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dnunentuyeckune sHuedanonaTum MnafeHyecTBa — TpyAHOKypabenbHble pa3pywnTenbHble CaydYau 3NUMAencuun y mMna-
[eHUeB W aeTel paHHero BO3pacTa, K KOTOPbIM OTHOCATCS MpMBEAEHHble B OAHHOW CTaTbe ABa KJAMHUYECKMX Ha-
6ntoneHna cuHapoma Konnona - [llonaka (310KavyeCTBEHHbIE MUTPUPYHOLLME NapUManbHble NPUCTYMbl MAALEHYECTBa).
dnunenTuyeckne 3HuedanonaTtMM — reHeTUMYEeCKU reTeporeHHas rpynna paccTpoOMCTB, KOTOpble XapakTepusykTcs
HanMYneM CyLOPOXHOTro CMHAPOMA U COMPOBOXAAKTCA BblpaXeHHbIMU KOFHUTUBHBIMU M MOBELEHYECKUMU HapyLle-
HUSMU. B pe3ynbTaTte MHTEHCMBHOTO Pa3BUTUS METOL0B MOJIEKYNSIPHO-TEHETUYECKOro NCCNeA0BaHUS CTaln MEHATbCS
npeacTaBAEHUS O MPUYMHAX 3NUNENcUin y AeTel, AaHHOe 06CTOATeNnbCTBO MPMBENO K TOMY, YTOo MexayHapoaHas
IUra NpoTUB 3MUNENCUM 3aMeHUNA TEPMUH «MAMOMATUYECKasa INUNENCUI» Ha «reHeTudeckas anunencua». K HacTos-
WweMy BpeMeHu 3apernctpupoBaHo okono 60 peHOTMNMYECKMX BApPMAHTOB PaHHMX 3NUAenTUYecKMX aHuedanonatun
y LeTeil, B TOM 4YMC/e CBSA3AHHbIX C MyTaUMSIMU TE€HOB, PEryaMpyLWnNX GYHKLUU BONbTAXK-3aBUCUMbIX KabLMEBLIX
M HaTpueBblX KaHanoB. B Hawel paboTe paccMaTpMBalOTCa KAMHMYECKME HABNIOAEHNS TeHETUYECKMX INUNENTUYECKUX
s3Huedanonatuii, obycnoBneHHbix MyTaumuamu B reHax CACNAIA u SCN8A cooTBeTCTBEHHO, ABASIOLWMXCS KaHanonatm-
AMWU. 3N10KaYeCTBEHHbIE MUTPpUpYIOLWME NapuManbHble NPUCTYNbl MAageH4yecTBa (MNageHyeckas 3nuaencus C MUrpu-
pywwmMnu GokanbHbIMM NpucTtynamu, cuHapom Konnona - [ionaka) nposBnseTcs B paHHEM BO3pacTe, C MepBbiX AHEN
[0 6 MeC. XXM3HU, XapaKTepu3yeTcs TUMUYHBIMU MYNbTUOKANbHBIMU NPUCTYNAMKU C TEHAEHLMEN K CMEeHe nonywapui
M BOBJIEYEHMEM MPOTMBOMONOXKHbIX KOHEYHOCTEeW. Ha OCHOBaHMM aHanu3a KAMHUYECKUX HabnoaeHuin B8 1995 r. onu-
CaH HOBbIA BO3PaCT3aBUCUMbIN 3NUNENTUYECKUMA CUMHAPOM, AN KOTOPOro BBeAeHa AedUHMUMA — «MUTpUpylowme
napumanbHble NpUCTYNbl MageHYecTBa». B HacTodwee BpeMs peKkoMeHAyeTCs ynoTpebnsaTb TEPMUH «MNafeHYecKas
3NMNENncus ¢ MUTPUPYIOLWNMU DOKANbHBIMU MPUCTYNaMu». Mbl NPUBOAMM COBCTBEHHbIE KJIMHWUKO-HEWPODM3MONOTHU-
yeckue HabnaeHUs LAHHOTO peaKkoro CMHApPOMa.

KnioueBble cnoBa: anunencus; asnMnentmyeckas 3Huecbanonam51; CMHOPOM Konnona - [ltonaka; 3/10KayecTBeHHblEe MUrpun-
pyrouwmne napumanbHble NPpUCTYNbl MNageH4YeCcTBa.
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Epileptic encephalopathies of infancy are difficult-to-treat destructive cases of epilepsy in infants and young children,
which include the two clinical observations of Coppola - Dulac syndrome (malignant migrating partial attacks of infancy)
given in this article. Epileptic encephalopathies are a genetically heterogeneous group of disorders that are characterized
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by the presence of a convulsive syndrome and are accompanied by cognitive and behavioral disorders. As a result of
intensive development of methods of molecular genetic research, ideas about the causes of epilepsy in children began
to change, this fact led to the fact that the international League against epilepsy replaced the term “idiopathic epilepsy”
with “genetic epilepsy”. To date, about 60 phenotypic variants of early epileptic encephalopathies have been registered
in children, including those associated with mutations of genes that regulate the functions of voltage-dependent calcium
and sodium channels. In our work, we consider clinical observations of genetic epileptic encephalopathies caused by
mutations in the CACNAIA and SCN8A genes, respectively, which are channelopathy. Malignant migrating partial attacks
of infancy (infant epilepsy with migrating focal attacks, Coppola - Dulac syndrome) are manifested at an early age, from
the first days to 6 months of life, and are characterized by typical multifocal attacks with a tendency to change hemi-
spheres and involve opposite limbs. G. Coppola based on the analysis of their own observations, described in 1995 a new
age - dependent epileptic syndrome, introducing a definition for it — “migrating partial attacks of infancy”. Currently,
it is recommended to use the term “infant epilepsy with migrating focal seizures”. We present our own clinical and

neurophysiological observations of this rare syndrome.

Keywords: epilepsy; epileptic encephalopathy; Coppola - Dulac syndrome; malignant migrating partial seizures in infancy.

BBEOEHUE
OnuinenTUIecKue  SHIedanonaTud  MJaJcHue-
CTBAa — TPYAHOKypaOeabHbIe, B OCHOBHOM, pa3py-

LIMTENIbHBIE CIy4au SMWICIICHU Y MJIaJICHIIeB U JeTel
pPaHHEro BO3pacTa, K KOTOPHIM OTHOCATCSI ONMCAHHBIC
B JAaHHON cTaThe KIWHUYECKHE CIIy4ad CHHIpOMA
Kommona— lromaka (3;10ka4eCTBEHHBIC MUTPHPYIOIIIHE
napuyajIbHbIe TPUCTYTIBI MilafieHuecTBa) [5]. B Hacto-
giee BpeMsl B pe3ylbTaTe MHTEHCHBHOTO Pa3BUTHS
METOZIOB  MOJICKYJISIPHO-TEHETUYECKOTO  UCCIIEI0Ba-
HUSl CTAJIM DKCIIOHEHIIMAJIHHO yBEINYHBATHCS 3HAHHS
0 TIPUYHMHAX SMIIETICHHA y neteil. JlanHoe oOcTosTens-
CTBO MPHUBEJIO K TOMY, 4T0 MexayHapoHas Jura mpo-
tuB smunencun (ILAE, International League Against
Epilepsy) 3ameHnna TepMHH «HIUOMATHYECKas DITH-
JIETICHST» Ha «TeHeTmdeckas smmiencus» [3]. Kpome
TOTO, TIOSBISIETCSI BCE OONbIIE JOKA3aTeNbCTB TeHEe-
TUYECKOW MPHUPONBI SIWICHICHU BCJIEJCTBUE CTPYK-
TypHBIX aHOMAIIMH, TaKUX KakK (hOKaJIbHAs KOPKOBas
JUCIUIa3us, TUIIOKAMIIAJIbHBIA CKiIepo3 [8]. Dnuien-
THdeckas dHmedanonatus (32) — TEHETHYECKH Te-
TEPOTEHHAsl TPYIIa TSDKENBIX PACCTPONUCTB, KOTOpHIC
XapaKTepU3yIOTCsl HAJIMYUEM CYI0POKHOIO CHHJIIpOMa
U COIPOBOXKIAKOTCS BBIPAKCHHBIMH KOTHHUTHBHBIMH
¥ TIOBENEHYECKUMH HapymeHusmu. K HacTosmemy
BPEMEHHU BBISBICHO OKOJIO 60 (PeHOTUITHYIECKHUX BapH-
AQHTOB paHHUX DD y neTeil, B TOM YUCIIE U CBSI3aHHBIX
C MyTallUsSIMU T€HOB, PETYIUPYIONIUX (DYHKIIUH BOJb-
Ta)K-3aBUCHMBIX KaJIBIIUEBBIX W HATPUEBBIX KaHAJIOB,
OTMCAaHHBIX HAMH B NIaHHOW pabore. B kiImHWYECKOM
MPaKkTUKe C ITeNbI0 MOUCKa MOJEKYJsIpHOTO Aedekra
BCE Yallle MCIIOJIb3YIOTCS MOTHOIK30MHOE U TapreTHOe
SK30MHOE CEKBEHHUpOBaHHUE mMaHeneil reHos [11], cek-
BEHHUPOBaHHE IeHOMa, YTO U OBLJIO MPOBEACHO B Ha-
IIIeM WCCIIeIOBAaHHH.

