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Beegenne: Cungpom yymuennoro uarepsaia QT (CYUQT) - BpoxieHHOE MOHOT€HHOE Ha-
pyIlleHne puT™Ma cep/na, Xapakrepusytoreecs yymaennem naTepBasia QT wa IKI', asisro-
masics OJIHON n3 HanboJiee pacIpOCTPAHEHHBIX TPUYNH BHE3AITHON CEPACYHON CMEPTH y JIeTei
1 nospoctkoB [3|. Onucano Gosiee JecsTH PA3IMIHBIX MOJIEKY/IAPHO-TEHETHIECKUX BAPHAHTOB
CYUQT. Tlepssiii, cambiii pacupocrpanentsiii Bapuant (CYNQT1) (1:2000 gereit), cBs3an-
HbIil ¢ myTarusaymu B rene KCNQ1, BegynmMu K HAPYIIEHUIO pabOThl KOJIUPYEMOTO UM KaJIre-
BOro KaHasa [4]. DToT ren jokamm3oBad B 11pl5.5 u siBasercs nMIpuHTHPYeMbIM. B parnem
smbprorerese KCNQ)1 3KcrpeccupyeTcst ¢ MaTePUHCKOTO aJijieNisd, HO CTAHOBUTCS OWa/IIeb-
HO 9KCIIPECCUPYEMBIM B IIPOIIECCe Pa3BUTHSA ILIO/A. B 9TOM Ke pernoHe HaXOJATCs HECKOIBKO
UMIIPUHTUPYEMbIX reHoB, B ToMm uucie - CDKNIC uw KCNQ10TI1. Ten CDKNI1C xonupyer
UHruOUTOp MUKIMH3aBUCUMON KuHa3bl Cl, KOTOPBI OTPHUIATEIHHO PErYJIUPYET POCT U MIPOJIH-
deparuio KJIeToK, MaToreHHble MyTAIUN B HEM CBSI3aHBI ¢ MOHOT€HHON (POPMOit KAPJIMKOBOCTH -
curipomom IMAGE (OMIM 600856). K CN Q10T1 - 510 sKcIIpeccupyemasi ¢ OTIIOBCKOTO aJljie-
a1 wekoupytomast PHK, tpanckpubupyemasi B aHTUCMBICIOBOM HAIPaBJIeHNH (110 OTHOIIEHUIO
K KCNQ1, c uarpona 10 mannoro rena). Ké 5’ koner siBigercs rieaTpoM nMmnpuatuara [C2, Kon-
TPOJIUPYIONINM dKcIpeccuio reHoB peruona. Myranuu rena CDKNI1C, orepss METUINPOBAHUS
IC2 na marepunckoit xpomocome 11 1 OTIOBCKAs OJTHOPOUTETBCKAS TUCOMUS 110 Xpomocome 11
BEJIYT K CHUKEHUIO dKcIpeccun Mareputackoro ajieass CDKN1C - ogHoil U3 IpUYINH Pa3BUTHS
cunipoma bexsura-Bugemana (OMIM 130650), nmposiBiistrorerocst rurantusmMoM [1].

Tectupyemas runoreza: OnpejesieHHble TeHeTHYecKre BapuanThl B rene KCNQ1, mpuso-
namume Kk CYUQT1, momumo HapylieHusi CTPYKTYPbl COOTBETCTBYIOIIETO KaJHeBOTrO KaHAJIA,
MOT'YT [PUBOJUTEL K HAPYyIIeHHO CTPYKTYphl Tpanckpunta KNCQ10T1, u/um padborsr 1C2,
YTO BEJET K M3MEHEHMIO SKCIIPECCUU UMIIPUHTUPOBAHHBLIX T'eHOB B peruone 11pl5.5pl5.4, de-
HOTUIUYIECKIM IIPOSIBIIEHNEM Yero sIBIAIOTCA AHOMAJIHHO BBICOKHE WU aHOMAJIbHO HU3KHE aH-
TPONIOMETPUYECKHEe TTOKA3aATEH.

Meto: Mubr nposesiu rirybokoe denorunmponanue nanuentos ¢ CYUQT1, ynacienosasimx
3abo/IeBaHMe 110 MATEPUHCKON (n=5) u 10 OoTHOBCKOi (n=1) juHuu. Y HAIUEeHTOB, YHACIEIO0-
Bapmmx CYMQT1 mo marepuHCKOI JIMHUHU, HAOJIIOMAJINCH MHOIHME KJIACCHIECKHE CHMIITOMBI
cunyipoma Beksura-Bugemana: rurantusm (poct n Macca >97 MEPIEHTUIIb), BUCIIEPOMETaItsi,
olrepeskeHre KOCTHOTO BO3PAaCcTa, AaHOMAJIUN TTOYEK U CePIa, HACETKN HA MOYKAX YITHBIX PAKO-
BUH, & TaKKe [ICUX0IMOIINOHAIbHBIE OCOOEHHOCTH, XapaKTepHble /g marueHToB ¢ [C2-accormm-
poBanHoit (hopmoii cunpoma Bekpura-Bujemana [2|. V nmanuenra, yraciemposasiero CYNQT1
OT 0TI, HAOJIIONAJIICH BBIPDAYKEHHBIN Jedunut pocta u Macchl (06a mokazaresis <3 IepIeH-
THJIsT), OTCTaBaHHe KOCTHOIO BO3pacTa, 3aJIePKKa pedd, OTCTaBaHUe B IOJIOBOM Da3BUTHU W
AHOMAJIMH MOYEIIOJIOBOM CHCTEMBI, XapakTepubie i cuuapoma IMAGE.
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BriBoga: Ha ocHOoBaHuM BBIITOJHEHHOTO HAMU aHan3a (PEHOTHUIIA, MBI IIPeIojaraeM, 9To
npu CYUQT1 moryr HabI0AaThCA HAPYIIEHUST UMIPUHTUHTA, BeIyIue K HapyIIeHusaM (pu-
3UYECKOTO Pa3BUTHUA U Pa3BUTHIO heHOTHITA K cuHIApoMy BekButa-Bujaemana, ecium myTtarus
yHacjeaoBana ot marepu, wim cuiapomy IMAGE - npu eé naciiemoBanuu oT OTIIA.

Birarogapruoctu: ABTop BhIpazkaer ocobyo 0J1aromapHOCTh PyKOBOjCTBY Haywano-nccsemno-
BaTEIbCKOINO KJIMHIIECKOTO WHCTUTYTa IeauaTpun uMeHn akajgemnka HO. E. Bembrumesa, B
smnie j.M.H. [TIkonbarKoBoit Mapuu AjtekcanapoBabl u J.M.H. BouroBoit Bukropuun FOpbepHbI,
3a YHUKAJbHYIO BO3MOXKHOCTH pabOTaTh MO/ UX PYKOBOJICTBOM.
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