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Pannue demckue snunenmuueckue sHyedanonamuu npeocmasisom coboil 2emepoeHHyI0 epynny msmaxenbix
NUNENCULL CO MHOMECIBEHHBIMU NPpUcmynamu. 3a60s1e6anue, HAUUHAIOWLeecs 6 MIA0eH1ecee, XapaKmepusyemcs
He6IAONPUSNHBIM NPOZHO30M 8 OMHOUIEHUU 0BULAMETILHBIX U KOZHUIMUBHBIX PYHKUULL 0axce NPU c60e8PeMeHHOM
HA3HAYeHUY NPABUILHOL mepanuu. B cospemenHoti knaccupukayuu snunenmuueckux CUHOpoMos 0aHHoe 3a007eaHue,
evi36anHoe mymavueti 6 2ene KCNQ?2, gpueypupyem xax omoenvHas H030702Us. B muposoti numepamype onucaro

He 6ornee 150 cryuaes 3a00n1e6aHUS, 6 OMe4eceeHHOL — 00UH. B cumy HU3Kol pacnpocmpaneHHOCHU U peoKozo
ONUCAHUS NPUMEPOS Be0EHUS NAUUEHINOB C PAHHel UHMAHMUNLHOU SnuUnenmu4eckoil sHyedanonamueti 7-20 muna
Npeocmassisem KIUHUMECKULE CLy4ati U3 co0CMeeHHOU NPaKmuKi.

Kmouesvte cnoea: panHas uHPaHmunbHAs INUnenmuseckas IHUuedanonamus 7-20 muna, 360/0UUOHHAS
U snunenmuveckas snyedpanonamus, mymauus é eene KCNQ2
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PacnpocrpaHeHHOCTb

Ha cerogHAIIHUI IeHb 3apeTUCTPUPOBAHO HE MeHee
194 cnydaeB anunencuu, ceAsaHHol ¢ renom KCNQ2
(potassium channel, voltage-gated, KQT-like subfamily,
member 2), MyTanuamy, pacrpee/leHHbIMYU IO BCeMY
reHy, 4T0 00yC/IOBIMBAET PA3HYIO CTEIEHb TSKECTH
6onesun [1]. Yacrora BosHukHOBeHUss KCNQ2-DEE
(KCNQ2-associated developmental and epileptic en-
cephalopathies — accorunpoBaHHbIe HapyIIeHNs Pa3BuU-
THS U SIWIENTUYecK1e sHLedanonarun) — 10 crydaes
Ha 100 ThIC. HOBOPOXX/JEHHBIX [2].

MOJ'IEKynﬂprIﬁ nartoreHes u HacefoBaHue

I'ern KCNQ2 pacnonoxen B nokyce 20q13.33 u kogupyeT
IIOTEHLMAI3aBUCYMbII Ka/JMEBbIN KaHa/ B TKaHAX IO-
JIOBHOTO Mo3ra [3].

MyTanum B OJHOM 1 TOM K€ TeHe MOTYT BBI3bIBAaTb KaK
Hob6poKadeCcTBEHHbIE, TAK U TsDKeMble aMmencun. Ten
KCNQ2, myTanus KOTOporo IpuBOAUT K JOOPOKadecT-
BEHHBIM CeMeJIHbIM HeOHaTaIbHBIM cyfoporaM (benign
familial neonatal seizures, BENS) [3, 4], ommcan Takxe

KaK IIpUYMHA paHHell MH(QaHTIIBHON SIS TIYeCKON
sHuedanonartuy 7-ro tuma. O6e HO30/I0TMY IpefCcTaB-
JSI0T c060JT MPOTUBOIOIOXHbIE KOHIIBI CIIEKTPa SINU-
JIeTICUIT ¢ HeOHaTaAbHbIM HavamoM [1]. BENS cunrtaercs
IOOpPOKadeCTBEHHBIM BAPMAHTOM: CYJOPOIY CIOHTAHHO
paspemanTcsa Yepe3 HeCKONbKO HefleNlb VI MecCsIeB;
y MalMeHTOB HAaO/MI0aeTCsl HOPMa/IbHbII IBUTATeIbHBII
M KOTHUTUBHBIN 1cxof. Ha mpoTuBomnonoxxHoM mosnio-
ce Haxopurcs sHnedanonarus KCNQ2-DEE ¢ tpynHO
M3/IEYMMBIMU CYJOPOTraMI U CEPbE3HOM 3a/IEPXKKOIL pas-
ButuA [5]. O6a 3a60eBaHNs HACTIEAYIOTCA 110 Ay TOCOM-
Ho-foMuHaHTHOMY Tuity. KCNQ2-DEE uaie BosHuKaeT
BCIIEICTBIE MIICCEHC-MYTaLuit de novo.

