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1 HASHAYEHMUE NPOIrPAMMbDI

MporpammHoe obGecneveHne (manee NO) ana  wccnepoBaHuss  «CekBapuo AHeyCKpuH»
npegHasHavyeHo Ans o6paboTkM AaHHbIX, NOMyYeHHbIX C Mcronb3oBaHvem Habopa peareHToB Anst
HeMHBa3MBHOro npeHaTanbHoro [OHK-ckpuHMHra aHeynnouauin nnoga mno KpoBWM MaTtepu MeToAoM
BblCOKONpouM3BoaAnUTENbHOrO cekBeHupoBaHus NGS Ha nnatgopmax, coBmecTumblix ¢ lllumina
(AHeyCkpuH).

MepeyeHb HauMOHanbHbLIX CTaHAapToB, npuMeHsiembix Kk O  «CekBapuo AHeyCKpuH»,
npencTasneH B [punoxeHun A JaHHOTO PYKOBOACTBA.

O6Lias cxema aTanoB obpabOTKM AaHHbIX UccrnegoBaHuA npuBedeHa B [punoxenuv B pgaHHoro
pykoBoACTBaA.

®yYHKUMM NporpaMmmbI

1. Barpy3ka annoB Cc pesynbTaTamu CEKBEHWPOBaHUA W aBToMaTuyeckad obpaboTka
CoAepXaLlMxcs B HUX AaHHbIX.

2. MNMpocmoTp pesynbTaToB 06paboTKM AaHHbIX.

3. dopmupoBaHve BpayebHOro 3akmnioyeHus.

4. CoxpaHeHue 3akntodeHus B chann gopmaTta *.docx.
MUHdopmaumoHHan 6e3onacHOCTb

B MO «CekBapuno AHeyCKpuH» He OCYLLECTBMSETCS XpaHeHMe M obpaboTka mepcoHarbHbIX
OaHHbIX, Takum obpa3oM K JaHHOM nporpamme He MPUMEHUMbl HOpMbl U TpeboBaHUS MO 3awmTe
nepcoHarnbHbIX AaHHbIX.

B MO «CekBapno AHeyCkpuH» He npedyCMOTpeHbl BCTPOEHHble CpeAacTBa 3aliuTbl OT
HecaHKumMoHmpoBaHHoro poctyna (HO) wn ot konmpoBaHusa. 3awmta ot HI ocyuwectenseTcs
CTaHOapTHbIMM  CpeAcTBamu  onepaunoHHonm cuctembl (OC), a WMEHHO HacTpouKkow npas
nonb3oBarternen Ha 4OCTYN K NporpaMmmMHOMY 06ecneyeHuto.
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2 YCNnoBwuA BbINOJNIHEHUA NMPOIrPAMMBI

MO «CekBapno AHeyCKpuH» NpeacTaBnsieT coboi KNMMEHT-CEPBEPHOE NPUIOXEHME, COCTOsILLEE
N3 cepBepHbIX BeO-cnyx6 ob6paboTkm 3anpocoB k 6a3e AaHHbIX, YCTaHOBINEHHOW Ha cepBepe, U Beb-
KMMEHTOB NO (POPMUPOBAHMIO U OTOOPaXKEHMIO Pe3ynbTaTOB WX BbIMNOSIHEHWS HA MNEepPCOHAaNbHOM
komnbtoTepe (IK) nonb3oBatens.

[lns yctaHoBKM cepBepHoit YacTu MO, a Takke NpedocTaBneHus Nofb3oBaTensm AoCTyna v npas
ans paboTbl TpebyeTca KBanudukauus CUCTEMHOro agMuHuUcTpaTopa. [lpouedypa yCTaHOBKM U
HacTPOWKM  CUCTEMbl  BbLIMOMHSAETCH  COTPYAHWMKaMM  KOMMauuu  paspabotyvmka  nmbo
KBanmMduunpoBaHHbIM CrieuuanucToM, npoleawnm obyyeHe B KoMnaHum paspaboTymka.

IOnsa pabotbl ¢ MO «CekBapuo AHeyCkpuH» Ha K nonb3oBatenst HEO6X0AMMO BbIMNOSTHEHNE
HWXenpuBeAeHHbIX TpeboBaHU K annapaTHOMY M MporpaMMHOMY obecrneyeHmio.

2.1 ANMAPATHOE OBECIMNEYEHUE

MuHumanbHble TpeboBaHMs K annapaTHoMy obGecnedeHuto pabodero MK nonbsosatens u
cepBepa npueedeHbl B Tabnuuax 1-2.

PekomeHaoBaHHbIE napamMmeTpbl annapaTtHoro obecneyenns cepBepa npuBedeHbl B Tabnuue 3.

1iTabnuua 1 — MuHuManbHble TpeboBaHus kK annapaTtHoMy obecnedeHmto paboyero MK nonb3oBaTens

HanmeHoBaHue TpeboBaHue

Mpoueccop Intel Core i3 2100 / AMD Ryzen 3 1200 n Bbiwe
O6bem onepaTnBHON NamMSATH OoT8Tlb

[unckoBasi noacmuctema YKecTknin guck ¢ uHtepdencom IDE nnm SATA 1 €MKOCTbIO He
meHee 100 I'b

CeTeBou KOHTpONnep Fast Ethernet 10/100/1000 Base-T unun Wi-Fi (WLAN)

22Tabnuua 2 — MuHuMarnbsHble TpeGoBaHUs K annapaTHOMY obecrnedeHuo cepeepa

HanmeHoBaHue TpeboBaHue
KonnyectBo n tun 64-pa3pagHblii (x64) npoLeccop ¢ TakToBoW YactoTon 2.2 [Ty
npoLeccopoB UNu Bbile, UMEIOLLMIA HE MeHee 4 saep, 8 NOTOKOB.

