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KJIAHAKO-3JIEKTPO®H3HOIOT MY ECKHAI AHAJIN3 CEMEMHBIX CTYYAEB
HACJEJACTBEHHOI HEBPOIIATHH C IIPEJPACIIOJIOKEHHOCTBIO K ITAPAJIMYAM
OT CIABJIEHHAS

HUUN neseponocuu PAMH, 2. Mockea
Obaacmnou duazHocmuueckui yeump, 2. Boponesc

Ped e part IlpencraBien xinHHKO-31eKTPOPH3IA0I0-
rayecknii ananu3 Hanbosee oommpHoii B Poccun BHIGO pKu cemeid,
OTATOMmEHHHIX 0COGOH GopMOH HeMumeTuHH3APYIOm el
HEBPOIIATHHA — HACEACTBEHHOHW HeBpomaTHell ¢ IpelpacIiosio-
KeHHOCTBIO K mapannyaM oT caasierns (HHIIC). Bo Beex ceMbsix
IHarHo3 Ob1 moATBepXkaAeH ¢ moMomipio JIHK-nmarsocTrka,
0CHOBAHHOM HA BBISBJCHAN THIMYHOH JENeNAA B XPOMOCOMHOH
obnactu 17p.11.2. Hapsiny ¢ kiaccrdyeckum pennxnénpymmnM
BAPHAHTOM ONHCAHBl U ApYyrHe (GeHOTHIBI 3ab0JIeBaHUS:
penAIHBHPYIOMAE HO3HIAOHHbIE CEHCOPHBIE CHMITOMBI,
IpOrpeccHpyIoniasi MOHOHEBPONATHS, IPOT PeCCHpyIOmasl
NOJAMHEBPONATHSL. Y CTaHOBIICHB! Haubosiee HHHOPMATHBHBIE IS
HAC/Ie[CTBEHHOH HEBPONATHH C IpelpacloIOXEHHOCTHIO K
JapaqnyaM OT CHaBJEHHS 31eKTpodU3N0JIOrHYecKHe IPU3HAKH,
KOTOpPblE MOXXHO HCIONB30BATh Ul KIMHHYECKOH IHArHOCTHKH
3ab0seBaHMs ¢ HOC/IEAYIOIMM IpoBeeHreM yrounsiome# JIHK-
JMarBOCTUKH. PaccyuTaHa OTHOCHTENbHAs 4aCTOTa BCTpe-
4aeMOCTH 3TO¥ 0c060# GopMBI HeBpomaTHm cpelu Ipuobpe-
TeHHHX KOMIPECCHOHHBIX MOHOHEBpoIaTH# (6%) u HX
penAIuBHpPYOMHX BapraHTOB (50%).
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HEPBJIAP KLICHUIY COBOIUIE IMAPAJIMYWIAHBIPTA
MOMKUH BYJITAH HOCEJIJIOHJIEK «
HEBPOITATHUSICEHEH I'ANJI® OYPAKJIAPLIHA
KIMHUK-DJIEKTPOOU3UOJIOTUK AHAJIN3

Poccnsine HepBnap KpICHIYy cabamie mapaiuyiaHbIpra
MOMKHH OyJIraH AeMHeIMHA3HPANUISHIOH HEBPOIATHS —
BOCe//I9HIIEK HEeBPONATHsICE KOUYOUIoH aepbiM popmackl GensH
aBRIpydYbl  cafinam = anplHTaH ~TaWIdJopHE  KIHHHK-
31eKTPOPA3AOIIOTHK SKTAH aHAIH3/AY HOTHXO/ISpe KATEPeIraH.
Jlnarso3 Gapisik ramasnopae a2 1 7p.11.2 XxpoMoCoMO OITKSCeHID
THIOHK JeldenusiHe auyblkiayra auresgonran JIHK-nnarsoctika
ApAOMERNd paciamran. Kiaccuk peluIuBH-pIUsUIOHY BapHAHTHI
6ensn Gepra Oy umpHen Gaimxa (EHOTHILIAPE! PCLHIVBIOHYYE
NO3HIHOH CEHCOP CHMIOTOMHAp, KHH X9e1d TOPraH MOHO-
HeBpOIATHs, IOJHHHBPONATHS TyphIHAa Ja s3buirad. Hepsiap
KBICBLTY CO0ILIE apalALIaHbIpra MOMKHH OyJIraH HOCEIIDHICK
HEBPOIIATHSICE QYEeH aepyda MOIbIYMAaTH 3IeKTPO(H3HONOTHK
6wirenop aupnoianran. JJHK-I@arBoCTAKAHb] anra Taba pacnay
YTKopell, YipHe KIWHWK JHarHOCTHKanay ©4eH ¢alinanageipra
MoMKHH. KoMIpeccHor MOHOHeBpONaTHsIdp (6%) haM anapHbIR
penuAHB BapuauTiapel (50%) apachlHIAarbl O0YpayHBIH
YarbITHPMA eNUILITE HCOIUIOHIS9H.