KnuHnueckue XapaKTepucTuku CMHapoma

PanHsst nHaHTIIBPHAS SNMIENTHYeCKas sHIedano-

HaTus 7-TO THUIIA — 9TO CUH/POM, XapaKTepy3yOIUACs

CIefyOMMMY IpU3HaKamu [2]:

= HaYasI0 SIVJIETICUY B IIEPBbIe TPU MeCAL[A XI3HIU C Yac-
ThIMM (PapPMAKOPE3NCTEHTHBIMI SIVIIENTIYECKIMI CY-
IOPOXKHBIMI ITPUIIAKAMII;
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= aHOMaJIbHBIC Pe3y/IbTaThl HeBPOJIOTUYECKOro 0OcCiIe-
[OBaHNA, HAIIpUMep HapyIIeHUsA OCAHKY, MBIIIEYHO-
rO TOHYCa;

= yMepeHHble WM IIyOOKMe IHCHXOHEBPOIOTMYECKMe
HapYIIeHUA Pa3BUTHA, IPOABIAONINECH B IMHAMIUKeE
B TeYEHNeE HeCKOJIbKUX JIET VI COXPAHAIOIIMECT Jaxke
B C/Ty4ae PeMMUCCUY IPUCTYTIOB [6];

= aHOMaJbHas MEXIIPUCTYIHAs 9/leKTposHIedaso-
rpamma (93I), KoTOpasi MOXKeT BK/IIOYATh MATTEPH
«BCIIBILIKA — IOfiaBjIeHe», AudysHOe 3aMefIeHe
VIV MHOTOOYAroBble Pa3pAMbL.

B HeTsIKeNbIX CUTYaLMAX FeTePO3UTOTHbIE MYyTalyy

B reHe KCNQ2 nposBisaoTcs GeHOTUIIOM CaMOKOIIUPY-

Iolelicsa (ceMeitHO) HeoHaTaabHOU anmnencun. Ilpu-

CTYIBI IPEKPAIAIOTC K HIECTMHEEeTbHOMY WM, PEXe,

IIeCTYIMECYHOMY BO3pacTy [2].

InddepeHunanbHaa auarHocTmka

IuddepenimanbHy0 AUarHOCTUKY C/IERyeT IIPOBOJUTD
MEXAY CIPOBOLMPOBAHHBIMIL IPUCTYIIAMM, CBSI3AHHBI-
MM C TUIIOKCHYECKON MIIEMIYIeCKOlT SHIle(aonaTelt,
MHQeKIeit, OCTPbIM 0OpaTVIMBIM HapylleHeM 0OMeHa
BellleCTB, MHCY/ITOM WM BHYTPUYEPEITHBIM KPOBOU3-
JIMSHUEM, a TAaKXe Apyrumy GpopMaMy 9BOTIOLMOHHOI
U SNMIENTUYECKON 9HIIe(ATONaTUN, ITUOIOTUIECKN
crietudunyecknMu cugpomamn [2, 7].

