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CNOCOb U CUCTEMA ANnA NEPEAAYU AAHHBIX BUONHDOPMATUKU

06nacTb TEXHUKM
HacTosllan 3asBKa OTHOCUTCA K HOBbIM cnocobam 3¢PdeKTMBHOrO XpaHeHuA, AO0CTyna,
nepegayun u MynbTUNAEKCUPOBaHWUA BUOMHPOPMALMOHHBIX AAHHBIX U, B YAaCTHOCTM, AAHHbIX

reHOMHOIro CEKBEHMPOBAHUA.

YpoBeHb TeXHUKU

Hapgnexawee npeacraB/ieHune [LaHHbIX CEKBEHUPOBAHMSA reHoma umeet
ocHoBononaratollee 3HavyeHue a4  3pdeKTUBHbIX 06paboTKM, XpaHeHWUs M nepenayu
FEHOMHbIX AaHHbIX, YTODObI cAeNaTb BOSMOXHbIM U 061er4nTb NPUMEHEHUA aHaIn3a, Takue
KaK onpegeseHve BapuvaHTOB TEHOMAa M BbINOJIHEHWE BCErO aHasM3a, C PasIUYHbIMU
uenamu, nyrem o06paboTKM AaHHbIX W MeTafaHHbIX CeKBeHMpoBaHuA. CeroaHs
MHPOPMALMIO O CEKBEHUPOBAHWUWM TEHOMa T[eHEepPUPYIOT BbICOKOMPOU3BOAUTE/bHbIE
cekBeHaTopbl (HTS) B Buae nocnenosaTeNbHOCTEM HYKNE€OTMAOB (MM OCHOBaHUIA),
npeacTaB/ieHHbIX LenoYkamm ByKB M3 onpeaeneHHoro cioBaps.

3TN CeKBEHaATOPbl HE CUYMTbIBAIOT LE/ble TeHOMbl WKW TeHbl, HO OHW BblAAKT KOPOTKUE
CNyyYanHble ¢parmeHTbl HYKIEOTUAHbIX NOc/AeA0BaTe/IbHOCTEN, HasbiBaemblie "puapl”
nocnegoBatesibHOCTEN. C KarKAbIM HYKNEOTMAOM B puae NOCNeAO0BaTe/IbHOCTU CBA3aH
MoKasaTe/ib KayecTBa. ITO YMCNO NpeacTaBAseT YPOBEHb AOCTOBEPHOCTM, MPUCBOEHHbIN
CEKBEHAaTOPOM pPUAY KOHKPETHOTO HYK/JeoTUAA B KOHKPETHOM MeCTe B HYKIEOTUAHOW

nocneanoBaTe/IbHOCTU.

3TM HeobpaboTaHHble JaHHble CEKBEHWPOBAHUA, reHepupyemble cekBeHaTopamu NGS,

06bI4HO XpaHATca B dainax FASTQ (cm. Takke Gurypy 1).

HaumeHblinit cnosapb AnsA MNpeACTaBAeHMA NOC/Ae0BaTENIbHOCTEN  HYK/IEOTWUAOB,
NMONYYEHHbIX B MPOLLECCE CEKBEHWPOBAHUA, cocToMT M3 nATM cumBonos: {A, C, G, T, N},
npeacrasaaowmx 4 Tuna Hykaeotuaos, npucytcteyrowmx B AHK, a umeHHO ageHwuH,
LUMTO3MH, T'YaHWH U TUMMKH Natoc cumeon N a1a 0603HaYeHMA TOTO, YTO CEKBEHATOP HE CMOT
onpeaennTb Kakoe-Mbo OCHOBaHME C AOCTAaTOYHbIM YPOBHEM AOCTOBEPHOCTH, NOSTOMY TUI

OCHOBaHMA B TaKOM NOJI0OXKEHUUN OCTAETCA HeonpeaeneHHbIM B Npouecce NpoYvYnTbiBaHUA. B
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PHK TMmKH 3ameHeH Ha ypauun (U). NocneaosaTenbHOCTU HYK/IEOTUAOB, MOJIy4EHHbIE C
NMOMOLLbIO CEKBEHATOPOB, Ha3bliBatoTcA "puabl”. B cnyyae napHbIX pUuaoB TEPMUH "MaTpuua”
(wabnoH) ucnonbsyetca ana ob6O3HAYEHUA UCXOAHOM MOC/NEeA0BaTE/IbHOCTU, U3 KOTOPOW
6blna M3BNeYeHa 3Ta napa puAaoB. Puabl nocnenoBaTeslbHOCTM MOTYT COCTOATb U3 pAaa
HYK/1EOTUAOB B AMana3oHe OT HECKO/IbKUX AECATKOB [0 HEeCKO/IbKMX TbicAY. HekoTopble
TEXHO/IOTUM BbIAAOT PUAbl NOC/AeAOBaTeNIbHOCTEM B Mapax, Ae KaxXablh pua MOXKeT
npoucxoanTb U3 oaHoM us asyx uenei AHK.

B o6nactM CeKBEHMpPOBAHMA TreHOMa TepMWMH 'MepekpbiBaHMe" ucnonblyeTca AnA
BblpaXeHMUA YpPOBHA  M3ObITOYHOCTM  AaHHbIX MNOC/AeA0BaTEe/IbHOCTM  OTHOCUTE/IbHO
pedepeHcHoro reHoma. Hanpumep, uT06bI AocTMUb 30-KpPaTHOrO MNepeKpbiBaHUA
4ye0BeYeCcKoro reHoma (aaMHoM 3,2 MpA,. OCHOBaHWM), CEKBEHATOP A0/IKEH NPOU3BECTU B
obuwen cnoxkHoctn okoso 30 x 3,2 mapa. OCHOBaHWUM, YTOObI B CpeAHEM KaXKA0€e NOJIoXKeHue

B pedepeHce 6b110 "nepekpbiTo” 30 pas.

CywiecTByioLime peLueHus

Hanbonee yacto ucnosibayemble npeactaBaeHns MHGoOpMaLmm O reHOMe Ha OCHOBE AaHHbIX
CeKBEHMPOBAHWA OCHOBaHbl Ha d¢opmaTtax FASTQ wn SAM, KoTopble 06bI4HO
NPeaocCTaBNAOTCA B apXMBUMPOBAHHOM BWAE AN YMEHbLIEHWA WCXOAHOro pasmepa.
TpaauumnoHHblie popmatbl pannos, cooTBeTcTBEHHO FASTQ 1 SAM a/1a HEBbIPOBHEHHbIX U
BbIPOBHEHHbIX AAHHbIX CEKBEHMPOBAHWA, COCTOAT M3 MPOCTbIX TEKCTOBbIX CMMBOJIOB MU,
MO3TOMY, C’MMAIOTCA C UCNONb30BAaHMEM CTaHAAPTHbLIX NOAXOA0B, TAKMX KaK cxembl LZ (oT
nmeH Lempel u Ziv) (xopolo nsBecTtHble zip, gzip u T. A4.). Koraa ucnonb3yoTca CTaHAapTHbIE
cpeacTBa cKatua dannosB (Komnpeccopbl), TaKMe KaK gzip, pe3y/ibTaTom CKaTusa 06bIYHO
AaBnaAeTcA oAuH 6106-06beKT OUMHaApHbIX AaHHbIX. WMHPopmauumilo B TaKo MOHOIUTHOM
dopme o4YeHb TPYAHO apxMBMPOBaTb, nepedaBaTb U obpabaTbiBaTb, OCOOEHHO B Cay4dae
BbICOKOMPOW3BOAMTE/IbHOTO CEKBEHMPOBaHMWA, Koraa o6bembl AaHHbIX Ypes3Bbl4aliHO
BE/IUKM.

Mocne ceKBEHMPOBAHMA KaXAblh 3Tan KoHBelepa 06paboTkM reHomHon uHdopmauumm
BblAAaeT [aHHble, MNpeAcTaB/ieHHble COBEPLUEHHO HOBOM CTPYKTYpOW AaHHbiX (popmat
daina), HecmoTpa Ha TOT GakT, YTO B AEUCTBUTENbHOCTM TO/NbKO HebobllaA 4acTb

CreHEepPUPOBaHHbIX AaHHbIX ABAAETCA HOBOM MO CPaBHEHMIO C MPeAblAyLMM STanom.
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Ha ®urype 1 nokasaHbl OCHOBHble 3Tanbl TUMWMYHOIO KOHBeKMepa 06paboTKU FeHOMHOM
nHbopMaL MK € yKazaHWem npeacTtaBaeHua popmaTta accoUMMpoBaHHOro damna.

O6bI4HO UcnoNb3yemble pelleHna UMEIOT HECKO/IbKO HeJOCTaTKOB: apXMBUPOBaHME AAHHbIX
HeadPeKTUBHO M3-3a TOro, YTO HaA KaX[OM 3Tane KOHBelepoB 06pabOTKU reHOMHOWN
nHbopmaumm mcnonblyetca apyron ¢opmat daiina, 4To noApasymeBaeT MHOTOKPaTHYIO
penJikaumio AaHHbIX € nocneayowmm 6bICTpbIM yBenuveHnem Heobxogmmoro obbéma
namaTn. 3170 HesbPEeKTUBHO M He HYKHO, a TaKXKe CTaHOBMUTCA HenpuemaembiM ANA
yBenMumBatowerocAa obbema AaHHbIX, FeHepUpyembix cekBeHaTopamu HTS. Ha camom aene
3TO UMeeT NOCNeACTBUA C TOUYKM 3peHUA AOCTYNHOIO MecTa A/ XPaHEHUA U FreHepupyembIxX
3aTpaT, a TaKXe npenATcTByeT pPacnpoCTPaHEeHUI0 MNOAb3bl OT FEHOMHOro aHanu3a B
3/1paBOOXpaHeHMM Ha OO/MblUYHO 4YacTb HaceneHuA. BavaHue 3atpat Ha WUT, BbI3BaHHOE
9KCNOHEHUMANbHBIM POCTOM JaHHbIX O MOCNeA0BaTE/NIbHOCTAX, KOTOpble Heobxoaumo
XPaHUTb M aHaNU3UPOBaATb, B HACTOALLEE BpPemMs ABNAETCA OAHOW U3 OCHOBHbIX Npobnem,
CTOALWMX Nepes, HayYHbIM COODLLIECTBOM M OTPaC/blo 34paBooxpaHeHus (cm. Scott D. Kahn
“On the future of genomic data” - Science 331, 728 (2011) u Pavlichin, DS, Weissman, T., G.
Yona. 2013. “The human genome contracts again”, Bioinformatics 29 (17): 2199-2202). B 1o
e Bpems eCTb HEeCKO/NbKO WHUMUMATMB, HanpaB/ieHHbIX Ha MmacwTabupoBaHue
CEKBEHMPOBAHUA TeHOMa OT HECKONbKUX M36paHHbIX WMHAMBMAOB A0 Oonbwux rpynn
HaceneHus (cm. Josh P. Roberts “Million Veterans Sequenced” - Nature Biotechnology 31,

470 (2013))

MNepepaya reHOMHbIX [AaHHbIX ABAAETCA MeAJIEHHOM W HedbdEKTUBHOM, MNOCKO/IbKY
“crnosib3yemble B Hactoswee Bpema $opmaTbl AaHHbIX OPraHM30BaHbl B MOHOJ/IUTHbIE
dalinbl pasmepom A0 HECKOJIbKUX COTEH rurabauT, KoTopble AO0MXHbI ObiTb MOJIHOCTBIO
nepeHeceHbl Ha NMPUHUMAIOLLLYIO CTOPOHY Aaa 06paboTKK. ITO NoapasymeBaeT, YTO aHa/Iu3
HebOoNbILIOrO CcermeHTa AaHHbIXx TpebyeT nepegaun Bcero daina co 3HaYMTEIbHbIMM
3aTpaTaMy C TOYKM 3peHMA NOTpebAseMOoW LWMPUHBI NMPOMYCKaHUA KaHana U BpPeMEHWU
OXMAaHUA. 3a4acTyo nepesiaya B peXXMME OHJIaMH ABASETCA HEBO3MOXHOM Ans 60bLIMX
06beEMOB NepeaaBaembIX AAaHHbIX, U Nepeaayvy AaHHbIX OCYLLECTBAAT NyTem GU3MYECKOTO
nepemMelLeHUA HOCUTENIEN, TaKUX KaK KEeCTKUE AMUCKM UM CepBepbl XPaHEHWA, U3 OA4HOro

MecCTa B Apyroe.
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3T OrpaHWYeHusi, BO3HMUKAlOLWME TMPU  MCMNONb30BAHMU COBPEMEHHbIX MNOAXOA0B,
NpeoAo/eBatoTCA HACTOAWMM U3obpeTeHneMm.

