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Hyxneorunnas M0CJIEe0BATENLHOCTD Ha3bIBACTCS
NAJIMHAPOMOM, €clM  OHa  COBIAJaeT C  KOMIUIEMEHTapHOU
MOCJIEeJ0BAaTENFHOCTBIO, YATAEMONH B OOpAaTHOM HalpaBlICHHH (reverse
complement). [TocnenoBaTenbHOCTB, OTIMYAIOILASICS oT
(coBeplIEeHHOT0)  MAJMHAPOMA,  HA3bBIBACTCS  HECOBEPLICHHBIM
nanuHapoMoM.  HecoBepiueHHble — MaqWHAPOMBI,  ONHM3KHE K
COBEPILEHHBIM, MOTYT OBITh CaliTaMU KOOMEPATUBHOI'O CBS3BIBAHUS C
JHK TpaHckpunimnoHHEIX (akTopoB, 0Opasyromux romoaumMepsl (Datta
and Rister, 2022), a Takxe o0pa3oBbiBaTh mmuiibku Ha PHK.

Pengakunonnoe paccrosiHue uiaM pacctosiHue JleBeHmTeilHa
MEXIY ABYMsI MOCIEI0BATEIBHOCTSIMH BBIUYUCISETCS 32 KBAAPATUIHOE
Bpems (SlakoBckwuii, 2024).

Hamu mpemioskeH HOBBIM alNrOpuUTM, KOTOPBIA TONydYaeT Ha
BXOJ] HYKJICOTUAHYIO IOCIEI0BATENFHOCTh X U BBIAAET CIUCOK IJIUH
npeduKcoB w, IUIA KOTOPHIX pelakuuoHHoe paccTosiHue dist(x, we(w))
MEXIY HMCXOOHOM MOCIEeNOBaTeNbHOCTBIO X H  ONTHUMAaJbHBIM
MNAJIMHIPOMOM C TaKHM NPEPHUKCOM W AOCTUTAeT MUHUMYyMa. Kaskaplii
npedukc w ompenenser pazdoueHne x=wz. Taxke alropuTM BBIIAET
MHUHHMAJbHOE 3HAUYEHHE PEeJaKIMOHHOro paccTosiHus. Ilpu 3ToM Hamo
BBIOpaTh MHaTMHAPOM W3 aHcamOnsd MalWHAPOMOB, ONpPENENIIEMBbIX
BXOIHOM TOCIIeA0BATEIbHOCTHIO. [IpeuKCH MalIMHAPOMOB M3 3TOTO
aHcamMOns  coBmajaloT C npepukcamu B x. llpm  sTOM
MOCJIEOBAaTENFHOCTh X MOXET HE COJepaTh HCKOMBIA HaTMHIPOM
LHENMKOM. B TakoMm ciydae OHa COJEpKUT JIMIIb HECOBEPILEHHBIH
nanuHapoM. Ho B X copep:kuTcs MONIOBHHA OT UCKOMOTO MATMHAPOMA.
OnrtumaneHble pa3OueHHs U pelaKMOHHOE PACCTOSHUE BBIYUCISIIOTCS
3a KBaJpaTU4HOE BpeMs. BpruuciauTenbHas CIOXKHOCTh ANrOpUTMa
HIDKE, YeM B cJlydae IMOJIHOrO TIepedopa BapUaHTOB TPaHHILIBI
WHBEPTHPOBAHHOTO ydacTKa. s cpaBHEHHS MOCIENIOBATENbHOCTEH
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pasHOM IUIMHBI yOOOHO HCIOJB30BaTh (PYHKIHMIO imp(x), 3HaYCHHE
KOTOPOM pPaBHO OTHOIICHHIO UIMHBI ONTUMAJIBHOrO MAIWHApPOMA K
JUIMHE MCXOIHOM IOCNIEOBATENbHOCTH. 3HaueHHe JTOH (YHKUUHU

rOBOpPUT, HaCKOJIBKO IOCICA0BaTCIIbHOCTD OTIINYaCTCA oT
COBCPHICHHOI'O0 MNaJIMHApPOMA, KW paBHA HYJIKO [JIs1 COBCPUICHHBIX
NaJIMHAPOMOB.

AnroputMm peanu3oBaH Ha s3bike Python. [Iporpamma noctymna
no aapecy http:/lab6.iitp.ru/-/pali, rme TaKke IPHUBEIACH IMPHUMED
ucrnonb3oBanus. lcmons3oBanue Oubanorekn Numba 10O3BONSET
3HAYUTENIFHO YMEHBIIUTD BpeMsi paOOTHI IPOrPaMMBL.