370KaYeCTBEHHbIE MUTPUPYIONIHE NaplHaibHbIC
MPUCTYNBl MIIaJieHuecTBa (MIIaJICHUECKasl JIUIICTICHS
C MUTPHPYIOIIMMU (POKATEHBIMU MIPUCTYIAMHU, CHHIPOM
Kormmona— /{roraka) mposiBisieTcss B paHHEM BO3pacTe,

C MEPBBIX AHEH MO 6 Mec. XKHU3HU, U NEPBOHAYAIBHO
XapaKTepU3yeTcs TUIMYHBIMU  MYJIbTH()OKAIBHBIMU
npucTynamu (Kak TpaBHUJIO, BOBIIEKas MYCKYJIaTypy
JUIA WU KUCTEH PYK) C TEHICHIIMEH K CMCHE IOJY-
Iapuil ¥ BOBJICYEHUEM IPOTHUBOIOJIOKHBIX KOHEYHO-
creil. B 1995 . JI. Konmona u coaBTOpsl HA OCHOBa-
HUAW aHanm3a COOCTBEHHBIX HaOmroneHwit (14 ciaydacn)
ONMCAJIM HOBBIM BO3PACT3aBUCHUMBII 3MUJIENTHYECKUMA
CHHJPOM, BBEIS Ul HEro JePUHULNI0 — «MUTPHPY-
IOLIMe TMapUuajbHble MPHUCTYIBl MIafeH4ecTBa» [4].
B Hacrosimee BpeMsi peKOMEHIyETCS YHOTPEOIATh
TEPMHMH «MJIIEHUECKasl SMWICHCHU C MHUIPUPYOLIH-
mMu oxanbHbIMU TpucTyniamm» (MOMOIT) [6]. B Ho-
BOW KJIaCCU(UKALMKM DIWICIICUA CHHIPOM OTHECEH
B paszlen «CHUMITOMATHYECKHX (OKAIBHBIX HEOKOP-
TUKaJIBHBIX »nuiencui». Hoszomormdeckas camocTo-
ATENbHOCTh CHHApPOMa HE BBI3BIBACT COMHEHHH, YTO
MOATBEPKAETCA HE TOJNBKO KIMHUYECKHUMH, HO M MO-
JEKYJIIpHO-TEHETUYECKUMHU JaHHbIMH. B opuruHais-
HOM OIMCAaHUX OBbUIN ONpEeIeHbl OCHOBHBIE KPUTEPUU
SMMJICITUYECKOTO CHUHIPOMA, KOTOpPbIE BIIOCIIEACTBUU
OBUIM JTOTIONIHEHB! IPYrMMHU aBTopamu [7, 9].

1. Dtuonorus 3aboieBaHNsl HEU3BECTHA.

2. J1e0roT snuiencuu B nepBble 6 MeCsIEeB KU3HH.

3. HopmanbHoe NCHXOMOTOPHOE pa3BUTHE JeTeH
0 nMeOroTa MapoOKCU3MOB.

4. Dnunentuveckue MPHUCTYIbl —  (OKaJbHEIC,
MUTPUPYIOIIME C OJHOW CTOPOHBI Tela Ha JPYIyIo,
HMMEIOT TEHACHLHIO K CTaTyCHOMY TECUYCHHIO.

5. BeicTpoe mporpeccupoBaHUe SIUIETITUYECKOTO
nporecca ¢ GopMupoBaHUeM y peOeHKa rpyooro He-
BPOJIOTHYECKOTO AeUIINTA MU JIETATBHOTO HCXOAA.

6. dapMakope3UCTEHTHOCTb.

7. Dnexrtposnuedanorpapuueckuit  (33I') mar-
TEpH — HE3aBUCHMBIC, MUIPUpYIOLIE (HOKYChl 3MH-
AenTUPOPMHON aKTHBHOCTH B IpeJeliaX OAHOTO WIIN
000MX TONyIIApUSX MO3ra.

8. Ilpm HelipoBU3yanM3all OTCYTCTBYIOT CTPYK-
TYPHO-MOP(OJIOrHIECKHE H3MEHCHHUS.
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[lo xapakrepy TeueHHs BBIJEISIOT JBa BapuaHTa
cunapoma Konmona—/{ronaka:

1) markoe (Mild phenomen), ToinpKo ¢ OKaTHHBI-
MU U MUTPHUPYIOUIMMHU CYIOPOTaMH;

2) Tsxenoe TedeHue cuHapoma MOMDII ¢ moss-
nenneM Ha DD (eHOMEHa «BCIIBILIKA—YTHETCHUE).
Yacrora mpuctynoB gocturaer 50-100 B cyTku co
CMEHOH momymmapuii, ObICTPO (HOpPMHUPYETCS SIHIICT-
TUYECKasi SHIe(anonarus, BEICOK pUCK (papMakopesn-
CTEHTHOCTH. [1]

YacTora BCTPEYaeMOCTH CHHAPOMA B IOMYISLHAN
B HACTOsLIEE BPEMs HE YCTAHOBJIECHA. ODTO peaKas
(dhopma mitagieHdecKol anuierncuu. [ eHaepHbie pas3iiu-
YUl IPU CHUHJIPOME HE MPOCIEKNBAIOTCS, PUBOJATCA
€IMHUYHbIE OMMCAHMs CEMEWHBIX Cily4aeB 3aboiieBa-
HUS. DTHONOTHS CUHAPOMA B HACTOSLIEE BPEMS yTOU-
HSETCs. YUUTBIBAsl HEOHATAIbHBIN 1e010T, MyNIbTH(O-
KalIbHBIM XapakTep NPHUCTYIOB, IPOrPEeCcCHpYIOIIee
OTCTaBaHME B Pa3BUTUU JETEH, OTCYTCTBUE CTPYKTYp-
HO-MOpP(OJIOTHYECKIX HM3MEHEHUH, Mpenoaraercs,
YTO B IeHE3€ MOIYT WIPaTh PoOJb METa0OIMYECKHe
U MHUTOXOHAPHAJIbHBIE HapyIIEHUs, TeHETUYECKUE
(akTopsl, HelpoHallbHBIC KaHAJONATHH, HapyIICHUE
co3peBanuss 'AMK-spruueckoit cucremsl. Beayres
MOMCKH BO3MOMKHBIX TE€HHBIX MYTalUH Kak MpHYH-
HBl pa3BUTHs 3a0oneBanus. merorcs cooOmieHwus,
yKa3blBaloOIlMe Ha POjb MYTALlUU HEKOTOPBIX I'€HOB
B BO3HUKHOBeHMH cuHApoma Kommona—/ionaka.
Hanpumep, ymanock uaeHTHGUUUPOBATH MYTaLUIO
B reHe SLC25422 wn myrauuto B rene PLCBI, pa-
Hee OOHApYXEHHYK IpU KPUITOICHHOM BapHaHTE
cuaapomoB Becra m Oraxapa. Wmerorcs cooOme-
Hus o MmyTtanmuu B reHax SCNIA, TBCID24 npu
MOMO®IT [3].

