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uHapoM ymarHeHHoro uHtepBaia QT (CYUQT)
— HacJeACTBEeHHOe 3a00JieBaHNE C BHICOKUM pU-
CKOM BHe3arHou cepaeuHoit cmeptu (BCC), xa-
pakTepusytonieecs yuanHeHueMm nHtepsaia QT Ha DKIT,
MPUCTYIIAMU TTOTepU CO3HAHMS Ha (DOHE SMU30I0B XKU3-
HEYTpOXalolIuX apUTMHIA, HAMOOJIee YacTo — JKeyIOUKO-
BOIi TaxvKapauel TUIIa «mupyaT». B psiie ciyyaes, mepBbiM
nposiBieHueM cuHapoma moxeT ciyxkutb BCC [1]. Pac-
MPOCTPaHEHHOCTh 3a00JIeBaHMS B IOITYJISILIUA COCTABIISIET
okoJio 1:2000—1:3000 HoBopoxka€HHbIX [2]. [1posiBaeHUs
CYUQT moryT ObITHh B MOKOE, HO HEPEIKO MPOBOLUPY-
fOTCS PUBMYECKUM WM SMOIIMOHAIBHBIM HaIIPSDKEHUEM,
PE3KMMHM 3ByKaMU, TUIABAHUEM B XOJIOMHOM BOJIE, TUITOKA-
Jnemueit. Haubonee pacnpoctpaHéHHas ¢popma 3a00J1eBa-
HUS — cuHApoM PoMaHo-Yopaa ¢ ayToCOMHO-TOMUHAHT-
HBIM TUIIOM HacliefoBaHusl. 92% TeHeTnYecKu IMOATBEPXK-
neHHbIX ciaydaeB npeactaBieHsl CYWUQT 1, 2 u 3 Tunos,
o0yciaBnuBaeMbIX MyTauusimu B reHax KCNQI, KCNH2
n SCNS5A, cooTBETCTBEHHO [3].
Iesbi0 HACTOSAIETO UCCIIEOBAHMS SIBJISLICS TTOUCK MY-
tauuit B reHax KCNQ1, KCNH2u SCN5A metonom MIIC
y 6osbHBIX ¢ CYUQT.

Ma‘repvnanbl n metoabl

MoeKyasIpHO-TeHETUYECKHU I aHaJIN3 TPOBOINII-
cs 10 maumnentam u3 8 ceMeit ¢ auarHozom CYMUQT. Uc-
cjefoBaHue ObLIO BBIMIOJHEHO C MCIOJIb30BaHUEM 000-
pPYIOBaHUS LIEHTPa KOJJIEKTUBHOTO TI0JIb30BaHUs «Me-
IUIIMHCKasl TeHoMuKa» Ha 6aze HUM mennumHCcKOM
reHeTuku Tomckoro HUMII. Bce cembu, nipuHsiBIIne
y4JacTue B MCCIeIOBAaHNH, TIOATICATN MHPOPMUPOBAHHOE
cornacue. [IpoBeneHue paboTsl 6610 0H00peHO KomMuTe-
TOM T10 6noMenuiImHcKou atuke H W MmenuimHckoii re-
Hetuku Tomckoro HUMII.

OoborameHne KOTUPYIOINX pernoHoB reHoB KCNQ 1,
KCNH2 u SCN5A ipoBeneHo ¢ UCIOoJIb30BaHUEM HA00-
pa SureSelectXT (Agilent, CIIIA) mo nmpoTokony, peKo-
MeHaoBaHHOMY npousBoautenaeM. MIIC ocyiecTBisi-
Jloch Ha cekBeHaTtope MiSeq (Illumina, CIIIA) ¢ ucnosb-
30BaHMEM Habopa Ijisi cekBeHupoBaHust MiSeq Reagent
Kit V2 (Illumina, CIIIA) 1Mo peKOMEeHIOBaHHOMY ITPOM3-
BoauTeIeM MpoTokory. O0paboTKa TaHHBIX CEKBEHUPOBA-
HUs TIPOBEJIeHA C UCIOJIb30BaHNEM CTAaHAAPTHOIO MaKe-
Ta nporpamM. 1151 OLIeHKH MOMYJISIIIMOHHBIX YAaCTOT BbI-
SIBJICHHBIX BADUAHTOB MCITOJIb30BaHBI BEIOOPKHU ITPOEKTOB
«1000 renomoB», ESP6500, gnomAD u Exome Aggregation
Consortium. OmeHKa KIMHAYECKONW 3HAYNMOCTH (TIaTO-
TEHHOCTH) TIPOBOAMIACH HA OCHOBAaHUM POCCUMCKUX Pe-
KOMEHIAIWI U1 UHTEPIIPETalluy TaHHbBIX, TTOJTYYeHHBIX
metonamu MIIC [4].

Pesynbratbl

B pesynbrate nipoBeaeHHON pabOThl ObLIO BhISIBIIE-
HO 8 MyTanuii: 5 u3 HuX pacroysioxeHbl B reHe KCNQ]1
(c.651G>A; ¢c.96+1G>A; ¢c.424G>A; ¢.352G>A;
¢.659T>C), 2 myrauuu — B rene KCNH2 (c.916G>C;
¢.526C>T), 1 myrauust — B reHe SCNS5A (¢.5350G>A).
[llecTh BBISIBICHHBIX MyTAIIMI SIBJISUTNCH MUCCEHC-MyTa-
HusiMu, 1 — HOHCEHC-MYTallMel U OHA — MyTallMen caii-
Ta cIuTaiiciHTa. B IBYX ceMbsix OBLIM HalACHBI 110 IBE MY-
Talluu y OOJIBHBIX: B TIEPBOI CEMBE Y IMAIleHTA BBISBIIC-
bl myTauu KCNQ1:c.96+1G>A u KCNQI1:c.651G>A,
BO BTOPOU CEMbe Y IBYX CHMOCOB BBISIBICHBI MyTaIlUuU
KCNH2:¢.916G>C u KCNH2:¢.526C>T. Bo Bcex ceMbsix
OBLTY HAIEHBI YHUKATbHBIC MYTaIlK, HE TIOBTOPSTIOIIIIC-
cs1 Y HEPOICTBEHHBIX MALIMEHTOB. B IByX ceMbsIX ITaToreH-
HBIE WY BePOSITHO-TIATOTCHHBIC BApMAHTHI HYKJICOTHIHOM
ITOCJIeIOBATEIBHOCTY HAMIEHBI HEe OBLITH.

BbiBoabi

PesynbraThl mpoBeaeHHON paGOThl YKa3bIBAIOT HA
TO, YTO CEKBEHUPOBAHUE OTPAHMYEHHBIX TAPTETHHIX I1a-
Henelt apdexktusHo ipu CYUQT. Unentudukaums my-
TalUil HeOOXOAMMA HE TOJIBKO ISl MOJIEKYJISIDHO-TEHe-
TUYECKOTO MOATBEPXKAEHUSI IMarHo3a, HO U JJIs1 BhIOopa
MPaBWIbHOM TaKTUKU BEIECHUS MaLKeHTa U MeIUKO-Te-
HETUYECKOTO KOHCYJIBTUPOBAHUS CEMbH.
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