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AHHoOTanus

BBeaeHue. B cTaTbe pe/icTaB/IeHO papUTeTHOE HAabJII0JleH e ceMelHOTO ciy4as 601e3HU YHeppuxTa-JlyHa-
60pra, 0lHOr0 U3 BapUaHTOB MUOKJIOHYC-3IIMJIENICUH, KOTOpast XapaKTepU3yeTCs THIepaKTUBHBIM COCTOSIHU-
€M KOPKOBO-IIOAKOPKOBBIX ABUTATE€/IbHbIX MEXaHHU3MOB, O6yCJIOBJII/IBa}OLLU/IX CTauHOHaprIﬁ MHOKJIOHYC 11O -
KOpPKOBOTO IeHe3a U «3allyCKalolllero» Npy ero yCuJeHUU reHepaju30BaHHble 3MIMJIeNITHYECKUe TpUNaKu. B
CBSI3U C MaJIOM 4acCTOTOH BCTpeyaeMOCTH paHee My6JIMKOBaIMCh TOJbKO OJUHOYHble HAGJ/I0/jeHHs 60JIe3HU
Yudeppuxra-JlyHaoopra. llegp pa6oThl — BblJie/IeHHE KIMHUYECKUX 0CO6EHHOCTEN PeJJKOro CEMeMHOro Ba-
pHaHTa MUOKJIOHYC-3NU/Iencuu YHeppuxTa-J/lyHg60pra B CpaBHEHUH C IPOSIBJIEHUSMU OJJMHOYHBIX CJIyYaes,
ONMCAHHBIMHU B JIMTepaType. MaTepuasbl M MeTOABL [IpescTaBieH ceMelHbIN ciy4yail 3a60/ieBaHUs ¥ TPex
POAHBIX 6paTheB, MaHUPECTUPOBABIIKH 10 Mepe AOCTHUKEHUSI UMHU Bo3pacTa AebroTa 6oJie3Hu. [[poaHanusu-
pOBaHa po/I0C/A0BHAsA CEMbU B HECKOJIbKUX NIOKOJIEHUAX, JAHO ONMCAaHUe }KU3HU U NPOsIBJIeHUI 3a060J1eBaHUs
KaKJloro U3 6paTbeB. ConocTaB/ieHa KapTUHA 60J1e3HU eIMHOKPOBHBIX 6paTbeB M CEMUOJIOTHUU B € {MHUYHbIX
c1y4asix MUOKJIOHYC-3NUIencuu. Pe3ysibTaThl M 06CyKAeHHe. Ha npuMepe onucaHus ceMeHHOTo ciy4asi 3a-
60J1eBaHUs NOAYEPKHUBAETCA 3HAYMMOCTb KJIMHNYECKON XapaKTepUCTHUKH, KOTopas onpeJesiseT JaJlbHen1yo
CTpaTervio JUarHoCTUYEeCKOTo MOUCKa U IPUMeHeHHe UHCTPYMeHTa/IbHbIX MeTO/,0B HccaeoBaHus. [loMrumo
aToro c6op xaj06, aHaMHe3a, JJaHHble HEBPOJIOTMYECKOT0 OCMOTpPA NMPHU JUarHOCTUKe 6osie3HU YHeppux-
Ta-J/lyH/60pra N03BOJIAIOT CIeLUATUCTy AudPepeHIIUPOBaTh ee OT Pa3JIMUHbIX BAPUAHTOB HACJe/ICTBEHHBIX
MHOKJIOHYC-3nu/1encuit (o 15 BapuaHTOB 10 JAHHBIM JIMTEPATYPBhI), CXOXKECTb CHMITOMATUKU KOTOPBIX MO-
r'yT IPUBECTH K OLIMOO0YHOU MOCTAaHOBKE JAWarHo3a. HpoaHaJII/IBI/IpOBaHbI COBpEeMEeHHbIe HallpaBJIEHUA IOA-
JlepKuBarollell Tepanuu 6oJsie3HU YHeppuxTa-JlyHA60pra, No3BoJsiloliMe 3aMelJIMTh NPOrpecCUpyIUM
XapaKTep He’3J1e4rMMOoU NaTOJNIOTUH, laHa XapaKTepUCTHUKA AeHCTBUSA OT/leJIbHBIX NIpeNnapaToB. 3aK/II4YeHue.
[IpocsiexxuBaeTcs psifi CXOACTB U PA3IUYMK KJIUHUYECKUX MPOSBJEHUN MHOKJOHYC-3IUJIENCUU YHpeppux-
Ta-J/lyH/60pra npy crnopafudyeckux UM ceMeHHOM BapuaHTax 3aboJieBaHMsA. Befyiaa Tpuaja CHMITOMOB
HMMeeT XPOHOJIOTHYeCcKOe HeCOBIaZleHue UHUIMALMH Y OT/Ae/IbHbIX 60/IbHBIX U Pa3/IMYHOe JJOMUHUPOBaHUeE B
KaXk/I0M OT/IeJIbHOM CJIy4ae, UYTO CO3/jaeT BapruabesbHOCTb 3a60J1eBaHHUs.

KimroueBblie cj10Ba: MUOKJIOHYC-3nuIencusi YHpeppuxra-Jlynaoopra, ceMmeliHoe HabJoieHue, [udpdepeHnu-
QJIbHBIN UArHO3, JIEYEeHUE.
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Clinical Case
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Abstract