N.G. Savitskaja, S.N. Ilarioshkin, I.A. Ivanova-Smolenskaja,
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CLINICO-ELECTROPHYSIOLOGICAL ANALYSIS OF
FAMILY CASES WITH HEREDITED NEUROPATHY AND
PREDISPOSITION TO COMPRESSION PARALYSES

Clinico-electrophysiological aralysis of the most common
in Russia family selection, having a particular form of
demyelinization neuropathy — hereditary neuropathy with
predisposition to compression paralyses (HNPCP) has been
presented. In all the families the diagnosis has been confirmed
with the help of DNA diagnostics, based upon revealing of typical
deletion in chromosome field 17.p.11.2. Besides a classical
recurrent variant some other phenotypes of the disease have been
described: recurrent positional sensoric symtoms, progressing
mononeuropathy, progressing polyneuropathy. Electro-
physiological signs have been determined, which are the most
informative for HNPCP. These signs can used for clinical
diagnostics of the disease followed by DNA diagnostics. Relative
incidence of this special form of neuropathy among acquired
compression mononeuropathies (6%) and their recurrent variants
(50%) has been counted.

Cneumbuqecmﬁ (hopmoit HacieCTBEHHBIX
HEBpPOMATHH, KOTOPOU OO MOCIENHErO
BpEMEHHU Y/JIe/IOCh HEI0CTaTOYHOE BHUMAaHME CO
CTOPOHBI MPaKTUYECKUX BpadeH, ABIAETCA Tak
Ha3piBaeMas Haclle[[CTBCHHas HeBpomaTHsi C
OpepacmooXeHHOCThI0O K HapaludaM oOT
caaBienust — HHIIC [3, 4]. B THIIMYBBIX CiIyYasx
nanHoe 3abojeBaHHE IIPOSIBISETCS PEIMIMBU-
PYIOIIMMH KOMIIPECCHOHHBIMU MOHOHEBPONATHIMHA
NpPaKTUYECKU JIOOBIX HEPBHBIX CTBOJIOB, BKIIIOHYAs
yepenHo-MO3roBrle HepBHl [5, 6, 7, 8, 9]. Oxnako
uHorja nposieaenusi HHIIC MoryT orpaHU4YMTECS
JMIIG eIMHUYHBIM 311M30/I0M I1ape3a; B 3TOM cilydae
60JILHOMY OIMIMOOYHO CTaBUTCS AMArHO3 KOM-
IPEeCCHOHHOW (WJIM TYyHHEJILHOR) HEBPOIATUH, UYTO
MOXeT MOoBjJed4b 3a coOoW HeompaBJaHHOE
HanpaBieHue GonpHOro Kk xupypram. OT Tpa-
JMIIMOHHBIX KoMIpeccHoHHBIX cuHapomMoB HHIIC
OTIMYAEeTCS TE€M, YTO Mape3bl BO3HUKAIOT IOCIeE
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JNOCTATOYHO HENPOTOIDKHTENLHOrO JICHCTBUA
IPOBOIMPYIOINEro (haKTopa Ha HepB, KOTOPOE B HOPME
OOBIMHO TPOXO/UT He3aMeUueHHBIM. B GoNbpIMHCTBE
clIyuaeB HEBPOIATHS NPUBOAUT K CMEIIAHHOMY
CEHCOMOTOPHOMY JAe(HIMTY, pexxe HabmoaaTcs
M30JIMPOBAHHBIC TyBCTBUTEILHBIC HIIM BUTATEIHbIC
pacctpoiictsa [10]. Mopdosoruueckum cyoeTpatom
HHIIC sBnsiorcs ocobpie “konbacoobpasubie”
YTOJIIIEHHS] MUETTMHOBOM OOOJIOUKH — TOMAKYJIBI,
o6Hapy>XHBaeMbl€ KaK B UyBCTBMTE/IBHBIX, TaK U B
JIBMTaTENIbHBIX HEpBaxX; OTCIO/a MPOMCXO/TUT, BTOPOE
paspanue HHIIC — “romakyiispHas nespomatis’” [11],

