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Pe3iome: B HacTosLWEN Nnekumn paccmaTpusaloTcsd AeDUHNLMS U COBPEMEHHAsA Knaccndurkaumsa HacneacTBEHHOM HerponaTun.
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BeBepeHue. HacneacTBeHHbIE HEMPONATUN - re-
TeporeHHas rpyrnna reHeTu4eckn eTepPMNUHMPOBAHHBIX
3aboneBaHUi HEPBHOW CUCTEMbI, MPOABAALINXCS
MHOXECTBEHHbLIM NOpPaXeHnem nepudepmnyeckmnx He-
PBOB 1 pasnnyalomxca TMNOM HacneaoBaHus, Bblipa-
XXEHHOCTbIO KJIMHNYECKOro noanmopduama, ocobeH-
HOCTAMU TEYEHUS, XapaKTEPOM INEKTPOHENPOMMOrpa-
durnyecknx n MopPorncToOXMMmMYECKNX NUSMEHEHW.
MepBbie KNMHMYECKME ONNCAHNS HACNEeACTBEHHbIX HEN-
pornaTtuin ¢ NpenMyLLLEeCTBEHHON NoKanusauuen nopa-
XXEHUSA B AUCTasIbHbIX OTAEeNaXx KOHEeYHOCTEN caenaHsbl
J. Charcot, P. Marie (1886) n H. Tooth (1886) [1].

HacnenctBeHHblE HeEMpoONaTUM COCTaBASAOT A0
60 — 70% BCeEX XPOHMYECKUX MONIMHENPONATUN B pas-
JINYHbIX NONynaumax. HYactorta HacneaCcTBEHHOM HENPO-
natun Wapko-Mapwu-TyTta (LUMT) BapbupyeT oT
1:10000 po 1:2500 HaceneHus B pasnuyHbIX NONyns-
LMAX U 9BASIETCH OQHON N3 CaMblX BbICOKUX CPeam BCEX
HacneaCTBEHHbIX 3a00NE€BaHU HEPBHOM CUCTEMBI. B
CWA ¢eHotnn LWMT - camasa 4acTo BCcTpeyaemad
dopmMa 13 BCex HacneaCTBEHHbIX HelponaTuin, KOTo-
pas auarHoctupoBaHa y 150000 amepukaHueB. Hac-
ToTa Kaxgoro noatuna LLUMT BapbupyeT. PacnpocTpa-
HeHHocTb LLUMT B HopBeruu coctaensaeTt 36 cnyyaes Ha
100000 HaceneHusa, B icnanuu — 28:100000 Hacene-
HMS. Pe3ynbTaToM SSMOHCKOro UCCNELOBaHUA ABMASET-
ca yacTtota LLUIMT 10,8 Ha 100000 HaceneHus, B DUH-
nananm obeneposanm 435000 4enoBeK M BbISBUIN, HTO
16 cnydaes Ha 100000 HaceneHnsa coctaBngeT LUMT, a
20 cnyyaeB Ha 100000 HaceneHnsa — HacneacTBeHHas
HenponaTus ¢ NPeapPacnosioXXEeHHOCTbLIO K Napannyam
ot cpgaBneHus (HHCIC). X-cuenneHHas HacnencTBeH-
Hasi MOTOCEHCOPHAas HeMmponaTmusa BCTpevyaeTcsd C Yyac-

ToTton 3,1 Ha 100000 HaceneHuns. HacnegcTBeHHad
ceHcopHasa HenponaTtua (HCH) 1 Tmna BcTpeyaeTtcs ¢
yactoton 1:1000000 HaceneHuns. YactoTa cMHApOMa
CeMelnHom an3aBToHOMUM (cnHapoma Pannn-eq, Ha-
CNeCTBEHHON CEHCOPHOWN 1 BeretaTUBHOM Helpona-
Tn 3 Tnna) coctasndet 1 Ha 100000-140000 Hacene-
HUsa. YacTtoTa HacneaCTBEHHOW MOTOPHO-CEHCOPHOMN
Henponatum (HMCH) 1 tnna coctaBngaet 12,9 Ha
100000 HaceneHus. CywecTBYIOT Takxke BapuaHTbl 60-
nesHen 1B n 1C, yactoTa KOTOpbIX He ycTaHoBNeHa [1,
4,10, 11].

Knaccudukauma. KnnHuyeckasa knaccmopuka-
LMs HacneaCcTBEHHbIX HEMpPOoNaTuii NpeanonaraeT nog-
pasgeneHve nx Ha TP OCHOBHbIE TPYNMbl:

1) HacneaCcTBEHHbIE MOTOPHO-CEHCOPHbLIE HEVI-
ponatun (HMCH) - rpynna 3abofneBaHunii uMetoLmx
BECbMa CXO4HblE KIIMHNYECKUE NPOSBIEHUSA, KOTOPas
Ha NPOTAXEHUN MHOIMX OecaTuneTuin obo3Havyanachb
kak «6onesHb LLlapko-Mapu-Tyta» (LLUMT) [15]. B oc-
HOBe O0Ne3HU nexar aereHepaTuBHbIE UBMEHEHUSA MU-
€NNMHOBO 000N0YKM UM aKCOHOB ABUraTesibHbIX U
YYBCTBUTESIbHbLIX BOJIOKOH NEpndeprUYeckmnx HEPBOB U
CMUHHOMOS3IOBbIX KOPELWKOB, CKOPOCTb NPOBEAEHNS
nmnyneca (CIMWN) cHmxeHa no nepndeprnyeckum He-
pBaM. XapakTepHbIM A1 HUX ABASIOTCH Pa3BUTUE XPO-
HMYeCKn NnporpeccupyoLen cnaboctn n atpoduuv an-
CTanbHOM MYyCKynaTypbl HOI, YTHETEHUE CYXOXWUJIbHbIX
pednekcoB (B NeEPBYO o4yepenb, axuanoBbix), pac-
CTPOWCTBA YYBCTBUTENBLHOCTU NO MOJIMHEBPUTUYECKO-
My Tuny, aedopmaums cton (ctona Gpuapeiixa), pac-
CTPOWCTBA MNOXOOKM MO TUNY «CTennaxa»; Ha NO3AHEN
cTagaum MOryT NPUCcoeanHATLCS cnabocTb U aTpodus
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ONcTanbHbIX OTAENO0B pyK, aedopmauns kucten [10];