O6paboTKka AaHHbIX ABAAeTcA MeAneHHOM W HeadpdeKTMBHOM M3-3a Toro ¢akrta, 4TO
nHbopmaLma He CTPYKTYPUpPOBaHa Takum 0b6pa3om, 4ToObl MOPLUMM Pas/INYHbBIX K/1accoB
[AaHHbIX WU MeTagaHHblX, Tpebyemble ANA 4acTO WMCMNONb3YyEMbIX MPUIONKEHWUW aHanNuU3a,
mornn 6biTb n3BneYeHbl 6e3 HeOHX0AMMOCTM A0CTYNA K AaHHbIM BO BCEM UX MOJIHOTE. ITOT
daKT noapasymesaeT, UTo OOblyHble KOHBeMepbl aHanus3a moryT TpebosaTb paboTbl B
TEYEHWE HECKOJIbKMX AHEW WU Hepesnb, TpaTA AparoueHHble U A0pOorocToswme pecypesbl
06paboTKM U3-3a HeobXOAMMOCTM Ha KaXAoM 3Tane AocTyna aHaAuM3MpoBaTb M
dunbTpoBaTh 60nblUMe 0O6beMbl AAHHbIX, AaxKe eCU MOopUMM AaHHbIX, OTHOCALMECA K
KOHKPETHOM LLeNiM aHanun3a, ropasao MeHblue.

3TK orpaHWyYeHUa He NO3BONAT MEeAULUMHCKUM paboTHMKaM CBOEBPEMEHHO Mo/yvaTb
OTYeTbl NO TEHOMHOMY aHanu3y U ONepaTUBHO pearnpoBaTb Ha BCMbIWKKW 3aboneBaHWM.
HacTtosawee nsobpeteHne obecneumBaeT pelleHme A1A yA0BAETBOPEHMA 3TOM NOTpebHOCTMH.
CywiecTByeT elle OAHO TEXHUUYECKOE OrpaHW4YeHWe, KOTOopoe npeofosieBaeT HacTosAlee
nsobpeteHue.

daKkTUYeckn nsobpeTeHne HanpaBaeHO Ha obecneyeHne HaaNeXalmx AaHHbIX TEHOMHOTO
CEKBEHMPOBAHUA W NpPeACTaBNeHWMA MeTadaHHbIX MyTeM OpraHuM3aumMu W pasgeneHus
[laHHbIX TaKUM 06pa3om, UTOObI CxKaTUE AAHHbIX U MeTaAaHHbIX 6bI10 MaKCUMWU3UPOBAHO, U
66111 3bPEKTUBHO 3a4€MCTBOBaHbI HEKOTOpPbIE PYHKLUMM, TaKUE KaK BbIDOPOUHbIA A0CTYN U

noaAepKa MHKPEMEHTHbIX OOHOBNEHUM.

KntoueBbiM acnekTom M306peTeHus SBAAETCA TOUYHOE OnNpeaesieHUe KAacCoB AaHHbIX M
METaZlaHHbIX, KOTOpble [AO/KHbI ObiTb NpeAcTaB/ieHbl COOTBETCTBYHOLLEN MOAE/bIO
MCTOYHMKA, NPU UX KOAUPOBAHUM (T.€. CXKATUM) OTAE/IbHO NOCPEACTBOM CTPYKTYPUPOBaHUA
B OnpeaenieHHblx cnosx. Hawbonee BarKHble MpeuMmylLecTBa 3TOr0 M306peTeHusa no
CPaBHEHMIO C CYLLECTBYOLWMMMU COBPEMEHHBIMU METOZAMM 3aK/IOHAOTCA B C/IEAYOWEM:
® MOBbIWEHNE NMPOU3BOAUTE/IBHOCTU CXKATWUA U3-32 YMEHbBLUEHWUS SHTPOMUM UCTOYHUKA
nHbopmalmm, co3gaHHon nytem obecnevyeHnsa sdPeKTUBHON MOZENN AA KarKA0ro
Knacca AaHHbIX UM MeTaZlaHHbIX;
® BO3MOXHOCTb OCYLLECTB/NEHUSA BbIDOPOYHOrO AOCTyMNa K 4YacTAM CXaTbIX AAHHbIX U

MeTaZlaHHbIX ANA uenu ntobon ganbHelwenk ob6paboTku;

4
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® BO3MOXHOCTb  WMHKpemMeHTHoro (6e3  HeobxoAMMOCTM  NepeKkoaUpPOBaHUA)
o6HOB/eHUA U 06aBNEeHUs 3aKOAMPOBAHHBIX AAHHbIX M MeTaZaHHbIX C HOBbIMMU
[AAaHHBIMW U/UNN MEeTafaHHbIMU CEKBEHMPOBAHMA W/UAW HOBbIMM pe3y/abTaTamu
aHanusa;

® BO3MOXHOCTb 3PPeKTMBHO 06pabaTbiBaTb [AaHHblE, KaK TO/NbKO OHW BblAaHbl
CEKBEHAaTOPOM MJIM MHCTPYMEHTaMW BblpaBHMBaHUA, 63 HeobxoaAMMOCTU KAaTb

OKOH4YaHMA Npouecca CEKBEHUPOBAHNA NN BblpaBHUBAHWUA.

B HacTOALWEN 3asaBKe pacKpbITbl CNOCOb M cucTtema ansa pelleHus npobnembl 3deKTUBHOTO
ONepupoBaHWA, XpPaHEHWA W nepefaynm oyeHb HONbWMX O0O6HLEMOB JAaHHbIX F€HOMHOIO
CEKBEHMPOBAHWUA C WCMOJIb30BaHMEM MOAXOAa CTPYKTYPUPOBaHHbIX 6/10KOB AocTyna B
COYeTaHUU C MeTOAAMM MYNbTUNNEKCUPOBAHUA.

HacToAwan 3asBKa npeofo/ieBaeT BCe OrpaHUYeHna NoAXOA0B NpeslecTBYOWero ypoBHA
TEXHWUKM, CBA3aHHble C (QYHKLUOHANBbHBIMM BO3MOXHOCTAMU [OCTYNMHOCTU TF€HOMHbIX
AaHHbIX, 3¢ddeKkTMBHOW 06paboTKOM NOAMHOXKECTB  AaHHbIX, (PYHKUMOHANbHbIMM

BO3MOXXHOCTAMM Nepeaadm v NOTOKOBOM Nepeaayn B coveTaHUU € 3GPEKTUBHBIM CHATUEM.

Ha cerogHAwHWA peHb Haubosee 4acto uMcnonb3yembimM dopmaTom npeacTaB/eHus
FreHOMHbIX [aHHbIX ABAAETCA TEeKCTOBbIM GOpmaT KapTUMpPOBaHWMA  BblpaBHWMBAHWUA
nocnepoBatensHocte (SAM) u ero 6uHapHoe cooTtsetctBue BAM. ®dainbl SAM
npeacTaBnAT cobolt TekcToBble dainbl ASClI, KoTopble MOTyT ObiTb NPOYMTAHbI YESTOBEKOM,
Torga Kak BAM wucnonb3yet 6104HbIM  BapuaHT gzip. @ainbl BAM  moryt 6biTh
NPOUHAEKCUPOBAHbI, 4YTOObl  obecneynTb  OrpaHUYEHHbIM  MOAA/NbHbIM  PEXUM
NPOU3BOJIBHOIO A0CTyna. 3TO NOAAEPKMBAETCA CO3J4aHMEM OTAENbHOTO0 MHAEKCHOro
daiina.
dopmat BAM xapakTepusyeTcs HWM3KOW MPOU3BOAMTENBHOCTBIO CHaTUA MO CAeAYHLIUM
NPUYNHaM:
1. OH cocpeaoToyeH Ha cKaTum HeadPeKTUBHOTO U M3bbiTouyHOro popmara daiiios
SAM, a He Ha wu3BAe4YeHUM AKTUUYECKON TEHOMHOW UHopmaLluuy,
nepenasaemoi pannamm SAM, U UCNO/Ib30BaHUU COOTBETCTBYHOLIMX MOAE/eN

anA ee CXaTtuA.
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2. OH wucnosb3yeT YHWUBEPCAsbHbIM a/irOpPUTM CXaTMA TeKCTa, TaKoM Kak gzip,
BMECTO WCMNO/b30BaHMA cneumMPpuUecKkoro xapakTepa KaxKAoro WCTOYHWMKA
[laHHbIX (CaMoW reHOMHOW MHpOpMaLUK).

3. B Hem oOTCyTCTBYET KaKaa-1Mbo KOHUenuwus, CBfA3aHHaA € Knaccudukaumen
AaHHbIX, KoTopas no3sonuaa 6bl obecneuynTb BbIOOPOYHBIN AOCTYN K

onpegeneHHbIMm KnacCam reHOMHbIX AadHHbIX.

Bonee cnoXHbIA NOAXOA, K CHaTUKO FEHOMHbIX AaHHbIX, KOTOPbIM MCMNO/Ab3yeTcs He TakK
yacto, Ho 6bonee sddekTnseH, yem BAM, HasbiBaeTcs CRAM (cneumdurauma CRAM:
https://samtools.github.io/hts-specs/CRAMv3.pdf). CRAM obecneumBaeT bonee
apdeKTUBHOE CKaTMe AnA  npuMeHeHua auddepeHUManbHOro  KOAUMPOBAHMA  NO
OTHOLWEHUIO K CyllecTBylowemy pedepeHcy (OH YaCTUYHO WCMO/b3yeT M3ObITOYHOCTb
MCTOYHMKA [AaHHbIX), HO €My BCE Xe He XBaTaeT TakuX OYHKUMI, KaK MHKPEMEHTHble
o6HOBNEHUA, NoadepKa MNOTOKOBOM nepeaayn AaHHbIX M BblOOPOYHbIA  AO0CTYN K
onpeaeneHHbIM Kaccam CHaTbIX AaHHbIX.

CRAM onupaetca Ha KoHuenuuto 3anucn CRAM. Kaxkgaa 3anmce CRAM kogupyeT oauH
KapTUPOBAHHbIN UM HEKAPTUPOBaHHbIN puUa, KOAUPYA BCE 3NE€MEHTbI, HEObXoaAUMble AA
€ro BOCCTaHOB/IEHMUA.

OCHOBHbIMM  OTAMUYMAMM HacToswero u3obpeteHua oT noaxoaa CRAM aBnAwTCs

cneayoume:

1. Ana CRAM uHAEeKcaumsa AaHHbIX BbIXOAMUT 3a pamKu cneuudukaumm (cm. pasaen 12
cneundukaumm CRAM v 3.0) u peanusoBaHa B BUAE OTAe/bHOro daina. B HacTosAuem
n3006peTeHNN UHAEKCUPOBAHWE AAHHbIX MHTEIPUPOBAHO C NMPOLIECCOM KOAMPOBAHUA, a
WHAEKCbl BHEAPEHbI B KOAMPOBaHHbIN GUTOBbLIN NOTOK.

