POCCUNCKI HEBPONIOTYECKM KYPHAN, Ne 3, 2019
DOI 10.30629/2658-7947-2019-24-3-24-30

KNUHWYECKME NCCNEAOBAHWA N HABTIOAEHNA

© KOJIJIEKTHUB ABTOPOB, 2019
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Pannue ungpanmunvuvie snunenmuyeckue suyepanonamuu (PUII) - amo epynna monocennvix snuiencutl, 6bl3vlea-
embix mymayusimu 6onee yem 8 70 cenax.

MarepuaJ i MeTobl. [Ipedcmasnervl OaHHbIE ONUMETbHO2O0 OUHAMUYECKO20 KIUHUKO-3]IeKmpOo3Hyepanoepagduye-
cKo2o Habmodenust 0esouku, bonbrot PUID 9-20 muna (OMIM 300088), 06ycrosrennoii mymayueii ¢ cene PCDH19
(OMIM 300460).

PesyabTarbl. Bepubiii smuonocuueckuti OUAeHO3 HACIeOCMBEHHO20 3a001e8aHUs ObLL YCMAHOBIEeH PeDEeHK) MOlb-
Ko 6 6ospacme 14 nem. [lebrom snunencuu 6 ude cepuu 2eHepPaIUI08AHHbBIX MOHUYECKUX CYOOPO2 ¢ MUOKIOHUAMU
6 J1e60lL pyKe OnumenbHocmolo 00 1 Mun npouzowen é eospacme 8 mec. bvii owubouno ouazHocmuposan eupycHbill
snyeghanum. B oanvHetiuem kiacmepvi cyOOPOACHBIX NPUNRAOKOB, NPOBOYUPYeMble (eOPUTbHBIMU COCIMOSHUAMU, 803~
HUKAU HECKOTILKO PA3 8 200 HEe3ABUCUMO OM 8U0A U KOTUYECMEd NPUHUMAEMbIX AHMUKOH8YIbcanmos. Hecmomps na
OMCYmMcmeue 3HaUUMbLX CIPYKNYPHbIX USMEHEHULL 8 20I06HOM MO32€ NPU HeUpOo8U3YaAIU3aYUY, NOCMENEeHHO chopmu-
posanacs papmaropezucmenmuas (poxanvHas snunencus. B éospacme 14 1em 6 pamkax npeoxupypeuyeckozo ooce-
0o8anus Ha 2 cym npousee0end NOaHAas OMMeHd AHMUKOHBYIbCAHMOS8 U UMNIAHMAYUs CYOOYPATbHBIX 2NEeKMPOO0s.
Bapeeucmpuposanvl GoxaibHbie MOMOPHbIE NPUNAOKU ¢ NEPEX00OM 8 bULamepabHble MOHUKO-KIOHUYECKUe, npu
KOMOPbIX NePEUUHAS 2eHEPAYUsL INULENINUYECKOU AKMUBHOCIU JIOKAIUZ08ANACh 8 JIe6oU 8UCOYHO done. Twamensb-
HOe 006cie008aHUe ¢ YMoYHeHueM MOHOEHHO20 2eHe3d 3a001e8a s 0aI0 BO3MOHCHOCHb U30edcamsb HeONPA8OAHHO
20 XUPYPISUUECKO20 BMEUUAMETbCMEA HA 20I06HOM MO32e.

Oocy:xaenue. [Ipedcmasnennoe HaOIOOeHUe ABNAEMCS HALIAOHbIM NPUMEPOM 020, KAK BUANCHO CB0EBPEMEHHOe
nposedenue 2eHemuiecko20 00C1e008a s NPU SNUTENCUL 0I5l NOCMAHO8KU 8EPHO20 OUA2HO3d, A0EKEAMHO20 NO0-
60pa aHMUKOHBYIbCAHMOS U PEULeHUsL BONPOCA O BO3MONCHOCIU XUPYPSUUECKO20 JLeYeHUsL.

KnroueBBle cI10Ba:3MIMWICHCHS Yy IeTell; paHHSIS WH(AHTWIBHAS SIIUICTITHYeCKas SHIedanonarus 9-ro Tuma;
myrtauus B rese PCDHI9.
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DIFFICULTIES OF EARLY INFANTILE EPILEPTIC ENCEPHALOPATHY-9 DIAGNOSTIC
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Introduction: Early infantile epileptic encephalopathy (EIEE) is a group of monogenic epilepsies which are caused
by mutations in more than 70 genes.

Material and methods: The data of a long-term dynamic EEG observation of a girl with EIEE9 (OMIM 300088)
caused by a mutation in the PCDH19 gene (OMIM 300460) are presented.

Results: Correct etiological diagnosis of the hereditary disease was established only at the age of 14 years. Epilepsy
debuted at the age of 8§ months as a series of one minute long generalized tonic convulsions with myoclonia in the left
arm. After further examination the symptoms were mistakenly regarded as viral encephalitis.

Subsequently, clusters of convulsive seizures provoked by febrile states periodically were occurring several times
per year irrespective of the type and amount of anticonvulsants taken. Despite the fact, that no significant structural
changes in the brain we found during neuroimaging, pharmacoresistant focal epilepsy gradually developed.

