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Boaeans bexvema (BE) — pedkoe 3a6onesantiie, @ GCHORE KOMOPO20 ACHCUM CHCEeMHBIEL 8ACKYAUM HEYCRIGHOBACHHON
IMUOACRUL, NPOSEATIMUICA NOPANCEHUEM CAUUCMON NOAOCHI PMA, NOAOGHIX OPZAHUG, &1d3, KOJICU, ) HEKOMUPLLX
BOABHBIX — MAKMCE U HEPEHOL CUCMEMBI, Halife 6Ceco 6 Gude QUCCEMUHUPOEARROCO MeHUH20HYehauma Uil mpom-
G030 BEHOINBIX CUKYCOE MO32d. Bnepevie @ omeuecmeenHol Aumepamype Onuca Goashoil, cmpadaiowuii Bb (6 603-
pacme 33 aem) ¢ RAPEHXUMAMOSNLIM NOPANCCHUEM 20106HVE0 MO32A (pacceannsiti snvedhaaum). Hegposoeuneckue
Hapyuwerus RoAGUAUC, Yepe3 | 200 nocie cUCMemHolx (peuuduaUpyIONUEE ahmoskbtii CIOMAamum, A3l A NOIOGLLX
opeanax, nycmyie3Hoe u ncesdonycmyaesioe nopaNcerue Koxcu, apmpumet, apmpareui, 2unepmepmiuia). Onu OoLiu
npedcmaaaenbi NOGOCMPO PAIBUGIIUMUCS 2eMUNAPEIOM, NCeBO00YI0aPHEM CUHAPOMOM, NCUXUHECKUMU HAPYIUIeHIS-
MU NOOKOPKOGO2O milina, pacempoticmsom (Pynkuuu masoestx opeanos. llpu MPT zoa06H020 mazea 6 T2-pexcunse
GbL1 OBHAPYHCEHBI MKOMCECMBEHNbIe O4a2u 8 6en0M Gelyecmee NOAYIaGpUT 20106H020 M032d, ROOKOPKOGHIX 2AH2UAX,
Ipumenvron Gyepe, cmeone i mosdiceke. ITocae nyave-mepanuu KOPMUKOCMEPOUdamU OMMEHeH SHAYUMeIbHbIU pee-
pecc HeapPOAORUYECKUX CUMIMOMOG, Nocie GOROAHUMEAbHO20 HATKAHEAUR NPOIAKA — YMEHbIUERUE ACNORMANNOCII
U LcYesnogene Hacuasemeenio2o naaya; npi nosmoprod MPT eonoenoco mos2a — ymMerbilierue HUCAA U pAsMEPOs

0HaA208.

Knwuerue ciuoBa; dotesne bexwema, Heaponoueckue o0CAONCHENUA

For the first time in Russia, the authors report a case of a parenchymatous lesion of the brain (disseminated encephalitis)
which has developed in a 35-year-old man with Behcet’s disease. Neurological symptoms (hemiparesis, pseudobulbar
syndrome, subcortical mental abnormalities, pelvic dysfunctions) emerged one year after systemic disorders (recurrent
aphthous stomatitis, ulcers on genitalia, pustular and pseudopustular skin lesions, arthritis, arthralgia, hyperthermia).
MRI of the brain in T2-mode has detected multiple foci in the white matter of the brain hemispheres, subcortical
ganglia, tuber of the thalamus, trunk and cerebellum. Pulse therapy with corticosteroids produced a significant regress
of the neurological symptoms. Additional prosak administration reduced aspontanity and stopped jorced crying. Re-
peated MRI of the brain registered a decrease in the number and size of the foci.

Key waords: Beheet’s disease, neurological complications

Bosesns Bexuera (BB) — cUcTeMHbli BACKYIUT He-
YCTAHOBACHHON STHOIONHH, XapaKTepH3YIOLIMIcs no-
PaXEHHEM CTU3UCTON [MOJOCTH PTa, MOMOBBIX Opra-
HOB, I71a3, KOXM, B YACTH CIy4aeB — HEPBHOI cHUcTe-
mbl. 3abonenaiie HOCUT UM TYPEIIKOro 1epMaTo/ora
Bexwuera, Bricpsbie onucasuero ero B 1937 r. [4]. Co-
BpeMelilible quarHocrTuyeckue kpurepuu bb Britova-
0T PeLMIMBUDPYIOLIMI ATO3HBIH CTOMATUT (0Ga3a-
TeAbHBLIl NPU3HAK), COYETAIOWMACS C JTOOBIMH ABYMS
W3 CNEYIOLIMX MPOSIBAEHUIA: A3BblI HA MOJOBBIX Opra-
Hax (cBexue WK 3apyOLIEBABILNECS ), [IOPAXEHHE [J1a3
(3amIIHe YBEMTHl, PCTHHANBHBIA BACKYJIMT), MOPAXE-
HHE KOXHM (Y3noBag 3puTeMa, NCCBIOMONLTHKYIIUT),
MOJMOUTENbHBLIL TECT HA MaTepruio (CTePUJILHAS Myc-
Ty/a, BO3HUKAOLIAS Yepe3 24—48 4 Ha MecTe yKosa
cTepuiIbHOM urioit) [12].

3abosieBaHue B 2—3 pa3a yalle pa3BuBacTcs Y MyxXK-
yuit. Hayano Gose3Hu o0bMHO MPUXOINTCA HA 2—4-¢
NecaTUIeTHE KU3HN TPH cpesHeM BospacTe G0IBHBIX
B MOMeHT Jehiora sabomepanust 24—28 aer [1, 2, 7,
24]. Bb nambonee pacrpocTpaHeHa B CTPRHAX BOCTOY-
Horo CpeauseMHOMOpbsi (ocobeHHo B TypuuH) u B
dnonun, rae exeroaro perucrpupyercs 10—190 Ho-

*Poccus, 123367 Mocksa, Bonokoaamckoe ., 80.
Russia, 123367 Moscow, Yolokolamskoye sch., 80.

BBIX ciyuaes sabonesanus na 100 000 HaceneHus. Pe-
rMOH HAWBOMBLIIENO pACIPOCTPaHEeHHUs 3adoJeBaHMs
COOTBETCTBYET IPEBHEMY LISJIKOBOMY IIYVTH, B CRA3H €
yeMm mpemiaratocsk nepeuverosat, bD B OojesHb
"leakosoro nyrtu" [13].