O6bem onepaTnBHON NaMSATU He meHee 16 B

[unckoBasi nogcucrtema YKecTknin guck émkocTbio He MeHee 500 b, obecneumnBatoLmii
CKOPOCTb YTeHUs 1 3anucu He meHee 500 MouT/c

CeTteBon KOHTpornep Fast Ethernet 10/100/1000 Base-T

33Tabnuua 3 — PekoMeHoBaHHble NapaMeTpbl annapaTHOro obecneyeHns cepeepa

HanmeHoBaHue [NapameTp

KonnyectBo n tnn 64-pa3psagHblii (x64) npoLeccop ¢ TakToBow YactoTon 2.2 [Ty
npoLeccopos Unu BbllLE, UMELWLMA He MeHee 24 saep, 48 NOTOKOB.
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HanmeHoBaHune [NapameTp

O6bem onepaTnBHON NamMsATH He meHee 64 b

[unckoBasi noacmuctema YKecTknin guck émMkocTbio He MeHee 2 Thb, obecneynBatoLLnin
CKOPOCTb YTeHUs 1 3anucu He meHee 500 MouT/c

CeTeBol KOHTposnep Fast Ethernet 10/100/1000 Base-T

2.2 NPOrPAMMHOE OBECINEYEHME

Onsa pa6otel ¢ MO «CekBapuo AHeyCkpuH» Ha [MK nonb3oBaTens [OocTtaTtovyHo ntoboi
onepaunoHHON cMCTEMbI C noaaepxkon Beb-bpaysepa Bepcum He Hke Chrome 76.x, Firefox 68.x, a
TakkKe Hanuunst MHTEpPHeT-coeauHeHUs NMBo foKanbHOM KOPMOpPaTMBHOW CEeTU C NpoToKosnom IP u
BO3MOXHOCTbIO coeauHeHusi ¢ cepepom MO «CekBapuo AHeyCkpuH». MnHumaneHble TpeboBaHus K
nporpaMmHoMy obecnevyeHnio cepeepa NpuBeaeHsbl B Tabnuue 4.

Bo3moxeH BapmaHT nokanbHOW ycTaHOBKM cepBepa Ha MK nonb3oBaTtens B cny4vae BbIMONHeHns
TpeboBaHui kK annapaTtHon u nporpammHon Yactu MO «CekBapno AHeyCkpuH».
44Tabnuua 4 — MuHumanbsHble TpeboBaHUst K NporpaMmMHOMY obecneyeHuto cepeepa
HanmeHoBaHue TpeboBaHue
ocC OC Ubuntu 20.04 LTS (4 BblLE)
Cepaep 6a3 gaHHbix (B[) PostgreSQL Bepcumn He Huxe 11
Cpepga BbINonHeHnst Java OpenJDK (Bepcus He Hke 11), OpenJFX (Bepcus He Huxe 11)

MakeT opnCHBbIX LibreOffice (Bepcusi He Hmxe 1.6.1.5)
NPUNOXEHWI
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3 BbIMNOJIHEHUE NMPOIr’PAMMbDI

3.1 SANYCK NMPOrPAMMbI

Ons 3anycka MO «CekBapvo AHeyCKpuH»:

1. B apgpecHoit cTpoke Opaysepa ykaxuTe agpec CTapTOBOW CTpaHWULbl, MONYyYEHHbIA OT
agMUHUCTpaTopa, yctaHoeneHHoro MO.

2. Haxmute knaesuvwy <Enter>. Ha 9KpaHe OTO6pa3I/ITCFI OKHO aBTOpu3aunn nosib3oBaTesn4.

3. BeeguTe NorvH 1 naponbs y4eTHOM 3an1cu nonb3osartens, obnagatoLlero npasamy Ha paboTty
¢ MO «CekBapno AHeyCKkpuH», B COOTBETCTBYIOLLIME MOMNS OKHa aBTOpM3auun. Y4YeTHble AaHHbIe
nonb3oBaTens HeobXxo0AMMO NOMYYUTb Y agMUHUCTPaTOpPa YCTAHOBIIEHHOW CUCTEMBI.

4. Haxmwute kHonky [Bontu].

Ecnu couvetaHue «JlornH — Maponb» yka3aHO HEBEPHO, Ha KpaHe MOSIBUTCA COOTBETCTBYIOLLEE
WHpopmaunoHHoe cooblieHne. B 3ToM cnyvae npoBepbTe KOPPEKTHOCTb MMEHW MONb3oBaTensa u
naponﬂ. O6paTVITe BHUMaHME Ha KaKOM 4A3blke BBOAOATCA AOaHHble, HEe HaXaTa 11 KlaBulla <Caps
Lock>.

Ecnu BBeAeHHble AaHHbIe y4eTHOW 3anucu nonb3oBaTens BepHbl, TO B bpaysepe oTobpasutca
ctaptoBas ctpaHuua MO «CekBapuo AHeyCKpuH».

Ha ctapToBow cTpaHuLe pacnonoXeHbl cneaytoLime 6rnoku:

1. MeHio nporpammbl — obecneydmBaeT nepexo k cootseTcTBytowmM pasgenam MO «CekBapuo
AHeyCKpUH».

2. Ctpoka novcka — no3BonsieT HanTK Hy>HbIn obpa3sey (No naeHTnudukaTopy).
3. lMaHenb MHCTPYMEHTOB:

[YBegomneHusi] — onst oTobpaXKeHnst cnmcka NnosyYeHHbIX YBEAOMIEHNUNA.
[Hactpoiiku] — ans otobpaxkeHnst MEHIO HACTPOWMKM NPOrpaMmbl.

4. CsopgHas nHopmauus 06 obpasuax, pesynbratax U Nonb3oBaTensx.

5. Paboyaa obnactb — COOEPXKUT CNUCOK MOCNEOHUX LEWNCTBUN,  BbINOSIHEHHBIM
aBTOPM30BaHHbLIM Norib3oBaTeneM B nporpaMmme.

6. KHonka [[Noka3aTb/CKpbITb MEHI0] ANst HACTPONKM OTOBPaXKeHNst MEHIO NPOrpamMMbl.

7. TaHenb y4eTHON 3anucu — oTpaxkaeT AaHHble 06 YyY4EeTHOW 3anucu, C MOMOLLIbIO KOTOPOW Obin
OCYLLECTBMNEH BXO4 B CUCTEMY, COAEPXUT KHOMKY [Bbixon], npegHasHayeHHy Ana Bbixoa
TeKyLLero nonb3oBartens nu3 nporpammeil.