At the age of 14 years, as part of a pre-surgical examination for two days, the complete abolition of anticonvulsants and the
implantation of subdural electrodes were performed. Focal motor seizures with a transition to bilateral tonic-clonic seizures
were recorded, during which the primary generation of epileptic activity was localized in the left temporal lobe. A thorough
examination with a clarification of the monogenic origin of the disease made it possible to avoid undue surgery on the brain.
Discussion: The presented observation is a clear example of why a timely genetic examination is important for establishing
correct diagnosis, adequate selection of anticonvulsants and a making a right decision on the possibility of surgical treatment.
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Panmsis nHpaHTIIIBHAS STTHIeNITHYECKas dHITedaro-
narust (PUD3) 9-ro tuna 3apeructpuponana B Online
Mendelian Inheritance in Man (OMIM) mom HOMEpOM
300088 [1]. OHa TakX)e HM3BECTHAa KaK <OIHJICIICHS,
ceanHas ¢ PCDHI9» (PCDHI9-related epilepsy),
«PCDHI19-xenckas snunerncus» (PCDHI9-female
epilepsy) u «PCDH 19 xnacTepHas MIICTICHS TCBOYCK)
(PCDH19-Girls Clustering Epilepsy). Ota PUDD umeer
3HAUYUTEIHbHOE CXOJICTBO C 0OJiee M3BECTHBIM CHHJIPO-
MoM [lpase (PMDD 6-ro tuna), oOycioBIEHHBIM, KakK
npaBuiio, mytanuei B rene SCN/A [2].

Myranuu B reae PCDHI9 (OMIM 300460) xax
ocHOBHas npuunHa cuHapoma EFMR Bnepsele onu-
canbl L.M. Dibbens u coast. B 2008 r. [3]. Curapomo-
kommieke EFMR pacumgpossiBaetest kak «Epilepsiy,
Female-restricted, Mental Retardation» wmu «epilepsy
and mental retardation limited to females» [4] u 00ObIu-
HO TIEPEBOJUTCS KaK «AMHJISTICHSI M YMCTBEHHAs OTCTa-
JIOCTh, OTPaHUYEHHAS YKEHCKUM TOJIOM.

I'en PCDHI19 (protocadherin 19) maxomurcs Ha
X-xpomocome B Jokyce Xq22.1 u coctout u3 6 3K-
30HOB, KOIHPYIOIIMX TpaHCMEeMOpaHHBIA  OeJoK
protocadherin 19, siBAsSOUUICS KalbIHIi-3aBUCUMBIM
OEJIKOM MEXKIIETOYHOU aATe3wuH, KOTOPHIA B OCHOB-
HOM DKCIIPECCUPYETCSI B MO3TE M YYacCTBYET B €TO pas-
BUTHH [5].

Ha cerogusiianii neHs okosio 150 myranuit ObLiu
AIeHTU(GUINPOBAHBI Kak MpUIHHHBIE 111 PUD3 9-ro
tuna [6]. 3a0osieBaHHe HacleIyeTcsl MO YHHUKalb-
HOU X-CBSI3aHHOM JOMMHAHTHON CXEME C OIpe/eiéH-
HbIMH OCOOEHHOCTSMHU TeHeTpaHTHocTH [5]. OObIu-
HO DOKCIIpecCHs MYTAaHTHOTO T€Ha, JIOKAIW30BAaHHOTO
B X-XpOMOCOME, TOpa3io BBIIIC Y MAJIBYMKOB, YTO 00-
YCIIOBIIEHO OTCYTCTBHEM Y HUX IapHOTO HOPMAaJbHOTO
amens. [Ipu nanHom 3a0osneBaHuu Bc€ HAOOOPOT — MO-
pakaroTCcs TOIBKO JEBOYKH. /€70 B TOM, 9TO B MOSBIIE-
HUM KIMHUYECKOH CHUMITOMAaTUKW MPUHUHUIHAAIBHBIM
SBIACTCS (EHOMEH «KJIETOUHON WHTEP(EPECHITHI»
(cellular interference), xorma B opranu3Me OOJIBHOTO
pebE&HKa COCYIIECTBYIOT IKCIIPECCUPYIOMINE MO0 HOP-
MaJbHBIHA, TMOO0 MYTAaHTHBIA aJlledb KIETKH, KOTOpBIC
HHTEPPEPUPYIOT IPYT C JAPYIOM H3-3a TPOAYKIIUH pa3-
JMYHBIX TOBEPXHOCTHBIX OesikoB [2, 5]. bosie3ns pa3su-
BACTCS TOJBKO Y TETEPO3UIOTHBIX MO0 MYTaHTHOMY all-
JISITI0 KCHIIUH, TaK KaK Yy HUX BCJIEJCTBHE CIy4YaiHON
X-MHaKTUBALMK HAOTIOAACTCS MO3aMyHasi HKCIPECCHUs
PCDH19 [7]. Ecnn Bce KIETKH COAEp)KaT TOIBKO My-
TAHTHBIN T'eH, YTO HAOIIONACTCS Y MYKUYMH-HOCUTEIICH,
KOTOpbIE TOMU3HUTOTHBI 110 JAHHOMY TeHY, TO 3a00ieBa-
HHE He Bo3HUKaeT. OIHAKO TaKue OTIBI-HOCHTEIN MY-
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TaHTHOTO T€Ha TEePearoT IMaTOTeHHBIM BapUaHT CBOUM
nmouepsm. XoTs maroreHe3 PUDD 9-ro tuma mo xoHma
emié He PaCKPBIT, HO OH aKTHBHO U3y4YaeTcs B IKCIEPHU-
MEHTax Ha MbIax [7], kpeicax [§] u maxke Ha KyJIbType
¢ubpoOITacTOB YermoBeKa, HECYIINX IMaTOTeHHYI0 MyTa-
uuro PCDH19 [9].

B oredecTBeHHO nUTEpaType ONUCAHbI €IUHUYHBIC
ciyyau PUDD 9-ro tuna [10]. [Ipencrasisiem coOCTBEH-
HOE HaOIIo/IeHHE.

