MockBa, 2017

Kadeapa MeaULMHCKOM reHeTHKM

buonHdopMaTHnieckas
06paboTKka NGS-aaHHbIX

BeinmosiHun:

Brosuna IO

KupusiosBa Apuna

dedesnoBa Exatepuna

buounxxeHnepus u buonHdopmartuka, 3 kypc, UOéuTM

o

CEYEHOBCKMH .
VHUBEPCUTET Pykosogurenb: JIutBuHoBa Mapua MuxauaoBHa, K.M.H., IOLIEHT, Bpa4y-T€HETUK




KouTpoJsib kauecTBa

IIpenBapurenbHad
obpaboTka

BripaBHUBaHue

ITocToO6paboTKa
IIOJIyYeHHBIX JTAHHBIX

<< JwLwubly ‘¢ << Bussasaidaid 'z << 1013u02 Ayjenp °) I

Bussasaid juawubijesod 'y

N

)

Raw reads Qc
FastQC PRINSEQ QC3

Preprocessing
Cutadapt Trimmomatic PRINSEQ

i

Processed reads
FASTQ

Map to reference genome
BWA Bowtie2 Novoalign G MAP

¥
Read alignment
BAM
¥

Post-alignment processing:
1) Remove read duplicates

Picard SAMtools DupRecover

v
Dedupped read alignment
BAM
v
Post-alignment processing:

2) InDel realignment
GATK-inDelRealigner SRMA

¥

InDel-realigned read alignment
BAM

i

3

Recalibrated read alignment
BAM

3

Varlant calling
GATK SAMtools Freebayes Atias2
Strelka virmid SomaticSniper

Post-alignment processing:
3) Base quality score recalibration

GATK-BaseRecalbrator ReQON

¥

Variant calls (SNPs and InDels)
VCF

Gemline Somatic
variants varants

Annotate varlants
MAF, exonic function, deleterious
prediction
ANNOVAR SeattieSeq SnpEff

1000G, ESP6500, CADD,
Clinvar, COSMIC

Annotated variant calls
TAB

Filter and prioritize varlants
VAAST2 CADD VarSifer KGGseq
PLINKISEQ SPRING gNOME

Public Databases .

Family history
Clinical data

( List of Disease-Related Variants )

Signaling pathways .
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« TekcToBBIA (DOPMAT, HO3BOJIAIOIININ XPAHUTH HE TOJIBKO HYKJIEOTUHYIO
II0CJIE/IOBATEILHOCTD, HO Y JTAHHBIE O KaUeCTBE MIPOYTEHUA KaXKI0TO HYKJIEOTUAA

« Copep KUt 4 CTPOKU:

1.

2.
3.
4

N eHTrduKaTop 1nocjae0BaTeIbHOCTU
IIpourenue

KommeHnTapuit

Phred quality score

1. @HWI-ST751:100: £2:1101:1417:1981 ' :N:0:AGTCAA

2. CNCTGGACTTAGGTTTAGTGAGGGCTGACTCTGAAGCTGAGGGCTCTGCAGAAGGGAGTNNNNNN
3. +

4. D#4ADDDEHHHHHFHGGHJIJJJJIJIIJIIIIIIIITITIJIGHITIITIIIGIHHITITHGC######

A read from a FASTQ file produced by Casava 1.8 software. In the FASTQ file each read sequence is described
using four lines. % B

Clinical Applications for Next-Generation Sequencing, Academic press, 2015
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Quality control (QC)

KoHTpOJIb KauecTBa MPOUYTEHMH 110 PSAAY ITapaMeTPOB
0 FastQC

Quality scores across all bases (Illumina >v1.3 encoding)
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BoipaBHMBaHUe (alighment )

Tan KapTHUPOBAHUA HA [zeglgepeHCHmf/’I IréeHoM

0 BWA, Bowtie2, Novoalign

0 Ha Beixoze daitn B popmare SAM/BAM AACGCTAACGGTAA  Fedbepene
SAM = Sequence Alignment Map AACCGCGAACTAA  pux
BAM = Binary Alignment Map I

