CbopkKa 1 aHanm3 reHoMoB
HemunooB MBaH, BB, npaktnkymbl 11-13, 15

Pe3sioMe: B xoge paboTbl Hag 3TMMU MPaKTUKYyMaMM ObliM HaMOeHbl M aHHOTUPOBAHDI
BapMaHTbl O4HOIro YesiloBeKa MO LAHHbIM SK30OMHOIMO CEKBEHMPOBAHMA Ha MpUMepe NaTom
XPOMOCOMbI, @ TaKXXe MOCTPOEH 3KCMPECCUOHHbIM MPodub Ha OCHOBAHWW [OAHHbIX
cekBeHMpoBaHua PHK.

YacTtb | (11 npakTUKyM)

3ada4a  MNpakTWMKyMa: MoAroTOBUTb  HeobxoduMble  dalsbl, W3Yy4YUTb KAYeCcTBO
MNPeaSIOKEHHbIX UTEHUIM 1 MPOUHAOEKCUPOBATb pedepeHc

1.1 MNogrotoBKa pegpepeHca

Tak KakK MHoOrme nporpamMmbl nepen pabotom c  6onblinMKM  dannamMm  TpebytoT
npenBapUTeNibHOM MHOeKcaummu, nepBbIM Oenom 6blna NpouHOEKCMPOBaHa
noc/efoBaTeNlbHOCTb pedepeHca (MAToM XPOMOCOMbI YeNOBEKaA).

MHpaekcauma ana nporpamMmmbl hisat2 (kapTmpoBaHMe, CM. 4acTb 2):

hisat2-build chr5.fa chr5_indexed

chr5.fa - dawn c nocnenoBaTeNbHOCTbIO MATOM XPOMOCOMbI;
BbIXOOHbIe AaHHble - 8 dannIoB C paclwmpeHmnem .ht2

MHOeKcauma ¢ MoMoLLbio samtools:

samtools faidx chr5.fa

Ha Bbixoge nofiydaeTca TeKCTOBbIM ¢ann chr5. fa. fai, coctoawimm M3 ogHOM CTPOKU (Tak
KaK BO BXoOHOM danne ogHa nocnenoBaTeslbHOCTb) CO crieayoLlmMmMm CTonéuamm:

NAME 5 HasBaHWe nocnefoBaTeIbHOCTU

LENGTH 181538259 [lnvHa nocnenoBaTeibHOCTH, B HyK/leoTunaax

OFFSET 50 “KoopamnHaTa” NnepBOro HykeoTnaa NnocnegoBaTenbHOCTM B
davne B 6amTax HadvmHaa c O

LINEBASES 60 KonmyecTBo HyKTeoTMO0B B CTPOKE

LINEWIDTH 61 KonunyecTBo 6anTOB B CTPOKe (BK/OYadad CUMMBOJ MNepeHoca CTPOKN)



1.2 Pabota c yteHmamum JHK

1) MHe poctanumcb 4yteHma SRR10720404. Huyke npuBegeHa HeKoTopada MHdopMaLlung,
nonydeHHas ns NCBI (ccbiaka):

Tabnuua 1. OnucaHune obpasua

Mpwnbop oNa ceKBeHMpPOoBaHUA llumina Genome Analyzer lIx
OpraHmsm Homo sapiens

CTpaTermsa ceKkBeHMpPoOBaHUS DK30MHOoEe

TN YTEeHUN NapHOKOHUEBbLIE
OrkmaaeMoe KOMmM4ecTBO YTEHMM (Spots) 38,518,929

2) CnegytollmMM 3TarnoMm cTana NpoBepPKa KadecTBa YTEHMM C MOMOLLbIO NporpamMmbl fastqc.
KomMaHpga:

fastqc SRR10720404_x*

SRR10720404_1.fastg.gz, SRR10720404_2.fastq.gz - dawnnbl B dopmaTe fastq npambix M
06paTHbIX YTEHMI COOTBETCTBEHHO

B Bblgade nonydyaemM gBa html-danna co cBOAHbIMKM OTYETAMM O KayecTBe YTeHuMWn. Becero
38518929 nap 4YTEHUMN (KOMMUYECTBO MPAMbIX M OBpPaTHbIX YTEHWMM coBMadaeT (TOrn4YHO)).
Hanee 6binn NpoaHann3npPoBaHbl HEKOTopble rpadnkm 13 otdyeta (Puc 1,2,3; KOMMeHTapum
B OMnMcaHunm):

Quality scores across all bases (Sanger / llumina 1.9 encoding)
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Puc. 1. Per base sequence quality (cneBa - 4ng npambix UTEHUI, CNPaBa - A9 06paTHbIX).
OueHb XopoluMe YTeHMS, BCE NO3MLMKM C KAYECTBOM >26 (He cuMTasa BbIGPOCOB), HE cUYMTasa
nocnegHmMx YeTbipex No3mumMm 1 B MPAMbIX, U B 0OpPaTHbIX YTEHUAX BCE B “3e1eHoM 30He". B
LLeNTOM, He BbI3blBatOT 6€CMNOKOMNCTBA


https://www.ncbi.nlm.nih.gov/sra/SRX7397225
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Puc. 2. Sequence Length Distribution (cneBa - ong npambix YTeHWI, chpaBa - ON4
06paTHbIX). Bce uteHna anmnHom 75 HyKNneoTnaoB

Qualty pertile
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Puc. 3. Per tile sequence quality (cneBa - ong NPaMbIX YTEHUIM, CNPaBa - 419 o6paTHbIX). A
BOT TYT YK€ MWHTepecHo. TemnnoBas KapTa 3aBUCKMMOCTM Ka4yecTBa UYTEHUI OT AYENKU
MOA/IOXKKMK, B KOTOPOM OHU aMNInduMumMpoBanmcb. O4eBMOHO, YTO C OQHOM U3 g4YeeK YTO-TO
He TaK (3TO MOXeT 6biTb My3blpb/KOHTAMUHALMS UKW YTO-TO elle). YacTUUYHO 3TU Moxue
YTeHWS yOanmMamcb C MOMOLLbIO trimmomatic (cM. NyHKT 5)



3) Janee 6bl1a npoBegeHa GUNbTRALMA YTEHMM C MOMOLLbIO MPorpamMmsbl trimmomatic:

TrimmomaticPE -phred33 SRR10720404_1.fastq.gz SRR10720404_2.fastq.gz
1Paired.fastq.gz lUnpaired.fastq.gz 2Paired.fastq.gz 2Unpaired.fastq.gz
TRAILING:20 MINLEN:50

SRR10720404_1.fastg.gz, SRR10720404_2fastg.gz - dawnbl B dopmMaTe fastq npambix um
0o6paTHbIX 4TeHuUn cooTtBeTcTBeHHO. TRAILING:20 - yganseT C KOHLUA HyKneotuabl C
KadyecTBOM HMke 20; MINLEN:50 - octaBngeT TONbKO YTEHWA C OJIMHOM He MeHblue 50.

Ha Bbixoge nonydaeM 4 danna B dopmaTte fastq: TPaired.fastqg.gz 1Unpaired.fastg.gz
2Paired.fastq.gz 2Unpaired.fastq.gz, roe 1,2 - npsaMblie 1 06paTHble YTEHUA COOTBETCTBEHHO;
damnbl Paried cogepyaT “nepexxkusBlime” obpaboTKy 4YTeHUs, “napTHepckume” (To ecTb
MoslydYeHHble C OOHOro @parMeHTa, HO C Pa3HbIX KOHLOB) YTEHUA KOTOPbIX TOXE
“Nnepexnnmn” obpaboTKy, a Unpaired cooep>XmnT UTeHUs, 019 KOTopbIX “MnapTHepcKme” 6bim

yoaneHsbl (Puc. 4).
4 Forward unpaired
Cognate reverse read
below criteria (deldted)

Forward paired

Trimmomatic

Reverse paired
Cognate forward read
below criteria (deleted)
g Reverse unpaired

Puc. 4. NMoTtok YteHunm B Trimmomatic Paired End mode

Reverse




4) KayecTBO TPMMUPOBAHHbLIX YTEHWMWM ObINO MPOBEPEHO C MOMOLLBIO MNporpamMmsbl fastqc
(koMaHga - CM. NYHKT 2). [MNonyyeHHble pe3ynbraThl (Tabnuua 2; Puc 5,6):

Tabnuua 2. Pe3ynbraThl paboTbl trimmomatic

KonmyecTBO oCTaBLUMXCA Nap YTeHUM (paired) 37,136,668

[MpOouUEHT OT MCXOLHOIO KONMMYeCTBa 96,4%

Quality scores across all bases (Sanger / llumina 1.9 encoding)
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Puc. 5. Per base sequence quality (cneBa - onqa paired, cnpaBa - /9 unpaired; cBepxy -
npamble, CHMU3Y - obpaTHble). KayeCTBO HEMapPHbIX YTEHMW FrOpa3ao Xy»Ke, YeM MaAPHbIX (4TO
NOrMYHO, BeAb ecnun YTeHume ObiNno yaaneHo, TOo, HABEPHOE, ero MapTHEP TOXE HE O4YeHb
XOPOLUEro KayecTBa). MOXHO 3aMeTUTb, 4YTO MnocieaHune Hykneotmabl Unpaired Bce >ke
MMetoT KayecTBo >20, UTo cnenyeT U3 NapaMeTpoB PaboTbl trimmomatic (CM. NyHKT 3).

