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WnpuBuyanbHble T€HOMBI OCOOE OJHOro BMJa, BKIOYAs JIIOAEH, 3HAYUTENBHO pPAa3IndaroTcs
[I0 CBOMM HYKJICOTHIHBIM IOCIEN0BAaTeIbHOCTAM. CaMbIMH YaCTBIMM OTJIMYMAMM  SBISAIOTCA
enuHuuHble 3ameHbl B JIHK: omnonykneoruansie Bapuantsl (OHB) T.e. comarnueckue myrtauuu
U TONYJISILMOHHBIE OAHOHYKJIeoTHAHbIe TonmuMopdusMel (OHII). OTHOCHUTENBHO 3TAIOHHOM (TaKxke
Ha3bIBaeMOM «pedepeHCHO») MOocae0BaTeIbHOCTH T€HOMa YeJIOBEeKa, TPAJULMOHHO HCIOIb3yeMOn
B MOJICKYJSIPHO-OMOJIOTHYECKUX U OMOMH(OPMATHUECKUX HCCIECJOBAHUAX, HHIUBUAYAIbHBIA T€HOM
HACUMUTHIBAECT JECATKM MUJUIMOHOB OAHOHYKJIEOTHIHBIX 3aMmeH. Yacte OHB HaxomuTcs B ydacTkax,
KOAMPYIOLINX O€JIKH, HO OOJBIIMHCTBO PACIoNaraeTcs B HEKOJUPYIOLIUX 001acTsIX FeHOMa, B TOM YHCIIe,
B palioHax yNpaBJSIIOIIMX TPaHCKPUIILIMEH Ie€HOB: MpOMOTOpax U sHxaHcepax. [IpucyrcrBue OHB B
PErYIATOPHBIX palOHAX MOXKET OKa3bIBATh IIPSMOE BIUSHUE HA AKTUBHOCTb TPAHCKPHUIILIMK, HAIIPUMED,
yepe3 M3MeHeHHe Y(PPEKTUBHOCTH MHUIMALUU TPAHCKPUIILUH, KOTOpas, B CBOK OYepellb, 3aBUCHUT
or JIHK-GenkoBbIX B3aMMONEUCTBUM, U, KaK CJICACTBHE, OT HYKICOTHIHOW TOCJIEIOBATEIILHOCTH.
AHHOTaIMs W TpeackazaHue (QpyHKIHMOHAIbHOW posn oTaenbHbIX OHB BakHBI As perieHus 3aaad

MCHHHHHCKOﬁ T'C€HCTHUKU U HepCOHaHHBHpOBaHHOﬁ MCIHULIMHBI.

Ceromust Hamboyiee pacIpOCTPAHEHHBIM METOOM BBISBICHUS MapKepHBIX MOIMMOP(HU3MOB,
CBSI3aHHBIX C 3a00JIEBaHUSIMH, SIBISIETCS MPOBEIEHHE IMOJHOTCHOMHBIX M IOJHOTPAHCKPUIITOMHBIX
WCCIIEJOBAaHUH acCOLMANNi, KOTOPbIE BBIABISIOT CBS3H «TCHOTHUI-(QEHOTHUI» B OOIBIIOM MacmTade.
Takue wuccneqOBaHUS OTPAHWYCHBI PAa3MEPOM HCHONIB3YEeMOM MOIMYISIIMOHHONW BBIOOPDKH M HE
NPEIOCTaBISAIOT (DYHKIMOHATBHOH HMH(DOpPMAIMM O MOJIEKYJSIPHOM MEXaHHU3Me, OOBSCHSIOIINM
BOBJICUEHHE BapHaHTOB B (POPMHPOBAHHE HOPMAIBHOTO (EHOTUIA WIM HPEAPACHOIOKEHHOCTH K
narosoru. ToT (akT, 4TO TEHOM 4YelOBeKa B OOJNBIIMHCTBE KJIETOK SBISAETCS IAUILIOWIHBIM,
MO3BOJISIET UCIIOJIb30BaTh AJIbTEPHATUBHBIN MOAXO/: aJlIeNb-ClIeU(pUUECKUN aHaTTN3, KOTIa H3Y4aloTCs

T€TEPO3UTOTHBIC OHH, OTIIMYAIOIUE MaTEPHUHCKYIO U OTHOBCKYIO XpPOMOCOMEI OAHOI'0 OpraHusma.

Amtenb-criennUuHBIA aHAMU3 3TO0 (YHKIIMOHAJIBLHOE CpPaBHEHWE ajuleliel, pacIioIOKEHHBIX
Ha TOMOJIOTMUHBIX XpPOMOCOMax, C TOYKHM 3pPEHHUS SKCIPECCHMM TIeHa WIM €ro ajbTepHAaTUBHOU
perymsuuu. MaccoBoe pacpoCTpaHEeHHE U YIeIIeBIEHNUE BbICOKOIPOU3BOIUTEIHHOTO CEKBEHUPOBAHUS
IIO3BOJISACT MaCHITa6I/IpOBaTI) aJIJIeJIB-CHGHH(l)H‘IHBIﬁ dHaJIN3 OTACJIbHBIX I'CHOB A0 IIOJIHOI'O I'€HOMAa UJIN
TPAHCKPUIITOMA, B 3aBUCUMOCTH OT THUIIA MPOBEIECHHOIO «OMHUKCHOT'0» BBICOKOIPOU3BOAUTEIBHOTO

