PasHoe

[To maHHBIM HelipocoHOTpaduu y ITUX JeTel Ha-
Omoanace aTpodus MO3rOBOTO BEIIECTBA, pac-
HIMpeHne 00PO3/I U KEITYJOUKOB.

VY 10 yenosek (18,8%)c ruaponedanbHO-TH-
MEePTEH3UOHHBIM CHHAPOMOM Ha TJIa3HOM [IHE
OBLIN BBISIBJIEHBI SIBJIIEHUSI 32CTOSI B BEHO3HOM CHUC-
TeM€ PETUHAJIbHBIX COCYA0B (pacllipeHue BeHYI,
MOBBILLIEHHAS UX U3BUTOCTD). Kpome Toro, nmena
MECTO JIEKOJIopalius BUCOUHOM nmoyioBuHbI [{3H 3a
CUYET YMEHBIUEHHUs ee KaNuUIiapu3aluuu. Y 3TUX
JIeTeH 4aCTOM COMyTCTBYIOIIEH O(hTaTbMOIOTHYeC-
KOH MmaTojoruel ssunach sx3otponus (15%), Hu-
crarMm (12%). [TocTOSHHBIMHU KIIMHUYECKUMHU TIPH-
3HaKaM# ruporieaTbHO-TUIIEPTEH3UOHHOTO CHH-
JipoMa ObUTH YBEJIMUEHUE Pa3MEPOB FOJIOBBI, pac-
LIMPEHUE BEH BOJIOCUCTON YaCTU KOXH T'OJIOBBI,
Ppa3apaxxuMoCThb, OTCYTCTBHE KOHLIEHTPALIMY BHU-
MaHus. Y 3 4elnoBeK OTMEUEHO HAJIMYKe IPUCTATIb-
HOTO B3IJISI/Ia BBEPX, 3aI1a/IEHUE BEK (CUMIITOM «3a-
XOJSIIETO COJTHIIAY).

Hns 8 manmenToB (15,1%)c nepuBeHTPUKY-
JISIPHBIMH KPOBOUBIIUSHUSIMU XapAKTEPHBIMU MTPH-
sHakamu BA3H oxazanock Hajuuure nepudepudec-
koit gexonopauuu A3H, menkux peTuHaIbHbBIX U
CyOpeTHHAIIbHBIX TeMOPPArUi.

YV nereli BTOpOM IpyNITbI C TPU3HAKAMY BHYT-
puytpo6Hoit nHpexmu BA3H coueranacsk ¢ ero
rurnoruiasueit (21%),cocyaucTsiMu Maltbhopmarm-
smu (37%) YV 5 manmMeHToB 3TOM rpyIIbl HAOIIO-
JIAJIICh U APYTHe NATOJIOT MU OpraHa 3peHUst: BPOXK-
JIeHHas TJIayKoMa, KaTapakTa, XOPUOPETUHUTHI,
kosmoboma xopuownsen. Y 13 yenosexk BA3H acco-
LUUPOBATIACH C BPOKIECHHON COMATUUECKOU NTATO-
norueit (MOPOKHU cepalla, BHYyTPEHHUX OPIaHOB,
KOHEUYHOCTEH, CKEIIeTa).

Hacnencreennsie opmbr A3H Berpevanmch
HE 4acTO U, KaK MPaBUIO, HOCUJIU CEMEUHBIN Xa-
paxtep. OHU BBISIBIISUIMCH ITPU YETKOM cOOpe aHaM-
He3a, U3yUYEeHUU T'eHEeAIOTHYECKOro JiepeBa U 00-
CIIEIOBAHUU pOJuUTENIe peOeHKa B MEIUKO-TeHe-
TUYECKON KOHCYJIbTALIUH.

Takum o6pazoM, U3y4yeHHUE CTPYKTYPHI U
npuunH BA3H y nereit XabapoBckoro kpasi CBU-
JIETEeNIbCTBYET O HAJIMYUU Y OOJIBIIMHCTBA U3 HUX
TspKenoit BpoxknenHo# naronoruu LIHC (60,3%)
00yCJIOBJIEHHOM HApPYIIIEHUEM €€ BHYTPUYTPOO-
HoTrO pa3Butus. B 61,1% cimydaeB aTomMy Ccrtoco0-
CTBOBAJIO NATOJIOTMYECKOE TeUEHHE OEPEMEHHO-
ctu (eTomnaneHTapHas HEJOCTATOYHOCTh U
OIlIT-recto3).

