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Pestome. Hzyuena pacnpocmpanennocmos Hacredcmeentsix MomopHo-cencoproix neiiponamuii (HMCH) na meppumopuu Pec-

nyoauxku Mopdosus (PM), komopas cocmasuna 14,1

na 100 moic. uen.

mo epynna 3aboneeanuii hepugepu4eckoil HepeHol

clicmembl, KOMopas ecmpevaemcs 60 cex smuueckux epynnax PM, nepasnomepro pacnpedenena no paitonam, npeobaadaem
cpedu myxncckoeo Hacenerus 1,2:1. Ona uaue 6cmpeuaemcs cpeaz%vccxou nonyaayuu (16,09 na 100 moic. uen.) no cpasHeHuUo

¢ MOPOO0BCKO.
%w\m HMC

i [S] 02)91"24 Ha 100 moic. yen.) u mamapckoit (2,31 na 100 moic. uen.). I[Ilpedcmaeénen ananu3 KAUHUYECK020 NOAUMOP-
6 PM.

roueeble CA08: HACACOCEECHHbIE MOMOPHO-CEHCOPHbLE Heﬁponamuu, 3nu6emu0/zoeu;1, KAUHUYEeCKU l’lO/lLlM0p¢Ll3M.

EPIDEMIOLOGY, CLINICAL AND GENETICAL STUDIES OF HEREDITARY MOTOR AND
SENSORY NEUROPATHIES IN MORDOVIA REPUBLIC
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.~ Summary. The aim of the present investigation is to study the ereading of HMSN in the Republic of Mordovia; case
index of which is 13,4 per 100 000 inhabitants. HMSN is found in all ethnic groups of inhabitants, it isn’t equally spread on

the territory of the Republic and prevails among man populapior“l,ll).
15,16 cases per 100 000 peo;l)le) in comparison with ] 3 ¢ )
e). The article presents the analysis of clinical polymorphism of H
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HacnencTBeHHbIE MOTOPHO-CEHCOpPHBIE HelpomaTuu
(HMCH) — xiuH1YecKu ToauMopdHast U TeHeTUUECKHN
reTeporeHHas TpyrmIa MeIJIeHHO TTPOrpecCUpyIoONnX He-
PBHO-MBIIIEUHBIX 3200JI€BaHU 1, KOTOPbIE XapaKTEPU3YIOT-
csl JereHepaTUBHBIMM M3MEHEHUSIMHU Tlepudeprnieckux
HEPBOB.

HMCH sBasitorcst OTHUMHU U3 CaMbIX YacThIX HaCe/I-
CTBEHHBIX 3a00JIeBaHUI yesoBeka. PacripocTpaHeHHOCTD
Bcex ¢opm BapbupyeT ot 10 1o 40:100 000 B pa3nuuHbIX
nonynsiuusx [3].

H3zydyeHue sauaeMuoaorn4ecKuxX U KIMHUYECKUX 0CO-
OeHHOCTel JaHHOTO 3a00JIeBaHUS TTO3BOJISIET YCTAHOBUTD
pacrpoCTPaHEHHOCTh U COOTHOIIIEHUE TUITOB, JeTaJbLHO
MMpoaHaJIu3UpPOBaTh KIMHUYECKUN TTOJIUMOPGU3M, YTO
MMeeT OOJIBIIIOe 3HAUEHHE IS TTOCIIEMYIOIIETO MOJIEKYJISIP-
HO-T€HETUYECKOro uccaenoBaHus. B Hacrosiee BpeMst
naeHTuduIpoBaHo 6ojee 20 reHeTUYECKUX BapUaHTOB
HMCH [1].

Pacmnipoctpanennocts HMCH B monysiiysix HeogyHa-
KOBa: OTMEUEHO CYIIIECTBEHHOE ITpeodaanaHne 00abHbIX A
u IX tunos (mo 70%) Hag Bcemu OpyruMu opMaMu. DTO
3a00JIeBaHUSI ¢ AyTOCOMHO-TOMUHAHTHBIM U X-CIETUIeH-
HBIM TOMMHAHTHBIM TUTIAMU HacJeqoBaHUs. [eHeThuecKoi
npuurHoit HMCH IA sBnsiercst nynukanus 1,5Mb B xpo-
MOCOMHOM objactu 17p11.2, BKiItoyaloleil reH CTpyKTyp-
Horo Genka nepudepuyeckoro mueanHa PMP22. Jlo Ha-
crosiiiero BpeMeHu B PM He TpoBOIMIOCh NeTaTbHOTO MC-
cinenoBannss HMCH ¢ aHanm3oM MOJIEKy/ISIpHO-TeHETUIeC-
KX OCOOCHHOCTEIA.

