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Kak KCNT1 npucyrcreyet

HeTun c annnencuenr, ceaszaHHomn ¢ KCNT1, moryT nepBoHa4Ya/ibHO NPUCYTCTBOBATb C HE3HAUYUTENbHbIMU
cyaoporamm, TaKMMM Kak nogeprmsaHme B 04HOM KOHEYHOCTU, AETCKME CNasMbl UKW CYyAOPOrM BO BPEMSA CHa,
a 3aTeM MPOrpeccupoBaTh 40 HEMPEPbLIBHbIX CYA0POr, KOTOPble NepeMELLAOTCA C O4HOM CTOPOHbI TeNa Ha
Apyryto. dnunencua, cesazaHHan ¢ KCNT1, obbl4HO cBA3aHa ¢ TpyAaHOM3Ne4YMMbiMU cyaoporamm (40-100 B
AEHb) U 3a4ePKKOM pa3BUTUA. HeKOTopble NaLMEHTbI HE y4aTCca XO4UTb U UMEOT MUHMMAJIbHYHO CNOCOBHOCTL
K obweHuto. MocneacTens BapMaHTOB MOTYT BKHOYATb KOPTMKA/IbHbIE HAPYLLUEHMA 3peHNUs,
ractpoasodareanbHbiii ped/oKc, 3anop, HEMPOreHHbIN MOYEBOM My3biPb U TMMOTOHUIO U ANCTOHMUIO. Y
HEKOTOPbIX AEeTel Pa3BMBAOTCA IEFTOYHbIE KONNATEPAIN U CEPAEYHbIE aPUTMUKN, KOTOPbIE MOTYT YBEIMUYNTD
PUCK CMepPTHOCTU. [1eTh noaBepKeHbl PUCKY BHE3ANHOW HEOXKUAAHHOW cmepTu npu anunencumn (SUDEP). EcTb
300 AnarHocTMpPOBaHHbIX C/y4aeB, HO, NO OLLEHKAM, B mupe HacuuTbiBaeTca 3000 YyesioBeK € anuiencuen,
cBAsaHHoM ¢ KCNT1.

CuHapombl anunencum, ceasaHHble ¢ KCNT1

KCNT1 saBnaetca KaHa/OM, KOTOPbIN BAUAET Ha NOTOK 3/IEKTPUYECTBA B Mo3re 1 B cepaue. Mytaunmn 8 KCNT1
NPUBOAAT K YBEIMYEHMIO INEKTPUYECKOrO NOTOKA Yepes 3TU KaZIiMHble KaHanbl. 9TO B NEPBYIO ovepeb
NPUBOAUT K Npobiemam C 3/1eKTPUYECKON 3/IEKTPUYECKON aKTUBHOCTbIO B MO3re, YTO MOXKET BbI3BaTb
cypoporun. CUHApoMbl anuaencum, ceasaHHble ¢ KCNT1, BkatoyatoT: 1) paHHKe npucTynbl, 1160 anunencuto
MNASEeHYecTBa C MUrpupyrowmmm GokanbHbiMu Nnpunagkammn EIMFS, TakyKe n3BecTHble Kak murpmpytowme
napuuanbHble Nnpunagku mnageHdectsa MPSI, 1M60 2) 3To MOXKET BbI3BaTb INUAENTUYECKYIO SHUEedanonaTmnio
EE. CywectByeT TakKe 3) 6onee no3gHaa ¢opma anunencum, ceasaHHom ¢ KCNT1, KoTopasa 4acTo U3BECTHA KaK
AYyTOCOMHO-AOMMHAHTHasA Ho4YHadA anunencua nobHo aonu ADNFLE, HeaaBHO nepenmmeHOBaHHas B
ayTOCOMHO-A0MMUHAHTHYO TMNEPMOTOPHYIO 3NUAENCUIO, CBA3AHHYH O CHOM (SHE). OTyeTbl BbIABUAM AeTeN,
KOTOpble NPOABAAIOT CUMMNTOMbI OT HECKOJIbKMX GEHOTUMNOB, B TO BPEMA KaK HEKOTOpPbIE N0AMN HECYT MyTaLMIo
reHa, Ho He umetoT cygopor. pyrue cuHapomel, cBasaHHble ¢ KCNT1, moryT BkAtoYaTb cMHAPOMbI OXTaxapbl U
Becra.