Ecnun cpaBHMBaTb MapHble YTeHMa 00 1 nocnie TpuMMmpoBaHmga (cM Puc. 1T m Puc. 5, nesbin
cTon6eL), TO MOXXHO 3aMEeTUTb, YTO Ka4yeCcTBO CTaslo elle ny4ylle - Bce box plotbl B 3eneHom
obnactn. TakMM 06pa30oM, CHMKEHME KaYeCTBa K KOHLLY puvaa Tenepb MeHee BblpaXKeHo.
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Puc. 6. Sequence Length Distribution (paired, cneBa - on4a npaMbix YTeHMW, CcNpaBa - Ansa
o6paTHbIX). [ONnHa 4YTeHWM cTana MeHee opgHopodHon (cM Puc. 3), HO, BCe paBHO,
nogaenatoLlee 60NbLLUMHCTBO YTEHUI MMEIOT OANnHY 75.

5) CBOOHbIN OTYET O Ka4YeCTBE YTEHUN
OT4UeTbl O Ka4YecTBe YTEHUIN 00 M Nocne ynydlleHUs 6binv CUCTEMATU3MPOBAHbI C MOMOLLIbIO
nporpamMmbl multige. Komanga:

multiqc .

B aOuvpekTopuMK, M3 KOTOPOW BbLIMOMHAETCA KOMaHOa, /1eXkaT BCe MOoflydeHHble paHee
fastgc.html-dannbl. Monydyaem html-damn co cBogHbIM OT4YETOM (CChlaKa H BOOHbIN
ot4eT). CaMbl HAarNagHbIM 1 0606LWatoLLMIA “rpadmK’

1Paired

Puc. 7. Status Checks

1Unpaired Heatmap - CocTtoaHune
2Paired Kaxxgoro pasgena  FastQC,
>Unpaired MOKa3bIBaET, ABNAKTCA K
pe3ynbsraThl MOMHOCTbIO
SRR10720404_1 o
HOPManbHbIMK (3eneHbIn),
SRR10720404_2
cnerka HeHopPMabHbIMM

(opaHXKeBbIM) UM O4YeHb
HeOBbIYHbIMU (KPAaCHbIN)

Section Name

Created with MultiQC


https://kodomo.fbb.msu.ru/~palimpsest/term3/pr11_15/multiqc_report.html
https://kodomo.fbb.msu.ru/~palimpsest/term3/pr11_15/multiqc_report.html

OueBmaHo, 4YTo Per tile sequence quality BHyLwaeT onaceHma (4o dunstpaunm - Puc. 3).
MNoaToMy A pelunn AoNONMHUTENbHO MOCMOTPETb Ha 3Ty XapaKTepUCTUKY nocne dunsTpaumm
(Puc. 8).
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Puc. 8. Per tile sequence quality (cneBa - ona NpaMbIX YTEHMW, CNpPaBa - AN9 06paTHbIX).
CTano HeMHOTO nyylle, 4YeM 6bi/10 40 PUALTPALKMKM, HO BCE PAaBHO LJOBOIbHO MOX0. PYCTHO,
yTO trimmomatic NPonyCcTUA 3TU YTEHMS, HO 3TO OOBACHSAETCA NapaMeTpPaMmM ero 3anycka
(cM. NyHKT 3). Ecnm trimmomatic B xoge “OTKyCbiBaHMA” C KOHL@ MocnenoBaTe/lbHOCTU
BCTpeYaeT Mo3mMLMIO C KadecTBOM 220, TO YTeHMe ocTaeTca (ecnum gnmHa 250), garke ecnum
cnegytolme HyKneoTuabl O4eHb MNoXMe. YOanmTb TakMe YTEHMA MOXHO 6bl/10 C MOMOLLbIO
Mpoxoga OKHOM, HO HaM TakK [fenaTb HeNb3d, Mo3ToOMy NpuaeTca CMUPUTbCA C UX
cyllecTBoBaHMeM(

P.S. My favorite thing about multigc - aTo wanka html-danna co cBoOAHbIM OTYETOM (CM.
KapTMHOUKY B 3arnaBun).



YacTb Il (12 npaKTUKyM)

3a4a4va NPakTUKYMa: KapTUPOoBaTh UTEHMSA XOPOLLEro KadecTBa Ha pedepeHCHbIN reHoOM

n OTO6paTb TOJIbKO TaKMe YTeHUNAH, KOTOPbIe YOaJTOCb KapTPOBaTbh B KOPPEKTHbLIX Mapax

2.1 KapTnpoBaHme YTeHUN Ha pepepeHCHbIV reHOM

Xopouine uteHmna (paired nocne dbunsTpaunm) 6oinn KapTUPOBaHbl Ha pedepeHCHbIN FreHOM
(mocnepoBaTeNbHOCTb MATOM XPOMOCOMbI) C MOMOLLIbIO MporpamMmsbl hisat2.

KapTnpoBaHMe nporpaMmmon hisat2:

--no-spliced-alignment >cart.sam 2>hisat2_logs.txt

hisat2 -x chr5_indexed -1 1Paired.fastq.gz -2 2Paired.fastq.gz

P

8

-x chr5_indexed - npedumkc danioB C NPOMHOEKCUPOBAHHbLIM pedepeHCHbIM

reHOMOM (CM MyHKT 1.1)
-1 1lPaired.fastq.gz - npsMble 4TeHUA
-2 2Paired.fastq.gz - ob6paTHble UTeHUA

-p - HaHHas onuua YykasbiBaeT hisat2 3anyckaTb YyKasaHHoe

MapasieibHbIX MOTOKOB NMONCKa

--no-spliced-alignment - mMapamMeTp, 3anpeLlatomm BO3MOXKHOCTb CM/1anCUHIa

(To ecTb 3anpeLlaeM KapTUPOBaHMeE C pa3pbiBaMM)
>cart.sam - 3anucbiBaTb BbiBOA B dann cart.sam
2>logs.txt - Hanpasnget stderr B damn logs. txt

Monyyaem dawnn c paclumpeHmem .sam (Puc. 9)

KOJTN4eCTBO

CHD VN:l.@ SO:unsorted

0sa SN:5  N:181538259

PG ID:hisat2 PN:hisat2 VN:2.2.1 CL:"/usr/bin/hisat2-align-s --wrapper basic-@ —x chr5_indexed —p 8 —-no-spliced-alignment —1 /tmp/213143.inpipel -2 /tmp/213143.inpipe2"

SRR10720404.805 77 * (] [} * * ] 0 CTCGGCAGCTGTATCTTCTGGGATGGATTCTTATAGCACCTATTTGGCAACTGAC D7BQ; DD>D:>)>1B2;B><B< :3<; >787%<BID7DD>D:B4<375B;D>04'? YT:Z:UP

SRR10720404.805 141 * ° ] * * ] 0 GCGAGATTCAACCTCATAAATGTCTTCATCTTGCTCTTCTAACCACGACCCACTGACTTTGAC EBGD?D4?@07=>D=BBB=8EB>BBF66C6R: 2=40, B<, AARACT=C-" 1559 A24<Q9380 YT:Z:UP

SRR10720404.808 77 * ° [} * * ] [ CCTAAAAATTCTGGAAAGCATATGACT TAGCGATAAAAAGGCATAGTAGCAAGGCATTCAACAAGTGCAA BGGEGI1=B? =t
SRR10720404.808 141 * ] [} * * ] ] AATTCTGATACTCTTTCCTTATAGGTGTTTCAGCTCAACTCACCAGTACACGTCTGC! ? TIIHEGII {B967>ECCE P
SRR10720404.809 77 * ° ] * * ] ° AGTCAGGATTCTCCCCTGACGACTCTCCTGTGETCCCTGCACAACCTGEGGAGACTCGGEGCTGCEGGTECAGA 12(;7=C9=A92.97, ,6/40>;>
SRR10720404.809 141 * ] ] * * ] [] GTCTCGTCTTCCCTGGTCTGTETCCTCTTCTCCTAGGGGCCCAGCCTCTGTGGCCCTGTGACCTGENG  FA;@; D<=BB?=EBB: EFEF(EFA7AEFBE<><BDA >?ABE:CCFBB=E:+7DD77=; TF<F<BRY?  YT:Z:UP
SRR10720404.812 77 * ° [} * * ] ° TACAGACCTCTGAAAATATCTATTGAAAATGGGCAACTTATGATTGTATCATATATAGTCAGCCTTCAGATTCCT ?FEEFC=C

SRR10720404.812 141 * (] [ * * (] 0 TGTCCTCCAACAGGGGTAAAACAAAGGAAT CATAATCGT TATCCCAGGAATCTGAAGGCTGACTATATA  EF TEGLIIDF; DED
SRR10720404.806 77 * ] ] * * ] 0 AGATAAAATATTCTTACTTGACTGCAGCAAATACATTATCTCCATTTGGAACAATTATACAATTTTTC — =BECFEDQRRR?FEEDD?@?BFEBFGBGGGGGGGE (304A=CBA?02>8BBB ; ; 1AFRFF4; 84740
SRR10720404.806 141 * 0 [ * * ] 0 ATGGGCAGCTAAATTATAAATGTCTTTTTCTCAAACAGGGAATCTCCTGATGAACTTCCTGTATA B8-87=B5? :DBEBE+#)=<877:>2B; ; ; 17BBDA=2—, 1+667: =53, +1; ==<?FFBE?+28B

SRR10720404.810 77 * (] [} * * ] 0 TGGAGTGGCACAGTTGGTCATTGTGGTTTCTTCTTTTTTAACCTGTCAGCATGGATTCATTAATTATTAAAGCAA B
SRR10720404.810 141 * ° ] * * ] 0 TTAATTTCTCCCTCTTTCCTTTTCTTTCCCAAAATTCAATACGTGCAGAATGTCTTCCAAATACT :? ?EBDBD

