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YTeHure U cOOpKa reHoMa B
001EeM cJyyae

Heckonpko Konwii reHOMa Urenns Cbopka




PacripocTpaHeHHbIE
METPUKU COOPKU

e 1NnHa KpaTyarwero/HanbonbLuero KoHTura/ckapdonga
* CpegHas AanHa KoHTura/ckaddonaa

* N50/N90 — Hanbonbluasa ANMHA KOHTUIA Takas, 4YTo B
KOHTUTaX He MeHbllen ANnHbl coaep>Kutca 50/90%
CYMMApPHOW AJINHbl KOHTUTOB

* NG50/NG90 — Hamnbonbluaa A/IMHA KOHTUra Takasa, 4YTo B
KOHTUrax He MeHbLlen ANnHbI coaep>Kutca 50/90%
CYMMapPHOMN AJINHbI TEHOMa.




[IpobuieMa

* PacnpocTpaHeHHble METPUKU OLEHKMU
COOPKM reHOMA NOYTU HEe OTPAXKALOT
KayecTBO COOPKM reHoOMa




[les1b paboOTHI

* HayuynTbcAa oUueHMBaTb KauecTBO COOPKU
reHoma




3azaqyu

* Pa3paboTaTtb meToa, OLEHNBAOLWLUN
KayecTBO COOPKU rEHOMHOM
nocnenoBaTe/IbHOCTU

* Peann3soBaTtb NporpamMmmy-oLUeHLMNK Ha
OCHOBE AAaHHOIo MeToAa, MPUHMMAIOLLYIO Ha
BXO/[, YTEHUA N COOPKY reHoMma.




Log Likelihood

* In(P(A|R))

« A — cobbITHe, Npu KOTOPOM COOpKa ABNSIETCHA
«MpaBUnNbHON» NrEHOMHOW NoCcnenoBaTEeNIbHOCTLIO

« R — cobbITne, Npn KOTOPOM UccrenyeTcs
onpenerieéHHbIN Habop YTEHUN




CylecTBYOILIME METObI,
ounenuBarinue log likelihood

e CGAL
e de Novo
e ALE




ALE

P(R|A)P(A)
P(R)

 P(A|R) =

* P(R|A):
* P(RlA) = Pplacement(R|A)Pinsert(R|A)Pdepth(R|A)

Ppiacement (R|A) — OLEHMBAET, HACKONBbKO XOPOLLIO YTEHWS
coBrnagarT co cOopkon

* Pisert(R|A) — OLEeHMBaET, HACKOJIbKO XOPOLLUO anpuopHbIe
OLIEHKN PacCTOSHUSA MeXay napHbIMU YTeHuaMun (insert
length) coBnagatoT ¢ NoNy4YnBLUNMUCS B pe3ynbTaTe COOpPKK

* Pyepen(R|A) — oueHMBAET, HACKOIbKO anpuopHas rnybuHa
MNOKPbITUA B KaXXO0W NO3uLMmM coBrnagaeT ¢ Nofy4ymnBLLUENCA B
pesynbTaTte cOopKu




Pieptn-score

* 100 mHoX*ecTB GC-KoHTeHTa: 0-1, 1-2,...99-100%.

* [nybuHa pacnpeseneHa no oTpmuaTeNbHOMY
buHommnanbHomy pacnpegenenuio NB(r,p) ans
Ka)XJoro MHOXecTBa.

* p = 0.5, = max(10, Ugeptn(x,)), rae
Udepth(x;,) — CPEAHEE 3HaYeHue rybuHbI A1 TOTO

MHoXecTBa GC-KOHTEeHTa, Kyaa nonaaaer
3HavyeHne GC-KoHTeHTa X; B NO3ULUUN [




[Ipobs1emb1 ALE

* B xone paboTbl Ha AaHHbIX U3 ba3bl GAGE
yOaN0Cb YCTAHOBUTb, YTO NB(r,p) He COOTBETCTBYeT
peanibHOMY pacnpeaeneHuto rMmyobuHbl NOKPbITUA

* CTaTUCTUKN, NPUMEHABLLUMECA NMPUN CPaBHEHUM:
* y%-TecT
* Koppenauua lNupcoHa n CnnupmeHa
* [pubnnKeHne Ha OCHOBE NMPUHLMNA
MaKCMMaNbHOro Npasaonoaobms




IMIIMpPHUYECKOe paclipejiesieHue

Escherichia coli
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Pacnpenenenue rmyouH no NB(r,p) n amnupunyeckn ana GC-KOHTeHTa, 12/22
KOTOPOMY COOTBETCTBYET HambonbLlee YNCIo No3numnn B cbopke




IMIHUPHUUYECKOe paclipejiesieHue

e [1na onpeapeneHnA BepoOATHOCTU
rnMybuH npeanaraeTca UCNONb30BaATb
IMNUPUYECKoe pacnpeaeneHme AnA
KaxXaoro GC-KOHTeHTa