3.2 3ATPY3KA ®AUNOB C PE3YNIbTATAMU CEKBEHUPOBAHUA

Paspen «3arpy3ska cannos» npegHasHayeH Ansi co3gaHus cnmcka obpasLoB 1 3arpy3kmn AaHHbIX
C pe3ynbTaTaMu CEKBEHNPOBAHMS.

Ha cTpaHuue pasgena pacnonoxeHsbi:

e NaHesnb UHCTPYMEHTOB;

e NaHenb pUNbLTPOB;

e paboyas obnacTtb Co cnMckom 0bpasuos;

e NMaHernb MHCTPYMEHTOB B CTPOKE Kaxaoro oGpasua.

Co3gaHue cnucka ob6pasuoB

1. HaxmuTe KHOMKy [QKCMpecc-TPeKkuHr] Ha naHenu UMHCTpyMeHToB. Ha skpaHe oTobpasuntca
OKHO «JKCNPECC-TPEKUHI.
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BeBeauTe Ha3BaHWe 3anycka.

Beeaute kop obpasua B 0o4HOMMEHHOE Nofe BBoAA.
[obaBbTe obpaseL, B CNNUCOK C MOMOLLbIO KHOMKK [[Jo6aBuTs].
B HoBOM none BBoAa BBeAMTE KoA crieaytoLlero obpasua.

MoBTOpUTE AencTBuA 4-5 Ans cos3gaHus 3anncen Bcex obpasLoB.

N o ok~ w N

. Ona 3aBepweHua onepauuy MO OPMMPOBaAHUIO CNMCKa OOpPasLOB HAXMUTE KHOMKY
[MoaoTBEPAMTD].

3anucn o6 obpasuax oTtobpasstcss B pabouven obnactu pasgena «3arpyska dannos» co
ctatycom «naHMpoBaHue 3anycka».

Cnucok 06pa3LIOB AnA 3arpy3ku pe3yrnbTaTtoB

B cnucke oGpasuoB AN 3arpy3ku pesynbTaTOB CEKBEHWPOBaHWS OTOOpaxaloTcsi 3anucu,
co3[aHHble NPOLEAYyPOI SKCNPECC-TPEKMHTa.

NS kaxkgor 3anucy oTobpakatoTcsl napaMeTpbl U3 Tabnuupl 5.

55Tabnuua 5 — Cnmcok napameTpoB Ansi 3anncu obpasua Ha atane «3arpyska danos»

MapameTtp OnucaHue
O6pasen Kog obpasua
3anyck HasBaHwue 3anycka obpasua
HaTa nameHeHus [HaTa nocnegHero nsmeHeHus 3anucu ob obpasue
Crartyc OtobpaxeHue ctatyca obpasua — «lnaHnpoBaHue 3anycka»

MpocmoTp 1 pegakTMpoBaHue cBegeHun o6 obpasuax

[na npocmoTpa ceeaeHui 06 obpasue HaxxmuTe KHoMKy [[ogpobHee], pacnonoXXeHHy B CTPOKe
C HYXHbIM 0bBpasLoM. B Bpaysepe oTtobpasutca cTpaHuua, cogepxallas gaHHbIe:

1. OaHHble obpasua («Koa obpasua)y.
2. [anHble o 3anycke («HassaHue»).

[na pepakTMpoBaHus koda obpasua [PegaktMpoBaTb] Ha NaHenu MHCTpyMeHTOB. Monsa cTaHyT
AOCTYMHbI AN peAakTUpoBaHus. BHecuTe HeoGX0AMMbIE U3MEHEHMWS U HaxXMUTe KHoMKy [CoxpaHuTb).

3arpy3ka ¢annoB ¢ pe3ynbTaTamm CEeKBEHUPOBaHUA
Ans kaxgoro obpasLa sarpyxatTcs:

e (pavinbl, NOMyYeHHbIe B pe3ynbTaTe npeaBapuTenbHon 06paboTkn AaHHbIX C CEKBeHaTopa, B
dopmaTe *.bam.txt unu *.json (cm. NpunoxeHue b);

e [aHHble METPUK kayecTBa B hopmaTe *.txt.
[ns 3arpyskn pannos ¢ pesynbtatamm CEKBEHUPOBaHUS:

1. Haxmute kHOMKy [3arpy3anTb dannbl] Ha nNaHenu MHCTPYMEHTOB B CTpoke obpasua, Ans
KoToporo OyaeT ocywecTBNATbCSA 3arpy3ka. Ha akpaHe oTobpasutca okHO Bblbopa channos Ans
3arpys3ku. B none «Heobxogumble channbi» okHa «3arpyska dannoBy npeacTaBieH CNUCOK ¢halinos,
KoTopble TpebyeTcs 3arpy3anTb B Nporpammy.

2. Haxmute Ha none «BblbepuTte dannbl». Ha akpaHe oTobpasntcst ctaHgapTHoe okHo OC ans
novcka v Belbopa cannos ans 3arpysku.

3. Bbibepute Heobxoanmble hannbl U HAXXMUTE KHOMKY [[poaomKuTL].
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Ha akpaHe oTobpasutca npouecc 3arpysku ¢annos. [locne 3aBeplueHus 3arpysku ¢amnnos
aBTOMaTUYECKM HaYHeTCs aHanu3 npeAcTaBleHHbIX B HUX AaHHbIX, U 06pasubl nepeMecTsaTcs B pasaern
[B obpaboTke].

3.3 OGPABOTKA ®AUIIOB C PE3YNIbTATAMU CEKBEHUPOBAHUSA

O6pasubl, HaxoasLwmecs Ha aTane obpaboTku, oTobpaxatoTcs B pasaene «B obpaboTke».
O6paboTka 3arpyXeHHbIX pannoB Ha4YMHaAeTCa aBTOMaTUYECKM NOCHE BbIMOMHEHUS 3arpy3ku dhannos
AaHHbIX (cMm. n. 3.2). Nocne 3aBepLueHnsa o6paboTku obpasLibl aBTOMATUYECKN NEPEHOCATCS B pasaen
«AHHOTaUMAY.