[Tatuentka T.M. Bo3pacT Ha MOMEHT OIKMCAHUsA
15 met. JIeOroT SMUIENTHYESCKHUX TPHUIIAIKOB Y paHee
370pOBOro pebeHKa Mpou3oLIeN B BO3pacTe § Mec.
Bo Bpems yTpeHHETO cHa pa3BEepHYJCS MPUCTYI TeHe-
PaIN30BaHHBIX TOHUYECKUX CYHOPOT C KIOHUYECKUMU
MOJIEPTUBAHASAMA B JIEBOH DPYKE, COMPOBOKIABITHXCS
yTpaToOl CO3HAHUS U 3aBEJICHUEM IIA3HBIX S0JIOK BBEPX
C MHUOKIIOHYCOM BeK, JJIUTEeNbHOCTHIO 10 1 muH. Ha-
KaHyHE OTMEYajoCh TOBBILICHUE TEMIEparypsl 10 de-
OpnipHBIX mH(pp ¢ omHOKpaTHOW pBOTOH. Yepes 1 u,
TaKk)ke BO CHE, MIPUCTYI MOBTOPUIICA, a 3aTEM CYI0POK-
HBIE TIPUTIAJKN CTalld CEpUHHBIMHU, BO3HUKasA 70 10-15
pa3 3a CyTKH, Kak BO BpeMs CHA, TaK U BO BpeMs 0oxp-
CTBOBAHUSI.

C nmono3penueM Ha SHIEGaIUT OONbHAS JIEBOUYKA
TOCTIUTAIM3NPOBAHA B OTJEJCHHE peaHUMAIuu, Ie
Hayata TPOTHBOBUPYCHAs W aHTHOAKTEpHalbHAs Te-
panus. Ha ¢oHe aHTHKOHBYJIBCAHTHOM Tepamnuu Oap-
OuTyparamu, a 3aTeM BaJIBIIPOATaAMH YIaJIOCh CHU3UTh
4acTOTY MPUITAAKOB 70 3—6 B NIeHb, & NIUTEILHOCTD —
no 10-15 c. Bo Bpems peructpanuu 931, nposeneH-
HOUW Ha 5-i IeHb Mociie rOCIUTAIN3al1, Pa3BEPHYIICS
MPUNAJI0K, COMPOBOKIABIINIACS MOSBICHHEM JITHIICII-
TUYECKOM aKTUBHOCTH OCTpas—MeEJJIeHHas BOJHA Ya-
croto 3,54 I'm B mpaBbIX LEHTPaIbHO-BUCOUYHBIX
OTBEJCHUAX C BTOPUYHON CUHXPOHHU3ALUEH IO IOJIy-
mapusM. [Ipu KT ronoBHoro Mo3ra oTME4€HO paciu-
penue cybapaxHOUJANBHBIX IPOCTPAHCTB B BUCOYHBIX
1 J0OHBIX oTmenax. B cBsa3m ¢ He 3(pPEeKTHBHOCTHIO
BaJILIIPOATOB IT€pEBEIeHa Ha MOHOTEPAIIHIO TOMpaMa-
TOM B J103€ 3 MTI/KT/CYT.

[lepuHaTanbHBIl aHaMHE3 Yy JEBOYKH OCOOCHHO-
CTell He WMeJ, a HACIeJACTBEHHOCTh IO SIHJIETICUU
OTATOIICHA ¢ 00EHX CTOPOH. Y CECTpHI Jela CO CTO-
POHBI MaTepH C IOHOIIECKOTO BO3pacTa HabOIIOMaIuch
abcaHchl. Y gena co ctopoHsl otua ¢ 30 et mocine co-
TPSICEHUS TOJIOBHOTO MO3Ta Ha POHE 3710yIOTPeOTCHUS
AJIKOTOJIEM HECKOJIBKO Pa3 B IoJi BO3HUKAIU CYyJOpPOXK-
HbIC TPUTIATKH.

XoTq aHanu3 1epeOpOCITMHANBHON KUAKOCTH OBbLI
HOPMAJIBHBIM, a B KpPOBH OOHapy)XeHO yBEITHYEHHE
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TOJIBKO UMMYHOITOOYTNHOB G K IIUTOMETalIOBUPYCHOM
napexnun (LIMBU), nMMyHOI0TOM AMarHOCTHPOBaHA
HIMBU ¢ nopaxkenuem IIHC u neuenu. [locne nepeBo-
Jla TalMeHTKH B HEBPOJIOTUYECKOE OTAENICHHE IIPOBe-
JIeH Kypc UMMYHOBeHHHA Ne5, a 3aTeM cuHaKkTeHa—Ierno
Nel0. JleBouka BBINIMCaHA U3 OTACICHUS C THATHO30M:
BUPYCHBIH JHIE(PAIUT LUTOMETaJOBUPYCHOM 3THOJO-
THH C MMHJIETITHYECKAM CHHIPOMOM.

Hecmotps Ha mocTeneHHOe yBEIUUEHUE O3B TOTIH-
pamara g0 4,8 Mr/kr/cyt, B Bo3pacte 1,5 roma mponso-
LIEJ CPBIB PEMUCCHH, MPOJOKaBIIeiicss 8 Mmec. BHOBB
TOCITUTAIN3UPOBAHA IKCTPEHHO B HEBPOJIOTHYECKOE OT-
JICJICHUE B CBSI3H C CepUeil (JOKATLHBIX MOTOPHBIX TIPHU-
MaJKOB C HApPYIIEHHEM OCO3HAHHOCTHU: ITOBOPOT TOJIO-
BBl U TJIa3 BIIPaBO, MUOKJIOHUU B JIUIIE U TIPaBOil pyKe,
JUIMTEJILHOCTh OKOO | MuH. MHOrma ormevancs nepe-
XOJl TIPUTIaJIKa B OWIaTepabHbBIN TOHUKO-KIIOHUYECKUH.
OTMedeHa 3aepKKa IMICUXOMOTOPHOTO (HaJaa XOIHUTh
B 1 14 Mec) u ncuxopedeBoro (TOBOPHUT OTACIbHBIE CII0-
Ba) Pa3BUTHSI.

