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MeTtunuposanue JHK
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LMTO3MH 5-MeTMnUMTO3UH

¢ LLMTO3MH — OAMH M3 YeTbipex HyKNeoTuaoB, 06pasyoLmx
OHK.

* B coctaBe JHK LMTO3MH MOXET ObITb «METUIMPOBAHY», TO €CTb
CofepXaTb METULHYIO rPynmny.

* M3yyeHne metunmpoBanma [JHK BaxHO ong noHMMaHMA
MexXaHU3MoB AnddepeHUMPOBKU KNETKU U U3YYEHUS paKa.
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bucynbputHoe cekBeHnpoaHue JHK
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KOHBepCuUS

CeKBEHUPOBaHME
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MNpepcTtaBneHne pe3ynbratoB OMCYNbGUTHOIO CEKBEHMPOBAHMS
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BO3MOXHble NpeacTaBNeHns pe3ybTaTos:
* napa (#C,#T') = (2,1),
* YPOBEHb METUAMPOBAHUA "Clyc ur = 2/,
o« (HAHT H#C,#G) = (1,1,2,0).
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Llenb n 3apaumn

Llenb — nocTpoutb MaTEMATUUECKYH MOAENb, MO3BOSIOLLYIO
aHaNU3MpoBaTb pe3ynbTaThl OUCYNbOUTHOTO CEKBEHMPOBAHMSI.

3agauu

¢ [poaHanu3MpoBaThb CYLLECTBYIOLIME MNOAXObI.

* [NpepnoxuTb, 060CHOBATb M peann3oBaTb HECKOIbKO
BEPOATHOCTHbIX MOAENEMN.

* ChopmynumposaTtb KpuTepun otbopa u BbibpaTs Hanbonee
NMoAX0AALLYH MOAESb.

* CpaBHUTb €€ C yKe CYLLeCcTBYHOLWUMMU.
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CywiecTByrowime noaxoabl

* Anroputm MSC (Methylation Status Calling) paspensier Bce
LUMTO3MHbI Ha BE MPYMMbl: LUTO3MHbI, COAEPXKALLMNE
METU/bHYIO TPYMNY, U He CoAepXallne eé.

* [Mo3BONSeT KOHTPONMPOBATbL KOMMYECTBO OWMBOOK B
NOSy4YEHHOM pa3feneHuu.

* He yuutbiBaeT, 4TO

o ans metunuposanuns JHK xapaktepeH addekT knactepmsaumm,
* CeKBEHATOpbl AeNatoT OWMOKKU NPpU YTEHUN
nocneposatenoHocty [AHK.
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[Npennaraemsblie Moaenu

. buHomumanbHag cmecb:

* Mmogenupyet (#C,#T) c NOMOLLbIO BUHOMMANBHOIO
pacnpeneneHus;
* CYMTAET COCTOAHMSA BCEX LUTO3MHOB HE33aBUCUMbIMMU.

. buHoMManbHas CKpbiTag MapKoOBCKaa MoAenb: y4NTbIBAET
3aBMCMMOCTb COCTOSAHMI COCEAHUX UUTO3MHOB.

. Nepekniovarowanca 6MHOMMaNbHas CKpbiTas MapkoBCKas
MOZENb: YYUTbIBAET FTEHOMHOE PaCCTOSIHUE MEXAY
LMTO3MHAMM.

. MepekntovatoLLascs MyNbTUHOMUANbHAA CKPbITas MapKOBCKas
MOAENb:

* Mogenupyet (#A, #T,#C,#G) C NOMOLLbIO MYJIbTUHOMUAIBHOTO
pacnpeneneHus;
° YYUTbIBAET HANUUME OLIMOOK CEKBEHMPOBAHMUSI.
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Mepekntoyarowascs cKpbiTas MapkoBCKas MOLeNb

COCTOAHMUA ? d=4 \\IJ d=1 ? d=9

1(0,2,10,0)| [(0.4,3,0] |(1,5.0,1)]

HabnaeHns

* CKpbITble COCTOSIHMS 0Opa3yOT MapKOBCKMI NpoLecc ¢
BEPOSATHOCTAMM Mepexoa, 3aBUCALMUMU OT PACCTOSHUA d.

e Habnwopenus (#A,#T,#C,#G) noaunHsaoTca
MYNbTUHOMUWANBHOMY pacnpefeneHuio, NapaMeTpbl KOTOPOro
3aBUCST OT CKPbITOFO COCTOSIHMSI.
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O6yyeHne nepeknoYaroLLEeNCcs CKpbITOM MAapKOBCKOM MOAENM

d=4 d=1 d=9

COCTOAHUA

1(0,2,10,0)| [(0,4,3,0] [(1,5,0,1)]

HabnwaeHns

B npouecce O6y'~IEHM9I MoA4eNn OULEHNBAKOTCA BEPOATHOCTU
nepexoga U napaMeTpbl MyN1bTUHOMKUANBHOIO pacnpeneneHus.

