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1. PyHKUMOHaNbHbIE XapaKkTePUCTUKN

1.1. KpaTkoe onncaHue cuctemsl

InUnio Flow - cuctema aHanusa n aHHOTUPOBAHUS OMUKCHbIX (FEHOMHbIX,
TPaHCKPUNTOMHbIX) AaHHbIX, NpeacTaBnseT coboit obnayHyo cpeay UCNONHEeHUs!
OrorHdopMaTMUECKUX NANNIaikHOB, HAaNUCaHHbLIX C MOMOLLbIO TexHonornm nextflow c
rpadguyecknm Beb-nHTepdEencom nonbL3oBartens.

Ha Tekywmii MOMEHT B cMCTEME NPeAyCTaHOBMNEH TOMNbKO 0AMH BMomnHGopMaTUYECKUI
NPOTOKOS, UCXOOHbIN KOA KOTOPOro HaxoAuTCsa B OTKPLITOM SOCTYNeE:
https://github.com/zenomeplatform/nf-germline-mapping

[aHHbI NpoToKON NpeacTaensaeT cobon BuonHdopmaTndecknin pabounii npouecc,
npefHasHayYeHHbINn ANa NepBUYHOMO aHanu3a AaHHbIX 9K30MHOMO CEKBEHMPOBAHUS OT CbIPbIX
OaHHbIX (fastq) Ao dannos ¢ BbIPOBHEHHLIMU Ha peddepeHCHbIN reHoM npovTeHnsamn (BAM).
O6paboTtka BAM chavna nponcxoguT B COOTBETCTBUM Nyvwnmmn npaktukamm GATK.

OcHoBHbIE 3Tanbl pabovero npolecca:

* KOHTpOJ'Ib KayecTBa UCXOOHbIX AaHHbLIX U (*)VIJ'IpraLl,I/Iﬂ TEXHMYECKMX NocreaoBaTenibHOCTEN
reHoma.

* BblpaBHUBAHWE reHOMHBbIX KapT Ha pedepeHc
* OueHkKa rmnyourHbl U NONHOTBI CEKBEHNPOBAHUS

* OueHka adpdeKkTMBHOCTM LeneBoro oborateHnst AHK-61bnmoTtekn ak3oMHbIMM
nocrneaoBaTernbHOCTAMM


https://github.com/zenomeplatform/nf-germline-mapping
https://github.com/zenomeplatform/nf-germline-mapping

1.2. KpaTtkoe onncaHue TekyLiero oyHKumMoHana v
CYLLECTBYIOLLMX OrpaHN4YeHni

B HacTosiwee BpeMs AOCTYynNHbI crneayrowune CbYHKLWIVI:

— BoamoxHocTb Ao6aenaTh U penakTupoBaTb AaHHble NauneHTa
- BHyTpI/I KapTo4Kku nauneHtTa MOXHO }J,O6aBJ'IF|Tb VIHCbOpMaLI,VI}O COOTBETCTBYHOLLUMX

nauneHTy ob6pasuoB, ykasbiBaTb HEOOX0aNMY MeTa-UHMOpMaLMIO

— [ns kaxagoro obpasiua BO3MOXHO OCYLLECTBNATL 3arpy3ky hannos ¢ AaHHbIMM

BbICOKOMPOM3BOOUTENBHOIO CEKBEHNPOBaHUS B popmaTe *“fastq (*fq.gz, *fastq.gz)

— Bo BKknagke nccnegoBaHus (Ha gaHHOM aTtane paspaboTki) MOXHO BbibpaTb

HeobxoaMMbIV TUN NccnenoBaHus, ykasaTb obpasely/daiisbl k KOTopbiM AaHHOe
nccnegosaHue byoeT NPUMEHEHO M 3anycTUTb aHanu3 Ha obrnayHom cepeepe