Ha D0I Ha (oHEe MeMICHHO-BOJTHOBOM aKTUBHOCTH
BbIcOKOW amrutuTyabl (10 300 MxB) peructpupyrorcs
BCITBIIIKA KOMITJIEKCOB «OCTpasi-MEUICHHAs BOJIHA» aM-
mwmuTynoit 1o 150 MxB neHTpansHO-TeMEHHBIX OTIeIax
¢ o0enx CTOpoH. /[narHocTHpoBaHa CUMIITOMAaTHYECKAs
(hokanpHAs (BUCOYHAS) DIWJICTICHS BCICACTBUE TSKE-
JIOTO ITUTOMETAJIOBUPYCHOTO SHIe(danuTa. YBeTU4eHa
J103a TomMpamara J0 6 Mr/Kr/cyt, 7100aBJicH JIeBeTUpPa-
1eram B J103¢ 32 MI/KI/CYT, YTO TIPHUBEIO K PEMHCCHHU
B TEUEHHE rojia.

B nanpHeiiniemM, oT 0fHOTO 110 ABYX pa3 B TOIl, Bceraa
Ha (OHE pecnUpaTopHOl MH(PEKIUU ¢ TUIIEPTEPMHUEH,
y JICBOYKH BO3HUKAINA CEPUH OMIaTepasibHBIX TOHHUKO-
KJIOHMYECKUX MTPUIIAKOB OT 3 110 8 3a CyTKH KaK BO CHE,
Tak U B OoapcTBOBaHWU. [IpUCTYIBI COMPOBOKIAINCH
MUOKJIOHYCOM BEK, JIUIIa ¥ TIPABOU (Yalle) WId JIEBOM
(pexe) pyku. Tak Kak yBelIW4YeHHE O3Bl TOMPAMara J10
8 mr/kr/cyT n nesetupanerama 10 60 MIr/Kr/cyT He Ipu-
BEJIO K CTOMKOM peMUCCHHU, IPU OYEPETHON TOCITUTAIIN-
3alKu B Bo3pacTe 4 JIeT TonupaMar 3aMEeHEH Ha OKCKap-
OazeruH B mo3e 30 MI/Kr/cyT. B cBsI3n ¢ coxpaHeHHEM
€KCHENICbHBIX IPUIAIKOB TPETHUM MPENnapaToM Jo-
OamiteH kioHasernam B mo3e 0,15 mr/kr/cyT. Ilpu peru-
JIUBE TIPUCTYIIOB uepe3 2 Mec JICBEeTUpaleTaM 3aMEHEH
Ha BaJbIIPOEBYIO KUCIOTY B 103¢ 50 MT/KT/CyT.

[To gocTHKEHUHU HIKOJIBLHOTO BO3PACTa, B CBSI3U C 3a-
JEPKKOH TICHXOPEYEBOTO DPA3BUTHS W JUTHTEIHHBIMHU
ACTCHUYECKUMU COCTOSTHUSIMU MOCIIE CEpUi MPUTIATKOB,
JIeBOYKA cTaia 00ydarhCcsi B KOPPEKIIMOHHOW IIKOJIE 110
8-My Buay. HeonHOKpaTHO KOHCYIBTUPOBaHA SIUJICTI-
ToNloraMi B MOCKBE C JMarHO30M: CHMIITOMAaTH4ecKas
WIH KpUNITOTeHHass (okaipHas (MPEIIOI0KUTEITHHO
BHCOYHASI) AMWICTCHs. Tepanus MPUHIUIHAIBHO HE
MeHsutach. i TedeHus 3a0oneBaHus ObLIa XapakTep-
Ha TIEPHOANYHOCTh BO3HUKHOBEHHS CEPUH IPUITATKOB
3-5 pa3 B rog Ha (poHE COMATHUYECKOTO HEOIAromoIy-
YUs ¥ TMOBBINICHHON TEMITepaTyphl Tela, HO BHE YETKOM
3aBHCHMOCTH OT IIpPHEeMa aHTHKOHBYJIBCAHTOB. Tak, BO
BpeMs 5-CyTOYHOTO BHJe0-OD] MOHMTOpPHWHTA, MPOBE-
JICHHOTO B BO3pacTe § JIeT B KIMHHUKE JETCKOW HEBPO-
sioruu u snwtenicur uM. Cearutenis Jlyku Ha GoHe Bpe-
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MEHHON OTMEHBI AaHTHKOHBYJIHCAHTOB 3a UCKIIIOUEHUEM
KJIOHA3emaMa, BBISBICHO TOJIBKO 3ameiieHrne (HoHOBOI
AKTHBHOCTH TIPH OTCYTCTBHH SMWICHTH()OPMHBIX pas-
psiooB W npunagkoB. IIoBTOpHBIE KypChl KOPTHKOCTE-
POUIHOM Tepamnuu JeKCaMeTa30HOM CIIOCOOCTBOBAJIH
MPEKpalICHUIO KJIacTepa MPUIAIKOB, HO HE OKa3bIBAJIU
3HAYMMOTO BIIMSHMS Ha JUIUTEIBHOCTh IOCTUTHYTOM pe-
MHCCHH.