2. B CRAM Bce ocHOBHble 6/10KM AaHHbIX MOTYT COAEPKaTb KAPTUPOBAHHbIE pUabl N60ro
TMNa (naeanbHO coBNajakwLme puapbl, pUibl TONbKO C 3aMEeHaMM, pUbl C UHAenamu). B
HacToALLLEM M3006peTEHMM OTCYTCTBYET NOHATUE KNaccudPUKaL UM U TpynnMpoOBKY PUAOB B
Knaccax B COOTBETCTBMM C Pe3y/bTaTOM KapTMPOBaHMUA OTHOCUTENbHO pedepeHCHOM
nocnea0BaTe/IbHOCTH.

3. B onucaHHOM M300peTeHMU HEeT MOHATUS 3anucK, MHKaNCY/IUPYIOLLENA Kaxabll pua

NOTOMY YTO ZlaHHble, HeobxoAMmble AN BOCCTAHOB/IEHMA KaxKAoro puaa, pasbpocaHsl

6
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MO HECKO/IbKUM KOHTEeMHepam [AaHHbIX, Ha3blBaembim "cnoamu". 3T1o obecneumBaeT
b6onee sdpdeKTUBHLIM AOCTYyn K Habopy puaoB ¢ onpeaesieHHbIMU BUONOTUUYECKMMU
XapaKTepucTuKamu (Hanpumep, puapl ¢ 3aMeHamu, HO 6e3 MHAEenoB UM abcooTHO
KapTMPOBaHHbIX pUAOB) 6e3 HeobX0AMMOCTM AeKOANPOBaHUA Kaxaoro (61oka) puaa (-
1) AnA NpoBepKu ero ocobeHHocTeNn.

B 3anucu CRAM Kaxabli TMN AaHHbIX 0603Ha4YaeTca cneumnanbHbim dnarom. B otivume
oT CRAM B Hactoawem um3obpeTeHUM HeT NoHATMA dnara, obosHayalowero AaHHble,
NOTOMY 4YTO TMM AAHHbIX NO CyTU onpeaenseTca "cnoem", K KOTOPOMY MpuUHaasexaT
AaHHble. 9TO NoApasymMeBaeT 3HAYMUTE/IbHO YMEHbLUEHHOE KO/IMYECTBO MCMNOJIb3yeMblX
CMMBOJIOB W, KaK C/neAcTBME, YMEHbLUEHME SHTPOMUU MCTOYHUKA MHPOpMaLuu, 4To
npueBoauT K 6onee adpPeKTUBHOMY CHKaTUIO. ITO CBA3AHO C TEM, YTO MCMNO/Nb30OBaHUE
pa3Hbix "cnoeB" no3BonseT Kogepy NOBTOPHO MCMONb30BaTb OAMH U TOT e CUMBO/ B
KaXkAoM cnoe ¢ pa3HbiMKU 3HaveHuMAMKU. B CRAM Kaxkapii dnar gonxKeH Bceraa MMeTb
OZLHO M TO Xe 3Ha4YeHue, MOCKO/bKY OTCYTCTBYET MOHATUE KOHTEKCTOB, U KaX/JaasA 3anucb
CRAM moMKeT coaeprKaTb AaHHble ntoboro Tmna.

B CRAM 3ameHbl, MHCEPUUN U AeNeluMn BblpaxKaloTCcA B COOTBETCTBUM C PasHbIMU
CMHTaKcMcaMu, Toraa Kak Hacrosllee wu3obpeTeHMe WCNonb3yeT OAMH andasBuT U
KOAMPOBaHME ANs 3aMeH, MHCEpPUMA U Aeneuui. 3TOo ynpolLLaeT NpoLecc KoampoBaHus
M NEeKOAMPOBAHUA WM CO34aeT MOAE/Ib WMCTOYHUMKA € 6osiee HU3KOW 3SHTponuen,
KOAWPOBAHME KOTOPOM AaeT MNOTOKM OUTOB, xapakTtepusywllmecs 6onee BbICOKOM

3P PEKTUBHOCTBIO CHKaTUA.

AJ'IFOpVITMbI reHOMHOro CXaTuAda, UCNoJsiblyemble B COBpeEMEHHOM ypOBHE TEXHUKU, MOXKHO

KnaccupuumpoBaTb NO TAKUM KaTETOPUAM:

e C npeobpa3oBaHuem:

O HaocHose LZ

O nepeynopAgoYMBaHue puaos
e Ha ocHoBe c60pKHM

e (raTtuctuueckoe moaennpoBaHue

MepBble ABE KaTeropMm MMET TOT HeAO0CTaTOK, YTO He WCMO/b3yrT chneunduyeckue
XapaKTepPUCTUKM  UCTOMHMKA  AaHHbIX  (puabl  NOCNeA0BaTeNbHOCTM  TEHOMOB) MU

0bpabaTbIBalOT reHOMHbIE [aHHblE KaK CTPOKY TEKCTa, MOAJEXallero cxatuio, 6e3 ydyeta
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cneundUyYecKMx CBOWMCTB Takoro poga uHbopmaumm (Hanpumep, M3BbITOYHOCTL cpeau
puaoB, CBA3b C CylecTBylowum obpasuom). [lBa cambix NpoABUMHYTbIX Habopa
MHCTPYMEHTOB A1/1A CKaTUsi TEHOMHbIX AaHHbIX, @ MeHHo CRAM u Goby (“Compression of
structured high-throughput sequencing data”, F. Campagne, K. C. Dorff, N. Chambwe, J. T.
Robinson, J. P. Mesirov, T. D. Wu), nnoxo ucnonb3yoT apudpmeTnyeckoe KoaumpoBaHUe,
MOCKOJIbKY OHW HEABHO MOAENUPYIOT [AaHHble KaK He3aBUCUMble W WUAEHTUYHO
pacnpefeneHHble COracHO reomeTpuyeckomy pacnpegeneHuto. Goby HEMHOro croxHee,
MOCKOJIbKY OH NpeobpasyeT Bce NoA B CMUCOK LLe/bIX YUCEN, U KaXKabIM CMUCOK KoanpyeTca
HEe3aBMCUMO C WCMNO/Ib30BaHWEM apUPMETUUYECKOro KoaupoBaHUA 6e3 MCno/sb30BaHUA
Kakoro-mbo KoHTekcta. B Haubonee addektuBHom pexume pabotbl Goby moxet
BbIMOJ/IHATD HEKOTOPOE MOZAE/IMPOBaHME MeXAY CMUCKaMKU MO LLe/IOYUCIEHHBIM CMUCKAM,
4yTOObI YAYYLWKUTL CKaTUe. ITU pelleHUs NpeaLecTBYOWEro YPOBHA TEXHUKM AAl0T NaoxXue
KO3bPULMEHTbI CXKaATUA W CTPYKTYpbl [AaHHbIX, KOTOpble B /lydllem C/y4yae € Tpyaom
noasepratoTca BbIBOPOYHOMY AOCTYNy M 0b6paboTke nocne cxatuaA. MNocneaytowme 3tanbl
aHann3a MOoryT oKasaTbcA HesabdEeKTUBHbIMU U OYEHb MeaeHHbIMU U3-3a2 HEOBX0AMMOCTH
06paboTKM BONbLWIMX W KECTKUX CTPYKTYP [AaHHbIX Aaxe ANA BbINOJIHEHUA NPOCTbIX

onepauunit uan Ans AocTyna K BbibpaHHbIM 06/1acTAM Habopa reHOMHbIX AaHHbIX.

YnpolleHHoe npeacTaBieHMe CBA3M Mexay dopmatamu $annos, MCNOJb3yeMbIMU B
KoHBelepax 06paboTku reHoma, M3obparkeHo Ha Purype 1. B 31Ol Anarpamme BKAKOYEHUE
dalifia He noApa3ymMeBaeT CylLIECTBOBaHWE BAOXEHHOW §annoBoi CTPYKTypbl, a
npeacTaB/AeT TO/IbKO TUN U o6bem MHbOPMaLUKM, KOTOpas MOXeT BbITb 3aKoANPOBaHa AA
Kaxgoro dopmata (1. e. SAM coaepuTt Bclo MHbopmauuio B FASTQ, HO opraHuM3oBaHa B
apyrot dainosoit ctpyktype). CRAM coaepuT Ty e TeHOMHyK MHPOpMaLUio, UYTO M
SAM/BAM, Ho obnagaet 6osbluen rMBKOCTbIO B OTHOLLEHUM TUMA CKATUA, KOTOPbIA MOMKHO

MCMOo/Ib30BaTb, NO3TOMY OH NpeAcTaB/eH Kak paclumpeHHbii Habop SAM/BAM.

Mcnonb3oBaHue HecKoAbKux dopmaToB PpannoB ANA XpaHEHUA TeHOMHOM WHdopmauum
ABAAETCA KpalHe HeaddeKTUBHbIM U A0poroctoslmnm. Hanmume pasHbix popmaToB dainnos
Ha pa3HbIX 3Tanax XM3HEHHOIO LWK/Ia reHOMHOW MHpopMaLMmM noapasymMeBaeT JIMHENHbIN
pOCT Mcnonb3yemoro o6bEma NnamaTu, Aare ecnm AobasoyvyHaa MHbOPMaLUS MUHUMAJIbHA.

Apyrve HegoCTaTKM pelweHn U3BECTHOTO YPOBHA TEXHUKMU NEPEUNCTIEHDI HUXKE.
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1. [octyn, aHanu3s wunam paobaBneHMe aHHOTaUMW (MeTaAaHHbIX) K HeobpaboTaHHbIM

AaHHbIM, XpaHALMMCA B cKaTbix pannax FastQ nam nwobon ux kombuHaumm, TpebyeT
PacnakoBKM M MOBTOPHOIO CXaTus BCero ¢aisia ¢ MHTEHCUMBHLIM WMCMOJ/Ib30BaHUEM
BbIYMCIUTE/IbHbBIX PECYPCOB U BPEMEHM.
[nAa n3sneyeHua onpeneneHHbIX NOAMHOMKECTB MHOOPMALMM, TAKUX KaK NOJOMKEHUA
KapTUpOBaHWA pPUAOB, MOJIOXEHWE W TUM BapuaHTa puaa, MNOJIOXKEHUE W TUMbI
MHAENOB, WA NobbIX APYrMX MeTafaHHbIX M aHHOTauMKi, cogepXKalmeca B
BbIPOBHEHHbIX AaHHbIX, XpaHAlmMxca B dannax BAM, TpebyeTcs Aoctyn Ko Bcemy
obbemMy AaHHbIX, ACCOUMMPOBAHHOMY C KaxabliM puaom. BbibopouHbIiM goctyn K
OAHOMY KJacCy MeTafaHHbIX C peleHUAMMU NpesllecTBYIOWEro YPOBHA TEXHWUKM
HEBO3MOXEH.
dopmatbl dannoB NpeawecTBYOLWEro YPOBHA TEXHUKKU TpebytoT, uTobbl Becb damn
6bl1 NonydeH KOHEYHbIM NOMb3OBaTeslemM A0 Havana obpabotku. Hanpumep,
BblpaBHMBaHME PUAOB MOXET HAauYaTbCA A0 TOro, Kak NpoLecc CeKBeHMpPOoBaHUA byaeT
3aBEpLUEH, UCXOAA U3 COOTBETCTBYIOWLErO NpeacTaBneHns AaHHbIX. CEKBEHUPOBAHME,
BblpaBHMBaAHME W aHAN3 MOTYT UATU U BbINONHATLCA NapasiesbHo.
PelleHWA npealecTBYOLLEro YPOBHA TEXHUKU HE NOAAEPKMBAKOT CTPYKTYpPUpPOBaHUe
M He MOryT pa3/inyaTb F€HOMHbIE AAaHHbIE, MOJYYEHHbIE Pa3/IMUYHbIMU NpoLeccammu
CEKBEHMPOBAaHWUA, B COOTBETCTBMM C UX cneuudPpuyeckor CemaHTUKOM reHepauuu
(Hanpumep, ceKBEHUPOBaAHWE, NONYYEHHOE B PA3HOE BPEMSA }KU3HM OAHOIO U TOTO Ke
MHAMBMAA). TaKoe e OrpaHUYeHMEe UMEET MECTO A1 CEKBEHUPOBAHMSA, NOYYEHHOTO
C WCMO/Ib30BaHMEM Pa3/IMYHbLIX TUMOB BMOMOrMYECKMX 06pPas3LOB OAHOIMO U TOTO e
MHAMBUAA.
WndposaHue Bcex unm BbIOpaHHbIX YacTeN AAHHbIX HE NOAAEPHKUBALTCA PELIeHUAMM
npeALwecTBYOLLEro YPOBHA TEXHUKK. Hanpumep, wndpoBaHue cneayrowmx AaHHbIX:

a. BblbpaHHble obnactn AHK

b. TonbKO NocnenoBaTeNbHOCTU, COAEPKALLME BaPUAHTDI

C. TONbKO XMMEPHbIE NOCNeA0BATE/NIBHOCTU

d. TONBKO HEKAPTUPOBAHHbIE MNOCNE€A0BaTE/IbHOCTU
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e. cneunduyeckune MeTaZaHHble (Hanpumep, NPOUCXOXAEHUE
CEKBEHUPOBAHHOrO 0bpasua, naeHTMdPUKaLMA CEKBEHUPOBAHHOIO UHAUBUAA,
TMnN obpasua)

6. TpaHCKOAMPOBAaHWE W3 [aHHbIX CEKBEHMPOBAHWA, BbIPOBHEHHbIX C 33a4aHHbIM
pedepeHcom (1.e. panom SAM/BAM), B HOBbIN pedepeHc TpebyeT 06paboTKu BCero
obbema JaHHbIX, Aaxe €ec/Au HOBblM pedepeHCc oOT/IM4YaeTca OT npeablayLero
pedepeHca TO/IbKO Ha OAHO NOJOXKEHWE HYKNeoTUAa.

