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Peslome

LleAb nccaeaoBanms. M3yueHne KAMHUKO-AEKTPO3HUE(hAAOrPaPUIUECKMX OCODEHHOCTEN PaHHER MAAAEHYECKOM SMUAENTUHYECKON
aHuedaronatum (PM33) 14-ro Tvna, o6ycAoBAeHHOM MyTaumsmu reHa KCNTT.

Martepuan u metoabl. 3a neproa 2017—2019 rr. o6cAeroBaHbl 3 HEPOACTBEHHbIE AeBOYKM (M.B. — 3 roaa u 3 mec, T.B. — 9 mec
M M.Y. — 5 Mec) C KAMHUYECKOW KapTUHOM SMUAENCHU MAAAEHHYECTBA C MUTPUPYIOLLMMMU POKaAbHBIMK NpUcTynamu (OMMOTT) 1
MAEHTUPUUMPOBaHHBIMM MyTaumsimn B reHe KCNT1. CeksennposaHune AHK HoBoro nokonenusi (naHeAb HacAeACTBeHHble M-
AEMCUM) OCYLLECTBASAOCH Ha nAaTchopme llluminaNextSeq 500 (CLUA). MoHUTOpUHT BMA€O-DII NPOBOAMACS NOCPEACTBOM CUCTE-
Mbl DHUedaraH-Braeo Ha H6aze PM-231-19/26 SHLIEDAAAH-PM (HIMK® «Meankom MTA», Poccus).

Pe3yAbTaThbl M 3aKAtoueHHe. Y M.B. BbisiBAeHa paHee He onucaHHas MyTaums B 12-m ak3oHe reHa KCNTT (chr9:138656907C>T)
C aMMHOKWUCAOTHOM 3ameHoi Arg356Trp. Y T.B. onpeaeneHa paHee u3BecTHast MyTauust B 9 xpomocome 138651532G>A ¢ amu-
HOKMCAOTHOW 3aMeHOW rAMLMHA Ha cepuH B 288 nosuumnm — Gly288Ser (OMIM: 608167.0010). Y M.Y. obHapyxeHa paHee He
OnucaHHas retepo3nrotHas Mytaums B 15-m ak3oHe rea KCNTT (chr9:138660712A>C), npuBoasiuas K aMMHOKUCAOTHOM 3ame-
He B 480-7 no3uumn Heaka (Asp480Gly). Y M.B. ae610T PMD3 6bIA OTMeUeH B Bo3pacTe 4 MeC C T’MNOMOTOPHbIX AMAAENTUYECKMUX
M TOHMYECKUX BEPCUMBHBIX NPUCTYNOB. dnuaencus y T.B. aebloTuposasa B Bo3pacTe 4,5 MeC C rMNOMOTOPHBIX NMPUCTYMNOB C O-
TaAbMOKAOHMSIMM U runepemmeit Aanua. Y M.Y. oTMeuaAnch HeoHaTaAbHble CYAOPOrn C BUAaTEPaAbHBIMU TOHMKO-KAOHUHYECKUMM
NPUCTYNamMK, LIMAHO30M, C MOCAEAYIOLIMM Pa3BUTUEM IMUAENTMHYECKOrO CTaTyCa aAbTEPHUPYIOWMX FEMUKOHBYALCUIA. B AaAbHeR-
LeM y BCeX AeBOYEK Pa3BMBAAMCh MOAMMOPHLIE MPUCTYMbl MyALTUPErMOHAABHOMO FeHe3a BMAOTb A0 MUIPUPYIOLLErO SMUAENTH-
4ecKOoro CTaTyca C XxapakTepHOM IAeKTPO-KAMHMYeCKon KapTuHoin IMMOIT. Takum obpa3om, caenaH BbiBoa, 4To reH KCNTT sB-
ASIETCS1, BO3MOXHO, OCHOBHbIM FeHOM, AETEPMUHMPYIOLLMM pa3BuTMe PM33.

KaroueBbie cAoBa: snmAencus MAAAeHYeCTBa C MUTPUPYIOWMMM (POKaAbHBIMM NPUCTYNamMM, PaHHSS MAAAGHYECKasl dNMAenTYe-
ckas sHueparonatus 14-ro tuna, ren KCNTT.
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Early infantile epileptic encephalopathy type 14: three cases of epilepsy in infancy with migrating

focal seizures due to KCNTI mutations
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Abstract

Objective. To study clinical and neurophysiological data of early infantile epileptic encephalopathy type 14 caused by KCNT1
mutations. Material and methods. For the period 2017 to 2019, 3 non-relative girls with clinical characteristics of epilepsy of
infancy with migrating focal seizures (EIMFS) and mutations in the KCNTT gene are identified and studied. DNA sequencing was
performed using the Hereditary epilepsy panel (Next Generation Sequencing on platform IlluminaNextSeq 500, USA). Dynamical
video-EEG monitoring was done with “Encephalan-Video” RM-19/26 (“Medicom MTD”, Russia). Results and Conclusion. De novo
KCNT1 mutations are identified and studied in three unrelated Russian girls: M.V., 3 years and 3 month old, T.V., 9 month old and
M.A., 5 month old. M.V. has the previously unknown mutation in exon 12 (chr9:138656907C>T) with amino acid substitution
Arg356Trp. T.V. has the previously described mutation in chromosome 9: 138651532G>A with amino acid substitution Gly288Ser
(OMIM: 608167.0010). M.U. has the previously unknown mutation in exon 15 (chr9:138660712A>G) with amino acid substitution
Asp480Gly. M.V. has seizure onset at the age of 4 month with behavioral arrest seizures and tonic versive seizures. T.V. developed
seizures at 4,5 month in the manner of behavior arrest and ophthalmo-clonic seizures with hyperemia of face. M.U. has neonatal
seizures with bilateral tonic-clonic seizures, cyanosis and further development of status epilepticus of alternating hemiconvulsive
seizures. Further all the girls develop polymorphic seizures of multiregional genesis up to migrating status epilepticus with typical
electro-clinical pattern of EIMFS. Therefore, KCNTT is likely to be a major gene causing this rare and severe epileptic syndrome.

Keywords: epilepsy of infancy with migrating focal seizures, early infantile epileptic encephalopathy type 14, KCNT1 gene.
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AnunenTtrudeckre 3HuedanonaTi — rpymniia naTo-
JIOTUYECKUX COCTOSIHUM Pa3IMYHOU 3TUOJIOTUM, IIPOSIB-
JISIIOIIMXCS HEHPOKOTHUTUBHBIM e(UIIUTOM, IIPU KO-
TOPBIX dNUIEeNTU(GOPMHAS aKTUBHOCTh caMa 1o cebe
MPUBOIUT K IPOTPECCUPYIOIIEMY HapYIIEHUIO (yHK-
1uu Mo3ra [1]. Hanbonee TS3keabIMU SIBIISIIOTCSI paHHUE
MJIafieHYecKre (OpMbI SMIICHTUICCKUX SHIIedaiona-
THIi1, CIIOCOOCTBYIOIIUX HE TOJIbKO MHTEJUICKTYaIbHbBIM,
HO M YaCTO K BBIPAXKEHHBIM HapYIIEHUSIM IBUTaTEIb-