Introduction. The article presents a rare observation of a family case of Unverricht-Lundborg disease, a variants
of myoclonus-epilepsy characterized by a hyperactive state of cortical-subcortical motor mechanisms that cause
stationary myoclonus of subcortical genesis and «trigger» generalized epileptic seizures when it intensifies. Due
to the low frequency of occurrence, only single observations of Unverricht-Lundborg disease have previously
been published. The aim of this work was to highlight the clinical features of a rare familial variant of Unferricht-
Lundborg myoclonus-epilepsy in comparison with the manifestations of single cases described in the literature.
Materials and methods. We present a family case of the disease in three siblings, manifesting as they reached
the age of disease debut. The family pedigree in several generations is analyzed, and the life and manifestations
of the disease in each of the brothers are described. The disease pattern of single siblings and semiology in
single cases of myoclonus epilepsy were compared. Results and Discussion. By the example of the description
of a family case of the disease, the importance of clinical characteristics is emphasized, which determines the
further strategy of diagnostic search and application of instrumental methods of investigation. In addition, the
collection of complaints, history, and neurological examination data when diagnosing Unferricht-Lundborg
disease allow a specialist to differentiate it from various variants of hereditary myoclonus-epilepsy (up to 15
variants according to the literature), the similarity of symptoms of which may lead to an erroneous diagnosis.
Modern lines of supportive therapy of Unferricht-Lundborg disease, allowing to slow down the progressive
nature of the incurable pathology, are analyzed, the characteristics of the action of individual drugs are given.
Conclusion. There are a number of similarities and differences in the clinical manifestations of Unferricht-
Lundborg myoclonus-epilepsy in sporadic or familial variants of the disease. The leading triad of symptoms has
chronologically inconsistent initiation in individual patients and different dominance in each individual case,

which creates variability in the disease.
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BBEJAEHHUE HEHUHU C NpPOSIBJIEHUAMHU OLMHOYHBIX CJy4yaeB, OIM-

Bosiesnb Yudeppuxrta-Jyngoopra (bBYJ1) — Hna-
c/le/[CTBeHHOe 3aboJieBaHMe K3 TIpYNNbl Iporpec-
cupyomux GpopM MHUOKJIOHYC-3MUJIENICUH, KOTOphIE
XapaKTepU3yITCA reHepaJyM30BaHHBIMU 3MUJIENTH-
YeCKMMH MNPUCTYNaMHM, MHOKJOHHUAMHU U TIOCTe-
NMeHHbIM CHIKeHHeM uHTesnekTa [1-12]. Kpome
BapualU¥l KJIUMHWYECKOW KapTUHbI, B IOCJeJHUE
JleCATUJIeTUS] YAAJIOCh BBIBUTb TeHeTHUYeCKHe aHo-
MaJIMM: MYTaHTHbIM TeH, HauMeHOBaHHbIM EPM1,
KOTOpBIY JIOKAJM30BaH Ha XxpoMocoMe 21 U cliensieH
c sokycom 21q22.3 [13-15]. [lanHasa reHeTHdYeckas
aHOMaJIUSI TPUBOAUT K AePUIUTY OesiKa IUCTATH-
Ha-B-MHruéuTopa JM30coMaJbHBIX LIMCTUHIPOTEA3,
TaKXe U3BECTHBIX KaK KaTelCUHBI. /luc6asaHC KOH-
KYPEeHTHBIX pepMEeHTOB CIOCOOGCTBYET HAKOILJIEHUIO
CBOOO/JHBIX PaJjMKaJIOB, OKCHJAHTHOMY CTPeCcCy HepB-
HOM TKaHU W JilereHepaTUBHOMY NpOolLieccy BellecTBa
rosioBHoro mosra [13]. 3a6osieBaHre MaHUeCTHPYET
yalle B MHTepBase oT 9 1o 13 sieT. XapakTepHa KJu-
HHAYecKas TpUaJia NPU3HAKOB: CTOMKUN MHOKJIOHYC,
reHepa/iM30BaHHbIe CYJJOPOXKHbIE NMPUMAJKH, Hepes-
KO BbIpa)keHHas JAeMeHLUs. [Ipeanosaraetrcsa ayTo-
COMHO-peleCCUBHBIN XapaKTep Hac/Jae[0BaHUs, XOTs
B NMyGJMKAUAX U3JI0XKEHBI TOJIBKO CIIOpaJUyecKue
cayyau 3abosieBaHus [1-3, 10,13]. Huxe npepcras-
JieH ceMeWHbI# cayyait BYJL.

Ilenp paGoTbl — BbIJiEJIEHNE KJIMHUYECKUX
0COOEHHOCTEH peAKoro ceMeHHOro BapHaHTa MHO-
KJIOHYC-3MUJIeNcuu YHeppuxTa-JlyHa6opra B cpas-

CaHHBIMH B JINTepaType.
MATEPHAJIbI U METO/1bI

[IpoaHanM3upoBaH ceMeHHbIA ciay4all 6oJies-
HU YHbeppuxTa-JlyHa6opra B ceMbe TpeX POAHBIX
6paTtbeB. Hacyie[cTBEHHOCTb NpOC/EXKeHa 110 JUHUU
OTL|a U MaTepH B Tpex MokKoJieHusx. [[poaHanusupo-
BaH aHaMHe3 KU3HHU, ONIMCaHa KJIMHUYecKast KapTHHa
3a60JieBaHUs, IPe/CTaBJIEHbI Pe3yJIbTaThl ONMCAaHUSA
HeBpPOJIOTHYEeCKOro cTaTyca. [IpuBesieHbI pe3ybTaThl
WHCTPYMEeHTa/bHbIX UccaenoBaHui: I3l u aynekTpo-
HelipoMuorpadusi.

Ha ocHOBaHMM NOJIy4YeHHBIX JJaHHBIX TPeM 6paTh-
SIM BBICTaBJIEH JMarHo3 6oJie3HU YHPeppuxTa-JlyHa-
6opra. UccinenoBaHnne NpoBeJIeHO B COOTBETCTBUU C
3TUYECKUMHU U I0PUAUIECKUMU HOPMAMH, B COOTBET-
CTBUHU C 3THYECKUMHU CTaHAAPTAMH, U3JI0)KEHHBIMHU
B XeJIbCHHCKOM JeKjapauuu BceMupHoU MeguIUH-
ckoM accounanuu nepecmotpa 2013 roaa. [lagueHToI
NpeJloCTaBUIM [J06pOBOJbHOE HHGOPMHUPOBAHHOE
corsiacve Ha IpoBeJleHue UCCIel0BaHUS U UCII0JIb30-
BaHUe MaTepHaJoB B HAYYHBIX IleJIsIX.