SRR10720404.816 77 * (] [} * * ] [] ATATAAAGTGAGTGCTTACGTGGTGGGTGTGGTGGTCAGGGTGEC TGCAGCC 720= >778 YT:Z:UP

SRR10720404.816 141 * ] ] * * ] 0 CCATGCAGATAGGGGCGECTGCTCATAGCCTTCTTCTGTTTGTCGTAGCAGAGGTGAAAACCCCE TIEITIIDHHB??>+C; ) ;8=B=B?ADCOES206%; : 161 (<; 7<7BB?5<> <<BBDGGACGSBF YT:Z:UP
SRR10720404.815 77 * ° ] * * ] ° ATGTTTAATCTTGATAGAATTGCTTTTGTACCCTTCTCAAAGATAAGATGTCCATATATATAAGGTTCTATTTCT TIITTITIIIITITHIITIITIITIITIITIITTITIT TTHHHT ITTTHIFIT I TITTTHFIT IDEGIDGEEGGF
SRR10720404.815 141 * ] ] * * ] [] TCTTGTCCCTTTTTTTTTGAGAAATTGACAACTTGATTCTAAAATTCACAGGGAAGTGTGAAGACCNA  TITIIITIITIGBIHIITITBGIGHIGEHITHIITITHIFITFIIGITITIBIHBIEGFITIFDI :#?  YT:Z:UP
SRR10720404.817 77 * ° [} * * ] ° TCTTTCCCTTATGACAGGTAAACCTAAAGAATGTCATCTTCATTGATGATTAAATTTTATTTCTCTTTTTGTCCC THIGIIHIIIIIIIIGGGBGGGGGGIHHI IFHGFIIT1T>G6G6GFHDFIFHIFIFEIEA>DDDGFITHFDFHIT
SRR10720404.817 141 * (] [ * * (] [ ATCACTCAATTTATTAAAATTATTAGAAGACCACAGAGCTGEGATCTTTCCTCAAARATTCTTACC THITTITHDIGBGG: GD66GH IHRIGGGDGDGGEGI EGGEDIDHEDGIGITI IHIGEDEEF +8FEQ YT:Z:UP
SRR10720484.819 77 * ] ] * * ] 0 ACTCCTTACACTTATATGGCTTCTCTCCGGTGTGGAGTCTCTGETGGGAGCT GAGGCCCBCATGCTGACTGAAGE HITITITITTIIGIGHHDI THHI = 2:
SRR10720404,819 141 * 0 e * * ] ° CTCATTCGTCACTATCGBATCCACACT GGGGAGAAGCCT TATCAGTGTAACGAATGTGE 1111 IHHEIFFD>! EEEEEBE: BE YT:Z:UP

SRR10720404.818 77 * (] [} * * ] 0 TTCACCTTTAAATAGTACACCAGAAGCTCATTCAGAGCTGGGTCAGCAT TCAGATTCACAAGGAAGCATTTATCA GGL GAGE
SRR10720404.818 141 * ° ] * * ] 0 CAACACTATTGAATAATTGTAACATTGTAATGTAAACGCTTGGATATCTCACTGCCTCAATAGCT TT1GGIFI ?E@DCEB?CR80< YT:2:UP
SRR10720404.823 77 * (] [} * * [ [} GCTCGCTCACCAGCETCTBCTTTTAGACCAGACGGGOBAGEEGGCAGEE6G IG]IFHEHHIIGIIGFIEIIIIFIDF)[]DE(EBBF@@ECDD—DDDEBDB“ YT:2:0P

SRR10720404.823 141 * ] [} * * ] 0 ACCCTAGGGTCCAGCCTCCCCCAAAGCCTCCCCCCTCGCCCCAGGCTGECTC  111TGDGGE?GGGEGIFI IFIIIGH2CEA?F= C78;1<8;89=90  YT:Z:UP

SRR10720404.827 77 * (] [} * * ] 0 CTCTTAGTGATTGATTGAAAGCACACTGTTACTAATTGACTCGGTATGAAGTGCTTTTTTTTCTTCCCTTTCAAG EEEEBBD?DC; 888635=;
SRR10720404.827 141 * ] ] * * ] 0 GATATACAGATACATATGTGTGTGTAGATATATATATATATAGTTTTTTTTTTTTTTAA =47>5>87 GI1E>GODEQEL: 1! B

SRR10720404.821 77 * ° [} * * ] ° GGTACGTGGCCATCTGCCACCCTCTCCOATATTTCATCATCATGACCTGGAAAGTCTGCATCACTCTGGCCATCA GGEGGIIIIGIIIHITIIIDIII 181 i 1E
SRR10720404.821 141 * (] [ * * (] [ CACGAGGCCCACAAAAGGGCAGTCTTAGGATGAGGCTCACATGGACCAT AGCCAGGAGGGAGCCACA TITIGHEIHIIIHGFDIGBG<BBE 2AEBEEEFG<FE-CC<ERECEHHIEFHIEEFB>CD=DBB—B?2

SRR10720484.820 77 * ] ] * * ] ° AAAAATTCTGT TATACAGCAGAGTCTGCATCAATAGCTATCAGAAAAAGCTTTCTGTCTACCTGCCCAGGTGTAA I]I[]IIIIIIIIIIIIIIIHHFHII[IIHIIIIIIGHIIIIIIFI[FH[CI[IIHHIFIFGBEGFGDEE’FDFF

Puc.9. lNepBble HECKObKO CTPOK Mony4vyeHHoro sam-damna (M3BUHUTE, YTO MESKO)

Sam-dann cocTomT 13 “lWankn” 1 OCHOBHOIO COA4EePXaHUA (BblpaBHMBaHMM)
LWanka:



@HD - header line; VN - Bepcma dopmaTta; SO - cnocob COPTUPOBKM BblpaBHMBaHUIL (B
OAHHOM C/y4Yae HECOPTUPOBaAHDbI)

@SQ - uHbopMauma o pedepeHCHbIX MNocedoBaTeNlbHOCTAX (3gecb ogHa); SN - mm4a
nocnepoBatenbHocTM (5); LN - onmHa nocnegoeaTtenbHocTu (181538259)

@PG - nHdOpMaumMsa 0 NporpaMMe, C MOMOLLbIO KOTOPOM BbIMOHEHO KAapTUPOBaHMeE

OCHOBHOEe cogepykaHmMe (Mo cTtonbuam):

QNAME: unmg (ID) pmaa (ex: SRR10720404.805)

FLAG: KOOMPOBKa HEKOTOPOM MHOOPMALIMM O KApPTUPOBAHWM 3TOro puaa (Hanpumep,
flag 77 B BaHHOM Crlydae O3HaYaeT, YTO 3TOT pUAa NPSIMOM M OH He 6bin
KapTMPOBaH)

n 1A (c™m. Pruc. 10)

Q@HD VN:1.5 SO:coordinate Header
@SQ SN:ref LN:45 section
r001 99 ref 7 30 8M2I4M1D3M = 37 39 TTAGATAAAGGATACTG =

r002 0 ref 9 30 3S6M1P1I4M * O 0 AAAAGATAAGGATA *

r003 0 ref 9 30 5S86M * 0 0 GCCTAAGCTAA * SA:Z:ref,29,-,6H5M,17,0; | Alignment
r004 0 ref 16 30 6M14N5M * 0 0 ATAGCTTCAGC * section
r003 2064 ref 29 17 6H5M * 0 0 TAGGC * SA:Z:ref,9,+,5586M,30,1;

r001 147 ref 37 30 9M = 7 -39 CAGCGGCAT * NM:i:1

I
Optional fields in the format of TAG: TYPE:VALUE

QUAL: read quality; * meaning such information is not available
SEQ: read sequence
TLEN: the number of bases covered by the reads from the same fragment. Plus/minus
means the current read is the leftmost/rightmost read. E.g. compare first and last lines.
PNEXT: Position of the primary alignment of the NEXT read in the template. Set as 0 when the
information is unavailable. It corresponds to POS column.
RNEXT: reference sequence name of the primary alignment of the NEXT read. For paired-end
sequencing, NEXT read is the paired read, corresponding to the RNAME column.
CIGAR: summary of alignment, e.g. insertion, deletion

MAPQ: mapping quality
POS: 1-based position
RNAME: reference sequence name, e.g. chromosome/transcript id

FLAG: indicates alignment information about the read, e.g. paired, aligned, etc.
QNAME: query template name, aka. read ID

Puc. 10. AHaToMKMa sam damnna

2.2 KoHBepTaumg sam B bam
sam dann Becut >15 6, MOSTOMY OH Oblfl KOHBEPTUPOBAH (M COPTUPOBAH) B BMHAPHbIM
aHanor - bam dann ¢ NoOMOoLLbIO cliegytolle KOMaHabl:

samtools sort -o cart.bam cart.sam

-0 3aa€eT BbiBOA B dann
MonyYeHHbIM bam dann BecuT MeHblle - 476

Hanee nony4yeHHbIM bam damn 6bi1 NTPONHAEKCUPOBAH C MOMOLLbIO samtools index:

samtools index cart.bam



https://www.samformat.info/sam-format-flag

2.3 AHanm3 bam ¢avina

3arnaHyTb B bam dann npocto TakK He MnonyymTcs, OH OUHAPHbIM, MO3TOMY OH Obin
MpoaHaIn3MpPoBaH C MOMOLLbKD BO3MOXXHOCTEW MPOrpaMmMbl samtools, a UMeHHO samtools
flagstat, koTopaa BbIBOOUT KOIMYECTBA PUAOB, Pa3bUTbIM MO KaTeropmMsaM Ha OCHOBaHMUK, B
OCHOBHOM, FLAGs.

