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3amgada

CEeKBEHUPOBATh TPAHCKPUIITOM



Tunsr PHK B k1eTKe

ToraabHasa PHK
MOJIMA
be3 ppakuuu pPHK
I1o pasmepy:
- Masie PHK:
- mukpoPHK
- maisble saaepubie PHK
- maible aapsimkoBbie PHK
- Mainble uaTepPepupyronme PHK
-  nuPHK
- «/limuaaeie» PHK:
-  MPHK
- JumHHbIE HeKoaupytromue PHK
I1o BHYTPUKJIETOYHOM JIOKAJIU3AMMN:
- SMnepHbie
- LurommazManyeckue




IIporecc

[ToaroroBka Hy>kHOM (ppakuuu PHK
IIpoBepka kauectBa PHK

OOparnas Tpanckpunuus => kJJHK
®dparmenranus (~ 200-300 HK)
CekBeHHpOBaHUE (YEM TITyOXKE, TEM JIYUIIIC)

GOk whE

TexHuueckue permimKy — HOBTOPHBIN aHAJIM3 OJTHOTO M TOIO K€ 00pasiia
buosiornyeckue perimKy — MIOBTOPHOE B3SITUE 00pa3lia U aHAJIU3
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Onpenencnue koHneHTpauu PHK, cpaBHEHHE B HECKOIBKMX 00pa3iax
(BUABI, TKAHU, UCCICIOBAHUS TUIA «CIy4al-KOHTPOJIbY», aHAJIU3 PAKOBBIX
TPAHCKPHUIITOMOB)

BrIsiBiIcHIE OMHOHYKICOTUAHBIX ToIuMOphu3MoB (SNP)

JIeTeKMs MECT aJIbTEPHATUBHOTO CILJIAWCUHTA

[Touck Hexomgupymux PHK

PemaxtupoBanune PHK

AHann3 TpPaHCKPUIITOMOB €IMHUYHOM KJIETKH



AHan3 TPAaHCKPUIITOMOB

IIepBbie paOOTHI MO CEKBEHUPOBAHMUIO TPAHCKPUIITOMOB MOSIBUIKCH B 2008 roay
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TPOXKKHA

19%

44%

B o Expression
B Lo Expression
[ Medium Expression
[ High Expression
B Repeat Masked

Science. 2008 Jun 6; 320(5881): 1344-1349.



JlnddepeHumnanbHas SKCIpecCus
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BCL2
CCND1
CDKNI1A
CDKN18B
CDKN2A
ERBB2
ESR1
CATA3
IGFBP2
ILEST
KRT19
MUCI1
PGR
SERPINE]
HSPB1
SERPINA3
STC2
CLDN?
DLC1

B High Expression

B Low Expression
Grunda et al. BMC Research Notes 2012, 5:248



AJBTEPHATUBHBIN CILUIAMCHUHT
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AnoB-100 — qauHHBINA TPAHCKPUIIT — CUHTE3UPYETCS B IICUCHH.

AmnoB-48 — KOpOTKH TPaHCKPHUIIT — CUHTE3UPYETCS B
KUIICYHUKE.

CunTe3upyroniyecs 0€JIKA BXOJAT B COCTAB Pa3HBIX TPYIIII

JUTIONIPOTEUHOB, KOTOPHIE B MOCIEAYIONIEM UAYT KaXIbIN
CBOUM ITyTE€M MeTadoJIM3Ma



Hexogupyromue PHK

/\ KOMNNEKE aHTHUCMBICNOBOM

’ yenouxu u RISC
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[erpanaums |
KOMNNEMEHTAPHOM
UENouKH l

MPHK

1 Herpagauns MPHK

3a otkpbiTHe MexaHusma PHK-unrepdepentiuu B 2006 roay npucyxiaeHa HoOeneBckast mpemMus 110 MEIUIIUHE



Hexkomupyrommue PHK

Chr X

~ 1 ™

Science, 2013



KaptupoBanue

i -

Hcnonb30oBanue aHHOTAIlUU;