3.4 AHHOTUPOBAHME

Pasgen «AHHOTaUMsI» COOEPXKUT:

e 6nok chunbTpos (cm. n. 3.7.1).

e MaHesnb MHCTPYMEHTOB.

e pabouyto obnacTb Co CNMCKOM 0b6pa3LoB AN aHHOTUPOBaHMS.

e MaHenb MHCTPYMEHTOB B CTPOKE Kaxaoro obpasuia.

MeTpuku KayecTBa obpasua

Mpun aBTOMaTMYeckon obpaboTke obpasua OCyLLEeCTBNAETCA KOHTPOb Ka4ecTBa AaHHbIX.
MeTpurkamu KayecTBa BbICTYNatoT:

¢ 13 — Hanu4ne/oTcyTcTBME aHeynnonaui no 13-n Xxpomocome;

¢ 18 — Hanuumne/oTCcyTCTBME aHeynnouani no 13- Xxpomocome;

e 21 — Hannune/oTCcyTCTBME aHeynnouani no 13- Xxpomocome;

o X — TonbKo Ansa obpasLoB geBoYek, aHeynnonamsa no X-xpoMocome.;

o XY — TOMNbKO AN Marnb4YuKoB, COOTHOLLEHNEe XpoMocoM X K Y.;

e DNA — gonsa nnogoson HK.;

o KauecTBO cekBEHMPOBaAHWS — KOHTPOMb KayecTBa CEKBEHUPOBAHMS;

e SD — cTaHOapTHOE OTKITOHEHME;

¢ Yyicno pugoB — vmcno puaos B 06pasLe nocne yaaneHus aybnmkaTos;

o [lons BbIPOBHEHHbIX MPOYTEHUI — 40N PUAOB, KOTOPbIE BIPOBHANMCE HA FEHOM YerioBeka

HononHntensHo MoryT ObiTb NpeaynpexaeHus Ans pasnuyHbiX XPOMOCOM B 4acTu MPOBEPKU
3Ha4veHus1 Z-Score.
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MpocmoTp rpacdmKoB OTKMOHEHMA NOKPbITUSI XPOMOCOM oObpasua oT
HOPMUPOBOYHbIX 0Opa3LoB

[nsa npocmoTpa rpacmkoB oTmeTbTe doriarom Belibopa 0OaUH UK HECKONBKO 06pa3uos B obLuem
CNUCKe N HaXxXMuTe KHormky [[MokasaTe rpadmki] Ha naHenu MHCTpyMeHToB. B Bpay3epe oTobpasntcs
oKkHO «CpaBHeHne 06pasLoBy.

B BepxHel YacTu OKHa pacnosioXXeHa naHenb Ans NepekriioyeHns Mexay rpadmkaMm XpoMoCcomMm,
HWKe — rpadukn OTKITOHEHUS BbIOPAHHOW XPOMOCOMbI OT HOPMMPOBOYHOrO Habopa ANs KaQaoro
BblOpaHHOro o6pasua. [na kaxgoro obpasua peanns3oBaH MEXaHU3M MEPEKITHYEHUsT Mexay
pacdyeTamn (packpbiBalOLUNCA CMMCOK B CTPOKe C Ha3BaHuMeM obpasua). B npaBon yactu okHa —
Tabnuua cBOAHbIX pe3ynbTaToB Ans BblbpaHHbIX 06pa3uoB.

MpocmoTp pe3ynbTaToB No obpasuy

[na npocmoTpa pesynbTaToB Mo 06pasuy HaxmnTe kHomky [[1pocMoTp pe3ynbTaToB] B CTPOKE C
3anucbto 06 obpasLe. B 6paysepe oTtobpasuTtcs cTpaHuua NpocMoTpa pe3ynbTaTos.

[aHHas cTpaHuLa CooepXUT:
1. HaseaHue obpasua.

2. PackpblBalowmincs CNnCoK NpoBeAeHHbIX pacyeToB Ans AaHHOro obpasua, rae HassaHue
pacyeTa — AaTa v Bpemsi ero npoBeeHus.

3. lNepekntoyaTtens «PacyeT Ha KOPOTKMX puaax». [pu BKNOYEHUN JaHHOW ONuuKn Ansi pacyeTa
OyayT ncnonb3oBaHbl harnbl 4aHHbIX C pyaaMu, OrPaHUYEHHbIMU MO AfVHE.

4. TlaHenb MHCTPYMEHTOB.

5. Bknagku ¢ pesynbTaTaMu UCCredoBaHus.
Bknagka «Pe3ynbTaT» COOepXuT:

1. NlabGopaTopHoe 3aknyeHne, chopMMPOBaAHHOE aBTOMATUYECKM HA OCHOBAHWUWM [aHHbIX,
MONy4YeHHbIX C CEKBEHaTOpa.

2. pathmk pesynbTaToB pacyeTa CTaHOAPTU30BaHHOW OLUEHKM Z-Score (Z-oueHka, aHrn.:
Standard score, Z-score, https://fen.wikipedia.org/wiki/Standard_score (aHrn.),
https://ru.wikipedia.org/wiki/Z-oueHka (pyc.)) — Mepbl OTHOCUTENBHOTO pa3bpoca N3MePEHHbIX 3HAYEHWI
MOKPbITUSA MCCreayeMon XpOMOCOMbI, CPaBHEHUS C OCTaribHbIMM XPOMOCOMamMu BHYyTpu obpasua v
npoBepKa CTaTUCTUYECKOW 3HAUYMMOCTN OBHapYXEeHHbIX OTNNYNIA C NpeaBapuTENbHON HOPMUPOBKON Ha
Habop HOPMUPOBO4YHbIX 00pa3uoB u 6e3 Heé. padwmku, unnCTpUpylowme Z-score Ans Kaxaon
XPOMOCOMbI U pacnpegerneHne 3Ha4yeH1in abCcomntoTHOro OTKNOHEHWS OT HOPMMPOBOYHbIX 06pa3LoB Ans
Kaxxgoro 6uHa. Beibop nHTepecytowwen XpoOMOCOMbl MPOUCXOANT MPU HaxKaTum Ha ngeHtudukatop (1-
22, X, Y) xpomocombl. BeibpaHHaa xpomocoma Bbligensercs usetom. [1o ymonyaHuio Bblaensercs
XpoMOcoMa C Haubornbwum no mogynio 3HaveHneM. Cuctema aBTOMATMYECKM OKpalumMsaeT
XPOMOCOMBbI C npegnonaraeMbiM HapyLIeHneM NinouaHOCTU KpacHbIM, B Criyvae HeonpeaeneHHoCcTn —
XKenTbIM, B OCTarnbHbIX Cly4asX — 3eMeHbIM LIBETOM.

