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Beenenue

2/16

OgHa u3 3agay buontHdopmatukn — BoccTaHosneHne (cbopka) reHoma no
MHOXeCTBY ero chparMeHTOB.

@ leHom — cTpoka Hap koHeuHbim andpasutom A = {A,C, G, T}.

o Llenbto cbopku reHoma sIBNSETCs NOJyHEHNE KaK MOXHO bosiee ANMHHbIX
yHacCTKOB reHoma be3 notepm TO4HOCTW.

[ns pewerus 3agayqm cbopky reHoma UCMObL3YIOT PasfinyHble CTPYKTYpbI
JaHHbIX, ogHa n3 Hux — rpad ge Bproiina.

WNcxogHomy reHomy B rpadbe fe BproliHa cooTseTcTayeT Ditnepos nyTh €
y4eToM KpaTHocTell pebep.

Mpobnema

Hann4yne noBTopstomxcsi MOAMNOCAEZ0BATENLHOCTEN B FEHOME MPUBOAUT K
TOMY, YTO HEJIb351 O4HO3HAYHO MOCTPOUTL DISIEPOB MyTh.
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pach ge BproiiHa

o 'padp pe BproiiHa — opueHTUpOBaHHbI Fpad, B KOTOPOM B KavecTse
BEPLUMH BbICTYNAaOT CTPOKMN AMWHbI k, Ha3biBaemas k-mepom, u aBe
BEPLUVHbI COefMHEHbI PEDPOM TOrga u TONLKO TOrfa, Korga CyLlecTByeT
cTpoka anuubl k + 1, npepukcom un cydppmkcom KOTOpoii OHW SIBASIOTCS.

Mprmep

lycts nmeercs ctpoka AATGCAA. [Moctpoum no Habopy ee MoACTPOK AMNHbI

3 rpacp ge bproiina:
. AAT . ATG
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pach ge BproiiHa

Yacto B Habope nofgCTpoK reHoMa UMEHTCSt OQUHAKOBbIE MOC/IEL0BATENLHOCTMY,
npueoasLine K NOsSIBJEHNIO NOBTOPOB B rpade.

o ,D.ﬂﬂ HEKOTOPbIX BNAOB MOBTOPOB MOXHO OLEHNTb NX KPATHOCTb JIOKAJIbHO.

Mpumep

. ATG TGC
OO
AAT GCA

@ @ 2
Gy AAA
X2

AAA
Puc.: 'pag ge BbproiiHa cTpoku Puc.: Mogrpac rpacha ge Bproria cTpokn
AATGCAAAA, k=3. AATGCAAAA.
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Bugbl nosTopos

Mycte Q, B, D, E — HekoTopble CTPOKWU Hag andpasutom A, n > 0.
PaccmoTpum noeTopbl aBYX BUAOB:

n pas

——
@ rnocnegoBaTenbHblii nosTop Buga QB B...BE

O—@—0

Puc.: CxemaTuyHoe n3obparkeHne nocsefoBaTe/IbHOroO NOBTOPA

n pas

——
@ TaHgemHblli nosTop Buga QB DB ... DBE
i Xn !

Puc.: Cxematunuroe |/|306pa>KeHv|e TaHAEMHOro noBTopa.
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[NocTaHoBka 3agaqn

OueHMTb KPAaTHOCTb MOC/1E40BAaTE/IbHOTO U TaHA4EMHOIO NMNOBTOPOB.

,ﬂ,ﬂﬂ nosy4eHNs OUEHKU KPaTHOCTU BOCMOJIb3yeEMCA Ha60pOM napHbIX YTEHWNIA.

@ ®parmeHT — nogcTpoka ciydaiiHoil anuubl i Buga S[¢, € + 1) reHoma S,
roe £ — cnydaiiHasi KOOPAMHATA JIEBOTO KOHLA (hparMeHTa, CiyyaliHyto
BEIMYNHY 1) Ha3bIBAIOT AJIMHON BCTaBKM.

o CnyuvaiiHas Benn4dnHa £ nmeet pacnpegenenune P, a caydaiiHas BeMYnNHa
7 MMeeT pacnpegenexnne P,.

o Jlesoe uTeHue — npedukc gamnbl d pparmenTa S[E, € + 7).
@ [lpaBoe uTeHne — cydpcbukc anunsl d dparmenta S[E, € + 1.

o ﬂaprle HTEHUA — PACCMOTPEHHbIE BMECTE JIEBOE N MPABOE YTEHNA.
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AHannTtuyeckasi hopmyna 4JviHbI BCTaBKY

MycTb nmeetcst Habop NapHbIX YTeHWiA, cunTaem, 4to N — MakcumasbHoe
BO3MOXXHO€ 3HAa4Y€HME KPaTHOCTM NOBTOpA.

Q E

i B DB...DB |
& ; JIeBOE N pa3 &, i{ npaBoe
yTeHue qgTeHue

Puc.: Mpumep pacnonoxeHusi napbl 4TeHU OTHOCUTENBHO CTPOK Q 1 E.