ToJIbKO aHHOTUPOBAHHBIE DK30H-
OK30HHBIE TPAHUIIBI

Bce BO3MOXXHBIE DK30H-2K30HHBIE
TPAHULIBI

|

3K30H-3K30HHas
rpaHuua (junction)
[Ipenckazanve aHHOTAIUY U3 JaHHBIX:

paspe3aemMm pua Ha HECKONMbKO KYyCKOB U
KapTupyem Ha reHom no otaenbHOCTHU

. B

| L |
'. - » NpoAO/MKAEM KYCKWN U HLIJ,EMHFIOHOH(EHME
j— paspbiBa — NOTEeHUMaIbHbIN UHTPOH

—] — > vaxogum unTpoH



NunexcupoBaHue reHoma

1. AHanoru4Ho 3aja4ye KapTUPOBAHUS YK30MHOI'O CEKBEHUPOBAHMUS
2. HHupexcupoBaHue ¢ yueroM pasmerku (.gtf)
- DKCTpakKIys U3 aHHOTAlIMX SK30HOB
-  DKCTpaKIys U3 aHHOTAllMHA CAWTOB CILUIAWCHUHTA
- HMHaekcupoBaHue ¢ UCIIOJIB30BAHUEM CITUCKA DK30HOB U CAUTOB CIUIAMCHUHIA



Hisat2

YTO HY>KHO ITOMEHSTh IPHU 3aITyCKE?
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[ nyOrHa NOKpHITHS BaXkHA!

B kneTke nmpucyTCTBYIOT 2 BApHaHTa TPAHCKPHUIITOB OJHOTO T'€HA!

— | | I
— i L

CekBeHHpOBAJIM JiBa 00paslia: OAWH MOIYUYUIICS C XOPOLIMM HOKPBITHEM, IPYTOM — C IJIOXHUM

Bunuwm:
X0poLO NOKPbITbIA 06pasel: Bce MN0X0 NOKPbITLIN 06pasel;: oauH
3K30H-3K30HHbIE rpaHunLbl HaLLMNCh BapuaHT noTepsscs
T N > r 1 - >

JludpdepenumanbHbli aJ1bTepPHATUBHBIN CIIJIAMCHHI?
JluddepenunanbHas SKCIpeccus?

Hy>xHO HOpMUPOBaTh HA pa3Mep OMOJIMOTEKH M OLICHUBATh HOPMUPOBOYHBIE KOO(DOUITHUEHTHI!



ITogcuet ureHuit — Htseq-count

. . . . ENSGOO000000005. 5 %]
intersection intersection
union _strict _nonempw ENSGRORO0O00A]]19, 8 23
ENSGOOOOBO0B457 .9 397
= S e S ENSGOOO0000460. 12 239
g e B - - ENSGOO000000938. 8 %]
ENSGOOOBOO00097]1.11 13
gene A E= gene A no_feature gene A ENSGOHOMRBOHG1H36. 9 19
ENSGOOOD00 1084 . 6 1
— ENSGOOQ00001167. 10 12
gene A Mmoo gene_A no_feature  gene A ENSGO0000001460. 13 23
- :‘a" - "*‘*’“ge.ne - gene_ A gene A gene_ A
gene A gene A gene A
__no_tfeature 13696354
_ ambiguous 66168
ambiguous _t 1 1
(both genes with ~ gene_A gene_A __t00_ Dl.r:.l_aQua @
—-nonunique all) __not_aligned o
__alignment not unique o
ambiguous

(both genes with --nonunique all)

alignment_not_unique
(both genes with --nonunique all)




CxeMa a”Hajauza

[ reads.fastq } »[ FasqC } {Trimmomatic (???)]

l
[IGV }—[ oam + sort+ }—[ .sam }—[ Hisat2 }—[ Genes.gtf ]
l

[Htseq-count]

/N




Y10 MOXHO cJiejiaTh Jajablie?

- OI1eHUTh CaMOCOITIACOBAHHOCTh 00Pa31i0B
- CKOJIBKO YTE€HMH JIETJIO B TPAHUIIBI PA3METKHN?
- Iloacuer guddepeHaIbHON YKCIPECCUU
- GO anHoTanus
- AHanu3 aJbTepHATUBHOIO CILIACHHTA
- COopka aHHOTaLMHU