KCNT1 BbipaxaeTca B cepaLe U B KPOBEHOCHbIX COCYAaX, BbIXOAALWMX N3 cepaua. MHOraa aTo MoXKeT NpMBecTU
K CepAeYHbIM aPUTMUAM UK K 0O6Pa30BaHMIO aHOMA/IbHbIX KPOBEHOCHbIX COCY/10B, Ha3blBa€MbIX OCHOBHbIMMU
aopTonneYyHbIMM KonnatepanbHbiMm aptepuammn (MAPCAs), KoTopble MayT OT cepaua K nerkmm. CumtaeTcs,
4TO 3TW Konnatepanun obpasyoTca ANAa KOMNEHCALMM NAOXO0M LMPKYNALMM KPOBOCHABOXKEHNA Nerknx ns-3a
He[,0pPa3BUTbIX HATUBHbIX IErOYHbIX apTepuid. Mo oueHkam, 10% naumeHToB ¢ myTaumer KCNT1 nmetot atoT
peaKui TUN BPOXKAEHHOro NOPOKa cepaLia, KOTOPbIA MOXKET 6bITb ONACHbIM 4151 YKU3HMU.

EIMFS nan MMPSI — Hauano ao 6 mecaues
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Cynoporv 4acto HauMHaKTCA B BO3pacTe A0 6 MmecAuEeB U YBENNUYMBAKOTCA NO YACTOTE U TAXKECTU, YTO
HeraTMBHO BAMAET Ha Pa3BUTUE HEPBHOM CUCTEMbI M YACTO NPMUBOAUT K PETPECCUM U CEPbE3HBIM HapYLLUEHUAM
pa3suTUA. [pyrve Ha3BaHMA: aNMAENCUA MNALEHYECTBA C MUTPUPYIOWUMUK GOKANbHBbIMW NPUNagKamm
(EIMFS), paHHAs uHdaHTUAbHAA anMnenTuyYeckan sHuedanonatnsa, MMPSI nnm murpmposasas napumnanbHasn
anunencua mnagenyectsa. Cyaoporm MoxKeT ObiTb TPYAHO O6HaPYKUTb, HO PEOEHOK MOKET NONYYUTb UKOTY,
nepecrtaTb AbllWaTb, NOCUHETb UK YMepPeHHO noTeTb. Cyaoporu B EIMFS ycToMumnBbI K N1eKapcTBam 1 MOryT
CTaTb HenpepbIBHbIMK B BO3PACTe OT WeCTU A0 AEBATU MeCALLEeB. ITO MOXKET NPUBECTU K ANUTENbHbIM
npunagkam uam snuaenTmyeckomy cTaTycy.

ADNFLE - Hayano uepes 6 mecaues

MyTtauma KCNT1 moKeT BbI3BaTb KAacTepbl HOYHbIX CYy4,0pPOr, KOTOPble BApbMPYHOTCA OT NPOCTbIX
BO3DOYAEHUI 0,0 04eHb GU3MYECKUX ABUNKEHUI. ITW CyA0POrM CIYHatOTCA BO BPEMSA CHA U MOTYT 6bITb
OWMOBOYHO NPUHATLI 3@ HOYHbIE CTPAXU. ITOT PeHOTUN HA3bIBAETCA ayTOCOMHO-A0MUHAHTHON HOYHOM
anunencueit no6Hon gonn (ADNFLE), npuctynbl 06blMHO HauMHatoTca no3se, yem EIMFS.