samtools flagstat cart.bam > flagstat.txt

Mony4ynnun cnenyowmm TeKCTOBbIN dann:

75116214 + 0 1in total (QC-passed reads + QC-failed reads)
74273336 + O primary

842878 + 0 secondary

0 + 0 supplementary

0 + 0 duplicates

0 + 0 primary duplicates

5263673 + O mapped (7.01% : N/A)

4420795 + O primary mapped (5.95% : N/A)

74273336 + 0 paired 1in sequencing

37136668 + 0 readl

37136668 + 0 read2

3871328 + O properly paired (5.21% : N/A)

3967302 + 0 with 1itself and mate mapped

453493 + 0 singletons (0.61% : N/A)

O + 0 with mate mapped to a different chr

0 + 0 with mate mapped to a different chr (mapQ>=5)

Kakgaa KaTeropwma (CTpodka) pa3buta Ha pugbl, Npowegwne QC- Quality Check n He
npowenwme (#PASS + #FAIL)

NTakK,

1) YTo 3HQYUT Yunco B rnorse «in total»? O6Llee YMCNo NONyYeHHbIX BblpaBHMBAHWM PUOOB C
pedepeHcoM (oUeBMOHO, OHO MOXET ObliTb HEe OOQHO ON19 KaXXOOoro puaa, Hanpumep, ns-3a
noBTopoOB) (cM. Puc. 1)

2) CKosibKo YTeHmn (He nap!) noctynuio Ha KapTupoBaHMeE? 74273336 - MOXXHO MOHATb
Mo CTPOKe primary - ecnuv ansa puvaa HalnoCb HECKOMbKO BblpaBHMBAHWMMN, TO BblbMpaeTcsa
nydulee, Hy a ecnM OOHO, TO OHO WM €eCTb nydulee). A 3HAYUT KOIMYEeCTBO primary
BblpaBHMBaHMM OyOeT paBHO KOMMMYECTBY PUAOOB, MOCTYMMUBLUMX Ha KapTUpPOBaHMe



Multiple mapping The correct placement of a read may be ambiguous, e.g., due to repeats. In this case,
there may be multiple read alignments for the same read. One of these alignments is considered
primary. All the other alignments have the secondary alignment flag set in the SAM records that
represent them. All the SAM records have the same QNAME and the same values for 0x40 and 0x80

flags. Typically the alignment designated primary is the best alignment, but the decision may be
arbitrary.?

Puc. 11. Boigep>kka 13 SAM file format specification

3) CKOJ/IbKO YTEHMI KAPTMPOBAHO HA pedepeHC B KOPPEKTHbIX Mapax B LUTyKax? 3,871,328
(cTpoka propely paired)

4) CKOJIbKO 4YTeHW KAPTUPOBAHO HA pedepeHC B KOPPEKTHbIX Mapax B MpoLeHTax
OTHOCUTE/IbHO MOTYNUBLUMX HA KapTupoBaHue? 521% (yKa3aHO B CKOOKax B CTpoOkKe
propely paired, MPOBEPEHO HA KaNbKyndaTope)

MPOLUEHT OXXMOAEMO HU3KMW, TaK KaK M3HAYaslbHO Yy HAc 4YTeHUs ON9 BCEro 3K3oMa, a
pedbepeHC - TONbKO OAHa W3 XpoMocoM (naTtaq). +[Mpom3BoaAnUTCA OOMNOMHUTENbHAA
dmnbTpaumsa, Tak KaK KOPPEKTHO KAaPTMPOBAHHbIMK MapaMy MPU3HAKOTCA TOMbKO Mapbl
PVO0B, KAPTUPOBAHHbIE:

1) NO HanpaBNeHUIO ApYr K Apyry

2) HepaneKo gpyr oT gpyra

TaknM 06pa3oM, TONbko 99, 147 1 163, 83 napbl pnaoB 6yayT propely paired

Bit Description
0Ox1 template having multiple segments in sequencing
0x2 each segment properly aligned according to the aligner
0x4 segment unmapped
0x8 next segment in the template unmapped
0x10 SEQ being reverse complemented

00N -

0x20 SEQ of the next segment in the template being reverse complemented
64 0x40 the first segment in the template

—0—QO00--

128 0x80 the last segment in the template

256 0x100 secondary alignment

512 0x200 not passing filters, such as platform/vendor quality controls
1024 0x400 PCR or optical duplicate

2048 0x800 supplementary alignment

162 binaxy 1010001 |
e

|12 +232.+ 2+ | = |65

Puc.12. Mon nrobumMbli youtube-kaHas Ha 4aHHbIA MOMEHT



https://www.youtube.com/@Bioinformagician

2.4 [Nony4eHune 4TeHU, KAPTUPOBAHHbIX HA MATYHO XPOMOCOMY

Kak 6bl10 CKa3aHO Bbille, M3HA4YanbHO Yy Hac 4YTeHUda 019 BCEro 3kK30Ma, a pedepeHc -
TO/IbKO OfHa M3 XPOMOCOM (MaTad). [1o3TOMy HeO6XOAMMO OTo6paTb TOMbKO YTEeHMUS,
KOTOPblE Ha Hee KapTUPOBaMCh. 3TO 6bI1I0 CAEMaHO C MOMOLLIbIO CleAyoLLEN KOMaHAIbI:

samtools view -h -bS cart.bam 5 > cart.chr5.bam

5 - Regions (onpenenaem pervoH, puabl, KAPTUPOBaAHHbIE Ha KOTOPbLIN, ByAyT BbIBOOUTLCSA, B
OaHHOM cfiydae 5 - Ha3BaHUe XPOMOCOMBI, onpeaeneHo B nyHkTe 1.1)

-h - BbiBOOUTb BMecTe ¢ header (“lwankon”)

-b - BbIBOOUTL B popmMaTe bam

-S - aBTOMaTMYECKM onpenenmTb dopmMaTt BBOAA

Monyumnnu dann B popmaTte bam c YTEHUAMU, KAPTUPOBAHHBIMK Ha MATYO XPOMOCOMY

Hanee K nonyyeHoMy damny 6bina NnpuMeHeHa koMaHaa flagstat (cM. npeabiayWmii NyHKT)

samtools flagstat cart.chr5.bam > flagstat.chr5.txt

Mony4Ymnnun TeKCToBbIN Gann:

5717166 + 0 in total (QC-passed reads + QC-failed reads)
4874288 + 0 primary

842878 + 0 secondary

0 + 0 supplementary

0 + 0 duplicates

O + 0 primary duplicates

5263673 + 0 mapped (92.07% : N/A)

4420795 + O primary mapped (90.70% : N/A)
4874288 + 0 paired in sequencing

2437144 + 0 readl

2437144 + 0 read2

3871328 + O properly paired (79.42% : N/A)
3967302 + 0 with itself and mate mapped

453493 + 0 singletons (9.30% : N/A)
0 + 0 with mate mapped to a different chr
0 + 0 with mate mapped to a different chr (mapQ>=5)

Mo cpaBHEHMIO C aHaMNorn4yHbiM GalnoM U3 MNpedblaylero MyHKTa, TyT y)Ke ropasgo
MeHblle paccMaTpMBaeMbIX YTeHUM (4,874,288 Mo cpaBHeHWIO C 74,273,336) n 6onblue
npoueHT properly mapped (xoTd MHe He O4YeHb MOHATHO, Mo4yemMy BOOOGLIE OCTallUCb
HEeKapTMPOBAHHbIE YUTEHMSA - BO3MOXXHO, HE MPOXOoaNT Mo mapping quality).



2.5. MNonyyeHume To/IbKO rNpaBU/IbHO KAPTUPOBAHHbBIX MNAP YTEHUN

Kak obcy>kganocb B MNyHKTe 2.3, He Bce Mapbl YTeHun properly paired, moaTtoMy Hago
oTO6pPaTh TOMIbKO MPaBWUIbHO CMapeHHble Mapbl YTEHMIN. ITO 6bI10 CAeMaHO C MOMOLLbIO
crnepytouwen KoMaHabl:

samtools view -f 2 -bS cart.chr5.bam > proper.chr5.bam

-f 2 - BbIBOAUTb TONbKO YTeHUs, obnapgatouime FLAG=2 (Read mapped in proper pair)

Hanee K nonyyeHoMy damny 6bi1a npuMeHeHa koMaHaa flagstat:

samtools flagstat proper.chr5.bam > flagstat.proper.txt

Mony4ynnu TeKCcToBbIN das:

4382096 + 0 in total (QC-passed reads + QC-failed reads)
3871328 + 0 primary

510768 + 0 secondary

0 + 0 supplementary

O + 0 duplicates

O + 0 primary duplicates

4382096 + 0 mapped (100.00% : N/A)

3871328 + 0 primary mapped (100.00% : N/A)
3871328 + 0 paired in sequencing

1935664 + 0 readl

1935664 + 0 read2

3871328 + 0 properly paired (100.00% : N/A)

3871328 + 0 with itself and mate mapped

O + 0 singletons (0.00% : N/A)

0 + 0 with mate mapped to a different chr

0 + 0 with mate mapped to a different chr (mapQ>=5)

Ypa, XXU3Hb MpeKpacHa (HeT), BCe napbl YTEHUI B 3TOM bam danne npaBuibHO CriapeHbl U
KapTupoBaHbl. Bcero mnx 3,871,328 (Co6CTBEHHO, CTOMbKO »e 6blNo B CTpoKax properly paired
B Npeablaymx damnax).

bam dann ¢ npaBWNbHO CMApPeHHbIMW UM KAPTUPOBAHHbLIMKU  YTEHUAMM  OblN
MPOMHAOEKCUPOBAH:

samtools index proper.chr5.bam

OanbHenwaa paboTa (MOMCK BapMaHTOB) OCYLLECTBAAMACh TOMTbKO C 3TMM bam dannom m
ero nHgekcamu.