JlanHble HEeHpOBH3yaM3alu ObUTH MPOTHBOPEUH-
Bbl. Eciiu BeicokoTouHast MPT ronoBHoro mosra, npo-
BEJICHHAsl B BO3pacTe 8 JIeT, BhISIBMIIA MIPU3HAKU IOTe-
pY HEHUPOHAJIIBHOM TKaHW B MPOEKIIUM TOJOBKU U Tela
MPaBOro runIokammna, To Ha Beicokorounoii MPT B Bo3-
pacte 12 neT ommcaHbl MPU3HAKN HaYaIbHBIX aTpodu-
YECKUX M3MEHEHHWH jeBoro runmnokammna. OgHako Mmpu
SKCHEPTHOU oOlleHKe pe3ynbraroB MPT mocTtoBepHBIX
CBUJETEILCTB HAJIMYUSA KIMHUYECKH 3HAYMMBIX MTOTEH-
[MUABHO AIWIENTOTEHHBIX IepeOpallbHBIX CTPYKTYp-
HBIX 04aroB HE BBIABJIECHO.

IIpu ouepeaHON PKCTPEHHOM TOCIUTAIN3alNN B BO3-
pacre 12 neT 1o nmoBojy cepuu OUIaTepatbHBIX TOHUKO-
KIIOHWYECKUX MPUCTYIIOB C aKIIEHTOM CYJ0pPOT B IIPaBOit
pyke ¢ yactoTod 10 10 B CyTKH, TakKe OTMEUEHO Ha-
JYYe TTPUTIAIKOB ¢ HapyIIeHHeM OCO3HAHHOCTH U OpO-
JTMMEHTapHBIMM aBTOMAaTH3MaMH JUIMTEIbHOCTBIO OT
1 mo 10 mun. B cBs3u ¢ ¢apMakope3UCTEHTHOCTHIO
¥ IOMUMOP(HU3MOM MPUTIAJIKOB JIJISI HCKIIFOYSHUS MOHO-
TeHHOM SMTUIICTICUU BIIEPBBIE PEKOMEHIOBAHO I'eHETHYE-
cKoe o0cieoBaHue.

Bo Bpemst aByxcyTOouHOTO BHAECO-D3I" MOHUTOPHUH-
ra, mpoBeJieHHOro B MockBe 0€3 OTMEHBI aHTUKOHBYIIb-
CaHTOB, 3apErHCTPUpPOBaHA pErvuoHajbHAs >IHJIeH-
tiopMHAsT akKTUBHOCTH (DA) B JTOOHO-IIEHTPATHHBIX
00acTsxX ¢ IByX CTOpoH, He3aBucumo (puc. 1). [Tocne
ATOTO PEKOMEHIOBaHbI YBEIMYCHHE JI03bI OKCKapOaze-
nuHa 10 40 MI/KT/CyT U IOCTETIeHHAs: OTMEHA KJIOHa3e-
nama. OgHaKo cHMKeHHE 1036l mocaexaero ¢ 0,05 mo
0,03 Mr/Kr/cyT mpuBeNO K 3HAYUTEIHHOMY YUalleHHIO
000MX BHUIOB IIPUIIAIKOB, UTO IOTPEOOBAIO BO3BpaIIe-
HUs K IIPEXKHEN J03€.

B cBsi3u ¢ peniuIMBUpOBaHUEM CEPUI MPUTIAKOB C Ya-
cToTol 710 2-3 pa3 B Mecsll, B Bo3pacte 13 et (¢ 05 mo
15.02.2018) maxommirack Ha 00CIETOBAHUN W JICUCHUH
B Helponeauarpuueckoil knuHuke . Mronxena. IIpu
OOl BeIBICHA DA B IIEHTPAIBHBIX OTBEACHIIX CJICBa
1 B BHCOYHBIX CIpaBa WU OuiaTepalibHO-CHHXPOHHO.
ITpu MPT rosioBHOro Mo3ra BbICKa3aHO MPENOI0KEHNE
00 arpo¢uu rUNIoKaMIia, He HOATBEPKACHHOE IKCIIEep-
ToM. ITpoBeneH Kypc kopTu3oHa BHYTpUBEHHO Ne 5. Bbl-
MMCaHa C TUarHO30M: SMMJIEIICHS], 33JIep’KKa MOTOPHOTO
pa3BuTHs. PeKoMEeH10BaHO MPOAOIKUTH IPHEM OKCKap-
0aszenuHa W BaJbIPOEBOW KHCIOTHI B MPEXKHUX J103aX,
HO TIPOM3BECTH OJHOMOMEHTHYIO 3aMeHy KJIOHa3emama
Ha SKBUBAJICHTHYIO 103y KJo0a3ama, NpUOOPETEeHHOTO
B ['epmanumn.

ITocne Bo3Bpaiuenus B I. Ilepmpb 16.02.2018 kiiona-
3ermaM OTMEHEH W BBeeH kiobasaMm. Ha criemyromuit
JICHh BeYepoM y peOeHKa pa3BWIIach cepus Owiare-
PabHBIX TOHHKO-KIIOHHYECKHUX IMPHITAKOB, BOZHHUKAB-
mux ¢ uHTepBajgoM B 20, a 3atem 10 MuH, nepeuieaias
B OMWIENTUYECKHI CTaTyc, MPOIOJDKABIIMKCS Ooiee
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Puc. 1. Cepust oCTpBIX BOJH B JJOOHO-LIEHTpaJIbHOK 00actu ciesa Ha D01 manuentku M.T., 12 ner
Fig. 1. A series of sharp waves in the frontal-central region on the left on the EEG of the patient MT, 12 years old

5 4. [lombITKa poxuTeNel KyNmupoBaTh MPUCTYIIBI BBE-
JIEHUEM Jrasernama okaszanach HeaddektuBHoU. bpura-
Jla «CKOpOW TIOMOIIWY» BBOAWJIA aua3enam, (peHTaHWI,
aTpOTIMH, MHOPETAKCAHTHI, TIEpEeBeNia IMAlNeHTKy Ha
UBJI u nocraBuna e€ B peaHUMAIIMOHHOE OTAENICHUE,
I7e Ta Haxomuiachk B TeueHue 3 cyT. Kimobazam 3ameHeH
Ha KJIOHa3eIaMm.