Bue 3aBucumocTu OT snedeHus 3a00J1E€BaHUE MPO-
XoauT TpU (a3el: ACOIOT W TIEPBbIE KIMHUYCCKHE
CHUMIITOMBI; TIEPHOJ pa3rapa KJIWHUYECKHX IpOsBIe-
HUH (cTagusl «IMUICIITUYECKOTO IITOPMay); MEepUo]
OTHOCHUTENIBHOM cTabunu3auuud M ucxonos. JleOroT
KJIMHUYECKUX MPOSIBICHUN HPHUXOANUTCS Ha IEpBbIC
6 Mec. xu3HU nerei (wame g0 3 Mec.). M3BecTHBI
ciaydan Hauajia 3abosneBaHus Ha 2—4-i HEH. W Jaxe
C INEpBBIX CYTOK kMU3HU. IlepHHATANBbHBIN U CceMeil-
HBI aHAMHE3BI 110 AMHUJICTICUU HE OTAromeHsl. Ha Ha-
YaJbHOW CTaauu 3a00JIeBaHUA y JeTel MpeodiagaroT
OTHOCHUTENBHO pelikue (OKaIbHBIE SMHUICTITHYCCKHE
MPUCTYIIbI, UMEIOIHE CKJIOHHOCTh K 3aTs)KHOMY Te-
4YeHH10. B nanpHeleM NpucTyIbl yqalmalmTes U cTa-
HOBSITCSI ©KEAHEBHBIMU. B cTpyKType cuHapoma OT-
MeUaeTcsl MOoNUMOP(GU3M KIMHUYECKUX MPOSIBICHUI
¥ HEYKJIIOHHO TIporpeccupytomiee TeueHue. B nepuon
«pasrapay >MUIENTUYECKHE MPUCTYIBI y AeTel mpen-
CTaBJICHbl MOJUMOPGHBIMU (OKATBHBIMU MOTOPHBI-
MU (PEeHOMEHAMH, KOTOpbIE B IpeaesiaX OJHOTO HK-

TaJbHOTO COOBITHSI MOTYT BCTPEUAThCS B PA3IHMUHBIX
COUETaHHUAX, MPU DTOM 3a4aCTYK) MHUTPHUPYS IO CTO-
poHaM (MyIbTH(OKATBHBIE KIOHUYECKUE CYIOpOTH;
aJBTEPHUPYIONUE TEMHUKIOHUH; aJIBEPCHUBHBIC TPHU-
CTYIBI; TPEMOPONOA0OHbIE, MUTATEIbHbIC JIBHKCHHUSI
BEK; opodanuaibHble aBTOMAaTU3MBbI; Ia3Hble (EeHO-
MEHBI; THUIO- WIH THUIEPMOTOPHBIC TPHUCTYIIBI, aTH-
MMHYHBIE a0CaHCHl U Jp.), CONMPOBOXKIASICH MPU ITOM
BEreTaTUBHBIMUA (eHOMeHamu. B nwmrTeparype mpo-
aHanu3upoBaHo oxono 100 cimydaeB 3aboseBaHus,
MPU 3TOM OTMEUYEHO, YTO SIWICIITHYECKUE CIa3MBbl
Y MUOKJIOHHYECKHE CYJIOPOTH HE BCTPEUAIOTCS B Je-
6roTe 3aboieBanus, ogHako uHorna (2-3 % cmydaeB)
MOTYT PETHCTPHUPOBATHCSA B MPOIECCE MPOrpeccupo-
BaHus OonesHu [6]. B mebrore sanmiienTuyeckue mpu-
CTYTIBl OTHOCUTEJIPHO KPATKOBPEMEHHBI U CITyUYalOTCS
HE KaXIbIH neHb. JlocTarodHo OBICTPO WX YacToTa
W JUTMTENILHOCTh YBEIUYMBACTCS, U B TCUCHHE He-
CKOJIBKUX HEIETb/MECSEB MPUCTYIIBI CTAHOBSTCS
MPAaKTHYECKH TOCTOSHHBIMH, TPU 3TOM XapaKTEPHO
3aTsHKHOE, CTaTyCHOE TEeUeHWe — CTaJHs «pasrapa
KJIMHUYeCKuX mnpossieHuit». [lo muenuto A.A. Xo-
JIMHA, TIPEeACTaBUBIIEro Hanboyiee TOJHOE OMHCaHUE
cungpoma MOMOII B oTedecTBEHHOU NUTEpaType,
MEepHUON «pas3rapa» sBISETCS, MO CYyTH, CBOeoOpas-
HOHM (popMOIi MITaIEeHYECKOTO AIMUJIENTHIECKOTO CTa-
Tyca [2]. Bpems Hagama TpeThel cTamuu (TEPHOI
«OTHOCHUTENBHON CTAOMIM3AIUU») Kojednercsa B M-
POKHX Tpefiesiax — OT OZHOTO JI0 MATH U Ooiee JieT
JKU3HH. B 3TOT mepmon YacTora SMUIEHTHYECCKHUX
MPUCTYTIOB cHIKaercsa. OIHAKO MOTYT Pa3BHBATHCS
OTJICJIbHBIC KJIACTEPHBIC CEPHHM WU DIHIICITHYC-
CKHE CTaTyChl. ODJEKTpO3HIe(aIorpapuuecKue us-
MeHeHus npu cunapome MOMO®DII cooTBeTCTBYIOT
KIIMHAYECKUM TPOsBIIeHUsM. B Hauane 3a0oneBaHHs
Ha MEXTpUCTYImHOW D3I MOTYT OTCYyTCTBOBAaThH TH-
MUYHBIE SMUICTTH()OPMHBIC M3MECHEHUS, PETUCTPHU-
pyercst nuddy3Hoe 3aMeJICHUEe aKTUBHOCTH. MOTyYT
PETUCTPUPOBATHCS BCIBIILKA BBICOKOAMIUIUTYIHBIX
MeJUIeHHBIX 0-0-BonmH. 3areM Ha (oHE 3aMeICHHS
OCHOBHOHM aKTHUBHOCTH PETYISIPHO PETUCTPUPYIOTCS
(doxanbHO-/MyIbTU(OKANBHBIE Pa3psiibl OCTPBIX BOJH
u cnaiikoB. B mpuctynHom nepuone Ha D3I oTme-
4aeTcss PUTMHUYHAS HSmiientudopMHas aKTUBHOCTH
paznu4yHOi MOPQOIOTHH W JIOKAJU3aIHHA CO CKIIOH-
HOCTBIO K PACIPOCTPAaHCHHIO M MHUTpaluu («mepe-
MEIICHUIO») B JIPyrHe OTAeNbl MO3ra OJHOTO WIIU
MPOTHBOIIONIOKHOTO TONYIIAPUs — IaTTePH MYJIb-
TU(OKAIBHOH MHUTPUPYIOMIEH  AnuiaenTHGOPMHON
akTUBHOCTH. Ha HagampHBIX JTamax OOJe3HU MYihb-
TU(HOKANBHBIN MaTTepPH MOXET OTCYTCTBOBAaTh, TO
€CTh OTMEYaeTCsI BOBJICUCHUE TOJILKO OJJHOW 00NacTH
nojymapus Mosra. MKTaJbHBIA MaTTepH MpeuMylie-
CTBEHHO TIPEJCTaBIE€H MOHOMOP(HOH, PUTMUYHOU
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AKTUBHOCTBIO B [Hama3oHe o-/0-/0-4acTor, MaKcu-
MaJIbHO PETUCTPUPYIOMIEHCS HaJl TEeMIIOPO-POJIAHIH-
YeCKHUMH permoHamu. B mepmone pasrapa KIWHWYe-
CKHX TMPOSIBICHHUH, KOT/Ia MU THYCCKUE TPUCTYIIBI
MpUOOPETAIOT TMEPMAHEHTHOE, HEPEJKO CTaTyCHOE
TeueHne, Ha OOl perucrpupyercd NpaKTHUECKU
MOCTOSHHAS WKTAJIbHO-/UHTEPHUKTAIbHAS MYIBTH-
(doxkanpHas smuaenTUPOpPMHAST AKTUBHOCTH, He3a-
BUCHMO BOBJICKAIOIIAsl Pa3JUYHBIC OTAEIBI MO3Ta.
[Ipu 3TOM B HEKOTOPBIX CiIy4asX MPAKTUYCCKU He-
BO3MO)KHO BBIJICIUTH 3JEKTPOrpaduiIecKy0 KapTUHY
dbonosoit DO [2]. Ilociie HECKONBKUX JIET TEUCHUS
3aboneBanus (oHoBas DD mpeacTaBieHa HU3KOAM-
IATYAHON HeanddepeHITMPOBAaHHON aKTHBHOCTHIO
C CYOKIMHUYECKHMMH SIUICNTU(GOPMHBIMU pa3psi-
namu. HefipoBusyanusamus B jne0rore 3a0oneBaHUs
He OOHApyXWBaeT CTPYKTYpHBIX W3MEHEHHI MO3ra.
[Ipu >TOM B pe3mayadbHOM TIEPUOIE XapaKTEPHO
(dopmupoBaHKe HecTEUPUUECKOW KOPTHKAIbHO-CYO-
KOPTUKAIILHON aTpo(uu, MPOSIBISIIONICHCS BEHTPH-
KyJIOMeTalnel, paciiupeHueM CcyOapaxHOUIAIBHBIX
MPOCTPAHCTB, TUIIOTIA3MEH MO30JIMCTOTO Teia, TUIIO-
MHUETUHU3AlNeH U yMeHbIIeHneM o0beMa MO3TOBOM
MapeHXUMbl U WU3MEHeHUl MP-curaana ot mojgkop-
KOBBIX raHrinueB. CTaHAapTHbIE aHTUKOHBYJbCAHTHI,
TOPMOHAIIbHAA Tepanusd U WX KOMOWHAIMHM B TIOfa-
BIITFOIIIEM OOJBITUHCTBE CIIydacB HEIPPEKTHBHEI IPH
MOMOII. UmeroTcs HabIIOACHUS, YKAa3bIBAIOIINE HA
OTHOCUTEIbHYI0 A(P()EKTUBHOCTh KOMOHMHAIIMH CTH-
pHUIIEHTONIAa W BBICOKWX J03 KJOHa3enmama. B psme
CIy4aeB TIOJOXHUTENbHBIE pEe3yNIbTaThl TOJTYYEHBI
MPU HUCIOJb30BAHUM B MOHOTEPAIMU BBICOKHX J103
JIeBeTHUpaIeTaMa, MCIOJIb30BaHUA KOMOUHAIUU OpO-
MHUCTOTO Kajiusl, CTUPUIICHTOJA W JIeBeTHpaleTama.
[Tokazana »¢p(HeKTHBHOCTh KETOT€HHOW IUETHl TPH
MOMO®II. Xupyprudeckoe JI€UeHHE HE PEKOMECH-
nosano [10]. Ilporno3 3aboneBanusi HebGIarompu-
saTHbii. [lociie ge0roTa MpPUCTYNOB Yy JeTel OoTMe-
YyaeTcs KaracTpo(UYecKuil perpecc MCUXHYEeCKOTo
W MOTOPHOTO pa3BUTHA. Ha mepBOM Tomy XU3HH 10
Mepe MPOTPEeCCUPOBAHMS KIMHUYECKUX TPOSBICHUM
dbopmupyercst MUKpoIedanus, CIaCTUYHOCTh € IKC-
TpanupaMuHBIMU CUMIITOMaMHU, IICEBI00YIbOapHbIE
paccTpoiicTBa, cTpabus3mM, Tpydast 3aaepikKa MCUXHU-
YECKOTO0 M MOTOPHOTO pa3BuUTHi. B mociemyromem
IIETH CaMOCTOSITEIbHO HE TEPEABHUTAIOTCS, y HHUX
OTCYTCTBYIOT HaBBIKH COLMAJIM3AIUA U CaMOOOCIy-
*uBaHus. B Tex peakux ciydasx, KOTja yJaaercs
KOHTPOJIMPOBATh CYJOPOKHBIE MPHUCTYIBI, BOCCTa-
HOBJICHUS HEBPOJIOTHYCCKUX (QYHKIHH y peOeHKa
HE MPOUCXOAUT. BoJbIION MPOLEHT MalMeHTOB I0-
ru0aeT B MEPBbIC TOMBI JKU3HU OT HHTCPKYPPEHTHBIX
3a00J€BaHUI WIIH B COCTOSHHH SIHJICITHYCCKOTO
craryca [4].