Jleyenue

Ha cerogusiuHmit feHb 6I0KaTOp HATPMEBBIX KAHAIOB
(BHK) cunTaercs npenapaToM NepBOIi IMHUM IIPU MU~
nericum, cBsazanHoy ¢ KCNQ2. IloTeHiman3aBucuMbie
HaTpMeBble 1 KaJieBble KaHaIbl JIOKaMU3YIOTCA Ha Hellpo-
HaympHON MeMbpaHne. CregoBarenpHO, 3¢ HEKTUBHOCTD
IIpenaparos, jeitcTByommx kak BHK, moxer OBITH CBS-
3aHa ¢ UX MOAy/IMpyommM s dekToM Ha 06a KaHana [8].
IIprMeHeHNe IperapaToB yKa3aHHOI IPYILIBI CIIOCOOCT-
ByeT pemuccun npuctynos. HeaddexruHocts eHo-
6apOurTana, 4aCTO Ha3HAUYAEMOrO IPY HEOHATATbHbBIX
cymoporax, u a¢dexrusrocts BHK, taknx kak kapbama-
3enuH 11 (PEeHNTONH, PACCMATPUBAIOTCS B KA9eCTBE OffHOI
u3 BaxHeiyx xapakrepuctuk KCNQ2-DEE [2].
Kap6amasenun crocobeH cTabunmM3npoBaTh HEaKTUB-
HOe COCTOsIHNe MOTEHI[aI3aBIUCUMbIX HaTPUeEBBbIX Ka-
HAJIOB, KOTOPBIE JIOKA/IM3YIOTCS C Ka/IMEBBIMI KaHATaMI
KCNQ B HeltpoHanbHbIX MeMOpaHax. Kpome Toro, mpe-
HapaThl Ba/IbIIPOEBOII KNCTIOTEI, QEHUTOVH HATPUA U Jie-
BeTHpaneraM 3pQPeKTUBHBI y HEKOTOPHIX MAalMEHTOB.
Peturabus (v 930rabuH), ZeCTBIE KOTOPOTO HAIIPAB-
neno Ha KaHansl KCNQ, 66171 mepBpIM 0700 peHHBIM IIPO-
TUBOSIIMIENTNIECKUM IIPENIAPATOM, CIIOCOOCTBYOLINM
aKTMBAIMM KaMMeBbIX KaHamoB. OfHAKO KIMHIYECKOe
IpUMeHeHNe peTUrabuHa O6bII0 IpeKpalleHo U3-3a eTo
no6ouHbIx 3¢ dekxToB [5].

Knunuueckuin cnyyait

B InegnaTpmiecKkoe OoTAe/IeHNEe Cl)e}lepaHbHOI‘O OEHT-
Ppa MAaTE€pUMHCTBA N NETCTBA IIO IIOBOLY €XE€JHEBHDbIX
BsﬂpaI‘I/IBaHI/Iﬂ II0 TUITY CIIa3MOB, T€HE€Pa/IN30BaAHHBIX
TOHMYECKNX NPUCTYIIOB B aHAMHE3€ pe6eH01< BIIEPBbIE
IIOCTYIINMJI B BO3pAacCTe TPEX MECALIEB.

Hesponorua u ncuxmatpus

KNMHNUeCkaa npakTika

V13 aHaMHe3a M3BECTHO, YTO [ileBOYKa OT IIepBoil Oepe-
MEHHOCTH, IPOTeKaBlIell BO BTOPOM U TPeTbeM TpU-
MecTpe Ha (OHe reCTAIMOHHOTO CaxapHOro auabeTa.
B nenax npodumaKTUKY MPEIKTAMIICUU MaTh IOyYana
ACTIMPVIH.

Poppr mepBrie, cpounble, Ha 40-71 Hefene. BoimonHeHa
VMHOYKIVA POOB OKCUTOLHOM, OTMEYaluCh IIUTENb-
HBI/T 6e3BOJHBII MPOMEXYTOK (29 yacoB 50 MUHYT)
U TIPeXXeBPEMEHHDII Pa3pbIB INTOZHBIX 000I0UeK.
Macca Tenma pebeHka npu poxxpeHun — 2960 1, annHa —
52 cm, orjeHKa 110 1ikaje Anrap — 8/9 6annos. Uepes nBa
Jaca [I0C7Ie pOXXTeHNA IiepeBefieHa B OTAe/IeH e [JIA COB-
MECTHOTO IIPeObIBaHNUSA C MaTePhIO.

