeTtoauka

[IpoBommics amanmu3 11 wucropmit Gomesnm, 7 ne-
Tell U 4 B3POCIHBIX, HAXOMUBIINXCS Ha 00CIIEIOBaHUU
U JledueHnH B HeBposornueckux otaeseHusix COKB no
nosony HMCH Illapko-Mapu. 3 Hux — 9 aun Mmyx-
CKOIO 1oJa U 2 — )EHCKOro B Bo3pacte oT 4 1o 60 ner,
KpUTHYECKHM Bo3pacT cocTaBmsuli or 4 no 11 jer
[IponomkutensHOCTh O0Ne3Hn — oT 3 1o 50 met. Jns
M3yYeHUs] 0COOCHHOCTEH TedeHrs 3a0olieBaHUS TpPH-
MEHSICS METOJI JMHAMHYECKOT0 KIIMHUYECKOI0 Ha0JIIO-
neHns. B kadecTBe HEMPOPU3NOIOTHIECKOTO UCCIIE0-
BaHUS y MAIMEHTOB UCIIOIh30BANIACh CTUMYJISIIOHHAS
aneKTpoHeHpoMuorpad s, BKIIOUABIIas OMpeeIeHne
cKkopocTtu pactpoctparenns BonHsl (CPB) mo motop-
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HBIM U CEHCOPHBIM BOJIOKHaM HepU(EPHUECKUX He-
PBOB (HOpMa TS HIDKHUX KOHEUHOCTel Oomnee 40 m/c)
u aMIuuTyasl M-otBeta (HOpMa AJIsl HIDKHUX KOHEY-
HocTei O6ozee 3,5 MB). [l yTouHEHHS TEHETUYIECKOTO
BapuaHTa 3a005eBaHus B MeANKO-TeHETHYECKOM Hayd-
HoM neHtpe PAMH nposogunace JITHK-nuarnocruka
METOJIOM MPSIMOTO aBTOMaTHYECKOTO CEKBEHUPOBAHMS.

Pe3yabTaTshl Hcc/ieIoBaHUS M UX 00Cy:KAeHUE

Ha ocHoBanum momy4deHHBIX AaHHBIX BHIHO, YTO y
MTOAABIISIIONIET0  OONBIIMHCTBA OOCIEIOBAaHHBIX  OOJb-
HbIX (10 m3 11) ObUTH BBISBIIEHB! KiTMHUYecKkre u DOHMI -
TIPU3HAKH, XapaKTepHbIe sl ThrmuaHor dopmel HMCH
[apxo-Mapwu (camxernne CPB u ymiinHeHve TaTeHTHOTO
rieproa). B Hadane 3a0oieBaHMs y HUX TpeoOliamaaim
JIBHUTATEIbHBIE CHMIITOMBI: arpodus 1 c1aboCTh AUCTANTb-
HBIX OTZIENOB HOT (5), apedIeKchst aXMIIOBBIX pediIekcoB
(4), xpamrm (1), cencuruBHas atakcus (1). B MenbImeM
KOJIMYECTBE CITy4aeB BCTPEUYANICh UyBCTBUTENHHBIE Ha-
pymieHus: mapecte3nu (2), 6omu (4), runectesus (2). Eme
peXe — BeTeTaTMBHBIE PAaCCTPOICTBA: aKpPOIMAHO3, TH-
TIEPTHIPO3 JTafoHel u cTon (4). Hapsmy ¢ HeBpaIbHBEIMH
nposienearmsiMa HMCH [llapko-Mapu ObUTH BBISIBIICHBI
9KCTpaHEBPAJIbHBIE PACCTPOICTBA, TAKKE KaK TOJasi CTO-
na @punpetixa (7). OTMeUaIwCh TaKKe U APyTHUE aHOMA-
ymn: ckonmno3 (kudockonuos) (3), spina bifida (1), pynu-
MeHTapHOoe pebpo (1), mponarnc MUTPaIBHOTO KilaraHa
(1). Y 4 u3 06ce10BaHHBIX TTAITMEHTOB OBLT TTOJIOKUATEITh-
HBI TCHETHUECKUI aHaMHe3, Y 8 — W3MEHEHMSI 3JIeKTPO-
HEWPOMHUOTPaMMBbI 110 HEBPAJIbHOMY THITY. BOJBIITMHCTBO
TIAITFEHTOB (8) OTMeUaI HapacTaHue C1a00CTH B HOTaX
10 CPABHEHUIO C MPENBIIYITIM 3—4-JETHIUM ITEPHOIOM.
JBoum manmenTam nposoauiack JJHK-auarsoctrka me-
TOZIOM TIPSIMOTO aBTOMaTUIECKOTO CeKBeHHpoBaHusl. [1pu
3TOM y omHOTO OopHOTO TIpH TipoBeneHny JJHK anamm-
3a yToyHeH rerernueckuii Bapuant HMCH, a y mpyroii
MAIMEHTKHA M3MEHEHUs] HyKJICOTHIHOW MOCIIeI0BaTeNb-
HOCTH OOHapYKeHO He OBLTO, IOATOMY (opMa 0oJIe3HH y
Hee He yTOYHEeHa, HO IMarHo3 He BBI3bIBAI COMHEHHM, TaK
KaK KIIMHIYIeCKas KapTiHa 1 naHabie DHMI moiaHOCTRIO
COOTBETCTBOBAJIH ATOH (hopMe 3a00JIeBAHNS.