KNUHUYECKOE HABNIOAEHUE 1

PebGenok, neBouka P., ocMoTpeHa HEBpoOJIOTOM
B Bo3pacTe 8 JHEW B KOHCYJIbTAaTUBHOM OTAECJICHUU
Cankr-IleTepOyprckoro rocyaapCTBEHHOTO MEIH-
LMHCKOTrO yHuBepcurera uMm. akan. M.II. ITasnosa
B CBSI3U C MTapOKCU3MAIbHBIMU cocTosiHUsAMH. C Tiep-
BBIX JHEH >XU3HM MaMmMa OTMETHJIa CTePEOTHITHBIE
SMHU30BI CIEIYIOUIETO XapakTepa: peOeHOK 3aMupa-
eT, TIOJIHUMAeT TJia3a KBEpXy, B30p (DUKCHPOBaH, He
pearupyer Ha okpyxaromux. [lapokcu3mbl exxeaHeB-
HBIE, YaCTOTa J0 HECKOJNBKUX pa3 B JICHb B MOMEHT
0oIpcTBOBaHUS, WHOTAA TaKXe MOTYT OTMEYaThCs
ONHU30/Abl BCKUJIbIBAHUA PYK C MOCICAYIOUIUM HAIlpA-
JKEHUEM, HECKOJIbKO pa3 B JieHb. PeGeHOK HampaBieH
Ha TOCHUTANIM3ALHUI0 B TICHXOHEBPOJOTHYECKOE OT-
nenenne Cankrt-IleTepOyprckoro rocymapcTBEHHO-
ro TeANATPUYECKOTO MEIHWIIMHCKOTO YHHBEPCHUTETa

(CIIOT'TIMY).
W3 aHamHe3a U3BECTHO, YTO AEBOYKA POJUIACH OT
2-ii OepeMeHHOCTH (TepBbIi peOEHOK — 370pPOBBII