IlepBpIli KpaTKOBPEMEHHBIN NIPUCTYIN Te€HEpPanmu3o-
BaHHBIX TOHMKO-KJIOHMYECKUX CYJOPOr OTMeYancda
Ha TPeTbM CYTKM XXU3HU. [IpncTym, COIpOoBOX/IaBIINIICA
M3MeHeHNeM I1BeTa KOXKHBIX IIOKPOBOB, OBUI KYIVPOBaH
CaMOCTOATENbHO. B cBA3M ¢ pa3BuUTHEM CYOPOKHOTO
CHHZIpOMa pebeHKa mepeBenu MOy HabIofeHe B OT/e-
TIeHMe PeaHuMalMy Y MHTEHCUBHOI Tepaluu, rje He-
OJHOKPAaTHO (UKCUPOBAIUCH NPUCTYIB TOHUYECKIX
CYROPOT ¢ smM30ZaMu JecaTypauuu fo 60%, 6pangu-
kapgueit go 90 yn/muH. HasHaueHa Tepanus Mupaaso-
JTaMOM, HaTpMs TUOIEHTanoM (o 5 Mr/kr/4). JleBouxy
MIOJK/IIOYM/IN K allapaTy MCKYCCTBEHHON BeHTIIALIN
nerkux. [To ganubiM Bupeo-O3T-Mountopunra (BOM),
3aperucTpUPOBAHBl MPEPbIBUCTBIN JOMMHUPYIOINIT
[aTTepH, efuHNYHbIe npuctynsl. K Tepanun gobasu-
nu Iarmogepan-1 (go 25 MI/Kr/cyT) u IeBeTHpaLeTaM
(mo 30 mr/kr/cyT).

IIpoBeneH guarHoCcTIYeCKmit MOUCK. VICKTI04eHbI 371eKTPO-
JUTHBIE HAPYLIEHs [0 pe3y/bTaTaM HellpocoHorpadum
¥ KOMITBIOTEPHOI TOMOrpaduy rOTOBHOTO MO3Ta: HaH-
HBIX O BHYTPIDKETYIOYKOBOM KPOBOM3NMMAHMM HeT. Pe-
3y/IbTAaThl TIOMOA/ILHON ITYHKI[UY He MOATBEPAWIN VH-
(eKIIMOHHBI IPOLIeCC B LIeHTPaTbHOI HePBHOIL CHCTeMe
(LHC). Ha dpone npoBoayumMoit KOMOMHMPOBAHHOI IIPO-
TUBO3MIIIENITUYECKOI Tepanuy IPORO/IKaIN PerucTpu-
PpOBaTbCA €MHNYHBIE CYJOPOTY, MOABUINCH OPa/IbHbIE
aBTOMaTM3Mbl. BOM Ha 7-e u 14-e CyTKU XU3HU: 9/IeK-
TpUYeCKye IPUCTYIBI C IpeobIajaHyeM B [IeHTPaNbHO-
BUCOYHBIX OTBefeHMsAX ¢ obenx cropoH. Ha 19-e cyTkn
KU3HU peOeHOK ObIT 9KCTYOMPOBaH, a 4epes Tpoe CyTOK
IepeBeNieH B OT/Ie/IEHNE TTaTONIOTUY HOBOPOXX/I€HHBIX
U HEJIOHOUIEHHBIX, I7ie IPOBOAIMIACh KOPPEKINSA IPOTH-
BOCYROPOXHOIT Teparmu: fo3y Ilarmodepana-1 yMeHb-
mmn ¢ 25 go 20 Mr/Kr/cyT, 03y neBeTupaleTaMa ocTa-
BV TIpexHelt (50 MI/KT/CyT), TOTIOMHUTENLHO B CXeMY
Tepanuy BBEIN IIpenapar BaJblIPOEBOIl KMCIOTHI B 103€
50 Mr/Kr/CyT.

Ha 21-e cyTku >XKM3HM BBIITOJTHEHA MarHUTHO-PEe30HAHC-
Has tomorpadusa (MPT) ronmoBHoro mMosra: KapTuHa
eIMHUYHBIX METK/X OYarOBBIX M3MEHEHUI B TEMEHHBIX
JONAX, OCNENACTBUA NE€PEHECEHHBIX BHYTPUMO3TOBbIX
KPOBOV3/IVAHUI.