PE3YJIBTATbI U OBCYKJAEHHUE

[IpescTaB/eHbl MaLMeHTbl — Tpoe 6paTheB, Ha-
C/1eICTBEHHOCTb KOTOPBIX MHPOCJEXKeHa IO JIMHUU
OTILa ¥ MaTePH B HECKOJIBKHUX ITOKOJIEHUSAX (pUC.).
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CKe M0 JieCTHHULe»). [IpenMyiecTBeHHas
JIOKaJU3alUsl HAaCUJIbCTBEHHBIX JBUXe-
HUH, 4TO xapakTepHo ajs BYJl, — Bepx-
HHe KOHEYHOCTH, A3BIK, JIULO.

Y, 2

PopocnoBHas cembu L. PoguTtenu 310poBbl; 60/1€3Hb
posIBJIsSieT ce6s1 THE3/JTHO — ¥ 3-X CbIHOBeH 3/J0pPOBBIX
poauTeseit. OcTanbHble POACTBEHHUKU U UX JeTH (Ky3eHbl
Y Ky3WHBI 60JIbHBIX MaJIbYMKOB) aHAMHECTHYECKH He
o6Hapy»krBau npu3HakoB BYJI. BospacT ux npesbiian 16
JieT. PoM60oM 0603HaveHbI IBOIOPOAHBIE IETH, Y KOTOPBIX
He y/JlaJI0Ch JJOKYMeHTa/lbHO MOATBEPAUTD MOJI

[TaguenT Cepreu 1., 20 sieT. [lepBble CUMITOMBI
3ab60JieBaHUs NOSIBUJIMCh B 13 JieT, Korja AHEM IO
NyTU B NPOAYKTOBBIM MarasuH MOJIOJOM YeJsIOBeK
ynaJi, moTepsiJl CO3HAHUE, HAabJII0JalNCh CYZ0pOry B
KOHEYHOCTSIX, HaNpsi>KeHUe TeJia, OblI JJOCTaBJEeH B
6osibHULY. [0J0GHBIN MPUCTYN MOBTOPHUJICS CIYCTS
ro/i, IocJie 4ero 6b1J10 3aMedYeHO MOsIBJIeHHE KPAaTKUX
NoJepruBaHUM B Pa3/IMYHbIX YACTSIX Tesa U KOHed-
HOCTAX. 3T HAaCHUJIbCTBEHHbIE JBUXKEHUS UMeJU He-
NOCTOSHHBIM, KPYIHOPa3MallUCTbI, HECUMMETPUY-
HbIH, 6ecnops104HbIN xapakTep. [eHepaM30BaHHbIE
CYAOpPOXKHble NPUNaZKU NPOAOKAIUCh HE 4acTo,
NpPEeUMyIeCTBEHHO HOYbl0, WM IMpeAllecTBOBAJIO
«Mpef4yBCTBHE» B BU/Jle PE3KOr0 ydallleHUs MoJep-
TMBaHUM, KOTOpbIE CIMBAJIMCh B €UHYIO Yepesy Co-
KpallleHUH MbliL. MHOora naueHT ycreBaJsl Cka3aTh:
«Mamal», mocsie 4ero HacTynaJia moTepsi CO3HaHUS C
obuMu cypoporamu. [logepruBaHust Ha HEKOTOpOeE
BpeMs1 IpeKpallajluch, 3aTeM IIOCTENIEHHO BO30GHOB-
JISLJIACh.

Co BpeMeHeM MMOKJIOHHUMU CTajd 3aTPYAHATb
NOBCEeJJHEBHYIO JleATeJIbHOCTh MNaljdeHTa: MellaTb
CILyCKY 10 JIECTHUIIE, TepeiBIXKeHUI0. Peub cTasa Ho-
CUThb TOJIYKOOGPA3HbIA XapaKTep, MOSBUIOCH MCEB-
Jlo3avKaHHe. ['MIepKHHe3 TakKXe YCUJIHUBAJICA NpHU
B3mIsZe Ha CoJiHIlEe, IPU BOJIHEHUHU, HA paboTe, IpuU
3aKpbIBaHUH IJIa3.

[lanneHT >XeHaT, UMeeT TOJ0BaJoro pebGeHKa.
Co csioB oTIa, peGeHOK «HEpPBHBIM». CaM G0JIbHOU
OTMedaeT CHW)XXEHHe Kpyra MHTepecoB, peKO CMO-
TPUT KHWHO, KHUT He 4YuTaeT. Bce cBoGoAHOE BpeMs
NPOBOJUT JoMa. BrimosiHSeT 3jieMeHTapHyl pabo-
Ty. O6bEKTUBHO: T'0JIOBHOW 00JIM, MEHUHI€aJbHbIX
CUMIITOMOB HET, HEPAaBHOMEPHOCTD IVIa3HbIX LieJIeH.
02KMBJIEHBI CyXOXXUJIbHBIE U TIePUOCTa/IbHbIE pedieK-
col. Tonyc Mblun guctoHndeH. Cumntom l'opgoHa-2.
YacTeli CHOHTAaHHBIA MUOKJIOHUYECKUU TUIIEpKUHE3
B JIMIle, MbIILAX f3bIKA, IJIOTKW, BepXHENW 4acTH Ty-
JIOBUIIA U pyKaX. XapaKTep rMnepKuHesa JBOWHOTO
THUIIA: KPYMHOPAa3MallKCThIM, C MepeMelleHueM KO-
HEUYHOCTH U MeJIKUH, e/jBa 3aMeTHbIH, 6e3 JBUKEHUS.

3akJiloueHUe MCUXHUATpa: HadyaJbHble MPU3HAKU
CHW)XEHU S JIMYHOCTU. /11 MCKJII0YEeHHUS MaJION XOpeu
60JIPHOU KOHCYJIbTUPOBAH peBMaToJoroM. /laHHBIX
3a peBMaTH3M HeT.