CnepoBaTenibHO, CcyllecTByeT HeobxoaAMMOCTb B COOTBETCTBYHOLWEM "CNOe XpaHeHus
reHomHon uHbopmaumn" (bopmat reHomHbIx dannoB Genomic File Format), koTopbii 6bl
obecneunsan appeKTMBHOE CKaTMe, NoAAepPKUBa BbIDOPOUHbBIM A0CTYN B CKaTol obnactu,
noaAepKMBan MHKpemeHTHoe aobaB/iieHne PasHOPOAHbIX MeTaaHHbIX B CXaToh obnactm

Ha BCEX YPOBHAX Pa3/IMUHbIX 3TanoB 06paboTKM reHOMHbIX AaHHbIX.

Hactoswee wu3obpeteHMe obecneymMBaeT pelleHMe ANA  YCTPAHEHWUs OrpaHUYeHui
CYLLECTBYIOLLErO YPOBHA TEXHWKM C MOMOLWp cnocoba, YCTPOMCTB M KOMMbIOTEPHbIX

nporpamm, 3asiBNEHHbIX B Npuiaraemon dopmyne nsobpeteHus.

Cnucok duryp

®durypa 1. OcHOBHble 3Tanbl TUMUYHOIO TEHOMHOIO KOHBeMepa W COOTBETCTByHOLME
dopmaTtbl dpainnos.

durypa 2. Bsaumocsazb mexay Havbonee 4acto MCnonb3yembiMn GOpmMaTaMmu reHOMHbIX
daiinos

durypa 3. Cxema cbOpKU pUAOB FEHOMHOW MOCNEA0BATE/IbHOCTU B BECb WJIM YAaCTUUHbIN
reHom nocpeacTsom cbopku de-novo Uan BbipaBHUBaHUA C pedepeHCom.

durypa 4. Cxema pacyeTa TMOJIOKEHMN KapTUPOBaHMA pPuUAaOB Ha pedepeHCHOM
nocnefoBaTebHOCTM.

durypa 5. Cxema pacyeTa pacCTOAHUI CNapMBaHWA pUaoB.

durypa 6. Cxema pacyeTa olIMOOK cnapMBaHus.

®urypa 7. Cxema KOAMPOBaAHMA PAaCcCTOAHWIM CNAapuBaHuKA, KOraa napa pyvaa KapTupyeTca Ha
ApPYroi xpomocome.

®urypa 8. Puabl nocneaoBaTe/ibHOCTU MOTYT BbITb NOJIyYeHbI M3 NMEPBOM AN BTOPOMN Lenu

AHK reHoma.
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durypa 9. Pua, KapTMpOBaAHHbIA Ha UENU 2 MMEEeT COOTBETCTBYWLIMK pua-obpaTHbIN
KOMMN/IEMEHT Ha uenu 1.

durypa 10. YeTbipe BO3MOMHbIX KOMOMHaUWM PUAOB, COCTaBAAKWMX Napy puaoB, M
COOTBETCTBYIOLLEEe KOANPOBAHUE B C/10e rcomp.

durypa 11. Cxema koauposaHua N HecoBnageHUi B cnoe nmis.

durypa 12. Mpumep 3ameH B KApTUPOBaAHHOM Nape puaos.

durypa 13. [lonoxeHuMa 3ameHbl MOryT OblTb paccyMTaHbl Kak abCoNoTHble WK
anddepeHumnanbHbie 3HaYeHus.

durypa 14. Cxema pacyeta CUMBOJIOB, KOAMPYOLWMX 3aMmeHbl, 6e3 kogos IUPAC.

durypa 15. Cxema KOgMpPOBaHMA TUNOB 3aMeHbI B ¢/10e snpt.

durypa 16. Cxema pacueTa CMMBONOB, KOAMPYIOLWMX 3ameHbl, ¢ kKogamu [UPAC.

Ourypa 17. AnbTepHaTMBHaA MCXOAHaAa moZenb AJ1A 3aMeHbl, rae KOAMPYHTCA TO/bKO
NONOXEHUA, HO UCNO/b3YETCA OAMH C/ION Ha KaXKablM TUM 3aMeHbI.

durypa 18. KognposaHue 3ameH, BCTaBOK M Aeneuui B nape puMAaoB Knacca |, korga Kogpbl
IUPAC He ucnonb3ytoTca.

durypa 19. KogupoBaHue 3ameH, BCTaBOK W Aeneumi B nape puaoB Knacca |, Korga
ncnonb3ytotrca kogbl IUPAC.

durypa 20. CTpyKTypa 3aronoBKa AaHHbIX TeHOMHOM MHpOpMaLMu.

durypa 21. lhaBHaA WHAEKCHas Tabnuua COAEPXUT MNONOXKEHUA B pedepeHCHbIX
nocneAoBaTeNbHOCTAX NEPBOro puaa B Kaxgom 610ke goctyna.

durypa 22. Npumep yactuyHon MIT (rnaBHOM WMHAEKCHOW Tabauubl), NOKa3bIBaKOLLEN
NONOXEHUA KAaPpTUPOBaHMA NepBoro puaa B Kaxxgom AU pos knacca P.

durypa 23. JlokanbHaA WHAEKCHaA Tabiuvua B 3aro/lOBKe C/1I0A ABAETCA BEKTOPOM
ykasaTtenen Ha AU (6bnoKke gocTtyna) B Nosie3HOW HarpyskKe.

durypa 24. Mpumep NOKanbHOM MHAEKCHOM TabnLpl.

durypa 25. dyHKUMOHANbHAA CBA3b MEXAY [MTaBHOM MHAEKCHOW Tabauuen u NoKabHbIMM
MHAEKCHbIMU Tabnuuam

®urypa 26. bnoku AocTyna coctaBneHbl M3 HNOKOB AaHHbIX, NPUHAA/EXKALWMX HECKONbKUM
(mHOxecTBY) cnoam. Cnom cocTaBneHbl U3 6/10KOB, NOAPA3AE/IEHHbIX HA NMaKeTbI.

durypa 27. TeHoMHbIN 610K gocTyna Tuna 1 (coaep:Kawuii MHGOPMALIMIO O MOJIOKEHUAX,
CnapuBaHuK, O6pPaTHOM KOMMIEMEHTE U A/IMHE PUAA) YNAKOBbIBAETCA U MHKAMCY/IMPyeTCcs B

MYNbTUNNEKC TEHOMHDbIX AdHHbIX.
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durypa 28. bnoKu pocTyna COCTOAT M3 3aro/IoBKa M MYJ/IbTUNNEKCUPOBaHHbIX G10KOB,
NPUHagNexKawmx K o4HOMY UM bonee Cnoam OAHOPOAHbLIX AaHHbIX. Kaxabii 610K moxkeT
COCTOATb M3 ogHOoro unu 6Honee nakeToB, coAep)Kawux ¢aKTMYeckue AeCcKpUnTopbl
reHoMHOM uHpopmaumm.

durypa 29. CtpykTypa 610K0oB aoctyna Tuna 0, KOTOpbIe He AO0JIKHbl CCbINATbCA Ha KaKyto-
nmMbo uHbopmauuio, nocTynawllyro M3 Apyrmx O6/I0OKOB AocTyna Aas AocTyna Wau
OeKOAMPOBaHMA MU J0CTyna.

durypa 30. CtpykTypa 610K0B gocTyna Tmna 1.

durypa 31. CTpyKTypa 6/10KOB AOCTYNa TMNA 2, KOTOPbIe coAepKaT AaHHble, CCblatoLmecs
Ha 610K goctyna TMna 1. 310 nonoxeHus N B 3aKOAMPOBAHHbIX pUAAX.

durypa 32. CTpyKTypa 6/10KOB AOCTyNa TMNa 3, KOTOpbIe coaepKaT AaHHble, CCblaatoWwmecs
Ha 610K gocTyna Tuna 1. 3To NONOXKEHUA U TUMbI HECOBNAAEHWUIN B 3aKOAMPOBaHHbIX pUAAX.

durypa 33. CTpykTypa 6/710K0B AOCTyna TMna 4, KOTOpble CoAepKaT AaHHble, cCbinakLlmecs
Ha 610K gocTyna Tuna 1. 3To NONOXKEHUA U TUMbl HECOBNAAEHWUA B 3aKOAMPOBAHHBIX PUAAX.

durypa 34. MNepsble NATb TUNOB 6/10KOB AOCTyNa.

durypa 35. bnokn poctyna TMna 1 ccbinawoTca Ha 610Kk goctyna tvuna 0, KoTopble
HeobxoAMMO AeKOAMPOBaTh.

durypa 36. Bnokn goctyna TmMna 2 ccblnatTca Ha 610ku goctyna tuna 0 u 1, KoTopble
HeobxoAMMO AeKOAMPOBaTb.

durypa 37. bnokn goctyna TmMna 3 ccblnawTca Ha 6n10ku goctyna tuna 0 m 1, KoTopble
HeobxoAMMO AeKOAMPOBaTh.

durypa 38. bnokn goctyna tmna 4 ccblnatoTca Ha 6n10ku goctyna tuna 0 m 1, KoTopble
HeobXxoAMMO AEeKOAMPOBaTh.

durypa 39. Bnokn  poctyna, Heobxoaumble  ANS  AEKOAMPOBaHUA p1naos
nocnefoBaTe/ibHOCTM €  HeCcoBNageHWMAMM, KapTUPOBAHHbIMM Ha BTOPOM CerMeHTe
pedepeHcHOM nocneaoBatenbHoct (AU 0-2).

durypa 40. HeobpaboTaHHble [AaHHble TEHOMHOW MOC/AEA0BaTENbHOCTU, KOTOpPble
CTAHOBATCA AOCTYNMHbIMM, MOTYT ObITb MHKPEMEHTHO A06aBNEHbI K paHee 3aKOAMPOBaHHbIM
F€HOMHbIM AAHHBIM.

durypa 41. CTpyKTypa [aHHbIX Ha OCHOBe O/IOKOB A0CTyrna MO3BO/AET HayaTb aHaau3

reHOMHbIX AaHHbIX A0 3aBepleHUA Npouecca CEKBEHNPOBaAHUA.
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durypa 42. Hosblit aHanus, BbINOJIHEHHbIA Ha YXe CYWECTBYWLIMX [AaHHbIX, MOXeT
O3HauyaTb, YTO puapl nepemelyeHbl 3 AU tTmna 4 8 AU tuna 3.

durypa 43. BHOBb creHepupoBaHHble AaHHblE aHa/IM3a MHKANCyAMpPoBaHbl B HOBbIM AU Tuna
6, n B MIT co3gaeTca COOTBETCTBYHOLMNA MHAEKC.

durypa 44. MepekoaupoBaHUe AaHHbIX B CBA3M € nybauKaumen HoBOM pedepeHCHOM
nocneaoBaTesibHOCTU (reHoma).

durypa 45. Kak puabl, KapTMpOBaHHble B HOBOW FrEHOMHOM 06/1aCTU C NyYILUMM KavyecTBOM
(Hanpumep, 6e3 uHaenos), nepemellatorca us AU tuna 4 8 AU tmna 3.

durypa 46. B cnydyae obHapyKeHMA HOBOro MECTOMOJIOKEHUS KapTupoBaHua (Hanpumep, ¢
MEHbLIMM KONMYECTBOM HECOBMNAAEHWUM) CBA3aHHble pUabl MOTyT ObiTb NepemelleHbl U3
oaHoro AU B gpyroi AU Toro e tuna.

durypa 47. M3bupaTenbHoe WKMPOBAHME MONKET NPUMEHATLCA K 6a0Kam agoctyna tuna 4
TO/IbKO B TOM CJ/ly4ae, eC/iM OHU COAepKaT YyBCTBUTENbHYIO MHPOPMALMIO, NOAENKALLYIO
3awmumTe.