Ha 28-e cyTku pebeHKa IiepeBe/iy B OT/e/IeHIe HEOHATO-
JIOTUM U HeOHATaJbHOI XMPYPIuUM, Ife, M0 HaHHBIM
BOM, saperucTpupoBaHa MyIbTUPErMOHATbHAA 3IIN-
nenTU(GOpMHasg aKTUBHOCTb C MUTPUPYIOLIVIM Peruo-
HaJIbHBIM aKIleHTOM. VIH/leKC aKTMBHOCTY BBICOKMUIA.
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3a BpeMs HaOMIOleHNUs B CTAL[MOHApE B 0OBEKTUBHOM
HEBPOJIOTMYECKOM CTaTyce COXPaHAINCh CUHIPOM YT-
HereHua ITHC, mapokcusmanbHble OBVOKEHUS TI7Ias3-
HBIX I07I0K, f3bIKa. VI3-3a HapyIIeHNsI COCATEeNbHOTO
pedriexca pebeHka KOPMUIN Yepe3 HA30TACTPA/IbHBIIL
30H/. JJo3y Ilarmodepana-1 HOCTeIeHHO CHUMIN JIO
10 Mr/kr/cyT, Bo3y IpemnapaTa BalbIIPO€BOIl KUCIO-
TBI — 0 35 MI/KTI/CyT, 103y JIeBeTHpaleTaMa yBeInanin
mo 55 mr/kr/cyT. Ha ¢oHe Tepamuu KIMHMYECKU U IO
maHHBIM BOM TunmyHbIxX snmientudOpMHBIX paspsifioB
He BBISIBIEHO. 3aperCTPUPOBAHbI OCTPBIe BOJTHEI I 3a-
OCTpeHHbIe KOMIIIEKCDI CTIOKHOM KOHQUTYpaLuu, 10-
Ka/lM30BaHHBIE B JIEBOJ M IIPAaBOJl TEeMEHHBIX 00IACTAX.
VInpgekc akTMBHOCTY HU3KUIL.

B urone 2023 r. B Bo3pacTe Tpex MecsALeB I obcne-
TOBaHNA ¥ KOPPEKIUN IIPOTUBOCYAOPOXKHON Tepannmn
pebeHOK IOCTYINI B IefuaTpudecKoe OTAeNeHe Ku-
Huveckoro neHrpa Ilepporo MockoBckoro rocygapcr-
BEHHOTO MefMLMHCKOro yHuBepcutera uM. VI.M. Ce-
4yeHOBa. IIpy MOCTYIUIeHNN B OOBEKTUBHOM CTATyCe
obpaimano Ha ceba BHUMaHVe OTCYTCTBUE PUKCALN
B30pa, yrHeTeHne ¢yHkimit IJHC, sagepikka ncuxomo-
TOpHOTO pasBuTu:. B gBuratenpHoit cdhepe — popmupo-
BaHIIe TeTpalnapesa I10 CIaCTUYeCKOMY THITY.

[TpoBemer BOM: B mepmop 604pCcTBOBaHMA M BO CHE
Ha (QoHe 3aMeyIeHNsI OMO09TeKTPUYECKONl aKTUBHOCTH
PErNCTPUPYIOTCS OAVIHOYHBIE OCTPOBOTHOBbIE IIOTEHIN-
aJipl (B TOM 4UCTIe C MeJIEHHO KOMITOHEHTOI U popMu-
pOBaHMEM KOMIUIEKCOB «OCTpasi — MEMJICHHAsl BOTHA»)
HE3aBJMICMMO B JIEBOJI 3a[JHEBMCOYHON 3aThIOYHOI 00-
MacTH, B JIEBOU 1IeHTPaTbHOBUCOYHOI 06macty (B 4act-
HOCTH, C IIePUOANYECKON JIaTepanusanyeil Io JIeBOMY
HONYLIAPHI0). DUUIENTUIECKUX [IPUCTYIIOB BO BpeMs
obcnenoBanus He 3adUKCUPOBAHO. BriosnexTpuaeckas
AKTMBHOCTH TOJIOBHOTO MO3Ta Jie30pTraHu30BaHa, aud-
¢dysHO 3aMefyieHa, KOPKOBbIe PUTMBL OOPCTBOBAHNSA
He BbIpakeHbl. CoH 1 6onpcTBoBaHue Ay depeHIpoBa-
HBI, CTaZIM}i ¥ TIATTEPHBI CHA OLIPENe/IAI0TCS, OTMEYaeTCs
CHIDKEHME MH/IEKCa BEPeTeH CHa I10 JIEBOMY ITOTYIIapPIIO
Moa3ra. B 1esiom nMeroT MecTo BbIpakeHHbIe AnPy3HbIe
M3MeHeHUA 0M03/IeKTPUYECKOI aKTUBHOCTY (HYHKIVO-
Ha/IbHO-OPraHNMYeCcKOT0 XapaKTepa, CBUJIeTeIbCTBYIO-
mue o AucyHKUMM fU9HIe(aTbHO-CTBOMOBBIX CTPYK-
TYP, CHIDKEHU YPOBHA (PYHKIVIOHAIBHOV aKTVBHOCTU
KOPBI TOJIOBHOTO MO3Ta.