Lenbio uccaenoBaHus SBASJIOCh U3YUYEHUE SIUIEMUO-
snoruu HMCH B nonyssitiusix PM, a Takxke aHaau3 KJIMHU -
gyeckoro noauMopdusma. IpeacraBneHHbIe TaHHbBIE SBIIS-
FOTCSI OCHOBO¥ JIJIS1 TIPOBEICHUSI MOJIEKYJISIPHO-TeHETUYeC-
KOTO MCCJIeIOBaHUSI.

MarepuaJjibl 1 METOABI

Dnuaemuonornyeckoe ucciaeaosanue HMCH nposeaeHo
B 22 paiioHax PM o06uieii yncieHHocTbio 840,4 ThiC. yell., B
oM urciie 502,6 ThiC. rOpoACcKOro U 337,8 ThIC. CEILCKOTO Ha-
CeJIEeHMSI 10 CTaHIapTHOM MeToIuKe, pa3padoraHHoi B MT'HL]
PAMH (. Mockaa).

Cembu, otsaromeHHbie HMCH, Obuty BbISIBJICHBI U3 apXy-
BOB 1 XKypHAJIOB PETMCTPALIMK YUPEXKICHUN 31paBOOXPAHEHMS

PM (HeBpostornyeckue craliioHaphl, TOJUKIMHUKY, pailoH-
HblIe 00JIbHULIBI), ©cTOUHUKOB MCBOK, a Takske KypHaJIOB KOH-
CYJIBTAaTUBHOTO MpHueMa Kadeapbl HEPBHBIX O0JIC3HEH U TCU-
xuatpurt MI'Y um. H.I1. Orapesa 3a mepuon ¢ 2000 o 2008 1.

CBejieHUSs1, TIOJyYEHHbIC B PA3HBIX MCTOYHMKAX, YTOUHSI-
JIUCh U OTIOJTHSITUCH JIMYHBIM 00C/IeOBaHUEM TIPOOAHIOB U
WX ceMel ITyTeM BbI30Ba Ha KOHCYJIBTAIINIO, @ TAKKE TTPOBOIM -
JIVCh BBIE3IBI TIO MECTY TIPOXKMBAHUST OOJIBHBIX.

Ha Bcex mpoGaHaoB 3amoiHsIach CrielMaibHO pa3padbo-
TaHHas (popMaM3oBaHHas KapTa (DeHOTHUIA COTJIaCHO auar-
HOCTUYECKUM KPUTEPUSIM, MPUHSTHIM B HAlllell CTpaHe U 3a
pyoeskoM. Bosbimast yacth ceMeil ocMOTpeHa BEIYIIIMMU CO-
tpynHukamu MI'HLL PAMH.

CTaTuCcTUYECKYI0 00pabOTKY M OLIEHKY 3HAUMMOCTU pa3-
JIMYNI TIOJyYEHHBIX PE3YJIbTATOB MPOBOAMUIM MeToaaMu “Xu-
kBaznpatr” u t-kputepusi CTblofieHTa npu 5% ypoBHE 3HAYMMO-
ctu. Pesynbrarhl 00paboTaHbl C MMOMOILBLIO CTAHIAPTHOIO Ta-
KeTa cTaTMCTUYeCcKMX nporpamm Microsoft Excel. 3HaunMbl
paznuyus npu p<0,05.