Ten, orBeTcTBennblid 3a pasButue HHIIC,
JOKaJIH30BaH Ha xpoMocome 17pll.2 U KogupyeT
6eok nepugepudeckoro Muemmua PMP22. V' 70-—80%
6onpEbIx HHIIC oGHapy>XMBaeTCs AeIeIdsl reHa
PMP22, a B OCTaJbHBIX CIy4asiX — pa3JIMUYHBIC
TOUKOBBIE MyTalM¥ JaHHOro rena [12, 13
Jlynnukaims resa PMP22 CIy»MT MOJIEKYJISPHOH
OCHOBO APYTOif, GoJlee H3yTeHHOU HACIIEICTBEHHON
seBponatuu — Gonesnu Ilapko—Mapu—Tyra [14].
Takum 06pa3oM, pasHOHANpPaBI€HHBIC U3MCHCHUS
1036l TeHa PMP22 conpoBo>xJaloTcs pa3ayuIHbIMU
THIIAMH HAPYLIIEHUM MUETTHHU3AIMH epudepUIecKux
HEPBOB, YTO IPUBOJMUT K MaHU(pecTaruu tubo HHIIC,
mu6o Gonesnu [[Tapko—Mapu—Tyra.

CrepThle ¥ aCHMITOMHBIE GOpPMEI OOJIE3HH,
BHYTPUCEMEHHBIA KIMHUYECKUN MOAUMOPPU3M
006YCIIOBJIMBAIOT CYIIECTBEHHBIE TPYAHOCTH B AM(-
depennuansaoit quarnoctake HHIIC. Ilpumepno
70—80% cnyuaes HHIIC He QMarHoCTUpYyIOT HIIM
JMarHOCTHPYIOT HempaBWiIbHO [10, 12].

Ilenbto paGoTHI ABJIIETCS IEPBOE B HAILIEW CTpaHe
0600menue cepud ceMeiHbIXx ciaydaes HHIIC
(BBLIBIICHHBIX Cpe/1d OOJIBHBIX C HETPABMATHUCCKUMH
MOHOHEBPOIATUAME) U COCTaBIICHUE Ha 3TOU OCHOBE
KOMIUIEKCHOTO KIIMHUKO-JIEKTPO(PU3HOIOrHIECKOTO
aNropuTMa AMAarHOCTHKH W AU} depeHnuanbHou
JMarHOCTHKHU JAHHOT'O 3a00JI€BaHuUA.

Matepuasiom Uisi MOJIEKYJIIPHO-T€HETUIECKOTO
uccinenosanus cinyxuna J[HK, Beigenennas u3
IUMGONHUTOB MepudepuIecKod KpoBU OOJIBHBIX
HHIIC ¥ ux GaukaiIux poJcTBEHHUKOB. Jlis
onpenesieHUs] TAIMYHOM JeJIEUH pa3sMepOM 1,5 MiH
nap HyKIeoTHAOB B ob6mactu 17pll.2-12
HCIIOJIb30BAIM aHAIM3 ajliejiell MEKPOCATE/UTHTHBIX
aunykneotunueix (CA), wmapkepon [13,14]
Heiipodusuonoruueckoe uccineoBaHKUe MPOBOIMIN
Ha anekrpomuorpade Viking-IV (CILIA). Cocrosmue
JBUTaTeIbHBIX W YYBCTBUTEJIBHBIX aKCOHOB
nepuepUIeCKUX HEPBOB OLEHUBAIM CTaH AP THBIMU
METOJaMHU CTUMYJISIIUOHHOU SIIEKTpOHeHporpaduu ¢

OIEHKOM JUCTAJLHOM JIATEHIMHU, aMIJIUTY/B,
CKOPOCTH paclpocTpalnenus BO30YXACHUS 10
JIBUTATEIBHBIM M UyBCTBUTEIBHBIM BoJIOkHaM [16]
Oco6Goe BHMMaHHe oOpamiajd Ha IpPOBEACHHE
MMITyJILCA Yepe3 MeCTa, THIIMIHBIE UL KOMIPECCHH.
JlokanpHOE 3aMe/JIEHHEe MOTOPHOIrO IpPOBEJICHUI
CUMTAJIOCH 3HAUYMMBIM IIPHU €ro 3HaueHuu Oojee
10 mM/c. HaMy MCIONB30BAIMCH KpUTEpUH O0Ka
npoBe/eHuUs, npeuioxenneie P.Mouton et al. [9].
CraTHCTHUYECKYI0 00paboTKy  MMOJIy4YCHHBIX
pe3yIbTATOB MPOBOJMIIM C HCIOJB30BaHHEM
nporpamMm Microsoft Excel 2000, Statistica 4.3 for
Windows u Unistat (Stat soft, USA). IIpouentibic
COOTHOIIICHUS] U CPE/THHE BEIUYUMHBI CPaBHHBAJM C
oMol bio KouTepres x? U CThIOAEHTA.