B cranuoHape pe6eHOK HEOHOKPATHO KOHCY/IBTHPOBAH
Bpa4oM-HEBPO/IOrOM. PekoMeHJ0BaHO IIOCTeleHHOE CHU-
>KeHMe 03Bl JIeBeTHpaleramMa 10 MOTHOM OTMeHBI 110
KOHTpo7eM cocTostHMA 1 O3 -MoHnTOpUHra. B myinaMuke
3a IOJIrOfja 103 IperapaTa BaIbIIPOEBOIl KICIOTHI ObLIa
CHIDKeHa Jio 28 mr/kr/cyT, [larmodepan-1 orMeHeH. Pebe-
HOK BBIIMCAH JJOMOIA, JaHbI PEKOMEHAIVIN.

Yepes mecTb MecALEeB MOCIE IOCAENHEN TOCIUTAIN3a-
LY CTYYM/ICA AUTENTbHBIN SIVMIeNTIYeCKNil IPYUCTYII,
MOTpebOBABLINIT SKCTPEHHON TOCIUTANN3ALUN B He-
BpOJIOTMYECKOe OTfe/NeH1e. Tepamnns epeTrpaleTaMoM
IIPOZIO/DKEHA B o3e 28 MI/KI/CyT.

Ha ¢oHe xoppeKIiun Tepanny 0TMeYanoch cTabuib-
HO€ COCTOsHNE, CYOPOT HeT, JeBOYKa CTa/la aKTUBHee,
YBEIMYVINCD HTePBajIbl 60PCTBOBAHNA, IOABUIACH

¢uxcanus B3opa. Bo BpeMst KaXX/;0ro KOpM/IeHs Ipo6-
HO TTofTy4asna 6yThIIOUKy ¢ MonmokoM (5-10 mi), kpart-
KOBPEMEHHO COCasla, He CPBhITYBAJIa.

PesynbraThl reHeTH4ECKOTO 0OC/IETOBAHNA: C YIETOM
Bo3pacTa #ebi0Ta U MATTepHA CY[OPOT, pe3yabTara
IIPOBEJIEHHOTO MOJIEKY/IAPHO-TeHeTUYeCKOTO McCile-
moBaHMs (0OHAapyXeH paHee ONMMCAHHBIN ITATOT€HHBIN
HYK/IeOTUAHbI BapuaHT chr20:62073835G&gt;A (hgl9,
ENST00000359125.2, c.740C&gt;T) B reTepo3suroTHoM
coctosasuuy B reHe KCNQ2, 4To mpuBOAUT K aMUHO-
KJCTIOTHOIT 3aMeHe p.Ser247Leu) y pebeHka, BepOATHO,
MMeeT MeCTO PaHH:AA SMWIENTNYeCKas SHLedanonaTus
u sHLedanonatys passutys, i 7 (OMIM 613720). s
HOATBEPXKICHMS AMArHO3a U IUVIAHUPOBAHUSA HajIbHeil-
IIEr0 AEeTOPOXK/EHNS B CeMbe HEOOXOAMMO MPOBEfEeHIe
reHeTU4ecKoro obcnenoBanms (peKOMeH AN aHbl).
JleBouka BBINMCaHa B CTAOMIIBHOM COCTOSHUM. Pexo-
MeH/JOBaHbI 00s13aTeNIbHOE AMHAMIYeCKOe HabofeH1e
Y HEBPOJIOTa-3MUIENToN0ra, KOHTponb 33T u nanbHeit-
IIas KOppeKIVsA IIPOTUBOSIMICITUIECKOI TepaIny I0f,
KOHTPOJIEM COCTOSHMA.