2) HacnenCcTBEeHHbIE MOTOPHbIE HerponaTtuu
(HMH) - rpynna peakux 3abonesaHuin nepndepmyec-
KX HEPBOB, XapaKTePU3YIOLMNXCS KNaCcCUYecknm gm-
CTajibHbIM PEHOTUMNOM MbILLEYHbIX aTpoduin U nape-
30B, HOPMaJIbHbIMUW UK cnerka CHkeHHbiMu CIMW no
ABUraTenbHbIM BOIOKHAM M COXPAHHOCTbLIO NpoBeae-
HUS MO CEHCOPHbIM BONOKHAM nepudepmnyeckux He-
pBOB. Hepenko B nutepatype 0603Ha4aloTCH Kak «Crn-

HasnbHbI BapuaHT 6one3Hn LLUMT»;

3) HacsieacTBEHHbIE CEHCOPHbIE Y CEHCOPHO-BE-
retatusHbie Heviponatumu (HCH n HCBH) - penkne ¢op-
Mbl HEMpPONAaTUI, XapakTepusyoLinecs ANCTanbHbIMN
HapyWweHNs MM YyBCTBUTENbHOCTU, TPOGUHECKUMU
paccTporicTBaMu 1 93BaMn B MOPaAXEHHbIX 061acTsX,
OCTEOMUENNTOM 1N OECTPYKUMEN KOCTHOW TKAHM ANC-
TaslbHbIX OTAENOB KOHEYHOCTEN. B OCHOBE AaHHbIX 3a-
6oneBaHUIn NexuT Nporpeccupyollas aereHepaums

Tabnuua 1. cpaBHMTe.ﬂbHaﬂ XapaKkTepuctuka pa3J/indHbiX BUAOB HacJyieaCTBEHHbIX HeﬁponaTMﬁ

Fes A ek HRE EnHaeC e Boapact T Cr
BApHAHTE NpoABNEHHA DebTa HACNEROBIHAR
Banar LT X CrafiooTe ancTanesol | Z-o8 F-cuygnnaHHE O35 ao 40w
B MR E T Hsls W CEY MATY PR BOr OECATHAETHE SO HA H THEIA
HOHTAKTOR - EOHHERGHH
32 (CREHEJE)
PauHwi charmap LUKAT 10 CratiooTe 2-0 ua- AyTacamin- O 36 g 42 wig
TREHCKpRNYN (EGRZ) LHETAMNEHIA CATHMNETHE Ak HIHTHEIR
WCEFTETY PR HOT
Bpomgesnan Bupaxensan crabocms | © Ay racammas
TMMOMEENIHNSHEYWER | GRETANBHIA P dEHAA pEUSEEMEHEIR Meree 10 pis
NanvHE ARG METHA L CEY TR TY Pl
C-m awapuva-Cotra Bepaxeuwan crafioome | C 2 nar AyTacaro- Menes 10 mic
SHCTANBHIA AOMAHAHTHEIA 1
| M CEf TP PEUECCHEHEIR
GOAPY LLUKAT 2K CnalooTe AMCTaNEHOR | © paH#en AyTOCOMb- O CRRAHRE O
WFCEF TR TY b 40T, DETeTRa PRUSCCHBHIER MANk BRMH-HE
NEPanie ranocaass
CEAMIE
LLKAT 44 CnafooTe gwsTansHol | © geTcTea AyTocomMb- e nEHHD
WS A TY PR B PELECCHBHEIR
LITAFISIMPLE LUKAT 16 CraficoTe gucTanssol | 208 1e- AyTacamin- o 16 po 25 wic
W SEY T TY PR Bar CATHMNETHE Ak HEHTHER
MFN2 LLIKAT 242 CrafosTe gveTansHon | C 10 net AyTacamb- Banes 33 mis
WCEFTETY PR HOT JCRMHIHTHEIA
DieHaEHIR | lMT 18 CrafosTe AMCTaNsHOR | B nepeard AyTacamb- Meree 20 s
Genax WY CEY MEATY il Har JECATHNETAN | AL HIHTHEN
MiienidHa [MFZFo) LLIBAT 21 Cratioome guetanssol | Moagees AyTacaro- Eonea 18 mic
MCL MATY Pl Har wavang ¢ 47 SO HA H THEIA
| o 70 net
LLKAT 2J CrafosTe AMeTaNsHoR | Moageee AyTacamb- Bapevpyer at
WFCEF TR TY b 40T, Hasanag ¢ 40 ACREHAHTHE MAN BRMH-HE
NETERA CryxE A 50 ner Ao 35 wiis W
HIEMANEHEN
EETIHAH
C-mi Qewepina-CoTTa Bipamannan C 2 net AyTacamb- Mense 10 ais
2nafocTe QMCTANHIA ACREHIHTHEIA 1
WY R TY P PELECCHBHEIR
Bpomgesnan Bupaxensan crabocms | © Ay racammas Menee 10 o
TMMOMEENIHNSHEYWER | GRETANBHIA P dEHAA pEUSEEMEHEIR
NanMHE ARG -NaTHA T CEY TR TY sl
Benok HeAp- LLUKAT 2E CraficoTe gucTansHol | © 1 roga ao AyTocomMb- o 13.a0 38 we
hnamsent WG MATY Pl Har 40 net 10 HA H THEIA
{MFLMEFL) LUMT 1F CrabodTe AMCTANEHOR C 1 roga oo Ay racammas Mewee 3o
| W SEY A TY PRl Bar 13 net Ak HIHTHEIA
MepransH LLUKAT 4F ZafepmKe MAOTERHGM Ctrogaasd | AyTocomia- Oy TETayeT
iPRX] paIBMTHA et FRUECCHBHER
C-m Oewepina-CoTTa BopaxenHan cnaliocts | © 2 net AyTocomMb- Menes 10 wic
SHCTANBHIA AOMAHAHTHEIA 1
| M CE TP PELECCHEHEIR
MeH Neprdepwisciore | LLUMT 14 CrafosTe AMCTaNsHOR | B nepeard AyTacamb- o715 a0 20 wis
MNBNHHOBGND Genm LTy TR TY Pl BT OECATHNR-THY | J0WHHAHTHENA
(FMP2Z) C-m Oewepisa-CoTTa BepaxesHan cnalfocme | © 2 net AyToCOmEa- Menee 10 Mic
SHCTEN B ADEAHAHTHEK 1
| MpCE TP PELECCHEHEIR
Hatnegsraedman N3G AMUEEEA B 3-m ge- AyTacamb- EEIETYELHA
HEHRPINATWA ¢ Npeapac | crafocTh MyCRYNaTypel | SRTMRETHH ACREHAHTHE
MEAOEE HHBETEH & EOHEMHOETER
QEEREEET oy
caaenenda (HHMMC)
SHATC2 LLIMAT &5 JatpygreHHe X0k CSao15ner | Ayracammas O 14 g0 57 w'c
| pEUBEEMEHEIR
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HEWNPOHOB 3aQHEKOPELLKOBbIX FAHIMNEB C MOPaXeHu-
eM 3aTtem nepudepnyeckoro BereTaTUBHOro 1 apura-
TenbHbIX HEWPOHOB [1, 4].