Druonorua 3aboNeBaHus He packpeita. Mmerores
JaHHBIE O 3HAYEHHM MHPEKIUH (B YACTHOCTH, BbI3bI-
RaeMOil CTPENTOKOKKOM, BMPYCOM TPOCTOTO repreca),
FeHETHYECKONH MpeapaclnoyioKeHHOCTH U HMMYIIHBIX
HapyweHuid. B nonyasiiiup ¢ BBICOKOW pacnpocTpa-
HeHHOocThI0 BB, ocoBeHHO npu pelIUBHPYIOLEM
adTO3HOM CTOMATUTE M UIBA3BJICHMH [10JIOBBIX Opra-
HORB, BRISBJIEHA ACCOLUMAUMS C HOCUTEILCTBOM AHTHIE-
Ha HLA-B51 u ¢ reHoM, KOHTPOJIMPYIOLIMM CHHTEd
thakTopa HEKPO3a OMyXoK. YCTAHOBNEHDI MTOBbIIEH=
Hasl [IPOAYKLMS TTPOBOCHAIMTENIBHBIX TTMTOKHHOB
AUMBOLIUTAMM, AKTMBAUMA HeHTPODHIOB C I10BbI-
LIEHHO# 3KepeccHeil HX MeMOpaHaMu MOJTeKYT alre-
3MH, AKTUBALIMA MOHOLMTOB H SHIOTEJIMAIbHbIX KIE-
TOK, BBIPAGOTKA LIMPOKOIO CIIEKTpa oprarocnenndu-
yeckux aHTuTen |2].

Hesponoruyeckue HapyuieHust npu bD Bnepseie
6bUTH onucadsl B 1941 r., a nepeBoe CeKUMOHHOE HC-
cjie0ORAHME B CJIVYae C HeBPOJOTMYECKUMH TPOsIBle-
HUAMH — B 1944 r. [5]. HeBposornueckue paccTpol-
crBa passuBalorcs y 5—30% GosbHbIX, CPEAHHI BO3-
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pact GOJBLHBIX MPH UX BO3HMKHOBEHHM COCTABISIET
28—32 roaa [2, 7, 24]. OObIiHO HEBPOJIOrHUECKHE Ha-
PYLIEHUWS BOZHUKAIOT YEpe3 HECKONBKO MECHTIER MIIH
JIET [10CJI€ HAaYd1a CHCTeMHBIX pacctpoucts [7, 21]. ¥V
3—8% BGONBHLIX OHU MPEAIIECTBYIOT CHCTEMHBIM Mpo-
SBTEHUAM Ha nepuoa 1o 9 ger, a y 7,5% GolibHBIX 110-
SIBISAIOTCS OAHOBpPEMeHHO ¢ HUMU [2, 11, 24]. Cinyuau
THNHYHLIX 1 B neppoiornyeckux HapyureHuii mpu
OTCYTCTRMM CHUCTCMHBIX [IPU3HAKOB 3abojieBaHus
npesnaraercs obo3Ha4YaTh KAk "BepoaTHLIe” MU "BO3-
MOXHBIC" Cllyyan HeBpOJIOrMYecKHUX TiposiBieHuil BB
{10].

Brlaenaior
IIHC npu BB:

1) mapeHXHMAaTO3HOE [OBPEXKAEHHE, B OCHOBE KO-
TOPOTO JIEKUT AWCCEMMHMPOBAHIILIH MEHWHTO3HIIE-
(aJINT, CBA3AHHBIH € BACKYJIMTOM MEJKHX COCYIOB.
Ero nona cocrasaser no 80% B CTpYKType BCeEX HEB-
poJorHuYeckux nposianeHui bb. 31oT TUN nopaxeHus
HEPBHOMH CHCTEMbl HEKOTOPbIE HBTOPHI IPELIAralor
oDo3HavYaTh Kak "HeBpoJiornyeckasa bb";

2) BTOPUYHOE, UJIM HElapeHXHMAaTO3HOe, MOBPEeX-
JEeHHE MO3ra, YacTOTa KOTOPOTO CPe/Ii HEBpPOJIOrHue-
ckux npoanrnediit BB cocrasnsier 20—30%. Hanbosee
44CTO OHO OOYCJIOB/JIEHO TPOMOO30M BEHO3IHBIX CHHY-
COB M0ara. DTOT THIT MOBPEXKICHHS MO3rd Mpeiara-
ercsl 0bo3HauaTh Kak "cocyauctuiit Bexuet". Ocnora-
HUEM U1l OTOr0 CAYXKUT TOT HakT, 4To Y TAKHUX OOJIb-
Hbix yaie (64%), yem y GoabHbIX 6e3 Tpombo3a be-
HO3HBIX CHHYCOB Mo3ra (306%). pa3BMBaOTCsS 3KCTpa-
LepebpanbHbie TpoMO03bl. K BropuuHOMy noppeskie-
HUIO MO3rd OTHOCSITCST M PelKO BCTPeYaloluecs cly-
Uau MopaxeHusT KPyNHbIX UepebGpanbHbIX apTepuid
(TUCCeKIIMs, aHEBPH3MBI), @ TAKKE ACENTHIECKHIT Me-
HUHIUT [2, 21, 24].

Onucanbl oTaenbHble HadmooeHua nepudepuye-
cKoit nepponatun 1 muonartuu npu BB [18, 25].

Mopdcosornueckoil 0CHOBON MAPEHXUMATOZHOIO
noBpexicHust Mosra npu BB siBasieTcs nucceMuHupo-
BAHHBIN MEHUHTo2HUEhATUT ¢ pPACpPOCTPAHEHHBIMM
NePUBACKYTAPHBIMU TUMBOIMTAPHBIMU MY(DTAMHA BO-
KPVI' BCHYJ] H KAIIWUIIPOB ¢ HeOOMbLUUMH THCCEMU-
HUPOBAHHBIMM OYaraMH MOJIHOTO U HETMOJHOr0 Hek-
po3a, IEeMHUETHHU3AIHEHR, CKIICPO30M B CEPOM H BeJloM
BELIECTBE rOJIOBHOTO MO3ra, yallle Bcero B ¢TBose, Ga-
3AABHBIX FAHIJIMAX W BHYTPeHHe# Karcyie [3]. Quaru
OCTPOro BOCIAJIEHHUSI MOTYT ObITH MpencTaBleHbl Hel-
TPo(HABLIIOH U 203MHODMIRHOH UHMIBTPALME ne-
PHBACKYJISIPHBIX [IPOCTPAHCTB M MAPEHXUMBI 6€3 npH-
3HAKOB BACKYIWTA, (QUOPUHOMIHOrO HEKPO3a WM
Tpombo3a. MuKpoopraHuaMbl U BHpYCHl He OGHapy-
xusaworest [9]. B OTHeNBHBIX cAydYasx BBIABIAIOTCS
nudhysHas geMuennHU3anug W THO3 B OeJI0M BeLLe-
CTBE J0DHOH W TeMeHHBIX [0Jel TOJNOBHOTO MO3ra,
MHKPOCTIOHTHO3HLIE HEKPOTHYECKHE ovard B OejoM
BEIIECTBE, MO3KCUKE, DA3IbHBIX TAHIIMSIX, 3PUTENb-
HOM Oyrpe, cpelHeM MO3Té M MOCTY, HEKOTOphIE — €
COMYTCTBYIOUIMM Muazam [26].