S.S. Korsakov Journal of Neurology and Psychiatry, 2019, vol. 119, no 7, issue 2

HBIX pyHKLM. Ellle HECKOIBbKO NecATUIETUIA Ha3all paH-
HUEe MJaJeHYECKNE SMUICHNTUIECKNe dHIIedaTonaTun
(PMB3) nMenu UCKIIIOUYUTEILHO KIIMHUKO-3JIEKTPO-
sHuedanorpapudeckyo (331 knaccudukanuio, Ho K
2016 r. 6b1710 AEHTUGULIMPOBAHO 35 FeHOB, OTBETCTBEH-
HBIX 32 BOBHUKHOBEHME paHHeH MH(MAHTUIBHON SIUJIeT -
Tnyeckoi sHuedanonatuu (PUD3), a nis psaa myraumia
ObLUIM pa3paboTaHbl AU bepeHIIMPOBAHHbIE TOIXOMBI K
Tepanuu [2]. B HacTosee BpeMs B MexXnyHapoaHYIO
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0a3y HaclieNCTBEHHbIX OOJIE3HEN YeloBeKa C MEH IEIeB-
ckuM HacaegoBaHueM (OMIM) BHeceHo yxke 70 reHe-
TUYECKUX BapruaHTOB PUDD ¢ naeHTUOULIMPOBAaHHBIM
MOHOTE€HHBIM TUTIOM HacCJIEOBaHMs, TTOMCK HOBBIX T10-
CTOSIHHO TIponosxkaercs, a 6aza OMIM nocTtossHHO Mo-
nosnHsetcs. U3 70 Tunos PUDD onucano 35 BapraHTOB
C AQyTOCOMHO-IOMWHAHTHBIM TUIIOM HacjienoBaHus, 28
BapUAaHTOB C ayTOCOMHO-PELIECCUBHBIM TUTIOM, 4 Bapu-
aHTa UMEIOT X-CUEIJIEHHbI pelieCCUBHBIN U 3 BapraHTa
— X-CUeTJIeHHbI JOMWHAHTHBIN TUM HacleaoBaHus [3].

PM33 14-ro Tuna ¢ HomepoM (eHOTHUIa Mo Kjiac-
cudukaimu OMIM 614959, o6ycinoBiieHa MyTaLIM€ii Te-
Ha KCNTI.Ten KCNTI oTBeTCTBEHEH 32 HATPUM-aKTU-
BUpYEMbIE KAJIMEBbIE KAHAJIBI U PACTIONIOXEH B JIOKYCE
9q34.3; no knaccudukanmu OMIM reHy npucBoeH HO-
Mep 608167. TlepBoe kimHMYeckoe onuvcaHre PM33 14-ro
TUTA 1 4 TIEPBBIX BapraHTa UACHTUDUIIMPOBAHHBIX MY-
tauuii reHa KCNT1 npunamnexat G. Barcia u coaBr. [4].
Mytanuu reHa KCNT1 uMer0T ayTOCOMHO-TOMUHAHT-
HBII TUTI HACJIEAOBAHUS, U OTTMCAHHBIE B MUPOBOM JIH -
TepaType KIMHUYECKNE CTydau 00yCIOBIEHbI MyTallusI-
MU, BO3HUKIIUMU de novo. Knunuuecku PMB3D 14-ro
THUTIA TIPOSIBJISIETCSI MUTPUPYIOIIMMU (hOKATLHBIMU TTPY -
CTyMamMu MJIaJIcHYeCTBa.

Onuiencus MIaJeHIeCcTBa C MUTPUPYIOITUMU HO-
KanbHbIMK TIpucTyniamu (OMMOIT; Epilepsy of infancy
with migrating focal seizures — EIMFS) — mocraTtou-
HO pPenKUil U OOBIYHO OCTAOIIUICI HEPACTIO3HAHHBIM
SNWJICNTUYECKUN CUHAPOM MJIaJIeHYEeCKOTO BO3pacTa.
DMMODITI neGroTupyeT B IepBble 6 MeC XU3HU U XapaK-
TEPU3YETCS HATMIMEM TIPAKTUIECKH ITOCTOSTHHBIX TIPU -
CTYTIOB, UCXOASIINX U3 PA3IMYHBIX HE3aBUCUMBIX 0YaroB
B 06enx remucdepax, a Takxke 3aIepKKOil ICUXOMOTOp-
Horo pa3Butus. Briepssie B 1995 r. G. Coppola u coasr.
[5] Ha ©a3ze HeliponenuaTpUUEeCKOro OTAeIeHUST Y HUBEP-
curteta Pene [lekaprta (ITapux) nmpencraBuiv KIMHUYE-
ckoe HabmoneHue 14 mianeHueB 0boero mosia ¢ paHee
HE ONMMCAHHBIM AMWIETITUYECKUM CHIPOMOM, XapaKTe-
PUBYIOIIMCS TIPAKTUYECKN HETIPEPHIBHBIMU MYJTBTU(O-
KaJbHbIMY TiprcTynamu. B 2005 1. O. Dulac [6] 06061t
OIBIT OOCIEOBaHUS 24 MALIMEHTOB (CaMblii OOBIION B
MUpE MO YUCIY BepUPUIIUPOBAHHBIX CIY4YacB) B KJIU-
Huke Saint Vincent de Paul (ITapuxe). ABTopamu, ornu-
CaBIIIMMU MEPBBIE Cy4Yau, a TAKKe B OOJTBITMHCTBE MU-
POBBIX MyOJIMKAIMiA 3Ta (hopMa SMUIENICUX 0003HAYEHA
TEPMUHOM <«3JI0KaYECTBEHHbIE MUTPUPYIOIINE TTApLIAaTb-
Hble IPUCTYNbI MianeHuyecTBa» (3MIIIIM) (Malignant
migrating partial seizures in infancy — MMPSI).

C y4eToM HeXeNaTeIbHOCTU YIOTPEeOIeHUS TaKUX
TEPMUHOB, KaK «3JI0OKAYeCTBeHHAasT» U «TapliuaJbHbIe» B
JNeUHUIINK STIENITUYECKUX CUHIPOMOB, MexXayHa-
poaHas IPOTUBOAMWICHTUYECKAS JIUTA MOCJIE€ BCTYIUIE-
Hus B cuity pe3oonuu koHrpecca ILAE B bapcenone B
2017 r. B IpuUHSTOI B TOM Xe roay Kjaaccudpukaluu
ompenenuiia 3Ty opMy smmiaencu Kak DMMOII B
rpymIe 3NUIenTUYeCcKrX sHIedanonaTnii u sHuedano-
TaTUii pa3BUTHS, 2 TAKXKE B ITOATPYIIIE JIEKTPO-KIMHU -

YyecKuX CUHApoMoB mianeHyecTna [7]. C yuyeToMm BKJIaaa
yueHbix G. Coppola, BriepBble OMUCaBIIETO 3Ty (HOpMY
snuiencuu, u O. Dulac, naBiiero HauboJsee moapoOHoe
ONMCaHVe KIMHUYECKUX U HeMPO(DU3NOIOTMIecKX Kpu--
TepUEB, MPEIOXEHA ceaytoas AeUHULIUS: CUHAPOM
Konnona—/Hronaka (Coppola—Dulac syndrome) [8].