BbilwensnoxeHHasa knaccudumnkauna oCHoOBaHa Ha
xapakTepe CMMNTOMOB U TUMNe NopaXeHHbIX BOJIOKOH
nepmndepnyecknx HEPBOB, NPENMYLLECTBEHHO BOBJE-
KaeMbIx B aereHepatuBHbivi npouecc [10]. UmeeTcs
Takxe pag apyrux peakux @opm HacneacTBEHHbIX HEeN-
ponaTtuin, MHOrMe N3 KOTOPbIX ABASIOTCS NPOSBAEHN-
€M Pa3J/INYHbIX CUCTEMHbIX FEHETUYECKNX HapPYyLLUEHUH
obmMeHa (aMmunougHble HenponaTtum, NOpPUPUIiHbLIE
HeWponaTum, HernponaTum Npmn meTabonmyecknx nem-
kooucTpoodusax u ap.) [4]. HMCH aBnqaioTca cambiMu
pacnpoCcTpaHEeHHbIMW B paccMaTpuBaemMom rpynmne 3a-
6oneBaHUn U MMeT Hanbonbllee 3Ha4YeHne B KJIMHU-
yeckor npaktuke [8, 10].

Ha ocHOBaHuK pe3ynsLTaToB MONEKYNISIPHO-FEHETU-
yeckux nccneporanuii B 1995 r. A. Harding npeanoxun
KJIMHUKO-reHeTunyeckyto knaccudpunkaumio HMCH [1], ko-
Topasi no3xe Oblsia HECKONbKO MoANPULIMPOBaHa:

1) ayToCOMHO-AOMUHAHTHas HacsenCTBEHHas
MoTOCceHcopHasi Heviponatusi, Turn I: Tun | A, obycnos-
neHHas gynnukaumeit 17p11.2; obycnoBneHHas TOYKO-
BbIMU MyTaumamMm reHa mmenuHa PMP22; Tun | B; obyc-
JIOBfIEHHAs TOYKOBbLIMM MyTauMaMm reHa Mmmenmua Po;
Tmn 1 C; c HenaeHTUPNUNPOBAHHbLIM FEHETUYECKUM Oe-
dekTom;

2) ayTOCOMHO-peueccuBHasi HacaeqCcTBeHHas
MOTOCEeHCOpHas Heviponartus, Tun l:c HempeHTudnym-
POBAHHbIM FrEHETUYECKNM AEeDEKTOM;

3) ayTOCOMHO-AOMUHAHTHas HacaeACTBEHHas
MOTOCEHCOpHas Henponarus, tin ll: ¢ HenaeHTnoun-
LMPOBAHHBIM FEHETUYECKNM AeDEKTOM;

4) ayTOCOMHO-peLeccnBHasi HacaeqCcTBeHHas
MOTOCEHCOpPHas Hevponartus, Ty ll:c HempeHTuduum-
POBAHHbIM FrEHETUYECKNM AeDEKTOM;

5) HacsieacTBeHHass MOTOCEHCOPHas Herpona-
Tns, Tun lll: obycnoBneHHasa gynavkauuen 17p11.2;
00ycnoBfieHHass TOYKOBbIMW MyTaUMSAMWN FreHa MUEenn-
Ha PMP22; 06ycnoBneHHast TO4KOBbIMU MyTaunamm Po;

6) X-cuenneHHas HacneaCTBEHHass MOTOCEHCOP-
Hasl HevipornaTus: 00yCcnoBneHHas TO4KOBbIMU MyTaLUN-
AMU N aeneunsMm KoHHekcuHa 32; ¢ HenageHTudpunum-

POBAHHbIM FrEHETUYECKNM AEeDEKTOM;

7) CJI0XXHbIE POPMbI HACIEACTBEHHbIX MOTOCEH-
COPHbIX HenponaTnii: ¢ NMpaMmugHbIM1U CUMATOMaMM,
C aTpoduen 3puTeNibHbIX HEPBOB, C aTpoduen 3pu-
TesbHbIX HEPBOB U MYXOTON, C MUIMEHTHOM peTuHona-
TUen, C KepaToaepMuen nagoHen n cton.