IMIHPHUUYECKOe paclipejiesieHue

e AHanornyHo ALE pa3obbém GC KOHTEHT
Ha 100 mHoXecTB: 0-1, 1-2,...99-100%

e [lnAa KaXXA0oro MHOXeCcTBa CTPOUTCA SIMMNUPUYECKOE
pacnpeaeneHue rnybuH

 YT106bI pEaNn30BaTb OOHaApyKEeHne OoLKnObOK,
NO3ULUKN C HY/IEBbIM MOKPbITUEM HE YYUTbLIBAOTCA

e Ha ocHoBe cocTaB/ieHHbIX pacrnpeneneHunn CTpoum
Tabnunuy T[100][maxdepth] 14/22




TecTbl HA CHHTETUYECKHUX NAdHHDBIX

* PaccmoTpeHa nssecTtHana cbopka E. coli

B cbopKax UCKYCCTBEHHO CO3/1aHO HECKOJ/IbKO
TbICAY OLLUMOOK pa3INYHbIX TUMOB:
- 3ameHa HYKneoTuaos
- BctaBka/YpaneHue HyKneotuaos
- Pa3BOpPOT yyacTKa reHomMa
- Konua yyacTKka reHoma B Apyroe mecto




CpaBHUTEJIbHbIM aHAJIU3

e AHanu3 cbopKku c owmbkamm npoBoOAUNCS
c nomoulbto Integrative Genome Viewer —
MHCTPYMEHTA BM3yan3aumm cOopok

* bBbls10 BbIIBNEHO, YTO NPEANIOKEHHbIN METOA,:
- Hawén Bce BHECEHHbIe OWNHOKK
- ObowWwén «no¥Hble cpabatbiBaHmMA» ALE
(Bo3pacTaHume rnybuHbl Bblle cCpeaHEero
Ha Ynctom cbopke, obycnoBieHHoe
0COHEHHOCTAMM CEKBEHNPOBAHUA)




CpaBHUTEJIbHbIW aHAJIU3

BHeCEHHbIe OLNOKMU PesynbTar

10 owmnd0oK 3ameHbl no 1000 HawnpeHbl Bce no3uumnm ¢
HYKNeoTuaoB owmbkamm

1000 owmbok BctaBku no 100 HangeHbl Bce no3vuum ¢
HYKNeoTuaoB oLuMdKamu

1000 owmnbok yganeHus no 100 OnpegensieTca TONbKO nesas
HYKNeoTuaoB rpaHMua oWnBOYHOro permoHa
1000 owmnboK KoNMpoBaHUS OnpegensieTca ToNbLKO NpaBagd
y4yacTkoB reHoma gnvHoun 100 rpaHuua owmnbovHOro pernoHa
HYKNeoTUaoB.

1000 owmnbok pasBopoTa HangeHbl Bce no3vuumn ¢
y4yacTkoB reHoma gnvHoun 100 ombkamm

HYKITEOTUOOB.




JlokHBbIe cpabaThIBaHUA

p-129

[My6uHa
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CpaBHeHune paboTbl npeanoxeHHoro metoaa n ALE npu
YCINOBUWN PE3KOro BO3pacTaHust rnybuHbl, 0B6yCcrioBrieHHOro
0COBEHHOCTAMU CEKBEHMPOBAHUA, Npu nomown IGV.




TecThbl Ha pea/IbHBIX JJAHHBIX

* PaccmoTpeHbl n3BecTHble COOPKM OPraHM3MOB,
a TaKXe cObopKKM nonynAapHbIX COOPLLNKOB:
* S.aureus

CoopLuk JocTtoBepHO ALE MNMpeanoXxeHHbIN
N3BeCTHoe MeTopn
KONMU4YecTBO OLUNOOK
true false |true false
3aMeLleHua u e e e e
BcTaBku/yaan. >5bp g g g g
19 3 19 0

ABYySS 19
Allpaths-LG 20 18 4 19 0
SGA 10 9 2 10 0

Velvet 42 40 3 41 1




TecThbl Ha pea/IbHBIX JJAHHBIX

* R. sphaeroides

[JocTtoBepHO ALE MNMpennoXxeHHbIN
n3BecTHoe MeTopn
KONMIN4YeCcTBO OLUUOOK
true false |true false
3amMelleHus u e e e e
BcTaBku/ypan. >5bp g g g g
75 2 76 0

ABYySS 76
Allpaths-LG 49 45 5 48 0
SGA 12 12 1 12 0

Velvet a7 45 4 a7 1




TecThbl Ha pea/IbHBIX JJAHHBIX

* H. sapies Chr. 14

[JocTtoBepHO ALE MNMpennoXxeHHbIN
N3BEeCTHoOe MeTopn
KONMU4YecTBO OLUNOOK
true false |true false
3amMelleHus u e e e e
BcTaBku/ypan. >5bp g g g g
691 15 701 10

ABYSS 704
Allpaths-LG 2760 2584 352 2700 20
SGA 981 913 27 975 0

Velvet 4910 4567 560 4879 107




Pe3y/ibTaThI

* Pa3paboTtaH meToa oueHKM Ha ocHoBe ALE

e Peanin3zoBaHa nporpamma Ha Python,
PACCYUTbIBAIOLLLAA IMMUPUYECKOE pacnpeaeseHne
rnybuH ansa Kaxxaom cbopkn n depth-score
COOTBETCTBEHHO




Cnacunbo 3a BHMMaHue.

Bonpochl?