MaJB4MK), TPOTEKaBIIed Ha ()OHE TeCTAIMOHHOTO Ca-
XapHOTO nIuadeTa; MaTh pe3yc-oTpHuIareibHa (pe3yc-
oTpHUIaTeNbHbIi 1uIon). Poxbl 2-e cpodHble, CTpEeMu-
teapHble (70 3 41) Ha 39-it (6/7) Hemenu recTaluu.
Macca npu poxaenun 3850 1, oleHKa MO WIKajue
Armrap 8/9 6ammoB, MaMa OTMeYaTa MHOXECTBEHHBIC
MEeTEXWH Ha JIMIe peOeHKa ToCie poKIaeHusI. B cBsa3n
C Pa3BUTHEM MAPOKCU3MATIBHBIX COCTOSIHUI Ha TPEThU
CYTKH JKU3HH B POJIOME TPOBOAUIOCH 00CIICIOBaHUE.
[Ipu HeiipocoHOTpaduu, KOMIBIOTEPHOH TOMOTpadun
TOJIOBHOTO MO3Ta TPHU3HAKOB IlepeOpaibHOMN IMaToo-
ruu He oOHapyskeHo. lpu Bemonnenun 201 snumen-
TU(POPMHBIX U3MEHEHUH HE 3a(UKCHPOBAHO.
HeBponornyeckuii cratyc mNpu MOCTYIUICHHUH:
B co3Hanmu. Ha ocMoTp pearmpyer HeratnBHO. He-
OJTHOKPATHO OTMEYAIOTCS 3MH30/bI TIOBOPOTA TOJOBEI
BIIPABO, aJIBEpCUs TJIA3HBIX SOJIOK BBEPX, PacXOms-
meecss KOCorja3ue ¢ MEJKOAMIUIUTYIHBIM HUCTar-
MoM. JlmutenpbHOCTh »mm3040B 10 15-20 c. B mex-
MPUCTYIHBIA TIepruoNl peOeHOK B3MIIA (UKCHPYET
KPaTKOBPEMEHHO, MBITACTCSA CICIUTH 332 MPEIMETOM,
yabi0aeTcs. [asusie menu D = S (B npucTynHelil ne-
puon rnazueie menu S < D), 3pauku D = S, poropeak-
uus (+), cummerpuyHas. Jlumo cummerpudHo. S3BIK
10 CcpeaHed JWHWM B TOJOCTH pTa. [mmybokue ped-
nekcbl D =S, oxuBieHb. MBIIIEYHBIH TOHYC H3MeE-
HEH I10 MUPAMHIHOMY THIY, B HU)KHUX KOHEYHOCTSX
BbIllIe. MEHUHTealbHbIe CHUMIITOMBI OTPHIIATEIILHEIC.
IIpoBenena MPT ronoBHOro Mo3ra — BBISIBICHHBIC
W3MEHEHHUs1 OeJoro BemiecTBa B O0JACTH JIyIHCTOTO
BEHIIa 00JIee BEPOSITHO COOTBETCTBYIOT MOCIIEACTBUIM
TUMTOKCUYECKU-UIIEMUYECKOTO MOPAKEHUS TOJIOBHOTO
Mo3ra. YJBTPa3ByKOBOE HCCIIEOBAaHUE BHYTPEHHUX
OpTraHoOB: IPU3HAKOB ITATOJIOTHU BHYTPEHHHUX OPTaHOB
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HEe BBIIBICHO. PeOCHOK KOHCYJIBTHPOBAaH T€HETHKOM.
BBIMOTHUIHCH THATHOCTUICCKHUE TECTHI IS NCKITIOUe-
HUS HACJIEZICTBEHHBIX 3a00/IeBaHNil 0OOMEHa BEIIECTB:
MPUMEHCHUE TaHACMHOW MacC-CIEKTPOMETPHH, WC-
CJIEIOBAHUE OPTraHMYECKUX KHUCIOT MOYH, OIpese-
JICHUE YPOBHEH OYCHb IIMHHOLICTIOYEUHBIX JKUPHBIX
KHCIIOT, TOMOITUCTeNHa, OnoTuHUAa3sl. [lo pe3ymnbra-
TaM TIPOBEIEHHBIX HCCICIOBAHUN HWCKIIOYCHBI aMU-
HOAITUOMATHH, OPTAHUYECKUE allUypUn, HAPYIIICHHUS
0eTa-OKUCIICHUS JKUPHBIX KHUCIIOT, TEPOKCUCOMHBIC
Oone3Hn, OWOTHMHHUAA3HAS HEIOCTATOYHOCTh, KoOa-
JaMHH-3aBUCHMas ¢dopMa roMorucTuHypun. Cembe
OBUTO peKoMEHAOBaHO MpoiTH wucciemoBanue JIHK
METOJIOM TapreTHOro cekBeHupoBaHus (NGS): maHennb
«Hacnencreennsle snumnencun». B rene CACNAIA
BbIsiBIcHa MyTanuss ¢.1055T>G ¢ HeusBeCTHBIM
KIMHAYECKUM 3HaueHWeM. KimHudeckas KapTHHA
y JEBOYKH COOTBETCTBOBAJA XapPaKTECPHBIM IPOSB-
JICHUSM, OMHUCAHHBIM TpPH MYTalMsIX B JTOM TCHE.
Jlist  onTBEpKIEHUST MYTAallid, BBISBICHHOW IIpH
NGS- uccnenoBaHuM, U ONpPENETCHUS MNaTOr€HHO-
CTH BBISIBJICHHOTO BapHaHTa PEOCHKY W POMHUTEISIM
MPOBENCHO TpsIMOE CeKBeHHpoBaHue mo CoHre-
py. Honteepxkaenue Hamuuus myrtauuu c.1055T>G
B reHe CACNAIA y AeBOYKH U OTCYTCTBHUE JAHHOTO
BapHaHTa y POIWTENEH OJHO3HAYHO ITO3BOJISIET CBS-
3aTh UMEIOIIYIOCS KINHUYIECKYI0O CUMIITOMATHKY Y pe-
OeHka ¢ MyTalueil B HaHHOM reHe. THI HacienoBa-
HUS — ayTOCOMHO-IOMUHAHTHBIA. Y JEBOYKH BHOBD
BO3HMKIIAs MyTauus. U3BectHo, uto ren CACNAIA
KOJIUPYET KalblM-3aBUCUMBIM KaHaJ, JOKAJIU30BaH-
Hblil B HeWpoHaNbHBIX KieTKaxX. [laroreHHble Bapu-
AHTBl B 3TOM T€HE MPHUBOMIT K IIHUPOKOMY KIHMHH-
YECKOMY CHEKTPY HEBPOJIOTHYECKUX PaCCTPOUCTB,
BKJIFOYAs JMH30JMYECKYI0 aTaKCHUI0 THIA 2, CIIHHO-
IepeOeIIAPHYI0 aTakCHIO0 TUma 6, CEMEHHYI0 TeMU-
MJICTHYECKYI0 MHUTPEHb WM JMIICTITHYECKYIO SHIIeda-
jonatuto. B MexayHapoaHoW 0a3e HaCIeICTBEHHBIX
3a0oneBannii (OMIM, Online Mendelian Inheritance
in Man) mytarnuu B rene CACNA 1A npuBoadaT K pas-
BHUTHIO paHHEH HHPAHTIIIBHON STTHUICTITHYCCKON dHIIE-
tdanonarum 42 (EIEE42). PeGenky Obln moaTBEepkIcH
nuarHo3: cunapom Kommona— {ronaka (MinageHdyeckas
STIICTICUSL ¢ MUTPUPYIOIMINME (DOKATHHBIMHU MIPUCTY-
TIaMH).

IIpoBommnoce IDI'-mccienoBanre B JAWHAMUKE.
Hanupie D21 mpu MOCTYIUICHUH B KIWHUKY (4 HE.
OT MOMEHTa Pa3BUTHsI 3a00JIEBaHUs) IPEICTABICHBI Ha
puc. 1. 3aperucTpupoBaHa perrmoHaNbHAs SIWICTITH-
(hopMHAsT aKTHBHOCTh MHTEPHUKTAIBHO.

[IpoBogmiiocs MoHUTOpUpOBaHue DDI' B mUHAMU-
Ke, B BO3pacTe 5 HEM. OTMEYAIOCh PACIPOCTPAHCHUE
SMWICNTUPOPMHBIX TATTEPHOB B JICBOE TMOIyIIapUe

(puc. 2)
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Puc. 1. PernoHanbHas anunentudopMHas akTMBHOCTb, KOMMJIEK-
Cbl «OCTpasi—MeAJIeHHas» BONHA B NPaBbIX LEHTPOBU-
COYHbIX OTBeAEHUAX. UKTanbHbIX NaTTEPHOB He 3aperu-
CTPUPOBaHO

Regional epileptiform activity of the acute-slow wave
complexes in the right center-temporal leads. Ictal pat-
terns are not registered

Fig. 1.
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. MparmeHT anekTpo3HuedanorpamMMbl nauueHTku P., Bo3-

Puc. 2
pact 5 Hen. MynbTupervoHanbHasi anunenTudopMHas
aKTUBHOCTb

Fig. 2. A fragment of the EEG of the patient R., age 5 weeks.