CospemeHHas knaccudpukaums HMCH, ocHoBaH-
Hasi HA MONTIEKYNAPHO-TeHEeTUYECKNX AaHHbIX C UCMOJIb-
30BaHNEM KJIMHUKO-reHeanornyeckmx, AHMI u nato-
MOPdONOrnyecknx KpUTepmes, CNoXHa 1 ganeka oT 3a-
BEPLUEHMS B CBA3M C NPOOOIKAOWMMCS NONCKOM re-
HOB-KaHOMAATOB O/ KaPTUPOBAHHBIX TOKYCOB N OT-
KPbITMEM HOBbIX JIOKYCOB reHOB. BONbLIMHCTBO popm
(HMCH 1 »n 2 Tvna) nmeloT ayTOCOMHO-00MUHAHTHbIN
TN HacnenoBaHUA, 3HAYUTENIbHO MEHbLLIEee 4YMNCNOo
dopM HacnemywTCcss MO ayTOCOMHO-PEeLEeCCUBHOMY
Tuny (HMCH 3 1 4 Tnna), Heckonbko popM nmeloT X-
CcLenfeHHoe peueccmBHoe (Xg24) n X-AOMUHAHTHOE
HacnegosaHume (nokyc Xq13) ¢ npoMexXyToYHbIMU 3HA-
yeHuamu CMAN (ot 30 go 40 m/c). Ana HMCH 1 tuna
KapTUPOBaHbl N 0XapakTepu3oBaHbl 4 reHa MUesINHO-
Bbix 6enkoB (PMP22, MPZ, Cx32), y4aCTBYIOLLMX B KOM-
nakTMsaunm cNOeB MUENNHA N PETYANPYIOLLNX NPOAN-
depaumnio  audpdepeHUMPOBKY LLBAHHOBCKUX KNETOK
(EGR2). Mpun kapTmnpoBaHHbIx 12 nokycax gns HMCH 2
TMna yctaHoBneHbl Tonbko 6 reHoB (KIF1b, RAB7,
GARS, NF68, GDA P1, Lamin A/C), KOHTPONMPYIOLLNX
TpaHCNOPT MONEKYN B akconaasme, HapyLleHmne KOTo-
pOro NPMBOAUT K AereHepauun akcoHoB. Npy 60abLLIOM
pa3Hoobpa3nun KapTMpPOBaHHbIX FTEHOB BKad, OTAESb-
HbIX JTOKYyCcOB B npoucxoxgeHne HMCH pasnunyHo
(tabn. 1) [4].

B HacTosuwee Bpemsa ¢peHoTun LUMT, a Takxe He-
KOTOopble apyrue 6an3kme cCMHOPOMbI (C-M [lexepuHa-
CoTTa, BpoXAeHHas r’mnoMmMennHN3npyoLWas rnoan-
HenponaTus, HacneacTBEHHAS HEMPONATUS CO CKIOH-
HOCTbIO K Mapanuyam OT caaBfieHns), knaccnpuumpy-
I0TCH KaK Hac/1e4CTBEHHbIE MOTOPHO-CEHCOPHbIE HEM-
ponatun (HMCH) [10, 11]. B cooTBeTCTBUN C AAHHbI-
MU 91EKTPODPU3NONOrn4eckux MopPPOOrmYeckmx
METOA0B NCCNeA0BaHNS, MOXHO 4eTKO andpepeHun-
poBaTtb 2 0CHOBHbIX Tna HMCH: HMCH 1 tTuna n HMCH
2 Tvna [10].

Tabnvua 2. Knaccudukauua HacneacTBEHHOW CEHCOPHOW HerponaTtum 1 Tuna

Mogrian KrNHHMYECHAR  NPOARMEHAA Nokye Mew

HCH 1A CrseHne GONEE0R W TEMNEPETYRPHORA YYBCTEHTENEHOCTH, NPW 2g22.1-0223 | SPTLCA
COXPAHHOCTH TAKTHNEHOA W rmyBOKOA, My HHTENEHES HTYHHE
Gonn B HOrax. Ha noagHed CTAgMe MoseT NpWCoEauHHTREER
CAABOCTE AMCTANBHOA MYCEYNATYDR KOHEYHOCTER

HCH 1B Mpecdnagasar HAPYLWEHWS NOBEPXHOCTHOA YYBCTEWTENLHOCTH, Ip2d-pE2 HeuagecTHEI
KEWENG FACTPOEIMParnT, PEOKD TROQHHECKHE AIBH HA HOTAX,
CHNA OHCTANEHOR MyCKYNATYD EOHEWHOCTER
COXPAHABTCA

HCH1C Buovmbie MOTORHEIE AWCTANLHBIE HAPYLIEHWA, YACTO ABNAKITCA | 3021 RAB T

{LLUMT 2E, NEPaLIM MpH3Hakon Bonessw, MNMoTeps BoRX BRI OB

HMCH 2B) YYBCTEWMTENBHOCTH, SpTRONESTHR

HCH1D MoTepa BCEX BUADE YYBCTEWTENEHOCTH B OYVESX W HOMAX, HewnzgecTHeiA | HEW3IBECTHLIA
AEOPMAUNA WX, APTRONATHH, NEPHOAWYECKE BOIHHEADT
ABMrATENGHBIE HAPYLEHKS,
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Kpome TOro, ncnonb3yetcs knaccudukauus
HCMT B 3aBUCMMOCTM OT XapakTepa NopaxeHus, Ko-
Topas BkwyaeT: 1) muenmHonatuy - LUMT 1 Tuna nnum
HMCH 1 tuna, xapaktepusyloLwinecs rno aaHHbiM QHMT,
3Ha4YnNTeNnbHbIM CHMXeHnem CIW no gBuratenbHbIM
(meHee 38 M/C) N 4yBCTBUTENBbHLIM BOJIOKHaM nepude-
puU4yecKknx HepBoB, a MOPHONOrMYECKM - CErMEHTAPHOMN
rmnepTpodunieckon oeMMeNHU3aumen HepeoB ¢ Gop-
MUPOBAHNEM «JTYKOBUYHbIX FTOJIOBOK»; 2) aKCOHONnaTum
— LLUIMT tuna 2 nnn HMCH 2 tuna, xapaktepumaylouwme-
CS NePBUYHBLIM NOPaXXEHMEM aKCOHOB nepudepunyec-
KX HepBOB, Npu 3TtoM CIN no nepudepunyeckmm He-
pBaM B npegenax HoOpPMbl NN YMEPEHHO CHUXEHbI, a
Ha 6GMonNcun CTPyKTypa MMeniMHa 0CTaeTCsl COXPaHHOM.
Kpome Toro, npenfioxeHa knaccmbounkayma Hacnea-
CTBEHHOW ceHcopHow Henponatun 1 Tuna (HCH 1 tuna)
Ha YyeTblpe NoATMNAa B 3aBUCUMOCTW OT XapakTepa My-
Tauum reHa n ocobeHHOCTel Te4eHUs KIIMHUYECKON
cuMmnTomMaTuku (Tabn. 2).