3. padumk OTKNOHEHUSA OT HOPMUPOBOYHbLIX 06Pa3L OB AN BbIGpaHHOW XpoMocoMbl. Ha gaHHOM
rpaduke No ymomnyaHuio BblOenseTcs Touka, CooTBeTCTByowasa buHy (buH — doparMeHT XpOMOCOMbI
MKCUPOBAHHOW ANWUHBI) C HAMBOMNbLUUM NO MOAYN0 abCOMOTHBIM OTKIOHEHWEM OT HOPMMUPOBOYHbIX
ob6pa3uos. Hag rpacdumkom oTobpaxaetcs nHdopmaums 0 KoopamHaTax aToro 6uHa, K Kakomy 63Hay
(69HaO, GeHa, umTobGEeHA — PUCYHOK MONOC, KOTOPbIA (hOPMUPYKOT XPOMOCOMbI B MeTadase npu
NpoBedEeHUN LUUTOreHETUYECKOr0 WCCNEeAOBaHWUs) NPUHAANEXWUT OWH M 3HayYeHue OTKIOHEHUS OT
HOPMMPOBOYHbIX 0bpa3sLoB. [ins yaobctea BOCNpUATUS Ha rpaduke nsobpaxeHa KpmBasi CKOMb3sLLEro
cpegHero Ansd abcontoTHLIX OTKIIOHEHUA OT HOPMUPOBOYHbIX 06pasLoB. [MNoa rpadukom oTobpaxkaeTcs
cxemMaTu4Hoe nsobpaxeHne XxpoMoCoMbl. Ha HKkHEM rpaduke nonb3oBaTeNlb MOXET B UHTEPAKTUBHOM
pexvMe BblbmpaTb MO0 TOYKM, COOTBETCTBYKOLIME OTAENbHbIM OBuMHam, NMMBO rpynny To4Yek nyTem
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HaaTusi W nepeTackuBaHWsi W3 CTapTOBOM obnactm B UHamNbHYO; 3Ha4YeHUs KOOpAMHaT,
COOTBETCTBYIOLLMX BbIOpaHHbIM 6HaM, 63HO0B 1 OTKITOHEHWU OyayT M3MEHATLCS.

Bknagka «KoHTponb KayecTBa» COAEPXUT:
1. pachrk 3aBMCUMOCTU HOPMUPOBAHHOIO NOKPbITUSA OT GC cocTasa, rae Tovykamum nsobpaxeHo

HOPMMPOBaAaHHOE Ha MeQunaHy OTHOLUeHUe Konn4ecTea HyKneoTtnagon G un C k anvHe cbparmeHTa.

2. Tpacuk pacnpegeneHuss ANWH MNPOYTEHWIA, TOe W300paXkeHo pacnpedeneHve puaos,
NOSyYEeHHbIX B pe3yrnbTaTe CeKBeHUPOBaHWs, No AnvHe.

Bknagka «MHdopmaumsa» cooepxut Tabnuuy C ykasaHMeM CTaHOapTHOIO OTKMOHeHWs Ons
KaXkgon ayTocoMbl Uccriegyemoro obpasua.

dopmMupoBaHue pesynbTaTta

[Ona BBoga nabopaTopHOro 3aknwyeHus no obpasuy HaxmuTe kHonky [CdopmupoBaTtb
pesynbTtart]. [1o ymonyaHuio Ha akpaHe oTobpaxkaeTca aBToMaTU4eCcku chopMMpOBaHHOE 3aKknio4eHne
C BO3MOXHOCTbIO pedaKkTUpOBaHUS.

Mocne coxpaHeHus 3akniodeHns obpasey, aBTomMaTU4eCKM NepeHocuTes B pasgen «BpavebHoe
3aKMOYEHMEY.

3.5 BPAYEBHOE 3AKITIOYEHUE

Pasgen «BpayebHoe 3akntoveHne» coaepxuT:

1. lMaHenb MHCTPYMEHTOB. HekoTopble KHOMKM 0TOBpaXatTCa Ha NaHenn MHCTPYMEHTOB, ecnu
B crncke 0bpasuyoB BbibpaHa xoTHa Obl 04HA 3anuch.

2. Paboyasa obnactb co cnuckom obpasuos ans hopmMupoBaHms BpadyebHOro 3aknoyeHms.

3. MaHenb MHCTPYMEHTOB B CTPOKEe Kaxkaoro obpasua.

Bbl60p nonb3oBaTtend Ana otT4yeta

1. Haxmute kHonky [[Monb3oBaTtenu] B CTpoke ¢ obpasuom. Ha akpaHe oTobpasnTcs OKHO
«Bblbop nonb3oBatens».

2. BbiGepute nonb3sosartens, PO n gomKHOCTb KOToporo 6yayT otobpaxaTtbcs BO BpadebHOM
3aknoveHnn B rpade «Bpay-reHeTuk».

3. Haxwmute kHonky [[MoaTBepanTs].

HaHHble 6yayT coxpaHeHb! B B,
PopmupoBaHue Bpa4ebHOro 3akno4eHns
[nsa opmmnpoBaHusa BpadebHOro 3aknoveHus:

1. Haxmute kHonky [[1pocMOTp pes3ynbTaToB] B CTpoke C 3anucbio 06 oGpasue. B Gpaysepe
0oTOGpasnTCst CTpaHnLa NpocMoTpa pe3ynbLTaToB No obGpasuy.