DMMODII asnsieTcst peaKoit GopMoii SIUIETICUN 1
Ha CEeTOHSITHUI IeHb B MUPOBO JIUTEPAType OMUCaHO
okoJjio 100 ciyyaeB 3Toii matojioruu. Bmecre ¢ TeM uuc-
JIO TIyOIMKalniA HEYKJIOHHO PACTET B MOCJIEIHUE TOIbI.
Crnemyet BHOBb ITOMYEPKHYTh, UTO B TTOAABJISIONIEM OOJTb-
muHCTBe padoT Ao 2017 r. nedrHULUS S3TUX KIUHUYE-
CKMX CJIy4yaeB 3By4uT UMeHHO Kak 3MIITIM. OueBuma-
HO, YTO 3TO TsKeJIoe 3a00JieBaHUE BCTPEYaeTcs yallle,
YeM IMArHOCTUPYETCsI, BBUIY MOl U3BECTHOCTH Cpe-
IV KJIMHUIIUCTOB. Tak, 1Mo pe3ybTaraM UCCiIeqoBaHUs
[9], 13 267 maLMeHTOB ¢ AeOI0TOM SMUIENTUIECKOTO CTa-
tyca (DC) mo 3-7eTHeTo Bo3pacTa OB BBISIBJICHBI 13
(4,9%) neteit c DMMOII (3MIITIM), a B cTpyKType
muageHyeckoro OC — 8,8%.

M3HavyanpHO TIpeAmnonaraiochk, 9ro YMMOPIT nme-
0T TeHETUYECKYIO TIPUPOLTY, U TT0 MEPe BHEAPEHUS B [N -
arHOCTUKY SIWJICTICUU TeHETUIeCKNX 00CIeIOBaHU C
npuMeHeHeM MeTonuk cekBeHuposaHus JJHK HoBoro
TTOKOJIEHWST HAaKaTUTMBAETCS BCe OOJIbIIE TaHHBIX 32 MO-
HOTEHHYIO MTPUPOJLY ITOH MaTOJIOTUH, HO C IIMPOKUM Te-
HETUYECKUM TTOJIUMOPDUZMOM.

K HacTosiieMy BpeMeHM OTTMCaHbl MyTaIllUU CIIEIy-
fo1ux reHoB ipu OMMOII, BHeceHHbie B OMIM [3]:

— I'en SLC25A422, nokanuzauusg 11pl5.5, kogupyet
MUTOXOHIPUAIBHBIN TIIyTaMaT/TIPOTOHOBBIM TTepeHOC-
yuk, penorun OMIM 609304 (PUDD, 3-ii Tun, Moau-
(uuMpoBaHHbIE BApUAHTHI), TUIT HACIENOBAHUS — ay-
TOCOMHO-peLieccuBHbII [10].

— I'en SCN 1A, nokanuzauusi 2q24.3, OTBETCTBEHEH
3a BOJIbTAXX3aBUCUMBbIE HATpUEBbIe KaHAJbI, (DEHOTHII
OMIM 607208 (PUBD, 6-it Tun, MOTUMULIMPOBAHHBIE
BapuaHThl), TUT HACJIEAOBAaHUS — ayTOCOMHO-IOMM-
HaHTHBIH [11, 12]. MyTtauuu rena SCN 14 Takxe OTBET-
CTBEHHBI 3a CMHIPOM JIpaBe 1 reHepaTn30BaHHYIO 1 -
Jiencuio ¢ GedpuIbHBIMU CyaoporaMu +, TUII 2.

— I'en PLCBI, nokanuzanus 20p12.3, kogupyer
docdonumnazy C-, penorurn OMIM 613722 (PUDD 12-ro
TUTIA), TUTT HACJIENOBAHUSI — ayTOCOMHO-PETIECCUBHBIN
[13].

— I'en SCNSA, nokanuzauus 12q13.13, orBeTcTBe-
HEH 3a BOJIbTaX3aBUCUMBbIE HATPUEBbIE KaHAJbI, (PeHO-
turmt OMIM 614558 (PMDD 13-ro Tima), TUIT HACIem0-
BaHUSI — ayTOCOMHO-IOMUWHAHTHBIM [14].

— I'en KCNT1, nokanuzauus 9q34.3, OTBETCTBEHEH
3a HATpUI-aKTUBUpPYEeMble KalueBble KaHaibsl, OMIM
614959 (PUUDID 14-ro Tuna), TN HaclleMOBaHUS — ay-
TOCOMHO-JIOMMHAHTHBIN [4, 15, 16].

— I'en TBC1D24, noxanuzauus 16p13.3, urpaer posb
B KJIETOYHOM TpaHcropte, heHotrum OMIM 615338 (PUDD
16-ro TuMma), TUI HACIAEIOBAHUS — ayTOCOMHO-PELEC-
CUBHBI [17].
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MoHoreHHble MyTaumu Kak 3Tuororndeckuii paktop SMMOI1/3MIMM/cunapom Konnoro—Ailoraka, BHeceHHble B 6a3y AaHHbIX OMIM

Monogenic mutations as etiological factor in epilepsy of infancy with migrating focal seizures (EIMFS/MMPSI/Coppolo—Dulac syndrome)

introduced in the OMIM database

Howmep rena
®eHoTurm no Howmep
. 1o Tun
TeHETUYECKOM denorunano  HaumeHoa- Jlokanu3za- Bapuant
Kinaccudu- HacJeno- Wccnenosarenu
Ki1accuduKau Ki1accuduka- HME TreHa - LIMS TeHa MyTalu BT
OMIM uuu OMIM OMIM
PMD33 3-to Tuma 609304 SLC25422 609302 11pl5.5 glyl10arg; AP A. Poduri u coasr.,
(EIEE3) (.0003) 2013 [10]
PMB3 6-ro tuna 607208 SCNIA 182389 2q24.3 alal669gly ALl E. Freilich u coasr.,
(EIEE®6) (.0023) 2011 [11]
arg862gly D. Carranza Rojo
(.0024) coasT., 2011 [12]
PM33 13-ro Tnma 614558 SCNSA 600702 12q13.13 phe846ser ALl C. Ohba u coasr., 2014
(EIEE13) [14]
PM®3 14-ro Tuna 614959 KCNTI1 608167 9q34.3 arg428glm Al Barcia G. u coaBr.,
(EIEE14) (.0001) 2012 [4]
ala934thr A. Vanderver 1 coaBr.,
(.0002) 2014 [16]
argd74his A. Ishii u coasr., 2013
(.0003) [15]
ile760met
(.0004)
phe932ile
(.0009)
gly288ser
(.0010)
PM33 16-ro Tuna 615338 TBCI1D24 613577 16p13.3 phe229ser AP M. Milh u coasr., 2013
(EIEE16) (.0005) + [17]
cysl56ter
(.0006)
Muxkporuedanus, 615760 QARS 603727 3p21.31 tyr57his AP X. Zhang u coaBr.,
MPOrpecCUpyoLIre (.0003) + 2014 [18]
TIPUCTYTIBI, LIepedpab- arg515trp
Has ¥ LepebeisipHas (.0004)

arpodust (MSCCA)

TIpumeuanue. AP — ayTOCOMHO-PELIECCUBHBIN TUM HacienoBaHusl; A/l — ayTOCOMHO-IOMUHAHTHBII TUIIA HACTENOBAHNUS.