AAC - GCTAACGGTAA
ITocite BbIPAaBHUBAHUS IIPOUBBOUTCS AACCGCGAAC - - TAA
IIOCTOOpaboOTKa IIOJydEeHHBIX JAAHHBIX C IIEJIBIO
MHUHUMHU3HUPOBATH KOJIUYECTBO OIITHUOOK,

reHEPUPYEMBIX Ha CJIEYIOIEM ATalle



R EEEEEDE==———mmmmmmmw
OnpepeneHne sapmaHToB (variant calling)

Ha sToMm sTame mporpaMMa OIIpeiesIsIeT BApDUAHTHI, OTJIMYAIOIIEC OT
pedepeHcHoi1 mocaemoBaTeabHocT (SNPs, SNVs, InDels)

0 SAMtools u GATK
0 Ha srixoge = VCF (Variant Call Format)

BapI/IaTI/IBHOCTI) B T'T€HOMAax:

« SNP = Single Nucleotide Polymorphysm (ogHOHYKJI€OTHTHBII
OJIUMOPHU3M)

« InDel = uncepnusa wuiu geaenus OJHOTO U 00jIee HyKJIeOTUA0B



CranmaptHbid opMart A5 xpaHeHus JaHHbIX 0 JJHK nonmuMmopdusmax, Takmux
Kak: 3aMeHbl (SNPs), BcTaBky, JilejielfuN U CTPYKTYPHBIEe BapuaHThI (SVs)

VCF example
¢ ##fileformat=VCFv4.1

##fileDate=20110413

##source=VCFtools

##reference=file:///refs/human NCBI36.fasta

##contig=<ID=1, length=249250621,md5=1b22b98cdeb4a9304cb5d48026a85128, species="Homo Sapiens">

##contig=<ID=X, length=155270560,md5=7e¢0e2e580297b7764e31dbc80c2540dd, species="Homo Sapiens">
] ##INFO=<ID=AA,Number=1, Type=String,Description="Ancestral Allele">
'2‘1 ##INFO=<ID=H2 ,Number=0, Type=Flag,Description="HapMap2 membership">
£ ##FORMAT=<ID=GT,Number=1, Type=String,Description="Genotype">

##FORMAT=<ID=GQ, Number=1,Type=Integer,Description="Genotype Quality">

##FORMAT=<ID=DP,Number=1, Type=Integer,Description="Read Depth">

##ALT=<ID=DEL ,Description="Deletion">

##INFO=<ID=SVTYPE,Number=1, Type=String,Description="Type of structural variant">

##INFO=<ID=END,Number=1,Type=Integer,Description="End position of the variant">

\ #CHROM POS ID REF ALT QUAL FILTER 1INFO FORMAT SAMPLE1 SAMPLE?2

" 1 I . ACG A,AT 40 PASS . GT:DP 1/1:13 2/2:29
° 1 2 n C T,CT ; PASS H2; AA=T GT 0|1 2/2
@ 1 5 rsl2 A G 67 PASS 5 GT:DP 1]0:16 2/2:20

X 100 . T <DEL> . PASS SVTYPE=DEL;END=299 GT:GQ:DP 12125 0/0:20:36

P.Danecek et

1
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AHHOTaUMA, OUNbTPaUMA, TPUOPHUTHU3ALMA

- IIpoBojiuTCA aHHOTHMPOBAaHWE BAapPUAHTOB U IpeJCKa3aHUE WX BJIUAHUA HA KOJUPYEMBIN
6esI0K Ha OCHOBE aHAIN3a TeHOMHBIX KOOPAUHAT (pparMeHTa

(rmouck 1o 6a3aM TaHHBIX U3BECTHBIX MyTaIUH )
0 ANNOVAR, SnpEff

» YOuparTcs BapUAHThI ¢ HUBKUM ITIOKPBITHEM U HU3KHUM Ka4eCTBOM
- BapuaHTBI paH;KUPYIOTCA O YaCTOTE, IPUOPHUTET OT/AAETCs Oosiee PeIKUM MyTallUAM