ObozHauum &;; u &;,» — KpaiiHue nesble nosvuun B8 Q u E nesoro n npasoro
YTEHWIA i-Oli Napbl YTEHUI COOTBETCTBEHHO.

VTBepxxaeHne

Ecnun xots bbi oguH k-mep kaxzgoro n3 4teHunii aexut B Q n E, To ganHa
BCTaBKU 1-OU napbl YTEHUV paBHa

7 =1Q| =&+ (n+1)-|B|+n-|D|+&,+d—2-(n+1)-k, n€{0,...,N}.

B npoTtusHom cny4ae givHa BCTaBku He HabsogaeTcs.
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AHannTtuyeckasi (hbopmysia KpaTHOCTM MOBTOpa

Pacecmotpum X = {x1,...,2:} — BbibOpKa pa3mepa M Tex NapHbIX YTEHMWIA,
Yy KOTOpbIX XOTsi bbl oguH k-Mep Ka)kgoro u3s yteHuii nexut 8 Q n E.

o [lns i-oi napsbl YyTeHuii 3 BoIbopkn X AANHY BCTaBKU MOXKHO HAlTW Mo
nosiy4eHHol dopmyne:
ni = |Q|—&ii+(n+1)-|Bl4+n:|D|+& r+d—2-(n+1)-k, n € {0,...,N}.
@ PaccmoTtpum dyHkuuto npasgonogobus:

M
L(n|X) = [[P(n = QI —& i+ (n+1):|Bl+n-|D|+& r+d—2-(n+1)-k).

i=1

OueHka KpaTHOCTN MOBTOPA

7 = argmax log(L(j | X)).
0<j<N
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OLI,GHKa KPaAaTHOCTN NOCnenoBaTesIbHOro NnoBTOpa

o [Insi nonyyYeHus mapHbIX YTEHWUHA U UX NO3NLMIA B CTpokax Q u E
BOCMOJIb3yeMcsi nporpammHbiM naketom art [Weichun Huang et al., 2011].

Q E
Ry BB...B Ry

( JIeBOe N pas ( IpaBoe

qTeHue qyTeHue

Puc.: Mpumep pacnonoxxeHuns napbl 4TeHWU i OTHOCUTENBHO CTPoK Q u E.

MpoBenem sKCnNeprMEHTbI CO CAEAYIOWMMI NapaMeTpamMu:
e |Q| = |E| =10000, |B| =100, |Ri|=|Rz|=75. OnuHa BCTaBKN UMeeT
pacnpegenerne co cpegHum 1000 n cTtaHaapTHLIM OTKNOHeHMem 10.
e |Q| =|E| =255, |B| =50, |Ri| =|R2| = 75. AnuHa BCTaBKM UmMeeT
pacnpegeneHune co cpegHum 500 n cTaHBapTHBIM OTKIOHeHUEM 50.
[Ons kaxporo cay4vas 6bino nposegeHo 100 MogenvpoBaHuii Npu pasHbix
3HaveHnsix n € {1,...,7}. Bce nonydyeHHble OLeHKN COBMANN C UCTUHHBIM
3HaYeHNEM KPaTHOCTU NeTu.
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OugeHka KpaTHOCTK TaHAEMHOro nosTopa. MogenbHble gaHHbIE

n pas

o TaHpemHblli nosTop umeet Bug QB DB...DBE, rpe Q,B,D, E —
HEKOTOpble CTPOKK Hag andpasntom 2, n > 0.

@ Paccmotpum Sy — reHom kuwedHoii nanodkn E. coli K-12 MG1655.
Cmogenvpyem Habop napHbix YTeHunid. [lnuHa BCTaBKM nMeeT HOpMasibHOe
pacnpegenerne co cpeaHum 500 n ctaHgapTHbIM oTkaoHeHuem 100.

KpaTHocTb Ouetka 0.004
[ nosTopa, KpaTHOCTH,
n n 0.003
1 1 — 2
5
2 2 1 Z 0002
5
3 1 1 ks
4 1 ]' 0.001
5 1 1
0.000
0 200 400 600 800
3HauyeHune ANNHbI BCTaBKKU
Tabnuua: OueHkn KpaTHOCTER NOBTOPOB. Puc.: Pacnpegenerune gnanHbl BCTaBKN.
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OugeHka KpaTHOCTM TaHAEMHOrO MOBTOpa. PeanbHble gaHHble

o Paccmotpum Sy — reHom kuwedHoii nanodkn E. coli K-12 MG1655.
Bocnonbsyemcs Tenepb peanbHbiM Habopom napHbix YTeHuii aast So €
pacnpegeneHuem 757, co cpegHuM ji = 503.14 n cTaHAapTHLIM
OTKJ/IOHEHUMEM & = 34.74.

N306pa3um nHopmaumio o TaHAEMHbIX MOBTOPaxX W OLEHKM KPaTHOCTENR B
Buae Tabnuubl.