TakuM o6pasoM, y crapliero 6para MpOCIeXKHU-
BAIOTCS MPOSIBJEHUS ABYX TUIOB MUOKJIOHYCA: 3IU-
JIENTUYECKOI0 KOPKOBOTO W HE3NMUJIeNTHYeCKOTO
NOAKOPKOBOro. [I0AKOPKOBBIM MHUOKJIOHYC IIPOBOLIU-
pyeTcsl 3K30TeHHbIMU paKTOpaMHU («CBETOM COJIHLIAY,
«BOJIHEHHEM», «paboToi»). [ToMumMo 3Toro, mpocse-
YKUBAETCS] MUOKJIOHYC JIBUXKEHHs («IIpH XoAb6e, CIIy-

HMeeTca B3aMMOCBA3b MHOKJIOHYyCA
U MaHUdecTaUu TeHepaJU30BaHHOTO
CYAOPOXKHOTI0 MpUNajKa C yTpaToul co-
3HaHuA (grand mal), mposBisArOIAsCA
NpU y4yallleHUW MHUOKJIOHYCA BIJIOTh [0
«JIBUraTesbHONH 6ypu». [lpeamnosaraet-
Csl, YTO B 3TOT MOMEHT IepeBO30yx/e-
HUE MOJAKOPKOBBIX MOTOPHBIX CHUCTEM
BKJ/II0YAaeT KPUTHUYECKYI0 aKTUBU3ALUI0 KOPKOBOTO
YPOBHSA C pa3BUTHEM IeHepaJU30BaHHbIX KJOHHUYe-
CKUX CYAOpPOT W yTpaTOW co3HaHHUsS. MeXnpHuCTyI-
Hble HapylleHUs yKa3blBalOT Ha NpeuMylleCTBeHHOe
BOBJIeYeHHE CTPUONAJJIMJAAPHON CUCTEMBI U MeHee
Mo3:xkedka. KopkoBble AUCOYHKIUU MPOSIBJSIOTCS
MOCTENEeHHON Jierpajanuell ABUraTeJbHOW AKTUB-
HOCTH (C ynpolleHneM JIBUTaTeJIbHbIX IPOTPAMM) U
MOTUBALUH.

JledeHue BKJIIOYAJIO MOCTOSIHHBIA NpUeM ¢eHo-
6ap6uTasa mo 0,05 B TabJs. HA HOYb; MUpALIETaM IO
0,2 yrpoMm u pHeMm; riuuuH 0,1 nox g3eik 3 pasa B
CYTKH; IOBTOPHBIE Kypchl BUTaMuHa B1 1 B6 o 1 M
BHYTPHUMBILIEYHO, MEXY KypcaMu — MUJIbraMMa Mo
1 npaxe 2 pa3a B leHb 1-2 Mecsna

[Mauuent Anexkcanjp ., 16 seT. Poauica Hego-
HOLIIEHHBIM pe6eHKOM ¢ Maccod Testa 1 kr 900 r. YuuT-
csl B 1IKOJIe 6e3 YCIeX0B, peMeThbl He UHTEPECYIOT.
CuuTaet ce6s1 340poBbIM. OG'bEKTUBHO: Mape3 aKTa
KOHBEPTeHIMHU CJIeBa U C1a0bIH LieHTPaJbHbINA Mape3
7 u 12 HepBOB cnpaBa. JIerkuil akLleHT CYX0XKUJIbHbBIX
pediekcoB cnpaBa Ha ¢GOHe UX O6IIEro 0XKHUBJIEHUS.
['MnepkuHe3 sA3bIKa ¥ BBITSAHYTHIX PYK MUOKJIOHUYE-
CKOTO XapaKTepa, YCHJIUBAIOUIUNICS NPU 3aKPBIThIX
rJ1a3ax € 3JleMeHTaMH X0peopOPMHOCTH.

Ha ocHOBaHMM KJWHHYECKOTO 06CJeOBaHUS Y
nalyeHTa B TeYeHUEe HECKOJIbKUX JIET ONpe/iesseTcs
CHW)KEHMe KauecTBa y4eOHOTO INpolecca, YTO B3au-
MOCBSI3aHO C [1aJIeHUEeM HHTepeca K 00y4eHHIO U 3Ha-
HUSM BooOG1le. OTMeYaeTcsl CTEPEOTUITHOCTD JIBUTa-
TEJIbHBIX CXeM, BSJIOCTb. OG'bEeKTUBHO BbISIBJISIOTCS
JIErKHe CUMIITOMbI NMPaMUAHON HEZOCTATOYHOCTH B
MpaBbIX KOHEYHOCTSX (BO3MOXKHO, OTpaXKeHUe Mepu-
HaTaJIbHOM MAaTOJIOTWH), @ TAK)XKe HaJIMuKe JIETKOro
TUIIepKHHe3a B JIMIE U pykKaX. MUOKJIOHUM YCUJIU-
BAIOTCS MPU 3aKPBITHIX [VIa3aX, UMEIOTCs 3JIEMEHThI
xopeodopMHOCTH. MOXKHO mpejoJsaraTh, ¢ y4eTOM
3a60/1eBaeMOCTU OpaTbeB, WHUIHAJBHYIO CTaJUI0
BYJI (u B panbHeleM npucoeJUHEHUE SNUIENTHYe-
CKMX mpunakoB). [laTosiorus Mo3ra noJKpernseTcs
KapTUHOM 3aMe/JIeHUs] pUTMa LepebpasbHbIX 6HO-
MOTEeHI[UAJIOB.

PekomeHzioBaH npueM na"rtorama mno 0,5 B zj03e
1/2 Tabu. yTpoM U AHeM; vl 0,1 Moz A3bIK TPUK-
[Ibl B CyTKU — MeCsiTYHble KypChl; MUJbramMmma 1 Ta6..
yTPOM U BeyepoM B TedyeHUe 2-3 Hejesib. [l KOH-
TpoJist pOPMHUPOBAHUS IMUIENTUGOPMHON aKTUBHO-
CTH M03ra — NOBTOpHad 3anuck JIII' 2 pasa B roj