(mpenmosiaraeTrcs, 4YTO y HUX OOJIbIIAasA CTeleHb BEPOSATHOCTU BhI3BaTh 3a00J1€BaHNE)
« Ilpuoputusanysa BapuaHTOB M0 PYHKIIUOHAIBHOMY 5 deKTy

(uett adpdekT HarbOJIEE CKJIIOHEH BBI3BAaTh 3a001€BaHIIE)
Hanpumep: HoHCceHC mymayus 06bIMHO HaHOCUM 6oAbWULL 8ped, UeM MUCCEHC MYMmayus

o JI;iss HEeW3BECTHBIX BapHAHTOB IIPEACKA3bIBAETCA BO3MOKHAA IIATOTEHHOCTh Ha OCHOBE
pa3pabOTaHHBIX YTUIUT
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BusyanmsaumA

0 Integrative Genomic Viewer (IGV)
http://www.broadinstitute.org/igv
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MMbl MyTaLUM

* MyTanuu ¢ 3aMeHOU HyKJIEOTUA

Missense
OnHOHYKJIEOTUAHbIE MYTAIUH,
IIPUBO/SIINE K 3aMeHe
AMHHOKHCJIOTBI B OeJIKe

IHK—~CATCATCATCATCATCATCAT

3
L4

- His H His H His H His H His H His H His }-

HapyweHue pacnonoxeHusa 0QHOMo HykneotTuaa

N
| v

| R T R N I S TR
TCATCATCAT

O-—

| v

N 1 I | T

CATCATC
~{ His H His H His HEZTEH His H His H His |-
'\ W3MEHEHHAS AMMHOKUCIIOTA

| E
ATC

Nonsense

OHOHYKJIEOTUIHBIE 3aMEHBI,
IIPUBOJIAIIYE K BOSHUKHOBEHHUIO
IIpeXeBPEMEHHOTO
TEPMUHHUPYIOILETO KOJOHA

3
L4

I

IHK—CAGCAGCAGCAGCAGCAGCAG

«- GIin H Gin H Gin H Gin H GIn H Gin H Gin }-

HapyleHue pacnonoxeHua 0AHOro Hykneotuaa

!

"CAGCAGCAGIIAGCAGCAGCAG
-4 _Gin H Gin H Gin HIESW
\

BosHukaer npemeapemeuﬂblﬁ CTON-KOAOH, 4TO NpUBOOMUT
K CUHTe3y YKOpO4YeHHOro HenorfHoueHHoro benka

3
L g




« MyTanuu BbI3BaHHBbIE MHCEPIIUEN WU Aesielluel OITHOTO UJIN HECKOJIbKUX

HYKJICOTUJIOB
Frameshift
(CO CZIBUTOM paMKU CYHUTHIBAHWA )
Hopmanpnasa JTHK GAA-TGA-CTG-TCT-GGA
HopmanbHBbIi 0e/10K Jleit-Tpe-Acni-Apr-Ilpo
Henenusa T l
MyrtanTHas JHK GAA-GAC-TGT-CTG-GA

MyTaHTHBII OeT0K Jleii-J/leir-Tpe-Acn-
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ba3bl JaHHbIX FEHOMHbIX BapMaHTOB YETOBEKA

Basa panHbix, Web cant

l Onucanue

MonynsaunoHHble 6a3bl AAaHHbIX

Exome Aggregation Consortium
http://exac.broadinstitute.org/

Basa paHHbiX BapuaHTOoB, HAMAEHHbIX NPY NPOBEAEHUN 3K30OMHOIo CEKBEHMpPOBaHUs 06-
pasuos [JHK 61,486 HepoACTBEHHbIX UHAVBUAYYMOB, ABJISIOLMNXCA yHaCTHUKaMN pasnuy-
HbiX BonesHb-crneun@UYHbIX 1 NONYALMOHHBLIX FEeHeTUYeCKUX uccnenosaHmnii. Jluua, ¢ Ha-
cnepcTeBeHHbiMU 3a6oneBaHnaMu, NPOSIBASIOLMMUCA B AeTcTBe, 6biIn UCKITIOYEHbl U3 Bbl-
Bopku.