Multiregional epileptiform activity

C uenpl0 pPErucTpalid MKTAIbHBIX MaTTEPHOB
MIPOBEICHO XONTEPOBCKOE MOHUTOpHpoBanue D3I BO
Bpems OonpcTBoBaHWsA M cHa. [Ipm mpolyxaeHnn 3a-
PETUCTPHUPOBAH MPUCTYI — JEBUAIUS IVIA3HBIX SOJIOK
BBEPX, MOACPrUBAaHUS MYCKYJIAaTypbl PyK, COIIPOBO-
JKAAJCA SMWICHTUYCCKOM aKTUBHOCTBIO C aMIUTUTYI-
HBIM Tpeo0IalaHieM B OTBEICHHSX IPABOTO IMOTyIIa-
pus, TOCNIe TPHCTYIa — PETHOHAIBHOE 3aMeIJICHUE
YacTOTOM J€JIbTa B TEMCHHO-3aTbIJIOYHBIX OTBCAC-
HUSX O0OMX MONymapuii ¢ mpeoOlagaHueM IO am-
IUIMTYAE B OTBEACHUSX IPABOTO MOIyIapus ¢ Aug-
¢by3HBIM pacmpocTpaHeHueM. [IponomKHUTEIBHOCTH

@ [Negmatp. 2020.T. 11. Boin. 1 / Pediatrician (St. Petersburg). 2020;11(1)

elSSN 2587-6252



KNTMHUYECKMI CTYYAN / CLINICAL OBSERVATION

) OIEISS; OTETSY OS5 OITIEISE; OTEIEIST] OIIEISE; OIE5Y (RS0} (]
| i I
Fp2-F8 | T
e Dwtﬂ
2;:7 U N 5 OO N 28 PO =N = o= oo SN P I O 0% o o o SIS I8
Fp2-F4 L/ / AL ftrn | AL A
etion
Fpl-F3 P ! L~
B S e T » ~ e B i i T B
n
F4-T4
N " -
F3-T3
S LA T N W=a At~
F4-C4 T em bt
109 et /\ MM M =8
;3-c3 Y M I | A
e Y ;7“{ /] t N ]{ ] A T
ca-T6 U
100 B/ \“ JX \ il I~ &<
C3-T5
1 seticn A k DC?t ﬁ T A
ca-p4 [
0 tron 8 | LA
c3-p3 3
Py AT \/ A N \//“ LA~
P4-02 LA (A
e I
0 e B A 5y | A (o
P3-01 Lod L M| AT o N L4
et o VA LA ] N ]
) i
a
010030 (010031

050032 [0F00331[OFO0241 0500351 0100351 [0F0037. [OT0038 [0700391 070040

fors

)

I

MO0 oA o1 g
’ 'ﬁ

T
o
»

e

Puc. 3. 3nekrtposHuedanorpamma naumeHTku P. UkTanbHbIi naT-
TEpH: a — Hayano npucryna. PeruoHanbHoe 3ameaneHue
pMTMAa B I06GHO-BUCOYHBIX 061ACTAX NPABOro Nonywapus;
b — npoponmxenune npucrtyna. AnddysHoe pacnpocrpaHe-
Hue 3nunenTuOpMHOI aKTUBHOCTU; C — NPOAOIKEHUE
npuctyna. [eHepanu3oBaHHas anunenTMdopMHas aKTUB-
HOCTb C Cynpeccuei naTTepHa

EEG of the patient R. Ictal pattern: a - the onset of
the attack. Regional slowing of the rhythm in the
frontal-temporal regions of the right hemisphere;
b - continuation of the attack. Diffuse distribution
of epileptiform activity; ¢ - continuation of the at-
tack. Generalized epileptiform activity with pattern
suppression

Fig. 3.

napokcuszMma 50 c¢. Jlanneie D3I-kapTuHBI BO BpeMst
npuctyna (MKTajJbHbIE MATTEPHBI) NMPEICTABICHBI Ha
puc. 3, a—c.

3a BpeMs HaXOXKICHHUS B KJIWHHUKE MPHUCTYIHI TO-
BTOPSJINCh, B CBA3M C Pa3BUTHEM HEKYNHPYEMBbIX
MPUCTYIIOB C HapylIEHUEM JbIXaHHS AEBOYKA HAXO-
JWIach B OTHCJIICHUM PEaHUMAalUM M MHTEHCHUBHON
tepanuu (OPUT). Pebenky mpoBoamics mogbop mpo-
THBOCY/IOPOKHOI Tepanuu, ee koppekuud. IIpu no-
NBITKE BBEACHMS IpEnaparoB BaJbIIPOEBOM KHCIIO-
Thl OTMEYAJUCH BBIPAKCHHBIE MOOOYHBIE 3PPEKTHI
B Buze runepepMeHTEeMUH U HapylICHUs IHUTaHU,
B CBSI3M C Y€M BBITIOJIHEH TOCTETICHHBIN Mepexo] Ha
JeBeTHpaleTaM M 0apOHUTypaThl C IMOJOKHUTEIbHBIM
3¢ pexToM. YMEHBUIMIOCh KOJIMYECTBO MPHUCTYNOB
B TCUCHHE CYTOK, IOSBUIIMCH HABBIKM B BUAC YCTKOU
(ukcauu B30pa U CICKEHHUE 3a MPEIMETOM B MEXK-
npuCcTynHBIN nepron. CoXpaHAInuCh eTUHUYHBIC TTPHU-
CTYTBI B TEYEHHUE JIHA, CHU3MUIIACH TPEJICTABICHHOCTD
SMWIENTUPOPMHON aKTMBHOCTH Ha D3I, TOCTHTHYT
MIOJIOKHUTEIbHBIA PE3yJabTaT B IICUXOMOTOPHOM pa3-
Butuu. llanmmeHTka ocmarpuBasack HEOJHOKPATHO
MOCJIe BBIMUCKK W3 CTallMoOHapa B TEYEHHE Ioce-
nyromux 4 mec. [IpucTymnbel oTMedaroTcsl eAMHUYHBIE
B TEUEHHE IHS B BHUJAE 3aBEJCHMA IJIa3HBIX sOJIOK,
HE COIPOBOXAAIOLINECS ATOJIOTNYECKUM MaTTePHOM
Ha DO3I. PebeHOK MOCTETIEHHO MPHOOPETaT MOTOP-
HBIE U TpeApedeBble HaBBIKU (K 4-My Mecsll MOSIBU-
JOCh TyJIeHHE, K 5-My — OCBOMJIa MOBOPOTHI HA OOK
1 C )KMBOTa Ha CHUHY). B Hacrosmee BpeMs moiy-
YaeT IOCTOSHHYI aHTHAIMIICITUYECKYIO TEpPaIluIo,
OTMEYaeTCsl MOJIOKUTENbHAs KIMHUKO-dHIE(damorpa-
¢udeckas AMHAMHKA, OJHAKO B HEBPOJIOTHYECKOM
CTaTyC€ 3HAYUTEIbHOE OTCTAaBaHHWE B ICHUXUYECKOM
U MOTOPHOM pPa3BUTHH.