OMnupuueckas OLEHKa MeOUaHbl 3HayeHud imp(x) ams
CIIy4allHBIX HYKJICOTHIHBIX IIOCIEAOBATENBHOCTEH W3 HECKOJBKUX
COTEeH HYKJIeoTHIoB Onm3ka k 3HaueHuto 0.26. Ho sra meauana
HEMOHOTOHHO 3aBHCHUT OT AJHMHBI M 3aMETHO BBIIIE AN KOPOTKUX
MOCJIe0BaTEILHOCTEH.

Taxoke pazpaOoTaH BTOPOW aNrOPUTM JJsl BBLACICHUS W3
MOCJIeNOBaTeNbHOCTH X  OoJiee  KOPOTKOTO  HECOBEPIIEHHOTO
HNaJIMHAPOMA ¥ ¢ MEHBUIMM 3HaueHHeM imp(y)<imp(x), moay4aemoro
yAaJeHHeM M3 HWCXOTHOW IOCIEIOBATENFHOCTH X NpedHuKca HIU
cypdukca, ecimm 3T0 BO3MOXKHO. OTa omepauus Ha3bIBaeTCA
TpuMMUHTOM. OCHOBHOM HIeel HalIMX aJrOpUTMOB  SIBJISIETCS
MPOBEpKa, BEPHO JIM, YTO OJHA M3 ONTHUMAIBHBIX JUIMH HpeduKca w
MOCJIEOBAaTENFHOCTH X CHJIBHO OTJIMYAETCS OT TOJOBUHBI JJUHBI X.
Ecnu Tak, TO mporpamMMa ycekaeT X Ha pasHHIy MEXAy IJUHOH w H
MOJIOBUHOM JJIMHBI X.

Kpome Toro, Ovin paspaboTan TpeTuii — albTEepHATUBHBIA —
anroput™  TpuMMuHra. OH  BBINOJHSET  3aJaHHOE  YHUCIIO
MOCJIEeOBAaTEeNbHBIX yCEUEHUH HCXOAHOW TMOCIEAOBAaTEIbHOCTH  X.
[lepBoe yceueHune MPOM3BOIUTCSA HA YUCIIO HYKICOTUAOB p, 3aJaHHOE
Kak Joisg oT anuHbl x. [locie KaXmoro ycedeHus! BBIIOJHSETCS
cpaBHeHHne imp(x) u imp(x’), rae udepe3 x 0003HAYCH pE3yJbTaT
yCeUYeHHUs OCIEA0BAaTEILHOCTY X Ha p . Ecnu BRIOTHEHO HEPaBEHCTBO
imp(x) > imp(x’), TO BEIYUCISICTCS CIEAYIOIISe YCEUCHUE YKe s X' Ha
p’. Huase, Ha crnemyiomeM Iare BBIYHCIAETCS — yCEYEHHE
MOCJIEe0BaTENFHOCTH X Ha IIETYI0 YacTh OT YHCIa p /2 HyKICOTHIOB.
OTH anroOpuTMbI TaKkKe peann3oBaHbl Ha s3bike Python. IIporpamma
moctynHa 1o aapecy http://lab6.iitp.ru/-/trimmers, TAEe TpPUBEICHBI
KpaTKoe ONHCaHue U IPUMEP UCTIONB30BaHUSI.
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Ham METOA MpUMEHEH K MOCJIEe0BATENBHOCTAM
BBICOKOKOHCEpBAaTuBHBIX  3nmeMeHToB (BKD) B Hekoampyromumx
001acTsIX TEHOMOB U3 YeTHIpEX MilekonuTaromux (Homo sapiens, Mus
musculus, Sus scrofa, Macaque fascicularis). 3tn BKD Obutn HaliieHb
METOAOM, KOTOPBIH CIYXKHT MoAu(UKalMed paHee pa3pabOTaHHOTO
aBTopamu anroputma (Rubanov ef al., 2016). I[Touck BKD Brimonnen B
CHHTEHHYHBIX OJIOKax, PaclojIOKEHHBIX Y YeJIOBEKa Ha XpoMocoMax 1—
3, B KOTOpBIX IpeaBapUTEIbHO OBUIM 3aMacKUPOBaHBI TOYKOW Bce
koaupyromue mnocnenoBatensHoctd (CDS) m Bce ydyacTKM HU3KOM
cnoxkHoctd. K Hawamy u K KOHIY Kakgoro Oyioka moOaBisics
MPUIETAIOLINHA yYacTOK reHoMa AIuHoi B 1 Mb.