®urypa 48. UHKancynAumMa [aHHbIX B TEHOMHOM My/bTUNAEKCe, rae oauH wuau bonee
reHOMHbIX HabopoB AaHHbIx 482-483 coaepaT reHOMHbIe NOTOKM 484 U CNUCKKU NMOTOKOB
reHOMHbIX AaHHbIx 481, Tabnuubl KapTUPOBaHUA HabOPOB TFeHOMHbIX AaHHbIX 485 wu
TabuLbl KapTMpOBaHUA pedepeHCHbIX naeHTUdUKaTopoB 487. Kaxabi reHOMHbIN MOTOK
COCTOMT M3 3aronoBka 488 n 6n10KoB aocTyna 486. BAOKM AOCTyna MHKaNcyamMpyT 6/10KM
489, KoTOpble cOCTOAT M3 NnakeTos 4810.

durypa 49. Cxema 06pabOTKM MCXOAHBIX AAHHbIX FTEHOMHOW MNOCAeA0BaTeNbHOCTU WM
BbIPOBHEHHbIX T€HOMHbIX AAHHbIX A/1IA WHKANCyAAUMM B TEHOMHbIA MynbTUNAEKC. OnA
NOArOTOBKM AAHHbIX A8 KOAMPOBAHMA MOTYT ObiTb HEOOXOAMMbI 3Tanbl BblPaBHUBAHUA,
NOBTOPHOrO BblpaBHMBAHUA, cOOpKU. CreHepupoBaHHbIE C/IOM MHKaNCy/MpyroTca B H610KM
AO0CTYNa N MyJIbTUMIEKCUPYIOTCA TEHOMHBIM MY/IbTUM/IEKCOPOM.

durypa 50. FeHOMHbIM aemynbTuniekcop (501) u3snekaeTr cnou 6A0KOB AocTyna w3
reHOMHOTO MY/IbTUMJIEKCA, OAMH JeKodep Ha Kaxabii tmn AU (502) wu3Bnekaet
[leCKPUNTOPbI FeHOMa, KoTopble 3aTtem Aekoaupytotca (503), B pas3nunuyHble T€HOMHbIEe

dopmaTbl, Takue Kak, Hanpumep, FASTQ n SAM/BAM.

Noapo6Hoe onucaHue
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Hactosliee w3ob6peTteHne onucbiBaeT dopmaT danna ¢ MyJbTUNNEKCUPOBAHUEM M
COOTBETCTBYOWME OGNOKM [0CTyNa, KOTOpble AO/MKHbI MCMNOAb30BaTbCA A/ XPAaHEHWUA,
TPaHCNOPTUPOBKMK, AocCTyna M 06paboOTKM FeHOMHOM WAM NPOTEOMHOW WHbOpMaLuK B

dopme nocnenosaTebHOCTEN CUMBOJIOB, NPEACTABAAOLMX MOEKY/IbI.

3TU MOJEKY/bl BKAKOYAIOT, HaNnpUMep, HYK/IeOoTUAbl, aMUHOKUCIOTbI U 6enku. OgHum u3
Hanbonee Ba)KHbIX  3/1€MEHTOB MHPOpMaLmu, npeacTaB/eHHbIX B BMAE
nocnenoBaTeIbHOCTH CMMBOJIOB, ABNAIOTCA [aHHble, reHepupyemble
BbICOKOMPOM3BOAMUTENbHBIMU YCTPOMUCTBAMM A/151 CEKBEHUPOBAHWA reHOMa.

FeHom no6HOro KMBOro opraHMama obblYHO NMpeacTaBNAeTCA B BUAE NOCAeA0BaTE/IbHOCTH
CUMBOJIOB, BbIPaXKaloLMX LENOYKY HYKNEMHOBbIX KUCIOT (OCHOBaHMIM), XapaKTepusyoLmx
9TOT opraHu3m. CoBpemeHHOe COCTOAHWE TEXHO/IOTUM CEeKBEHUMPOBAHUA reHoMa CnocobHO
co34aBaTb TO/IbKO PpparMeHTUPOBaHHOE NpeacTaB/leHMEe FeHOMa B BUAE HECKO/bKUX (A0
MWINNAPA0B) CTPOK HYK/IEMHOBbBIX KMCOT, CBA3AHHbIX C MeTaZaHHbIMK (MaeHTUdUKaTOpBI,
YPOBEHb TOYHOCTU M T.A.). TaKMe CTPOKM 06bIYHO Ha3bIBalOT "puabl nociegosaTebHOCTH"
nnv npocto "puapl”.

TUNUYHbIE 3TaNbl XM3HEHHOTO LMKAA TEHOMHOM WMHPOPMAaLMM BKIOYAKOT MU3B/IEYEHME,
KapTMpPOBaHWe W BblpaBHWBaHWE, OOHApy)KeHWe BapWaHTOB, AaHHOTALUMIO BapWaHTOB U
dYHKLUMOHaNbHO-CTPYKTYPHbIM aHanu3 puaos nocnegosatensHocten (cm. dur 1).
N3BneyeHne puaoB nocnefoBaTe/bHOCTM - 3TO Npouecc (BbIMOJHAEMbIN Ye/N0BEKOM-
onepaTtopom WM MaLUMHOM-CEKBEHATOPOM) npeacTaB/ieHUAa GparMeHTOB TeHeTUYECKOM
WHPOpMaLMM B BUAE NOCNEA0BaTE/IbHOCTEM CUMMBO/IOB, NPEACTaBAAOWMX MOJEKY/b,
cocTaBnawlMe buonornyeckuini obpasel,. B ciyyae HyKNEMHOBBIX KUC/IOT TaKMe MOJIEKY/Ibl
Ha3bIBatoTcA "Hykneotuaamu”. MNocneaoBaTeIbHOCTM CUMBOJIOB, NMOJIYYEHHbIE B pe3y/bTaTte
n3BseYeHun, ob6bIYHO HasbiBalT "puaamu”. 3Ta MHbOpmaumsas OObIMHO KOAMpyeTcA B
npeawecTBYIOLLEM YPOBHE TEXHWKM B Buae dannos FASTA, BKAOYAKIIMX TEKCTOBbIN
3aro/I0BOK M MOC/1eA0BaTe/IbHOCTb  CMMBO/IOB, MPeACTaB/AOWMX CEKBEHUPOBAHHbIE
MOJIEKY/IbI.

Korpa 6uonormyeckmin obpasel, CEKBEHUPYIOT A/1A U3B/EYEHUA U3 KUBOTO opraHuama HK,
andasuTt coctouT U3 cumeonos (A,C,G,T,N).

Korna 6uonorvyeckmin obpasel, CeKBEHUPYHOT AA U3BAEYEHUS U3 KUBOTO opraHmama PHK,

andasuTt coctouT U3 cumeonos (A,C,G,U,N).
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B cnyyae pacwwupeHHoro Habopa cumBosioB |UPAC, cekBeHaTOp TaKe reHepupyeT Tak

HasblBaemble "KoZbl HeOAHO3Ha4yHOCTM", M andaBuT, UCNOAb3yeMbli A/ CUMBOJIOB,

COCTaBAAKLLMX puabl, coctouT u3 cumsosnos (A, C, G, T, U, W,S, M, K,R,Y,B, D, H, V, N unum -

).

Koropa Koabl HeogHo3HayHocT |UPAC He WMCNonb3yroTcs, C KakAaoW MpoYUTaHHOM

nocnefoBaTeIbHOCTLIO MOXeT ObITb accouMMpoBaHa NoOcCnea0BaTe/IbHOCTb NOKasaTenewn

KayecTBa. B TaKom cnyyae pelweHUA NpeawecTBYOWEro YpOBHA TEXHWKM KOAMpyloT

nonyyeHHywo unHpopmaumo B Buae damnna FASTQ. YcTpoWcTBa CEKBEHUMPOBAHUSA MOTYT

BHOCUTb OLWMOKM B puae nocnenoBaTeNlbHOCTH, TaKME KaK:

1. wnpeHTMdMKaUMA HenpaBUAbHOTO CUMBOMA (TO eCTb, NPeACTaBAAOWEro ApPYyryto
HYKNEMHOBYKO KWUCNOTYy) ANnA 0603HauyeHWA HYK/IEMHOBOM KUCNOTbl, GaKTUUYECKM
NPUCYTCTBYIOLLEN B CEKBEHMpPOBaAHHOM obpa3ue; obbl4HO 3TO Ha3biBaeTcA "owubka
3ameHbl" (HecoBnaaeHue);

2. vHcepuuAa AOMNONHUTE/IbHbIX CUMBONOB B OZLHOM puae nocnefoBaTe/IbHOCTU, KOTOpble
He OTHOCATCA K KaKoM-IM60 baKTUYECKM NPUCYTCTBYIOWLEN HYK/IEMHOBOMW KUCNOTE;
06bI4HO 3TO Ha3biBaeTcA "ownbKa nHcepumm”;

3. pgeneuua U3 OAHOrO puaa NocneaoBaTeslbHOCTM CMMBOJIOB, MPeACTaBAAIOLWMX
HYKNEMHOBbIE KWUCNOTbI, KOTOpble GaKTUYEeCKM MNPUCYTCTBYIOT B CEKBEHWPOBAHHOM
obpasue; o6bIMHO 3TO HasbiBaeTcA "owmnbka ageneumn”;

4. pekombuHauma opaHoro wunu 6onee dparmeHTOB B OAMH parmeHT, KOTOPbIN He
OTpaXKaeT peasbHOCTb UCXOAHOW NOC/IeA0BaTEIbHOCTY.