OCco00EeHHOCTU KJINHNYEeCKOoro Te4yeHusa. B 3a-
BMCMMOCTHM OT TUMa HACNeaoBaHMA, xapakTepa MyTa-
LUN FreHa U KNIMHUYECKOW CUMMTOMATUKN BblOENaioT
KJIMHNYECKME BapUaHTbl HACNEACTBEHHOW HeliponaTuu,
cpeaun KOTOpbIX Mbl OCT2HOBMMCS Ha Hanbonee pac-
NPOCTpaHEHHbIX popmMax 3aboneBaHus.

HMCH 1 tuna, ayToCOMHO-A0MUHaHTHasi popma:
reH HMCH 1A tuna kaptmpoBaH B nokyce 17p11.2; 1B
Tuna - B nokyce 1q 22-23; nokyc gna 1C tuna - He naex-
TnduumpoBaH [15]. B 2/3 cnyyaax nebioT 601e3Hu Ha
NnepBOM OeCATUNETUN XN3HU, B 1/4 — BO BTOPOM Aecs-
TuneTtun [1]. KpanHe peako HMCH 1 Tnna Bo3HukaeTt
nocne 30 net. MNepBbIMM CMMNTOMaMK, Kak NpaBuo,
SABNAIOTCA YTOMJIEHME B HOrax nNpu OJiNTeNbHOW X0ab-
Oe, cTaTU4Yeckmx Harpyskax, HeyCTOMYMBOCTb MOX0O4-
KW, YacTble CNOTbIKaHMUSA, NOABbLIBUXN FONEHOCTOMHbIX
cycTaBoB. 1o mepe nporpeccmpoBaHuns 3abosieBaHuns
noxonka npuobpeTaeT xapakTep «NeTyLnHOol» (cTen-
nax). Yawe nepsoHavyanbHO aTpodUM BO3HUKAIOT B
MbILILLAX CTOM, PEXE - B MbILLLAX FTOJIEHN, HUXHEN Tpe-
T 6egpa. No3aHee aTpodUYecknii NPoLLecc pacnpo-
CTPaHAETCH Ha MblLULbl BEPXHUX KOHEYHOCTENM No Ha-
NpPaBAEeHUIO OT ANCTaNbHbIX OTAENOB K NPOKCUMab-
HbiM. B OoTOEeNbHbIX Cryyasx aTpoduyeckuin Nnpouecc
npu HMCH 1 Tvna orpaHnyMBaeTCs CENEKTUBHBLIM MO-
paxeHnem AUCTasnbHbIX OTAENOB KOHEYHOCTEel. ATpOo-
GuKM MbIWL, BbI3bIBAKT AedopmManmio CTON N KUCTEN.
Ctonbl npuobpeTatloT nonyio GopmMmy C BbICOKMM CBO-
OOM, NHOTAA B BUAE «KITIOLWKN» NN «PPULPENXOBCKON»
NONOW CTOMbI C BLICOKMM CBOJOM U 3KCTEH3Meln 00/b-
woro nanbua. KocTtHele gedopmanmnm CTon pacueHu-
BaloTCs OONbLLUMHCTBOM MCCNegoBaTenei kak obnurat-
Hblh Npn3Hak HMCH 1 tuna. Y HekOTopbIX B0NbHbIX
hedopmauus CTon NposiBASETCS Ha CaMbIX PaHHUX CTa-
anax 6onesHu, y Apyrmx - Nuilb Ha no3gHux. Benen-
CTBUE aTPOPUYECKUX UBMEHEHUI MbILLL, HOTU UMEIOT
dOopPMYy «ONPOKNHYTON BYTbINKW», «rannde», «<HOr anc-
Ta» [1]. OrpaHnyeHe 0O6BbEMA AKTUBHbIX OBUXEHUN,
cnaboCTb U CHUXEHNE MbILLIEYHON CUbl BApbUPYET B
LWWMPOKOM AmanasoHe: OT IErkoro napesa 40 HUXHEN
ancTtanbHoW napannerun. PaHHMM cMMnNTOMOM 6051e3-

HW ABNSIETCH CHMXEHNE NATOYHbIX (axuinoBbixX) ped-
JleKcoB, KOTopoe HabnoaaeTcs NpPakTUYeCcKn y BCex
6onbHbIX. Y 60-70% oTMevaeTcs CHUXeHne nnbo oT-
CYTCTBUME BCEX CYXOXUJIbHbIX pedekCcoB. HacTbiM npo-
asneHnem HMCH 1 tnna saBngioTca paccTponcTea YyB-
CTBUTENIbHOCTU. BonbHbIE XanylTcs Ha 60K pasnuy-
HOro xapaktepa (Howwwme, cTpenawme, 60Ne3HeH-
Hbl€ MbILLEYHbIE COKPALLEHUS NO TUNY KpamMmnu), nape-
cTe3nn. BoiaBasaoTCA MNSMEHEHUS KAk MOBEPXHOCTHOMN,
Tak 1 rnybokom 4yBCTBUTENbHOCTU. HapyLueHus rmy6o-
KOW 4yBCTBUTENIbHOCTM MHOrAa npeobnagatoT Haa Ha-
pPyLEHNS MU NOBEPXHOCTHOW U NPOSABAAIOTCA B BUAOE
CHUXeHus BubpaunoHHon (60-70%) n nponpuouen-
TUBHOW 4vyBCTBMUTENLHOCTU (50-60%). PaccTtpoiicTtea
NOBEPXHOCTHOM YyBCTBUTENIbHOCTM - MO NOJIMHEBPUTU -
yeckMMy TUNy, B BUOE rmnocTe3uit. Y psaaa 60/bHbIX Ha-
6nopaetcsa 601e3HEeHHOCTb NPU Nanbnaunm nepude-
puyecknx HepBOB. o gaHHbIM A.K. OcTtebepu n PY.
Dxmnnuata (1987), y 1/3 60nbHbIX KTMHNYECKM Onpe-
nenqaiTca runeptpodus nepmdepmnyecknx HepBoOB, Be-
retaTMBHble TPOPUYECKNE PACCTPONCTBA: ANCTaSIbHbIN
rmneprugpos, CyxoCTb KOXWU, LMAHO3 KUCTEN MU CTOM,
N3MEHEHME MNOBEPXHOCTHOM YyBCTBUTENLHOCTHU [1, 4].