Genome Aggregation Database
http://gnomad.broadinstitute.org/

PacwupeHHasa 6a3a AaHHbIX rEHOMHbIX BapMaHTOB, OCHOBaHHaa Ha 6a3e Exome Aggregati-
|on Consortium, Bkio4aowas gadHbie no 123 136 ak3omos 1 15 496 reHOMOB.

Exome Variant Server
http://evs.gs.washington.edu/EVS/

| Basa AaHHbIX BAPUAHTOB, HAMAEHHbIX NPY 3K30OMHOM CEKBEHUPOBAHUU HECKOMbKUX KPYn-
HbIX KOrOpT N1L, EBPONENCcKoro u adppoamMepmkaHCcKoro npoucxoxaeHus. Brnioyaer B cebsa
[laHHbIE O MOKPbLITUK, YTO BAXHO ANS yyeTa nHdopmauum o6 OTCYTCTBUM BapuaHTa.

1000 Genomes Project
http://browser.1000geno-
mes.org/index.html

Basa paHHbIX BapuUaHTOB, HANAEHHbIX BO BPEMSA N’EHOMHOIO U TapreTHOro CeKBEHUpoBaHus
C HU3KUM U BbICOKUM NOKPbITUEM B 26 nonynauusx. COAep)KMT nHdpopmaumio o 6onbLuem
4Yyucne BapuvuaHToB NO CpaBHEHUIO Exome Variant Server, HO BkO4aeT AaHHbIE HU3KOro Ka-
yecTBa. HekoTopsbie obcnenoBaHHble KOropTbl BKJ/IIOYanM poaCTBEHHbIX MHOAMBULAYYMOB.

dbSNP
http://www.ncbi.nlm.nih.gov/snp

Basa AaHHbIX KOPOTKUX FEHETUYECKUX BapuaHToB (Kak npasuno, <50 n.H.), cobpaHHbIX U3
| PA3INYHbIX MCTOYHUKOB. Hapsiny ¢ no6poka4yecTBEHHbIMU U BEPOATHO A06pPOKA4YEeCTBEHHbI-
MU BapuaHTaMu COAEPXUT U MHOXECTBO NaTOreHHbIX BapuaHTOB.

dbVar
http://www.ncbi.nlm.nih.gov/dbvar

Basa AaHHbIX CTPYKTYPHbIX BAPUAHTOB (Kak npasuno, >50 n.H.), COCTaBneHHas U3 MHOTUX
UCTOYHUKOB

Basbl gaHHbIX, BKAloYaowme onucaHns GeHoTunos

OMIM http://www.omim.org/

Basa faHHbIX FeHOB YenoBeKa U NreHeTUYEeCKUX COCTOSIHUIA, KOTOpasi COAEPXUT penpeseH-
TaTUBHYIO BbIGOPKY BAPMAHTOB HYK/IEOTUAHOW NMOCNefoBaTelbHOCTU, aCCOLMUPOBAHHbIX
c 3abonesBaHuaMN.

Human Gene Mutation Database
http://www.hgmd.cf.ac.uk/ac/in-
dex.php

| Basa faHHbIX aHHOTMPOBAHHBIX BAPUAHTOB HYKNEOTWHOM NOC/eA0BaTeNLHOCTY, ony6nu-
| KOBaHHBIX B iMTepaTtype. JIoCTyn K OCHOBHOI 4acTu kOHTeHTa TpebyeT onnartel. B 6ase
BCTpeyalTcs A06pOoKa4YeCTBEHHbIE U BEPOATHO A06pOoKaYeCcTBEHHbIE BapuaHTbl, Heo6xoan-

MO YTOUYHATb KJIMHUYECKYIO 3HA4YMMOCTb BapMaHTOB NO JinTepaTypHbIM AiaHHbIM.