IlpumepoM 3aTpylHEHUl paHHEW JUAarHOCTUKHU
HMCH Hllapko-Mapu sBnsiercs ncropus 6omne3an O.,
1988 r.p. IlammmenT Gosnen ¢ gercTBa, ¢ 10 JmeT mumen
TpyNITy WHBAJIHIHOCTH IO JETCKOMY IepeOparsHOMY
mapanmay (LIT). Ero oren (ymep B Bo3pacte 62 neT)
u 6pat (rmoru6 B Bo3pacte 10 jeT) cTpamanu KaKUMH-TO
HapyIeHusIMA Xonb0s! (puc. 1).

(O M.

IT |

Puc.1. Pooocnhoenas nauuenma @.

Jezenoa: I-2 — 6onvnoii omeu, 1I-1 — npooano
(ocmompen nuuno), I1-2 — 6onvnoii 6pam.

I J\///
1 3 500 mkB

2 4 mc

n S\

1 3

Puc. 2. ®pazmenm IHMI 6onvnozo c HMCH Ilapxo-
Mapu (nes. Abductor hallucis, Tibialis)

OHMTI -npusnaku  npeumyuwjecCmeeHHo  aKco-
HABHOW  MOMOPHO-CEHCOPHONI  NOTUHEGpOnamuu
HUJICHUX KOHEYHOCmell CO CHUMCEHUEeM aMAIUNYO
M-omeemog 0o 0,3 mB, cruscenuem CPB 00 37 m/c.

1. Cmumynayus ¢ OucmanvHoil mouKu.

1I. Cmumynauus c 601ee npoKCUMAIbHOU MOUKU.

1—nauano M-omeema; 2 — amnaumyoa M-omeema;
3 — koney M-omeema.

OOBeKTHBHO: KU(POCKOIHMO3 TPYAHOTO OTHENa TO-
3BOHOYHHKA. [pybas nedopmanus M KOHTPaKTypa
TOJCHOCTONHBIX CYCTaBOB C HapylieHueM (yHK-
nuu, aTpous MepoHEATbHON TPyl MBIIII, CTOIBI
Opuzpeiixa. Heponoruueckuid craryc: 4YepelHble
HEpBHI 0€3 MaTroJIoru. AKTUBHEBIE U TTACCUBHBIC JBU-
JKEHUS B CyCTaBaX B MOJHOM 00beMe, KPOME TOJICHO-
CTOITHBIX. MBIIIICUHBIH TOHYC B TUCTATbHBIX OTAEIAX
KOHEYHOCTEH PAaBHOMEPHO CHIDKEH ¢ 00EHX CTOpOH.
Meimeunasi cujia CHIKEHA B pykax jo 3—4 0aiios,
B HOTax — J10 2—3 0aJlJIoB, MPEUMYIIIECTBEHHO B JIUC-

Tabnuya 1. OcHoBHbIe napaMeTpbl cTUMYJaAnMOHHONH JHMI naumnenta @.

AMniuTyaa

M-orBera, MB JlatreHTHOCTHL M-0TBETa, MC CPB 7).,
Hepsb1

(mucTajbHas- m/c

NPOKCHMAJILHAS) AucranbHas Ipoxkcumanbuast

N. peroneus S 0,32-0,28 5,70 14,7 333
N. peroneus D 0,23-0,12 6,20 16,3 30,7
N. tibialis S 2,25-2,68 3,40 11,4 34,8
N. tibialis D 2,11-2,01 3,30 10,2 37,9
N. medianus D 9,91-8,47 2,65 6,10 59,3
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TaJbHBIX oThenax. CyXoxuibHble pediekchl: Ouuu-
MUTaJbHbIE — JXHUBBIC, KaplopalualbHble — CHIDKE-
HBI, KOJICHHBIC — OJKUBJICHBI, aXUJIJIOBBI — CHIJKEHBI.
HemnocrosaubIi cumnToM baGMHCKOTO € IBYX CTOPOH.
PaccTpoiictB uyBcTBUTENbHOCTH HET. Ha DHMI BEI-
SIBICHO 3HAYUTEJIBHO BBIPAXCHHOE HApYyIIEHUE IMPO-
BOISLICH (DYHKIIMM MOTOPHBIX M CEHCOPHBIX HEPBOB
HIDKHUX KOHeUHocTeH (puc. 2., Tadm. 1).

