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Boigesienue mutoxonapuaiasHoii JJHK deoBeka BbICOKOH cTeNeHH OUYMCTKH /I
cekBeHUpoBaHus Ha iIaTtgopmax NGS
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CrapeHne — CIIOKHBIM MPOLEcC, 3aBUCAIIMKA OT OOJIBIIOrO KojaudecTBa (aktopoB. Ha ceroansmiHuit
JICHb MYTaIllUd B MUTOXOHJPUATHLHOM I'€HOME BBIJICIISIOT KaK OJUH U3 TJIABHBIX (DAKTOPOB cTapeHwHs, T. K. C
BO3PACTOM UX CTAHOBUTCS O0JbIIe. DTO MPUBOJAUT K MPOSIBICHUIO (PEHOTHITUUECKUX MPHU3HAKOB, TAKHX KaK
HeHpoaereHepauss U MbIIeuHas TUCTpodus. Bbicokas CKOpPOCTh MyTalMidi M BHYTPHKJICTOYHBIH OTOOP
CIOCOOCTBYIOT HAKOIUICHUIO «3TOMCTUYHBIX» MYTAllMi U CTAHOBJICHUIO PEaKTUBHOI'O MHTOXOHAPHAIBLHOTO
TeHOMA.

Jns wuccrnemoBaHMs MyTanmMid B MHUTOXOHAPHUAX  HEOOXOAMMO  CEKBEHHPOBATH  IOJIHYIO
nocienoBatensHOCTh MT/IHK, rcnonb3ys Ba KapIuHAIBHO PAa3HBIX MOJX0/a: MOJrOTOBKA OHONMHOTEKN Oe3
JTana aMIUTUUKaIKY, YTOO0b N30ekKaTh HAKOIJICHUS! OIIMOOK moiuMepasbl u comyTcTByomero PCR-bias
(IpenMyIIECTBEHHOTO HAKOIUIEHUS! OJHOTO U3 MPOAYKTOB aMIUTU(HKALNHN), «MACKHUPYIOIIEro» peajbHOe
COOTHOIICHHSI YaCTOT ajUIeNed st KOPOTKUX WHAENOB M SNV (0JHOHYKJIEOTHIHBIX BAPHAHTOB); «IJIHHHBIE
NPOUYTEHUS», KOTOPBIE MO3BOJSIIOT OJHO3HAYHO M JOCTOBEPHO HACHTU(PHUUIUPOBATH AJIMHHBIC MHICIBI T10
100400 map ocHOBaHWU W OOIIMpHBIC IENELUH B HECKOJIBKO THICAY Map ocHoBaHWM. Jlyumie Bcero mms
TaKOH 3aJauyM MOAXOAAT IIaTGOPMBI CeKBeHHMpoBaHUs HOBOro mnokojeHus (NGS). Hanpumep, Oxford
Nanopore, PacBio Sentinel, [llumina wiu mathpopma BGI(MGI).

MBI afanTUpOBAIA HECKOJIBKO METOJUK IS OOOTaIIeHUS MUTOXOHJIPUATBHBIX (PpakiIuid U OYHCTKU
MTIHK Tak, 9T0o B pe3ysibTrare CTAaHOBHUTCS BO3MOXHBIM Toiryaerre 80—100 Mr mutoxoHapuii u okojyo 500
ur MT/IHK, npaktudecku cBobomasix ot mpumeceit PHK u ¢parmenTos simepHoro renoma. s oreHKH
CTeneHH YicToTH (pakuuu yenoBeueckoid MTAHK oT mpumeceii siaepHOTo reHoMa aganTHPOBAIN METOIUKY
[LIP-ckpuHMHTa TIO y4acTKy TeHa Oera-akThHa W Alu-moBTOpamM B uenoBeueckoM reHome. Pazpaboranu
METOJ KOJIMYECTBEHHOM oueHku uucnaa konuid MTAHK s HopManuzauuy KOJMYECTBA T'€HOMHOIO
Marepuaia B 006pas3uax, KOTOphIe 3aTeM HCIOIB3YIOTCS ISl MOJTOTOBKU OMOIMOTEK AJISl CEKBEHUPOBAHUS Ha
iatpopmax NGS.

Bo3bMuTE HA 3aMETKY:

s uccnenopanus mytanuii B8 MT/IHK ¢ momomeio NGS HeoOxomaumo moaroroButh (pakiuio MTIHK,
oboramennyo ortHocutensbHO spepHodt JIHK B  cotHm pa3. Jlg 3TOoro BaXHO IPOU3BECTH
MHOTOCTYTICHUATYIO TIPOIIEAYPY OUMCTKH, a TAKKE BBITOJIHUTH KOHTPOJIb KaueCTBa.

BriiesieHre MUTOXOHApHUanbHOM [JHK yetoBeKa BBICOKOM CTENIEHU OUHUCTKH
IU1s1 CEKBeHMPOBaHMs Ha ItaTdopmax NGS
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Bbigenexue MUP Ha Alu-noBTopbl CekBeHUpoBaHue Ha
- Bbipgenenne MTAHK
Mbiweunas TkaHb MWUTOXOHAPUA A A 1 reH 6eTa-akTuHa nnatdopmax NGS

TaTtapkuHa M., Jlo6aHoBa B.
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