PesynsraTsl u 00cyxKaeHue

B Pecniy6iuke Mopnosust (PM) ¢ Hacenenuem 840,4
THIC. YeJl. B HacTos1ee BpeMs BbIsiBiIeHO 119 GonbHBIX
HMCH B 44 ceMbsix (66 My>XKUMH 1 53 XEHIIUHBI), U3 KO-
TOPBIX CEMEMHBIX cydaeB — 23, criopagudyeckux — 21. Pac-
npoctpaHeHHocTh HMCH cocrasisier 14,16 Ha 100 ThiC.
HacejieHUs. B cooTBeTCTBUM C UCCIeI0BaHUSMU, MIPOBE-
neHHbiMU B 90-x ronax B PM, pacnpocTpaHeHHOCTb 3TOM
naTtoyioruu coctasisuia 11,47 [4]. YBenuyeHue N1aHHOTO
rnokasaTesisi B HACTOSILIMI Mepuol, BEPOSITHO, CBSI3aHO C
YJIy4JIIeHUEeM YPOBHSI TUATHOCTUKM U PETUCTPALIMU 3a00-
JeBaHus B PM.

3aboJieBaHME HEPAaBHOMEPHO pacIipe/ie/ICHO MO Teppu-
topuu Pecriy6nuku, Koneomsich ot 75,08 Ha 100 Thic. Hace-
JIEHUS 10 OTCYTCTBUS CIy4YaeB MO OTACJIbHBIM paiioOHaM.
HMCH 3apeructpupoBatbl B 14 u3 22 paitoHosB. B 8 paiio-
Hax — ATiopbeBcKuii, bosbienrHaToBckuii, EMbHUKOBC-
kuii, Muankosckuii, Kagomkuuckuii, KoukypoBcKuii,
TenbprymeBckuit, TopOeeBCKMiT — HET 3aperuCTPUPOBAH-
HBIX ciydaeB 3a0ojieBanust. B Jlybernckom, 3yboBo-TTomnsiH-
ckoM, MHcapckom, KpacHocno6oackoM paifoHaxX BbIsSIBIE-
Hbl HeOOJIbIIME TTOKA3aTeU PACIPOCTPAHEHHOCTH — Me-
Hee 10 Ha 100 TbIC. Yelr.

Camplit BBICOKUH TToKa3aTesb — 75,08 Ha 100 ThIC. yer.
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— 3aperucTpUpPOBaH B ApIaTOBCKOM paiioHe, 4TO CBSI3aHO
C TOMUHAHTHBIM TUTIOM HacienoBaHusgs HMCH u mHoro-
JIETHOCTBIO B CEMbSIX, MMEIOIINX IO HECKOIBKO OOTbHBIX.
Kpome Toro, umeet 6ob1110€ 3HaUCHUE pa3Tnine YUCIeH-
HOCTM HaceJeHUS OTIAEIbHBIX PailoHOB («3((eKT MaIbIX
BBIOOPOK»), TTOTPELIHOCTU MPY PeTUCTpaluy OOJbHBIX.

B cenbckux paitonax ciryuan HMCH BeTpevanuch yatie
— 18,65 Ha 100 ThIC. Wen., yeM B ropoackux — 11,14 (y>=
8,05, df =1; p<0,01). DTO MOXET OBITh OOBSICHEHO pa3iny-
HBIMU IpUIUHAMU: 3PPEKTOM «poIOHaYaIbHUKA», (Pop-
MMPOBABIIMMCS MTPEUMYIIECTBEHHO B TOT MEPUO, KOrna
peobJaaano celbcKoe HaceJIeHUe PernoHa, 3aTpyIHEeH -
SIMM TIEpeCeJICHHsI 9TUX MTAlIMEHTOB B ropo, 6ojee KoMpop-
THBIMU [Tl TAKUX OOJIBHBIX YCIIOBUSIMU KU3HU B CEJTbCKOM
MECTHOCTH U [Ip.

PacnipeneneHue GOJbHBIX MO MOJIOBOMY COCTaBY BbIT-
JISLAUT clieayomuM obpasom: 66 (55,5%) myxxuuH u 53
(44,5%) *eHIIMHBI, COOTHOIIIEHKE TT0JIOB cocTaniser 1,2:1
(x*= 4,43, df =1; p<0,05).