AwnarHos

[unarHos yctaHaB/AMBaeTCa y NauMeHTa C TPYAHOU31EeYMMON 3NUAENCHEN U C BbIABIEHUEM F€TEPO3UTOTHOIO
naToreHHoro BapuaHTa B KCNT1 nyTem reHeTUYECKOro TeCTUPOBaHMA U3 cCepTUOULMPOBAHHON 1abopaTopun.
MaumeHTbl c cuHapomom MMPSI yaule Bcero ssasatoTcs myTaunammn de novo KCNT1, n 6onblumnHcTeo ¢ ANDFLE
HacneaylTca OT O4HOro U3 poauTenein. HeCKONIbKO KOMMNaHWM, 3aABUBLUMX FTEHETUYECKOE TECTUPOBAHME,
BKAtoYatoT reH KCNT1 B cBoM naHenu anuaencuu. MNpegnoytutenbHo, YTobbl reHeTUYecKue TecTbl Obian
cepTMdnuMpoBaHbl AMEPMKAHCKMM COBETOM MO MeAMUMHCKON FEHETUKE U TEHOMMKE.,

JleueHune

NeveHune anunencum, ceasaHHoi ¢ KCNT1, nepBoHavyanbHO GOKyCUPYeTCa Ha YMEHbLIEHUMN UAN OCTAHOBKE Yncna
npucTynos. K cokaneHuto, MHOrMe TPaguLMOHHbIE NMPOTUBOCYOPOXKHbIE NpenapaTbl paboTatoT He OYEHb XOPOLLO,
Mo3TOMY Bbl 40/13KHbI paboTaTb CO CBOMM Bpayom, 4Tobbl MonpoboBaTh pasnnyHble BapuaHTbl. TUMbl cyaopor,
MCMbITbIBAEMbIX STUMUN AETbMM, HACTO/IbKO M3MEHYMBbI, YTO XMPYPrMYecKoe BMeLIATeIbCTBO He ABNAETCA
BapMaHTOM, XOTS Y HEKOTOPbIX NaLUMEHTOB eCTb YCTPOMCTBO, CTUMYAUpYtoLlee 6ayskaatowmin Heps (VNS),
XMPYPrMyeckm UMNNaHTMPOBaHHOE C OrPaHMYEeHHbIM ycnexom. MHormMe poantenn coobLuatoT, YTo KeToreHHasn
AveTa ABAAeTca oAHUM 13 Hanbonee 3pdeKTUBHbIX CNOCO60B YyMEHbLLIEHUA CYyA0POr, 3a KOTOPbIM caeayeT
deHobapbuTan, Tonamakc Terpeton. XMHUAWH UCMONb30BACA B KayecTBe NPOTUBOCYA0POXKHOMO
MPOTMBOCYA0POXKHOMO BELLECTBa He MO Ha3HaYeHMIO C YCNEXOM Y HEKOTOPbIX MauMeHTOB, HO HeobxoamMm
TWATENbHbIA MOHUTOPUHT M3-3a BO3MOKHOIO HEFAaTUBHOIO BO34EWCTBUA Ha cepale. HekoTopble poanTtenm
Co061LaOT 0 HEKOTOPOM Y/yULIEHWUW C KaHHABUAMONOM, HO HET AOCTaTOYHbIX UCCAEA0BaHNI B 3TOM 061acTu.