OKCIICpUMCHTA. Ha IMPpaKTUKE, JId IIOJIHOI'CHOMHOI'O aJ'IJ'IeJ'IL-CHeL[I/I(l)I/I‘IHOFO daHallu3a, KakK



MPaBWIO, AOCTYHHBI PE3yJAbTaThl HEOONBIIOTO YHCIA JKCIEPUMEHTANBHBIX TOBTOPHOCTEH, YTO
OTPaHUYMBACT TNPUMEHEHUE KOHBEHIHUAIbHBIX CTAaTUCTHUECKUX MoJeNel, TpeOyromux OOoIbIINX
BbIOOPOK. J|0CTaTOUHO YacTO OrpaHUYEHHOE YUCIIO MOBTOPHOCTENW OO0YCIOBIEHO TPYAOEMKOCTBIO HIIN
CTOMMOCTBIO MPOBeIeHUS (PYHKITMOHATBLHBIX OMUKCHBIX IKCTIEpUMEHTOB. TakuM 00pa3om, HEOOXOIMMBI
BBIUMCIIUTENIbHBIE U CTATUCTUYECKHUE MOJIENIH, YUYUTHIBAIONINE TPUPOIY IKCIEPUMEHTAIbHBIX JTaHHBIX
U MeHee TpeboBarenbHbIe K pa3Mepy BBIOOPKH. CTpOro roBopsi, BO MHOTHX CIyd4asx TpeOyercs He
TOYHAsl KOJIMYECTBEHHAsI OLIEHKY COOTHOILIEHUS CUTHAJIOB C albTEPHATUBHBIX aJuleNiel, a KaYeCTBEHHbIN
OTBET Ha BOIPOC <GIBJIAETCA JIM pa3HUIA MEXIY aJIebHBIMU CHTHAJIAMHM 3HAYMMOW», Harmpumep,
JOCTUTAETCS JIU TOCTATOUYHO HU3Koe P-3Hauenne. [1pu 3Tom Tpebyercst yunThIBaTh IIyMbI, TEXHUYECKYIO
BapuabeIbHOCTh U JPYTHe€ WCTOYHUKU OTKIOHEHWH B PACHpPENENICHHUAX YHCIa TPOUYTEHUH MEXITy
BapMaHTaMU U aJlJIeJIIMU, HalpuMep, BbI3BaHHBIC OIIMOKAMU KapTUPOBAaHUS KOPOTKHUX MPOUYTEHUI Ha
pedepeHCHYI0 TCHOMHYIO MocienoBareabHoCcTe. K coxaneHuro, CyecTBYIONINE MOAX0IbI OMTUO0YHO
MEePEOIEHUBAIOT JTMOO HEIOOIEHUBAIOT AWCIIEPCUI0 W HE CHOCOOHBI YYMTHIBaTH HH(OPMAIIKIO
0 BapUalUsAxX KOMUWHOCTH YYaCTKOB TIE€HOMA, BIUIOTH JI0 XPOMOCOMHBIX JAyIUIMKauuid. Takxe,
HEJOCTAaTOYHO BHHUMAaHHS yaelsieTcss TuddepeHINaIbHON OICHKE alIeb-CIeMU(MUIHOCTH MEXITY

COACPIKATCIBbHO OTIIMYHBIMU I'PYIIIaMHA 06pa3u013, HalpuMmep, pasjindYHbIMA TUITIAMHA KJICTOK.

ens HacTOsIeH pabOTHI COCTOMT B Pa3pabOTKE BBIYUCIUTEIBHOTO METOJA, OTBEYAIOIICTO
3TUM BbI30BaM. B paboTe ymanoch mokas3aTh, YTO pacHpe/eliCHUE YHUCeNl TMPOYTCHHUM YIOBJIETBOPSET
CMECH OTPHULIATEIbHBIX MYJIBTUHOMHUAIBHBIX PACHPENEICHUN, U 3TO YTBEPXKACHHUE JIEITIO B OCHOBY
HOBOTO MOAXO0/Ia K OMPEIEICHUIO ajuIelb-Clien(UIHbIX BapuaHTOB. [IpennoxkeHHbIi B paboTe METOI
OblT peanu3oBaH B pamMkax mnporpammuHoro maketa MIXALIME, nporecTtupoBaH B CpaBHEHHH C
CYIIECTBYIOIIMMH TOIXO/IaMU U YCHEIIHO UCIOJIb30BaH s MOUCKa amenb-crennduaasix OHB mo
nanHbIM dkcnepumenToB CAGE-Seq 1t 310poBBIX W OOJBHBIX 4enoBedeckux cepzen. Cpenu HHX
MIPUCYTCTBOBAJIM KaK M3BECTHBIC BAPUAHTHI, ACCOIMUPOBAHHBIC C Pa3BUTHUEM MATOJIOTUM, TaK U COTHU

HOBBIX paHCC HC OIMMUCAHHBIX PCTYIIITOPHBIX BAPUAHTOB.