B ¢eBpane 2024 1. BHOBb CIyUYM/ICSA SMUTIENTIYECKII
IpPUCTYI, MOTPebOBaBIINIT ToCcIMUTaNU3annu. Tepamnus
IPORO/DKEHa B IPeXXHeM 06beMe, yBeIMdeHa [03a IIpe-
Iapara BajIbIIPOEBOI KVUCIOTHL C Y4€TOM M3MEHEHMS
MacCOBBIX IIOKa3aTeselt.

Pe6eHOK rocnmuTanM3MpoBaH B IefUATPUIECKOE OT-
menmeHue B BospacTe 1 ropma 1 mecsna (B mae 2024 r.).
Ha ¢done xoppexyun tepanuyu B 06beKTHBHOM CTa-
Tyce OTMeYanach MOJIOKUTE/IbHAA JUHAMUKA: COCTO-
SHUe JeBOYKM CTAaOUIbHOE, CYRLOPOr HeT, pebeHOK
CTaJl aKTMBHEE, YBEIMYMINCh NHTEPBaIbl 60PCTBO-
BaHUsA, HaOmoganach Qukcanus B3opa. Pesynprars
BOM Ha momeHT Habmwopmenusa (mai 2024 r.): 6uo-
9JIeKTpUYeCcKas aKTVBHOCTb MO3Ta Je30praHMU30BaHa,
mnddysHo 3ameneHa, TUIMYHOI SNMIENTUPOPMHON
aKTMBHOCTM He BBISBIICHO, OCHOBHAsI aKTVBHOCTD HU3-
KoaMIIUTyAHas, ¢pparmentapHas. CoH n 6ofpcTBo-
BaHMe AnddepeHIPOBaHbI, CTafUN ¥ IATTEPHBI CHA
BBIpa)XeHBI ¢71ab60. B 11e1oM oTMeyanuch BrIpaXKeHHbIE
nuddysHble U3MeHeHUA QYHKIMOHAIbHO-OpraHudec-
KOTO XapaKTepa, CBUfIeTe/IbCTBOBABIINE O ANCPYHKIUN
IusHIeabHO-CTBOIOBBIX CTPYKTYP, AuddysHoM 3a-
MeIeHN 61109/IeKTPUIEeCKOil aKTUBHOCTHU TOJIOBHOTO
Mo3ra. JNWIENTUYeCKUX IPUCTYIIOB He 3aperucTpupo-
BaHO. Ha ocHOBaHMM MOTyYeHHBIX JaHHBIX MPOTUBO-
CYIOPOXHYIO TePaINI0 PeKOMEHIOBAaHO NMPONO/DKNUTD
B IIpeXXHEM 00ObeMe.

IInaHoBas rocnuranusauusa B Bospacre 1 roma 11 me-
csueB (depes 1ecTb MecsleB, HOSI0pb 2024 1.) mist 06-
CIe[lOBaH, OLlCHKY 3P PEeKTUBHOCTI Tepaluu U Ipu
HeoOXOIMMOCTY ee KOPPeKIINY He BbIsABIUIA KaKMUX-TI60
3HAUMMBIX [/ Tepanuu uaMeHenuit. Knunudeckn —
CIIACTIYIECKUIT TeTpanapes, rpybast 3afiepykKa ICUX09IMO-
I[VIOHaJIbHOTO ¥ MOTOPHOTO pa3BuTuA. CaMOCTOATeNb-
HO HEIPOJO/DKUTENIBHO YAEP)KMBAeT TOJIOBY, IIBITACTCS
MOBEPHYTHCS Ha H6OK. DMOLNOHANTBbHOE Pa3BUTUE CO-
OTBETCTBYET JBYM-TPEM MecCsAIjaM )Xn3HI. Pe6GeHok exe-
MeCSITYHO HabII0faeTcsi B ne4e6HO-AMAarHOCTNIECKOM
OTHeIeHNM.