Knuiunyeckue npusHaku mapeHXUMATO3HOIO MO-
BPEXIEHHA MO3la yalue Bcero (B 2/3 cliyuaen) BO3HHU-
KAal0T OCTPO WIN MOJOCTPO M 0003HAYAIOTCH KAK ATAKA.
Pexxe (1/3 cayvacr) oHu HapacTaloT rocrenerdno. Tu-
IMYHbIE HEBPOJIOTMYECKHUE MPOABIIEHUS BKIOYAIOT re-
MHIApes, MCHXO3MOIMOHAIBHBIC PACCTPOCTBA (pac-
TOPMOKEHHOCTL, HENpPABUJIBHOE [MOBENIelT|e, anaTus,

ABA OCHOBHBIX THIIA [TOBPEXKILCHMS

TIOBBILICHHAA COHJIMBOCTb) W HAapylWeHUs] QYHKLIHH
Ta30BbIX opraios. Pesxe oTMeualorcst CTBOTOBBIE, M-
PAMMJIHBLE, MO3XKEUKOBbIE, MYBCTBHUTENbHbIC M MCEB-
no0ynpbapHele HapylUeHUsd, Tremuxopesi, remuba-
JIM3M, CHHAIPOM TAPKMHCOHH3MA, MYTH3M, l"lril'l{ip(i)'d-
[Msl, OCTPbl€ MCHXO3bl, 3MHIENTHYECKHE TIPHITAIKH.
Hapyurenue puIcluMx ncuxudeckux yukuumii (aca-
31S1, ATHO3MA, arpakcKsi) BCTPEYaceTesi KpalHe pelko.
[Mpu ocMOTpe MOUTH BO BCEX CAYYASX, JAXE MPH OT-
CYTCTBMM MAPE30B, BbIABIANTCH [HPAMMAHBIC CUM-
[ITOMBI, YacTo ABycTopoHHUEe. B ocTpom nepuose sa-
DoJieBaHMsl HepeaKo HAOIIoNAIOTCSA rojoBHas Gonh u
NOBBIILIEHHWE TeMmreparypbl Tteja. MeHHHrealbHEBIE
CHMIITOMBI OoTMeualTcsl menee yeM v 10—40% Gons-
HBIX [2, 6, 11, 14, 20, 21, 24].

Brinenstior 3 0CcHOBHBIX BApWAHTA TeyeH s 3aboe-
BAHUA [IpU NAPEHXHMATO3HOM THIIE TOBPEXIEHUA
Mosra: 1) posinoo6paiHoe B BHIE MOBTOPHbLIX aTaK
(oxono 40%); 2) BropuuHO-NpOrpeccHpyoLlee Teye-
Hue nocie ataku (30%); 3) nepBUYHO-TIPOTPECCHPYIO-
uee Teyerue (10%), npu Koropom B gajibHeLUEM MO-
ryT paszguBatsest ataku. [pubausurensho y 20% 60/1n-
HBIX CHUMIITOMbI MAPEHXMMATO3ZHOTO [IOBPEKIEHMS
Mo3ra OBHAPYAKMBAKOTCH TONBKO MNPH HEBPOJIOrHYe-
CKOM OCMOTpPE U KJIMHHYECKH ABJSIOTCS GECCHMIITOM-
HLIMKU. B mocnenyiomem y arux GosbHbIX MOIYT pas-
BUBATLCSI THITMYHBIE ATAKH MM 3aDoNieBAHUE MOXeT
MPHIATE MEPBUYHO-TIPOrpeccupylolee tevyeHue [2].
0. Oktem-Tanor u coapr. [19] oBpawaioT BHUMAHME
Ha MOCTerneHHoe, e CBA3AHHOE C ATAKAMN CHHKEHME
naMaTH, BHUMaHUs, HAPAaCTAHWE JIMYHOCTHBIX H3Me-
HEHHH.

Tsikectb 3a00/1eBaAHNUA TTPH TAPEHXHMATO3HOM 10-
BpEXIEeHMH Mo3ra paziuyuHas. [MporHoCTHYECKH He-
GAaronpUsTHLIMU NPU3HAKAMH SBJISIIOTCA H3MEHEHUA
uepebpocnuHanbioit kuakoeru — LLCK (umros, 1o-
BhIILIEHHME YPOBHH DeJiKd), MopaxeHHe cTBOJIA MO3ra,
Hasuuue bonee IBYX aTak, BEIPAXKEHHAS HERPOJIOTHYL-
CKadg MM NCHXMYECKAsi CHMIITOMATHKA, B CBS3H C KO-
TOPO DOJILHONW HYXKOAETCS B MOMOLUM OKPYXKAIOIUX,
obocTpenue 3aboNeBaHUA NPH CHUAKCHUM [103bl KODP-
THKOCTEPOUIOB, lIporpeccupyiowee (NepBHUHOe WU
BTOpH'IHOE) TedeHHe 3aboaesauusa [2, 14|. Cmepr-
1HocTh npu BB c HeRposorMucckUMuU NPOsIBIEHUAMH
cocragasier 11% B TeueHHe NepBeIX 5 neT 6oAe3Hu, 4yTo
ITPEBLILIAET TAKOBYIO Y BOMBHBIX He3 HEBPOJIOTHYECKUX
npossinenuit (5% B Teuenue 10 et nabmomenus).
[TpHYMHOK CMEPTH ABJSIIOTCS KaK HEBPOJIOTMYCCKUE,
TAK M COMaTWYecKue HapyweHus [2, 27].

IMpu ncenenosanun LICZK B octpom nepuone 3a6o-
JieBaHWA DoJiee UeM y MoJ0BHHBL O0ILHBIX o6HapyXuBa-
I0TCS TLIEOLIMTO3 M NOBhIllIeHHe ypoRsst Genka [2, 7, 21].

Bousblitoe 3HaveHME B AMATHOCTHKE HEBPOJIOTHYE-
ckux nposeneHuit bb uMeloT MeTobl HelpoBUayann-
sauuu. MPT ronosHoro mesra sisnsieTest Gosiee uyBeT-
BUTENbHBIM MeTOAOM, ueM KT, Tak Kak oyaru mopa-
KeHHs oObIMHO pacrofaraloTest B 001acTH CpeiMHHO-
CTBOJIOBBIX CTPYKTYP M Y4CTO UMEIOT HeDONBIIOH pa3-
mep. IMpu MPT ouarobnie usmeHeHHS OGHapYXMBa-
torest y 70% GonbHbix, npu KT — v 31% [2]. M3mene-
HUs B MO3re Mpu obocTpeHnH 3aboneBanus npeacras-
JIEHBI oYaraMu MoHWXKeHHo#I ruorHocty npu KT u no-
BbILIEHHOH HMHTEHCHBHOCTH cUTHaIa B T2-pexume
npu MPT. Odaru vaue Bcero MHOXecTBeHHbIE, B 1/3
CyYyaeB ABYCTOPOHHME M ODBIMHO pacrosaraloTes B
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cTBOJNE, Ba3aNbHBIX FAHIIUAX, AH3HLIehaIbHON 061ac-
TH 1 BeJIOM BelecTre noiyapuii. MoxeT oT™MedaThest
00heMHOE BO3IENCTBHE HAa pacroioXkeHHbe BOIM3U
JAUKBOpPHBIE MpocTpaHctsa. [To Mepe perpecca Herpo-
JIOTHYECKMX CUMIITOMOB YHCJIO OYATOB M X pasMepbl
YMEHbIUAI0TCA. Yepes HecKonbKO MecqalUes nocie o6o-
CTPEHUA TMNEPUHTEHCHBHOCTE MP-curuana or oua-
ros B T2-pexumMe WHOrIA CMEHSETCA IMMITOMHTEHCUB-
HOCTBIO. JUIsl To3aHei craguu 3a601eBaHNs XapakTep-
o pacumiperue 111 xxenymouka u cvbapaxsounaibHbIX
MPOCTPAHCTE HA OCHOBaHMM Moszra. MHorna o6uapy-
Kupaetca aMddysHoe CHUKEHHME [IOTHOCTH Georo
BELIECTBA I10/IyLUAPHIA roloBHoro mosra [2, 7, 11, 15,
23, 28].

