Pucynku k cmamve A.1L Pesuwisunu, U.B.IIponuuesoi, E.B.3aknazpmunckoit u coagm.
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Puc. 2. Cxema benka Na+-xanana, kooupyemozo zenom SCN5A, ¢ ykazanu-
eM Mymayuil, 6bI16/1€HHBIX Y OOTBHBIX C CUHOPOMOM YOJIUHEHHO20 UHMED-
eana QT. Kpacnvim yeemom yKazanvl Mmymayuu, npueooauiue K 3a001e6a-
HUIO, 3€]ICHbIM - YACHO 6CMPEYAIOWUIICA 8 NONYAYUL ROTUMOPPUZM.
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Puc. 3. @®pazcmenm npamozo cekeenuposanusn 12 sxsona  Puc. 5. @pazmenm npamozo cek6eHUPOCAHUA 2eHA
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2ena SCN5A y nayuenmxu u3 cemovu 083 ¢ cunopomom KCNE1. Cmpenkoii ykazana uzmeHeHHaAs HYyK1eomuo-
yonunennozo unmepeana QT, mun 3. Mecma nykneo- HaA NOCe006aMeNbHOCHb, NPUEOOAUAA K AMUHOKUC-
MUOHBIX 3AMEH YKA3anbl cmpenkoil. Jlesas 3amena - JIOMHOIL 3aMene acnapazunogoil Kuciomol (Asn) na
nonumopusm H558R, cnedyrowan 3a neii - mymayus acnapazun (Asp) é nonoxcenuu 85 (coznacro 00nooyK-
A572D. eennou aoppesuamype - D85N).
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Puc. 7. Pezynomamot oocnedosanus cemovu 059: a) cudoc npooanoa ymep enezanto 6 eozpacme 9 iem, y 0pyz02o
00C1€006aAHN020 CUOCA UCKIIOYEHO HAIUYUE OAHHOU Mymayul, y 0CIAIbHbIX 0CCUMNIOMHBIX Y1EHO6 CeMbU
MONEKYNAPHO-2EHEMUYECKOEe UCC1e006anUe He NPOBOOUN0Ch; 0) nouck mymayuit memooom PCR-SSCP. - y npobanoa
(11.4) oonapysicen hppazmenm zens ¢ UsMEHEHHOU INEKMPOPOPeMUUeCcKoil ROOBUNICHOCM IO 00pa3y06 6 IK30Ha 2ena
KCNQI (ppazmenmot c anomanvhoit SSCP- noosurcnocmvio ykazanvl cCmpeiKamu), AHaio2uitvle pazmeHmot
oonapyscenvt y mamepu npooanoa (1.2) u postmortem y cuoca npooanoa (I1.3); ) npamoe cexeenuposanue gpazmen-
ma 6 3xk30na zena KCNQ1 ¢ uzmenennoi nekmpoghopemuueckoit noosusxicnocmoio npooanoa (I11.4) - cmpenkoii
YKA3aHa HYK1eOmuoOHas 3amena, Npueooauas K amunoxkuciomuoi 3amene Ala341Val.