2. Haxwmute kHonky [CchopmmupoBaTth pesynbTat] Ha naHeny MHCTpymeHToB. OTOGpasnTCa OKHO
BBOZA BpayebHOro 3aknoveHus no obpasuy. MNpy aTOM B BEPXHEN YacTu OKHa oTobpaxaeTcsa paHee
BBeJEeHHOe nabopaTopHOe 3aKroyeHmre.

3. TNpun HEOBXOOUMOCTM CKOPPEKTUPYITE TEKCT 3aKITHOUEHNS.
4. HaxwmwuTe kHonky [CoxpaHuTb pe3ynbTar).

Mocne coxpaHeHus 3anucb 06 obpasue OydeT aBTOMATUMYECKM MepemMelleHa B pasgen
«PesynbTatbi».

3.6 PE3YJIbTATbDI
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Pasgen «PesynbTatbi» coaepXuT cnnucok ob6pasuos, AN KOTOPbIX 3aBepLueHo hopMMpoBaHue
BpayebHOro 3akroyeHus.

MpocMoTp pesynbTaToB Mo 0o6pasuly W CNMCOK onepauuid, OOCTYMHbIX B AaHHOM pasgerne, no
GonbLlUei YacT COOTBETCTBYET pasaeny «BpaueGHoe 3aknoyeHme.

HononHutenbHo B pasgene «PesynbTaTbl» peanu3oBaHO COXpaHEHWe pesynbTaToB
nccnepoBaHun B chann B popmare *.docx.

UTobbl ckayaTb pe3ynbTaT MccrnegoBaHUA, HAaXMUTE KHOMKY [CkadaTb pe3ynbTaT] B CTPOKe C
Hy>XHbIM 06pa3uom. OTyeT B popmate *.docx byaeT coxpaHeH Ha MK cornacHo TekyLum HacTpomrkam
Opaysepa.

Mpn HeobGxoauMoOCTU 3anucaTtb B OgUH dhann 3aknioyYeHns no Heckonbknum obpasuam:

1. Bbigenute HyxHble obpasubl M HaxmuTe kHornky [CkavaTb pesynbTat] Ha naHenu
WHCTPYMeHTOB. Ha akpaHe oTobpa3sunTcsa okHO Bbibopa wabrnoHa oTyeTa.

2. C nomoLLblo pacKkpbiBalOLLErocsa CNMCKa BblbepuUTe HYXHbIN OTYET.
3. Haxwmute kHonky [CkavaTb pesynbTaThbl].

OTtyeT B dpopmaTe *.docx BygeTt coxpaHeH Ha K cornacHo TekyLnm HacTponkam bpaysepa.

3.7 AONOJIHUTEJIbHbIE BO3MOXHOCTU NMPOIrPAMMbDI
3.7.1 ®UNbTPALUA OAHHbIX

dunbTpauma AaHHbIX AOCTYMHA B KaXXAOM pasgene npunoXeHus U no3sBonsdeT HauTu 3anucw,
yaosrneTsopsowmne ycrnosuam dunetpa (Hanpumep, kog obpasua). Ons HacTtponkum dwunbTtpa
nepenauTe B HY>XHbIN pasgen NpunoxeHus u passepHUTe 6ok ¢ napameTpaMun UnbTpauUMmn, Haxas
Ha [PunbTpbl] B BEPXHEN YacTu CTPaHMLbI.

YkaxuTe napameTpbl punbTpauumn n Haxmute kHonky [[pumenunTs]. daHHble B pasgene byayT
OT(UNBLTPOBaHbI COrfacHO BBeAEHHOMY MapamMeTpy M 0ToOpasATCs MOACKa3KM yKasbiBalolMe, YTO K
CNUCKY NpUMeEHEH unbTP.

YT06bI COpOCUTL PUnbTP, HAXMKUTE KHOMKy [COpoc].
3.7.2 3BABPAKOBbIBAHUE

Ecnu koHTponb kadectBa onpegenun y obpasua rnybvHy u\unu WUprHY NPOYTEHUSA HUXKe
HOpMbI, LienecoobpasHo OTMETUTL Takom obpasel, Kak 3abpakoBaHHbIN.

Ons 3abpakoBbiBaHUs obpasua:

1. Beigenute 3anuck 06 obpasie (0gHOM M HECKOSBbKMX) N HaXMUTE KHOMKY [JononHnTensHO]
Ha NaHenu MHCTPYMeHTOB. B Gpay3epe oTobpa3sunTca okHO «3abpakoBaTb 06pasLbl».

2. B okHe npoBepbTe CNUCOK 06pasUoB W BBeAuMTe MpPUYMHY 3abpakoBbIBaHWUS, €Crnu
Heobxoaumo.

3. HaxmuTte kHonky [MoaTeepamTs].

B cTpoke ¢ 3anucbio 06 o6pasLie 0ToGpa3nTCs NKOHKA, NpY HaBedeHUN Ha KOTOPYIo 0ToOpa3snTCs
BCMNMbIBaloLLas NoAcKaska ¢ NPUYMHON 3aGpakoBbiBaHMUS.