Huarvos BB ¢ HeBpoNOrHYECKUMM TPOSIBICHHSMHU
OCHOBBIBAETCSI HA COYETAHHM XapaKTEPHBIX CUCTEM-
HBIX M HEBPOJOIMYECKUX MPOSABIEHMIt, pPEe3yJibTaTax
uccneposanust LICK, MPT wiu KT ronoest. 1o pan-
HbM T. Devlin u coasr. [7], npaBHAbHBI AWArHO3 Ya-
Ll1e BCEro YCTAHABIMBAETCS Yepes HECKOIBKO MECSILEB
WiM JIeT (B cpenneM 4yepe3 3 roja) mochie MOABJIeHUs
HEBPOJIOrHYecKoi cumntoMaTik. Hanboree yacrsi-
MH MTPUYHHAMH 34M030a7105 JUATHOCTHKM CaykKaT He-
JOy4eT CHCTEMHDIX NMposABICHUIT 3a60JIeBans, oTeyT-
croue uameHeHuit B LICK, yto Tpebyer nposeneHus
[TOBTOPHBIX JTIOMOATLHbBIX ITYHKUMH PH MOA03PEHUH
ua bb, mpumenenusn KT, a e MPT ronogei.

Nudrdepenunansibiii tnartos BB ¢ HeBponornye-
CKHMH HAPYLIEHUAMH OOBIYHO MPOBOLNTCH C JAEMMUC-
JTUHU3MPYIOLLMMU 32001eBatHUAMHM, B MTEPBYIO OYEPEb
C PACCEAHHEIM cKieposoM. OGmmmMu yeptaMu o6oux
3a00/1eBAHHIA ABIAIOTCS MOJIONOM BO3pacT GOAbHBIX,
OCTPOE HIAW IIOJOCTPOE PA3BUTHE HEBPONOIHYCCKHX
CHMIITOMOB, YACTOE HATMYMe ABYCTOPOHHEH mnupa-
MHAHOW CHMMTOMATUKH, TA30BBIX HAPYLIEHHI U oYa-
roBoe MopaxeHue Mosra, obHapyxusaemoe npu KT/
MPT. Tlpu nuddepeHaibHOM IHATHO3E YIUTHIBA-
I0TCS HAIMUKEe CHCTEMHBIX TIPOARICHUIT 32008 BAHIA
pu BB, coctan LICXK u nokanusauus ovaros mopa-
KEHHUSA B ronoBHOM Mosre. [lpu BB owaru pacrionara-
0TCsE B O8I0M U CEPOM BEIIECTBE, NPEUMYILIECTBEHHO
B CTBOJIE, IUOHUEDANRHON 0OITACTH U 6A3ALTHLHBIX TAHT-
JUAX, TOMAA KAK [JULST PACCEAHHOTO CKIICPO3a XapaKTep-
HO pacroaoXeHne O4aros B IIEPUBEHTPUKYIAPHOM Ge-
Jom peutectse. C reueHneM Bpemenu npu BB HekoTto-
pwie ovarn Ha MP-Tomorpamme B T2-pexnMe Moryt
MPUOOPETATL HU3KYIO MHTEHCHBHOCTD CUTHANA B CBS-
3H C SBONIOLMEN IHAMENe3HEIX KPOBOUMIUSIHUIA B yya-
CTKAX OCTPOIrO BOCMHANEHUS C OTJIOKEHHUEM TeMOCHIIE-
puna (2, 8, 11, 15, 23, 28]. duddepesumnanbHblii am-
4rH03 O0CODEHHO TPYHeH B ciyuasix, Korma npw KT/
MPT ronosHOro mosra o6HapyXuBaOTCH W30 THPO-
BAHHbIC 0'1Ard B O€/IOM BEIECTBE U HEBPOJIOTHYECKHE
MPOSIBIEHUST MPE/IECTBYIOT CHCTeMHLIM. OnpeneeH-
HOE 3HAYCHHUE B ITHX CAYYASX HMCET MCCASI0BAHHE
LLCK. Ina BB xapakrepHbl M1eoUUTO3 M OTCYTCTRUE
TUMTUYHBIX JUTSl ACCESIHHOTO CKJIEP03a OJMIOKIOHANE-
HBIX anturen [2, 17].

Jleuenue B 0CTPOM M TOAOCTPOM MeEpHUOTAX nmapeH-
XHUMATO3HOTO NopakeHHst Mo3ra npu BB Bxiwouaer
MPOBEAEHUE TTYJILC-TEPANUN KOPTUKOCTEPOUIAMH B
CYMMapHoit Jlose 1—3 r ¢ MOCAEAYIONIAM HAZHATEHM! -
eM BHYTpb 20— 30 Mr npenaparos B CYTKH C MOCTeneH-
HBIM CHHXXEHMEM [03bl 40 NOMAePXKHBATOLICH. DTO No-
3BOACT N0OKTHCS XOpolero adidrexra gaxe B cayvasx,
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KOraa JIeYeHHe HauMHAaeTcsl ¢ 3amosjaHueM. Pexe
ITPOBOJMTCST TY/AbC-Tepanus uuKIodochanom ¢ no-
CTIE/IYIOLLHM [TPUEMOM IIpenapaTta BHYTps. B xauectse
TOAAPHUBAIOIICH TEPANUU TAKIKE UCMOIL3YIOTCH a3a-
THOIPHH, KONXHLUKH, peXe — IIHMKIIOCIIOPHH, XIOpaM-
Oyumi, merorpekcar [2, 22].