B 4ONONHEHME K YMEHbLUEHUIO CYA0POT, ledyeHne GOKYCMpPYyeTCA Ha YCTPAHEHUN CUMMATOMOB, KOTOPbIE YacTO CBA3AHbI C
HU3KMM MbILLEYHbIM TOHYCOM U ceguaumeit oT 1EeKAPCTB. ITO MOXKET C034aTb NPO6AEMbI C KOPMIEHUEM U IOTAHUEM,
KeNy[ouYHO-KULLEeYHble TPYAHOCTU, 3anopbl, NPO6AEMbI C MOYEBbLIBOAALWLMMU NYTAMU. YacTo poamTenn CTanKMBaOTCA C
peLeHMemM 0 TOM, AOMNOHATL I NUTaTE/IbHbIE BELLECTBA CBOEro pebeHKa NyTem pasmelLeHWs BpeMEeHHON NUTaTeNbHOM
TpYyb6KM nan 6onee noctoAHHOM G-TPYBOKU. Y HEKOTOPbLIX AeTen ecTb Npobiembl ¢ cepauem 1 N1erkMmn, 0oCobeHHo
pa3BMTUE NOTEHLUMANbHO OMACHbIX KPOBEHOCHbIX COCY/10B, HAa3blBAaEMbIX OCHOBHbIMW a0PTasbHbIMU U NEFOYHbBIMM
KO/1aTepansaMm, KOTopble HEOBXOAMMO TLLATE/IbHO KOHTPOAMPOBATL, YTOObI YOeanUTbCA, YTO OHM He paspbiBatoTca. B



HEKOTOPbIX Cy4anX NIErOYHbIX KoAaTepans pekomeHayeTca ambonmsaums. NMpobaembl ¢ gbIXaHUEM U yNpaBAeHNEM
Opa/ibHbIMM BblAENIEHUAMM TaKKe MOryT bbITb Npob6emoii. AHO3 CHa 1 CyA0pPOrK BO BpeMs CHa TpebyoT MOHUTOPUHTA
C MOMOLLbIO PA3/IMYHBIX YCTPOMCTB U CUTHANN3ALMNI. POaMTENN TaKKe AOKHbI PaCCMOTPETb CrneLmasnbHble KpoBaTy,
noAaAepKnBatoLwme CTybsA U CTOSUME XOAYHKM, YTOObI MOMOYb PAa3BUTUIO KOCTEN W MbilL,. TBOPYECKUE POAUTENN U
TepaneBTbl af4anTUPOBAAU UTPYLLKM, CTO/bI U YCTPOMCTBA, YTOObI HaliTK cnocobbl obecneynTb pasBaeYeHma A1A CBOUX
OEeTel, a TaKk¥Ke cpeacTsa CTUMY/IMPOBAHUS KOTHUTUBHOMO M BM3YyasibHOro pa3Butus. 3aboTta 06 ocobbix NoTpebHoCTAX
Balwero pebeHKa TpebyeT 60bLIMX YCUIUIA, HO HAIMYME CKOOPAMHUPOBAHHOM MEeANLMHCKOM KOMaHAbI U
NnoAAepKMBAIOLLEr0 COOOLLLECTBA MOXKET MOMOYb poaUTENAM 3PEKTUBHO YNPaBAATL YXOLOM 32 CBOUM pebEeHKOM.
Bonee nogpobHyo NMHGOPMALLMIO O NEYEHUM MOXKHO HalTK Ha caiTe kcntlepilepsy.org

HoBble meToabl leueHuns B pa3paboTke

HeckonbKo papmaueBTUHECKMX KOMNAHWUI TECTUPYIOT NOTEHUMAbHbIE METOAbI IEYEHUA SNUAENCUN, CBA3AHHOM C
KCNT1. OguH 13 HUX ABAAETCA TPAAULMOHHbBIM NPENapaToM C MafbiMM MOJIEKYaMU, @ APYFON - aHTUCMbICIOBOW
onuroHykneotua (ASO), KoTopblit 610KMpPYET aKcnpeccuto 6onbHoM YacT reHa KCNT1. Mpoiger HECKONbKO NeT,
npexae 4yem oHW 6yayT AOCTYMHbI, HO COOBLLECTBO NOMOraeT NOATOTOBUTLCS K KAMHUYECKUM UCMbITaHUAM,
npeaocTaBnAa AaHHble, KOTOPble MOMOTYT 33,0KYMEHTMPOBATbL NPOrpeccupoBaHme CMMMNTOMOB 3TOrO PeAKOro
3abosieBaHus.