2.6. [NonydyeHume 4TeHUN, KAPTUPOBAHHbIX TO/TbKO B MPAHULbI 2K30MA

KaK y>ke 6bl/10 CKa3aHo, Yy HaC €CTb YTEHUA SK3OMHOIO CEKBEHMPOBAHMSA. [TOSTOMY UTeHUS,
KOTOpblE KAPTMPOBAIMUCL 3a Mpedenbl 3K30Ma, HaM He Hy)XHbl. [Ong 3Toro 6bina
Mcrnonb3oBaHa NporpamMma bedtools intersect:

bedtools intersect -abam proper.chr5.bam -b
/mnt/scratch/NGS/DATA/genes/seqcap_hg38.bed > proper.exom.bam

-abam - BxogHble BbipaBHMBas B dopmMaTe bam
-b - cpaBHUBaHMeM c features B panne popmata bed

MonyyaeM bam dawnn c YTEHUAMM, KAPTUPOBAHHbIMK B Npedefiax aKk3oMa.

Hanee K nonyyeHoMy damny 6bina npuMeHeHa koMaHaa flagstat:

samtools flagstat proper.exom.bam > flagstat.exom.txt

Mony4ynnu TeKCToBbIM dans.

2556586 + 0 in total (QC-passed reads + QC-failed reads)
2290402 + 0 primary

266184 + 0 secondary

0 + 0 supplementary

O + 0 duplicates

O + 0 primary duplicates

2556586 + O mapped (100.00% : N/A)

2290402 + 0 primary mapped (100.00% : N/A)
2290402 + 0 paired in sequencing

1143424 + 0 readl

1146978 + 0 read2

2290402 + O properly paired (100.00% : N/A)

2290402 + 0 with itself and mate mapped

O + 0 singletons (0.00% : N/A)

0 + 0 with mate mapped to a different chr

0 + 0 with mate mapped to a different chr (mapQ>=5)

Mo CpaBHEHWNIO C MpoWwsibiIM MYHKTOM KOJTMYeCTBO pMOOB 3HAYUNTEJ/IbHO YMEHbLLUWIOCDH, a
3HA4YUNT MHOIo pnAOoB KapTMPOBAJiIOCb 3a rpegejlaMnm 3K30Ma (Ha caMOM [ferne, 94 aymars,
6y£|,eT MeHbllE TaKUMX, Bedb Y HaC JaHHbl€ 2K3OMHOIo CeKBeHVIpOBaHM‘FI).



2.7. [NonydyeHune 4TeHunn, KApTUPOBAHHbIX B IPAHMLbI PACLLUMPEHHOMO 3K30MA
[anee 6binn NpoBefeHbl Te e NpoLeaypbl, HO B KayecTBe rpaHuL, 3K30Ma Obl1 B3ATb
pacLUMpeHHbIN dann. KoMaHabl:

$ bedtools intersect -abam proper.chr5.bam -b
/mnt/scratch/NGS/DATA/genes/seqcap_hg38_50.bed > wide_exom.bam
$ samtools flagstat wide_exom.bam > flagstat.wide_exom.txt

Mony4nnun cnenyowmmm TeKCTOBbIM Gann:

2773035 + 0 in total (QC-passed reads + QC-failed reads)
2479610 + O primary

293425 + 0 secondary

0 + 0 supplementary

0 + 0 duplicates

O + 0 primary duplicates

2773035 + 0 mapped (100.00% : N/A)

2479610 + O primary mapped (100.00% : N/A)
2479610 + 0 paired in sequencing

1239017 + 0 readl

1240593 + 0 read2

2479610 + O properly paired (100.00% : N/A)

2479610 + 0 with itself and mate mapped

© + 0 singletons (0.00% : N/A)

0 + 0 with mate mapped to a different chr

0 + 0 with mate mapped to a different chr (mapQ>=5)

Mo CpaBHEHUIO C MPOLUMbIM MYHKTOM, KOMMUYEeCTBO OTO6PaHHbIX PWAOOB (MOYTU BCex
KaTeropuii) oOKasaNoCb HEeCKONMbKO 6onblle (Bcero 2,479,610 npotuB 2,290,402).
OKnaaeMbl pe3ynbTaT, Tak 34ecCb Mbl 6epeM pacllMpeHHYo BEPCUIO Pa3MeTKM dK30Ma).



YacTb Il (13 npakTUKymMm)

3afada npaKTUKyMa: MoayymTb CMMCOK BAPMaHTOB Ha OCHOBAHUK MOSy4YEeHHOro paHee
bam daina n aHHOTMpPOBaTb UX cpeacTBamm VEP

3.1 TMony4yeHmne BApUAHTOB
C nomMoLblo MHCTpyMeHTapma beftools 6bin monyydeH vef dann ¢ BapmaHTamum. KomaHga:

bcftools mpileup -f chr5.fa proper.chr5.bam | bcftools call -mv -o variants.vcf

-f — ykazaHMe Ha nocnenoBaTelbHOCTb pedepeHca (M Ha ee MHAEKCUPOBAHHYO BEPCUIO)
-V — BbIBOOMTb TONIbKO BapuabenbHble canTbl
-0 FILE - output file

BoT Takom BoT vcf panmn nony4dmncsa (Puc. 13):

##fileformat=VCFv4, 2n=181538259>

##FILTER=<ID=PASS, Description="A11 filters passed"> than observed.">
##bcftoolsVersion=1.16+htslib-1.16g,Description="Indicates that the variant is an INDEL.">
##bcftoolsConmand=mpileup —f ../samtools/chrS5.fa ../hisat2/proper.chrs.bamads supporting an indel”>
##reference=file://../samtools/chrs. facription="Maximum fraction of raw reads supporting an indel">
##contig=<ID=5, Length=181538259>ger, Description="Raw read depth">

aximum number of raw reads supporting an indel">ser to @ is better)">

aximum fraction of raw reads supporting an indel"s to 8 is better)">

Raw read depth'>z test of Mapping Quality vs Strand Bias (closer to o [

ariant Distance Bias for filtering splice-site artefacts in RNA-seq data (bigger is better)",Version="3">
Mann-Whitney U-z test of Read Position Bias (closer to ® is better)">)§

Mann-Whitney U-z test of Mapping Quality Bias (closer to @ is better)">

Mann-Whitney U-z test of Base Quality Bias (closer to @ is better)">

ann-Whitney U-z test of Mapping Quality vs Strand Bias (closer to @ is better)">
Mann-Whitney U-z test of Number of Mismatches within supporting reads (closer to @ is better)">
Mann-Whitney U-z test of Soft-Clip Length Bias (closer to @ is better)"s

Phred-scaled p-value using Fisher's exact test to detect strand bias">1if]

egregation based metric."> called genotypes">

Fraction of MQ® reads (smaller is better)">

List of Phred-scaled genotype likelihoods">

=GT, Number=1, Type= Str1ng Descripti enotype">

C,Number=A, Type=Integer, Descrip Allele count in genotypes for each ALT allele, in the same order as listed">
N,Number=1, Type=Integer,Description="Total number of alleles in called genotypes">

P4, Number=4, Type=Integer,Description="Number of high-quality ref-forward , ref-reverse, alt-forward and alt-reverse bases">
=MQ, Number=1, Type=Integer,Description="Average mapping quality">

##tbcftools_callVersion=1.16+htslib-1.16

##bcftools_callCommand=call -mv -0 variants.vcf; Date=Tue Dec 17 04:44:03 2024

#CHROM  POS 1D REF ALT QUAL FILTER INFO FORMAT ./hisat2/proper.chr5.bam

5 11580 . A T 30.4183 . DP=2; SGB— 0. 37‘?885 FS=@;MQOF=0;AC=2; AN=2;DP4=0,8, 1, 0;MQ=60 6T:PL  1/1:60,3,0

5 13018 c A 19.4636 . 84;SGB=-0.453602;MQSBZ=0; FS=0;MQOF=0; AC=2;. iDP4=0,0,1,1;MQ=60 GT:PL  1/1:49,6,0

5 13114 G c 9.88514 . .379885;FS=0;MQOF=0;AC=2; AN=2;DP4=0,0,0, 1 6T:PL  1/1:39,3,0

5 13125 G T 4.38466 . .379885;FS=0;MQOF=0;AC=2; AN=2;DP4=0,0,0,1; GT:PL :32,3,0

5 15784 A 6 3.77146 . .379885;RPBZ=-1;MQBZ=0; BQBZ=1;NMBZ=1; SCBZ=1; F5=0;MQOF=0;AC=1;AN=2;DP4=0,1,0,1;Me=60 GT:PL  ©/1:34,0,32

5 15851 c] A 43.4147 . 18;SGB=-0.453602; FS=0; MQOF g 1/1:73,6,0

5 16645 A [} 3.21931 . .379885;RPBZ=-1;MQBZ=0; BQB: 2 DPA 1 0,1,0;MQ=60 GT:PL  ©/1:33,0,34

5 16685 G A 30.4183 . .379885;FS=0;MQ8F=0;AC=2 L]

5 16709 c T 3.21931 . .379885;RPBZ=-1; MQBZ=0 ; MQS QBZ=-1; H ‘ADZl:AN:?iDPA:B,l,l,B:MQZSB GT:PL  8/1:33,0,34

5 16823 T c 81.415 0481132 ;S6B=-0.511536; MQSBZ=( GT:PL  1/1:111,9,0

5 16836 G A 83.415 . 9481132 ;SGB=-0.511536; MQSBZ=0; H GT:PL  1/1:113,9,0

5 16904 T c 24.0788 . 52;SGB=—0. 453662} RPBZL-1. 22474 NQBZ=0; MASBZ=0 ; BQ e 0 ;MQOF=0; Al AN=2;DP4=0,1,2,0;MQ=60 GT:PL  ©/1:57,0,31
5 16914 c [} 88.6983 . 497461 ;56B=-0 ~1.45095; MQBZ=0 ; MQSBZ=! MQBF=0; Al AN=2;DP4=0,1,2,2; MQ=6@ GT:PL  ©/1:123,0,25
5 16982 c T 10.7923 . ] H

5 17108 A Ty 3.21802 . 0;MQ=60 GT:PL  ©/1:33,0,29

5 17121 T A 3.72425 . 8;MQ=60 GT:PL  ©/1:34,9,20

5 17214 G A 7.30814 .