— [ocne 3aBepLieHuns BbIYMCIEHNN, B KapTo4Ke nccrnenoBaHuna OOCTYMNHbI CCbINTKX ONA

cKauMBaHWsi NONyYeHHbIX (halnoB U OTYETOB O NPOBEAEHUM UCCIENOBAHNS,
BO3MOXHOCTb OTKPbIBaTb OTYEThI HEMOCPEACTBEHHO B Opay3epe

— [Ona dannos popmarta *bam (B 4OCTYNHON BEPCUN ABMSKOTCA KOHEYHbIM

pe3ynbTatoM UccreaoBaHus) 4OCTYNHa BO3MOXHOCTb OTKPbIBaTb MX B BEO Bepcum
reHomHoro 6pay3sepa IGV, He nokngas uHTepenca cucTtemsol.

CyuwiecTByHOLIME OrPpaHUYEHUA Ha JaHHOW CTaguun pa3paboTKu:

— BoamoxeH 3anyCcK aHanm3a ToJ1bKO A1 AaHHbIX 3K30MHOIo CeKBEHNPOBAHUA

YenoBeKa

— [n4ga BelpaBHUBaHUSA ucnonbsyetca hg38 Bepcusa pedepeHcHoro reHoma
— [ng oueHkn adhpekTMBHOCTM LieneBoro oboralleHns ncnonbadyercsa bed-dann ot

naHenu Agilent SureSelectV7 (aHanu3 gaHHbIX 3K30MOB, MOSTYYEHHbIX C MOMOLLBIO
APYrux peareHToB BO3MOXEH, OAHAKO NPV BblYUCNEHUN 3PEKTUBHOCTH LIENEBOr0
oboraweHus (fold enrichment) 6yget ncnonb3osaHbl reHOMHbIE KOOPAUHATbI
YyKa3aHHOW BblLLe NaHenu.

— B HacTosiLee Bpemsi 4ns AeMOo-Bepcumr UCMOSb3YeTCsl CEPBEP C OrPaHNYEHHbIM

BbIYUCNNTENbHBIM PECYPCOM, MO3TOMY aHanu3 NofHbIX AaHHbLIX MOXET 3aHATb
npogomxuTensHoe Bpems (8 n bonee 4yacos, B 3aBUCMMOCTH OT pa3mepa
3arpy>keHHblx pannos)

1.3. KntoyeBble oyHKUUM

o~

ABTOpU3aLMA nonb3oBaTesien nNo npes co3gaHHoOM y4eTHOM 3anucu.
Bo3moxHOCTb 006aBnaTb M peaakTMpoBaTh AaHHble NauneHTa/os.

[o6aenatb 06pasubl ¢ MeTa-MHpopMaLMEN B CYLLIECTBYIOLLIME KAPTOYKM NALMEHTOB.
OcyuwecTBnATb 3arpy3ky pannos ¢ 4aHHbIMU BbICOKONPON3BOAUTENBHOIO
cekBeHupoBaHus B popmate *fastq (*fq.gz, *fastq.gz)



5. TlMpoBoauTb nccnenoBaHus (Ha TEKYLLMIA MOMEHT AOCTYNEH TONbKO OAWH OAMWH
OromHdopMaTMYECKUI NPOTOKONT.

6. Bo Bknagke uccriegoBaHus (Ha AaHHOM aTane pas3paboTkun) MOXHO BbiGpaThb
HeobxoouMbIN TUM UCCNeaoBaHus, yka3aTb obpaseu/daninbl K KOTOPbIM AaHHOE
nccnegosaHve Byget NpUMeHeHo 1 3anycTuTb aHanu3 Ha obnayHom cepeepe

7. Tlocne 3aBepLUEHMS BbIYUCTIEHWIA, B KAPTOYKE MCCNegoBaHNs OOCTYMHbI CCbINKU NS
CKa4MBaHWs NOMyYEHHbIX harnoB U OTYETOB O NPOBEAEHUN UCCreaoBaHUs,
BO3MOXHOCTb OTKpbIBaTb OTHETbI HENOCPEACTBEHHO B Gpay3epe

8. [ns dainnoe cdopmaTta *bam (B 4OCTYNHOM BEPCUM SBNAKOTCA KOHEYHBIM PE3YNETaToOM
nccnefoBaHWs) AOCTYNHA BO3MOXHOCTb OTKpbIBaTh UX B BE6 BEPCUM FrEHOMHOIo
Gpay3sepa |GV, He nokMaas nHTepgenca CUCTEMbI.