Kpome Toro, BbIsIBJI€HBI HEKOTOPBIE XapaK-
TEPHbIE 0COOEHHOCTH O(PTATEMOCKOITMIECKOM Kap-
tuHbl JI3H B 3aBUCHMOCTH OT 3THOJIOTUYECKOU

npuunHbl BA3H. Tak, npu nammanu [1911 HaGro-
nancs aexoyiopupoBanubiid JI3H ¢ yeTkumMu KoH-
TypaMH M Pe3KO Cy>KEHHBIMH apTepuosniamu. [1pu
ruaponedanrbHO-TUNIEPTEH3MOHHOM CHHIPOME Jie-
kosopanus JI3H coueranacek c sIBI€EHUSIMH BEHO3-
HOTO 3acTos. Y JeTel ¢ BHyTpUyTPOOHOI UHPEK-
uueit BA3H coueranacey ¢ runomnasuei JI3H u
COCYIIMCTBIMH MaTb(OPMAIIUSIMHU.

VYunrtsiBas BeICOKYI0 uactoTy BA3H y nereii,
POKIEHHBIX OT MaTepei C MATOJIOTUYECKIM Tede-
HUeM OEepeMEHHOCTH, NeInaTpaM U OKYJIHCTaM
MOJIMKJIMHUK ClIeyeT O0ojiee BHUMATENBHO U B 00-
Jiee paHHUE CPOKH TPOBOAUTH BhIsBIcHUEe BA3SH
y HHUX JJISI HA3HAYEHUS aJIeKBATHOTO JICUEHUS U
JIMCMIAHCEPHOTO HAOIIOIEHNS.

BbiukoB U.H0., Muxannoeckas W.E.,
CykepHuk P.UN., Bonopgbko H.B.

CEMbSl C HACJNNEACTBEHHOW
HEWPOMATUEN 3PUTEJSIbHOIO HEPBA
NEBEPA, OBYCJIOBJIEHHON MYTALMEW

MUTOXOHAPUAJIbHON OHK
B HYKJEOTUAHOW NO3nuun 11778

MpoBepgeH KIMHUYECKUA U MONEKYNsipHO-TeHe-
Tuyeckun aHanus MTOHK cemeit ¢ muToxoHgpuanb-
HbiMu 3aboneBaHusimu (6onesHb Jlebepa). CocTtaBne-
HUe POAOCNOBHOW U TOYHasl MOCTaHOBKA AuarHosa c
NOMOLbI YKa3aHHOro UCCnepaoBaHWUsi NO3BONSIET On-
TUMU3UPOBATb fleHeHne MauUueHTOB.

MuroxoHapuaibhbie 0oe3an (Mb, MUTOXOH-
JIPUOTIATHH) — KITMHUYECKH, TEHETUIECKHN U OHo-
XUMUYECKU T€TEPOTEHHBIE 3a00JIeBaHM s, 00YCITOB-
JICHHBIC HAPYIIEHUEM BBIPAOOTKU HEPTUH B MHU-
TOXOHJIPUSIX.

Hawu6onee pacnpocTpaHeHHBIM MUTOXOHIPH-
JTbHBIM 3200JIEBAaHUEM SIBJISIETCS HACIIEICTBEHHAS
arpodus (neiiponatus) Jlebepa(LHON).

Hacnenosanne HeliponlaTM 3pUTENBHOTO He-
pBa Jlebepa, kak 1 BceX MUTOXOHAPUAIbHBIX 00-
JIE3HEU, HE MOAUUHSETCS 3aKkoHaM Mennens. s
3TOro0 3a00JIeBaHMs XapaKTePHO HACIIEIOBAHUE 10
MaTEPUHCKOU JIMHUHU, KOTOPOE OOBSICHAETCS 0CO-
OEHHOCTSIMU TIpOIIecca OTUIOA0TBOPEHUS. TOIBKO
TOJIOBKA CIIEPMATO30U/Ia, COAEpKAIIAs IIEPHYIO
JHK, nponukaer B sSIHLIEKJIETKY BO BpeMsl OILIO-
MOTBOpeHUs. XBOCT CO BCEMH PACMOI0KEHHBIMU
B HEM MUTOXOHIpuUsMHU yTpauuBaetcs. CrenoBa-
TEJTbHO, M3 TIOKOJIEHUS B TIOKOJICHUE TIEPEAAtOTCS
JIMUIb FeHbl MATEPUHCKUX MUTOXOHAPHIL. OcoOeH-
HOCTH MAaTE€PUHCKOTO HACTIEAOBAHUS: 1) )KEHIIIMHA
TepeIacT MPU3HAKU CBOEMY TTOTOMCTBY; 2) MYXK-
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CneuunanbHbIA BbiMyCcK

HoBble TexHOMorun MUKpPOXUPYPrun rnasa

YUHA He NepefaeT MPU3HAKU CBOEMY IOTOMCTBY,
T.€. Ha MyX4uHe nepenada Mb npexparmiaercs.