Clinvar
\ http://www.ncbi.nlm.nih.gov/clin-
var/

Basa paHHbIX yTBEPXAEHUI O KIMHUYECKOM 3HAYMMOCTU 1 (PEHOTUNUYECKON B3anMOCBA3N
BapuaHToB. COAepXUT JaHHbIE HU3KOro Ka4ecTBa, B CBA3U C YEM HE pekomMeHayeTcs ee
ucnonb3oBaHme Npu GOpMUPOBaHUN 3AKTIOYEHUI O NATOreHHOCTU BbISIBIEHHOINO BapuaH-
Ta. Ucnonb3oBaHue MoXeT ObiTb OrpaHUY4EeHO TOJIbKO MOUCKOM CChIIOK Ha SinTepaTypHble
WUCTOYHUKN.

MeaunyHckas reHeTuka 2017, N27. PyKOBOZICTBO 110 MHTepIIpeTaliii JaHHBIX,
MIOJTyYEHHBIX METO/IaMU MAaCCOBOTO MTApAJUIEIbHOTO cekBeHupoBaHus (MGS).




[IporpamMmbl NnpegcKkasaHMA NnaToreHHOCTU BapMaHTOB
HYKNeoTuaHoM nocnenoBatesibHocT (In silico)

Hassanne — BeGcanT OcHosa

@Sur‘f — http://consurftest.tau.ac.il/ SBONIOUMOHHAA KOHCEPBATUBHOCTL
'FATHMM — http://fathmm.biocompute.org‘;i(/ SBONOUMOHHAA KOHCEePBaTUBHOCTL
Rﬂu!ationAssessor — http://mutationassessor.org/ SBONOUMOHHANA KOHCEPBATUBHOCTL B
PANTHER — http://www.pantherdb.org/tools/snpScoreForm.jsp 3BONOUMOHHAN KOHCEePBaTUBHOCTL
EB-SNP — http://snps.biofold.org/phd-snp/phd-snp.html SBONOUMOHHAA KOHCEPBATUBHOCTL
E,_ http://sift.jcvi.org/r = : | Seomouglonuaq KOHCEpBaTUBHOCTbL % A
SNPs&GO — http://snps-and-go.biocomp.unibo.it/snps-and-go/ Crpykrypa/dbyHkumns 6enka

7MM99€HC-38MeHbI E = oy 1 Bl 5]
Align GVGD -http:'//agvgd.hci.utah.edu/agvgd_input.php Crpykrypa/dyHkuma 6enka n 3BOMIOUMOHHAA KOH-
MAPP — http://mendel.stanford.edu/SidowLab,/ downloads/ MAPP/in- S IDHOCID

dex.html

7Mutati0nTast;r_ -http://www.mutationtaster.org/ E
MutPred — http://mutpred_.rpytglb.org/
PolyPhen-2 — htip://genetics.bwh.harvard.edu/pph2/

PROVEAN -http://provean.jcvi.org/index.php BoipasHMBaHue n namepeHue cxoacrTsa mexay no- |
e = s 3 g CnenoBaTenbHOCTLIO BapUaHTa u nocnenosaresb-
SIFT http.//provean.)cvr.org/mdex.php HOCGTLIO. FOMOJIORAIHONRD 53{‘31
nsSNPAnalyzer — http://snpanalyzer.uthsc.edu/ BoipaBHUBaHME MHOXECTBA NocnenosartenbLHoOCTen
W aHanm3 CTPYKTypbl 6enka
oy S . 1 TTe e T - = Y|
Condel — http://bg.upf.edu/fannsdb/ O6venunsieTr SIFT, PolyPhen-2 u MutationAssessor

NameHeHus B canTax cniancuHra fis
GeneSplicer — http://ccb.jhu.edu/software/genesplicer/