5 17230 A T 5.04598 . 0 13,8

5 17963 T A 3.77146 . .379885;RPBZ=-1;MQBZ=0; BQEZ 4% ;DP4=1,0,1,0;MQ=60 GT:PL  ©/1:34,0,32

Puc. 13. lNepBble HECKOMbKO CTPOK nonydyeHHoro vcf dawmna (gymato, y 3TOro pucyHka
HecnpocTa TPUHaaLUaTblM HoOMep)

CrpykTypa vcf dann
1) Llanka (CTpOKM HadMHatoTca ¢ ##)

2) CTpoka (ogHa) ¢ 3aronoBKamMm cTonbLUoB (HaumMHaeTca C #)
3) OcHOBHOE cogepykaHme (MHbopMaLKMsa O BapMaHTax)

Mopgpo6bHee o cTonbuax:
CHROM HasBaHme xpoMocoMbl (5)
POS [Mo3numa BapmaHTa



ID MoykeT 6bITb Nto6aa MHbOPMaLMA O BapMaHTe (B JaHHOM ciy4dae rnycTon -

un

Be3ge “.

REF PedepeHcHaa annenb (BUMOHO Tonbko SNP, HO BOO6LLIEe MOIyT 6bITb U
OT/IMYNA B HECKO/bKO HYKNEOTMO0B)

ALT AnbTepHaTUBHAadA anfienb

QUAL KauecTBo BapuaHTa (Phred-scaled)

FILTER Bezge ", Tak kaK gononHuTenbHaa ¢unsTpaumsa He NpoBoaniach

INFO Pa3fnyHblie XapaKTepUCTUKM BapuaHTa

FORMAT CnMCOK MapaMeTpOB BapMaHTa O419 KOHKPETHOro obpasua

ID obpazua 3Ha4yeHMa NnapaMeTpoB 13 FORMAT

Ona 6onblWKMHCTBA BapuWaHTOB nNpwmBeAeHbl napamMeTpbl GT:PL, MoO3TOMy MNOACHIO UX
nogpobHee Ha NpuMepe:

GT:PL 1/1:60,3,0 (nocnegHue paBa cTonbua)

GT - Hawmbonee BePOATHbIM MEHOTUMN O6pa3sLa, TO eCTb YEeNOBEKa, 3K30M KOTOPOro
CeKBeHUpoBanu (B gaHHOM cnydae, 1/1 - anbTepHaTUBHas roMo3mrora no 3ToM Mo3uLnK -
Puc. 14)

PL - HOpManmM30BaHHble «BEPOATHOCTMU» BO3MOXKHbIX MrEHOTUMNOB (MO WkKane Phred). MNone
COOEPXKUT 3 UmMCa, YTO COOTBEeTCTBYeT reHotunam 0/0, O/1, 1/1. PL Hamnbonee BEpPOSATHOro
reHoTmna = 0 (aNg 3ToM MNO3MLMMN, HACKOMbKO § MOHUMAO, BEPOATHOCH TOro, YTo obpasel
pedepeHcHas roMo3unrota, B MWIJIMOH Pa3 MeHblle, 4YeM 4YTO OH alibTepHaTUBHaA
roMo3uroTa).

genotype description

0/0 the sample is a homozygous reference

0/1 the sample is heterozygous (carries both reference and alternate alleles)
1/1 the sample is a homozygous alternate

. No genotype called or missing genotype

Puc. 14. 3HaueHuna GT



MNpoaHanm3mpyem nonydveHHbIM vef damn ¢ momoulbto komaHabl beftools stat:

bcftools stat variants.vcf > stat.txt

Mony4aeM  6GONbLUOM TEKCTOBbIM  dalyl  CO BCAKMMKU  CTaTUCTKaMK  (Hanpumep,
pacnpeneneHmne no quality, depth u ewe MHoro yero - Puc. 16)
MNpoynTaB onmMcaHme, 06pPaTUM BHMMaAHME Ha 3TK CTPOYKM (Puc. 15):

# SN [2]id [3]key [4]value

SN 0 number of samples: al

SN (%] number of records: 86101

SN 0 number of no-ALTs: 0

SN 0 number of SNPs: 84890

SN (%] number of MNPs: ©

SN 0 number of indels: a il

SN 0 number of others: 0

SN 0 number of multiallelic sites: 65

SN 0 number of multiallelic SNP sites: 41

Puc.15. NMone SN (Summary numbers)

a) Ckosibko nony4umsiocb BapnaHToB? 86101 (number of records)

b) Ckonbko n3 rnosy4YeHHbIX BAPUAHTOB HBJIAKOTCS OAHOHYKI€OTUAHbIMU 3AMEeHAMM?
84890 (number of SNPs)

c) CKO/1bKO Mos1y4mnsioCb KOPOTKMX BCTABOK v geneumni? 1211 (number of indels)

# TSTV [2]id [3]ts [4]tv  [5]ts/tv
TSTV % 52195 32736 1.59

Puc.16. Mone TSTV — cBoAHasa CTaTUCTMKA MO TPaH3ULUAM/TPaHCBEPCUAM

d) MNocMoTpuM nogpobHee Ha BbiBoO KOMaHabl becftools mpileup:

bcftools mpileup -f chr5.fa proper.chr5.bam > all_variants.vcf

-f — ykazaHme Ha nocnepoBaTelbHOCTb pedepeHca (M Ha ee MHAEKCUPOBAHHYO BEPCUIO)

Hackonbko g noHumato, nonydaerca gvcf dann, copoepxkawmm mnHPopMaumo Mo BCEM
no3mumam [Ha KOTopble KapTUPOBaNMCb puabl, HAaBepHoOe], a He TOoNbkKO BapuabenbHble
CanTbl (HO 1 Te rae HeT OTNNYMI Mexkay pedepeHcoM 1 obpasuomM). COOTBETCTBEHHO, BbIBOS,
TOMbKO MO3ULMKM C OTIMYaAKLWMMUMCA BapuaHTaMM MPOUCXOOMUT C MOMOLLBbIO KOMaHAabl
bcftools call -v.



3.2 QunbTpaymg BOPUAHTOB
BapuaHTbl 661511 0TOUNBTPOBaHbI C MOMOLLbIO KOMaHabl bcftools filter:

bcftools filter -i'QUAL>30 && DP>50' variants.vcf -o variants_filt.vcf

-i'expression’ — oTob6paTb CamTbl, O KOTOPbIX BEPHO expression, B AaHHOM Cllydae YTeHUs C
KayecTBOM 6Gonblwe 30 u “rnybuHon” (obulee KOMMYECTBO YTEHUM, npolleglmx
dUNbTPaLMIO N NOAAEPXMBAOLLMX KaXKayto U3 NpeacTaBieHHblX annenemn) 6onblie 50

-0 —output B damn

MNpoaHanmnsmnpyem nony4veHHbIM vef damn ¢ mnomoulbto komaHabl beftools stat:

bcftools stats variants_filt.vcf > filt_stat.txt

MNony4aeM TeKCTOBbIN damn co ctaTucTukom (Puc. 17).

# SN [2]id [3]1key [4]value

SN 0 number of samples: 1

SN 0 number of records: 1720

SN 0 number of no-ALTs: 0

SN 0 number of SNPs: 1651

SN 0 number of MNPs: ©

SN 0 number of indels: 69

SN 0 number of others: 0

SN (% number of multiallelic sites: 0

SN 0 number of multiallelic SNP sites: (%

Puc.17. None SN (Summary numbers) ona otTdmMnbTpoBaHHbIX BApMaHTOB

a) Ckosnibko ocTasiock BapmnaHToB? 1720 (1,99%)
b) CKosibKO OCTQ/10Ch OAHOHYK/IE€OTUAHbIX 3aMeH? 1651 (1,94%)
c) CKOJ/IbKO OCTQ/I0Ch KOPOTKNX BCTABOK M geneumnii? 69 (5,70%)



3.3 AHHOTALUMS BAPUAHTOB
MpodmnbTpoBaHHbIE BapWaHTbl 6blIM MPOaHHOTUPOBAaHbI C MOMOLLbK cepBmca VEP. [1n4a
Hadana onuwy nHdopMaLUMto U3 pasaena Summary statistics (Tabnumua 3, Puc. 19,20).