[MamnuenT [letp 1., 14 seT. Poasl npoTekaau 6e3
ocobeHHOCTeH. Pa3BuBasic B COOTBETCTBHUU C BO3-
pactoM. B mocieHUM roJi CHU3UJIACh yCIIEBAEMOCTb
B 11KoJie. B 13 jieT B Xo/le TYpPUCTHUYECKOTO N0X0/a B
najaTKe BO CHe CJY4YMJICA CYZOPOXKHBIM NpUNaZO0K C
notepel cosHaHus. [Io Bo3BpalleHUH AOMOM BO CHe
CJIy4YUJICSl BTOPOU NPHUCTYI C KJIOHUYECKUMU CYZ,0PO-
raMHu B JIMLle ¥ KOHEYHOCTAX, JIUI0 OCUHeN0. AMHe-
3upoBaJ 06a npunajka. O6'beKTUBHO: BbISBJSIOTCS
HEeNOCTOSIHHbIe HUCTAarMOU/IHbIe NOepruBaHus I/1a3
NpY B3JIA/le BIpaBo. MUOKJIOHUYECKUH THIIEPKHUHE3
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B AI3bIKE, JIMLE U BBITAHYTHIX PyKax, 0COGEHHO NpH 3a-
KPBbIBAaHUH IV1a3. JJIEMEHTHI XOPeuPOPMHOCTH.

O4deBH/IHO, YTO 3a60JIeBaHHE HA4a/I0Ch 'O/} HAa3a/,
HO KJIMHHUYecKas KapThHa cGopMHUpOBaiach MOJHO-
cThIO K 14 rosjam, BKJIIOYasi NapoOKCU3Mbl THNA grand
mal, yacTble MMOKJIOHUH B MEXIPUCTYIIHOM [lepHUo/ie
U JIerKoe MOHMKeHUe KOTHUTUBHBIX QYHKLHH.

BosibHOMY Ha3HaveHbI MOCTOSSHHBIA pUEM OeH-
3oHaJsa 0,05 no %2 TabsieTKU yTPOM U BeuepoM, upa-
netaM 1o 0,2 yTpoM U JHEM AJUTEJIbHO, TIOBTOPHBIE
KypChbl TUPHUJIOKCHHA U 6eHpoTrnaMmuna no 1 Tabset-
Ke YTPOM B TeueHHue MecsLa.

CorustacHo pesysabTaTaM I3l uccaeoBaHUS, ¥ BCeX
TpouX 6paThbeB OTMEYAETCS OTCYTCTBHE HOPMaAJIbHO-
ro anbda-auanazoHa (8-13 koJsi/cek) B CTPYKType
6UOIOTEHI[MAIOB. JIOMUHUPYIOLIUM SIBJSETCS Hepe-
TYIASIPHBIM TeTa-PUTM 4aCTOTOM HMKe 6 KOJI/CEeK, TO
eCTb 3aMe/lJleHHas 6a3asibHast akTUBHOCTb. Ha 3TOM
doHe BO3HMKAIOT TeHepaJM30BaHHbIE BCIBILIKU
TeTa— U JleJIbTa-TPyNI BOJH U 3NUJIeNTUHOPMHBIE
KOMIIJIEKChI «IIMK — Me/JlJIeHHasl BOJIHa» BBbICOKOH
aMIIMTY bl CHHXKeHa peaKLUs Ha pUTMUYECKyo $o-
TOCTUMY/ISALMIO. ['MNepBeHTUNALMSA yCUJIUBAET Ia-
pOKcH3MasbHble fIBJeHUs. 3aMejjleHUe 6a3ajbHOM
aKTUBHOCTU U 3NUJIeNTUPOpMHbIe paspsaabl B 3T
COOTBETCTBYIOT PaHHUM MyOJHUKAIUAM O MOA0OHBIX
6osbHBIX [1-3, 5, 16, 20].

[lo faHHBIM 3/1eKTpOHEHpOMUOIpadUU C MBI
BEPXHUX U HW)XHUX KOHEYHOCTEH OTMEYeHbl pej-
KHe, CIOHTAaHHO BO3HHUKaloll1e B IIOKOe OT/eJibHbIe
Y TpyNInoBble MblUIeYHblEe MOTEeHLHalbl MOBBIIIEH-
HOW aMmIUTYAbL [IpU 3alaHUAX B TIOJIOXKEHUH JIeXKa,
C BBITAATUBAaHUEM PYK W HOT BIlepeJ, y4alllaloTCs He-
pUTMUYECKUe, Gecriops0YHbIe 3a/II1bl OCLHUUIALUHA C
4acTOTOM HccefoBaHusA 1-3 B CeKyHAY, aCHHXPOHHO
B pPa3HbIX KOHEYHOCTSX, OTpaXkaroliiie MUOKJIOHHUYe-
CKHe NTo/lepTUBaHus y NaleHTOB.

CBegenus o poauTessx. Oter 60JbHBIX, 43 TO/3,
paboTaeT KoyerapoMm u pasHopabouuM. B neTcTBe ne-
peHec 3a60/ieBaHUe C BblaZleHUeM BOJIOC, IPH 3TOM
6oJiesia rosioBa. Y4acTHUK Besnukoit OTedecTBeHHOH
BOWHBI; UMeJI paHeHUe 6eJipa C XPOHUYECKH TEKYILIUM
OCTEOMHENINTOM KOCTH. [locse BOWHBI perynspHoO
ynoTpe6ssiyl ankoroJsib. O6GbIYHO 3aMOM MPOA0JIKAI-
sl 10 HECKOJIBKO JIHEH, YTPOM UCHBIThIBAJ CUJIBHYIO
JIpOXKb B pyKax U TeJie. [[poxKb 6bIBasa 4acTo, COCTOS-
HYe YJIy4IlIaloCh M0C/I€e TIOXMEbSI.