CBasaTtbca ¢ PoHaom sanunencun KCNT1

Hekommepueckan opraHusauma KCNT1 Epilepsy Foundation B CLLUA, co3gaHHan poantenamm Aeten c AMarHo3om
myTaumsa reHa KCNT1. Hawe BuAaeHne cocTouT B TOM, YTOObI CO34aTb COOOLLECTBO pOAUTENEN, UCCedoBaTENEN U
CTOPOHHWKOB TeX, KTO CTpagaeT anunencuei, ceasaHHol ¢ KCNT1, u nogaepskusaTtb uccnenoBaHusa ann
KNMHUYECKMX METOA,0B /iedeHua. Y Hac ecTb peectp naumeHToB KCNT1, M Mbl XOTMM HANTU NOAEN, 3aTPOHYTbIX
KCNT1 no Bcemy mupy. Mbl Mmoxxem paboTtaTb C uccrenoBatensimm, Ytobbl MCNONBb30BaTb 3TY MHGOPMaL MO ANA
NMoMCKa MeTOA0B JiedeHMA U nedeHuns. bonee nogpobHas MHPoOpmaLmMa AOCTyNHA Ha HaleMm caiTe:
https://kcntlepilepsy.org nnum ceaxuTecs c info@kcntlepilepsy.org

3apeructpupyinTtecb B peectpe nauuMeHToB

®oHg annnencum KCNTL1 cnoHcupyeT peecTp NaLMeHTOB C «BEPOATHO-NATOFEHHbIMU» UM «MATOFEeHHbIMU
myTaumnamm» B reHe KCNT1. Korga Bbl 3apernrpupyerech, Bbl yBUAMUTE, YTO BCE AaHHbIe KOHOUAEHLMANbHBI U
6e3onacHbl. Mbl HageemcA, YTO COOBLLECTBO CMOXKET COOPaTb JOCTAaTOYHO AAHHBIX, YTOObI 6bITb NONE3HbIM
FDA npu ogobpeHnn HeCcKoNbKMX NPenapaTos, KOTopble B HAacToALLLee Bpems pa3pabaTbiBatoTCA cneumanbHO
ansa KCNT1. Mbl npusHaem, 4To yyacTue TpebyeTt BpeMeHU 1 NPUBEPIKEHHOCTM, HO Balla MHPOPpMaALUA
NOMOMEeT NPOABUHYTL UccnenoBaHuA Bnepea! NMoxanyincra, nepenaute 8 meHto www.kentlepilepsy.org
peecTp. 3T0 NpuBeaeT Bac Ha Beb-canT LunaDNA, rae Bbl co34aauTe yYeTHYHO 3annCb HECOBEPLUEHHO/IETHErO
nAn Nnpuxoaa gnsa csoero pebeHka. Bapocable TakKe MOryT C034aTb YY4ETHYHO 3anuUChb.

COﬂyTCTBYI-OLI.I,Me mMmeaununHCKue ycnosuma

MHTenneKkTyanbHan MHBaIMAHOCTb® PaccTpoiCTBO ayTMUCTUYECKOro cnekTpae LepebpanbHbiii napanvy
(cnacTMuHOCTb, TMNOTOHUA)® [1BUraTebHbIe PAcCTPONCTBA (ANCTOHUSA, aTaKcua)e KopTUKaibHbIe HapyLleHUs
3peHunae MacTpoasodareanbHas gUchyHKLMA U gucbakTepmnose Hesponatuyeckasa 60be HapylieHus cHae
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OedvumnT peun n asbikae MNoBeaeHYECKNE Y IMOLMOHaNbHbIe Npobiemble Mpobaembl yponornm (3asepka,
nHdekumm)e PecnnupaTopHble npobnembl

Yacro TpebyloTca cneumanmcrbl

e KomnseKcHbIn yxoae Meanatp passutmuae IHAOKPUHOAOr® dnunenTtosiore [acTposHTeposiore NeHeTuke Hesponore Heliponcuxonore
JdproTtepaneste OpTanbmonore OpTtonese MNananatneHas nomolube MNcuxonore dusmotepanest, PusmoTtepanesTe My1bMOHONOr®
Noronene Yponore BusmotepanesT MauneHTbl ¢ KCNT1 nonyyatoT Bbirogy OT MHOrOAMCUMNAMHAPHOrO KOMaHAHOro noaxoaa ¢
MHOTOYUCNAEHHBIMU CNELNANTUCTAMM, YHACTBYOLWMMWN B NPeSOCTaBIeHUM KOMNIEKCHOW MOMOLLM.