TepmuH "nepekpbiBaHue" UCMNONb3yeTca B AuTepaType AA KOJMYECTBEHHOU OLEHKU

CTENEHM, B KOTOPOW pedepeHCHbI TEHOM UM ero 4acTb MOTYT ObITb NEPEKPbITbI AOCTYNHOM

nocneAo0BaTeNbHOCTbIO puaa. NepeKkpbiBaHME Ha3bIBaeTCA:

e yacmuyHbiM (MeHee yem 1-KpaTHbIM), KOTAa HEKOTOPbIE YacTu pedepeHCHOro reHoMa He
KapTMpPOBaHbl HA OAHUM AOCTYMHbLIM PUAOM NOCNEA0BaTE/bHOCTH

e 00HOKpamHbiM (1x) Korga Bce HyK1eoTuabl pedepeHCHOro reHoOMa KapTMpOBaHbl O4HUM
M TONbKO OAHUM CMMBOJIOM, MPUCYTCTBYIOLWLMM B pUAe Nocies0BaTelbHOCTH

o MmHo20KpamHbiMm (2X, 3Xx, NX) KOraa Kaxabli Hykneotua pedepeHCHOro reHoma

KapTMPOBaH HECKO/IbKO pas.
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TepmuH "BblpaBHMBaHME noc/efoBaTelbHOCTEN" OTHOCUTCA K MPOLEcCY ynopsaAoyYeHus
pPUAO0B NOC/eA0BaTeIbHOCTM NyTEM HaXOXAeHWA obnacTelt CXxoAcTBa, KOTOpPbIe MOTYT bbiTb
cneactBueM  GYHKUMOHANbHBIX, CTPYKTYPHbIX WM 3BOJIOUMOHHBIX CBA3EW MeEXAy
nocnegoBatenbHOCTAMU. Koraa BblpaBHMBaAHME BbIMOHAETCA CO CCbIIKOM Ha paHee
CYWLEeCTBYIOILIYO HYKNEOTUAHYKD MOC/AeA0BaTeNbHOCTb, Ha3blBaemylo "pedepeHCHbIN
reHom", 3TOT NpoLecc HasblBaeTcA "KapTupoBaHue". BbipaBHMBaHME NOCNeA0BaATE/IbHOCTEN
TaKKe MOeT b6bITb BbINO/IHEHO 6e3 paHee CyllecTBOBaBLIEN Noc/ieA0BaTe/IbHOCTH (TO ecTb
pedepeHCHOro reHoma), B TaKUxX C/y4daax npouecc U3BecTeH B NpezLecTBYIOLEM YPOBHe
TEXHWKM KaK BblpaBHMBaHMe "de novo". M3BeCTHble pelleHua XpaHAT 3Ty uHPopmaumio B
dannax SAM, BAM wuam CRAM. KoHuenuua BblpaBHWMBaHMA MocneAoBaTe/bHOCTEN ANS

BOCCTAHOB/IEHUA YaCTUUYHOTO UM NOJIHOTO reHoMa M3obpaxkeHa Ha Purype 3.

[eTekTUpOBaHWe BapMaHTOB (TaKKe Ha3blBaeMoe onpeaeeHneM BapuaHToB) - 3TO npoLecc
npeobpasoBaHUA  BbIPOBHEHHbIX pPe3y/bTaTOB  CEKBeHaTOpoB  (puAbl, CO34aHHble
yctpovictBamm  NGS M BbIPOBHEHHble), B CBOAKY YHWKa/bHbIX XapaKTepUCTUK
CEKBEHMPYEMOTO OpraHu3ama, KOTopble He MoryT ObiTb HalAaeHbl B ApPYrUX paHee
CYLLECTBYIOWMX NOC/eA0BaTeNbHOCTAX UAM MOXET 6biTb HalgeHa TONbKO B HECKONbKUX
paHee  CyLecCTBYKWILIMX NOCNeA0BaTENbHOCTAX. ITW  XapaKTEPUCTUKM  Ha3blBalOTCA
"BapMaHTamn", NOTOMY YTO OHM BblpaKeHbl KaK pPasinumMa Mexay reHOMOM UCCaeayemoro
opraHuama u pedepeHCHbIM reHOMOM. B pelueHuAx NnpeawecTBYOWErO YPOBHA TEXHUKM 3Ta
nHbopmauma xpaHutca B daine onpeaeneHHoro dopmaTa, KOTOPbIM HasbiBaeTcA dpaniom
VCF.

AHHOTaUMA BapuMaHTOB - 3TO MNPOLECC MNPUCBOEHUS OJYHKLMOHANbHON WHbOpMaLUn
FTEHOMHbIM BapuaHTam, MAEHTUOUUMPOBAHHBIM MPOLLECCOM ONpeaeneHna BapuaHToB. 3T0
noapasymeBaeT KNacCMOMKaLMIO BapuMaHTOB MO WX OTHOWEHUK K KOAUPYHOLMM
nocnea0BaTe/IbHOCTAM B TEHOME U MO MX BIMAHWUIO Ha KOAMPYHOLLYHO NOC/1e40BaTe/IbHOCTb U
TeHHbIM NPOAYKT. B npeallecTByOlIEM YPOBHE TEXHMKM OHa OObIYHO XpaHuTca B daine

MAF.

Mpouecc aHanusa uenen AHK (BapuanToB, CNV = BapualuMii Yncia KONMUK, METUIMPOBAHUA

M T.4.) ONA onpeaeneHua UX CBA3U C PYHKUMAMU U CTPYKTYpou reHoB (u 6enkos)
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Ha3blBaeTcA QYHKLUMOHA/IbHBIM MW CTPYKTYPHbIM aHann3om. B npeawectsyowem ypoBHe

TEXHUKUN CYLLECTBYET HECKOJ/IbKO Pa3/IMYHbIX pEUJEHVIl‘;I ANnAa XpaHeEHUA 3TUX AdHHbIX.

dopmart ¢paiina reHomHol MHpopmauum

N306peTeHne, pacKpbITOoe B 3TOM [OKYMEHTE, COCTOUT B ONMpPeesIeHUN CTPYKTYPbl CXKaTbIX
AaHHbIX ANA npeacTaBneHus, o6paboTKM, MaHUMNYIMPOBAHUA W Nepefadn [AaHHbIX
CEKBEHWPOBAHMA FEHOMA, KOTOpPble OT/IMHAOTCA OT pelleHWn NpellecTBYOLLEero ypoBHsA

TEXHUKM NO MEHbLUEN mepe B cieayrowmx acnekTax:

JtoT dopmaT He 3aBUCUMT OT Kakux-nmbo wu3BecTHbix ¢GopmaToB MpeacTaBAeHuUA

reHomMHou nHbopmaumuu (Hanpumep, FASTQ, SAM).

- OH peanusyeT HOBYD OpPWUIMHANbHYIO KAAacCUPUKALMIO TEHOMHbIX [AaHHbIX W
MeTaZlaHHbIX B COOTBETCTBMM C WX KOHKPETHbIMU  XapaKTepucTukamu. Pugbl
nocneaoBaTeslbHOCTM  KapTUMPOBaHbl € pedepeHCHOM NocneaoBaTeNlbHOCTbIO M
CrpynnuUpoOBaHbl B OTAE/IbHble KNacCbl NO pe3ynbTaTaM Npouecca BblpaBHMBaHUA. 3TO
NO3BONAET MOJYYUTb KIACCbl AaHHbIX ¢ 6osee HU3KOM MHPOPMALMOHHOW SHTpONMUeNn,
KOTopble MOXHO 6onee 3pHeKTUBHO KOAMPOBATb, NMPUMEHAA Pa3/INYHbIe KOHKPETHbIe
aNropUTMbI CXKaTUA.

- - OH onpegensaer CUHTAaKCMYECKME 3/€MEHTbl M COOTBETCTBYHOLMM  Mpouecc

KOOMPOBaHUA/OEKOANPOBaHUA,  MNepedalolWmin  puabl  NOCAeA0BaTENbHOCTU U

WHPOpMaLMIO BbIpaBHMBAHUA B MpeAcTaB/ieHWe, KoTopoe no3BosdeT 6osnee

adpdekTMBHO 06pabaTbiBaTh A1A NPUNOKEHUIN NOC/IeAYIOLLEro aHaAn3a.

Knaccudurauma puaoB B COOTBETCTBUM C Pe3y/IbTaTOM KapTUPOBaHMA U KOAMPOBAHUE UX C
MCNONb30BaHWEM [OECKPUNTOPOB /1A XPaHeHMA B c/oAx (CNOW  MONOMKEHWUH, C/lOW
PacCcTOfHMA CMapuBaHUA, C/IOM TUMOB HECOBNAAEHWA W T.4., M T.M.) AalT caegywouime

NnpenmyLLecTBsa:

e VYMmeHblleHWE WHPOPMALMOHHOM ISHTPONMWUM, KOTAA Pas/IMYHbIE CUHTAKCUYECKUE
9N1E€MEHTbI MOAENINPYHOTCA KOHKPETHOW MOZE/NbI0 UCTOYHMKA.

o bonee 3ddeKTUBHLIN AOCTYN K AAHHbIM, KOTOPbIE Y¥Ke OpraHM30BaHbl B rpymnmnbl/cioun,
KOoTOpble MMeT ocoboe 3HaYeHUe A/A MOCAeAYHLMX 3TanoB aHaan3a U K KOTOPbIM

MOXHO Noy4YnTb A0CTYN OTAE/1bHO U HE3ABUCUMO.
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Hanuuve moaynbHOM CTPYKTYPbl AAHHbIX, KOTOPas MOMKeT 0OHOBAATHCA MHKPEMEHTHO,
nytem AocTyna TOAbKO K Heobxoaumol wuHpopmauum 6e3 HeobxoaAumocTH
AEKOANPOBAHUSA BCETO COAEPHKMUMOTO AAHHbBIX.

feHOMHasa MHbOPMaLLUMA, co3[aBaeman CEKBEHAaTOPamMM, MO CyTU cBoel U3bbIToYHa U3-3a
XapaKTepa camol 3ToM MHPOopMaLUM U HEOBXOAMMOCTU CHUXKEHUS OLUIMOOK, NPUCYLLUX
NMpoLeccy CEeKBEHUPOBAHWUA. ITO MNogpasymeBaeT, UTO pesieBaHTHaA TeHeTUYecKas
nHbopmauma, KoTopaAa [AO/MKHA OblTb MaeHTUPUUMPOBaAHA W NpoaHaAM3MPOBaHa
(Bapnaummn oTHOCUTENbHO pedepeHca), cocTaBaseT /MWb HeboNbly  4YacTb
Npou3BeAEeHHbIX  AaHHbIX.  dopmaTtbl  NpeacTaB/NeHUMA  TEHOMHbIX  AaHHbIX
NpeALWwecTBYIOLWLEro YpOBHA TEXHWKM He npegHasHauyeHbl A8  TOro, 4Ttobbl
"M3onMpoBaTh" 3HaUMMYO MHbOPMALMIO Ha AaHHOM 3Tane aHanu3a OT OCTa/ibHOWM
MHbOpMaL MK, YTOObI caenaTb ee BbICTPO AOCTYMHOW ANA NPUNOXKEHUI aHaIM3a.
PeweHune, npepnaraemoe packpbITbiIM M306peTeHnem, COCTOUT B TOM, 4TOObI
NpeacTaB/ATb FEHOMHbIE AaHHble Takum obpasom, 4Tobbl N0bas peneBaHTHasA 4YacTb
AaHHbIX Obl/1a IETKO AOCTYNHA ANA NPUIOKEHMN aHann3a 6e3 HeobxoaMmMoCcTu AocTyna
M PacnakoBKWU BCEN COBOKYMHOCTU AaHHbIX, U U3BbITOYHOCTb AaHHbIX 9dPeKTUBHO bbina
yMeHblleHa nyTem 3¢GPeKTUBHOrO CaTuA, YToObl MUHMMM3IMPOBaATb HEOBXOAUMBbIN

ob6bem NamATU U LUIMPUHY KaHana nepeaauyu.

KntoueBbiMu 31eMeHTaMm M306peTEHVIH ABNAKOTCA:

1. Cneuuduraums dopmata ¢aiina, KoTopbi "COAepUT' CTPYKTYPUPOBaHHbIE W

BbIBOPOUHO AOCTYMHbIE 3/IeMEHTbI AaHHbIX (610K aocTtyna (AU) B cxkatom Buae). Takoi
NnoAxo4, MOXHO pacCMaTpuBaTb Kak NPOTMBOMO/IOXKHOCTb NOAXOA0B NpeLecTBYOWEro
YPOBHA TexHWKM, Hanpumep SAM wn BAM, B KOTOpbIX AaHHble CTPYKTYPUPYIOT B
HecxXaTom BuAe, a 3aTemM BecCb ¢aiin cxkumatoT. [lepBoe o4YeBUAHOE NPEUMYLLECTBO
9TOr0 NOAX0Aa 3aK/NHYAETCA B HAa/IMUMU BO3SMOMKHOCTU IPPEKTUBHO U €CTECTBEHHBIM
obpazom npenoctaBnATb pasnnyHble GOpPMbl  CTPYKTYPUPOBAHHOIO BblIOOPOYHOIO
AOCTyNa K 3/1eMEHTaM AaHHbIX B CXKAaTOM [OMEHE, YTO HEBO3MOXHO W/IM Ype3BbI4alHO
Heyao06HO B NoAxoAax NpeaLlecTBYOLLErO YPOBHA TEXHUKU.