2. MHdopmauus, Heobxoaumas ons yCTaHOBKM M 3KcnyaTaumm
CUCTEMBI

2.1. TpeboBaHus k paboyemy MeCTy Nonb3oBaTess

Paboyee mecTo fOMKHO OTBEYaTh creaylowmm TpeboBaHMaM:
1. OnepaumoHHasa cuctema

a. Linux
b. Windows
c. MacOS

2. Beb-6paysep
a. Chrome/Firefox/Safari aktyansHon Bepcumn

2.2. TpeboBaHusa K cepBepHON UHPACTPYKType

[ns 3anycka cepBepHOM YacTn cuctembl HEOH6XOAMMO NOArOTOBUTL CEPBEP CO
cnefyLwmuMmn XxapakTepucTukamm:

1. CPU-4

2. Memory-8 GB

3. HDD-200 GB



3. OnucaHne dyHKUMOHana

3.1. Obuwee pacnonoxeHne areMeHToB

I'Ipmmep KOMMOHOBKN 3J1TEMEHTOB:

9 InUnio:Flow

Tnucok naumneHTos

B3 crvcox nauventos

& Vicenenosanus

YUH Bospact
13 2
1231242123 12
346885266262 2
658625645137 32
146251436225 a
1234511111 2
1122334455677 18
test aug_patient1 18
test aug 1 18
130887 18

non

MyxcKoit

Kenckuin

MyxcKoit

Kewckuin

MyxcKoit

Myxcxoit

MyxcKoit

Myxcxoit

MyxcKoit

MyxcKoit

Awarxos

DevoPs

He onpenenen (edited)

He onpenenen

He onpenenen

He onpenenen

cccccc

Cratyc

MposoauTca Weenenosanwe (edited)

MposoauTCa Heenenosanme

MposoawuTca Heenenosanme

MposoauTCa Heenenosanme

B apxuse?

@ [o6asuTb NaumexTa

06pasub!

2

4

2

Ha akpaHe MOXHO BblAENUTb Crieaytolme aneMeHTb:

1.

oA WM

3.2. OkpaH “Cnuncok nauneHTos”

HaseaHune VIHbopmaunoHHON cucTemsl

[VHaMnyecknin anemeHT, 3aBUCUT oT CTpaHuLUbl Ha KOTOpOVI HaXxoguTca nonb3oBaTterb.

JleBO€e KOHTEKCTHOE MEHIO Ans GbICTPOro nepexoaa.
KHonka gns Bbixofa uU3 y4eTHOW 3anuncu.

KHonka gns Bbi3oBa cnpaBku

KHonka onst MUHMMM3aL MM IEBOIO MEHIO.

Mpumep akpaHa:




Cnucok nauueHToB
2

1

YWH

13

1231242123

346885266262

658625645137

146251436225

1234511111

1223344556677

test aug_patient1

test aug 1

130887

Bospact Mon

20 Myxckoit

12 Kenckuii

23 Myxckoit

32 KeHckuii

2 Myxckoit

23 MyxcKoit

18 Myxckoit

18 MyxcKoit

13 Myxckoit

18 Mysckoit

QDuarwos

DevOPS

He onpeaenen (edited)

He onpepenen

He onpepenen

He onpepenen

((((((

Craryc

MposoanTes Heceneaosanie (edited)

MpoBoawTes HcenenoBaHie

MpoBoANTCS HCCAeN0BaHIE

NpooauTes ucenepoBanme

B apxuse?