Yto 06CcyaunTb C Bpauom

1. MonpocuTe KONWIo reHETUYECKMX OTYETOB W 0BCyANTE, LLONIKHbBI IN POAUTENN UK BPaTbs U CECTPbLI MPOUTH
TecTupoBaHue.

2. ObcyauTe TMNBI cyaopor Bawero pebeHKa 1 CKOIbKO 0XKMaaThb, M YTO AenaTb BO BpeMA M Noc/e NpMnaaka.
BeauTe }KypHan npunagKos / nekapcTs.

3. YcTaHOBUTE NaH AeNCTBUIA B YUpe3BblYaiHbIX CUTYaUMAX Ha AOMY, ec/iv y pebeHKa eCcTb MHOTOYMUCAEHHbIE UK
Yype3BblYaHO CUbHbIE CYA0POTN.

4. 3aKaxuTe obcnegoBaHme cepaua ¢ nomolbto KT,

5. MonpocuTe NUcbMo, YTObbI NPeACTaBUTb NePCoHaN 6ONbHULbI HA CyYaid, eCM Bam HYXKHO 06paTuUTbCA B
oTAeNeHne HEOT/IOXKHOM MOMOLLM.

6. ObcyanTe, Kak NOArOTOBUTLCA K Npobaemam C KOpMIEHUEM, AbIXaHUEM, HU3KUM MbiLLIE€YHbIM TOHYCOM,
obLweHnem, CHOM UK COLMANbHBIM NOBEAEHUEM.

7. Y3HalTe 0 KETOFEHHOM UM CMEXHOM AneTe.

8. 06cyanTte puck SUDEP (BHe3anHan HeoXXMaaHHan CMepTb MPuY aNUAENCcUKn) U Kak KOHTPOIMPOBaTb.
9. 3anpocuTe peuenTbl Ha peyeByto, NpodeccMoHanbHY0, GUINYECKYIO U 3PUTENbHYIO Tepanuio.

10. CnpocuTe, ecTb I B 3TOM paioHe rpynnbl NOAAEPHKKM.

11. 3apeructpupyiite ceoero pebeHka B peectpe KCNT1.

[ononHutenbHble NpeasioxeHna u pecypcbl: https://kentlepilepsy.org/parents-caregivers

KCNT1 — reH MOHHOro KaHa/sa Kanus, pacrnooXeHHbl Ha Xxpomocome 2. OH KogupyeT cybbeamnHNLY KaIMeBOro KaHana ¢
HanpAXeHWem, PacnonoXeHHOro B MO3re, HO TaK}Ke BbIPaXKEHHOr0 B MMaZKUX MbIWLLAX U APYTUX MeCTax B OpraHusme. 3tu
KaHa/ibl MOMOratloT KOHTPO/IMPOBATb CNOCOBHOCTb KNETKU reHepupoBaTb 1 NepeaaBaTb CUTHabl. I3meHeHWe reHa moxeT
WU3MEHWUTb GYHKLMIO KaHaNa MU NOBAUATbL Ha TO, Kak NMPOBOAATCA HEMPOHHbIE MMMNYAbCbl. MyTauun yeuneHua GyHKLUK B reHe
KCNT1 moryT BAMATb HA pa3BUTUE MO3ra M Bbi3biBaTb TPYAHOM3AEYMMYIO INUAENCULO.


https://kcnt1epilepsy.org/parents-caregivers