B xone aHanu3a pacripocTpaHEeHHOCTH B Haubosiee mpe-
CTaBUTEIbHBIX 3THUYECKUX Tpynnax PM BBISICHUIIOCH, YTO
STOT IMoKa3aTenb Beiie (y*= 7,52, df =1; p<0,01) cpeau pyc-
cKoro HacejieHust — 16,09 1o cpaBHEHMIO ¢ MOPIOBCKUM —
10,92 (x*= 13,71, df =1; p<0,001) u Tatapckum — 2,31 Ha
100 ToIc.uen. (x*= 4,60, df =1; p<0,05). Paznuuue ocHOB-
HBIX TPYIIN HacejieHus 1o pacripoctpaHeHHocth HMCH,
BEPOSITHO, MOXKET OBITh O0YCIOBICHO STHUYECKMMHU OCO-
OEHHOCTSIMM, YTO TpeOyeT JajbHENIIero yrjayoJeHHOTO
HCCIIeIOBAHUST STHOTEHETUIECKUX U KITMHUKO-3ITHICMHUO-
JIOTUYECKHUX acleKTOB B nomysasauusax PM.

BoisicHeHUe ceMeliHOro aHaMHe3a C TMOCJIeAYOIIUM
YTOUHEHMEM KJIMHUYECKUX MPU3HAKOB U COCTaBICHUEM
POIOCIOBHBIX IIPOBOIMIOCH BO BCeX 44 CeMbSIX.

DnexTpoHelipoMuorpadus MpoBeaeHa WIS WIEHOB 22
ceMeit, yTo no3BoJuIo npoBectu nuddeperHumanuio I u Il
TUTIOB 3a00JIeBaHMSI.

Ha ocHoBaHMM 3TUX JaHHBIX MOXHO C/eIaTh MpeaBa-
puTeNbHbIe BBIBOIBI, 4TO 18 (40,9%) ceMeliHBIX cilydaeB
OTHOCSTCS K ayTOCOMHO-TOMUHAHTHOMY Haclle/IOBaHUIO,
B 5 (11,4%) ceMbsiXx MOKHO TIPEIIIONIOKHUTH KaK ayTOCOM-
HO-TIOMMHAHTHOE, TaK 1 X-CLEIUIEHHOe JOMMHAHTHOE Ha-
cnenoBanue. B octambHbIX 21 (47,7%) ceMbsiX, Tie BBISIB-
JIEHBI CTIOpaTIecKue cydan, MOXKHO TIPEIITOIOXKNAT Ha-
JINYMe KaK TOMMHAHTHBIX (HEO-MYTAllMu), TaK ¥ PELIeCCUB-
HBIX COCTOSIHUM. [1J151 OKOHYATEIbHOTO YTOUHEHMS THUTIa
HacJe0BaHMS B HESICHBIX CTydasix HE0OOXOIUM MOJIEKYJISIP-
HO-TEHETUUYECKUI aHaJIu3.

Hzyuenue kmmamdeckoro mommmMopdusma HMCH ocy-
LIECTBISITIOCHh C TIOMOIIBIO UCIOJIb30BaHUS KPUTEPUEB I~
arHOCTUKHW HaCJIEeICTBEHHBIX MepudepruuecKuX HeBpoIa-
TUI, U3JIOXKEHHBIX B MaTepuaiax EBponelickoro KOHCOp-
1IMyMa I0 U3YYeHWI0 HEPBHO-MBIILIEYHbBIX 3a00JIeBaHUIA.

ITepBoie nmpusHaku 3a6oaeBanus y 73 (61,3%) O0ONBHBIX
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MOSIBUJIMCH 110 16 steT, y 46 (38,7%) — nociie 16 jet. Takum
00pa3oM, cpeHuit Bo3pacT AebroTa 3a001eBaHMSs COCTABUI
12,9 net. ¥V 69 (58,0%) 60abHBIX HAa HAYaJILHOM 3Tare 60-
JIe3HU KOHCTAaTUPOBaIU JUIIb c1aboCTh B HOTax, y 28
(23,5%) — monBopoTHI cToI, Y 8 (6,7%) — c1abOCTD B pyKax
U Horax, y 8 (6,7%) — uaMeHeHue moxoaku, y 6 (5,1%) —
00J1M B MO3BOHOYHUKE. Y Bcex OOJbHBIX TeUeHUE 3a00I1e-
BaHUs MeIJIEHHO Mporpeccupyioiiee. MHTeIIeKT mpu
HMCH He ctpagaert, yto 1 6bUT0 noaTBepxaeHo B 100%
ciyJaeB. Y BceX OOJIBHBIX MMEET MECTO TOXOAKa B BUIE
«CTeTMax», YTO SIBJISETCS] OMHUM M3 BaXKHEHIIMX TUarHOC-
Tryeckux rnpuzHakos HMCH.