B HeBpomornueckoM OTAETICHWH TPOW3BEJAeHa 3a-
MEHa BaJILIIPOEBOM KHCJIOTHl HA JIEBETHUpAIlETaM, YTO
MIPUBEJIO K PEMUCCHUH T10 MPHUIAJIKaM B T€UEHHE 2 Mec.
B nmanpHeliieM MpHCTYIMBI CTadl BO3HUKATh HE Yallle
1 pasa B MecsIII, MpoaobKaThes He 6onee | MUHYTHI, T10-
BTOPSITHCS HE 4aIe 2 pa3 3a CyTKH.

Jiis mpoBeACHNsT T€HETUYECKOTO O00CIIeOBaHUS Y
JIEBOYKH B3siTa BEHO3HAs KPOBb I CEKBEHUPOBAHUS
JHK no nanenu «Hacnencreennsle snunencum» (pup-
Ma «l'enomen»). BelsiBIeHa reTepo3uroTHas MyTallus
B 3-m unTpoHe reHa PCDHI19 (chrX:99605703C>T),
MPUBOJANIAS K HAPYIICHUIO KAaHOHHYECKOTO caiTa
crutaiicunra (¢.2617-1G>A, NM_001184880.1). My-
Tanys OINKCaHa B TETEPO3UTOTHOW (opMmMe KaK BO3-
HUKIIasgs de novo y mamueHTa ¢ SMHISHCHEH, acColu-
upoBaHHOU ¢ reHoM PCDH19. HykneoruaHas 3aMeHa
chrX:99605703C>T B 3-m untpone rena PCDHI9
B TETEPO3UTOTHOM COCTOSHHH TIOATBEPKJEHA CEKBe-
HupoBaHueM 1o CarHrepy.

B cBa3u ¢ dapMakope3uCTEeHTHOCTHIO AIHIICIICHH
B utone 2018 r., B Bo3pacte 14 net, mpoxoauna mpen-
xupyprudeckoe oocienoanue B PI'BY «DenepanbHbIi
ueHtp "Heripoxupyprum» M3 P (1. Tromens). [lox xon-
TpOJIEM HEHPOHAaBUIallMK IPOU3BEACHA HMMILIAHTALMS
CyOoypaJibHBIX 2J1EKTPOOB. B TeueHue 2 cyT perucrpu-
poBanach OMO3JIEKTPUIECKasi aKTUBHOCTh 110 OTBEACHHU-
SIM OT JIBYX 8-KaHAJIBHBIX CYOIYpalIbHBIX AJIEKTPOIOB-
MTOJIOCOK, YCTAHOBJICHHBIX CJI€BA M CIIpaBa Ha BUCOYHBIE
nonu. B pesynbrare BBISBICHO HATWYHE MHTEPUKTAIIb-
HOI DA BBICOKOTO MHJECKCA, BO3HHUKABIIEH HE3aBUCUMO
cieBa u crnpasa. OTMeyaIuCh MPOIAOLKUTENbHBIE Ie-
puoas! nonuMopdHOt DA crpaBa U, MEPHOANIECKH, —
OunarepalibHO-CHHXPOHHBIE pa3psiibel. Uepe3 2 cyT oT
BPEMEHHOI MOJTHONH OTMEHBI aHTHKOHBYJIBCAHTOB, B Te-
yeHne 2 9 pa3BWIINCH 4 (POKaTHHBIX MOTOPHBIX IPUTIAIKA
¢ TepexofioM B OuiarepaabHBIA TOHHKO-KIOHHYECKUI
IIUTeNnbHOCThI0 1-2 MuH. IlepBuunasi reHepauus DA
BO BCEX CITydasix ObLIa JIOKAJIM30BaHa B OTBEJCHUSIX JIe-
BOTO CyOAypaJIbHOTO AIIEKTpoAa-moiaocku (puc. 2). Ilpu
MPT-ucciaenoBanny, BBIIIOJHEHHOM II0 CIIEIHAIBLHOM
SMUJIENTONOIMYECKON MTPOrpaMMe, TaHHbIX 33 04aroBOe
MopakeHHe BEIECTBA I'OJIOBHOTO MoO3ra (B TOM 4YHCIE
oOmacrelt THTITIOKAaMITa) HE TTOIYYEHO.

B oktsi6pe 2018 1. [TanmenTka BHOBH 00CiIeOBaHa
B @enepanbHOM LieHTpe Helpoxupypruu M3 PO. I1po-

27



POCCUNCKI HEBPONIOTYECKM KYPHAN, Ne 3, 2019
DOI 10.30629/2658-7947-2019-24-3-24-30

KNUMHWYECKME NCCNEAOBAHWA W HABIOAEHWA

|
|

iy

L1 WWM '
LZWWW e 4
L3W"‘W\~W \
L4WWW 5 ]
R4WW~W“"“W
RSWWW
RGWW o

LS

oy, A
R7 Www

10:56:13 Grid 2 viska (B+8); 30 Moaic; S00wBfom, 7001 1000w b0y . .