— T'en QARS, noxkanuzauuga 3p21.31, xkonupyer
amuHoauun-TPHK-cunTterasy I knacca, denorun OMIM
615760, cuHapoM MUKpoIehaTnK, MPOrPECCUPYIONINX
MPUCTYIIOB, LiepeOpaabHOI U LiepedeUIsipHOl aTpodun
(Microcephaly, progressive, seizures, and cerebral and cer-
ebellar atrophy — MSCCA), Tum HacjieaoBaHUsl — ayTo-
COMHO-pelLiecCUBHbI [18].

CaonHble naHHbIe 0 ciydasx DMMOIT (3MIITIM),
BHeCEHHBbIX 0a3y naHHbix OMIM, npeacTaBiieHbl B Ta-
osmnne.

Cnenyet oTMETUTD, YTo MyTaLuu B reHe KCNT'1 Tak-
XK€ IETEPMUHMPYIOT pa3BUTHE NPYTroit (hopMbI SITHIIETI-
CUM — ayTOCOMHO-IOMUHAHTHOI HOYHOU JJOOHOM 311 -
siericuu 5-to tvma. OmHaKo BUABI MyTalMi MPU TaHHOM
(dopMe oTiiMyaroTCs OT TaKoBoI pu PM33 14-ro tTumna
u uM B 6aze OMIM mnpucBoeHbl HoMepa .0005—.0008
(Arg928Cys, Tyr796His, Arg398GIn and Met896lle).

B 2018 r. P. Madaan u coaBr. [19] BbIsIBUIN HOBYIO
TOYCYHYIO MyTalMio y pederka ¢ DMM®IT (3MIIIIM) B
10-m sk30He reHa KCNT1 (chr9:138650308; ¢.808C>C/G
(p.Q270E)), noka ellie He BHECEHHYIO B 0a3y JaHHBIX

S.S. Korsakov Journal of Neurology and Psychiatry, 2019, vol. 119, no 7, issue 2

OMIM. B sTOM ciyyae 3ab60€BaHU€e MTPOTEKAJIO C BbI-
paxxeHHO# (hapMaKoOpe3nCTEHTHOCThIO, OTCYTCTBUEM
peakIMy Ha KETOTEHHYIO TEPAMUIO U TEPATTNIO XUHUIH -
HOM U B UTOT€ 3aKOHYMJIOCH CMEPTHIO MJIaJIeHIIa B BO3-
pacte 9 mec.

CiieryeT OTMETUTD, YTO 00a T10J1a IPYMEPHO B PaB-
HOW cTeneHu nmoaBepkeHbl 3adoneBanuio. Tak, O. Dulac
[6] HaGmoman 20 nereit ¢ DMM®IT (3MIIIIM), cpenu
KOTOPBIX ObLH 9 neBouek 1 11 ManbuukoB. [To cobcTBeH-
HBIM HabmoneHusM [22, 23] 36 cnydaeB DM MOII BbI-
SIBIICHO CJIEMYIOIIee pacipenesieHue 1o moiy: 16 Maib-
yukoB U 20 geBoyek. Bo3pacT ne6iota mpucTynoB npu
OMMOII (3MIIIIM) BapbupoBai oT 1 CyT mocTHATaIb-
HOM XXU3HU 10 6 Mec (B cpeHeM 0KoJio 3 Mec). 3a nmepu-
on ot 1 1o 10 Mec IpUCTYTIBI CTAHOBUJIUCH OUYEHb YaCThI -
MM, HOCWIN (POKATBHBIN XapaKTep ¢ pa3TuIHbIMU KJTU -
HUYECKMMM XapaKTePUCTUKAMU U UCXOIWIIM U3 PA3HBIX
KOPTUKAJIBbHBIX perMoHoB. Ha D3I oTMevyanuce MHOTO-
YUCIEHHBIE MWIeNTU(MOPMHBIE pa3psiabl, BOZHUKAIO-
V€ HE3aBUCHAMO W TIEPEMEIAIOIINECS U3 OIHOTO KOp-
TUKAJHHOTO PETUOHA B IPYTOl B XO/I€ CIIEMTYIOIINX TTPU -
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ctynoB. CriefiyeT UMeTh B BUY, YTO MHOTHE TIPUCTYTIbI
€/IBa 3aMETHBI BU3YAJIbHO U YaCTO OCTAIOTCSI HEPACTIO3-
HaHHBIMU [UISI POIUTENE U MENUITMHCKOTO IepcoHaa.
B wacTtHOCTH, 3TO TaKue «MUHUMAJIbHBIE» TIPUCTYIIHI,
KaK KpaTKOBPEMEHHBIE 3a[I€PXKKU AbIXaHUSI, STTU30/IbI
3aKpbIBaHUS TJ1a3 JIMOO OTBEJEHUS TJ1a3 B CTOPOHY, TIO-
KpacHeHue Juua u np. Hapsiny ¢ kitaccuuecKuMu MmocT-
TIPUCTYITHBIMU TTape3amu Tomna, y nereit c OMMOIT or-
MeYaJIUCh UKTAJIbHBIE TTape3bl (MHTMOUTOPHBIE TIPUCTY-
1bl). JInib Buneo-D3'-MOHUTOPUHT O3BOJIST AOKA3aTh
SMWIETITUYECKU I TeHEe3 3TUX MTapOKCU3MAaTbHBIX (heHO-
MEHOB. Y MaIMeHTOB OTMEUAJICS PErpecc B ICUXOMOTOP-
HOM pa3BUTHU C pa3BUTHUEM TeTparapesa. bbuia otmeue-
Ha BBICOKasl JIETAJIbHOCTh B TEUEHUE TO/1a TTocie 1e0ioTa
3aboseBanus [3, 6, 20, 21].

B uccnenoBanuu A.A. XonuHa [23], mpoBeAeHHOM
B 2013 r. u BKJIouaBiieM 19 00JbHBIX, OBUIO TTOKa3aHO,
4yTO Haubojee yactbiMu Tipu nediore OIMMDIT saBns-
JIUCh TOHUYECKKE cra3Mbl (6 manueHToB, 31,6%), npu-
CTYIIBI aITHOS C IMaHO30M (4 TmaumenTa, 21,1%), Tonnde-
CKUe BepCUBHbBIE MTPUCTYIHI (3 mamuenTa, 15,7%), a Tak-
K€ MMOKJIOHWYEeCKUe TPUCTYIIBI (3 mamuenTa, 15,7%).
B 1 (5,3%) cnydae 3a6oyieBaHre HAUMHATIUCH C OPTaTb-
MO-TOHUYECKMX MPUCTYNOB, B 1 (5,3%) — c ananenTu-
yeckux 1 B 1 (5,3%) ciydae — ¢ GuiatepatbHBIX TOHUKO-
KJIOHUYECKUX MPUCTYIIOB. Bbuti TakKe OTMEUeHBI 11K -
POKUt TOJTMMOPDOU3M SMUIETITUYECKUX TTPUCTYTIOB (OT
5 TUTIOB U 00Jiee) U BBICOKAS MX YACTOTa B JaIbHENILIEM.
B pasBepHyTOIi cranuu 3a00eBaHUS A€TH HAXOAUJIUCH
B COCTOSTHUY MUTPUPYIOIIETO MYJIbTU(POKATEHOTO KITH -
Huko-D3I DC. Y Bcex Habmogaembix 19 (100%) nereit
6bUT oTMeueH DC MUTPUPYIOIIMX MAJTBIX MOTOPHBIX TTPU -
CTYIIOB, a TAaKXKe cienyolue BapuaHTbl: DC TOHUYECKUX
cra3mMoB — y 8 (42,1%), 3C UHTUOMTOPHBIX MPUCTYTIOB
(wurenpHbI >30 MUH UKTaNbHBIA ape3) — y 6 (31,6%),
Muoknonnueckuiit 9C —y 7 (36,8%), OC ounarepaib-
HBIX TOHUKO-KJIOHUYECKUX cynopor — y 4 (21,1%), re-
MUKOHBYJIbcUBHBIN DC —y 3 (15,8%) nereit. DMMOIT
MPaKTUYECKU SIBJISIETCS 0COOOI Pa3HOBUIHOCTHIO MJla-
neHyeckoro DC.