06pasus!

2

& Pepaxtuposanite

@ Ypanexne

0

OkpaH coaepXknUT crieayroLLme ANeMEHTbI:

1. [OobGasneHuve naumeHTa. [ns nobaeneHne HOBOro nauneHTa Heobxoanmo ykasaTb

cnegyowyo nHgopmaumio:
a.

g.

~0 00U

YWH - YHukanbHbIA MAEHTUMOUKAUNOHHBIA HOMEpP
BospacT - KonnyecTBOo NOSMHbLIX NeT

MNon

[unarHo3s - B cBob6oaHoN chopme
KoMmeHTapuin - BHyTPEHHUIN KOMMEHTapUi
Craryc - B cBO60AHOM hopme

B apxuBe - Hannuue 3anucu B Apxumee.

2. Tabnuua c AaHHbIMK cyLlecTBYOWMX NauneHToB. CogepXut nHopmauuio, ykasaHHyo
npw gobasneHnn NaumeHTa + KoNM4ecTBO 3arpyXeHHbIX 06pasLoB.
3. MoganbHoe OKHO Ans pedakTupoBaHus/YoaneHus nornb3oBaTtenen. AKTUBUPYETCS Mpy
HaXKaTUWN Ha KHOMKY, BbI3bIBAOLLYIO KOHTEKCTHOE MEHIo “...”.

3.3. OkpaH “UHdpopmaumsa o nauneHTa’

OKpaH cogepxuT ase Bknagku “UHgo” - Cogepxalyyto B cebe obLuyto nHdopmaumio o
nauueHTa n “Obpasupl”’ - Cogepxallyto B cebe MHPOopMaumio 0 3arpy>KeHHbIX obpasuax u

BO3MOXHOCTb 3arpy3untb HOBble 06pasLbl.

3.3.1. Bknagka “UHp0”

Mpumep akpaHa:



WHdopMaums o nauueHTe

IKSIE
2

Hudopmanms o nanpente

VHH 13
Tloxn Myxckoit
Boapacr 20
Tmarsos DevOPS

Komenrapin TecTosbit nament

OKpaH coaepXuT cnegyowme anemMeHTbI:
1. KHonka Bo3BpalleHUsa Ha NpeablayLnin 9KpaH.
2. Bbnok gns nepeknoyeHns BKNagok
3. [aHHble 0 naumeHTe.

3.3.2. Bknagka “obpasubl”
INpumep akpaHa:
UHPopMaums o nauneHTe

(<]
===

O6pa3upl nauueHTa

4 @ [o6aBuTb o6pasel,

D Tun Cratye waiinel

aug test New htps
hitps

8&

oud net/ZD41013C-GED-E0BOQHE-MG-300002755-1-59-F fq gz
net/ZD41013C-GED-E0B0QHE-MG-300002755-1-59-R fq gz

nf-germline-mapping1 New htps:

net/ZD21013C-GED-E0BOQHI

P
hitps://nf-devstorag

568

21013C-GED-E0B0QH

net/ZD21013C.csv

f Pepnaktuposatve

21013C-GED-E0B0QH

p
htps:

hittps://nf-dev.s

568

net/ZD21013C-GED-E0BOQHI
net/ZD21013C-s3.csv

55-2 80 TIq 0z

htps:

net/ZD21013C-GED-E0BOQHI

21013C-GED-E0B0QH

55-1-50-Ffagz
755-1-50-Rfq.07

OKpaH coaepXxuT cnegytowme anemMeHTbI:

1. KHonka Bo3BpalleHusi Ha NpeablayLUnin SKpaH.

2. bnok onga nepeknoyeHnst BKNagok

3. [HaHHble obpasua. Cogepxut cnegyrowime nons
a. ID - Homep obpasua
b. Tun obpasua
c. Craryc obpasua
d. ®annbl - ccbinka Ha 3arpy>keHHble dannbl.
e. KOHTEeKCTHOE MEHIo