B 1998—2000rr. 6b11u o6caegoBanbl 218
GOBHBIX C HETPABMaTUYECKMMHU MOHOHEBPOTIATHAMH
pyk u Hor, y 28 (12,8%) u3 HUX MOHOHEBpONATHH
HOCHIM pelMAMBUpYIOmKE xapaktep. Y 13
narueHToB (6% OT BceX MOHOHEBPOIATUH U 50% ot
pPeUAUBUPYIOMMUX MOHOHEBPONIATHH) MMEICA
ceMelHbI amaMue3 3aGoneBanus. Y Bcex 13
NAIUEHTOB (8 My UMH U S )KEHIIMH) U3 IECTH CeMeif
npu nposenenun JIHK-ananusa Gbuia oOHapyxkena
AeNenusl B XpoMocoMHOM obnactu 17pll.2, T.¢. Ha
MOJIEKYIAPHO-T€HETUYECKOM  ypOBHEe OBl
noareepxken aquarao3 HHIIC. Bo Bcex ceMbix
MpPOCIACKUBAIOCH  ayTOCOMHO-JOMUHAHTHOC
HacyiefioBanue 3aboneBanus. IIpuMepbl poi0CIOB-
HBIX IIpejIcTaBieHbl Ha puc. 1. B 3aBUCHMOCTH OT

Puc. 1. PomocnosHele o6cienopannbix cemedt ¢ HHIIC:
YepHble (GHUrypbl — YiIEHBl CEMbH, CTpa/lalonue HHIIC,
CTpekd — HpobaHIbl.



OPUIT'MHAJIbHbIE CTATbU

KTHHHYECKUX NPOsABICHUHA BcCe OOJIbHBIE OBLIIH
nofeneHsl Ha e rpynnbl. B 1-to rpynmy (10 yen.)
BOUUIM MAIMEHTHI C KIMHUYECKHUMHU IPU3HAKAMH
3abosieBaHusl, BO 2-10 (3) — ¢ aCUMITOMHBIM HOCH-
TenbcTBOM Aenenuu. KilmHuueckas xapakrepucTika
foMbHBIX 00€MX IpyIIN IpejicTaBiieHa B Tabi. 1.

Tabnuya 1
Knnrnvyeckast XapakrepuCTHKa CHMIOTOMHEIX (1-51 rpymma)
M aCAMIOTOMHBIX (2-s1 TpyIna) HocHTened fAenenun 17pll.2

IToxa3zarenn 1-s1 rpynma 2-5 rpymma
Uxcno 60mbHEBIX (MyX. KEH.) 10(8/2) 3(0/3)
Cpenanii Bo3pacT >
o6 cIe0BaHHEIX, JIET 22,7+14,1 32,0+14,9
Cpepanit Bo3pact nebrora
HHIIC, ner 18,749,5 —
[Tpoonmpytomuit paxrop, % 87 —
Bons, % 10 —
Octpble 3MA30bI Mape3oB, % 100 —
Hanuire NO3MINOHHBIX YyBCTBH-
TefbHBIX HAapyImeHHH, % 46 33
Tunopednexcns, % 100 66
Tunorpodun, % 27 —
OcTaToYHLIH HEBpPOJIO- :
rayeckait geunur, % 39 —
Pes cavus, % 2 ol