CerojHst U3BECTHO 26 MyTaLUii MUTOXOHIPH-
ampHOU JIHK (MTJHK), KOTOpBIE CAMOCTOSTEITB-
HO WM B aCCOLUHUAIMU IPYT C IPYrOM BbI3BIBAIOT
pas3Butue 6oise3nu Jlebepa. Tpu MmyTanum B HyK-
steoTHAHBIX no3urusax 11778, 3460, 14484 na3wI-
BAIOT «IIEPBUYHBIMI». DTU TPH MYTaIIMH HE COUe-
TAIOTCS IPYT C ApyTroM 1 He BeTpevarotes B MTJHK
310pOBOr0 KOHTPOJIsl. OTHOCUTEIBHBIE YACTOTHI
3Tux myTtauuii B EBponeiickoit nomymsinuu: 69%
s 11778, 13% s 3460, 14% nnsa 14484 myra-
uuu. To ectb 311 TpH nnepBuuHbIe MyTauuu MTIHK
OOBSICHAIOT NMPUOIM3UTENBHO 96% Beex ciyuyaes
BJI. Cpeau HUX MyTalys B MOJIOKEHUN HYKJIEOTH-
na 11778, xotopas sBAsSeTCS HaubOJIee 4acTo
BcTpeuaroueicsa. [ias pogoCIOBHBIX ceMeH ¢
LHON xapakTepHO IHPOKOE BAPbUPOBAHUE KITH-
HUYECKOTO MPOSIBIICHUsI O0JIE3HU, KaK BHYTPU, TaK
Y MEXIY CEMbSIMH, UTO OO0BSICHSIETCS (DEHOMEHOM
FETEPOIJIA3MUM U CIyYailHbIM pachpeneeHueM
MUTOXOHAPUI B MPOLIECCE NETEHUS KJIETKHU.

Cpenuuii Bo3pacT Havajia 3a00JIeBaHUS KO-
nebaercs ot 15 mo 40 meT, XOTs BO3MOXKHO pa3BH-
THe 3a0oneBaHus B Bo3pacre 10 15 u mocrne 40 net.
Haubonee yacro 3aboneBatot MyxunHbl. XKeHiu-
HBI OoneroT B 7-17% ciiyuaeB aTpodueit 3puTenb-
Horo Hepsa Jlebepa. [Ipu TUMUYHOM TeueHUU Ha-
CIIEJICTBEHHOW onTh4eckoil Heitponatuu Jlebepa
BO3HUKAET PE3KOE CHUKEHUE LIEHTPAIBHOTO 3pe-
HUS U OOJplIME a0COMIOTHBIE LEHTPOLEKAIbHBIE
CKOTOMBI IPU OTIPEAENIEHUH T0JIeH 3peHus Ha Oe-
JbIA M KpacHbli 1BeT. B pa3Butun 3aboneBaHus
MO>KHO BBIJIEIUTH 2 CTAJIMU: OCTPYIO U aTpodudec-
Ky10. B ocTpoii ¢ase Ha ri1a3HOM THE XapaKTepHO
pa3BUTHE TPUAABI IPU3HAKOB: 1) runepeMus v cTy-
LIEBAHHOCTD I'PaHULl AUCKA 3PUTEIbHOrO HEPBa; 2)
MEPUNTATIIIIIIpHAS. MUKPOAHTHONIATHUS; 3) OTCYyT-
CTBHUE TpaHccyaanuu (irroopectienHa Bokpyr JA3H
nipu mpoBeaeHnn GAT. YUepe3 HECKOTBKO MECSIIEB
pasBuBaeTcs aTpodudeckas CTaaus ¢ mooJIeTHEHH-
€M BCEro JMCKa 3pUTEIbHOrO HEpBa WJIHU €ro BU-
COYHOM MoIOBUHBI. [TalluEeHTHI C TUTIMYHBIM Teue-
HUEM aTpoduu 3puTeIbHOro HepBa JlebGepa 1uro-
X0 MOJJAI0TCA JieueHUuto. MiMeroTcs aTunuYHbie
cllyyau KJIIMHM4YecKOro TeueHus.. OHU BKIIIOUAIOT
YBEIIMYEHUE OCTPOTHI 3PEHUSI, YMEHbIIIEHUE Pa3Me-
POB LEHTPAJIbHBIX CKOTOM U MIEPEXO]I CKOTOMBI U3
abCOJTFOTHOM B OTHOCUTEIBHYIO.