CTpyKTYypUpOBaHME TreHOMHOM WHbOPMALUM B KOHKpETHble "cnou" OaHOPOAHbIX
[AaHHbIX W MeTafaHHbIX MPeACTaB/iAeT 3HauuTe/lbHOE MNpPEeMMYLLECTBO, MO3BO/IAA
onpeaenATb Pas/IMYHble MOAENN WUCTOYHWKOB WHPOpPMaLMK, XapaKTepusyrliuecs

HU3KOWM 3HTpOHM€VI. Takue moaesin MOryT He TOJ/IbKO OT/IM4aTbCA OT €104 K CNOto, HO
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TaKKe MOTYT pas/inyaTbCa BHYTPU KaxKAOro C0s, KOrAa CKaTble AaHHble BHYTPWU C/I0EB
pa3buTbl Ha G/IOKM AAHHbIX, BK/AKOUYEHHbIE B 6/I0KM A0CTyna. Takoe CTPYKTYpUpOBaHue
No3BO/IAET UCNO/b30BaTb Hanbonee NoaxoaslLee CxaTUe ANA KaXKAOro Knacca AaHHbIX
WAW MEeTaZaHHbIX M WX 4YacTM CO 3HaAYMUTE/IbHbIM BbIUIPbIEM B 3PPEKTUBHOCTU
KOAMPOBaHMA NO CPAaBHEHUIO C NOAXOAAMMU NPEALECTBYOWENO YPOBHA TEXHUKMU.

3. WHdopmaumsa cTpykTypupoBaHa B 6nokax pgoctyna (AU), nostomy nwobou
COOTBETCTBYIOWMIA HabOp [AaHHbIX, MUCNONAb3YEMbIN MNPUNOKEHUAMU ANA FT€HOMHOTO
aHanusa, 3¢pdeKTMBHO UM un3bUpaTenbHO AOCTYNeH Yepe3 COOTBETCTBYlOLME
uHTepdercbl. ITM PyHKUMKM obecneumBatoT 6onee ObICTPbIM AOCTYN K AaHHbIM M

obecneunsatoT 6onee appeKTUBHYIO 06PabOTKY.

4. OnpepeneHwe TrNaBHOM WHAEKCHOW Tabnuubl WM NOKanbHbIX MHAEKCHbIX Tabnuu,

obecneunBatowmx u3bupaTenbHbIM AOCTYN K MHPOpPMaLWUKM, MEPeHOCUMOW CNoAMMU
KOAMPOBaHHbIX (TO €CTb CKaTblX) AaHHbIX, 63 HeobxoAUMOCTU AeKoAUPOBaTb BeCb
06beMm CKaTbIX AaHHbIX.

5. BO3MOHOCTb BbIMNO/IHEHUA MOBTOPHOrO BbIPAaBHUBAHWA YXKE BbIPOBHEHHbIX M CHKaTbIX
FEHOMHbIX Al@HHbIX, KOr4a ux Heob6XxoAMMO NOBTOPHO BbIPOBHATb MO CPAaBHEHMUIO C BHOBb
onyb6/MKoBaHHbIMMK pedepeHCHbIMU reHoMamm, nyTem adpdeKTUBHOrO
TPaHCKOAMPOBAHUA BbIOPaHHbIX NOPLMIA AAaHHbIX B CXKaTon obactu. Yactas nybamkaums
HOBbIX pedepeHCHbIX TEHOMOB B HacTosllee Bpemsa TpebyeT pecypcoB U BPEMEHWU A5
MPOLLECCOB TPaHCKOAMPOBAHWUA /1A MOBTOPHOrO BbIPAaBHUBAHWUA YXe CKaTbiX U
COXPaHEHHbIX FTEHOMHbIX l@aHHbIX OTHOCUTE/IbHO BHOBb OMNy6/IMKOBaHHbIX pedepeHcos,

NoTOMY YTO A0JIKeH BbITb 06paboTaH Becb 06BbEM AaHHbIX.

MeToa, OMWCaHHbIM B 3TOM [AOKYMEHTE, HanpaB/leH Ha MCNO/Jb30BaHUE WMELWMXCA
anpuoOpPHbIX 3HAaHWM O TEHOMHbIX JAaHHbIX AAA onpeaeneHus andasBuTa 31€MEHTOB
CUHTAKCUCa C YMEHbLUEHHOW 3HTpoNMel. B reHOMUKe MMerowmeca 3HaHUA NpeacTaB/eHbl
CYLLEeCTBYIOLLEN TEeHOMHOW NOC1eA0BaTe/IbHOCTbIO, 0ObIYHO - HO He 06A3aTeNbHO - TOFO Xe
6uonorMyeckoro suaa, 4To u obpabaTtbiBaemasn. Hanpumep, YesioBeYECKME TEHOMbI Pa3sHbIX
Ntogen oTanMyatoTca Tonbko Ha 1%. C apyrov CTopoHbl, 3TOT Hebonblwo obbem AaHHbIX
COAEPHMT AOCTAaTOYHO MHPOPMaUMKM ANA PaHHEW AMarHOCTUKM, MePCOHaIM3MPOBAHHOM
MeZAMUMHbI, CUHTE3a MHAWBUAYANbHbIX IEKAPCTB U T.4. JaHHoe u3obpeTeHne HanpaBAeHO

Ha onpeaeneHue d¢opmata npeacTaB/leHUAs T[EHOMHOM UWHbopmauuu, B KOTOPOM
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cooTBeTcTBYHOWAA nHbopmauua AsasetTcAa 3PpPeKTMBHO AOCTYNHOM U MEPEHOCMMOMN, a BeC

M30bITOYHON MHPOPMALMA COKPALLEH.

TexHUYecKkne NpuUsHaKu, UCMOJIb3yeMble B HAaCTOALLLEM M306peTeHnu:

1. Pa3snoxeHuWe reHOMHOM MHPOpPMaLUM Ha OAHOPOAHblE "con" MeTaflaHHbIX C LEe/bto
MaKCUMMa/IbHO BO3MOMXHOIO0 YMEHbLLIEHWUA MHGOPMALIMOHHOW SHTPONUK;

2. OnpegeneHve rNaBHOW MHAEKCHOM Tabnuubl W NOKaNbHbIX MHAEKCHbIX Tabauu ana
obecneyeHna u3bupaTenbHOro AOCTyNa K CAOAM KOAMPOBAHHOM MHPopmauum 6es
Heob6X0AMMOCTM AEKOANPOBAHMA BCEN KOANPOBAHHOM MHbOPpMaLUK;

3. BHeapeHue pasnMYHbIX MCXOAHbIX MOAE/NeN U SHTPOMUIMHbIX KOAEPOB A1 KOAMPOBAHUA
9N1eMEHTOB CMHTAKCcUCa, NpUHaANeKallMX pa3HbIM CI0AM, ONpeaesieHHbIM B MyHKTe 1;

4. OpHO3HauyHOE COOTBETCTBME MeXAy 3aBUCUMbIMUM  cloAMM  ana  obecnedeHus
n3bupatenbHOro AOCTyNa K AaHHbIM 6e3 HeobXoAMMOCTU AEKOANPOBATL BCE C/I0M, €C/U
3TO He TpebyeTcs;

5. OunddepeHumanbHoe KOAMPOBAHME NO OTHOLIEHUIO K OAHOM unn Gonee aganTUBHbLIM
pedepeHCHbIM NocneaoBaTeNbHOCTAM, KOTOpble MOryT 6biTb MOAUPUUMPOBAHLI ANA
YMeHbLUEeHMA 3HTponuu. locne nepsBoro KOAMPOBaHUA Ha OCHOBaHUM pedepeHca
3aperncTpmMpoBaHHble HecoBnaaeHus moryT MCNONb30BaThCA ana
"apgantaunn/moandukaummn" pedepeHcHbIX MnocneaoBaTeslbHOCTEN ANA AanbHeWLwero
YMEHbLUEHMA WHOOPMALMOHHON SHTPONMU. ITOT MNPOLECC MOMXKET BbINOHATLCA

UTEPaATUBHO, MOKa YMeHbLUeHMEe MHPOPMALMOHHOM SHTPOMNUU ABAETCA 3HAUYMMBbIM.

Y106bl pewuTb BCe BbllleyKasaHHble Npobaembl NpeALlecTBYHOLULEro YPOBHA TEXHUMKU (cC
TOYKM 3peHuA 3PPEKTUBHOIO AOCTYNA K Cay4yaliHbIM NOAOXeHUsam B daiine, apdbeKTMBHOM
nepesaun M xpaHeHusi, OPbEKTMBHOIO  CXaTuA),  HacTosllee  u3obpeTeHue
nepeynopsazoyuMBaeT M YNaKoBbIBaeT BMeCTe [aHHble, KOTOpble sABAAOTCA 6Honee
OAHOPOAHBIMU /UM CEMAHTUYECKM 3HAUYMMbIMKU A1 TPOCTOTbI 06PabOoTKM.

HacTtoAwee usobpeTeHWe TaKKe peanusyeT CTPYKTYpPYy AaHHbIX Ha OCHOBE KOHLEMNUWUM

"6noKa goctyna" u MynbTUN/IEKCUPOBAHUA PesIeBAHTHbIX AAHHbIX.
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FeHOMHbIe AaHHble CTPYKTYPUPOBaHbl W 3aKOAMPOBaHbl B pas3/iMyHble G10KM AocTyna.

[anee cnepyeT onucaHuWe TFeHOMHbIX AaHHbIX, KOTOPble COAEP:KaTCA B pasHbix G10Kax

Aoctyna.

Knaccndpmkauma reHOMHbIX AaHHbIX

MonyyYeHHble C MOMOLLbIO CEKBEHATOPOB PUAbI NOC/Ie40BaTENbHOCTU KnaccuduumpyoTcs B

COOTBETCTBMMU C PACKPbITbIM M3006peTeEHMEM Ha 5 pasnunuyHbIX "KnaccoB" no pesynbTaTam

BblpaBHMBAHUA OTHOCUTE/NIbBHO OAHOU unu 6oneen pedepeHCHbIX NOcAea0BaTE/bHOCTEN

NN TEHOMOB.

Mpu BblpaBHMBaHUK nocnegoBaTenbHOCcTM JHK HyKN1eoTMA0B OTHOCUTENBHO pedepeHCHOM

nocneanoBaTe/lbHOCTU BO3MOMHbI MATb PE3Yy/1IbTATOB!

1.

O6HapyxeHo, 4To obnacTb B pedepeHCHOW nocneaoBaTesIbHOCTM COBMaZaeT C PUAOM
nocnenoBatesibHOCTM 6e3 Kakux-nMbo owunboK (MaeanbHoe KapTupoBaHue). Takan
nocneAoBaTeIbHOCTb HYKNEeoTUA0B byaeT HasbiBaTbCA "MaeanbHO coBnagatowmm pua”
nnun 0603HavaTbcA Kak "Kknacc P".

Ob6HapyeHo, uTo obnacTb B pedepeHCcHOW nocieaoBaTe/IbHOCTM COBNagaeT ¢ PUAOM
nocnenoBaTe/IbHOCTU € HECKO/IbKMMM  HECOBMAAEHWsAMM, COCTOAWMMM U3  pAaa
MOJIOXKEHWUI, B KOTOPbIX CEKBEHATOP HE CMOT ONpeAe/IMTb HU OAHOIO OCHOBaHMA (Mau
Hykneotuaa). Takume  HecoBnageHua  obosHauawTca  6HykBon  "N".  Takue
nocneaoBatesibHOCTU byayT obo3HayaTbea Kak "HecoBnagatowme N- puapl " uam "knacc
N".