Monaenu Mapkosa

Hu[’nan Splicing Finder — hnp://waq.pe/HSF/ | ngqaannoe Ha NONOXeHUn BapuaHTa
MaxEntScan — http://genes.mit.edu/burgelab/maxent/ Xmaxentscansco- |lMpuHUMN MakCUManbLHOW IHTPONUK

reseq.html

NetGene2 — http://www.cbs.dty.ik/services/NetGeneZ/ B - VHeﬁpouuue cetm

NNSp[ice — http://www.fruitﬂy.org/seq:tgols/splice.html HeipoHHbie cetun

ASSP — http://wangcomputing.com/assp/ HenpoHHbie cetn

FSPLICE — http://www.softberry.com/berry.phtmi? topic=fsplice& gro- BupocneumduyHbii NpeankTrop camToB-CnaamcuH-
up=programs&subgroup=gfind ra, OCHOBaHHbLIA HA MOAENM BECOBOM MaTpuubl

MeaunyHcKas reHeTuka 2017, N27. PyKoBOZCTBO 110 MHTEpIIpEeTALlUU JaHHBIX,
TTOJIyYeHHBIX METO/JAMU MaCCOBOTO ITapasLIesIbHOTO cekBeHnpoBauusa (MGS).



MutationTaster Polyphen2
www.mutationtaster.org http://genetics.bwh.harvard.edu/pph2/

mutation t(sting

POIYPhen'Z prediction of functional effects of human nsSNPs

| L I L L

Ensembl transcript ID

® coding sequence (ORF) transcript (cDNA sequence) gene (genomic sequence)
all types by sequence
Query Data
options
enter a few bases around your alteration show nucleotide alignment Protein or SNP identifier
Format:
ACTGTC[A/T] GTGTF A substituted by T Protein sequence
ACTGTC[AG/T] GTGTF AG substituted by T )
ACTGTC[ACGT/-] GTGTF ACGT deleted in FASTA format
ACTGTC[-/AA] GTGTF AA inserted 4
single base exchange by position Position

enter position

AAfARNDCEQGHILKMFPSTWYV

and new base S
Substitution

insertion or deletion by position AADARNDCEQGHILKMFPSTWYV
enter positions of Query description

...last wild type base before alteration
...first wild type base after alteration

and the inserted bases Display advanced query options
(if applicable)

Submit Query| |Clear| | Check Status

if you would like to have a name for this alteration in the output later on, please type in here
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Kputepum ana nHTtepnpetaumm BapmuaHTOB

JIJIT Ka)KZIoro BapHaHTa HYKJIEOTHUZHOM IIOCJIEA0BATEILHOCTH CIIEIUAINCT MOAOUpPAaeT
IIOJIXO/SAINME IIPU3HAKH, KOTOPhIe 3aTeM OOBEeAUHSET B COOTBETCTBUH C IPHBENEHHBIMU
KPUTEPUSIMU:

1. [Iatorennsiii (p): OueHb cuIbHBIN (pvsl), CuibHBIN (ps1-4), Cpeguuii (pmi-5),
BcriomorarenbHbil (pp1-5)

2. BepoATHO MaToreHHbIN

3. HeompeneseHHOTO 3HaUeHUA

4. JobpokauectBenHbIi(b): Ouens cunbHBIH (ba1l), CunbHbIH (bsi-4), BecmomoraTebHbINH
(bp1-6)

5. BeposATHO 106poKaueCTBEHHBIN

Ecau eapuanm He omeeuaem xkpumepusam arwbo2o0 Habopa, uau dokazamenbcmed
namozeHHocmu u 00OPOKAUECMBEHHOCU NPOMUBOpeUUsbl, MO Makxoil eapuaHm
caedyem cHumams 8apuUaAHMoOM HeonpeoeaeHHO20 3HaAUEeHUR



[paBMa KOMBMHMpPOBAHMS KpUTEPUEB ANAA MHTEpHpeTaumm
BapMaHTOB

MaToreHHbl BapuaHT 1. 1 o4eHb cunbHbIn KpuTepuii (PVS1) u

a. 1 cunbHb (PS1-PS4) unn

b. 2 n 6onee cpegHux (PM1-PM5) unu

c. 1 cpeanuii (PM1-PMS5) n 1 sBcnomoratenbHblin (PP1-PP5)
d. 2 n 6onee BcrnomMorarenbHbix (PP1-PP5)