Bospact o6ciejoBaHHBIX 1-H IPYIIIBI COCTABUI OT
8 o 49 ner. CpenHuid Bo3pact JiebroTa 3ab0jieBaHUA
y My>xuuH (15,5+9,7 roga) 6611 JOCTOBEPHO paHBIIIE,
yeM y XeHIMUH (25,4+3,6 roga). KonuuectBo
SIU30[0B OCTPHIX Mape30B y MYXXUYMH M >KCHINUH
JOCTOBEPHO HE PazIM4aoch (COOTBETCTBEHHO 3,6+1,3
i 3,5t1,1 cnyuaen). /leGloTHas Nokanu3anus
gaubojiee YacTO BCTPEYAaBIIMXCS Mape3oB
Tpe/CTaBIeHa Ha puc. 2. YV GOJBIIMHCTBA OOJIBHBIX
srod rpynnsl (87%) BO3HHUKHOBEHHUIO I1ape30B
npeJIIECTBOBAIU Pa3JIHYHBIE MPOBOLHUPYIOIHE
dakTOpel. CaMBIMM YaCTBHIMM M3 HHUX SBJISAIHUCH
nepe/laBIMBaHde HepBa BO BpEMs CHA, 3aHATHA
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CHOPTOM (apMpECIIUHT, Ipebild, Tskelas aTieTuKa)
1 pa3Hoo6pa3Hble NMPO(ecCHOHANBHBIE HAIPY3KH.
Y 2 pereit B 0IHON ceMbe NPH POXKAECHUU ObLI
3apUKCUpOBaH OJHOCTOPOHHUH miekcur. Y 82%
NalMEHTOB MOHONApe3bl BOZHUKAIU U MPOTEKAIH
Gesbosie3nenno. 6 (46%) 4enoBek, KpoMe oCTporo
MOTOPHOT0O Ae(HUIIUTa, UCHBITHIBAIH 3MU30 /Bl
YyBCTBUTEIbHBIX HapylleHUK (mapecresuu
TEPPUTOPUMA, UHHEPBUPYEMOM OPaXKEHHBIM HEPBOM).
B oHOM U TOH ke ceMbe y pa3HbIX WIEHOB MOIJIU
BCTpevaThbCs 3 payIMUHbIX BapyaHTa TeueHus HHIIC:
OJIMTOCUMIITOMHBIN, aCHMIITOMHBIA U KIIaCCUUECKUMK
peunyauBupytomui. OgHa HabII0gaeMasi HaMU CEMBbs
OpUIa rereporeHHa mno ¢eHoTunaMm OOJIe3HH: B HEH
OBLIM IPEACTaBIEHBl KAPTUHBI PELMAMBHUPYIOIIMX
MOHOHEBPONATUH, PEIIUAMBUPYIOMINX MO3UIIMOHHBIX
CEHCOPHBIX CUMIITOMOB & TAK¥KE IIPOrPECCUPYIONIEH
MOHOHEBpPONATHH. Pe3uiyallbHbIM HEBPOIOTMIECKU I
Jedunut umen Mecto y 39% namueHToB: y 30 % oH
ObU1 JIErKUM, He MelIal B Ipo(eCcCHOHATBHOM )XU3HU
U He orpaHduMBai camooOcayxxuBaHue. Y 9%
O0NMBHBIX JIeUIUT OBLT JOCTATOYHO IPYORIM (B BUE
Hape3oB).

VY 3 )KeHIIMH, BXOJAIIUX BO 2-10 FPYIITY, THarfo3
HHIIC 6pln1 mocTaBiien Ha ocHoBamuu JIHK-
JUAarHOCTHKU ONMXKAKIMIMX POJCTBEHHHKOB
NAIMEHTOB C KIMHUYECKOH KapTHHOM 3aboJieBaHuMs.
Bozpact o6cnefoBaHHBIX BApEUPOBAI OT 15 10 43 n1er.
B HeBpojormueckom cratyce y 2 U3 HUX Oblla
BBUIBJICHA U30MpaTeNbHasT FTHIOpedIeKCHS.