JddekTuBHaA hapmakorepanua. 21/2025



3aknioyeHue

Ha ocHOBaHVM M3/I0KEHHOTO MOXKHO CHeNIaTh CIeRyIo-
IIye BBIBOABL. B IIpecTaBIeHHOM KIVMHMYECKOM CTydae
ne610T 3ab0/meBaHMs 3apETUCTPUPOBAH B IEPBble JHU
KusHu, 9to cupasenauso gasi KCNQ2-DEE [2]. 3aduk-
crpoBaH 6bICTpBIit U cToNKuIT 3 dexT Ha poHe mpuema
IpemnapaTa BaJbIIPOEBOI KMCIOTHI, OIOKMpYIOLeil Ha-
TpMeBble IOTeHIMAI3aBUCUMBble KaHaabl. DPdexTus-
HocTb BHK - opgun n3 saxxusix kputeprueB KCNQ2-DEE
B omune ot gpyrux DEE [7]. Opgnako cnemyeT oTMe-
TUTh, YTO IPU CHYDKEHUM [03bI IIPENapaToB BalblIpoe-
BOJI KVCJIOTBI 11 JIeBeTHpalieTaMa CYJOPO>KHBIII CUH/IPOM
B0300HOBIsIc. MPT romoBHOro Mosra He Mmokasasna
KIVHUYECKY 3HAYMMBIX CTPYKTYPHBIX M3MEHEHUI, ITO
B 6orbiueit crerenn xapakrepHo mist KCNQ2-DEE [2].

KNMHKUeCKaa npakT

IICYXOHEeBPOJIOTMYECKOTO Pa3sBUTHSA pebeHKa ¢ Iof00-
HBIM 3260/1eBaHMeM HebOmaronpusTHeI. PaHHee BbIsiBIIe-
Hue sHedanonaruy KCNQ2 ¢ mocnenyommm Hanbonee
OAXOAAIINM 3 (DEKTUBHBIM JIedeHIeM MOXET CBITPaTh
BaXHYIO PO/Ib B CHVDKEHMM HapylLIeHWUII HepPBHO-IICU-
XMYEeCKOTO M MOTOPHOTO pasBUTUS pebeHKa, CBsI3aH-
HBIX C 9TUM paccTpoiicTBOM. Bepuduxanus auarnosa
MMeeT 3HaueHMue JJIA PeNpOYKTMBHOIO IUIAHMPOBAHNSA
B CEMbe.
Bxnao aemopos. Bce asmoput 6 pasHoti crenenu eHecu
8011 8KIA0 8 PYKONUCH, PACCMOMPENni ee OKOHUAMEeNbHbIL
8apUAHmM U 0anu coenacue Ha NYOIUKayuio.
Kongpnuxm unmepecos. Asmoput 3asensom
06 omcymcmeuu KOHPAUKMA UHINEPEeCcOs.
Dunancuposanue. Paboma svinontera

Wrtak, npoaHanmusupoBaB OCHOBHbIE KPUTEPUM paH-
Hell MHQaHTUIBHON SNMMIENTUYECKO! sHIedanomna-
TUM 7-TO TUIA U Ipenaparhl IepBOJ NMHUY, NIPUXO-
IOUTCA KOHCTaTMPOBATh, YTO IIPOTHO3 C TOUYKM 3PEHMS

6e3 cnOHCOPCKOTE NOOOEPHKU.

Cobmoodenue npas nayuenmos u npasun GuodsmuKu.
Ionyueno ungopmuposanmoe coenacue 3aK0HH020
npedcmasumens 0 nyOAUKAUUY KIUHUHECKOZO CTLYyUasL.
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Early Infantile Epileptic Encephalopathy Type 7
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Early childhood epileptic encephalopathies are a heterogeneous group of severe epilepsies with multiple seizures.

The disease, which begins in infancy, is characterized by an unfavorable prognosis in terms of motor and cognitive
functions, even with the timely appointment of proper therapy. In the modern classification of epileptic syndromes,
this disease, caused by a mutation in the KCNQ2 gene, is isolated as an independent nosology. There are no more
than 150 cases of the disease described in the world literature, and one in the domestic literature. Due to the low
prevalence and rare description of examples of management of patients with early infantile epileptic encephalopathy
type 7, we present a clinical case from our own practice.

Keywords: early infantile epileptic encephalopathy type 7, evolutionary and epileptic encephalopathy, mutation
in the KCNQ?2 gene
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