4. KHonka gobaeneHus HoBoro obpasua. MNpu gobasneHnn HeobxogMmo ykasaTtb

cnegyouyo nHpopmaumio:




ID obpasua - Homep obpasua

Tun obpasua

Tun cunTbiBaHUA

YcTponcTeo anga 3abopa

Tun Guomatepmana

[ara nonyyeHuns

CekBeHaTop

KommeHTapum

5. KOHTEeKCTHOE MEHH0, C MOMOLLIbKO KOTOPOro MOXHO OTpeaakTMpoBaTb MHpOpMaLuto
obpasua.

SQ@ 000 T

3.4. OkpaH “Ipodmnb obpasua”

OKpaH coaepXXuT Tpu BKNaaKu:
o “UNHo” - Cogepxalyyto B cebe obuuyto nHdopmaumio o6 obpasue
e “dannbl” - Cogepxallyto B cebe 3arpykeHHble dannbl obpasua + BO3MOXHOCTb
3arpy3nTb HOBblE
o “Workflow” - copepxut B cebe cnmcok co3gaHHbIX nccnegoBaHuii no obpasuam +
BO3MOXHOCTb CO3[jaTb HOBOE MUCCNEeAOBaHNE.

3.4.1. Bknagka “UHpo”
Mpumep akpaHa:
Mpoduns obpasua

E 1

WMHpo  Qainsl  Workflow 2

*Mudopmanms 06 oGpazue

1D ofpasua

aug_test

Tun o6pasua

THI CYHTEIBANMS
Yerpoiictso aas 3abopa
‘THn 6HoMaTepHaIa
Jlata noxyuenns
Cexsenarop
KomMmeHTapHH

Craryc

New

OKpaH coaepXxuT cnegyowme anemMeHTbI:
1. KHonka Bo3BpalleHUsa Ha NpeablayLnin 9KpaH.



2. bnok onga nepeknoyeHns BKNagok
3. Wudopmauuio o6 obpasue.

3.4.2. Bknagka “©annbl”

Mpumep akpaHa:

<
Vihdo  dainbi  Workflow 2
Danisl oﬁpaaua 3 @ [o6aBuTb daitnosyio napy

4
fastq_1 fastq_2
if-dev.storage. net/ZD41013C-GED-E080QHE-MG-300002755-1-59-F.iq.gz ‘https://nf-dev.storage.) net/ZD41013C-GED-E080QHE-MG-300002755-1-59-R.fq.gz

https:
ps:)

OKpaH coaepXxuT cnegyowme anemMeHTbI:
1. KHonka Bo3BpalleHUsa Ha NpeablayLnin aKpaH.
2. bnok onga nepeknoyeHnst BKNagok
3. KHonka 3arpy3ku HoBoW thannoBov napsbl. [pu 3arpyske HoBbIx harnnos, ID obpasua
AOMKeH coBnaatb C 3arpyaembiMu bannamm, COOTBETCTBYOLMMM 3TOMY 06pasLly.
4. CocTaB yxe 3arpyXeHHbIX annos.