KJIMHUYECKOE HABJIOOEHUE 2

ITammmentka b., 3 Mec., ocMOTpeHa HEBPOJIOTOM
CIIGI'TIMY BmepBble B Bo3pacTe 1 Mec. B ycio-
usx OPUT. M3 amamHe3a W3BECTHO, YTO JACBOYKA
ponmiack oT 1-ii GepeMEeHHOCTH, MpOTEKaBIIeh O6e3
MATOJIOTHH, IEPBBIX CPOUHBIX POIOB, OIICHKA IO IIIKA-
ne Anrap — 7/8 GamioB. Ha 7-e cyTku ®U3HHU y pe-
OcHKa pa3BWIICS SMH30]] allHOe, T'CHEepaTU30BAHHBIN
TOHHYECKUH TIPUCTYT, B CBSI3W C YeM TOCIHUTAIH3U-
poBaHa B OTHEJICHWE TATOJIOTUA HOBOPOKICHHBIX.
B cranuonape ormeuanuch €XeIHEBHBIC, HE MOJA-
IoIrecs MmoJc4eTy (poKaibHbIE MOTOPHBIC MPUCTYIIHI,
muokJioHnu. Beimonmneno MPT romoBHoro mosra —
MIPU HCCIEOBAHNN TATONIOTHYECKNX W3MEHEHUU He
BBIsIBJICHO. [Ipu BBIMOJHEHUHU 3JIEKTposHIEedamorpa-
¢un SnunenTUOPMHBIX H3MEHEHUN HE BBISBICHO.
IIpoBoaunachy Tepanus NUPUIOKCUHOM, MpernapaTaMmu
BaJILIIPOCBOM KHUCIIOTHI, C Bo3pacTta 1 Mec. BBeIeH
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neBetupaneram. [Ipuctynel He KynmupoBaHbI, OTMeYa-
Jach TEHNIEHIUS K CTAaTYCHOMY TE€UEHHIO, pa3BUIIach
aHemus TsDKenoi crereHn. COCTOSHNE PAcIleHeHO Kak
TsoKenoe, manueHTka mnepeseaeHa B OPUT. K Tepa-
UM 100aBiieH KJIOHA3eNaM ¢ He3HaYUTEeIbHBIM T0JI0-
KUTENbHBIM 3(dexrom. Pebenok nocrasinen B OPUT
CIIOI'TIMY B BO3pacTte 3 MecC. B TSKEIOM COCTOSHHUH
Ha arnmnapar UCKyCCTBEHHOW BeHTWJIsIuU Jerkux. He-
BPOJIOTHUYECKHUH CTaTyC MpU MOCTYIUICHHH B COCTOS-
HUU MEAMKaMEHTO3HOW CeJaluu: Ha OCMOTp pearu-
pyeT yCWIeHHeM MHUOKIOHWUH. OTMEYaroTCs SMU30/IbI
MOBOPOTA TOJIOBBI BIIEBO, aJBEPCHH TJIA3HBIX SOJOK.
Murpupyromune COKpaeHus: MyCKyaaTypsl JIMia, Ko-
HEYHOCTEH M TYJIOBMINA. B MEXNPUCTYIIHBIN NEpUOJ
peOEHOK KpaTKOBPEMEHHO OTKPBIBAET IJlaza. 3pauku
D =S8, dotopeaknus (+), cammerpudnas. Jlumo cum-
METPUYHO. S3bIK MO cpeaHed JUHUK B MOJOCTH PTa.
I'my6okme pediexcer D < S, oxuBiaeHbl. MBIIIIeUHBII
ToHyc mup(dy3HO CHIKEH. MEHUHIeallbHbIC CHMIITO-
MbI otpuniarenbubie. MPT romoBHoro Mosra — BbISIB-
JICHBI KOPTUKAIbHBIE arpoduu. PeOEHOK KOHCYIBTH-
pPOBaH TEHETWKOM. BBIMONHSINCH MHAarHOCTHYECKUE
TECTHl JUIsl HWCKIIOYEHHs] HaCJIeICTBEHHBIX 3abole-
BaHUIl oOMeHa BEIIECTB: NMPUMEHEHHE TaHIEMHON
MacC-CIEKTPOMETPUH, HUCCIEIOBAaHUE OPraHUYEeCKUX
KHCIIOT MOYH, AMHHOKHCIOTHBIA CIIEKTp TIIJIa3MEI.
Ilo pesynapTaTaM MNpPOBEAEHHBIX HCCIEJOBAHUN UC-
KJIFOYeHBbl aMUHOAIUA0NAaTHH, OPTaHUYeCKHe aluay-
puH, HapylieHusi O0eTa-OKHCICHHUS XHPHBIX KHCIOT.
Ilo Mecty XKUTEIbCTBA TPOBEIACHO WCCIICOBAHHE
JHK meromom TapretHoro cexBeHupoBaHus (NGS):
nanenb «HacnencrBennsle osmwiencun». B reHe
SCN8A BoisBneHa myrauud. KnuHudeckas kapTuHa
y JI€BOYKHM COOTBETCTBOBAJa XapaKTEPHBIM MpOsBIeE-
HUSM, ONHCAHHBIM IPU MYTAlHSIX B 3TOM TeHE —
paHHSSA MIaJeHYECcKas AMIIeTITHYecKas dHIedarona-
tua. I'en SCNS8A oGecrieunBaeT paboOTy HaTPHUEBBIX
KaHaJOB. OTH KaHaJbl IO3BOJIAIOT TOJIOXKHUTEIBHO
3apsOKCHHBIM aTOMaM HAaTpHs HPOXOAWUTH B KIETKH;
OHH WTPAIOT KJITIOUEBYIO POJIb B CIIOCOOHOCTH KIIETKH
TeHepHUpoBaTh W TepefaBaTh SIEKTPUUECKHE CHUTHA-
nel. AcconmupoBaHHas ¢ myTtamnueir B rene SCNSA
SMWICNITHYECKAs HHIedanonarus XapakTepu3yercs
HEOHATAJLHBIM Je0TOM, TOTUMOP(OHBIMU TPHUCTY-
namMu (MHOKJIOHUH, (POKaIbHBIE MOTOPHBIE, TOHHUKO-
KIIOHWYECKUE W MH(AHTUIBHBIC CIA3Mbl), YaCTOTOH
NPHUCTYNIOB, OOBIYHO HE MOJAAeTCs MOACYETy, ped-
PaKTEpHBIMH Cy0OpOraMH, HE OTBEYAIOT Ha TEparuio
MPOTUBOAIIIIICTITHYECKUMH ~ nipenaparamu. Dopmu-
pyerca YMCTBEHHas OTCTallOCTh, TSIKENON CTeneHU
MOTOpHBIE HapylleHus. B nanpHeillnemM IpoBeAeHO
CEKBEHHUPOBAaHNWE TIE€HOMA, MOATBEPIMBIIEE HaJIUYME
MyTanuu. Beisienen Bapuant ¢.4934C>T, ¢ HensBecT-
HBIM KJIMHWYECKUM 3HadeHueM. JlJi1 monTBepKICHUS

P02 4 e
Fp2-Fg W

feT4 WWWW
T4

4-16 N 4
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Puc. 4. 3nekTposHuedanorpamma nauueHTkun b., 3 mec. Peru-
CTPUpYETCS NaTTEPH «BCMbILWKa —yrHETeHMe». nunen-
TMdOpPMHAs aKTUBHOCTb B CTPYKTYpe BCMbIWEK: Cnai-
KW, OCTpble BOJIHbI, AedOPMUPOBAHHbIE KOMMIEKChI
«0CTpas—MeAJieHHas» BONHA

EEG of patient B., age 3 months. The flash-oppression
pattern is recorded. Epileptiform activity in the structure
of outbreaks: adhesions, sharp waves, deformed SSW
complexes

Fig. 4.

Puc. 5. dnekrposHuedanorpamma nauueHtku b., 3 mec. Peru-
CTPUPYETCS NaTTEePH «BCMbILWKA - yrHeTeHue». UHTepuk-
TanbHas aKTUBHOCTb

EEG of patient B, age 3 months. The flash-oppression
pattern is recorded. Interictal activity

Fig. 5.

naToreHHocTH Tpelyercsi o0cieoBaHNE POAUTENEH.
Knunuueckass KapTHHA IIOJHOCTbIO COOTBETCTBYET
onucaHuio (EHOTUIA IPU MYTALUMH B 3TOM IEHE.