3.7.3 UICTOPUSA ONEPALMA

[nsa kagoro cosgaHHOro B nporpaMmme obpasua BedeTcs XypHar, B KOTOpbI aBTOMAaTUYeCcKu
3anucbiBaeTcss MCTOPUSA onepauuii, BbINOMHEHHbIX C AaHHbIM 06pasuoM, a MMEHHO creaylolme
napameTpbi:

e 3Tankbl, NpoaeHHble 06pasLoMm;
e laTy U Bpemsi NpoBeAeHns aTana;

e Y4YETHYIO 3anncb nosib3oBaTend, pa60TaBmero C AaHHbIM 06pa3u0|v| Ha KaXaoM 13 3Tanos..
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MpocmoTp ncrtopumn codbITUM
[na npocMoTpa NCTopmmn HaXkMuTe KHoMKy [[okasaTb MCTOPMIO] B CTPOKE C 3anucbto 06 obpasue.
CnpaBa oTtobpasuntcs uctopus cobbiTnii ans BbibpaHHoro obpasua.
YT06bl 3aKpbITh XypHan, HaXXMUTE KHOMKY [3akpbiTb].
Co3gaHue cobbiTuA No obpasuy
[nsa pydHoro gobasneHuns 3anucu (cobbITHs) B XKypHar:

1. Haxmute kHonky [HoBoe cobbiTne] B CTpOKe € 3anuncbto 06 obpasue. Ha akpaHe otobpasutcst
OKHO CcO3aaHusl cCobbITUS.

2. Beegute cooblleHne, koTopoe OyaeT oToOpaXkeHOo B XXypHarne coObITUNA.
3. BbiGepuTte UBET, KOTOPbIM ByaeT OTMeYeHa 3anuchb.
4. Haxwmwute kHonky [Co3pgaTb cobbiTue].

3anucb oTobpasnTcs B uctopun Ans BelbpaHHoro obpasia.
3.7.4 APXUBUPOBAHUE

B nporpamme peanusoBaHa BO3MOXHOCTb apXMBMPOBaHMWS 3anncen, yTpaTuBLLMX akTyanbHOCTb.

MepemelweHne B apxuB

[ns nepemelleHns 3anucu 06 oGpasLie B apx1B NeperianTte B pasaen, rae pacrnosoxeHa gaHHas
3anuncb, BbigennTe ee B obWeM criucke (ycTaHoBuTe cnar Bolbopa B Hayane HyXHOW CTPOKW) U
HaxkMuTe KHonky [OTnpaBuTb B apxmB].

Hanee noaTBepauTe CBOM BbIGOP, HaXkaB KHOMKy [[loaTBepauTb] B OKHe, oTOOpasuBLIEMCS B
Opaysepe.

3anuck GyaeT ckpbiTa 13 0bLero cnucka.
MpocMmoTp apXMBHbLIX 3anucen

Ons npocmoTpa 3anucen, NepeHeceHHbIX B apxuB, akTMBUpyWTe napameTp «[lokasbiBaTb
apXxuBHbIe 3anncuy» B HacTporkax cunetpa (cm. n. 3.7.1).

MepemeweHne n3 apxmea

[ns nepeHoca 3anucu n3 apxmBa BKMOYUTE B NapameTpax gunbTpauunm NpocMOTP apXMBHbIX
OaHHbIX, BblOENUTE HYXHYK 3anucb B obliem cnucke (ycTaHoBuTe donar Bolbopa B Hayane Hy»XHOM
CTPOKM) M Haxmute [BepHyTb n3 apxuBal. [Hanee Haxmute kHONKy [[loagTBepanTb] B OKHe,
oTobpa3uBLUEMCH Ha 3KpaHe. Y 3anucu ByaeT CHAT cTaTyC «apXvMBHasy.
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4. HACTPOMKA NMPOrPAMMbI

Pabota ¢ HacTpomkamuM MporpaMMbl OCYyLLIECTBMsieTCA 4Yepe3 MeHw «HacTpownkuy,
oTobGparkarolLLieecs B NpaBOM YacTU OKHa Nocre HaxaTus Ha KHomnky [Hactponku].

4.1 WABJIOHbI OTHETOB

anI (*)OpMI/IpOBaHVIVI 3aKI4yeHna C pesynbTatamMmn uUccrnengoBaHnda MUCNOJb3yeTCcAd LWabnoH,
AaHHble B KOTOprIZ noacTaBNnAKTCA aBTOMAaTUYECKN COrNfacHO TeéM AaHHbIM, 4YTO NOJ1b30BAaTENb BBOAUIT
Ha pa3HbIX 3Tanax wuccnenoBaHus. HpM 3TOM nporpamMmmMma no3soJiAeT penakTtnupoBaTb wabnoH,
nobaBnss unu UCkKIyas U3 Hero onpeneneHHble napamMeTpbl.

HacTpoiika wabnoHa otyeTa C pesynbTaTaMyM UCCNEAOBaAHWUS OCYLLECTBISIETCH Ha CTpaHuue
«HactpanBaemble otyeTbi» (HacTpoliku - LLlabnoHbl oT4eTOoB).

[aHHas cTpaHuua coaepXXuUT nepedeHb AOCTYMHbIX WabroHOB U NepeMeHHbIX, KOTopble MOryT
ObITb BKMOYEHbI B LLAOMOHbI.

[ns pegakTpoBaHusa WwabnoHa:

1. CoxpaHuTe WwabnoH Ha kKoMMNbloTep - Haxmute kHomky [CkayaTb pesynbTaT] B CTPOke C
HY>XHbIM LabnoHom. Pann ¢ wabnoHom ByaeT coxpaHeH cornacHo 3adaHHbIM HacTponkam bpaysepa

2. BHecunTe HeobxoauMble N3MEHEHMS C MOMOLLbIO TEKCTOBOrO peaakTtopa (MCnonb3ynTe onumio
KOMMpoBaHWSA NepeMeHHON, AOCTYMHY0 No KHonke [KonuposaTb)).

3. CoxpaHuTe gaHHble.
4. 3arpysuTte WabnoH B nporpammy, HaxkaB KHOMKY [3arpy3antb HOBbIM dann].

[ns yoaneHus wabnoHa HaxXMuTe KHOMKY [YAanuTb] B CTPOKE C HYXXHbIM OTYETOM.

4.2 O NPOrPAMME

MpocMoTp MHpopMaUMKM O Tekylleid BepcuM NporpaMmbl, a Takke MHGOPMaUNUS O KOMMaHUW-
npoussoauTese ocylecTenseTcs B pasgene «O nporpaMMe» MeHo «HacTpoiikmy.