Tabnuua 3. Basic Statistics

Category Count

Variants processed 1720

Variants filtered out 0

Novel / existing variants 398 (23.1) / 1322 (76.9)
Overlapped genes 824

Overlapped transcripts 5362

Overlapped regulatory features 22

1720 BapraHTOB 06paboTaHO (CTONbKO e, CKO/TbKO Oblf1I0 BXOAHOM dansie - CM. NyHKT 3.2);

O BapMHTOB OTOUNBTPOBAHO (YXXe CaMK 40 3TOro OTGUNBTPOBANM - CM. MYHKT 3.2)

HoBbIX BapMaHTOB (TO eCTb TeX, KOTOpbIX HET B ENnsembl Variation database) - 398 (23,1%)
OnumcaHHbIX - 1322 (76,9%)

A He cpa3y noHan, 4To Takoe overlapped, HO, BWMOMMO, 3TO KOMMYECTBO
reHOB/TPAHCKPUMTOB/PErynaTopHbIX MY, Ha KOTOPbIe MoManu Hallu BapuaHTbl (Tak U ecTb).

(Consequences (all) A

@® intron_variant: 36%
non_coding_transcript_variant: 23%
non_coding_transcript_exon_variant
upstream_gene_variant: 8%
downstream_gene_variant: 6%

® NMD_transcript_variant: 5%
missense_variant: 3%
synonymous_variant: 3%
3_prime_UTR_variant: 2%
Others

. J

Puc. 19. Consequenses (all). PacnpeoeneHune adpPeKToB BapMaHTOB (YCTOBHO Kyda OHM
nonanm)


https://www.ensembl.org/info/docs/tools/vep/index.html

BonblWKMHCTBO, OXXMOAeMO, Monasan Ha HeKoaupyLllme nocnenoBaTelbHOCTU - MHTPOHbI U
npod. CHayana MeHAa CUMbHO YAOMBUIIO TaKoOe OTHOCUTENbHO 6OMbLOe KOMMYECTBO
NMD_transcript_variant, Tak Kak g nogymarsl, 4To 3TO Te BapWaHTbl, NOABEHMNE KOTOPbIX
oyoeT npuBOOMTb K TOMY, UYTO TPAHCKPUNT OydeT noaBepPXeH MoeMy ntbUuMomMy
Nonsense-Mediated Decay). A TaKMe BapUaHTbl — 3TO MO CyTM TOXXe CaMoe, YTo stop_gained,
KOTOPbIX ropasfo MeHblle. HoO NOTOM g MOHSAM, YTO He TaK MOHAMN. DTO BapWaHTbl, KOTOpble
monagatoT B TPAHCKPWMTbl, KOTopble U Tak  (“pedepeHCHO”) noaBep>KeHbl
HOHCeHC-oMmocpeaoBaHHOMY pacrnany. BoT Tak BOT.

p
Coding consequences

missense_variant: 49%
synonymous_variant: 48%
inframe_deletion: 1%
frameshift_variant: 1%

stop_gained: 0%
coding_sequence_variant: 0%
incomplete_terminal_codon_variant:

o J

Puc. 20. Coding consequenses. PacnpeneneHumne addpeKToB BapmaHTOB cpegm NonaBLLMX Ha
KoOMPYOLME NOCNeaoBaTETbHOCTH

Bce TOXe bonee MeHee OoOXnagaeMmMo, 60MbLLUNHCTBO BapmMaHTOB COOTBECTBYIOT
CUMHOHNMUNYHDBIM NN MUNCCEHC-MYTaLUUNAM. Tak M OXmOanocTb MCxoOa W3 CBOWCTB
reHeTn4eCKOoro Koaa.



25 BapuaHTOoB ¢ umnakTtoM HIGH (1,5%). 13 Hux:

1 NpunxoOnTCa Ha NceBOoreH, octasibHble Ha FreHbl, U3 HUX:

% 4 nonanu Ha NMD_transcript_variant (To ecTb BpsdO M CUIbHO BAMAIOT, TaK Kak
TPaHCKPWNT AerpagmpyeT Ha Bbixoae U3 a4pa)

< 1Ha UHTPOH (retained_intron)

% 2 Ha protein_coding_CDS_not_defined

% 17 Ha HOpManbHble KoaMpPYOLLME TPAHCKPWUMTbI (TO €CTb Ha 3K30HbI)

N3 atnx 17:

< 10 frameshift_variant (caBMroB paMku c4mMTbiBaHMA) B 5 reHax
% 4 splice_acceptor_variant B 2 reHax
% 3stop_gained B 2 reHax

Bcero reHoB, KOTopble 3aTPOHYTbl BapuaHTaMu ¢ UMnakToM HIGH B 3K30Hax: 8

//2T0 PARPS, CLINT1, MROH2B, PGGT1B, SDHA, PCDHGAS, TIGD6, OR4F3.

CcbINnlka Ha cueHapun ang KOMaHOHOM CTPOKU Ha OCHOBaHMU KOMaHA, UCMOJIb30OBaHHbIX
ON9 BbINONHEHUS NpaKTUKyMoB 11-13: BOT oHa (o1, pyccKkiMe ByKBbl HE MOHMMaET)


https://kodomo.fbb.msu.ru/~palimpsest//term3/pr11_15/scenario.sh

YacTb IV (15 npakTUKymMm)

3afavya nNpakKTvKyMa: MOCTPOUTb 3KCI_IpeCCl/|OHHbIl>I ﬂpOd)Mﬂb Ha OCHOBaHWW OaHHbIX

cekBeHMpoBaHMa PHK.
4.1 OnncaHme o6pasLa

MHe pocTtanucb yteHna ENCFF64IWPY (ID). Huxke npuBedeHa HekoTopas MHbopMauma,
nonydeHHada ns ENCODE (ccblika):

Tabnuua 4. OnucaHne obpasua

OpraHmsm Mus musculus

TKaHb heart tissue

CTpaTterma ceKkBeHMpoBaHMA TotanbHag PHK

TN YTEeHUM OpoHoOKoOHLEBbIE
LUenb-cneundmnyHocTb Llenb-cneundmnyHble (0bpaTHas)

4.2 [NpoBepKA KQYeCTBA YTEHMM
KauecTBO MCXOOHbIX 4YTEeHMW 6blIO MPOBEPEHO C MOMOLbI MporpamMmbl fastgc (Puc.
21,22,23). KonnyecTBo UTeHnM — 48,692,928.

Quality scores across all bases (Sanger / lllumina 1.2 encodingl
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Puc. 21. Per base sequence quality

B Luenom 0oBONbHO XxopoLllMe YTeHud, Bce BOKCMMOThI, KpoMe MocnegHero B 3e/1eHOM 30He.
B Hauane Tonbko 5 No3nuMi CUNbHO BbiAENATCA (MOXXET AMMepbl aganTepoB B KAKMX-TO
yTeHnAax??)


https://www.encodeproject.org/experiments/ENCSR795WFC/

Distribution of sequence lengths over all sequences

Sequence Length
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Puc. 21. Sequence Length Distribution. Bce uteHna gamHowm 100
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Puc. 22. Per base sequence content. Bce-Takm nepsble 12-13 MO3MLIMIKM Bbi3bIBAOT OMaceH s
N MX XOPOLLO 6bl TPUMMKMPOBATb HEMHOXHO, HO HEMb34, MO3TOMY MPOCTO NPUMeEM Kak daKT



Quality score distribution over all sequences
Average Quality per read
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Puc. 23. Per sequence quality scores. Overall uTeHMa odyeHb xopolune, MO3TOMYy WOEM
fanblie

4.3 KapTtnpoBaHMe 4TeHM Ha pedepeHC
C nomMoulbto nporpamMmbl hisat2 uyteHMa 6biNM KapTUPOBaHbl Ha pedepeHc (MaTyto
XpoMocoMy). KomaHaa:

hisat2 -x ../hisat2/$2'_indexed' -U $1.fastq.gz -k 3 -p 8 >rna_cart.sam
2>rna_logs.txt

-X — yYKasanu nyTb 0O UHOEKCUPOBaHHOIo pedepeHca

-U $1.fastq.gz — noganu Ha BXxoq HermapHble YTeHUd

-k 3 — nckatb He 6onee 3 MepBUYHbIX BblPaBHMBAHUIM A9 KaXXOoro puaa (CM. NyHKT
2.3), IpuUYyeM He rapaHTUpYyeTCcd, YTO JyYLLUX

>rna_cart.sam - 3anucbiBaTb BbiBOA B daln rna_cart.sam

2>rna_logs.txt - Hanpasnget stderr B dann rna_logs.txt



MocMOTpUM Ha dani C loramu:

48692928 reads; of these:
48692928 (100.00%) were unpaired; of these:
48661403 (99.94%) aligned 0 times
31164 (0.06%) aligned exactly 1 time
361 (0.00%) aligned >1 times
0.06% overall alignment rate

CHavana g nogyMan, 4To 3TO MOMHbIM Bpen M HE MOXET OblTb TaKOro HM3KOrO MPOLLEHTa
KapTUPOBAHHbIX YTEHMW, Nepenenan HeCKOSbKO pa3 — Nosfly4asiocb TO XXe camMoe. Ha noTom 4
BCMOMHM, YTO Y HAC YTeHUM ToTanbHOM PHK, npuyemMm m3 cepgeyHom TkaHu MbILLUW, a
KapTUPYEM Mbl Ha YENOBEYECKYIO XPOMOCOMY (KOHEYHO, OpraHM3Mbl 4OBOMbHO 6/IM3KME, HO
Bce »e). [o3ToMYy, HaBEepPHOE, TAKOM MPOLIEHT BMO/IHE afeKBaTHbIN.