WHorza mnocje 3HAYUTEJNbHOM aJIKOTOJIM3aLUU
WJIA TPU BBbIXOJe M3 3al0s MCNBITbIBAJ yCTpallalo-
[Me TaJUIIOIMHAIMM M CHOBHZEHHs (OyATO majaeT
C ropbl BHU3 WM Apyroe). [loBeicuiack ToJepaHT-
HOCTb K aJIKOTOJIIO (/151 ONbsIHEHUS Jl03a AOCTUrasa
1 unm 1,5 suTpa Bogku). JerpagupoBast o UHTepe-
caM U B TpyJ0BoM kBanrndukanuu. K ceMbe uHTepeca
He IPOSABJAIL.

fIBMJICS B KJIMHUKY 110 MUCbMY, B HETPE3BOM CO-
CTOsIHUU. JIN1LI0 Oy T/I0OBATOE, BBIVIAAUT CTaplle CBO-
ux JieT. [unepemus rias. 3padyky y3Kue, BSJIO pearu-
pYIOT Ha cBeT. YepemnHble HEpBbI — 6e3 HapyLIEHUH.
[Tape3oB HeT. ToHyC MBI KOHEYHOCTEN B HOpMe. Cy-
XOXKUJIbHBbIe pedJIeKCh] BslJIble, NATOJ0IMYEeCKUX 3HA-
KOB HeT. [leproanvyecky BOSHUKAET KPYNHOpPa3Mallu-
CTBI{ TPEMOD NaJblLieB PYK U ['0JI0Bbl PUTMHYECKOTO
XapakTepa. /l[poxaHre He3HaUYUTeJbHO YCHUJIHNBAETCA
NpY BBITATMBAHUHU PYK U IIPH MaJIbIEHOCOBOU Mpooe.

MaTb 60JIbHBIX JIeTeH COIEPKUT X035HUCTBO 0Ma,
cyuTaeT cebs 340poBoi. [Ipu ocMOTpe B K/IMHHUKe
BBISIBJIEHBI OT/eEJbHble HEBPOJIOTHYECKHE CTHUTMBI:
JlerKasi HeJloCTaTOYHOCTb MUMHUY€ECKHUX MbIIIL], 0XKUB-
JIEHHE CYXOXXWJIBHBIX pedJieKCOB, He3HayUTeJbHOe
JipoXkaHUe NaJbleB BBITAHYTHIX pyK. I3 uccneno-

BaHUe B HOpMe, — JOMHUHUpPYeT MOAYJIMPOBAHHBIN
anbda-puUTM.

TakuM 06pasoM, y pofuTesiell 60/bHBIX CbIHOBEH
OTCYTCTBYIOT IaTOTHOMOHUYHBIE siBJIeHUA BYJI, 4yTo
NpeAroiaraeT nepeady UM MaTOJIOTMYEeCKOTo reHa,
CKOpee BCero, 0T MaTepH, ABJsIOLIecs poaoHayaib-
HUKOM repeINTapHON NaTOJIOTUH de novo.

JlmarHocTHKa COCTOSIHUSI POJIHBIX OpaTbeB OC-
HOBBIBaJIaCh Ha MAaTOrHOMOHUYHOM AJs1 BYJI Tpuaze
MPU3HAKOB:

1) reHepa/iM30BaHHbIE 3MHUJENTUYECKUE CYAO-
poxkHbIe punajku (Tuna grand mal) anusoguyecko-
ro XapakTepa;

2) U30JIMPOBaHHbIE YaCThle KOPOTKHUE TOJ[ePTH-
BaHMUS Pa3IMYHbIX MBI JIULA U KOHEeYHOCTeH (mpe-
HMMYIleCTBEHHO BEepXHUX KOHEYHOCTEH ), 3aTPYAHSA0-
IIUX TOYHbIE JIBHKEHUS;

3) cHUXKeHUe UHTepeca K 00y4YeHHI0 U OCTAaHOBKaA
WHTEeJJIeKTYaJbHOr0 Pa3BUTHS, TOCTENIEHHO MPHUBO-
Jsiive K IeMEHTHOCTH.

TUNUYHBIMY SBJISIIOTCSI e0I0T 3a060J1eBaHus ¢ 13
JIeT ¥ B3aMMO03aBUCUMOCTb MeXAY MOAKOPKOBBIM T'U-
MepKUHE30M, NepexoAsaliM B 3MUIEeNTHYEeCKUH na-
POKCHU3M.

Tawm, r/ie Heslb3s1 BBLJIEYUTh 3200JIEBAHUE B [[€JIOM,
BO3MOXXHO OCJa0UTb €ro MPOSsIBJIEHHUS, B YACTHOCTH,
3NUJENTUYECKHEe NPUCTYNbl U MHOKJIOHYC, MyTeM
yCUJI€HUS1 KOMIIEHCATOPHBbIX MEXaHU3MOB r'0JIOBHOTO
Mo3ra (MeTaboJsinyecKast Tepamnus).

KaTtamMHe3 60/ibHBIX 6paTbhbeB MPOAOJIKAJICS JBa
roja. [lox BiMsAHMEM NPOJOHTMPOBAHHON KOMILJIEKC-
HOUM Tepamuu y cTapiiero 6paTa 4acToTa HOYHBIX
3MUJENTUYECKUX CY[JOPOKHBIX MNPUNAJKOB COKpa-
TUJIach [0 OJHOTO-JBYX pa3 B HeJlesl0; OTMedyasaach
OoJiblilasi aKTUBHOCTD 110 XO3SIUCTBY, MOMOIIb B Ce-
Mbe. Y Myafiiiero 6paTta snuaenTU4ecKrue NpUCTyIIbl
He MOBTOPSIJIMCh HA MPOTSHKEHUHU JIBYX JIeT Ha GpoHe
nmpreMa aHTUKOHBYJIbLCAHTOB. Y CpeJHEro u MJaj-
uiero 6paTbeB Ha poHe MpPOBeJileHHUsT HOOTPOMHOHN U
MeTaboJIMYEeCKOH Tepanuy, IJIMIMHA U 6eH306apou-
TaJla OTMeYeHO YMepPeHHOoe 0C/ab/ieHne MUOKJIOHY-
cOB (aKLIMOHHBIX U CIIOHTAHHBIX), @ TaKKe 6OoJIbIlas
colMasbHasi akTUBHOCTD B IIKOJIE U ZjoMa. B TeueHue
Cpoka HabJIIOJIeHHS] 3aMeTHBbIX KOTHUTHBHBIX Hapy-
LIeHUH He TPOU30IILJIO.