3.4.3. Bknagka “Workflow”
Mpumep akpaHa:

E1

WHQo — ®aiinel  Workflow 2

Cmucok uccnenonalmﬁ 3 @ [06aBuTb MCCNeAoBaHUE

4
N2 Hassakue Obpasupl Crartyc MapameTpbi 3anycka

” aug test:s aug_test Failed nextf i ofile yand io.ru/configs/77.cont

7% aug_test 1 aug_test Failed

OKpaH coaepXXuT cnegyroLime anemMeHThbl:
1. KHonka Bo3BpalleHUs Ha NpeablayLnin 9KpaH.
2. bnok onga nepeknoyeHns BKNagok
3. KHonka gnst go6aeneHus HoBoro uccrieqoBanus. Npu gob6aBneHnn HOBOro
nccnegoBaHns HYXKHO yKkasaTb Tun nccrnegoBaHms. Ha Tekywmn MOMEHT 4OCTyneH
Tonbko Germline mapping 1 HasBaHWe uccnegoBaHUA.
4. CocTaB yxe co3daHHbIX uccnegoBaHuin, MO KOHKPETHOMY NMaLMEHTY, CoaepXaLlyto
cnegytowyo nHgpopmauuio
a. Homep uccnegosaHus - NopsaKoBbIM HOMEP UCCreaoBaHUs
HasBaHue nccnegoBaHus
O6pasubl - HasBaHMe 00pasLOoB
Craryc - Ctatyc uccnegosaHusi
MapameTpbl 3anycka.

® Qoo




3.5. OkpaH “UccnepoBanuga”

OKpaH coaoepXuT ABE BKITALKW:
e “Cnmcok nccnepoBaHuin” - CNMCOK BCEX UCCegoBaHUM CO30aHHbIX B CUCTEME.

e “[loCcTynHble BUAbLI UCCreAOBaHUN
obpasua + BO3MOXHOCTb 3arpy3nTb HOBbIE

3.5.1. Bknagka “Cnucok nccnenoBaHuim

lMNpumep akpaHa:

- Copeprkaluyto B cebe 3arpy>keHHble daninbl

I CNHCOK ecnepoBaHui [LlocTynHble BHALI UCCNEAOBAHWI 1
R 2 @ [oGaBnTb MCCNeaoBaHNe

N2 HasBaHue O6pa3subl Cratyc MapameTpbl 3anycka

83 2D-210122-demo-test zD210122 Succeeded nextfiow run hit m/zenomeplatform/nf-germline-mapping -r dev -profile yandex --config http://devinunic.ru/configs/83.config <
ete/nextflow/nextfiow.conf --accessKey SACCESS_KEY —sacretKey §SECRET_KEY

82 ZD210122-GED-EOBOAS6 full test zD210122 Succeeded fi config http://devinunio ru/configs/82 config -

81 test aug 10-05-22 ZD21013¢ Succeeded nex rm/nf-germline-mapping -r dev -profile yandex --config http://devinunio.ru/configs/81.config
et/ ssKey SACCESS. KEY —-secretKey $SECRET_KEY

80 testName-10 zD210122 Succeeded mapping -r dev -profile yandex --config http://devinunio.ru/configs/80.config -
etc/nextf SECRET KEY

79 tost aug 7 ZD21013¢ Sueceeded ping -r dev -profile yandex --config http/t

SECRET_KEY

8 test aug 6 test aug 2 Failed wfig htty gs/78 config

77 aug test§ aug test Failed fig http,

76 aug_test 1 aug_test Failed nfig htt gs/76.config

75 aug test 3 nf-germline-mapping1 Failed nfig http/

74 test aug:2 Ex123Test Failed wfig hity gs/74.config

OKpaH cogepXuT cnegyroLime anemMeHThbl:
1. Bnok ang nepeknoyeHus Bknagok

2. KHonka gns nobaeneHusi HOBOro nccnegosanus. Mpn nobaeneHnn HOBOTO
nccnegoBaHNs HYXXHO yKkasaTb Tvn nccrnegoBaHus. Ha Tekywmm MOMEHT AOCTYNeH
Tonbko Germline mapping 1 Ha3BaHWe uccnegoBaHuS.

3. CocTaB yxe co3flaHHbIX NCCneaoBaHui, N0 KOHKPETHOMY NauueHTy, cogepiKaLlyto
cnegyowyo nHdopmaumio
Homep nccnenosaHms - NnopsiakoBbI HOMEpP UCCneaoBaHus

a.

© Q0T

HasBaHune nccnegoBaHus
O6pasubl - HasBaHMe 0bpasLoB
Craryc - CtaTtyc uccnegosaHus
[NapameTpbl 3anycka.