Puc. 2. Pa3psin ocTphIX BOJH B OTBEIEHUSIX OT JISBOTO BUCOYHOTO DJIEKTPOIA C JaibHeIIeil OuarepanbHOi CHHXPOHH3AIMEH Ha
koptukorpamme narueHTk M.T., 14 ner. Havano ¢okaabHOro MOTOPHOTO MPHUIIAJIKa C IIEPEX0I0M B OMiiaTepalibHbIil TOHUKO-KIIOHH-

YeCKHUH

Fig. 2. The discharge of sharp waves in the leads from the left temporal electrode with further bilateral synchronization on the
corticogram of the patient MT, 14 years. The beginning of a focal motor seizure with the transition to a bilateral tonic-clonic

BE/JicHA AMHCCHOHHAs TOMOTpadus TOJOBHOTO MO3Ta
¢ 18P-®/II, coBMelieHHasI ¢ KOMIBIOTEPHOU TOMOTpa-
¢ueil. Beiapneno nuddysHoe cHIKEHHE MeTadoInu3Ma
[JTFOKO3BI B TIPOEKIIUU BUCOYHBIX JOJIEH C 00enX CTOPOH
MPENMYIIECTBEHHO B MEAMAJbHBIX OT/AeTax, Ooblie
crpaBa. YUMThIBas AUArHO3 T'€HETUYECKOM AIUIIEICUU
(«ornedanonarus PCDH19») n pe3ynbTarbl IpOBeIeH-
HBIX MCCIIEIOBaHMM, CAENAHO 3aKIIOYeHHe, YTO Ha MO-
MEHT OCMOTpa MOKa3aHUI K PEe3eKUHOHHOW XUPYpPruu
SIMIICTICUH HET.

B xnmHMYeckol kapTHHE 3a00JIeBaHUS OTMEYAIOCh
yily4nieHue: 3a nocieanee noxyrogaue 2018 r. BO3HUKIH
TOJIBKO 2 «IIBEB10A0CAHCA» B OOUH JE€Hb IJIUTEIBHO-
CTbIO 10 | MuH, cTasa Jiy4lie 3aHUMaTbCsl B 7-M Kilacce
KOPPEKLMOHHO IKOJBL. B cBsi3u ¢ oTCyTCTBHEM CBEze-
HUH 00 3P peKTUBHOCTH OKCKapOa3enuHa y peOeHKa u
BO3MOKHOM arrpaBUPYIOILEM €ro 1eHCTBUH 10 JAHHBIM
nuteparypsl [10] npuHSTO peleHne o NOCTENEeHHOU OT-
MeHe okckapOasenuna nog koutpoaem 231 IIpoxomxa-
eTCsl MpueM JieBeTuparerama (48 Mr/kr/c) u KjioHaserna-
Mma (0,05 mr/kr/c).

28

Oo6cy:xnenue

«Kmaccnueckumm» mpmsHakamu PMD3 9-ro Tuma
CUHUTAIOT: 1e010T 3a00JIeBaHuUs B MJIaICHYECKOM BO3pac-
Te ¢ (eOPMITLHO-TIPOBOIMPYEMBIX CYIOPOT, KJIACTEPHOE
(cepuiiHoe) TeUEHUE MMICHTUYECKUX NPUIIAIKOB C pe-
3UCTEHTHOCTHIO K aHTHKOHBYJIbCAHTaM, HO BO3MOKHOM
peMuccueii B HOAPOCTKOBOM MEPUOJE, a TAKKE HATUIHE
KOTHUTHBHBIX W/WIM TIOBEIEHUYECKUX PACCTPOMCTB [2,
11-13].

B namem nHabmioneHMH OoTMEHaeTcs 4eTKas 3aBH-
CUMOCTH 1e0I0Ta W PeuuuBa CEpUIHBIX MPHUIAIKOB
OT JINXOPAJAOYHBIX COCTOSHMM, MEPUOABI OTCYTCTBHS
IPUCTYTIOB JAa)Ke NPH BPEMEHHOW OTMEHE 4YacTH aH-
TUKOHBYJIbCAaHTOB Ha HECKOJBKO CYTOK, ypexKeHUe
NapOKCU3MOB IPH AOCTHXCHUU IyOepTaTHOro BO3-
pacrta. BaxHol 0COOEHHOCTBIO SBISETCS OTCYTCTBHUE
CTOHKOTO ouara 3MUJIENTHYECKONW akTHBHOCTH. Ecmm
npu Jae6roTe 3abojeBaHUsl B BO3pacTe 8§ Mec 3aperu-
CTpUpPOBaHHBIM Ha D3OI mapoKcu3M HHUIUUPOBAII-
cs U3 MpaBOil BUCOYHOM J0NH, TO B Bo3pacte 14 et
TepBUYHAS TEHEPAIHs BCEX NMPHUIAIKOB, 3aMHCAHHBIX
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IPH AJIEKTPOKOPTUKOrpaduu, UCXOAMIA U3 JICBOH BU-
counoit monm. Taxke HaOmrOmanach 3HAYUTEINbHASL
BapuaOCJIbHOCTh MHTEPHUKTAIbHOW DA B pa3IMyYHbIC
MEPUOABI )KU3HU: OT MHOTOOYAaroBol DA 10 MOJHOTO
e€ OTCYTCTBHA JlaXke NpPHU YMEHBIIEHHHM KOJIMYeCcTBa
Y J103bI aHTUATIUJIENTHIECKUX TIPETIapaToB.

