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ocHoBe runeptpodudeckoit kKapauomuonatuu TNNT2, TPM1 [1]. na TKMII xapakTepHO OTCYTCTBUE
(F'KMIT) nexat, maBHbIM 00pa3oM, MyTallud B MaXXOPHBIX MyTalliii. BEBICOKOIPOM3BOAUTEIbHOE CEKBE-
reHax 6eJ1KoB, 00pa3yollnX capkoMmep. Yaille Bce- HUpOBaHUE MO3BOJIsIeT ycoBepuieHcTBoBaTh JHK-
ro MyTauuu BbISBJsOTCS B reHax MYH7, MYBPC3, nuMarHocTuky Takux 3abojieBaHUil. MeToabl CEKBEHUPO-
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KPATKWE COOBLLEHNA

BaHMUS «TPETHETO MOKOJCHUS» (CEKBEHUPOBAHUS OTIEb-
Hbix MoJiekyn JJHK) nosiBuiuch oTHOCUTEIBbHO HENaBHO,
U oueHKa ux npumeHumoctu mist JIHK -nuarHoctukum siB-
JISIETCS aKTYaJIbHOM.

Iean uccienoBanus: MOMCK MAaTOreHHBIX BAPUAHTOB
TeHOB, aCCOIIMMPOBAHHBIX C KADAUOMUOMNATUEH, C UCTIONb-
30BaHUEM TEXHOJIOTMM MOHOMOJIEKYJISIPHOTO CEKBEHUPO-
BaHMUS «TPETHETO MOKOJICHUS».

Ma‘repvnanbl n metoabl

B uccnenoBanue BKtoueHbI 12 maneHToB, 00Caen0-
BaHHbix B HUU xapnunonorun Tomckoro HUMII, ¢ xkinu-
HuueckuM quarHozom 'KMIT: 9 )KeHIIuH U 3 My>KUUHBI.
CpenHuii Bo3pacT B BIOOpKe cocTaBwi 53 roga. s no-
MCKa reHeTUYeCKUX BapuaHTOB Oblj1a pa3paboTaHa naHelb
T P-nponyKToB M onpeneJeHus MOIHON MocaenoBa-
TeabHOCTU 4 ocHOBHBIX reHOB ' KMIT. CekBeHupoBaHue
BBITTOJIHEHO Ha siuelike Minlon v9.4.1 (Oxford Nanopore
Technologies). [TpeobpazoBaHue Mpobuist CUTHATIOB TOKa
B HYKJICOTHUIHYIO TTOCJIEOBATEIbHOCTD U IEMYIbTUILICK-
CHUpOBaHME MTPOBOIMIIN C TIOMOIIBIO IPOTPAMMHOTI0 00e-
cneyeHus «Guppy v.3.2.2». [1ocie BoIpaBHUBaHMS Ha pe-
(bepeHCcHYy10 TTOC/IeI0BaTEIPHOCTD ITOMCK BAPUAHTOB IPO-
BOJWJIV C TIPUMEHEHWEM JIBYX Pa3JIMYHBIX aJITOPUTMOB:
«Nanopolish» [2] u «Clairvoyante» [3].

Pe3yn bTaTbl N BbiBOA4bI

Bcero BbIsiBIIEHO 9 KaHAMIATHBIX BAPMAHTOB, OTHOCS -
LIMXCST K MUCCEHC- WJIM HOHCEHC-MYTaIlUsIM, 4acToTa KO-
TOPBIX B ONyIsinusix (1mo AaHHbIM rpoekTta ExAC) He npe-
Beimiana 0,01%. W3 Hux 8 BapuaHTOB 0OOHAPYXKEHbBI MPU
MPUMEHEHUHU TTEPBOTO AJITOPUTMA, a S — BTOPOTro; 4 Bapu-
aHTa ObLIM UACHTUGUIUPOBAHBI 0OOUMU ATTOPUTMAMMU.
ITocne Bepudukaimym MeToaoM ceKBeHupoBaHus o CaH-
repy NOATBEP>XIEHbBI JUIIb 4 BapraHTa, 0OHAPY>KEHHbIE
00oMMU airopuT™MaMu: Tpu B reHe MYH7 v onuH B reHe
MYBPC3. [1ns 3TUX BapUuaHTOB ObLia MpOBeAeHa OLIEeH-

Ka MaTOreHHOCTHU C IMOMOIIIbIO KPUTEPUEB, MPEICTaBICH-
HBIX B PEKOMEHAAIMSX 10 MUHTEPIIPETALlMM JAHHBIX BHICO-
KOIPOM3BOAUTEIbHOTO cekBeHUpoBaHus [4]. [To utoram
OLIEHKU TpU BapuaHTa B reHe M YH7 oTHeCeHbI K BEPOSITHO
MaTOTeHHbBIM, a BapuaHT B reHe M YBPC3 — K Kiaccy Bapu-
AHTOB C HEM3BECTHBIM KIIMHUYECKUM 3HaYeHHeM. TakuMm
00pa3oM, MOJYYEHHbIE PE3YIbTaThl IEMOHCTPUPYIOT, YTO
MPUMEHEHNE TEXHOJIOTMU MOHOMOJIEKYJISIPHOTO CEKBEHU-
POBaHUSI MOXET MPEICTaBISATh UHTEPEC 111 PAa3BUTUS Me-
tonoB JIHK-nuarnoctnku HacjieacTBEHHBIX 3a001¢BaHUIA.
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