HMCH 1 tnna, aytocoMmHo-peueccuBHas popma:
reH kapTupoBaH no xpomocome 8q [15]. 3abonesaHue
0ebloTUpyeT B NEPBOE AECATUNETME XN3HU, XapakTe-
pn3yeTcs 3a4epXKon MOTOPHOro passntus. Mo cpae-
HEHMIO C ayTOCOMHO-A0MUHAHTHON pOopMoOIi, 3abone-
BaHME NPOTEKAET bonee TAXENO, Pe3ye BbipaXeHbl aT-
pPOdUN MbILLL, ANCTASIbHBLIX OTAEN0B KOHEYHOCTEN, pac-
CTPOWCTBA YyYBCTBUTEIbHOCTW NO MOJIMHEBPUTNYECKO-
My TUMy. YacTo oTMeYalTCa aTakcus, KOCTHO-CYCTaB-
Hble gedopmMaumn KoHe4yHocTel. TeyeHmne 3abonesa-
HMA nporpeccupyowee. Ha SHMI: CI cHuxeHa no
MOTOPHbIM 1 CEHCOPHbLIM BOJIOKHaM. Mctonormnyec-
K1 onpeaenaiTcs runepTpodpuyeckme NSMeHeHNs ne-
pnoepunyecknx Hepsos [1].

HMCH 2 tuna, ayToCOMHO-A0MUHaHTHasi popma:
reH kapTuposaH Ha xpomocome 1p [15]. B 20% cnyya-
eB 3aboneBaHune nporekaeT 6€CCMMNTOMHO 1 ANArHO-
cTupyetca Ha ocHoBaHum AHMI n mopdonornyecko-
ro nccnegoBaHuii B CeEMbSIX, roe nMetoTca 60JbHbIE C
KTMHNYECKUMN NPpU3HaKamm 60ne3Hun. Y 00bLUIMHCTBA
60nbHbIX 3ab601eBaHNE NPOABASETCS BO BTOPYIO Aeka-
oy xun3Hun. MpnbénmnsuteneHo y 50% G0NbHbIX OTCYT-
CTBYIOT MblLLUEYHbIE aTPODUMN BEPXHNX KOHEYHOCTEN,
Hepenko BCTpeyaloTCs pacCTPONCTBA HYBCTBUTESbHO-
CTW NO NOJINHEBPUTMHECKOMY TNy, aedpopmaunm cton.
CyxoxunbHble pednekcbl He N3MeHeHbl MO0 CHUXe-
Hbl. TeyeHne 3aboneBaHns OTHOCUTENBHO Aob6poKaye-
CTBEHHOe€, MyboKol nHBaNMaAn3auun, kKak NpaBuo, He
HacTynaeT. Mpn OQHMI: He3HaunTenbHoe (38 M/C) cHK-
xeHune CIN no nepudepunydecknm HepeaMm. B Buonta-
Tax nepndepnyeckmx HePBOB NPU3HAKM aKCOHaNbHOM
hereHepauum n HempoHanbHom atpodpum [1].

HMCH tuna 2, aytocoMHO-peLueccuBHasi popma:
reH He ngeHTndunumposaH. 1eboT 3aboneBaHus npe-
MMYLLLECTBEHHO B PaHHEM OETCKOM BO3pacTe. Xapak-
TepHbI BblpaXxeHHble aTpodum 1 cnabocTb ANCTaNbHbIX
OTOENOB KOHEYHOCTEN, aedopmMaunsa KNCTEN 1 cTon.
Mpu OQHMI perucTpupyeTcs 3HaUNTENIBHOE CHUXEHUE
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CIA no nepudepnyecknm Hepeam (MeHee 38 m/c). B
OrnonTtaTax nepudepmnyHeckmnx HePBOB - MPU3HAKN aKCo-
HaNbHOW AereHepaunm n CHUXEHWE MNAOTHOCTU MUenn-
HM3MPOBAHHbLIX BOMOKOH. TeueHne 3aboneBaHuns ObiC-
Tpo nporpeccupytouiee [1].

X-cuenneHHass HMCH: reH kapTupoBaH Ha Xpo-
Mocome X B nokyce Xg13.1. 3aboneBaHue HacnenyeT-
cs1 no X-cuenneHHoMy peleccuBHomy Tuny. ebioT 3a-
6oneBaHua B 1-2-om pecatunetmm xXm3Hu. OCHOBHbI-
MU Xanobamu aBASIOTCS HEBO3MOXHOCTbL 6era, xoab-
Obl Ha NATKax, YacTble BbIBUXW B FOJIEHOCTONMHbLIX CYyC-
TaBax, cnabocTb Mblw, knucten. Y 90% 60bHbIX OTME-
yaeTtcs gedopmauma CTon nNo Tuny per cavus, MonoT-
KoOBGpa3Hoe UCKPUBIEHNE DOONbLUMX ManbLEB CTOM,
n3mMeHeHune noxoaku (ctennax). O6bLEKTUBHO onpeae-
naTca cnabocTb N aTpodUM MblLlL, ANCTaNIbHbIX OT-
0EN0B KOHEYHOCTEN, CHUXEHME NN OTCYTCTBUE CYXO-
XNbHbIX pedNeKCoB, HapyLLEHNE YYBCTBUTENIbHOCTM
no NoJIMHeEBPUTMYECKOMY TUNy. TedeHne 3aboneBaHns
nporpeccupyowee. Ha AHMTI: cHuxeHune CIM no ne-
pudepunyeckum Hepeam ao 20-40 m/c. B Guontartax
nepudepruyecknx HepBOB 0BHAPYXMBAIOTCHA aHOMAaSb-
HOEe UCTOHYEeHNe MNUENIMHOBbLIX 060N04Y€EK, 3HAUYUTESb-
HO€E YMCNo NykoBULLEenoaobHbIx o6pazoBaHmin [1].