[To nanHbBIM IUTEpaTYpHl, HAOIIOAAECTCS 3HAUNTEIb-
Hasg BapualeTbHOCTh NEPMAHEHTHBIX TICHXOHEBPOJIO-
THYEeCKUX HapylIeHWH y pasHblx OonbHBIX ¢ PUDD
9-ro Tumna. Ilpu Havane npuNajgkoB JO T0JIOBAJIOTO
BO3pacTa oTMeuaeTcsi OoJee TsKenash yMCTBEHHAs OT-
CTaJIOCTh TI0 CPaBHEHHUIO ¢ Oojiee TO3MHUM Je00TOM
[14]. Onucansl ciyyau ¢ HATMYHEM TOJIBKO (HheOpuib-
HBIX CyJOpOT B MIIaJIeHYecTBe 0e3 JAPYTruX 3HAYMMBIX
pacctpoiictB [15]. U3 38 uenoBek ¢ MaTroreHHbIMU
BapuanTamMu B PCDHI9 u >nmnencueid, odcienoBaH-
HbIX L. Smith u coaBr. [16], moutu derBepTh (8 yeno-
BEK) MMEJIM CPEIHWH WHTEIUICKT. [lpm meTa-aHammse
271 nanuenta ¢ myrtarusmu PCDH19 K.L. Kolc u co-
apT. [14] BBISIBUIN 3HAYMMBIE KOMOpPOWIIHBIC TICUXH-
YECKHE PaccTpPOiiCTBA HE y Bcex, a mpuMepHo y 60%
keHIMH. OTHicaHHAas HaMM MalMeHTKa B CBS3M C 3a-
JIEPIKKOM TICUXOPEUYEBOTO PA3BUTHS M aCTCHUYECKUMU
COCTOSIHUSIMH 00ydajiach B KOPPEKIIMOHHOM HIKOJIE IO
8-My BUTY.

XOTSl CTPYKTypHBIE MOPaKEHHUA MO3ra OOBIYHO HE
xapakrepabl it PU3D 9-ro tuma [11], M. Kurian
u coaBT. [17] omucanu ¢okaabHbie Malibpopma-
LHUHU KOPBL y 5 JeTed ¢ paHHed NeTcCKoil smnuiiencuein
u wmyrtauusmu PCDHI9, umeBmux pedpakrepHbie
(hokanmpHBIE CYTOPOXHBIE TPUIANKK. Y HAIIeH maru-
EHTKH, HECMOTpsI Ha (hapMaKOpe3MCTEHTHOE TeUeHUE
00Je3HM, 3HAYMMBIX ATUICTITOTCHHBIX IIepeOpanbHBIX
CTPYKTYPHBIX O4aroB He BbIsBICHO. He3HauuTenbHbIC
n3menenust Ha KT u MPT romoBHOro mo3sra 3adacTyro
TPAaKTOBAJIUCh KaK BEpOSATHAs NpPHUYMHA SIHUJIETNICUH,
YTO CTaBUJIO BOIPOC O BO3MOXKHOM XHUPYPTHUECKOM
JICYEHUH.

B teparmm PUD3 9-ro tnma mHanboiee 3pPeKTHBHEI-
MH aHTHKOHBYJIbCAHTAMHU CUUTAIOTCS OCH30/Ma3eH
Kio6a3zaM u Opomumsl [13], He 3apermcTpUpPOBAHHBIC
B P®, a kap0Oa3enuHbl MOTYT BBI3bIBATh arrpaBalllio
npunagkoB [10]. B wamem HaOIIOMEHUH HEKOTOPOTO
VAYYIICHUS yIaBaJIOCh JOCTUYb TPU MPUMEHEHUU OCH-
3o1MasenvHa KioHazenama. OJHOMOMEHTHas 3aMeHa
ero Ha ki00azaM TpuBeNla K Pa3BHTHIO CYIOPOKHOTO
SMUJIETTHYECKOTO cTaryca. OkckapOa3enuH 3HAYMMO-
IO BJIMSHUSL HA YacTOTYy IPHUIIAJKOB HE OKa3bIBaJ, HO,
OJTHAaKO, Ha3Hadajcs B TeueHue 10 et B cocrae mo-
JTUTEparnuy Kak nMpouiIbHBINA 111 (POKAIBHOM 3IUIIeTI-
cun. KopTukocTteponmHas Tepanus MOXET OKa3bIBaTh
OBICTPBIN, HO KPaTKOBPEMEHHBIH 3(PQEKT NpH AaHHOM
3a0oneBannu [18]. B Hamem ciydae Kypchl JeKcameTa-
30HA XOTS W CIIOCOOCTBOBANIM MPEKPAIICHUIO KilacTepa
MIPHUITAIKOB, HO HE BIMSIIM HA JIUTEIFHOCTD PEMHUCCHH.

Takum 00Opa3oM, MpeCTaBICHHOE HAONIOJCHHUE SB-
JSeTCsl HATIATHBIM TIPUMEPOM TOTO, Kak Ba)KHO CBO-
€BPEMEHHOE TPOBEJICHNE TeHETUYECKOro OO0CIIea0Ba-
HUS JIJIS BBISICHEHUS UCTHMHHOM NMPUYMHBI SIUJICIICHU.
B nanHOM citydae paHHSS TUArHOCTHKA ONPEIeTIEHHON
(hopMbI MOHOT€HHOM SMHIICTICHH JIaa Obl BO3MOXXHOCTh

CLINICAL RESEARCHES AND CASE REPORTS

OoJiee aJieKBaTHO TMONI00PaTh aHTHUKOHBYJIBCAHTHI C HC-
KIIIOYCHHWEM TPYIIBl KapOa3enuHOB, a TaKKe JaXe He
paccMarpuBaTh BOIPOC O XUPYPIHUECKOM BMEIIATEIIb-
CTBE Ha FOJIOBHOM MO3Te€.

Kondaukr unTepecoB. ABTOpHI 3asBISAIOT 00 OT-
CYTCTBUH KOH(IMKTa HHTEPECOB.

®unancupoBanue. MccnenoBanie He UMENO CIIOH-
COPCKOH MOANEPKKU.
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