Ons npoBepkn Hannyiusi OOHOBMEHUS] HaXMuTe KHomMKy [[TpoBepuTb Hanuune OGHOBREHWI],
pacnosioXXeHHY0 B MPaBOM BepPXHEM Yriny cTpaHuubl. [aTty 3arpy3kM OOHOBMEHUS U BEPCUIO MOXHO
NOCMOTpPETb, HaxaB kHornky [OnncaHue obHoBREHUS].
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5 AEMHCTANNAUUA

Ona  pewHcTannsumn  cepBepHoit yactu MO  TpebyeTcs KBanudukaumsi CUCTEMHOIO
agMuHucTpatopa. [Mpoueaypa aeuHctannsumm O «CekBapuo AHeyCKkpuH»  BbINOmHAeTCA
COTpyAHUKaMM KoMnaHuM paspaboTyvka nmMbo KBanuUUMPOBAHHBIM CMELMAanMCTOM, MPOoLIeaLnumM
o6yyeHne B kKoMMaHUy paspaboTymka.
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AOPEC ONsi OBPALLEHUNIA

MpounsBogutens: O6LLECTBO C OrpaHNnYeHHon oTBeTCTBEHHOCTLIO «[AHK-TexHonorusa TC», Poccus.

Appec npoussogutensa: OO0 «AHK-TexHonorus TC», Poccusa, 117246, r. Mocksa, HayuHbin npoe3ag,
a. 20, ctp. 4.

MecTto npounssogctea: OO0 «[JHK-TexHonorus TC», Poccus, 117246, r. Mockea, Hay4yHbin npoeag,
4. 20, ctp.4.

PaspaboTtumk: ObLiecTBo ¢ orpaHnyeHHomn otBeTcTBeHHOCTbIO «HIMP OHK-TexHonorms», Poccus.

Appec pa3paboTtumka: Poccus, 117587, r. MockBa, BH. Tep. I. MyHMLMNA/bHbIN OKpyr YepTaHoso CesepHoe,
w. Bapwasckoe, a. 125X, K.7

Cnyx6a KnMeHTCKON NOAAEPXKKM:
8 (800) 200-75-15 (3BoHOK No Poccum 6ecnnatHbIn);
+7 (495) 640-16-93 (onsa ctpaH CHI™ u 3apyb6exbsi, 3BOHOK NNaTHbIN);

Email: hotline@dna-technology.ru

Mo TenedoHy MOXxHO obpawatbes no GygHam ¢ 9:00 go 18:00 no MOCKOBCKOMY BpEMEHM.

Bpewms oxungaHusa oTBeTa OT cneunanncTa Nogaepku no 3NeKTPOHHOM noyTe: no 6yaHsam — B
TevyeHune paboyero aHs, B BbIXOAHOW — A0 TPex AHEN.
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NMPUNOXEHUE A

MepeyeHb HauMoHanbHbIX CTaHAAPTOB, NpuMeHsieMblx k MO «CekBapuo AHeyCKpUH», BKIOYaET:

1.

FOCT P UCO/M3K 12119-2000 NHbopmaumoHHas TexHonorus. [NakeTbl nporpamm. TpeboBaHus
K Ka4eCTBY 1 TECTUPOBAHUE;

FOCT P UCO/M3BK 9126-93 NHpopmaumnoHHas TexHonorms. OueHka nporpaMMHON NpoayKuun.
XapaKTepucTuKn Ka4ecTBa U PyKOBOACTBA MO MX NPUMEHEHWIO;

FOCT P UCO 9127-94 Cuctembl obpaboTkm mHdpopmauuun. [okymeHTauus nonb3oBatensd wu
WH(popMaLMS Ha ynakoBKe Anisl NoTPedUTenbCKnX NporpaMMHbIX NakeToB;

FOCT 28195-89 OueHka kadecTBa nporpaMmHbix cpeacts. O6Lme NnonoxeHus;

5. TOCT P UCO/M3K TO 9294-93 UHpopmaumoHHasa TexHornorus. PykoBoACTBO MO ynpasBreHuto

AOKYMEHTUPOBaHMEM MPOrpaMMHOro obecneyveHus;

FOCT P 51188-98 3awmrta uHdopmaumn. McnbiTaHMs NporpaMMHbIX CPEACTB Ha Hanuyue
KOMMbIOTEPHbIX BUPYCOB. TUNOBOE PyKOBOACTBO;

FOCT P M3K 62304-2022 Wsgenusi meguumHckue. [NporpammHoe obecnedeHune. [lMpouecchl
YXWN3HEHHOro LMKNa.

I'IpmmeanVle — YKasaHHble Bbllle CTaHOapThbl DEencTBUTENbHbI HA MOMEHT yTBEepXgeHusa PyKOBO,D,CTBa
nonb3oBaTesd.
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NMPUNOXXEHUE b
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CeKBe::g)gsanme FASTQ MpeasapuTensHas * bam.txt AHANU3 naHHLx  BYSYanusauws pesynsTaTa,
dannsl obpabotxa daine MO AHeyCkpu+  POPMMPOBAHME 33K/MHOUEHMS

NO CexBapwo MNnatdopma

PucyHok B.1 — Cxema atanoB 06paboTku faHHbIX UCCrneaoBaHus
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MonyuunTs darns
(BCL/FASTQ)

MpeasapuTensHas 00paboT«a AaHHbIX

v

3arpysKa pesynsTaTos npegsapuTensson 0opatoTku
(*.bam.txt, *.bam_169.txt, *.count_reads.txt, seq_ff)

v

OUNLTPaUVA HEYHUKANbHLIX YYACTKOB reHoMa

v

GC-xoppexums

I
v v

Moacuet Z Mogcuet T

| |
v

MpoBepxa cooTBETCTBMA Z N T

KOHTpOMb KauecTsa
(KK)

Pe3yrsTaT
cosnagaeTt?

CNV y maTepu,
UaCTHYHAR
axeynnoamns?

KK 8 gonyctvMsix
npegenax?

Het pesynsTaTa, HeodxoavMo
MOBTOPHOE UCCNeA0BaHme

PezyrsTaTt
(BLICOXMIA/HU3KMI PUCK aHeyTIIoaMK)

v

DOpMUDOBaHKE 2aKTHueHus (F.docx)

PucyHok B.2 — Bnok cxema 06paboTku AaHHbIX Npy aHann3e obpasua
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