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Hy>KHBI AU HaM JOTIOAHUTEABHBIE 3aHATUS?



3amada

CekBEeHUPOBaTh TPAHCKPUIITOM



Tunsr PHK B kKaeTKe

- Toranbnas PHK
- NmoJMA
- be3 ¢ppakuuu pPHK
- Ilo pasmepy:
- Mansie PHK:
- mukpoPHK
- Mausle siaepusie PHK
- Mausle sapbikoBbie PHK
- Maiuble uatepdepupyronme PHK
- 1nuPHK
- «Jlnunueie» PHK:
- MPHK
- umHHBIE Hekoaupyromme PHK
[1o BHYTPHK/IETOYHOMH JIOKAJIH3ALHH:
- SnepHble
- Iluroruiazmanyeckue




IIporrecc

[ToaroroBka Hy»xHoi dpakiuu PHK
[IpoBepka kayectBa PHK

OOparnas Tpanckpunuus = kJ[HK
OparmenTarus (~ 200-300 HK)
CekBeHUpOBaHUE (YeM IITyOKe, TEM JIyYIIIe)

sl ol ol ool o

TexHu4eckue perimKy — MOBTOPHbBIM aHAJIM3 OJHOTO U TOrO ke oOpa3ia
buosiornueckue peruiiky — MOBTOPHOE B3sITUE 00paslia U aHaJIu3



PF v g% R B9

Samadu

Onpenenenune koHueHTpauuu PHK, cpaBHeHne B HeCcKoIbKUX 00Opa3iax
(BU/1bl, TKAHU, UCCJIE/IOBAHUS TUIIA «CITy4al-KOHTPOJIbY», aHAJIU3 PAKOBBIX
TPaHCKPHUIITOMOB)

BoIsiBlIeHHE OJITHOHYKJICOTU/IHBIX TTotuMopdu3MoB (SNP)

Jlerekiusi MecT aJIbTEpHATUBHOTIO CILJIAMCUHTa

[Touck Hekoaupymux PHK

Penaktuposanue PHK

AHanu3 TPAaHCKPUIITOMOB €JUHUYHOU KJIETKH



AHaAM3 TPAHCKPHUIITOMOB

[IepBble pabOTHI 110 CEKBEHUPOBAHUIO TPAHCKPUIITOMOB MosBUINCH B 2008 roay

JIPOXKIKHU
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dudpdepeHimasbHast 3KCIIPECCULI

B High Expression
B Low Expression

AR

BCL2
CCND1
CDKNI1A
CDKN1B
CDKN2A
ERBB2
ESR1
GATA3
ICFBP2
ILEST
KRT19
MUC1
PCR
SERPINE]
HS5PB1
SERPINA3
STC2
CLON?
DLC]

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



AABTEPHATUBHBIN CIIAQUCHUHT
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Scale
chra:

AFOE

16 kb} | ha19
21,230,000 21,235,000] 21,240,000 21,245,008] 21,250,008 21,255,008 21,260,000
Basic Gene ARNOTAtion Set from GENCODE versﬁon 19

21,265, 808
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AnoB-100 — anmuHHBIA TPAHCKPUNT — CUHTE3UPYETCS B IICYCHH.
AnoB-48 — KOpOTKHM TPAHCKPHUIIT — CHHTE3UPYETCS B
KHUIIICHHUKE.

CuHre3upyrommecs OeJIKU BXOIAT B COCTAB pa3HbIX TPy
JIUTIOTIPOTCHHOB, KOTOPLIC B MMOCJICAYOIIEM HAYT l{a}l{ﬂblﬁ
CBOMM ITyTeM MeTaboIu3Ma



Hexkonupyroumwe PHK

/\ KOMNNEKC aHTHCMBICNOBOM

R
R | . uenouxmu u RISC
Aerpanaums
KOMNNEMEHTAPDHON
Uenouxm
MPHK Hin
1 Lerpagauns MPHK
———————————— -

3a orkpbiTe MmexanuzMa PHK-unrepdepenunu B 2006 roay npucyxaena HobeneBckasi npemMus 1o Meuumxe
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Hexkonupyroumwe PHK