CKOJIbKO YTEHUW 3AKAPTUPOBAIOCH HA BALLy XpomMocoMy? 31525 (0,06%)

Hanee 6bin 3anyLleH cnegyoumMii NporpaMmMHbIN KOHBeep (OnmMcaHmMa KoMaHa CM. 4acTb 2):

#KkoHBepTauua sam B bam

samtools sort -o rna_cart.bam rna_cart.sam

#nHpekcauma

samtools index rna_cart.bam

#aHanns bam dainos

mkdir flagstat

samtools flagstat rna_cart.bam > flagstat/rna_cart.txt
#0TOBOp 4YTEeHWUl, KapTUPOBaAHHbIX Ha pedepeHC

samtools view —-h -bS rna_cart.bam 5 > rna_cart.chr5.bam
samtools flagstat rna_cart.chr5.bam > flagstat/chr5.txt

B utore nony4yunnmn bam $ann ¢ KapTUpoBaHHbIMU Ha 5 XPOMOCOMY UYTEHUAMKM (OCTanoch
CTONbKO e - 31525)



4.4 [NONCK SKCMPEeCCUPYILINXCS reHOB
MocMOTPUM Ha Gali reHHOM Pa3MeTKU

Ulanka:

#!genome-build GRCh38.pl4 BEPCUA Pa3METKM
#!genome-version GRCh3814 Bepcua reHomMa
#!genome-date 2013-1238 nata nyénmkaumm
#!genome-build-accession GCA_000001405.29 AC pa3MeTKm
#!genebuild-last-updated 2023-03001405.29 nocnegHee obHoBMNeHME

Teno danna CcoCTOUT M3 MHOXECTBA CTPOK, COOTBETCTBYIOLLIMX KAKOMY-TO OObeKTy -
reHy/TpaHCKPUNTY/3k30HY/CDS/5'-HeTpaHCIMpyeMom o6nactu 1 Ta,. Kaxkaas cTpoka CoOCToUT
M3 cnenyroLmx CTONOLIOB:

segqname Ha3BaHME XPOMOCOMbI UK ckaddonga

source MCTOYHMK aHHOTauUMKM (ensembl - aBToMaTuyeckada nnm havana - pydHas)

feature 4TO 33 PUYa (reH/TPaHCKPUNT/aK30H/CDS/5'-HeTpaHcnMpyeMon 06nacTb...)

start KoopaMHaTa Ha4vana

end KoopAnHaTa KOHLa

score He MOHAS, YTO 3TO (HaBepPHOE YTO-TO O AOCTOBEPHOCTU, HO B pavne Be3ge
ToYKa CTOUT)

strand uenb (+/-)

frame paMKa cuunTbiBaHua (./1/2)

attribute OononHuTenbHas MHGoOpMaLLUS

CKOJIbKO HQ BALLUEM XpOMOCOME QHHOTUPOBAHO reHoB?
Y3Han ¢ 370 C MOMOLLbIO cneaytoLlein KoMaHabl:

grep ‘75’ Homo_sapiens.GRCh38.110.chr.gtf | cut -f3 | grep -c ‘gene’

Monyymnnocb 3074. HO, HapuMep, NceBOoOreHbl B TPeTbeM CTOoN6bLe aHHOTUPOBAHbI
TOXXe KaK gene, xoTa BpoAe 6bl O6blMHO 3TWM MOHATMUA Pa3OenatoTcd, Mo3TOMY, MHe
KaXKeTcq, 3TO YMCIO HECKO/bKO 3aBblLLEHO.



htseq-count -f bam -s yes -t gene -m union -0 pergene.sam rna_cart.bam
Homo_sapiens.GRCh38.110.chr.gtf 1>htseq.txt 2>htseq.logs.txt

-f bam — BxogHom dann B popmaTte bam

-S yes — UTeHua uenb-cneundumyHbie

-t — 4N4a Kakon dunum (TpeTnm ctonbel) cumTaTh (Hy Bpoae a4nda reHoB Hago)

-M uUnNion — MOACYUTbLIBATb MPOCTOE OO6beAMHEHME NEPEKPbIBAEMbIX PULOOM PUY
-0 — 3anmcaTb BCe Nony4ymBLLMECS

NocMoTpUM  Ha nonydmBwMMca danmn  htseq. txt. B HeM KkaxOoMy reHy
COMOCTaB/IEHO KOMMYECTBO PUAOB, KOTOPbIE Ha Hero nonagatoT. B KoHue eCcTb cBOAHAas
CTaTUCTUKA:

ENSGOO000292371 0
ENSGO0O000292372 O
ENSGO0O000292373 0O

__no_feature 24205 He nonanu B rpaHumubl feature (gene)

__ambiguous 359 nonanu B HeckobKo feature

__too_low_aQual 0 6bl/1M NPoNyLLEeHbl (He 3agaBanu NapamMeTpoB)
__not_aligned 0 He BbIPOBHEHbI

__alignment_not_unique 361 UTeHuda ¢ 6onblle, YeM OOHUM BblpaBHMBaAHMEM

CKOJ1bKO YTEHMI nonasio B rpaHuLbl reHoB? 7320 (31525 - 24205)
CKOJ1bKO YTEHMU rornaso MUMO rpaHuL, reHoB? 24205

Kak-To o4eHb Mano Nony4mnoch(



4.5 AHHOTALMS BbICOKO 3KCIpeccurpyemMbiX reHoB

daln C 3KCMPEeCCUMOHHbIM MpoduneM 6bifl OTCOPTUPOBAH MO YBbIBAHMIO KayHTOB C
MOMOLLIbIO CriefytoLle KoMaHabl:

sort -k2 -nr htseq.logl.txt >sort.txt

Ton 10 caMbIX BbICOKO 3KCMPECCUPYEMbIX FTEHOB:

ENSGOO00O0250974 2068
ENSGOO00O0175471 837
ENSGOO000122012 496
ENSGOO000245864 339
ENSGOOO0O0175309 332
ENSGOOO0O0177932 327
ENSGOO000272742 270
ENSGOO0O00266751 202
ENSGOO000247572 171
ENSGOOO00171530 143

MNepBblh reH okasanca He OGenok-koaupywlwimm))) TlosToMy ¢4 B341  BTOpon -
ENSGO0000175471. 2710 okasanca Multiple C2 And Transmembrane Domain Containing 1
(MCTP1).

ohrs: 94,750,000 94,800,000| 94,850,000| 94,900,000] 94,950,000| 95,000,000| 95,050,000| 95,100,000/ 95,150,000/ 95,200,000| 95,250,000|
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Puc. 24. CKpl/IH M3 reHOMHOro 6pay3epa. CH|/|3y - TPEK KOHCEPBATUBHOCTN. ECTb 4OBONBHO
KOHCEPBATUBHbIE Y4aCTKM B MEPBON MOSIOBUHE FeHa (3K30HbI), YTO BaXXHO, TaK KaK MHa4ye
UTEHUS 13 MbILLN Xy)Ke Obl KAPTUPOBaNNUCh Ha YeloBe4YeCKnM reH. Kctatu, reH Ha obpaTHoOM
Lenu (1 yteHma Toxe).




Mo nHdopmMaumm ns GeneCards, 6€nKOBbIN MPOAYKT 3TOrO reHa — 3TO KasbLMEBbIN CEHCOP,
KOTOPbIM HeobxoguM Onga  CcTabunmsauum HOpManbHOro 6a30BOro  BbICBOOOXKAOEHMSA
HervpomMegmaTopa, a Takke ONg  UMHOYKUMKM M OONTOCPOYHOro  MoaaepyKaHms
NpPecMHanTUYeCcKom roMeocTaTUYeCcKom NNacTUYHOCTU. M XOTa OCHOBHOWM aKLIeHT genaetcs
Ha ero ydyacTtMe B CMHaNTUYeCcKOM nepepgade, >TOT 6Geflok BOBMeYeH B MpuUHUMMNE B
KanbLMN-OMOCPENOBAHHbIA  CUTHAMWHE, MO3TOMY HeyOAMBUTENbHO, 4YTO OH aKTUBHO
aKCnpeccupyeTca B cepaeyHom TkaHW. MNc MecTo ero OCHOBHOW nokanmsaunum - 3MP,
OYeHb XOPOLLO PA3BUTO B CEPLAEYHOMBbILLEYHOM TKaHU (CapKOMMIa3MaTUYECKMIN PETUKYITIOM)
M BbIMNOMHAET KaK pa3 PyHKLMIO OEeMNOHMPOBaHMA KanbLMa U obecrnedeHne KanbLMeBoro
CUTHanNuHra (Hy Tam BbICBOBOXOEHME MOHOB KasbLMsa, HEOOGXOAUMbIX ONA COKpalleHMs).
BoT Takme nuporu.

OVERALL: B mnepBbix 4acTax MpaKTWMKyMa OblM HavOeHbl M aHHOTUPOBAHbI BapUaHThI
OOHOro 4enoBeka MO [OaHHbIM 3K30MHOIMO CEKBEHWMPOBaHMA, BpoLe BCe HOPMalibHO
nonydmnocb. B nocnegHenm 4yactu  6Gbina NpegnpuHATA MOMblITKa  MOCTPOEHUS
SKCMPECCUNOHHHOIO MNpoduna Ha OCHOBe AaHHbIX PHK-cekBeHMpoBHMA. M 30eCb MeHq
OYEeHb CMyLLAeT TakKoe MaNleHbKOe KONMYECTBO OCTaBLUMXCA MNocne Bcex dunbTpaumm
UTEHUIM (KAPTMPOBABLUMXCA B MNpefeniax reHoB Ha MaTon XpomMocome). Ho, BO3MOXXHO,
YUMTbIBAs, YTO 3TO UTEHMA M3 MbILLKK, TaK M OOMKHO 6bl1o nonyymTca. o KpanHen Mepe,
6efoK BrnosHe nornyHbin Hawenca. KOHELL.


https://www.genecards.org/cgi-bin/carddisp.pl?gene=MCTP1
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