Jleuenne DMMOII npencTaBisieT OOIBIIYIO CIOX-
HOCTb, TaK KaK 3TO PE3UCTEHTHAsI K Tepanuu chopma d1H-
JIETICUU, XapaKTePU3YIOILIASICS TSIKEJIbIM MPOTHO30M.
B 6osb1HCTBE ciyyaeB 6a30Bble, CTapble U HOBBIE MPO-
TUBOBIMWIETITUYECKHE TTPeTapaThl B pa3IMIHBIX KOMOU -
HAIUsX, a TAKXKE CTEPOUTHBIE TOPMOHBI OKa3bIBAIOTCS
Hea(hEeKTUBHBIMU, TIPU 3TOM TIpernapaThl Kapbamase-
MMMHOBOM TPYIIILI M BUTA0ATpUHA CKJIOHHBI BbI3BIBATh
arrpasaruio npuctynos [6]. J. Perez u coaBrT. [24] B cBo-
eif paboTe Mmucay O MoJb3e TPUMEHEHUsT CTUPUTICHTO-
Jla ¥ BbICOKMX 103 KioHa3zenamMa. K. Okuda u coasr. [25]
MPOAEMOHCTUPOBAIM 3 (HEKTUBHOCTL TPUMEHEHUSI TIPe-
napara «100apouTypoBoil 3pbl» — OPOMUCTOrO Kaaus.
[Mpuctynsr mpu O9MM®PIT Takke pe3UCTEeHTHBI K KETO-
TeHHOU nueTe. XUpypruieckoe JeueHue MpeIcTaBseT-
csl Hellesiecoo0pa3HbIM BBULY nrd(y3HOTO XapakTepa
TOPaKeHUsI TOJIOBHOTO MO3Ta U OTCYTCTBUS YETKOTO JIO-

KaJIbHOTO CTPYKTYPHOTO nedeKTa U JOMUHUPYIOILLETO
ouara [6].

Hab6monaembie aBTopamu paHee [22, 23] ciyuyau
OMMOIT (BMIIIIM) TakXe CBHIOCTSILCTBYIOT O (hap-
MaKOPEe3UCTEHTHOCTU 3TOM TaTojioruv. MoHoTepanus
He 0Ka3bIBaJla CYIIeCTBEHHOTO 3(hhekTa Ha TeueHUe 3a-
OoJieBaHUs y BceX mauneHToB. Hu ogHOro mamueHTa
HE YIaJIOCh IMOJTHOCTHIO M30aBUTh OT SMWJISTITUYECKUX
TPUCTYTIOB, TPU 3TOM MPOTUBOAMUIIETITUYECKAST Tepa-
Must ObLTa TOJTHOCTBIO HeadhdekTuBHOMU B 57,9%, cHU-
XeHue pucTymnoB 6osee 50% otmevarnoch y 31,6% na-
LIMEHTOB, Oosee 75% — nuiub y 10,5% nauuenros. Ot-
HOCUTENbHO 3((EKTUBHBIMU OKa3auCh KOMOWHAIIUM
BaJIIIPOATOB ¢ 6apoutypatamu (beHobapOuTan, rekca-
MUIWH) 1 6eH3onuazenuHaMu. M3 mpenapaTtoB 6eH30-
JINa3eTTMHOBO TPyl HANOOJbIIeH 3(PHEeKTUBHOCTHIO
006agai hpu3uyM B T03UPOBKe 1 MT/KT/cyT. Y 2 manu-
€HTOB TIOJIOKUTEIbHBIN 3(hdeKT oTMevancs Ha oHe
KoMOUHanuu hpusnyMa c JeBeTupaieramom, B 1 ciy-
Yyae Mpor301LI0 yaydlleHue Ha (hoHe KOMOMHAIIMKU OeH-
30[IMa3eMUHOB C TONMMpaMaToM. Y | malueHTa ypexeHue
MPUCTYTIOB HaOII0MaI0Ch Ha (hbOHE TPUMEHEHUST OpOMU-
na Hatpus (30 Mr/Kr/cyT), OMHAKO BBISIBIISIUCH TOO0OY-
Hble 9 heKTH B BUne ruriepcoMHun. [IpumMeHeHne BbI-
COKMX /103 BUTaMKMHa B, ObLI0 yMEPEHHO MO3UTUBHBIM B
2 ciydasix. DTOCYKCUMMU, TAMOTPUIKUH, py(pruHaMuUI 1
(eHUTOUH He 0Ka3bIBaJIN CYIIECTBEHHOTO MTO3UTUBHOTO
apdekTa. Takxke 6bU1 3apKCUPOBAH Cllydyall y MilaJieH-
11a ¢ KpUIITOreHHOM (hoKaTbHOM JTJOOHOH anuiierncuei Ha
(oHe nprMeHeHMs KapbaMazernHa (hapMaKOUHIYIIMPO-
BaHHOU TpaHchopMaiuu 3a6osieBaHuss B OMMOIT. T'op-
MOHaJTbHAsI Teparus BbI3bIBaJIa NI BPEMEHHBIN yMe-
PEHHBII TO3UTUBHBIN 3(pdeKT B § ciryyasx, a B 5 ciyya-
six Obl1a a0COJIIOTHO HeaddeKTUBHOM [9, 22, 23].

B skctpennom kynupoBanuu DC npu DMMOIT (a
3TO B MIEPBYIO OUEPeIb Kacajioch CTaTyca OumiaTepaibHbIX
TOHUKO-KJIOHUYECKUX CYIOPOT U TEMUKOHBYJILCUBHOTO
craryca) 6eH301Ma3enrHbI (peJJaHuyM, MyuaazojaaMm) y 12
(63,2%) Takke 6GbUTH 3(DHEKTUBHBI JIUILL BpeMEHHO, a'y 7
(36,8%) naieHTOB MOJHOCThIO HeabdekTuBHbI. [To3u-
tuBHBIN 3 dekT Ha DC ipu DMMDIT okazbiBaO MPU-
MeHeHUe raMmma-okcuMacisiHoit kuciotsl (TOMK) (Ha-
Tpust okcubdar) B o3upoBke 100— 150 MT/KT CO CKOPOCTBIO
400 Mr/MUH: y 4 geTelt ¢ GunaTepaTbHbIM TOHMKO-KIIOHH-
YeCKUM U Y 3 — TeMMKOHBYJIbcUBHBIM DC, y 6 feTeit, pe-
3UCTEHTHBIX K OEH30Ma3eMHaM, C BpEMEHHBIM peTpec-
COM JTM0O YMEHbIIIEHUEM KIIMHUKO-3H1edamorpaduue-
CKUX MPUCTYTHBIX siBieHui (y 1 pebeHka). Y 3 manneHToB
¢ DMMO®II cyiecTBeHHBIN MO3UTUBHBIN 3(hDEKT B Ky-
mpoBaHuM DC O0Ka3bIBAIM UHBEKIIMOHHBIE BATBIIPOATHI
(KOHBYJIEKC), 0COOEHHO B CTydasiX TOHUKO-BETeTaTUBHBIX
TIPUCTYTIOB € 3MMU30[[aMU alTHO3 C arrpaBaliveii Ha (poHe
MpUMeHeHUs1 OeH301Ma3enHOB [9].