Chr X

~ 1 ™

Science, 2013
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KaprupoBanue

S m .-

N\
3K30H-3K30HHas
rpaHuya (junction)

Hcnonp3oBaHue aHHOTAIUU: Hpencxazaﬂne AHHOTAllUHU U3 JIaHHbIX:
- Tonbko AHHOTHPOBAHHBIC 5K30H-
9K30HHBIC I'PaHHUIIbI

paspe3aeM pujl Ha HECKONbKO KyCKOB U
KapTUpyeMm Ha reHOM o OTAENbLHOCTH

. B
- Bce BO3MOXHBIE DK30H-I)K30HHbIE — —
1 NPOAO/IXAEM KYCKN 1 ULLEM NONOXEHUE
I'PaHHUIIbI L 1 - paspbiBa — NOTEHUMANbHbLIA UHTPOH
1 B> axoaum ukTpon

i
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MHOgekcupoBaHuEe reHoMa

1. AHaJIOTMYHO 3aJjaue KapTUPOBAHUS IK30MHOIO CEKBEHUPOBAHUS
2. WupexcupoBaHue ¢ yueToM pasmeTku (.gtf)
- DKCTpakIUsl U3 aHHOTALIUU SK30HOB
- DKCTpakLMs U3 aHHOTAllUU CalTOB CIUIANCHUHTA
- HMHupexcupoBaHKE ¢ UCTIOJIL30BAaHUEM CITUCKA YK30HOB U CAUTOB CIUIANCHUHTA

hisat?2
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['AyOrMHAa MOKPBITULA BaxKHa

B kieTke NpucyTCTBYIOT 2 BapraHTa TPAHCKPHUIITOB OHOTO T'eHa:

B .
—i. -

CCKBGHHpOBaJIH JABa o6pa3ua: OJUH ITOJIYHHIJICA C XOPOILIHM ITOKPBITHEM, JAPYT OM — C IIJIOXUM

Buauwm:
XOpOoLWOo NOKPbITHIA 06pasel: Bce MNoX0 NOKPLITLIA 06pasel: oanH
3K30H-3K30HHbIE fpaHMubl HaWwnChb BapVIaHT ﬂOTepﬂl'ICﬂ
—Y - - I = [ -

JluddepennranbHbIil aTbTepHATUBHBIA CTUIANCUHT?
JudbdepenunanbHas sxcnpeccus?

HyxHO HOpMHpOBaTh Ha pa3Mep OMOJIMOTEKH U OLIEHUBAaTh HOPMUPOBOYHBIE KOI(PPULIMEHTHI!
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read
gene A

gene A

IlogcueT yrenun — Htseq-count

gene_A

gene A

union

gene A

gene A

gene A

gene_A

gene A

ambiguous
(both genes with
--nonunique all)

_strict

gene A

no_feature

no_feature

gene_A

gene A

gene_A

ambiguous

intersection intersection
_nonempty

gene A

gene_A

gene A

gene_A

gene_A

gene_A

(both genes with --nonunique all)

alignment_not_unique

(both genes with --nonunique all)

ENS

5.5 %)
ENSGO0000000419.8 23
ENSGO0000000457.9 397
ENSGOO000000460. 12 239
ENSGO0000000938. 8 0
ENSGOO000000971. 11 13
ENSGO0000001036.9 19
ENSGDO000001084.6 1
ENSGO0000001167. 10 12
ENSGO0000001460. 13 23

~_no_feature 13696354
__ambiguous 66168
__too low aQual o
__not_aligned o
__alignment not unique o
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YT0 MOXKHO caeAaTh OaAbIlie?

- O1eHuTh CaMOCOITIaCOBAHHOCTH 00pa3IioB
- CKOJIBKO YTE€HHUM JIETJIO B I'PAHUILIbI Pa3METKH?
- Iloxacuer nuddepeHInaIbHON IKCIIPECCUH
- GO aHHOTaUMs
- AHaJIu3 aJIbTepHAaTUBHOIO CIUIAUCHUHIA
- COopka aHHOTalHUU
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