B pesyibraTe HaMU BBIAEICHO MHOTO HECOBEPLICHHBIX MATHHAPOMOB C
MaJIbIM 3HaueHueM imp(x). B vacTHOCTH, MHOTHE U3 3THX MAJIWHAPOMOB
pacIookeHsl B 5'-HEKOJUPYIOUINX 00JIacTsAX TCHOB.

Onumem Gonee nogpoono BKD, HaiineHHble Ha HavaaIbHOM
JIOKyCE TIEPBOH XPOMOCOMBI YEJIOBEKa M B CHUHTCHHYHBIX JIOKyCaxX y
JIpYTuX paccMOTpeHHBIX BUAOB. [Inga tex BKO u3 stux nokycos, B
coCTaBe KOTOPBIX IOCIIE TPMMMHUHTA HAal/IEH Y4acTOK ¢ imp()’) He BhILIE
0.2, mennana paznocreit imp(x)—imp(y) cocraBuna 0.049. Jlume ams 20
MOCJIe0BaTeNbHOCTEH ITOPUTM HE HaIEN JydIIen
MOCIIEIOBATEILHOCTY MEeHbIIEH IHHEL: imp(x)= imp(y). dnst omHOTO 13
BK?D B pe3synbraTe TpUMMHHTA OBUT BBIJIENIEH YYaCTOK C MUHUMAaJIbHBIM
3HaueHueM imp(y)=0.128, x0T y HMCXOOHOH MOCIENOBATEILHOCTH
imp(x)=0.209. HanbonpIee ymMeHbILICHHE BETMYUHBI imp(x) COCTaBIsAET
0.232, 4yto nUIIP HEMHOrO0 MEHbIIE MenuaHel. B a3rtom cmywae y
UCXOIHOW MocienoBatensHocTH imp(x)=0.406, a mocie TpUMMHHTa
imp(y)=0.174.

Otmernm, 4TO camu mocienosarenbHocTd BKD o0bruno Mano
MOXO0XHM Ha MaJHHAPOMBI, MOCKOJBKY OOBIYHO 00JaJaloT BBICOKHM
3HaueHueM imp(x), Omm3kuMm Kk Meamane. OJHAKO NpeIaracMbIi
QJITOPUTM BBIIONHACT ycedeHue mnpeukcoB u cyH HUKCoB, MO3BOIISA
BBIJICJINTH HECOBEPILIEHHBIE MAJTHHAPOMBI C HU3KHM 3HaYeHHUEM imp(x),
HO UMEIOIIHE CPABHUTEIBHO OOJIBIIYIO AJIHHY.

BrInonHeH NOUCK TeX HECOBEPLICHHBIX MAJTMHIPOMOB B COCTABE
BK?D, koTopble nonaaaoT B U3BECTHBIE TPOMOTOPHBIE OOJIACTH.

PaboTa BeImonHeHa B pamkax rocyaapcrsenHoro 3ananus U PAH,
yTBep>kaeHHoro MunoOpuayku Poccun.
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lamoTunupoBanye HEPOICTBEHHBIX HHANBHUIOB Oa3upyercs Ha
MOJEIMPOBAHUM YAaCTOT TaljIOTHIOB B momymauud. OpHoi U3
KIIIOYEBBIX 3a/a4, BO3HMUKAIOUIMX B OTOM KOHTEKCTE, SBIISETCA
PEKOHCTPYKLMSI MAaTE€PUHCKUX M OTLOBCKHX TaIJIOTUIIOB B TE€HOME
noromMka. [Ipy Hann4umMu naHHBIX O Tpoiike (peOEHOK U 00a poauTens), a
B HEKOTOPBIX CIydasx — O ABOIKe (peOEHOK W OIUH M3 poJUTeNei),
CTaHOBHUTCSl BO3MOXKHBIM OIIpeJeNICHHE MPOUCXOXKICHUS TaIUIOTUIIOB
K10 XpOMOCOMBI peOEHKa OT MaTepy Win oTia. OJJHAKO 3TOT MOAXOA
CONMpsDKEH € CYLIECTBEHHBIMH  (PMHAHCOBBIMH  3aTpaTaMH  Ha
CEKBEHHPOBAaHHUE BCEX YYACTHUKOB TPHO.

HecmoTpss  Ha ~ MOCTOSHHOE  CHMKEHHE  CTOMMOCTH
CEKBEHHPOBAHUs, COXpaHSETCS AaKTyaJlbHOCTh pa3paboTku Ooree
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