Kongepernuusa «/lomonocos-2024»

Ceknus «bBuonndopmarukas

D yHKIMOHAJIBHBIN aHAJIN3 MHOXKECTBEHHO KaPTUPOBAHHBIX ITPOYTEHUI NpH
n3yudennn /IHK-PHK maTepkaToma

Hayuwnsrii pykoBoautesb — 2KapukoBa AHacracus AJieKcaHApPOBHaA

Kocumos Myxammadgpupdasc Hasaposun
Cmydenm (cneyuasrucm)
MockoBckuit rocyapcrsennbiit yausepcuret nMenu M.B.JIomonocosa, @aky/ibrer
ouonnkenepun u omonHdopmaTuku, Mocksa, Poccus
E-mail: mihamsik00@Qgmail.com

B renome sykapuoT, B 4aCTHOCTHU Y€/I0BEKA, IIPEJICTABICHO OOJIBINOE pa3HoOOpa3ue MoBTOPsI-
IOIINXCA 9JIEMEHTOB, KOTOPbIE MOTYT COCTaBJ/ISATH O0JIee IMOJTOBUHBI OOIEl JJIMHBI BCEIO MeHOMA
[1]. TIpucyTcTBre MOBTOPOB YCJIOKHSET AHAJU3 JAHHBIX BLICOKOIPOU3BOIUTETHLHOIO CEKBEHM-
poanusi (NGS), HOCKOJIBKY MOCJIE0BATEILHOCTU MIPOYTEHUH U3 ITuX 0baacreil MOryT OBbITH
KOpOYe CaMoro IOBTOPa M, CJIEJI0BATEILHO, MOT'YT OBITh KAPTUPOBAHBI HA HECKOJBKO MECT B
reHoMe. BOJIBIITMHCTBO CYIIECTBYIONIIX aJTOPUTMOB it aHaan3a NGS-1aHHBIX HE CITOCOOHBI
sddekTuBHO 00pabarbiBaTh TAKNE MHOKECTBEHHBIE KADTUPOBKH, YTO BJIeUeT 3a cODOil oTepio
CYIIECTBEHHON YacTu WHMOPMAIUU U 3aTPyAHIeT OMOJOTMIECKYI0 MHTEPIPETAInio Pe3y/ibTa-
TOB.

CymectBytomnine pedepeHCcHbIe COOPKH TeHOMOB 9YKAPHUOT MPAKTUIECKH HE BKJIIOYAIOT JIOKY-
CBI, coJiepaKalllfie TaKue TUIbI IIOBTOPOB, KAK, HAI[PUMED, EHTPOMEPHBIE U T€JIOMEPHbBIE TIOBTO-
pol. [Ipobitema orpeiesieHus MOCIEI0BATEILHOCTH TOBTOPSIONINXCA 9JIEMEHTOB ObLIa PeleHa ¢
pa3paboOTKOI ITPOTOKOJIOB CEKBEHUPOBAHUS TPEThero rnmokoJsienus. Hampumep, renoMuas cOopka
gesoBeka T2T (telomere to telomere) 6puia moydueHa ¢ UCIOJIB30BAHUEM STHX IIPOTOKOJIOB U
BKJIOYAET B cebsl MOJHBIA HAOOP TAHJIEMHBIX U IEHTpOMepHBIX 1oBTOpoB [2|. Tem He meHee,
MHOTHE PACIIPOCTPAHEHHBIC B IPAKTHKE ITPOTOKOJIbI CCKBEHUPOBAHUA JTAIOT KOPOTKHE YTEHUA.
Hanpuwmep, nporokosn Red-C [3] aist ananmsa moanorenomuoro marepakroma mex ity JHK u
PHK renepupyer npourenus jmHoi oT 80 10 133 mykaeoruaoB. CtangapTHble OHOMHGpOpPMa-
THYEeCKNe ITporpaMMHbIe KOHBelepbl, ncrosb3yeMble s anajmsa PHK-/IHK waTepakToMoB
[OJ/IPa3yMeBAIOT UCIOJIb30BaHUE TOJILKO YHUKAJILHO-KAPTUPOBAHHBIX ITPOYTEHUN, YTO ITPUBO-
JIUT K IOTepe Tpex THIOB KOHTakToB: yHuKaybHad JIHK-muoxkecrBennas PHK, muoxkecrsen-
nag JIHK-yaukanbuas PHK, muoxkecrsennast JIHK-muoxkectBennast PHK. B pasziudanbix sKc-
IepUMEHTaX I0Tepsi JaHHBIX, CBA3aHHAA C UTHOPUPOBAHUEM MHOXKECTBEHHO KapTHUPOBAHHBIX
YTeHHUH, MOXKET COCTaBJISIThH OOJiee IMOJIOBUHBI BCEX KOHTAKTOB.

Hecmotpst Ha HEOIHO3ZHAYHOCTH TTPOMCXOXK/IEHUA MHOYKECTBEHHO KAPTUPOBAHHBIX MTPOYTE-
HUIi, OBLJIO TPUHATO PEIIeHne UCIOIL30BaTh ux B anause ganabix JJHK-PHK konrakToB s
BBIABJICHNs (DYHKIIMOHAJIHLHON 3HAYMMOCTHU TMOBTOPSIONINXCA JIEMEHTOB. BbLI mpoBeseH aHa-
JIN3 JIAHHBIX, MOJIY9IEHHBIX ¢ UCIIOJIb30BAHUEM IIPOTOKOJIOB JIJIsi YCTAHOBJIEHUSI TIOJITHOT€HOMHOT'O
PHK-/THK unrepakroma Red-C u GRID-seq. B kadecrBe pedepencuoro renoma 6bL1a UCIOIb-
30BaHa HamboJiee mosiHasi coopka renoma desoeka (T2T). B xone ananmsa paspaboran mpo-
TOKOJI, TIO3BOJIATONINI UCIIO/IBE30BATh MHGMOPMAIINIO 0 MHOXKecTBeHHOM KapruopBannu PHK- u
JIHK-uacreit koHTakToB. IIpemoKeHHbIi T0IX0/1 IT03BOJIII JOIOJHATH HH(MOPMAIINIO O XpOMar-
tuH-acconuupoBanubix PHK, 3akoupoBanHbIX B reHOME B HECKOJIBKIX KomusX. [Tokazano, aTo
¢ TEHOMHBIMU JIOKYCAMM, HECYIIMMU TOBTOPSIONINECS 3JIEMEHTHI PA3HBIX KJIACCOB, B3anMOJIEH-
cTByIOT XpoMmarun-accoruuposaniubie PHK, a Takke y/a/10ch BBISBUTH TEHJICHIIUU B3aUMOJICTH-
CTBUS YHUKAJbHBIX U MHOYKECTBEHHO KaPTUPYEMbIX ITPOUTEHUH, TPUXOIANINXC Ha, PA3JIMTHBIE
TeHbI U TUIIBI TIOBTOPOB.
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