OBCYXKJAEHHUE

[IpuBorMOe HaGJ/II0/leHHEe YHUKAJIBbHO TEM, 4YTO B
JINTepAType HEU3BECTHBI CEMENHBIE Cydau 60JIe3HU
Yudeppuxrta-Jlynadopra: IpuBOASTCS JUIIb TPUMe-
pbl y OTAEJbHBIX Pa3HONoJbIX manueHToB [1, 3]. B
HalleM CO00IeHHH 60JIe3Hb MOCJel0BaTENbHO BO3-
HUKaJa ¢ 13-7eTHero Bo3pacTa y Bcex TPOUX 6paThb-
€B-TIIOTOJKOB. ITO TOBOPUT O TOM, YTO yHacJeJ0BaH-
Hoe 3a60JieBaHMe B JJAHHOU ceMbe CLIENJIEHO C I10JIOM.
JTo NoAKpEINJISIeTCs TEM, UYTO COTJIACHO POAOCJA0BHOM
cpeay pOAHBIX Jisffied U TETOK U UX MOTOMKOB 60JIb-
HBIX HET.

BosiesHb  MHUOKJIOHyC-3nujencuss  YHbeppux-
Ta-JIlyHg6opra — paputeTHa: ¢ 1960 roga o HacTo-
SIIEro BpeMeHU B MUPOBOM JIMTEpPAType OMyOJIHUKO-
BaHbI cBefieHust o 70 mauuenTax [1, 3]. Tem He MeHee,
yeTKasl TpUaja BeJylIUX NMPU3HAKOB HO30JIOTUU U
JIOMIOJIHUTE/IbHbIe 0CO6EHHOCTH TedyeHHUs! (MSITKOCThb
OpraHUYeCcKON HeBPOJIOTMYECKON CHMITOMATHUKU U
PacTAHYTOCTb NPOTPECCUPOBAaHUsI 60JIE3HU, B TOM
YHCJie CHW)KEHUSI YMCTBEHHOW aKTHUBHOCTHU) MO3BO-
JUIW YKe KJAuHu4ecku auddepenHuupoBaTb BYJI
OT Jpyrux HO30JIOTUYECKUX (GOPM MHOKJIOHYC-3-
MUJIENICHY, @ UMeHHO 6oJsie3Hu Jladopa, AeHTO-py-
6po-Mau/0-1b10Co0BOM aTpoduu Mo3ra U 60s1e3Hel
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HakoIuleHUs (JunodyclrHo3a, CHalu/03a, TaHIVINO-
31/103a) U APYTHUX. ITO MOATBEPAUIOCH B HAIIEM Ha-
OJII0/IeHUU Y TPOUX OpaTheB.

PasyMeeTcs, cerofiHs KJIMHUYECKHE 3aKII0UYEeHUS
JIOTIOJIHAIIOTCSI TIPUMEHEHUEM COBPEMEHHBIX TEXHO-
JIOTUM HeWpoBU3yasM3allUM MO3ra, perucrpanuein
nudposo IIT [1, 3, 16-20] u HanpaBJIEeHHBIM ITOUC-
KOM TeHeTHU4YecKoro aedekra (BepruUIMPOBAHHOTO
s BYJI). 3To ucnosib3yeTcsl pU BceX 3a00JIEBaHU-
X, TZle He YCTAaHOBJIEHb! GMOJIOTHYECKHe U MaToJIo-
rU4ecKre MapKepbl, HO METOAAMHU MOJIEKYJSPHOH
6HO0JIOTUY BO3MOXHO UAEHTUPULIUPOBATH 3a60J1eBa-
HUe 10 MecTy reHeTudeckoro gedekra. OfHaKo, He-
CMOTPS Ha UAEHTHUQUKALUIO FeHa, OTBETCTBEHHOTO
3a 6o0se3Hb YHbeppuxTa-JIlyHA60pra, KOHKpeTHbIe
MOCNe/ICTBUSL JIOKasbHOro aAedekrta nenu [JHK w,
TeM 6oJiee, MEXaHHU3Mbl JIBUTATEJIbHBIX HapyLIEHUH
Jlo cux nop dakTUYecKHu He u3BecTHHI [1, 3, 5, 9]. [lo
KOCBEHHBbIM JIaHHBIM IIpeJNoJlaraeTcs HapylleHHe
CEPOTOHUHEPTUYECKUX MEXaHW3MOB, a TaKXe IMaTo-
JIOTUS1 pellenTOpoB 6eH30/Aua3eNrHa U MM MHa. BoB-
JieyeHbl MeMOpaHbI BaKyoJIM KJeToK. B paboTe Koria
M. (2007) [1], cpaBHMBABIIETO METOUKH NMO3UTPOH-
HOUW 3MHUCCHOHHOU ToMorpaduu u MPT-usobpaxe-
HUs Mo3ra y 60sbHBIX BYJI, 661710 yCTaHOBJIEHO yBe-
JuyeHre QYHKIMOHUPYIOIUX A0PaMUHEPTrUYeCcKUuX
J2-peuentopoB B cTpyuaTyMe U Tasamyce. [losTomy B
JINaTHOCTHKe MUOKJIOHYC-3TUJIENICUHU 10 HACTOSIIero
BpPeMEHHU ONOPHBIM KPUTEPUEM HO30JIOTUH SIBJISIETCS
KJIMHUYecKasi KapTUHA U 0C06eHHOCTH TeueHus BYJL.
[IpoBesieHue TLIATENBHOrO KJMHHYECKOTro Audde-
PEHIIMAJBHOTO JMarHo3a M03BOJIUT 3HAYUTEBHO Cy-
3UTb IOUCK FeHeTHYecKoro JedeKra.