Yarrre Bcero 3a00sieBaHne pa3BUBAETCS HA 000-
UX TJIa3aX He oJHOBpeMeHHO. HTepBan Mexay
BOBJIEUEHHEM B 3a00JIeBaHKEe 000UX IJ1a3 KOJIeOIIeT-
csl OT 2-3 Helenb 10 HECKONbKUX MecsileB. OnHO-
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BPEMEHHOE pa3BUTHUE 3a00JIeBaHUsI HA OOOUX IJa-
3aX BCTPEUAETCS PENIKO. DTO B YACTH CITy4yaeB MOXK-
HO OOBSICHUTH TEM, YTO MALMEHT HE 3aMETHJI CHU-
YKEHUSI 3pEHHS HA TIAPHOM (HE BEIYIIIEM) TT1a3y.

C 2000 r. B HoBocubupckom pummaie MHTK
«MuKpOXUpYprus riraza» mpoBOIUTCS paboTa 1Mo
M3y4eHUIo aTpoduu 3puTenbHoro Hepsa Jlebepa
Ha Tepputopuu Cubupu.

YV Bcex MalMeHTOB ¢ ABYXCTOPOHHEH aTpodu-
el 3pUTEeIbHOTO HEpBa MOMUMO CTAHIAPTHOTO
obcrmenoBanus (BKIIOUaromero coop aHamHesa,
BU30METPHIO, KepaTo-pepakTOMETPHIO, JUHA-
MHYECKYIO MEPUMETPHUIO Ha KPACHBIA M Oeblii
LIBET, UCCIIEOBAHUE LIEHTPAIHHOTO MOJISI 3PEHUSI
U OCMOTD TJIa3HOTO JHA) COCTABIISIETCS CEMEMHBIN
aHaMHe3 C ocrpoeHueM poaocioBHou. [1pu Ha-
JIUYUU MATEPUHCKOT'O TUIIA HACIIEAOBAHUS aTPO-
(¢buu 3pUTEITHHOTO HEpBa MPOUZBOAUTCS 3200P
KPOBH U3 JIOKTE€BO BeHbI (0010 20 MII) TSI TTPO-
BEJIEHUS] MOJICKYJISIPHO-T€HETUYECKOTO UCCIIE0-
BaHMS y MAIMEHTOB C aTpoduell 3pUTEIHHOTO
HEpBa U 3[I0POBBIX POACTBEHHUKOB 110 MATEPHUH-
CKOU JINHUU.

[Ton HammMm HabmoaeHueM ¢ 1999 r. Haxonut-
Cs CeMbSI C HACIIEICTBEHHOM aTpoduelt 3puTenbHO-
ro Hepsa. [IpoBoauMBbIil HAMU COBMECTHO C j1a00-
paTopuen MOJEKyJISIpHOM reHeTukun MHcTHTyTA
Luronoruu u I'enetuku CO PAH xinHu4YecKuii u
MOJIEKYJIIPHO-TEHETUYECKUI aHAJIU3 3TOM CEMbU
no3Boyit o6HapyxuTh mytanuio MTIHK B HyK-
neotuaHo# no3uuuu 11778, Hacnenyemyto 1o ma-
TEPUHCKOU JINHUU.

Bcero o6cnenoBano 10 yenosek. [TomyyeHbl
CBEEHUA O 55 POACTBEHHMKAX IO MATEPUHCKOMN
nuHuU. COOTHOIIEHUE MY>KUMH U )KEHIIUH Cpeaun
3a00JIEBIIMX WIEHOB ceMbU cocTaBmwiio 1:3. Y aByx
YeJI0BEK, 00CIeI0BAHHBIX HAMU, OOHApYXKeHa aT-
poduyeckas craaus Heiiponatuu JleGepa, y HUX
TaK)Ke UMEIOTCSI COIMyTCTBYIOIIME KapANOJIOrnyec-
ke HapyueHus (0okaga mpaBoil HOXKH MydKa
I'ncca u cuaapoM c1abocTu CHHYCOBOTO y37a). Y
OJHOTIO MAIMEHTAa U3 3TON CEMbU UMEETCSI HEBPO-
JIOTUYECKasi CHMIITOMATHKA (MHCYJIbTOINOI00HbIE
SMU30/IbI).

V mpobanpga 3toit cembu B Bo3pacte 40 et
CHU3MIIOCHh 3peHue: cHaudana OD, 3atem uepes 20
nuert OS. INepudepuyeckrie rpaHULIBI TTOJIS 3pEHUS
HOPMaJIbHbIE, OTMEYAIACh A0COIIOTHAS LIEHTPAJIb-
Hasi ckotoma. OH moJiyyas jiedeHue B KIMHUKE
r1a3HbIX OoJe3Hel ¢ npeaBapurenbHbiM DS: Tok-
cuueckas Heviponiatusi OU. Ha rinasHom nHe Ha-
Onromanach TUMUYHAS KapTUHA OCTPO#l (as3bl
LHON. Yepes 2 mecsiua Ha ria3HOM JHE 000uX