W3 Tabmumer 1 BuaHO, 4TO amrumtyna M-oTBeToB
B KOPOTKHX pPa3ru0atessix MajnbLEB CTOI CHIDKEHA, B
crubarensix — yMEPEHHO CHIDKeHa, ¢popma M-oTBeTa
nonudasHa, JaTeHTHOCTh U AJUTENbHOCT YBEJINYEHBI.
Pe3npyanpHast NaTEeHTHOCTh NPU CTUMYJSILMH Majo-
OepuoBbIX HEpBOB yBesnnueHa Ha 8§7—-100%. MotopHast
CPB 110 HepBHBIM CTBOJIaM HUYKHUX KOHEUHOCTEH 3Ha-
YUTENBHO CHIOKEHa. [lokasarenn MOTOpHOTO mpoBee-
HUSI 110 TIPaBOMY CPEJMHHOMY HEpPBY B HOpME.

Takum 00pa3oM, HaIM4KE MUPAMHUIHBIX CHMITOMOB
Hapsdy € MpPU3HAKaMM IOJMHEBPOIATUH IOCITYKUIIO
npuauHOW ommoOoyHoro nuarnosa JIIII. Dto Obuto
CBSI3aHO C HEIOCTATOYHO ITOJIHBIM 00CIIeI0BaHUEM I1a-
LMEHTA Ha PaHHUX dTanax 0oJjie3HH, He ObUIM YYTCHBI
He xapakrtepHble 11 LI reHeTnueckuii aHaMHe3 U
MIPOTPEOUEHTHOCTH 3a00JI€BaHUs.

VunTeiBasg BHIICH3I0KeHHOE, auarHo3 HMCH
[ITapxo-Mapu MOXHO MOCTaBUTb C BBICOKOW BEPOSIT-
HOCTBIO NPH HAJINYHMU TUIWYHBIX M3MEHEHHMH IOXO.-
KM (CTENNaxx) y MAalMeHTa WM €ro POACTBEHHHUKOB,
aTpo(uy NEepOHEANbHOW TPYNIIbl MBIIIL, KCTPAHEB-

paJIBHBIX HapyLIEHUi, TeHAEPHOro aciekTa (mpeobdia-
JaHHEe MYXYMH), JaHHBIX TCHETHYECKOro aHaMHe3a U
OHMI -m3menennii (cHmkerne CPB mo aBuraresHbIM
Y CEHCOPHBIM BOJIOKHAM MeHee 38 m/c). B arummaHbIx
Cllyyasix HEOOXOIMMBI JUHAMHYECKOE KIMHHYECKOE
u OHMTI-uccnenosanus. Ilpu BO3MOXHOCTH — IpH-
MEHEHHE OMOIICHMM MBI U MOJEKYISIPHO-TEHETHYe-
CKMX METOIOB HccienoBaHus. CienyeT UMETh BBUIY,
gro JIHK-gmaraocruka He Bcerma Mmo3BOJISET BBISIBUTH
reHeTH4YecKyto GopMmy 3aboseBaHMs, IOITOMY IpH IO-
CTaHOBKE AMArHo3a CJICAYET I0JIaraTbCsi Ha JaHHbIC
KJIIMHWYECKOH KapTuHbl U u3meHeHust SHMI'.

BriBoabI

1. B 6onpmuHcTBe cinywaeB (10 m3 11) Bcrpeua-
erca tunuuHoe teueHue HMCH Illapko-Mapu,
¢ HayajsoM OOJIe3HHM B paHHEM Bo3pacTe oT 4 1o
11 mert, ¢ mpeoOmagaHmeM cpenu 3aboIeBIIUX
myx4uH (9 u3 11).

2. Kmwouesim B guarHoctuke HMCH Hlapxko-
Mapu saBasercs DHMI -uccnegosanue, kotopoe
BBISIBJISIET CHI)KCHHE CKOPOCTH MPOBEACHUS UM-
IyJbca MO MOTOPHBIM M CEHCOPHBIM BOJOKHAM
MeHee 38 m/c.

3. Ecnu auarHo3 He yaaeTcs yCTAaHOBUTH 1O KIMHHU-
YECKUM, HEHPO(HU3MOIOTUIECKUM M IaTOTHUCTO-
JOTUYECKUM JAaHHBIM, TO HEOOXOOUMO OIlpene-
JUTHCS CO CKPUHUHIOM KOHKPETHBIX T€HOB METO-
nom JJHK-mmarsocTuku.
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