BropuuHoe (nemaperxmmartosHoe) moBpekaelne
moara npu BB uauwe Bcero npencrabreqo tpomGosom
BCHO3HBIX CHHYCOB. OH oTMevaercst npuMepHo v 20—
30% Gonbbix BB, MMeOLINX HEBPOIOrHYECKHE 11pO-
siBiCHUS (2, 24]. [TpH ceXIMOHHOM MCCIeIOBAHMY [Ie-
pebpaibHblie BeHO3Hble TPOMOO3bI OBHAPYXHBAKITCH
pexe (7%), yeM IHArHOCTHPYIOTCS KIMHUIECKH, 04e-
BUIIO, BCAEACTBUE TOTO, YTO OHU PEKO 3aBEPILIAKITCS
JietaabHbIM HexonoM | 16]. [lepebpanbHblit BeHO3HDIH
Tpom603 MoxeT 6bITh NepBbIM nposianeHem BB (8%),
B CBS3M C UM IO MOABNEHHS a()TO3ZHOrO MopakeHus
CJIUINCTBIX MPaBUIbHAS IMATHOCTHKA KpaiHe 3aTpyi-
HeHa [24]. Yaure Beero TpoMGo3 pasBUBAETCS B CAruT-
TAILHOM HITH TONEepeyHoM cHHyce. KiauHnueckas
KapTHHA [IPEACTAB/IEHA TOBOJIbHO OCTPLIM (10 2 IHEi)
WM MOCTeNeHHbIM (HA NPOTSKEHUH HECKOJMbKUX He-
lIelb) PasBUTMEM HEBPOJOTMYECKMX CHMIITOMOB: TO-
JIOBHOM DOJTH, OTEKA JIMCKOB 3PUTETLHBIX HEPBOB, MO-
PaXCHUA OTBOISILUHX HEPBOB BCICLCTBHE BHYTPHYE-
pernHoit ruriepreH3nm. ¥V HeKOTOPBIX GONBHBIX BO3ZHHU-
KalT 3MUIENTHYECKME MPUIIAAKH, CHHXAeTcs ypo-
BeHb GoapcTBoBanus. B 1/3 cayyaes obHapy:kusaercs
JIErKasi OMaroBasi HEBPOJIOrMYeCKash CUMMITOMATHKA. B
BepUPUKALMM TPOMDO3a BEHO3HBIX CHHYCOB OCHOR-
1OE 3Ha4YeHME uMeeT aHrHorpadust (KOHTpacTHas Wid
MArHUTHO-PE30HAHCHAsT).

JledeHue BKIIOUAET KOPTUKOCTEPOMIbLI M AHTHKOA-
TYJSIHTBE (TIPSMOTO JICHCTBHSL. — B OCTPOM MepHOJE,
HEMpPAMOTro NEHCTBMA — B OTHAJICHHOM Mepuole).
OBLIYHO HEBPOJIOIMYECKASI CHMITTOMATHKA MCYE3aeT B
redeHude 1 mec. JloNrocpoYHbiid IPOrHO3 3aBUCHUT OT
NMPoBOIMMOro JicueHHs. ¥ DOJbHBIX, HE MOJNYYABLIMX
AHTHKOATYJSTHTBI W (MJIM) CTEPOMIbI, C TeUeHHUEeM Bpe-
MEHM TPOMOO3BI MOIYT peuUIAUBUPOBATE |2, 24].

B oTeyecTseHHOIT AMTEpaTYypE OTCYTCTBYET OMuca-
HHE MapeHXMMATO3HOTO WJIH BTOPUYHOIO HOPAKEHHUS
HEpPBHOMW cucreMul ipr BB, uto mMoxeT BLITL cBs3aHO
CO CACAYIOIMMH NTPHIMHAMU: HU3KOH YyacToTol 34b60-
JeeaHuns B Poceun, He oTHoesielest K eTpaiaM "nies-
KOBOTO TyTH"; PEAKOCTHIO MOPAXEHUS HEPBHOM CHC-
TeMEl Y Oonbliblx BB B poceuiickoit monyasaumn. Tak,
cpenu dosee yem 100 donsubix BB, HaGmonasmwmxcs
B MHcrutyTe pesmaronorum PAMH, yacts u3 xoto-
pbix ambysiatopro 6sutH obenenosann 8 HUM Hespo-
Jorun PAMH, nopaxenne LIHC BrIsIBNeHO ToNbKO B
1 cayyae. B gacru cnyyaes BB He IHATHOCTHPYETCS
M2-3a ee Mol MasecTHocTH. MMeHHO B cBA3M ¢ no-
CNeTHUM 0OCTOATENBCTBOM GOMBINOA MHTEpPEC TMpen-
CTABIISIET AHANM3 Haluero HabnoneHus. Ipusoanm ero
OINHCaHHe.

