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MYTALIUU FTEHOB MOHHBbIX KAHANOB
HEWPOHOB KAK NPEOUKTOPbI
PE3UCTEHTHOCTU K TEPANUU

Y OETEN C 3NMUNENCUEN

LUunenesa A.O.'
Hay4Hbin pykoBoguTensb: goueHT O.B. Mob6a?

"Poccuinckuin HauuoHanbHbIA UccregoBaTenbCKui
MeauLMHCKUn yHuBepeuteT nmenn H.W. Muporosa
Mwunsgpasa Poccumn, Mockea, Poccus;

2HaumoHanbHbIi MeaNLIMHCKMIA CCreaoBaTenbCKUM LLEHTP
3nopoBbs getert Munsgpasa Poccun, Mocksa, Poccus

KnroueBble cnoBa: demu; duacHocmuka; 2eHemu4yeckue
anusnerncuu; UOHHbIe KaHarbl; cybbeduHuua anbga berka
Hampuegoeo kaHana muna 1 (SCN1A); peaucmeHmHocmb;
Oemu; cekseHuposaHue criedyrouwezo nokoneHusi (NGS);
10/ITHO3K30MHOE CEKBEHUpPOB8aHUE

AKTYyaJIbHOCTb. Pe3UCTEHTHOCTD K IPOTUBOCYIOPOXKHOM Te-
parnuu SBJsIeTCs KIIFOUEBOW MPOOIEMOii B ICYCHUU T€HETHYECKIX
snuiencuil y nereil. Myranuu reHoB HOHHBIX kKaHalioB (SCNIA,
CACNAIA, KCNQ?2) yacTo acCOUUMMPOBAHBI C TXKETBIMU (QOp-
MaMH 3a00JIeBaHMs, UTO TPeOyeT IPOBEICHHUS TEHETHYECKOTO 00-
CJIEIOBaHMS JUTSl YTOUHEHHS IPOTHO3a (papMaKope3UCTEHTHOCTH.
Ienn: onpenenuTs BIUSHUE MyTallii TeHOB HOHHBIX KaHAJOB Ha
PE3UCTEHTHOCTb K TEPaNHU y ACTEH ¢ SMUIICTICHEH.

Matrepuaisl 4 MeToabl. O6ciieoBaHo 58 neTeill ¢ reHeTHde-
CKHUMHU 3MWIETICUSIMU. Y 22 OONMbHBIX OBIIM BBISBICHBI MyTallUN
reHoB NOHHBIX KaHaoB (SCNIA, CACNAIA, KCNQ2 u ap.) me-
TOJIOM CEKBEHHPOBAHUSI CIESIYIONIEro mokosneHus. OreHuBaIy Th-
IbI IPUCTYNOB, M3MeHeHuss DO 1 OTBeT Ha Tepanuio (BajlbIIpo-
eBas KHCIIOTa, JieBeTupaneram). CTaTUCTUYECKUI aHaINU3 POBO-
JIWIIN C UCTIOJIb30BAHUEM KPUTEPHS >,

PesyabTarbl. MyTanuy reHOB MOHHBIX KaHAJIOB COCTaBH-
mu 38% ciyuaes, u3 Hux myrauu SCNIA — 19%. Y 6onpHO-
ro ¢ myTarueit ACO2 (He HOHHBIN KaHaJI, HO C SMUJIENTUYIECKUM
(eHoTUIOM) OBLIH OTMEUECHBI (DOKATbHBIC MUOKIIOHHUYECKHE TIPH-
CTYIBI ¥ PE3UCTEHTHOCTD K BAJILIIPOEBOM KUCIOTE (TPOMOOLIUTO-
NeHus Kak no0o4HsbIi 3¢dekT), 4To OBIII0 KOPPEKTUPOBAHO JIeBE-
tupaneramoM. Y 70% GonbHbIX ¢ MyTanusmMu SCN1A BbisBIeHA
PE3UCTEHTHOCTh K CTaHAAPTHBIM IpenaparaM ¢ BapraOeIbHOM
ODOT-KapTHHOM: OT OTCYTCTBHS aKTHBHOCTH 10 (POKaJbHBIX 3a-
memnenuil. Y pereit ¢ mytauusmu CACNAIA n KCNQ?2 npucTtymsl
yanie (oKaJbHbIEe, C YACTUYHBIM OTBETOM Ha Tepanuto. [eHeTH-
YeCKOe TeCTUPOBaHUE M0KA3aJI0, YTO MyTAallMU HOHHBIX KaHAJIOB
KOPPENHUPYIOT C PE3UCTEHTHOCTHIO B 65% citydaeB, 0cOOCHHO MpH
coyeranHbIx aedekrax (Hanpumep, SCNI14A u DEPDCY).

BoiBoabl. YcTaHOBIEHA HEOOXOMUMOCTh MPOBEICHHS TCHE-
THUYECKOTO TECTUPOBaHHS Y OOJIBHBIX C SIMIICIICHEH AT onpene-
JICHHUS TIPOTHO3a pa3BUTHs (HapMaKOPE3UCTCHTHOCTH U MHAMBHU-
JlyaJbHOTO BBIOOpA Teparuu.
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