Hau6ounee unpopMaTUBHEIM 1EKTpOHeHporpadu-
YeCKUM IMOKa3aTejleM [pH MCCIeIOBAHUU
JIBUTaTeJIbHBIX BOJIOKOH HE3aBHUCHMO OT TSKECTH
3a60JeBaHUs ABISIACH JIMCTaIbHAS JATEHTHOCTH
M-otBera. 1Ipu uccne1oBaHUYM CPeJUHHOIO HEPBA OHA
6pula yaiiuHeHHOU y 97% Bcex mamueHTOB (BHe
3aBUCUMOCTH OT UX NPUHAIEKHOCTU K 1 mau 2-i
rpyinme), a Majgo0OepoBoro Hepsa B l-if rpynme —
87%, Bo 2-h —y 67%.
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Prc. 2. JleGIoTHAS YaCTOTA MOPAKEHHs! OT/IEIbHBIX HEPBOB.
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CKOpOCTh PAacHpPOCTPaHEHHs BO3OYXKIACHUS MO
JIBMTaTeTHHBIM BOJIOKHAM HEPBOB PyK Y OOJIBIIMHCTBA
GONBHBIX 1-# rpynmbl HaXoAWJIach B Ipejelax
BO3PACTHOM HOPMEI, II0 HEpBaM HOI — ObliIa cilerka
WIIM YMEPEHHO CHIDKEHHOM Y TI0JIOBHHBI GOIBHEIX. Bo
2-i rpynne JaHHBI oKa3aTellb [0 HepBaM Hor 6B
u3MeHen y 28% GonpHBEIX. B 06eux rpynmnax
mpoBejleHHEe HMIYyJbca OBUIO 3aMeUIeHO B
JUCTalbHBIX yd4acTKaX HEpBa, 3a UCKIIOYCHHEM
CiTydaeB HAIMYHUS JTOKAJIHHBIX OGJIOKOB IMPOBEICHHS.
JlokanpHOE 3aMe/UIEHHe IPOBeICHUs Hanbo1ée 9acTo
PErHCTPHPOBAIIOCH IO JIOKTEBOMY M MaJloGepIlOBOMY
HEpBaM Ha THITHYHBIX UL HUX y9acTKaX KOMIIPECCHH
Yy NOJIOBMHEI GOJIBHBIX 1-i IPYIIBI Uy O/IHOM 601b-
HOM M3 2-if rpynnsl. [Tpy acHMIITOMHOM HOCHTEJILCTBE
MyTalu# GJIOKM IpOBeIeHUs BO3OYK/IeHUs He ObUIM
oGHApyXeHb, B TO BpeMsl KaK [PH HATHIMM KIMHH-
YeCKHX M3MEHEHHM OHHM BBLABISUIMCH B 12—14%
caydaeB (Kak MO JABHUraTeJbHBIM, Tak H MO
qyBCTBUTECIBHEIM BOJIOKHAM) M KIMHUYECKH
COOTBETCTBOBAIM THIOTPO(HIM COOTBETCTBYIOIIMX
MbIn. AMmdTyaa M-otBeta y 98% 60IbHBIX 06€MX
IpYIIIl OCTaBalach B FPaHHMIAX BO3PACTHOM HOPMBEL.
Ilpu ucciieOBaHUU TyBCTBUTENBHBIX BOJOKOH
IPaKTHYeCKH y BceX GonpHBIX 06eux rpynn (90%)
6pUT0 HaMaeHO AU¢dY3HOE 3aMeUIEHUE IIPOBEAECHUA
UMIyJIbca, Y 2/3 mpd 3TOM OBUIO BBIABIEHO TAKXKE
JIOKaJIbHOE 3aMe/IICHUE [TPOBEICHHS 110 CPEAUHHOMY
HEPBY HUepe3 3aMsICTHBIM TyHHENIb. AMIUIMTY /1A
JyBCTBUTENHHOIO MOTEHIMaNa Obla U3MEHEHA Y
IOJIOBMHBI 6OJIBHBIX 00eux rpynn. Hamu HaGmo-
NeHUs MNOoKasalid, YTO TIKECTh DBIEKTPO-
(U3HOTIOrMYECKUX U3MEHEHUH Y WICHOB OTHOU CEMBU
MOXET CYINeCTBEHHO BapbUpOBaTh. 1aK, B OJHOU U3
ceMe#f pa3HMIA MeX]1y MHUHUMAJIbHOU U
MaKCUMaJIbHOU JIaTeHTHOCThIO M-oTBETa MpU
HCclleIOBaHHH CPeJUHHOIO HepBa cocTaBiisia 4,8 Mc
(ot 3,2 mo 8,0 mMc). OgHako caM MNaTTEpH
3JeKTpoHedporpapMIecKUX HU3MEHEHUH ObLI
OJHOTHIICH /ISl BCeX MallHeHTOB M CBUIETENLCTBOBAI
0 MapaJuIeTLHOM COCYIIECTBOBaHUM MHOXKECTBEHHOH
MOTOPHOH MOHOHEBPONATHH M Ie€HEPaJU30BaHHOH
CEHCOPHOU HEBpOMAaTUH. XapaKTep 3TUX U3MEHEHUMI
(ynnMHEHHe AMCTAJIbHOM JTAaTEHTHOCTM, CHMDKEHME
CKOPOCTH NpOBeJeHHs HpPH OTHOCUTEIbHOM
COXPaHHOCTHM aMIUIMTYABl M-0TBeTa) MO3BOJNSET
3aKII0uMTh, 9To HeBponaTus npu HHIIC spisercs
JEMMETMHU3UPYIOIIEH.

B o6cnenoBannoit cepun ciryyaeB HHIIC Becpma
HOYYUTENIHHBIM ABJIACTCS TOT ()aKT, 4TO GOIBIIMHCTBY
NalMEeHTOB a/IeKBaTHBIA JHarno3 He ObUI HOCTaBIIEH
B Te€YeHHUE UIUTEIBHOro nepuosaa Bpemenu. Gopmy-