Bonbuoit M., 35 ner, xurear Bopouexckoit 06-
nacTi, Haxouucs B Muctutyre pesmaroiorun PAMH
¢ 20 oktsa6ps no 22 Hosbpst 2000 r. u B HUHW Hespo-
noruu PAMH ¢ 22 nosibps no 9 aexa6ps 2000 . du-
arno3: bb ¢ mapenxumarosnsiv nopaxeruem LTHC no
TUIIY PACCEAHHOro 3HIEdaNuTa; peLruIdBUPYIONTHi
abTO3HBIIT CTOMATHT, SI3BBI FEHUTATHIA, IICEBAOMYCTY-
Jies, apTpHTel, aptpanrin. HLA-BS5-nonoxXurensHbIiL.
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Kajnolel NPH NOCTYMICHUH: HEJIOB-
KOCTB B JIEBLIX KOHEYHOCTSIX, CHUKCHME
naMATH, obas caabocth, nepuogmye-
CKOE HeJepKaHWe MOYM B HOYHOE Bpe-
M, HACHIbCTBEHHBIH TInay. AHaMHe:
sabonesanus: B despasie 1999 r. mocre
[CPEOXNTAKIEHUS [IOSIBUIUCL CHIbHbLE
GoJIH B ropiie, rHOHHUYKOBhIE BICHITA-
HHSI HA KOXe CIIHHBI, TTOBBICHNACH TEM-
nepatypa tera no 40°C. [AuarHocrupo-
BaHa aHruHa. Heckonbko 1103%e po3-
HUKIN DOJIEIHEHHBIE S23BbI 114 CAM3H-
CTOH MOJOCTH PTA M BLICKITTAHUS B 00-
NACTH MOLIOHKM. Jleuuiicst aMIHLIMIAM-
HOM, 3aTeM TIC(ha30IHHOM M 3pHTPOMMU -
UHMHOM, MECTHBIMH cpeactBamiu. [lo-
CTCMEHHO TEMTICpATYPA Tela HOPMATH-
3oBanmach, B TeueHue 1 mec szBeHIILIe
BBICBIITAHMA Ha CAM3HCTON pTa M Mo-
LIOHKE 3apyOUEBAIUCE, COXPAHSUIHCE
BLICBITAHHUA HA CITUMHE. B [TOCTEeAYIONTIEeM
IEPHOIHYECKH OTM8YaloCh MOBbILLE-
HUE TeMTiepaTypsl Tesa jio cybdedpuin-
HeIX undp. B aprycre 1999 r. u penpaie
2000 r. nabaronannch peHuaAnEb GoJes-
HEHHRIX S3BEHHLIX BhiChIIIAHMI HaA CJIH-
3HCTOH NOJNOCTH pTd, MOCHENHUI peLIy-
IHB CONMPOBOKIANICH MOBLILLIEHHEM TeM -
MepaTypel Tena, DONbI0 M OTEYHOCTHIO
IMPABLIX KOJIEHHOIO M JAYHEIAIIACTHOIO
cyerapos. OTMevanoch yekoperune COD
1o 35 MM/4. Yepes 2—3 Hen cycrasHbie
0O0JIH M A3BBI PErPECCHPOBAIIH, cybpen-
PHINTET coXpaHsaics. B koHue uions
2000 r. na done oboctpenus saboscsa- O
HUsA (BONE3HEHHDBIE A3BRI HA CAU3UCTORN
MOJIOCTH PTa, MOBBILIEHHE TEMMepary-
Pbl Tea) NOABUIMCL HEPBHO-IICHXHYe-
CKHC  HapyMIEHWs: HACHJILCTREHHbI
M/1a4, BCOBILIKK arpeccuu, HepsiLi-
BOCTh, HeonpATHocTh. Cran amatuy-
HbLIM, Oe3bIHUIMATUBHLIM, Ge3pasziny-
HbIM K cBOCMy BHewiHemy Buuy. B cenrsbpe 2000 r.
Obul 0OCNENOBAH B OAHOM U3 KINHUK Cankr-Ilerep-
oypra. Tlporogmnacs Guoncus KOXKH, 3anmo/lo3peHbl
CUCTeMHbIH BackynuT, BB. [Togsunace u erana Hapac-
Tath ¢1a00CTh B JICBBIX KOHEUHOCTSAX, GOJbIIE B HoTre,
PEYL CTajla 3aMENTCHHOM, YCHIWIACh 1IATKOCTh MPH
XoAb0e, BOSHUKIIO HedepKaHue MOUM. [Tpu MPT ro-
JIOBBI GBITU BBUIBIEHDLI MHOKECTBEIIHbIE o4aru, pac-
MONOKEHHBIE MEPUBCHTPUKYIAPHO, B IOIKOPKORbIX
#AApaX, B MPOIOJIIOBATOM MO3re, MOCTY, 060X MOJy-
LIapusix MO3KeYKa (eM. pucyHok, a). OcMoTpeH Hes-
POJIOrOM, JHAarHocTUpoBal JeikosHuedanur. Hazga-
HCH AeKcaMeTason B nose 40 Mr/cyT, Temnepatypa tena
HOPMAIM30BANACh, CTAIH MCYE3aTh SI3BLI B MOJOCTH
pra. B xoHue okTabpsi nocie MpeKpalieHus: mpueMa
OEKCAMETA30HA BHORA [MOBEICHJIACH Tcmlepa'rypa TENA,
NOsIBUIKCL OOMM B KOJEHHBIX cycraBax. b Hallpag-
NeH B Mucruryt pesmaronorun PAMH & Mocksy, oT-
tyia — B HUM wesponorun PAMH.

[Ipu ocmorpe: T[ICCBOOMYCTYJIE3HBIE M MyCTYIE3HEIE
BLICBITAHHS 110 BCeMy Teqy, Ha MOLUOHKE HEeCKOJIbKO
HEOOJILIIMX pybLoB. [TonoxuTenbHbIH TecT Ha narep-
ruio. Co CTOPOHBI BHYTPEHHMX OPTAHOB NATOJIOTHM He

XBOCTATOTO Adpa.

M P-romorpammel ronopuoro mosra Gonsroro [, 35 ner ¢ nnarxosom Bb.

i — [0 MCUCHKAD MHUKECTREHHLIC OUAIH MoBBILcHNora M P-enruana (T2-sanememioe wachpaxeHns) B rnybnmx
oraenax fznora pentecrsa noayapiii ronoEHore Moar. o KOPKOEBIX 00PASOBIHHIX, MOKEUKE 3 CTBOJE, 6 — [fo-
CAC NevcrHns KUPTHKOCTEPOHIONM M BEIPAACHHON TTOTORHTC T 36 AMHAMHKDL — ama lifﬁﬁ.ﬂbmll.\' OYATL NOBLITIE HHOMG
MP-curnana (T2-p3gciueHHoe nofipaserne) B Kosene BIYTREHHEN KANCYABI, 300HEMEIHMANLHBIX OTACNAX TONUEKH

BblsIB/eNo. Hesponoruyeckuii cratyc: HemocTatouHo
4ETKO OPMEHTHPOBAH BO BpeMeHW. ['mnmomumus, 6pa-
LUKUHe3ud, nucdarng. Jlerkuis JNEBOCTOPOHHUI reMu-
MAPe3, MBILUCYHBIH TOHYC NOBBILIEH B JIERbIX KOHEY-
HOCTSX MO CMelIaHHOMY THITY. CVXOXHABHBIE W me-
pUOCTanbHBIC pedieKCehl MOBbILEHD], Gobile clesa,
30Ha peduiekcon paciumpeda. KioHye J1eBoii cTormbl,
OTCyTCTBYIOT BepXHHE GpPIOLIHbIE peaexchl, ocTalb-
HbIe CHHAKEHBL. AHator peduiekca PoccosiuMo ¢ o6enx
pyk. Jlanonno-non6oponoymmiii peduieke crepa., Jys-
CTBHUTCIIPHOCTb, KOODPIWHALLMS, CTATHKA, pedb He Ha-
PYWIEHBI. ANAaTHYCH, aNMHAMUYCH, HACUILCTBEHHbIi
[JIa4, KPUTHKA K CBOEMY COCTOSIHMIO CHIKeHa. [le-
PHOUHYECKOE HECPKAHHE MOYM R HOUHOE BpeMms.
Ha ocHoBaruM HeBporormueckux u COMAaTHYECKHX
TMPOSABJICHUE 3a00seBaH s M TaHHBLIX MPT 1o10BbI 14~
arHoctuposaHa BB ¢ mapenxumarosupim MOPAKEHHEM
HHC rto tuny pacceartoro sHuedanura. IMposenera
MyJIbC-TEPANHUA KOPTUKOCTEPOUIAMH: 236 MI TeKcaso-
Ha BIYTPUBCHHO 3a 7 undvauit. Coctosinne 6o1bHOro
YAYILWHIOCE: HOPMAIM30BAIach TeMIepaTypa TeJa,
ACHUESN apTPAJITHH, CTal akTHBHee, peyb Dojiee pas-
BEPHYTASI, YMEHBIIMWIACE CNAGOCTh B JICBBIX KOHEYHO-
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ctax. OTMedeHa MOMOXKUTENbHAs AMHAMUKA HMMYHO-
Joruueckux moxasareneit. IMocie nynsc-tepanuum Ha-
3HAYEH npeaHu30oH B aose 30 mr/cyr. s noneun-
BaHus ObuT nepeseneH B HHUK nesponornu PAMH.
HecMoTpst Ha MON0OXUTENLHYIO IMHAMMKY B HEBPOJIO-
'MUYECKOM CTATyCe, IPH HEeHpPOTICHXOJOTMYECKOM OC-
MOTpE BLIABJIAINCH BbIPAXKEHOE U3MEHEHWE TUHAMMI-
KM FICHXHMYECKON /IeTeIbHOCTH, HAPYILEHUS [TAMSITH,
BHUMAHMUA, TJIAHHMPOBAHUA, MOOYIUTENEHOH MOTHUBA-
LKMH, BEIMOTHEHUA MPOUIBOILHLIX BUIOB JCSTE/IBHO-
CTH.