HacneacreeHHas Henponatus ¢ rnpeapacrosio-
XKEHHOCThIO K napaanyam ot caasneHus (HHCIC): reH
KapTunpoBaH Ha xpomocome 17p11.2-12 B nokyce, Ko-
ONpYyloLWeM CUHTEe3 benka 22 nepndepmnieckoro Mmme-
nuvHa (PMP22) [3,7, 14, 15]. Tun HacnegoBaHMs ayTo-
COMHO-aoMMnHaHTHbIN. HHCIC xapakTepuayeTcs pas-
BUTUEM PELNAVNBUPYIOLLINX EMUENNHNINPYIOLLUX MO-
ToHelponaTuin, 06yCNOBIEHHbIX MOBbLILLEHHOWN YyB-
CTBUTENIbHOCTbIO Nepudepmnyeckmmx HepBOB K NHaOeK-
BaTHOM komnpeccuun. l’eH PMP22 Takxxe OTBETCTBEHEH
3a pa3BuTtme 6onesHn LLIMT 1A Tuna. B oTtamnumne ot
HHCIIC, o6ycnoBneHHon oeneumein PMP22, y 6011bHbIX
HMCH 1A nmeeT MecTo oynnavkauus gaHHoOro reHa. B
OCHOBE pa3BUTUSA 3TUX GOPM HEBPOMATUN NEXUT OANH
N TOT X€& MONEKYNAPHbIA MEXaHNU3M, CBA3aHHbIN C Ha-
PYLUEHHBIM CNAapMBaAHNEM FOMOJIOMMYHBLIX XPOMOCOM U
06MEHOM HEPBHbLIMUM y4acTKaMu XpOMOCOM B Mel03e.
Tako MexaHM3M BO3HUKHOBEHMUSA OaHHbIX 3abonesa-
HUI Nnpegnonaraert, 4yTo Yyactota HHCIC n LWLUMT 1A B
nonynaunum AoskHa ObiTb NPUMEPHO OANHAKOBON. Yun-
TbiBasi TOT ¢akT, 4TO pacnpoCTpaHeHHOCTb LLUMT 1A
coctasnsaet 1 cnyyan Ha 3000 HaceneHusa, cneposa-
TenbHo, 1 HHCIIC He aBnaeTcsa pegkocTblo. B ocHoBe
natoreHesa napes3oB u napanunyden npn HHCIC nexut
npexopsiiee HapyLleHne NpoBOAMMOCTHY No nepude-
pnYeCckUM HEPBHbBLIM BOJIOKHaM NOA BNIUSHMEM NHAOEekK-
BaTHOM komnpeccun. OgHaAKO Hanu4yne HopMasbHbIX
BOJIOKOH Cpeaun BOJIOKOH C U3MEHEHHOM MUENTMHOBOW
060104KOM 00BACHSET PakT BbISAOPOBAEHNS UK MO-
YTW MOJSIHOrO BOCCTAHOBJIEHUS ABUIrAaTENBHON QYHKLMN
(caHoreHes), a Takxe cHuxeHue CIM no MHOrMMm He-
pBaM, XOTHa UX GYHKLNS N HE HapyLUeHa.

BapuaHTtbl knuHnyeckux nposisneHun HHCIC: 1)
KITMHNYECKN MaHUPeCTHbIe GOPMbI MOHOHEMpPONaTuin
M nnekconaTtunm - peumnanBupyloLLIMe napannym ¢ xa-
pPakTEPHOM KINHUKOWN, pa3BnBaOLWLMECH NOL BAUSHUEM
nHagekBaTHOM Komnpeccuu; 2) GeHOMEH «OTNIeXnBa-

HUS - OTCUXMBAHUS» - 3TO 3NMN304bI KPATKOBPEMEHHbIX
HapPYLWEHUN YyBCTBUTENBLHOCTM N0, BAUSHMEM CTaTU-
YeCKUX Harpy30K M MHAAEKBATHOM KOMMPECCUN - Xa-
PakTEPU3YIOTCHA OLLYLLEHUSIMWN BbIPAXEHHOIO OHeMe-
HUS, O0EPEBEHEHUS, NON3AaHba Mypallek, KOTopbIE,
TEM HE MEHee, He NNLAKT CNOCOOHOCTU OBUraThCS;
3) anmM304bl KPAaTKOBPEMEHHbIX Napannyen - yrpara B
TeYyeHUe HECKOJIbKNX CEKYHA, (MUHYT) ABUXEHU B TOM
WU MHOM ABUraTesibHOM CErMeHTe, MoaBepriemMcs
MHaOeKBaTHOM KOMMPEeCcCcun. ANn3oabl napanmnyen Tak-
XK€ COMPOBOXAAITCH NapecTe3nsaMmn, KOTopble MPOX0-
OAT nocne pacTupaHMa oHeMeBLUEN YacTu Tena, nepe-
MeHe MOJIOXEHUS N aKTUBHbIX OBMXEHUSIX.

Knunnueckne nposisnenus HHCIC gebioTtmpytoT
B LUMPOKOM BO3pacTHOM guana3oHe - oT 10 no 68 neT.
MyXunHbl 3a60MEBAOT paHblUe, YEM XEHLLUMHbI. «Kpu-
Tnyeckuin Bo3pact» gebiota HHCIIC nmeeT gga nuka -
20-29 n 40-49 net. OgHOBPEMEHHO C pa3BUTUEM Napa-
nn4ya HabnJalTCS YYBCTBUTESIbHBIE PACCTPOCTRA, KO-
TOpble NPOSABASAOTCSA 6ONAMU UM NapecTesnen B Ha-
YyanbHOW CTagmun ero passuTtug. bonu ctarueaiowme,
HoloLWMEe, MO3Xalluye, Xryune, aJnTelbHOCTb KOTOPbIX
BapbMpPyeT OT HECKONbKMX MUHYT A0 ABYX MecsueB. Na-
pecTe3nn NPOSABASIOTCA OLLYLEHUSIMU OHEMEHUS, NO-
LWMNbIBAHUS, «<HANMTON» FOJIEHN, CTYMHU, KNCTKU, Npen-
nneybs, BCEN Pykn Unm Horu. JJoBONbHO 4acTo Habnio-
naetca GeHOMEH «OTCUXXUBAHUS» N «OTNEXUBAHUSA» KO-
HEYHOCTEN MNW OPYIrMX YacTen Tena. XapakTepHbl Tak-
X€ U BeretaTtmBHbl€ HAPYLIEHUSA B COOTBETCTBYIOLLNX
TKaHSAX: BNAXHOCTb, LMAHO3, FTMNOTEPMUSA, OTEYHOCTb
KOXW 1 MOAKOXHO-XMPOBOW KNeTyaTkun, a Takxe 6051e3-
HEHHOCTb NAPETUYHbIX MbILLLL 1 OKPYXXaKOLLMX X MOKPOB-
HbIX TKaHen npuv nanbnauuu [3].