B nocnenHue roasl HaKarIMBaeTcs ONbIT Audde-
PEHIIMPOBAHHOTO TTPUMEHEHUST TTPOTUBOAMUICTITUYE-
CKUX TIPETNapaToB MPY Pa3IUIHBIX TeHETUYECKNUX MyTa-
usix. Tak, MepcreKTUBHBIM B ClTy4ae SMWJIETICUY C MYy-
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taumeir reHa KCNT1 MoxXeT oka3aTbCs Ha3zHaYeHUE
xvuHuarHA. OHAKO U 3TOT MpernapaT He SIBJISeTCS aHa-
meeit. B 2018 r. E. Abdelnour u coaBr. [26], Hapsioy ¢ TTy-
OMKalueil COOCTBEHHOIO OTbITA MPUMEHEHUS] XMHUIM -
Hay 3 gereii ¢ PM33 14-ro tumna, o0001IMIN JaHHbIE
MUPOBOIA TUTepaTypbl 00 3(h(HEKTUBHOCTU ATOTO Mperna-
pata nipu mytauuu reHa KCNTI1. U3 11 neteit ToabKo
1 mauueHTa ynanoch u30aBUTH OT MPUCTYIIOB (UTO 6e3-
YCJIOBHO KOHTPACTUPYET C JAHHBIMU O HEBO3MOXHOCTHU
JOCTUKEHUS] PEMUCCUU TIPU STOM TUTIE SMWIENTUYECKON
sHUedatonaTun), y 4 nereil 6bUI0 JOCTUTHYTO CYIIIE-
CTBEHHOE YJIy4llleHUe KIMHUYECKON KapTUHBI 3a00J1e-
BaHUsI; OMHAKO Y 5 MallMEHTOB He ObLIO CYLIECTBEHHOTO
ylIy4dlieHus TeueHus 3aboneBaHus, a y | pebeHKa HaCTy-
Mnuja arrpaBalusi IpUcTynoB ¢ 6osiee yeM 10-KpaTHBIM
ux ydameHveM. [IpuMeHsJIn XUHUIWH C TTOCTeTIeHHOU
TUTpalumeit 103bl pemnapata ot 10 mo 34—73 Mr/kr/cyT
C KOHIIEHTpalluel rpemnapara B KpoBU B rpaHunax (0,4—
5,0 MKT/MJI; CYTOUHYIO O3y Aeuan Ha 3 mpuema. [1o-
00uHbIe 3(hHEKTHI 3aKIIOYATUCH B AENMUTMEHTAUU KOX-
HBIX TOKPOBOB U yyinHeHU uHTepBasia QT Ha DKT, yto
TpebOBaAJIO YACTOTO AMHAMUYECKOTO KOHTpoJst DKIT'.

Llenp HacTosIIIETO KICCTIENOBAHUS — BBISIBIIEHUE KITU -
HUYECKUX U HEWPODU3UOJIOTUYECKUX OCOOEHHOCTE N
ANWIENTUYECKON 3HIIeaTonaTuu, 00yCIOBICHHON My-
tauusmu reHa KCNT'1, onvcaHue TeparneBTUYECKUX TaK-
TUK TIPUA 3TOM PEIKOM 3a00JIEBAHUU.

MaTepua/\ U METOAbI

3a mepuon 2017—2019 rr. obcnenoBaHbl 3 HEpOI-
CTBEHHBIE IEBOYKHU PYCCKOM HallMOHaNIbHOCTU (M. B. —
3ronau 3 mec, 'B. — 9 mec u M.Y. — 5 Mec) ¢ KITUHU-
YEeCKOM KapTUHOM 3MWICIICUU MJIAACHYECTBA C MUTPU-
pylomuM GoKaIbHBEIMU TTpuctyiiaMu (OMMOII) u
UACHTUPUIUPOBAHHBIMU MyTauusMu B reHe KCNTI.
CexkBenuponanue JIHK HoBoro nokonenus (rmanenn Ha-
CJICICTBEHHBIC SIMJICTICMU) OCYIIECTBIISUIOCH Ha TIIaT-
dopme IlluminaNextSeq 500 (CILLIA). MOHUTOPUHT BU-
neo-D3I mpoBoaMIICS TOCPEACTBOM CUCTEMBI DHIledha-
naH-Buneo Ha 6aze PM-03I-19/26 DHIUUEDAJIAH-PM
(HITK® «Meaukom MT]», Poccus).

Pe3yAbTarbl M 00CYy)KA€HHE

To, 4To BCe NpUBeneHHbIE KIMHUYECKUE CIydan
PM®3 14-ro tumna ¢ kaptuHoit DMM®II npuHamiexa-
JIX K KEHCKOMY TIOJTY, BEPOSTHO OBIIO CIIydallHbIM, TTO-
CKOJIbKY MYTallMsl SIBJISIETCSI ayTOCOMHO-TOMUHAHTHOM
M TIpENIojiaraeT paBHYIO BEpOSITHOCTD pacIpenesieHusI
T10 TIOJTY.

VY neBouku T.B. Obl1a oOHapy:kKeHa paHee U3BeCTHasI
MyTaLus B 9-it xpomocome 138651532G>A ¢ aMuHOKMC-
JIOTHOM 3aMeHOW IIMIIMHA Ha CepuH B 288 Mo3uiuu —
Gly288Ser (OMIM: 608167.0010). Y naumentku M.B.
BBISIBJIEHA paHee He OIMKMCcaHHas MyTalvs B 12-M 3K30He
reHa KCNT1 (chr9:138656907C>T) ¢ aMMHOKHUCIOTHOI

3ameHoi Arg356Trp. Y GonbHoi M.V, onpeaenuin pa-
Hee HE OMUCAHHYIO TeTePO3UTOTHYIO MYTallMio B 15-M
ak3oHe reHa KCNT1 (chr9:138660712A>G), npuBoasi-
1IYI0 K AMUHOKUCIOTHOU 3aMeHe B 480-ii mo3uuuu 6en-
Ka (p.Asp480Gly).