[Tpu MPT rosioebl oTMeUeHA NOJOXKHTEIbHASL O1-
HAMUKA B BULOE YMEHDBUIEHUs] YUCIA OYATOR U MX pas-
mepa. Beisisroress HeOosbliMe ovarn cabornoBbl-
LWEeHHOH MHTEHCMBHOCTH curHana B T2-pexume cripa-
Ba B HAPYXXHRIX OT/ENAaX 3pUTEIIbHOrO Oyrpa ¢ pacrpo-
CTPAHEHHEM Ha KOJIEHO M nepennue 2/3 3anHero Geapa
BHYTPEHHEH Karcy/bl, B roJOBKE XBOCTATOrO siapa. B
T2-pexume ykaszaHHbIe BBILIE W3MEHEHWS e BU3Ya-
JIM3HpYIOTCS. ¥MepeHHo paciuupeHnsl Gokoseie u 11
KENYTOUKH, CHIIBBUCBBI LIEAN (CM. pUCYHOK, 8). [Tpo-
u3BeneHa mombanbHas nyHkuua: LLCXK npospaunas,
unto3 — 31/3 (tumdortnter — 27, HelTpodmin — 4),
benok — 0,46 r/n; peakuuu: IManou+, HoxHe—
Anenvtat, Jlanre 1112211110. 331 nerkue npusHaku
JUCHYHKITMH MOJKOPKOBBIX CTPYKTYD, OYMATOBBIX H3-
MeHeHU He obHapykero. [Tpu uccrenoraHiu ciyxo-
BBIX BBI3BAHHDBIX [MOTCHUMAJIOB OTMEUYEHO VXVALLIEHHE
[POBELeHUs [0 BHYTPUCTBOIOBBIM CTPYKTYPAM CIIYXO0-
BOIO AHAAM3aTOpa Ha MEAYJTOMOHTHHHOM YPOBHE, B
MEHBIICH CICIICHM 34UHTEPECOBAHBI CTPYKTYPEl Me-
33HUE(ATBHOTO YPOBHSL.

[Mponoykanoch JdeveHuUe KOPTHKOCTEPOUIAMH C
MOCTENMEHHLIM CHMKEHHUEM J03bl, [PUCOCLMHEHBI
KoaxuiuH (0,5 mr 2 pasa B 1eHb), HOOTPOITHII, MUJIb-
raMma, nposak. OTMeveno manbHeiiriee ymydilieHue
cocTosTHUSE GofbHOrO (0CODEHHO TOCIe HA3HAYEHHS
Mpo3aKa): cTal aKTHBHee, HApocia cHia B JIEBhIX KO-
HEYHOCTSX, MNPAKTHYCCKH HCYe3 HACHJILCTBEHHBLH
[U1a4, HOpPMAJU30BAM0CE MoYeucnyckanue. [lpu oc-
Motpe B Mae 2001 r. — cocTtosHue BOJILHOIO CTADWIb-
Hoe, Ha MP-tomorpamme OTMeUeHa MONTOXKUTEIbHAA
JMHAMMKA (0Yaropble M3MEHEHHs B BEllecTBE MOara
OTCYTCTBYIOT, NTHKBOPQCOACPXKALLME [IPOCTPAHCTBA B
lpelleiax BO3pACTHOH HOPMBI).

Takum oOpa3oM, HATHUKE peUHIHBHpYIOLLEro ad-
TO3HOIO CTOMATUTA B COYETAHUM C H3BAMH B 00JIACTH
MIOJIOBBIX OPraHoOB, NMOPAKEHUEM KOXKM, MTOJOXKHUTEND-
HbIM TECTOM Ha MaTepruio, a TakXe apTpHTaMu/apr-
PAITHSAIMU SIBUJIOCH OCHOBAHMEM 114 AuarHocTHky bb.
JuarHoz enepesie 6bL1 3anogo3pet 8 HUH memuumu-
ckoit mukonoruu Caukr-Ilerepbypra uepes | rox mo-
CJIe MOABJIEHMUST CUCTEMHDBIX MPU3HAKOB 3a00/eBaHNA.
HeomokparHo nposoawBuieecs 10 3Toro obejenosa-
HUE 110 MECTY KHMTEJILCTBA He MPOSICHUIIO MPUPOLY 3a-
GojleBaHusA, HECMOTPS HA THITMYHBIC KIUHMYECKHE
TPOARNEHNA. JT0 CBHACTE/ILCTBYET O HEIOCTATOYHOM
3H4KOMCTBE Bpavuel ¢ JaHHOH natojoruei.

Oco0eHHOCTE MPEeACTABISHHOrO Ciiyyas — XOpo-
L o MhEKT OT NyNbe-TEPanui KOPTHKOCTEPOUIAMH
(YMEHbLIEHME MCUXHUECKHUX PACCTPOHCTB M J1EBOCTO-
POHHEro reMMrapesa, UCYe3HOBRCHME TA30BbIX HApy-
IICHMIT), HECMOTPS HA HAJIUYHE MPOTHOCTHYECKH He-
OMaronpUATHLIX HaKTOpoB (UMTO3 M  [IOBBILIEHHE
yposHs Genka 8 LICK, nopaxkenue cTBosa Mo3ra, Bbi-
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PaKEHHAA IICHXMYECKAs CHMMTOMATHKA, 0GOCTpeHMUE
3aD0/IEBAHMS. IPU CHHXKEHWMW J03bI KOPTHKOCTEPOM-
a0B). B nuTeparype naMm He BCTPeTHIOCh COOOILIEH M
00 MCYE3IHOBEHME HACHJIBCTBEHHOTO TLIdYd [TOCJIe Ha-
3HAYEHHUS MMpPo3aKa.
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KINMHUYECKUE XAPAKTEPUCTUKH HACJIEICTBEHHOM MOTOPHO-
CEHCOPHOW HEBPOIIATUHM C MYTALHUAMU B TEHE KOHHEKCHUHA-32

E. JI. Jadaau, B. Il. ®edomos, H. A. Mepcusnosa, IIl. M. Hcemauaos, I. E. Pydenckan, H. B. Bapsnunuxosa

*Menuko-renernyeckuit Hayunniit uentp PAMH, Mockea

{Ipedcmasaentt onucanue 0coBeHHOCMEN KAUHUMECKO20 geHomuna u dannsie anekmponelipormucepaguueckozo ob-
ciedosanun 22 6oabHbX ¢ HacaedemeeH ol MOMOPHO-CEHCOPHOUL Kellponamuell, o0ycl061eHHOl MYMAUUAMIL 6 ceHe
konnexcuna-32. Cumnmonsi 3a601eeariun Goiau Hoee @bPaANCEHHOLMU Y OGonvsubix myxcuun. Haubonee aepoammeim
MUnOM HACACO0GANUA Aeasemcs X-cueniennbili doMuHTHIMHBIE ¢ HENOAHOL nexnempanmuocmsio y scenyun. loxa-
3aH0, 4Mo KAUHUKO-INEKMPOHERpOMUVpaThUtieck e XapaKimepuemuict 3noli PopMbt 3a60ae6aH A HE NOAHOCMBIO CO-