JAMpOBKa MEPBUUHOIO JMAarHo3a y obciieoBaHHb
GOJBHBIX BapbHUpOBasia OT “NOCTTPaBMATHYECKUX
HEBPOIATHH, MIEKCONaTHH M PaUKyJIONaTHi” 10
TaKHX Ka3yMCTHUECKHX, KaK “pa3phiB MBI
gonaTku”. B GoNBIIMHCTBE cllydyaeB OIIMOKa
JIMArHOCTHKM OblJa CBsi3aHa C HEJOCTATOYHOCTHH
KIMHUKO-3JIEKTPO(YH3HOTIOr HIECKOr0 00ciIe10BaRHS,
OIPaHHYEHHOI0 TOJIHKO KIIMHUYECKH IOpajKeHHbM
HEpPBOM, a TaKKe INIOXOH HHPOPMHUPOBAHHOCTHIO
Bpadell oTHOcHTeNbHO cymecTBoBanus HHIIC u
Bo3MoxHocter JIHK-mHarHoCTHUKH [XaHHOTO
3aboeBaHus. B HamieM HCCIEIOBaHUM Y BCex
aIMeHTOB ObUI €/THHbIX MOJICKY IApHO-TEHETHYECKUH
mexanu3m paszButus HHIIC — penemus
XpOMOCOMHOro Jlokyca 17pll.2, 4ro cornacyercs ¢
JaHHBIMHU JIPyTUX aBTOPOB O JeJICIMU Kak Haubonee
4aCTOM MOJICKYJIAPHO-I€HETUYECKMM MEXaHU3Me
paszutist HHIIC [12, 17]. Mt oTMe4aJii A0CTOBEPHO
GoJjiee paHHHI BO3pacT Ae010Ta U MEHBIUUMN MPOIEHT
4CHMITOMHOTO HOCHUTENbLCTBA y MYXYHH 10
CpaBHEHHIO C XXCHINMHAMU, YTO HpeIoaraer
GOJBIIYI0 SKCIPECCHIO JaHHOIO 3aboJeBaHus ¥
MY>KYHH.

Eine olHUM 3aBHCUMBIM OT IOJIa HpPU3HAKOM
SIBJISUTOCH Ipeo6iialaHie Yy My>KYMH OCTPBIX 3IU30/10B
mape3a HaJUIONIaTOYHOr0 HEpPBa, YTO MOXHO CBS3ATh,
BeposATHEee BCEro, €O  CHENHPUIHOCTHI
[POBOIMPYIOIIMX MOMEHTOB ¥ MY>KUMH (Harpumep,
3aHATHS TSKEJIOH aTieTHkoif). Xapakrep TeUeHHS
HHIIC y o6ciieloBaHHBIX HAMM HAIlMEHTOB B 63%
ciydyaeB ObUI TUINIMUHBIA — C peLUIUBUPYIOLIUMI
MOHONape3aMd, HpuH 3ToM y 22% OONBHBEX
MOBTOPSIONIHECS SIIM30/AbI Iape30B Kacaluch O/IHOro
M TOro >Ke HepBa. BcTpeuanuch Takxke
OJIMTOCUMMIITOMHEIH (y 9%) 1 acumutoMHbIH (y 23%)
BapuanTel. [lo HanleMy MHEHMIO, OJHOM M3 NpPHUHH
ommm6ok auarHoctuku HHIIC # cooTBETCTBEHHO
HEJIOOIEHKH PACIIPOCTPAHEH HOCTH 3TOT0 3a00JIEBaHMA
SIBJISIETCS] Hajau4ue OOJIBNIOro 4Hciaa aCHMITOMHBKX
HocuTene genenuu 17pll.2; HanpuMep, B Hallem
HMCCIIe/IOBAHMU OHH COCTaBUJIM HOYTH TPETH (23%)
Bcex ciydaeB. [Ipy THOHYHOM pelM/IUBHPYIOLIEM
Bapuante HHIIC Bospact nebrora, JIOKaIH3alHA
Hape30B M UX 4acTOTa y YICHOB OJHOM CeMbH MOIYT
3HaYMTENBHO BapbUpoBaTh. B Hamie#d BbIOODKe
GOMBHBIX OBUIM BEIABIIEHDI clleytomue 4 deHorima
HHIIC: a) penuaMBHpylomass MOHOHEBPOIATHS,
6) pelUAMBUPYIOMKE MO3UITHOHHBIE CEHCOPHEE
CHUMIITOMBI; B) IPOrPECCUPYIOINIasi MOHOHEBPOIATHS,
I') Iporpeccupyonias NoJIMHeBponaThs.