JIoMUHUpYIOLIYE TTPU3HAKY TTOPaXeHUs B BUIE MbI-
LIEYHOM CTAaGOCTU M TUIOTPOMUHN B TUCTATBHBIX OTIEIAX
Hor yctaHoBJieHbI y 119 (100%) GONBHBIX, B THCTAIbHBIX
otmenax pyk —y 112 (94,1%). Y 101 (84,9%) obcnenoBanH-
HOTO 0OJILHOTO OTCYTCTBOBAJIN aXMJUIOBHI pedieKChl, y 17
(14,3%) — 6blmn cHukeHbl, y 1 (0,8%) — xusbie. Takke
HMMeJI0O MECTO OTCYTCTBUE KapIopaauabHbIX pedIeKCOB y
31 (26,0%) G6oabHOTO, ¥ 55 (46,2%) — cHUXEHBI, v 33
(27,8%) — xuBble. Y Bcex OOJBHBIX OTMeUaiach aehopma-
LMsI CTOIL: BhicOKuit cBon — Yy 104 (87,4%), ctona «®puj-
peiixa» —y 15 (12,6%). Kpome TOro, BHISIBICHBI YYBCTBU -
TeJbHbIC HAPYIICHUS TIO TTOJIMHEBPUTUYECKOMY THUITy. B
1IeJIOM KJIMHMYECKasi KapTUHA 3a00eBaHUsI COOTBETCTBY-
€T OMUCAHMSIM JAPYTUX aBTOpPOB [3].

B mipouiecce nccnenoBaHus 0OHapyKeHBI IBE CEMbU C
KpaifHe pelKo BCTPEYalOIIUMCS COYeTAaHMEM CUMIITOMOB
HMCH u nagoHHO-TIOOOIIBEHHBIM TUIIEPKEPAaTO30M, B
KOTOPBIX BIEPBbIe B MUpPe ObUT KapTupoBaH reH 2E Tumna
[3]. B npyroii cembe ¢ peakum V Turiom HMCH nHamu 3a-
pPEerucTpupoBaH (heHOMEH aHTUIIMITIALIMY TI0 XKEHCKOM JIM-
HUM, 9TO MO3BOJISIET OTHECTU JAHHBIN ClTydail K O0JIE3HSIM
sKkcrmaHcuu. Takxke 3apermcTpupoBaH peakuit VI tum
HMCH, coueratoiuiicsi ¢ arpodueit TMCKOB 3pUTEIbHBIX
HEpPBOB.

B 33 cembsix (94 60IbHBIX) OBUIO MPOBEASHO MOJIEKY-
JISPHO-TEHETUYECKOe MCCIeIoBaHNe, HalpaBJIeHHOe Ha
nouck MyTauuii reHoB PMP22 (mymmmkanmst) u Cx32. Pe-
3yJIBTaThl OyayT ONMyOJMKOBAaHbI B CJAEAYIOLLIEH CTaThe.

TakxuMm 00pa3oM, IPOBEIEHHOE MCCIEIOBAHNE BBISIBU -
JI0 BBICOKYIO pacnpoctpaHeHHocTb HMCH B PM, nudde-
PEHIIMPOBAHHOCTD AMUIEMUOJIOTMYECKUX TTOKa3aTelieil B
TOPOJCKUX M CETbCKUX TMOMYJSLMIX U Pa3INIHBIX 3THHU-
yeckux rpynmnax. HMCH mposiBnsiercst mmpokoii Bapua-
0eJIbHOCTBIO CPOKOB Ne01oTa 3a0o1eBaHus (0T 3 10 43 11eT),
MOMUMOPHOU3MOM KIIMHUYECKUX CUMITTOMOB, KaK BHYTPH-
, TaK ¥ MEXCEeMEWHBIM, TeTePOTeHHOCTBIO TUIIOB TATOJIO-
ruu. C Ueiblo YTOYHEHHS IUarHo3a Mpy MOJ03peHUN Ha
HMCH, a Takxe mns npuddepeHImaibHON AMarHOCTUKKU
otnenbHbIX TUTIOB HMCH, npexne Bcero, siBisieTcss HE00-
XOIMMBIM TIPOBEJEHUE MOJIEKYISIPHO-TEHETUIECKOTO MC-
cJIeI0BaHusI.
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