3.5.2.Bknagka “[docTtynHble BUObl ccrnegoBaHnin’

Bknagka cogepXuT 4OCTYMHble BUAbLI UccrnegoBaHui. Ha Tekywmnim MOMEHT SOCTYMNEH TONbKO
OANH BMONHOPMAaTUYECKUI NPOTOKOST.

3.6. OkpaH “UHpopmauus o6 nccnegosaHnn’

Copepxut B cebe pesynbTaTbl ccrnenoBaHust (MCNOMHEHUS NPOTOKoNa) U coaepXxuT B cebe
o6LLyto MHopMaLmio, pesynsTaThl BbIMONIHEHMS POTOKOMA W NOTW.

Ungo  Pesynsrater  Jlorn

CRMCOK pesynbTatos  BUOMHOOPMATMMECKNN OTYET  AWanus nokpsitus  Workflow

fastge

raw
fastqe_ZD210122-GED-E080QHE-MG-300002755-1-59_raw_logs
ZD210122-GED-EO80QHE-MG-300002755-1-59-F_fastqe html

trimmed
fastqe_ZD210122-GED-E080QHE-MG-300002755-1-59_trimmed_logs
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4. OcHOBHbIe ornepauun nonb3oBaTens

4.1. Bxog Ha canT n aBTopmusaums

[nsa Bxoga Ha canTt 3anyctute 6paysep n Habepute B agpecHon ctpoke URL- agpec
canTta_https://dev.inunio.ru

Ha SKpaHe NoABUTCA npurnawueHne ana exoga m aBtopm3auunin.



https://dev.inunio.ru
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Boitun

B oTKpblBLLEMCSI OKHE HEOOXOAMMO BBECTU AaHHbIE YYETHOW 3amnncu.

4 .2. NobaBneHve HOBOro NaumeHTa

War 1. Ona go6aeneHus HOBOro naumeHTa HeobxoguMo NepenTr Bo BKkNagky «Cnmncok
NauMeHTOB» M HaXaTb Ha KHOMKY «[lo6aBnTb NaumneHTay.
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Lar 2. B oTkpbIBLLEMCS OKHE HEOBXOAMMO 3aMNONHUTL CreayoLLy0 MHopMaLUmIo:

YWUH (YHuKanbHbI nAeHTUUKALMOHHBI HOMep) — 06a3aTensHo
BosapacT — 0bsa3aTtenbHo

[Non — onunoHanbHO

[narHos — onynoHanbHoO

KoMmeHTapuin — onuuoHasnsHo

Cratyc — onunoHanbHo

YKkasaTb 4YTO KapToyka naumeHTa HaxoamTtces B ApxmBe.
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War 3. Jo6aBneHHasa 3anucb NosBUTCS B 0bLemM crnmcke. [JaHHbIe MOXXHO CKOPPEKTUPOBaTb UMK
yAanuTb C MOMOLLLbIO BbI30Ba KOHTEKCTHOrO MEHI0 1 HaxaTb «PedaktupoBaTb» Unu «Yganutb»

Lar 4. [Ina nepexoga B KapTO4Ky NaumMeHTa MOXHO HaxaTb Ha ero ngeHTUnKaunoHHbIN
Homep. KapTouka naumeHTa coaepXmTt Bce MHopMaLmIo O NaUMEHT U 3arpykeHHble obpasupl.