Mruoroo6pasue (peHoTunugeckux Macok HHIIC
TpeGyeT OT KIMHUIMCTOB CBOEBPEMEHHOI



OPUTUHAJIbHBIE CTATbU

JMAHOCTHKH JJAHHOIO 3a6071eBaHus. Cpe/id METOJIOB,
103BOJIAOMMX MPOBECTH MpeABAPHTEIBHEIM
ckpiHUHT OGonbHBEIX Ha HHIIC, nauGonee
ripopMaTHBHA  3JIEKTpo-HelpoMuorpadus,
[03BOJIAIOMIAsE OOHAPYXKUTh CYOKIIMHUYECKOE /MM
aCHMITOMHOE IOpa)X€eHUe HEPBOB. AHAaJIU3
HeHPOYH3UOIIOrHUECKMX HU3MEHEHUH, MOTYUCHHBIX
HAME § aCHMOTOMHBIX M CHMIITOMHBIX 6ONBHBIX
HHIIC, nmoka3ajll OTCYTCTBHME KOPPEIAIHH C
JUTENBHOCTEIO T€YEHUSI GOJIE3HM, YTO CBA3AHO
BO3MOXHO, C HU3KOM aKTUBHOCTEIO IATOJIOIMUECKOTO
nmpoliecca mocyie MaHU(QECTallMd OCTPOro napesa.
BrsiBIEHHYI0 0OCOOEHHOCTH MOXHO C yCHEXOM
Henons30BaTh i auddepenmuposanus HHIIC ot
H30JMPOBAaHHBIX KOMIIPECCHOHHBIX HEBPOIIATUH, [IPU
KOTOPBIX JMHAMUIECKUE U3MEHEHUS! PETUCTPUPYIOTCS
yke depe3 1-2 Hegenu. MexaHU3MOM 3I€EKTPO-
(buHONOruIEcKMX OIIOKOB MPOBE/ICHMUS BO30YK/ICHUS
y 6omsEbX HHIIC (B BanieMm uccnenoBanuu no 14%
HEPBOB), MOXKET CITY>KHTH HATMYMe TOMAKYJI, KOTOpPbIE
9aCTO PACIOIAraloTcs PsIOM C mepexBaTamMu PaHBbe
i NPaKTHYECKU BCErJa CONPOBOXKIAOTCS UHBAIU-
Haled OJHOro MUEJIMHOBOI'O CErMEHTA B COCE/IHUM,
¢ OCNEeJOBAaTEILHEIM CMelleHueM MepexBarta [19].
Hu npu ogHolt M3 HacieICTBEHHBIX HEBPONATUH
6mokd MpoBeleHUS He BeTpedaroTes. DToT ¢axt
JOMKEH YYUTBIBaTHCS B AU depeHIMaNBbHOK
mpaargocTuke HHIIC u gpyrux HacijieICTBEHHBIX
MOTOPHO-CEHCOPHBIX HeBpomnaTUi (0coOEHHO B
clydadxX, HMEIOIMMX Olpee/IeHHOE KIMHUYECKOE
cxocTBO ¢ Gonesurio [1lapko—Mapu—TyTa).

Hanuuue peruauBUpYIONMX MOHOHEBPONATUH,
0COOEHHO y JIMI[ MOJIOJOI'O BO3pacTa, MOJDKHO
HACTOPOXHUTH Bpada B IIJIJaHE BO3MOXHOIO
HaclIeICTBEHHOr0 XapaKTepa JaHHOI'O CTpajlaHds M
MOCITYKUTh TOTYKOM JUISI IPOBEICH U PACIIMPEHHOTO
KIMHUKO-3JIEKTPOPH3HOTIOT HIECKOTO UCCIIE[IOBAHMS.
ObHapyXeHHe pacnpocTpaHEHHBIX HEHPO(PU3HUOIIO-
rMYECKUX H3MEeHEHU U, BBHIXOAAMMUX 338 PAMKH
KIMHUYECKHM MOPa>keHHOT'O HEPBa, B COYETAHUU C
0C00EHHOCTAMU 3JIeKTpOHEeHporpaguueckoro
naTTepHa (HalMuMe reHepaM30BaHHOM CEHCOPHOU
HeBPONATHHM NapajyielbHO CO MHOXECTBEHHOU
MOTOPHOM HeBpomaTHEH AEeMHUEIMHU3UPYIOIIEro
XapaKTepa Mpu BO3MOXKHOM perucrpaiuu 6J0KOB
IpOBE/IEHUST) SIBJIAETCS] OKAa3aHUEM K IPOBE/ICHUIO
JIHK-anamu3a na nanuaue 17-H XpOMOCOMBL

TaxuM oGpa3om, ydeT 0COOEHHOCTEN TEYCHHS
HHIIC u BBicoKas 3¢GbeKTHBHOCTH MPEBEHTUBHBIX
npoHITAKTHYECKMX MEPONIPUATUH O3BOJIAT B GOJIB-
MUHCTBE ciydaeB U36eXaTh OCIOXHEHMH NpHU
CBOCBPEMEHHOM MOCTaHOBKE MPAaBUJIBHOrO IHarHo3a.
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