OMEEMCIMBYIOM HACACICTBEHHIM MOMOPHO-CEHCOPHBIM Hetiponamuam I-20 muna, umo desaem HeobxoOUMBIM pac-
Uiuperue NOKA3GHILE K npoeederul) MOIEKYARPHO-2eHEMUECKO20 AHAANA, NARPUGAERHOZO HA NOUCK MYMayiii ¢ zene
KoHHeKCuHa. BhicKa3ano npeononowcenue o xapakmepe namosenemu4eckux Mexanuamos npu Helponamusax, o0y-
CAGBACHNLIX HAPYUIEHUEM (PYHKUNONUPOGaRUR DK KONHEKCUNA-32 U NPUSHHAX UX KAUHUYECK 020 HOAUMOPLIMG.

Knwuyessic cnona: wacaedemaennas MOMORHO-CENCOPHAR HEUPONAMUA, MYMALUR Zeita KouHeKcuna-32, duaznocmuka

The study of the clinical phenotype and electroneuromyographic examination of 22 patients with hereditary sensomotor

neuropathy caused by mutations in connexine-32

gene has revealed differences in clinical symptoms indicating the

disease severity in men and women. X-linked dominant inheritance with incomplete penetrance is most probable for
women. Clinico-electroneuromyographic characteristics of this disease Jorm do not completely correspond to hereditary
sensomolor neuropathy of type 1. This necessitates expantion of indications to the moleculogenetic analysis seeking
mutations in connexine gene. Pathogenetic mechanisms in neuropathies provoked by dysfunction of connexine-32 pro-
lein and causes of their clinical polymorphism are suggested.

Key words: hereditary sensomotor neuropathy, mutation of connexine 32-gene, diagnosis

Hacnencreeniibie MoTopHo-ceHcopHbie HERpOIIa-
i (HMCH) — oBumpHas rpynna saGonesasmnii, xa-
PAKTCPU3VIOLINXCA  OpaXeHMeM  TepHbepHuscKix
HepBoB [2, 3, 11, 12]. TToka3aHo cyuiecTROBAHME BEI-
PaXEHHOW rCHETHUECKOH IreTepOreHHOCTH YToil rpymn-
fibl onesneit [11, 23]. Onucanst popmsr HMCH c ay-
TOCOMHO-TOMWUHAHTHBIM, 8YyTOCOMHO-PELECCUBHBIM,
X-CHETUICHHBIM PELIeCCUBHBIM U X-CLEeMIeHNDIM 10~
MMHAHTHBIM THMAMH HAC/IELOBAHHUA, KOTOPHIC B CBOID
0Yepeab BKIIOYAIOT HECKOILKO NETEPOreHHBIX BAPUAH -
ToB 3aboneaHuit [2—4, 15, 19]. CroxHocTs 3yyeHmst
HMCH sakmouaeres Takxke B CYIIECTBOBAHHH MILO-
KecTha (peHOKOMHUI, MUMEOIMX CXOAHBIE KIMHHYC-
CKME H 3jIeKTpoMHorpaduiecKie XapakTepueTuky [2,
4, 9].

B mocrennue ronel 3HauMTENbHOTO nporpecca B
nayseHun HMCH ynanoch 1o6UTBCS ¢ MOMOLLBIO HH-
TEHCHBHOTO BHE/IPCHUS! B KIIMHHYECKYIO ITPAKTUKY Me-
tonos IHK-ananusa. Unentuduxanys mMyraumii no-
3BOJIMJIA ONTHUMU3MPOBATE AUATHOCTUKY OT/AC/HBHBIX
sapuantos HMCH wu ocyutectsasth ux yememnyio
npounakruky [9, 20, 23]. Mcnosbs3zoBadue MOJIEKY-
JIHPHO-TEHETHYECKHX METOJOB CITOCOBCTROBAIO TAKKE
COSIAHUIO 1IPEANOCHUIOK Juta (hopMUpoOBaHMa ajiek-

*Poccusi, 115478 Mocksa, yi. Mockeopeuke, o, 1.
Russia, 115478 Moscow, Moskvorctchie str., 1

BatHoW knaccupukaunn HMCH, ocHoBanHoit ma
ITHOJIOrMYECKOM TMPUHITUITE, U [10KA3aTh OTCYTCTRUC
HO30JIOTHYECKOW CAMOCTOSITE/ILHOCTH PAHEE BBIASNCH -
HBIX KJIMHUYECKHX BapHAHTOR (Hanpumep, GosieaHu
Pyccu — Jlesu) |9].

OnHoit M3 HaubosNlee M3VMCHHBIX ¢ TEHETHYECKOi
TOUKM 3peHus geisiercs rpynna HMCH ¢ X-cuennen-
HbIM THTIOM Hacienopatus. [lepsoe onucanue 3abo-
ACBAHMA M3 OTOW rpyrnnbl 6o caemano W. Hering-
ham B 1889 r. [16]. B HacTosue Bpems: 3TH 3a6071e-
BaHust oTHOocATeA K HMCH tuna 1, o6o3navaemoro
KaK NEMHUETHHH3UPYIOWHH WK rHneprpoduyuecKuii.
Ocobernoctamu atoro Tuma HMCH siBasiiotes cHu-
KEHHE cKopocTH nposeneHust ummnyiabsca (CIH) no
NepUEpPUIECKUM HEPBAM U HaJlMuMe B HUX JIYKORH-
UEMONOOHBIX CTPYKTYD, OOPA30BAHHLIX OTPOCTKAMM
LIBAHHOBCKMX KJIETOK M YYacTKaMu Oa3albHOM MeM-
Gpanbl. Cuntaercs, yro HMCH ¢ X-cueruieHHbIiM TH-
[IOM HacjenosaHust coctapasior ot 10 ao 20% peex
HMCH Tuna 1 [11, 15, 20].

B Hactosiliee Bpemsi onucanb 4 reHeTHYECKHX Ba-
PUaHTa B 3TOM rpynine 3abosieBaHuil, 3 U3 KOTOpPbIX Ha-
crenyiotes X-cUenjieHHO-pelieccHBHo, a 1 — X-cie-
NJICHHO-TIOMUHAHTHO |6, 8, 9, 14]. ITokasaHo, YTo He
Menee 90% seex X-cuennensnix dopm HMCH rpes-
CTaBJIEHO T€HETHYECKMM BAPHAHTOM, KOTOpBIi 060-
snavaerest kak HMCH X1 (MIM 302800) 1 nacieny-
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