N

. 2 n 6onee cunbHbix (PS1-PS4) kputepues

. 1 cunbHbii kpuTepuii (PS1-PS4) n

. 3 n 6onee cpepgHux (PM1-PM5) nnun

. 2 cpepHux (PM1-PM5) u 2 n 6onee BcrnomoratensHbix (PP1-PP5) unu
- 1 cpeaxunin (PM1-PM5) 1 4 u 6onee BcrnomoraresbHbix (PP1-PP5)

0O o P w

BeposaTHO NaToOreHHblit BapuaHT 1 o4eHb cunbHblin (PVS1) n 1 cpeaHuin (PM1-PM5)

1 cunbHbit (PS1-PS4) u 1-2 cpegHux (PM1-PM5)

. 1 cunbHbi (PS1-PS4) 1 2 n 6onee BcnomMoratensbHbix (PP1-PP5)
3 n 6onee cpeptnx (PM1-PM5)

2 cpepgHux (PM1-PM5) 1 2 u 6onee scriomoratenbHbix (PP1-PP5)

1 cpeanHuii (PM1-PM5) n 4 n 6onee BcnomorartesnsHbix (PP1-PP5)

DI RLOI D=k

BapuaHTt HeonpeaeneHHoro 3Ha4eHus . BapuaHT He onucbiBaeTCcs HU OAHUM Kputepuem

N -

. Kputepuu no6pokalecTBEHHOCTM 1 NAaTOreHHOCTU NPOTMBOpeYaT ApYr APYry

BeposaTHo no6pokayecTBeHHbI BapuaHT | 1. 1 cunbHbiii (BS1-BS4) u 1 BcnomoraTtenbHbii (BP1-BP6)

1
2. 2 n 6onee BcrnomorarensHblx (BP1-BP6)

LobpokayecTBEHHbI BapuaHT 1. 1 o4eHb cunbHbint (BA1) unn
2. 2 cunbHbix (BS1-BS4)

MeaunyHckas reHeTuka 2017, N27. PyKoBOZICTBO 110 MHTepIIpeTaliii JaHHBIX,
ITOJIyYeHHBIX METOZJaMU MacCOBOT'O ITapaslieIbHOTO cekBeHupoBanus (MGS).



[Tpmep MeaMLMHCKOrO 3aRTI0YEHMA

llpumep I: Boinsaen namozennwi 6apuanm rykaeomudnoii nocaedoeameaviocmu npu saboaesanuu ¢ AP munom nacaedosanus

3AKJIOYEHUHE
no pesyabratam cexsennposanns JTHK (naneas «Dnuaencuns)
IMauuent:
Damuaua
Hma
OryecTno
IMoa: M/XK
Jlara poOXACHHA: U1 MM.IT
Bua marepnana: Kposb (BeHO3Has)
Jlara 3abopa: uimm.IT
Jlnarno3: CumMnroMarHyeckas 3nMuIencus.

IaToreHusie BAPHAHTH HYKACOTHIHON NOCACOBATEABHOCTH, SBASIOMHECS BEPOATHON NPHIHEOH 3aboaeBanns

Fen ’ Nonoxexune Fesotun OK30H Monoxenue 8| 3amena AK | Yacrora an- | Pedepenc- ] MnyGuna
(GRCh37/hg19) xAHK nens* Haa Nocne- | NPoNTeHuA
| ‘ ‘ \ nosarens-
I = _ ' A . N HOCTb
TPP1 | chrl 1:663827IG>A_ A/A J 6 | ©.622C>T | p.Arg208* |0,0173159% 1 NM_000391.3 176x 7
* Yacrore annenevi npusenens no 6aze Exome Aggregation Consortium (ssi6opka no 60702 wenosex). H/A = HeT AaHHbIX (He
onucaw)

MeaunHCKasi TeHeTHKa 2017, N27. PYKOBO/ICTBO 110 MHTEPIPETAIINU JaHHBIX,
ITOJIyYeHHBIX METOZJaMU MacCOBOT'O ITapaslieIbHOTO cekBeHnpoBanus (MGS).