YV M.B. 6611 oTMeueH ae010T 3a00j1eBaHus B BO3pacTe
4 Mec ¢ TUTIOMOTOPHBIX TUATETITUYECKUX U TOHUIECKHUX
BEPCUBHBIX MPUCTYNOB. Dnwiencust y 7. B. nebotupo-
Bajia B Bo3pacte 4,5 MeC ¢ TUTTOMOTOPHBIX TIPUCTYTIOB C
o(TaTbMOKIIOHUSIMU U TUTIepeMueil tuua. Y M.Y. otme-
YaJICh HEOHATAJIbHbBIE CYTOPOTH Ha 2-€ CYTKU XU3HU C
OuaTepasbHBIMU TOHUKO-KJIOHUYECKUMM TTPUCTYTIAMU,
LIMaHO30M, C nocaeayormM pa3ButueM DC albTepHU-
PYIOIIUX TeMUKOHBYJIbCUIA. B manmbHeliem y Bcex 1eBo-
YeK pa3BWINCH MOJTUMOPMHBIE PUCTYTIBI MYJIbTUPETHO-
HaJIbHOT'O TeHe3a BIUIOTh 10 Murpupytoiiero OC ¢ xa-
PaKTEepHOM 3JIEKTPO-KIMHIUYECKOM KapTrHOit DM MDPII
(BMIIIIM). XapakTepHblii DD -naTTepH NpeacTaBieH
Ha PUCYHKe.

B cTpykType KuHEMaTUKM SMUIETITUYECKUX TIPUCTY-
MOoB y MauueHTKu M.B. HabaoaaIuCch TUIIOMOTOPHbIE
ajienTUIecKre, TOHNYECKEe BEPCUBHBIE C aJIbTepHa-
TUBHOI JaTepaiu3alueil (MperuMylleCTBEHHO MpaBo-
CTOPOHHUE, C OTBEJCHUEM TPAaBOW PYKU U BEPCUEN TO-
JIOBBI BITPABO), CEpUHBIE TOHNYECKUE IKCTEH30PHbBIE
CMa3Mbl, TOHUKO-BETETaTUBHBIE MIPUCTYIIHI C alTHOD U
LIMAaHO30M, OWJIaTepalibHbIe TOHUYECKUE C TUTIepeMUeii
KOXHBIX TIOKPOBOB, TUTIOMOTOPHBIE C OPAJIbBHBIMU aBTO-
MaTU3MaMu, aCUMMETPUIHBIE TOHUYECKUE C TIPUCOE T -
HEHMEM KJIOHUYECKOTO KOMIIOHEHTA, aIbTePHUPYIOIIEH
JlaTepayv3aliiy U epexoaoM B OuiaTepaibHble TOHUKO-
KJIOHMYECKUE TTPUCTYTIBI, @ TAKKE TaK Ha3bIBAEMBIE «TO-
HUKO-BUOPATOPHBIE» BAPUAHTHI TIPUCTYIIOB BCJIEN 32 TO-
HUYECKUMMU CITa3MaMH.

V naunentku 7. B. oTMe4anCh TMIIOMOTOPHbIE TTPH-
CTYTIBI ¢ OPTATBMOKJIOHUSIMU U TUTIEpeMUeii tuna, ¢ho-
KaJIbHbIe MUOKJIOHUY B JIEBBIX KOHEUHOCTSIX, aCUMMe-
TPUYHBIE TOHNYECKNE BEPCUBHBIE aJTbTEPHATUBHOM Jia-
Tepaiu3aluyl, ”HTUOUTOPHBIE (TOPMO3HBIE) TIPUCTYITHI
C MKTaJIbHBIMU TIape3aMU KOHEUHOCTE.

YV 6oabHOI M.V. pa3Buauch HEOHATAJIbHbIE CY10PO-
'Yl ¢ OMIaTepaTbHBIMU TOHUKO-KJIOHUYECKUMU MPUCTY -
MaMu, MaHO30M, C TTOCJIEAYIONIMM BO3HUKHOBEHUEM
OC anbTepHUPYIOIINX TeMUKOHBYJIbCUI, CEPUITHBIE TO-
HUYECKHUUE CTIa3Mbl, O(TAIbMOTOHUYECKUE U AJTbTEPHU-
pyole aCUMMeTPUYHbIE TOHUYECKUE U BEPCUBHbBIC
TIPUCTYTIBI.

Ipu HevipoBusyanuzaimu (MPT Ha anmapatax 1,5 Tor)
y TTallMeHTOK He BBISIBIISUIA TUCTIIACTUIECKUX U3MEHE-
HUI TOJIOBHOTO MO3Ta, a TAaKXKe KaKUX-JI100 TpyObIxX
CTPYKTYPHBIX U3MEHEHUI BBISIBJIEHO He Ob110. Habmo-
JlaJiach JIIIbL cybaTpodusi B COUETAaHUY C yMEPEHHOM 3a-
JIEPKKOM mokazaresieil MUeTMHU3AIN.

[MpuMeHeHre TPOTUBOAIMIWIETITUIECKUX Mpernapa-
TOB Y BCeX MAIIMEHTOK ObLTO HEA((hEKTUBHBIM C HEBO3-
MOXHOCTBIO TOOUTHCST KITMHUYECKOIN PEMUCCUY TTPUCTY-
noB. TeM He MeHee TIPOAOIKAIUCH TIOTBITKY MTOA00pa

S.S. Korsakov Journal of Neurology and Psychiatry, 2019, vol. 119, no 7, issue 2 79



: Sy e e e SO T s S T
z ST e e e
-:': "3 Dy SV AN

- W - g i M YR YT
= SR e R S o Z T
S D
PERY A et o S e A
a 6

- :WW%MWM' W
: oGl EWWWW Y
z SN S R

S e S O T vma»wmw
o < AW R 17 7

: W : 145“"‘ m':‘-m (] m’mm i ‘ﬁ!ﬁ:.
- = i T e T s Y uuwh-'u-u
B r .
- - 0 !Fl* A
- SN T Sty s oty ...w r
SR e o EREE A +’*vww %
=Sl st ,@#, R umrrmmm fﬁ, oy m,a

= uﬁ!mlhduum 7 WA RE, = NIM#WJWM ’ Ma‘ AT ‘*!U-
wm AP AAS NN AN ool e, ‘?-W -

2 mfmu,nmm'--vm r-m-fw R vhmi*" 4 !!'.ﬁ..“"'i i mmﬁ“» %
2 P AR m Ay = MQ o l" hasr
e B e
- ﬂ.nmnﬂmunuwumuuwwunh - -.urn

a e

S e e e S

X 3

93T nNpu CTaTyCHOM TeYeHUH (POKAABHBIX MPUCTYIMOB MO TUMY UHTIMOUTOPHBIX, MAABIX MOTOPHBIX M TOHUYECKUX CMa3MOB C BEPCUBHbIM Ae-
BOCTOPOHHUM KOMMNOHEHTOM nauuneHTku T.B., 9 mec, c avarHozom PM3I3 14-ro tuna.