4.3. lobaBneHne obpasuos

War 1. na go6asneHne o6pa3oB HEOOBXOANMO NEPENTUN B KAPTOYKY NauneHT 1 BbibpaTb
Bknagky «O6pasupbl» Ha gaHHon Bknagke AocTynHO gobasneHne o6pasLoB ¢ nocnenyoLwen
3arpy3skou fastg-cpannos. [lanee Heobxogumo Haxatb «[Job6aBuTb obpaseL».
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Lar 2. Mo o6pasuy koTophblil TpebyeTcst 4obaBUTb HEOBXOAMMO 3aMnoNHUTL crieaytoLime
JaHHble:

Homep obpasua — obazarensHo

Tun obpasua — onumMoHanbHoO

Tun cYNTLIBAHUSA — OMLIMOHANBHO
YcTtponcTteo ons 3abopa — onumMoHanbeHo
Tun GuomaTtepana — onunoHanbHO

[ata nony4yeHnsa — onunoHanbHoO
CekBeHaTop -0OnuMoHarnbHO
KommeHTapuim — onunoHarnbHo.

3mo eaxHo: MNpun nobaeneHnn HoBoro obpasua, ID gomkeH coBnagaTthk € 3arpyKaemMbiMu
hannamu, COOTBETCTBYHOLLUMUN STOMY 06pasLly.
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War 4. [ina 3arpy3ku gannos Heo6XxoaAMMOo nepenTn B KApTouKy obpasua 1 OTKpbITb BKNaaKy
«hannbiy»
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LWar 5. Heobxogumo 3arpy3nTb harnbl C NOMOLLbIO KHOMKK «[Jo6aBnTb dhannosyto napy».



OT0 BaXHO: NOXasyncra NpoBepbTe, YTO Ha3BaHWE annoB COOTBETCTBYET Ha3BaHMIO obpasua.

MpaBuna HaMmeHoOBaHMA hannoB B AaHHOM Crny4dae onpeaenstoTca pa3paboTaHHbIM
npoToKoramM aHanuaa, nogpobHee 0 NpaBunax Ha3BaHMS MOXHO MPOYMTAaTb MO CCbISKE:
https://qithub.com/zenomeplatform/nf-germline-mapping (cm. Naming convention)

LWar 6. Mocne 3arpy3ku fastq dannos, oHM XpaHAaTcAa B obnake n MoryT 6bITb CKayaHbl Mo
COOTBETCTBYIOLLIEN CChISIKE:
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4.4. lNpoBegeHne nccrenoBaHud

LWar 1. Mocne Toro, kak NauneHT 1 COOTBETCTBYOLLNE eMy 0bpasLbl/gaHHble co3aaHbl 1
3arpyxeHbl B 06rayvHyto nnatgopmy, MOXHO BbiGpaTb A4OCTYMHbINA TUMN UCCNea0BaHUA 1
3anycTuTb aHanu3 c NOMOLLbIO KHOMKK «[1o6GaBWTb UCCrEefoBaHUEY:


https://github.com/zenomeplatform/nf-germline-mapping
https://github.com/zenomeplatform/nf-germline-mapping
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Lar 2. B npouecce npoBeaeHUs nccnegoBaHnst MOXHO OTCNEXMBATbL CTaTyC uccnegoBaHus, a
TaKkKe nsyyatb MHOPMaLMIO O paHee NPoBeAeHHbIX UCCefoBaHNAX BO BKIaake
«/ccnepgoBaHusa»
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4.5. Pabota c pesynsratamn uccnegoBaHua:

LWar 1: MNMocne ycnewwHoro saBepLUeHUs uccnegoBaHns, nepernante B KapTouKy UccreqoBaHus,
rae MOXHO NOCMOTPETb dansbl U OTYEThI, CoAepXalume B cebe pesynbraTbl UCCrefoBaHus:
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4.6. Pabota c BAM-®anamu

War 1: Onsa pa6otbl ¢ BAM-cannos B IGV-reHomHOM 6pay3epe HeNOCpeaCTBEHHO M3
NHTEepdenca cUCTEMbI KIUKHUTE Ha HYxHbIn BAM-dann.
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LWar 2. YkaxunTe HeobxoaMMblii perMoH Ans npocMoTpa
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Moxem NpoBepUTb HanMyMe UHTEepPeCyoLLEro reHOMHOro BapvaHTa (B JaHHOM npumMepe
nHcepums B reHe BRCA1)
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