0.012
— n=1
KpaTHocTb Ouenka 0010{ ~— :i;
7 NOBTOPa, KPaTHOCTWN, AnpuopHoe
N 00081 T p-ne
n n .
5
1 1 1 g 0.006
£
2 1 1 2
0.004
3 1 2
4 1 1 0.002
5 1 1
0.000
0 100 200 300 400 500 600 700 800
3HayeHune ANVHbI BCTAaBKN
Tabnuua: OueHkn KpaTHOCTE NOBTOPOB. Puc.: Pacnpegenenne ganHbl BCTaBkM.
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OueHunBaHme pacnpenenieHnsi 4anHbl BCTABKM

n pas

——
MocnegosaTtensHblii nosTop nmeet Bug QB B ... BE.

Q E
Ry BB...B Ry

< JIeBOe N pas '( mpaBoe

qaTreHue qyTeHue

Puc.: Mpumep pacnonoxeHusi napbl 4TeHU A OTHOCUTENBHO CTPOK Q n E.

o [Ins nonyyeHWs OLEHKN KPAaTHOCTW MOBTOPA WCMOJb30BaIMCh YTEHUS, Y
KOTOPbIX XOTsl Obl OANH k-Mep KaXk[oro n3 4teHuii nexut 8 Q n E.

@ Takum obpasom, oueHeHHOe pacnpefeneHne ganHbl BCTAaBKN MOXET
OT/INYATLCA OT peasibHOro pacrnpenesieHunsi, BHOCS HETOYHOCTU B OLLEHKN.

OuennTb pacnpeseneHve fvHbl BCTABKU TEX MNAaPHbIX YTEHUI, Y KOTOPbIX XOTS
6b1 oguH k-mep kaxgoro u3 4teHuii nexut B Q n E. CpaBHuTb ero ¢
pacnpegeneHnemM BCeX MapHbIX YTEHUI.
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OueHunBaHme pacnpenenieHnsi 4anHbl BCTABKM

@ [lycte Ri, R2 — neBoe v npaBoe YTEeHNSI COOTBETCTBEHHO.

@ Ha npaktuke ctpoku Q u E KOHEYHOR AJIMHBI N He MOTYT BbITb KOpo4e
ONVHBI OfHOro k-Mepa.

Q E

Ry BB...B Ry
\J’IGBOG N pas ‘\IinaBoe
YTEHHE TeHme

Puc.: Mpumep pacnonoxeHusi napbl YTeHU OTHOCUTENBHO CTPOK Q 1 E.

o Ecnn pgnuHa yteHus bonbwe gavbbl Q unn E, To B 3TOM Ciyvae CHUTaEM,
4YTO YTEHNE NEXUT B CTPOKE, €C/IN COBMann xoTsa bbl k CMBOOB.

NmeHHO noaToMy cHMTaem, 4TO AJiIvHa BCTaBKU HabnwogaeTcs, ecnm xoTsi bbl
oauH k-mep Kakforo n3s yteHuii nexxut 8 Q n E.
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OueHunBaHme pacnpenenieHnsi 4anHbl BCTABKM

PaCCMOTpl/IM Cﬂy'—laﬁHle BENNHUNHY C, KOTOpPas NPUHUMAET 3HAYE€HUA

¢ =n, npu ycnosuu, 4to R1 C Q, R2 C E.

o VYcnoBue Ha TO, YTO AAMHA BCTaBku Habniopaetcs, byaeT cnegyowmnm:

Q—&+n-|Bl<n—kn|Q|—£&>k.

Fe(t) =P <t | |Q—&+n-|Bl+k<n £<|Q|—k) =
t—1

;(mw{07F£(|Q| —k) = Fe(lQ[ +n-|B|+k—9)})-P(n=1)

QI=k
;::0 (I =Fy(lQ[ +n-|Bl+k—1))-P(£=1)
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OLI,eHI/IBaHVIe pacnpeneneHna onnHbl BCTaBKN

MpoBepuM nosyyeHHyto POPMYNY MOAETMPOBAHNEM 1 CPABHUM C
pacnpegeneHneM AJVHbI BCTaBKN BCEX MapHbIX YTeHUiA P, co cpefHuM i 1
CTaHAAPTHbIM OTKNOHeHnem . PaccmoTtpum nostop QB B ... B E. Bosbmem

n pas
cnepytoline napameTpsbi:

|Q| = |E| = 3000, |B| =100, d =75, n = 5.

1.0

0.8

0.6

0.4

0.2

0.0

400 500 600 700 800 900 1000 1100 400 500 600 700 800 900 1000 1100
a) fu = 700, & = 50. 6) i = 700, & = 100.

Puc.: cDyHKLI,VIFl pacnpeneneHnsa AJnNHbl BCTaBKN NapHbIX YTEHWA.
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PesynbtaThl

@ [lonyyeHbl OLEHKMN 3HAYEHNS1 KPAaTHOCTU MOC/IEL0BATENLHOMO U
TaHLEMHOro NOBTOPOB.

o lMonyuyenbl ananuTuyeckue copmynbl Ans yHKLUN pacnpeaeneHmns
ONVNHbI BCTaBKMU.

o [lonyyeHHble TeopeTnyecKme pesyabTaTbl MPOBEPEHbI Kak C
NCMNOJIb30BaHNEM CMOAENNPOBAHHbIX YTEHUI, TaK N C peasbHbIMM
JaHHbIMUA.
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