a. — MOsIBJIEHNE PErMOHAIbHOIO UKTaJIbHOro DB -narTepHa B JIeBO JJOOHOM 00JIaCTH B BUIIE PETYJISIPHOI MUI000pa3HON aKTUBHOCTH a1 -rojiMarnasoHa ¢ nepe-
XOJOM B T-JIMaria3oH C GMJ'IaTepaJTbeIM PpacrpoCTpaHECHUEM; 6 — cMeHa Jlarepajmsauun MKTaJbHOI aKTUBHOCTHU B JIOOHBIX OTAeIaXx Ha IMpaBoIOJIyIIapHYIO B BUIE
OBICTPOIf AnTMIIENTU(HOPMHOI AKTUBHOCTHU C BKITIOUEHUEM CHAKOB, a TAaKXKe MPUCOSIMHEHUEM apKOOOPa3HbIX ¥ MTUJIO00pa3HbIX O~ U T-HOpM; B JIeBOI JIOOHOM 00-
JIACTH MKTAJIBHBI MATTEPH HAKJIAAbIBAETCSI HA UPPETYJISIPHOE O-3aMeUIeH1e; B — BPEMEHHOE «CTHXaHHe» NKTaJIbHOTO MaTTepHa B JIEBOM JIOGHOI obnacTu. [TpaBo-
noJtyLiapHast UKTaJibHast apkoobpasHasi M IMJI006pa3Hast aKTHBHOCTb JIOOHOI aKIIEHTyallK BOBJIEKAeT BUCOYHBIE PErMOHbI, a TakKe Habmoxaercs anuddysHoe mo-
BblLIeHUe d-popM; I — nuddy3HOe pacnpocTpaHeHUE UKTAIBHON SNUIeNTU(HOPMHOI aAKTUBHOCTH € BKJIIOYEHUEM MHOXECTBEHHBIX CITAiKOB 1 OBICTPBIX PeryJsip-
HBIX [TUK-BOJHOBBIX KOMITJIEKCOB. ﬂpn 3TOM OTMEYACTCAd HE3aBUCUMOE COYCTAHUE MKTAJIbHBIX ITATTEPHOB pel'VlOHaﬂbHOﬁ npaBononymapHoﬁ 3aIHEBUCOYHOI 1
neBononymapHoﬁ JIOGHOI aKLleHTyaLIMﬁ; o — MKTaJIbHbBIA TIATTCpH IOMUHUPYET B npasoﬁ TEeMEHHO-BUCOYHOM 00J1aCTH ¢ KIMHUYECKUM JIEBOCTOPOHHUM BEPCUB-
HBIM KOMITOHEHTOM IIpUCTYIIa; € — MKTaJIbHbII TMaTTEPH B ITpaBOM TeMEHHO-BHCOYHO-JTIOOHOM PETUOHE C BOBHUKHOBEHUEM TIEPUOIUYECKUX CITa3MOB C JIEBOCTO-
POHHUM BEPCUBHBIM KOMIIOHEHTOM; XK — (bparmeHTaunﬂ UKTAJIbHOTO IaTTEPHa B npaBoﬁ JI0GHO-BUCOYHO-TEMEHHOI 00JIacTH C TIPUCOCANHEHUEM UPPETYIIAPHO-
Tro 6—3ame)1nel-m;{; 3 — peaKkTuBauus MKTaJIbHOI aKTUBHOCTU B JIEBO#1 JTIOOHOI 06;1aCTH C TPpaBOCTOPOHHUM BEPCUBHBIM KOMITIOHEHTOM ITPUCTYIIA.

Patient T.V., girl, 9 months old. Early infantile epileptic encephalopathy type 14. EEG recording during status epilepticus of focal seizures
inhibitor, minor motor types and also tonic with versive left-side component.

a — appearance of regional ictal EEG pattern in left frontal region in the manner of regular sawtooth activity of the alpha-1-subdiapasone with transition to the theta-
diapasone with bilateral spreading; 6 — change of lateralization of ictal activity in frontal regions on right-side in the manner of fast epileptiform activity with inclusion
of spikes and joining the arcuate and sawtooth alpha- and theta-forms; in the left frontal region ictal pattern is superimposed on the irregular delta-slowing; B — tem-
porary «subsiding» of ictal pattern in the left frontal region. Ictal arcuate and sawtooth activity in right hemisphere with frontal accentuation involves temporal regions,
and also observed a diffuse increasing of delta-waves; r — diffuse spreading of ictal epileptiform activity with the inclusion of multiple spikes and regular fast spike-wave
complexes. Is observed an independent combination of regional ictal patterns in right posterior temporal region and in left frontal regions; 1 — ictal pattern dominates
in the right parietal-temporal region with the clinical expression in left-sided versive component of the seizure; e — ictal pattern in the right parietal-temporal-frontal
region with the appearance of cluster spasms with the left-sided versive component; x — fragmentation of ictal pattern in the right frontal-temporal-parietal region with
the appearance of irregular delta-slowing; 3 — reactivation of ictal activity in the left frontal region with the right-side versive component of the seizure.
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6osiee 2 PEKTUBHBIX MTPENAPATOB C YUYETOM OTEUECTBEH-
HOTO YU MUPOBOTO OTIBITA, B TOM YKCJie 00CYKIajcs BO-
MPOC 0 BO3MOXHOCTU MTPUMEHEHU ST XUHUIMHA.

Y nauuenTku M. B. oOHapyXWiach pe3UCTEHTHOCTh
K BaJIbIIPOATaM, JIJAMOTPUIKMHY, TOITUPAMATy, JIeBeTUpa-
1eTamy, okcakapbasernuHy, STOCYKCUMUIY, 30HU3aMULY,
OeH3oara3enMHaM U KOPTUKOCTEPOUIaM, HO BBISIBUJICS
YMEPEHHBIN MOJOXUTENbHbINA 3(PDEKT HAa KOMOUHUPO-
BaHHYIO Tepanuio: mpruem dapourtypata (naraodepan 1)
37,5 Mr 2 paza B CyTKU U BBeleHHe py(prHaMuaa ¢ rmo-
CTETMEeHHOM TUTpauueit no3el A0 150 Mr 2 pa3a B CyTKH.

Y T.B. 66Ul OTMEYEHBI HEBOCTIPUMYUBOCTD K BaJlb-
poaTaM ¥ KOPTUKOCTePOUIaM, arrpaBaliis Ha IpuMe-
HEHUe JieBeTupaleTamMma, oKckapbazenuHa u 6apoaTypa-
TOB (marmodepan 1), HO yMEpeHHBIN MO3UTUBHBIN 3~
ekt Ha KOMOMHaLMIO OeH30AMa3enMHa (HUTpa3enam
2,5 Mr 2 pa3a B CyTKW) U Tonmupamarta (Tornamakc 12,5 mr
2 pasza B CyTKH).

Y M.V, naGnronancsi BpeMEHHbBII TTO3UTUBHBIN OTBET
Ha BaJIbITPOATHI (IETTAKWH B CUPOIIE) U JieBeTUpalleTaM
(kenrpa B cupore) ¢ mocaeayoimmum 3 GEKTOM «yCKOJIb-
3aHUSI» OT TePAINU, a TAKXKE HETTPOIOJIKUTENIbHBII TIOJI0-
SKUTENbHBIN 2((eKT Ha TOPMOHATBHYIO ITYJIbC-TEPATTUIO
(nexcamera3oH). Ha ¢poHe nmpruMeHeHuUs1 oKcKapbazemnu-
Ha B cuporie (TpujienTa) BCie 32 BpEMEHHBIM TTepro-
JIOM yJTyqilieHusi Oblna 3apuKcrupoBaHa arrpaBalys -
JIENITUYECKUX TIPUCTYTIOB C UX YMEPEHHBIM CHIKEHUEM
Ha (hoHe OTMEHBI Mpemnapara. B HacTosiiiee Bpemst maim-
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