* Y Mofenu aBa BO3MOXHbIX COCTOSHUS: M — UMTO3MH
CoOepXuUT MeTunbHYto rpynnbl U U — He copepxuT eé.
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CpaBHeHue

Xpomocoma MSC MSHMM T[lepeceueHue
chrl 1291624 1136756 1136756
chr2 1114488 1316179 1114488

chr3 896377 1040715 896377

* [laHHble 6UCYNbOUTHOTO CEKBEHUPOBAHMS CTBOIOBbLIX KNETOK
MbILLW.

* B sueitkax Tabnmubl — KOIMYECTBO METUNNPOBAHHbIX
LUUTO3UHOB.

* Bpemsa obyyeHuns npegnaraeMon Moenm Ha Bcex
XpPOMOCOMax reHoMa Mbiwn = 25 MUHYT.
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Mpumep

RPL3 ol

T

leH «aoMaLLHero xo3siictea» RPL381

LCuHMit uget COOTBETCTBYET COCTOSAHMIO U, KpacHbIM — cOCTOsIHMIO M.
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Pe3ynbTaThbl

 [MpoBenéH aHanu3 CyLLeCcTBYIOWMX NOAXOA0B K
MOJENMPOBAHUIO JAHHbBIX BUCYNbPUTHOIO CEKBEHUPOBAHMUSI.

* PeanusoBaHbl HECKONbKO BEPOATHOCTHLIX MOLENeil pasHou
CTENEeHU CNI0XKHOCTU, B KaUecTBe UTOrOBOW MoAenu BbibpaHa
nepeknyaLwascsa MynbTuHoMuansHas CMM.,

* Pe3ynbratbl paboTbl MOAENU COrNacytoTCs C pe3ynbraTaMu
anroputMa MSC, Ho npeanaraemas MoAenb TakXke YYUTbIBAET:

* 33aBMCMMOCTb COCTOSIHUI COCEAHUX LUMTO3MHOB B rEHOME,
° Hanunuue ownbok CEKBEHUPOBAHUA.
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* TlycTb d, — KONMYECTBO HYKNEOTUAOB B FrEHOME MeXAay
(z — 1)-bIM U £-bIM LIUTO3UHOM,

° TOrAa BEpOSTHOCTb Mepexosa U3 COCTOSIHUS i B COCTOSIHUE j Ha
ware ¢
P(s, = jls;_y =i, d,) = Aw(d,)ij’
roe w(d,) : Ny = {1,..., D} — @yHKUMA, KnacTepusytoLLas
paccTosHumS.
» Torpa dyHKUMS npaBaonoaobus ans nepekntovatowencas CMM

T T
P(X;][,A, 9) = Z 7L'Sl HAW(dr)Srsr—l Hp(x;;est)’
=2 =1

se{l,....S}T
roe x = (xy, ..., Xp) — pe3ynbraTtbl 6ucynbGUTHOrO
CEeKBEHUPOBAHMA, 8 S = (§q, ..., S7) — CKPbITblE COCTOAHMA

Mopenu.



0.990 0.002 0.966 0.034 0.285 0.715
0.023 0.987 0.014 0.986 0.033 0.967

wd)=1,d,€[1,2] wd)=5.d, €[6,9 w(d)=9.d,>118

* MaTtpuubl BEpOSTHOCTEN Nepexoaa Ans NepeknoyatoLeincs
CMM o6y4yeHHowN.

* MeTkuM cTonbL0B M CTPOYEK CNEBA-HAMPABO M CBEPXY BHU3:
UNMETHYLATED, METHYLATED.

e C yBE/MYEHUEM PACCTOAHUA BEPOATHOCTb OCTATbCA B TOM XKe
COCTOAHMU YMEHbLUAETCA.



FDR (false discovery rate) — 4acToTa NOXHbIX MpefCcKa3aHUA.

OrpaHuMumnTb KONMYECTBO OLIMOOK MOXHO, KOHTpoaupys FDR
Ha HEKOTOPOM YPOBHE a.
B KoHTEKCTE BUCYNbGUTHOrO CEKBEHMPOBAHMS:

0 UMTO3MH He Coaep>Kan METUNIbHOW rpynnbl,
1 obpatHoe.

Mpn cpaBHeHun ¢ anroputmom MSC FDR koHTponupoBancs
Ha ypoBHe a = 0.01.

Letanu npouenypsbl g9 KoHTpons FDR MOXHO HalTK B cTaTbe
Cheng, Zhu, «A classification approach for DNA methylation
profiling with bisulfite next-generation sequencing data»,
2014.