[IpoBeneno O3I'-uccnenoBanue B quHamuke. Pe-
THOHANBHOE 3aMENJICHHEe PHUTMa CMEHHIOCH MYIIb-
TU(OKAIBHON  3nHMiIenTU(GOPMHON  aKTHBHOCTHIO,
K 3 Mec. chopMupoBancs MaTTEPH «BCIBILIKA—YT-
HeTeHHue». Ilpu TakTMIBHOM pasapakeHuu U (GoTo-
CTHUMYJISIIUM OTMEYAeTCsl YCWIICHHE IOAepPTUBaHUI
BEPXHUX M HIWKHHX KOHEYHOCTEH, MBI TPyIHON
KJIETKH, MBI xuBoTa. Janusie 331 Ha done BHY-
TPUBEHHOTO CTpyiiHOro BBeneHus Pemanuyma npen-
CTaBJICHBI Ha puc. 4, 5.

B nunamuke (BBemenme Penmanuyma mpexpaiieHo)
Ha D01 oTmeuaeTcsi yBeIMUEeHUE NPEACTABICHHOCTH
MaTTepHa «BCIIBIIIKA—YyTHETeHUe» (puc. 6), Gpopmu-
poBaHHE MOITU(PUIIMPOBAHHON TUTICApUTMHUH (pHC. 7).

Ha ocHoBaHMH KITMHUKO-3TIEKTPO(OU3NOTOTHICCKIX
JAHHBIX W PE3yJbTaTOB T'€HETHYECKOTO TECTHHUPOBA-
HUS YCTaHOBIIEH AuarHo3: cunapom Kommomna—/{romna-
Ka (MJageHuYecKas 3MUJICNCHUS C MHUIPHUDPYIOIIUMHU
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Puc. 6. dnektposHuedanorpamma naumeHTku b., 4 mec. MattepH
«BCMbIWKA —yrHeTeHue»

Fig. 6. EEG of patient B, age 4 months. Flash-oppression pat-
tern
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Puc. 7. dnektposHuedanorpamma nauueHtku b., 4 mec. Cun-
Apom Konnona-/[ionaka (MnapeHvyeckas snunencus
C MUrpupyowmmMm pokanbHbiMU Nnpuctynamu). NatrepH
MOAN(DULMPOBAHHOW MMNCAPUTMUMU

EEG of patient B, age 4 months. Coppola -Dulac synd-
rome (malignant migratory partial seizures of infancy).
Pattern of modified hypsarrhythmia

Fig. 7.

(hokaneHBIMH TIpUCTyTIaMu). B maHHOM citydae, Kymu-
POBaHUS MIPUCTYIIOB NPU TPUMEHEHHH KOMOMHHPOBAH-
HOM aHTUANWJIENTUYECKOH U TOPMOHAJIBHOW Teparnuu
He MPOM301LI0, peOEHOK 3HAYUTEIHHO OTCTAET B ICH-
XOMOTOPHOM pPa3BUTUU (K 6 MEC. MOTOPHBIX U TIpepe-
YEeBBIX HABBIKOB HET), B HACTOSIIEE BPEMsI HYKIACTCS
B MAJTMATUBHOW TIOMOIITH.

3AKJTIOYEHUE

310KaYeCTBEHHBIC MUTPUPYIONIHE MapIHaTbHbIC
MPUCTYMbl  MJIQJICHUYCCTBA  SIBISIIOTCS  TPYIHOKYpa-
OCITLHBIM DIIICTITHICCKAM CHHAPOMOM, C JEeOI0TOM
B HCOHATaJbHOM IIepuofe. Y MAalMeHTOK, YbH HCTO-
pun OOJIC3HM ONKMCAaHbI B JTAHHON pabOTe, MPUCTYIIBI
JIeOrTUPOBAIM Ha TIEpBOM Henene xu3HU. HamOonee
YacTO BCTPEUAIOTCS TOHHUYECKHE CMa3Mbl, TOHUYCCKHE
BEPCHUBHBIC MPHUCTYIBI, MHOKIOHHHM M 3IU30/bl aIllHOE,
FeHepaHH3OBaHHBIe TOHHUYECCKHEC HpI/ICTyHBI. EJII/IHI/I‘-I-
HbIC MMAPOKCU3MbI B Je0K0Te 3a0osieBaHusl TpaHchop-
MHUPYIOTCS B COCTOSIHHE MIIQJICHYSCKOTO SITHIICTITHYC-
CKOTO CTaTyca, 4TO ¥ HAOIIOJaNoCh B MPEACTABICHHBIX

KJIMHUYECKUX ciaydasx. [IpucTymbl XxapakTepu30BaInuch
TOMMMOP(HU3MOM, COXpaHsisi (pOKaNbHBIE YePTHI, BBICO-
KON 4acTOTOM, TEHJICHLIMEeM K KIJIACTEpPHOMY TEUECHUIO
U PE3UCTEHTHOCTHIO K MpOBOAMMON Teparmmu. baso-
BbIC AHTHANWICNTUYCCKUE MpEenapaThl, B Pa3IUYHBIX
KOMOHMHAIUSX, CTEPOMIIHBIC TOPMOHBI OKa3bIBAIOTCS
Hed(PPEKTUBHBIMA, KPATKOBPEMEHHBIN TIOJIOKUTEIh-
HBI 2(PQPEKT OTMEUCH NpPHU TNPUMCHCHHH BBICOKUX
7103 KJIOHAa3emama, 4yTo M OTMEYeHO BO BTOPOM Ha-
Omronennu. CHHAPOM SIBIAETCS BO3PAcT3aBUCHMBIM,
AMEET YeTKHE KINHUKO-HeHPO(PU3NOIOTHUSCKUE Xa-
PAKTEpPUCTUKU. B HHTEPUKTAIBHON 3amucu  Hapsay
¢ mudy3HBIM 3aMEIJICHHEM OCHOBHON AaKTHBHOCTH
OTMEUAIOTCsl PerHOHAILHBIE WIIH MYJIBTHPETHOHAIbHbIE
snuienTH(GOPMHbIE pa3psabl ¢ GOpMUPOBaAHHUEM B UTO-
re MmarTepHa MHO)KECTBEHHBIX HE3aBUCHUMBIX (DOKYCOB
CIIAIIKOB, peXe — HAJIOKEHUE IaTTepHa IPOAOIIKEH-
HOTO MUTPHUPYIONIET0 MYJIBTHPETHOHAIBHOTO SITHJIETI-
TUYECKOTO CTaTyca Ha «CYyNpPECCHUBHO-B3PBIBHOW» THUI
O0I" ¢ nuddy3HBIMHA NOTUIHUK-BOTHOBBIMH Pa3psiiaMu.
[Ipu HelipoBu3yanu3anmu B OOJBIIMHCTBE CITy4Yacs,
OTMCAHHBIX B JINTEpAType M HAIINX HAOIIONCHUSAX, OT-
MeYalich JIMIIb HerpyOble arpouyecKkre U3MEHEHHUSI.

JlaHHBII CUHIPOM, OTHOCSILIMICS K TPYIIIE MIIAJICH-
YECKUX AMIIESNTHYECKAX dHIe(aNonaTuii, XapaKkTepu-
3yeTCsl BBIPAXKCHHBIM HApyLICHUEM ICUXOMOTOPHOTO
pa3BuTHs, (OPMHUPOBAHHEM TeTpamapesa, TIKEION
YMCTBEHHON oTcTanoctu. IloaTBepxaeHne Hamu4us
myTtamuid ¢.1055T>G B renax CACNAIA n SCNSA
MO3BOJIWJIO JMATHOCTUPOBATh T'€HETUYECKHUE SIUJICH-
cuu (KaHAJIOMATHH) Y MIIANICHIIEB. YUWTHIBAs 3THO-
NaToreHeTHYeCKuit nonmmopdu3M cunapoma Kormmo-
na—/Jlronaka, TeHETHYECKOE MCCIIeIOBaHUE CUUTAeM
HEOOXOAMMBIM.
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