HCH 1 tuna, aytocOMHO-AOMUHaHTHasi popma:
reH He kapTupoBaH. [ebioT 3aboneBaHna Bo 2-3-0M
DEeCATUNETUN XN3HU, XapakTepmu3yeTcs ANCCoLMnNpo-
BaHHbIMM PACCTPONCTBAMN YYBCTBUTENLHOCTN B OUC-
TaNbHbIX OTAENAaX KOHEYHOCTEN (CHUXeHne 601eBon 1
TemnepaTypHOW YyBCTBUTENBLHOCTU NP COXPAHHOCTM
TakTUNbHOW K rnybokoit). Mo Mmepe pas3BuTnsa 6oNe3Hn
NPUCOEOVHSAIOTCA UHTEHCUBHbIE, MYYUTENbHbIE, XIYy-
yme 601K B Horax, Tpoduyeckme 3Bbl CTOM M FONEHN,
HEepeaKo Bbi3blBAKOLLNE CNOHTAHHYIO aMnyTaumio nasb-
ueB. OTMeyalTcsa Takxke rmnoTpoduu ANCTaNbHbIX
rpynn MbilL, BEPXHUX N HUXXHUX KOHEYHOCTEN, OTCYT-
CTBME axXMIJIOBbLIX M KapnopaauanbHbix pedrekcos.
TeuyeHne 3ab6oneBaHnsa MeaIEHHO NPOrpeccupytoLLee.
OHMI: npn3Hakn geHepBaLMOHHbIX U3MEHEHWI, B NO-
3aHux ctaguax CIMNN no addpepeHTHbIM BOJIOKHAM CHU-
xaetcs. Natomopdonornyeckne N3MeHEHNS: oereHe-
paums CAnHanbHbIX raHMMEB, 3a4HUX KOPELLUKOB CMUH-
HOro Mo3ra, HeporeHHas atpodusa Mol [1].

HacnegcrseHHas ceHCcopHasi u aBTOHOMHAas HEV -
ponatus 2 Turna, ayToOCOMHO-pPeLeCccuBHas popma: reH
He KapTupoBaH. [1e6ioT 3aboneBaHns B paHHEM OETC-
KOM BO3pacTe. XapakTepHO HapyLweHne BCEX BNUOOB
YYBCTBUTENBHOCTU, TPOPUYeCcKkne 93Bbl CTOM U aMmy-
Tauum nanbLUeB. TeyeHne 3aboneBaHna MeaJIEHHO Npo-
rpeccupytowee. AHMI: cHmxeHune CIN no adpdepeH-
THbIM BOJIOKHaM. OTCYyTCTBME MUENNHU3NPOBAHHBIX
BOJIOKOH CHWXEHUE YNCNA HEMUNENNHUSNPOBAHHbIX
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BOJIOKOH B BuonTtarax nepudepuydeckmx HepsoB [1].

CuHAPOM ceMeViHOV An3aBTOHOMUN (CUHAPOM
Pavinn-/Les, HacneaCcTBEHHasi CEHCOPHas M BeretaTuBs-
Has Heriponatus 3 Tuna) HacnegyeTcd No ayTOCOMHO-
peueccuBHomy Tuny. [ebioT 3aboneBaHns B nepebie
rogbl XM3HU ¢ OyNbOapPHbIX HAPYLLIEHUAN (HapyLIeHus
cocaHus, rnoTaHmns), rmnepcanmeaumm Npu oTCYTCTBUN
Cne3oTeyeHuns, NPUCTYNOB PBOTHI, MOBLILLIEHNS apTe-
punanbHOro AaBfieHns, TeMrepaTypbl, NOTOOTAENEHUS,
HapPYLWEHNS YYBCTBUTENBLHOCTM B BUAE CHUXEHUNS MO-
pora 601eBOro BOCNpPUATUSA. XapakTepHa naTtonorus
3puTenbHoro aHannsartopa. OHMI: cHuxeHnme CIN no
OBUraTefibHbIM 1 HyBCTBUTESIbHLIM BOSIOKHaM. TeyeHune
nporpeccupyiouiee [1].

BpoxnaeHHasi ceHcopHasi Heviponarusi ¢ aHruapo-
30M (CUHAPOM CEMENIHON AN3aBTOHOMUM 2 Tnna) Ha-
cneayeTcs Mo ayTOCOMHO-peLeccnsHomy tuny. 1ebior
3aboneBaHund ¢ poXxaeHna. XapakTepHbl nepnoanyec-
Kne annu3ogbl NOBLILLEHUS TEeMMepaTypbl, aHMMAPO3,
HapyweHne 60n1eBON YyBCTBUTEJIbHOCTU, TPOdUYeC-
kne a3Bbl. Ha QHMI": cHuxeHue CINMU no adpdepeHTHbLIM
BOJIOKHaM. B 6GuonTtatax nepudepnyiecknx HepBOB: N3-
OupaTtenbHasa yTpata TOHKUX HEMUENUHU3NPOBAHHbIX
BOJIOKOH. TeyeHue nporpeccupytowiee [1].

3akno4yeHue. B Buaoy 0oCTaTouyHO BbICOKOW pac-
NMPOCTPaAHEHHOCTU OTAESNbHbLIX GOPM HACNEACTBEHHON
HenmponaTum n ux NO3A4HEN ANarHoCTUKM B NOBCEAHEB-
HOW HEBPOIOrMYECKON NPaKTUKe, HEOOX0AMMO MOBbI-
LIEeHNEe HACTOPOXEHHOCTU NPaKTUKYIOLMX HEBPOJIOIrOB
C LeNniblo paHHero BhbisiBieHUs 3aboneBaHus, Kkoraa Te-
panus 1 peabunnTaunoHHbIE MEPONPUATUS Hanbonee
3addeKkTNBHbI. 3TO NO3BOAUT 3aMEAIUTb TEMMbI NPO-
rpeccmpoBaHnUd HacNeaCTBEHHbIX HEMPONaTuii N ynyu-
WNTb couManbHO-ObITOBYIO aganTauuvio nauneHToB.
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