XOTA Ha CeroAHSIIIHUN JAeHb MMOKJOHYC-3IH-
JIETICHSA SIBJISIETCS HEW3JIeYHMbIM M HapacTaKlUM
3aboJieBaHUeM, Ao0KaszaHa 3PQPeKTHUBHOCTb MOAJEp-
»KUBatoled Tepanuu y 6oabHbIx BYJI [1, 3] npu 6e3-
OTPBIBHOM HCIIOJIb30BAaHUHM KOMIIJIEKCA TPOTHUBO3IIU-
JIENITUYECKUX CPeJiCTB U NpenapaToB, 06Jeryarnuiux
BBIDQ)KEHHOCTb MHOKJIOHUYECKUX MOJepruBaHUM
(kempa, TomMpaMakc, BBICOKHE [03bl MHUpareTama).
HakomnsieH onbIT npuMeHeHusi 6osee 3¢ PEeKTUBHBIX
npenapaToB, Kelpa, TONMPAMaKC, BbICOKHE J03bl
HooTponuia. [lokazaHo HasHaueHMe OOJIBIINX /103
HeUpOTPOIHbIX NpenapaToB (aHTHOKCUJAHTOB, aK-
TUBAaTOPOB 3JHepPreTHUYeCKOro MeTaboJsM3Ma) A5
CHM)KEHHUS] TeMIIa NMPOrpeCcCUPOBAHUS TCUXUYECKON
JlerpaZlaliiy, COLMaJIbHOM aKTUBHOCTH IALlMEHTOB.
HamMu oTMedeHO NOJNOXKHUTENbHOE BJHAHHE COYe-
TAaHHOI'0 Ha3HAYeHHUsI 6apOUTYPATOB U HOOTPOIHBIX
CpeJiCTB U NpU ceMelHOM BapuaHTe BYJL.

CITMCOK UCTOYHUKOB

B nocnefHue robl NHTEHCUBHO NPOBOAATCA HC-
cJelo0BaHUS, U3y4arllie BO3MOXHOCTb KOPPEKLUHU
reHeTUYeCKONH MyTalluy C NOMOILbI0 «aHTHCMBbICJIO-
BOW Tepanmuu». MeToAMKa UCNOJIb3yeT BHeJpeHNHe B
KJIETKM TNalLUEeHTOB OJIM[OHYKJIEOTHA0B-KOPPEKTO-
poB. JTa mpolesypa U3MeHsieT NMpoLecc CHJIalCHH-
ra (gecTpykKuuM mHocjeZoBaTeJbHOCTEH TPUIJIETOB
JHK) v nukBUAMpyeT MyTalMOHHBIE YY9aCTKH Ipe-
PHK [13-14]. [loka 3T AaHHbIE He BHILLIU 32 IpeJe-
JIbl Hay4YHBIX JIab0opaToOpuH.

3AK/IIOYEHHUE

TakuM 06pa3oM, MPOCJIEKUBAETCS PAJ CXOACTB
Y PpasJUYUN KJIWHUYECKUX MNpOsABJIEHUH MHOKJIO-
Hyc-3nuJiencuu Yudeppuxra-Jlyna6opra npu crnopa-
JIMYeCKUX WJM CeEMeWHBbIX BapUaHTax 3aboJieBaHUs.
Ananus ny6auKauui OoTeNbHbIX HAOJIOeHUH U ce-
puu GOJIbHBIX MHOKJIOHyC-3nuMJIencuel YHpeppux-
Ta-JlyH6opra B JiMTepaType CBU/ETEJbCTBOBAJ O
Ha/IM4YMM Y BCeX NMallUeHTOB TPUa/Jbl OCHOBHBIX KpHU-
TepueB 3a6oJieBaHUs (3MM/IeNTHYECKHEe NPUNAJLKH,
M30JIMPOBAaHHbIE PACNpPOCTPaHEHHble MUOKJIOHUU B
BepxHel I0JIOBHHE TeJla U UHTeJJIeKTyaJlbHOe CHHU-
»KeHue NalMeHTOB). 3aMe/lIeHHbIH TeMIl CHMXKeHUS
JINYHOCTU M UHTEJJIEKTA, KOTOPbIM OTMevaeTcs, KaK
IIpY CMOpPaiMuecKux, TaKk U B ONMCAaHHOM CeMelHOM
BapHaHTaX, B KOHEYHOM HTOre, 0603HA4YaeT YeTKUH
OnucaTeNbHbIA pesibed MHUOKJIOHYC-3MHUJIENCUU YH-
deppuxta-Jlynaodopra, cy>kasi Kpyr BO3MOXHBIX Te-
HeTUYeCKUX aHoMaJui. OJHAaKO CTOUT OTMETHTb,
YTO BeAyllash TpUaJa CUMITOMOB HMEET XPOHOJIO-
ruyecKkoe HecOBNaZJleHWe WHUIMALUMU Y OTAeJIbHBIX
GOJIBHBIX M pPasJIMYHOe JOMUHUPOBAHHE B KaXJOM
OT/leJIbHOM CJiyyae, YTO CO3/aeT BapuabeJbHOCThb
3a6oJsieBaHuA. [IpociesxeHHast KJMHUYeCcKasi 3aKOHO-
MEepHOCTb MMeJla MeCTO U B ONHCAHHOM CeMeHHOM
BapuaHTe 3a60JieBaHUS Yy pas3HbIX 6paTbeB. MOXHO
cAenaTh BbIBOJ, O TOM, YTO XapaKTepHble NMPU3HAKH
HPUCYTCTBYIOT HpPU MHOJHOM pacKpbITHUHU 60JI€3HH,
O/lHAaKO MaHHuecTalys CUMITOMOB COXpaHseT HH-
JUBHUyalbHble 0COOEHHOCTH. Apo6alyst HaMU CUM-
NTOMaTUYeCKON Tepanuu B ceMelHOM ciydae BYJI
OKasaJiach M0JIE3HON B MT0/IaBJIEHUHN CUJIbI U YaCTOThI
3NUJIeNTUYECKUX NPUNAJKOB, TOTAA KaK BbICOKHE
Jl03bl HOOTPOIHBIX CPEeJCTB CMAr4aqud MNOBTOPEHHE
MUOKJIOHUH M UX aMILIMTYZAY, YTO MO3BOJISIET I'OBO-
pPUTb O HEOOXOAUMOCTH pa3HOHANPAaBJEHHOTO CHUM-
NTOMaTHUYeCKOro JIeYeHHs], a TaKXe O NPOBeJeHUH
WcCIelOBAaHUHM MO MOMCKY MHBIX, 60siee 3ddeKTUB-
HbIX BapHMaHTOB H3JleyeHUs HacleZyeMod 00JIe3HU
Yudeppuxrta-Jlyaaoopra.
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