Ob6HapyeHo, uTo obnactb B pedepeHCcHOW nocieaoBaTe/IbHOCTM COBNagaeT ¢ PUaoM
nocneaoBaTe/IbHOCTU € HECKO/bKMMM  HECOBMAAEHUAMM, COCTOAWMMMU U3  pAAa
MOJIOXKEHWUIM, B KOTOPbIX CEKBEHATOP HE CMOI ONpeAe/nuTb HUKAKOro OCHOBaHWA (Mau
Hykneotuaa), UM 6bino onpeaeneHo Apyroe OCHOBaHWE, HEME/UM YKa3aHHoe B
pedepeHCHOM nocneaoBaTe/NbHOCTUM. TakKoW TUM  HeCcoBNajeHWss  Ha3blBaeTcs
OAHOHYKNeoTUAHaA Bapuaumsa (SNV) uam OAMHOYHDLIM HYKIEOTUAHbLIA NOMMOpPdU3IM
(SNP). Takme nocnegoBaTenbHOCTH ByayT 0603HauYaTbcA Kak "Hecosnagatouwme M-puapbl
" nnun "Knacc M".

YeTBepTbIi KNacc COCTOUT M3 PUAOB, NpeAcTaBAAKLWMX TUMN HECOBMNAZAEHUMN, KOTOPbIN
BK/tOYaeT B ceba HecoBnageHWe Knacca M MAC HanuMuMe WMHCEPUUWU WU AeSleumu

(Tak:ke HasbiBaeMbIX WHAenNbl). NHcepuun npeactaBneHbl NOCNEA0BaTE/IbHOCTbIO M3
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OfHOTO Unun Honee HyKNEOTUMAOB, OTCYTCTBYIOWMX B pedepeHce, HO NPUCYTCTBYIOWMX B
NPOYMUTaHHOM nocnefoBaTeIbHOCTHU. B  nutepatype, Korga BCTaB/IeHHaA
nocnefoBaTeIbHOCTb HAaXOAMUTCA Ha Kpaax nocnenoBaTe/lbHOCTU, ee HasbiBaloT "MArKo
obpesaHHO" (TO ecTb HYKNEOTUbl HE COOTBETCTBYIOT pedepeHcy, HO COXPaHATCA B
BbIPOBHEHHbIX PMAAx B MPOTMBOMOJIONHOCTb "MeCTKO obpesaHHbIM" HyKneoTuaam,
KoTopble oTbpackiBatoTcsA). CoxpaHeHune uam oTbpacbiBaHMe HYKNEOTUA0B, Kak NpaBuIo,
NPOUCXOAUT NO peLleHUtd NOoNb30oBaTeNs, peann3oBaHHOMY B Buae KOHUrypauuu
WMHCTPYMEHTa BblpaBHUBaHMA. Jeneuunsa - 31o "Apipbl” (HeaocCTawoWMe HyK1eoTuabl) B
BbIDOBHEHHOM puae OTHOCUTEeNbHO pedepeHca. Takve nocnegosaTenbHOCTU ByayT
Ha3bIBaTbCA "HecoBnagaowmmm pugamu I nam "knacc 1",

5. MATbIM Knacc BK/AYaeT B cebs Bce puabl, KOTOpPble HE HaxoAAT KaKoro-1nbo
[LOCTOBEPHOrO KapTMpOBaHUA Ha pedepeHCHOM nocnesoBaTebHOCTU B COOTBETCTBUM C
YKa3aHHbIMW OrpaHUYEHUAMM BbiPaBHMBaHMA. Takne nocnefoBaTeIbHOCTM Ha3bIBAKOTCA
HeKapTUpPOBaHHbIMMK M OTHOCATCA K "Knaccy U".

HekapTupoBaHHble puabl MOXHO cobpaTb B OAHY MOCAeA0BaTe/NbHOCTb, WMCMNO/b3yA

anroputmbl  cbopkm  de-novo. [locne co3gaHMsAs  HOBOW  MNoOC/ef0BaTelbHOCTH

HeKapTUpPOBaHHbIe PUAbl MOTYT BbITb 4ONONHUTENIbHO KAPTUPOBAHbI MO OTHOLLEHUIO K HEW U

KnaccuduumMpoBaHbl B OAMH U3 YeTbipex Knaccos P, N, M u |

CTpyKTypa [AaHHbIX YKa3aHHbIX TFEHOMHbIX JaHHbIX TpebyeT xpaHeHuAa rn06anbHbIX

napameTpoB W  MeTafaHHblX, KoTopble OyayT  WMCNO/Mb30BaTbCA  MEXaHWU3MOM

AEKOAMPOBAHUA. ITU AaHHble CTPYKTYPMPOBaHbl B [1aBHOM 3aro/ioBKe, OMWCAaHHOM B

Tabauue HUXKe.

dnemeHT Tun OnucaHue

YHUKanbHbIi naeHTUPUKaTop BaliToBbIN YHUKanbHbIM naeHTUGUKaTop Ana
MaccuB 3aKOAMPOBAHHOIO KOHTEHTA

Bepcua BaliToBbIN OcHoBHaa + BcnomoraTesibHaA
MaccuB BEPCUA aNropuTmMa KoaAnpoBaHUA

Pasmep 3aronoBKa Lenoe Pasmep B banTax BCEro
yucno 3aKOAMPOBAHHOTO COAEPKUMOTO
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AnvHa pnaos Uenoe Pasmep puaa npu NOCTOAHHOM
4ymcno AnvHe  puga.  CneumanbHoe
3HauyeHue (Hanpumep, 0)
3ape3epBUPOBAHO ans
nepemMeHHOM AN MHbI puaa
Konunuecrtso pedepeHcHbIX | Llenoe Konnyectso MCMNO/b30BaHHbIX
nocnepoBaTenbHOCTEN yncno pedepeHCHbIX
nocsieAoBaTe/IbHOCTEN
Cuetunku 610KOB AocTyna balToBbIM Obuwee KO/IMYECTBO
MaccuB 3aKOAMPOBaHHbIX 610K0B
(Hanpumep, | poctyna Ha KarKayro
uenble pedepeHcHyto
yucna) nocneaoBaTeNIbHOCTb
NpeHTuduKaTopbl  pedepeHcHbix | BalToBbIN YHUKanbHble  MAEHTUDUKATOPBI
nocneaoBaTeibHOCTE N MmaccuB ans pedepeHCcHbIX
nocseaoBaTe/ibHOCTEN
MaBHaA MHAEKCHaA Tabaunua BalToBbIi 3T0  MHOTOMEpHbIA  MaccuB,
BoipasHusaHue nonoxeHull nepgo2o | maccus NoAAeP*KUBaOLWMIMA
puda 6 kKawdom broke (670K | (Hanpumep, | NPOU3BObHbLIA AOCTYN K 610Kam
docmyna). uesnble aoctyna
To ecmb MeHblWee [0/0XeHUe | Yucna)
nepsoeo puda pechepeHcHO20

2eHOMO HA KaxObili 670K u3s 4
Kraccos

1 Ha Knacc pos (4) Ha pegpepeHc

Tabnuua 1 - CTpyKTypa rnaBHOro 3arojioBKa

Kak TOnbKO KnaccuduKauua puaa 3aBeplleHa C onpefesieHMeM KNaccoB, AajlbHenlasn

obpaboTka cocTouT B onpedeneHMM Habopa pas/INYHbIX CUHTAKCUUYECKUX 3S/1EMEHTOB,

NnpeacTaBAAOWMX  OCTaBLLYIOCA

nocneaoBatesibHOCTb puaos AHK, Korga oHa npeacTaB/ieHa B Ka4ecTBe KapTUPOBaHHOM Ha

nHdpopmaumo,
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AaHHOW pedepeHcHol nocneaoBatesnbHOCTU. CermeHT [AHK, oTHOCcAWMMCA K AaHHOWU
pedepeHCHON NocneaoBaTe/IbHOCTU, MOMET ObITb MOJIHOCTbIO BbIPAXEH CAeayrWMMU
napameTpamu:
e HauyanbHoe nonoxeHue Ha pedepeHCcHOM nocseaoBaTelbHOCTU (pos) (292).
5 e ®nar, CUrHaNM3MPYOLWMN O TOM, YTO pUJ, JO/IKEH paccMaTpPMBaTbCA Kak obpaTHbIN
KOMM/EMEHT K pedepeHcy rcomp (293).
e PaccToAHMe A0 NapTHepa napbl B C/ly4ae napbl puaoB pair (294).
e 3HauyeHue ANAWHbI puaa (295) B cnayyae TEXHONOTMUM CEKBEHUMpPOBaHWUA AaeT
nepemMeHHylo A/IMHY pUAaoB. B cnyyae NOCTOAHHOM A/MHbBI puaa AAvMHA puaa,
10 acCoUMMPOBAHHAA C KaXXAblM PUAOM, OYEBUAHO, MOMKET ObiTb OMyLLEHA U MOXKET
6bITb COXpaHeHa B rNaBHOM 3aronoBKke ¢daina.
e [lnA KaxKA0ro HecoBnaaeHua:
o MonoxeHue HecoBnaaeHua nmis (300) ans knacca N, snpp (311) ans Knacca
M u indp (321) ans knacca l)
15 o Twun HecoBnageHua (otcytcTByeT B Knacce N, snpt (312) B knacce M, indt
(322) B Knacce |)
o ®narm (296), yKa3biBatowme cneunduyeckme XapaKTePUCTUKM puaa
nocnenoBaTe/IbHOCTU, TAKME KakK:
O wWabnoH, UMEILLNI HECKO/IbKO CETMEHTOB B CEKBEHUPOBaHUM
20 O KaKAbli CEerMEeHT NPaBu/IbHO BbIPOBHEH COT/IaCHO BblPaBHUBATE/TIO
O HEKapTUPOBAHHbIN CETMEHT
O CcneayowWwmn cerMeHT B WabnoHe He KapTUPOBaH
O CWUrHanu3auuma NepBoro uau NOCaAeAHEro CermeHTa
O HeyAaya KOHTPOAA KayecTBa
25 o MUP- unu ontuyecknn aybaukat
O BTOPWUYHOE BblpaBHUBaHME

O AOoNO/IHNTE/NIbHOE BblpaBHUBaAHUE

CTpoKa u3 marko obpesaHHbIX HyK1eoTuaoB (323), Korga oHa NPUCYTCTBYET B Klacce
I
30
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3Ta KnaccuduKauua cosgaeT rpynnbl AeCKPUNTOPOB (31€MEHTOB CUHTAKcKca), KOoTopble
MOMHO  WMCMO/Ib30BaTb  A/1IA  OAHO3HAYHOTO  MNPEeACTaBAEHWA  PUAOB  F€HOMHOW
nocnegoBatesibHOCTM. B Tabnuue HUXKe nNpuBEAEHbl CUHTAaKCUMYECKME  3/IEMEHTDI,

HeobxoaMMble A5 KaxKA0ro K/lacca BbIPOBHEHHbIX PUAOB.

pos
pair
rcomp

M
X
X
X
dnaru X
X

xX X X X X ©
xX X X X X

rlen

xX X X X X X Z

nmis
snpp X
snpt X
indp X
indt X
indc X

Tabnuua 2 — OnpeaeneHne cnoeB ANA KaXKA0ro Knacca gaHHbIX.

Puabl, nNpuHagnexawme K Kraaccy P, XxapakTepusywTca WM MOryT ObiTb MOSIHOCTbIO
BOCCTAHOB/IEHbl TOJILKO MO MOJIO}KEHUD, UHPOpMmaumMm o6 obpaTHOM KOMM/IEMEHTE M
CMELLEHUWN MEXAY Y/IeHamMu nap B C/y4ae, €C/IM OHM OblAn MNOJyY4eHbl C MOMOLLbIO
TEXHO/IOTUM CEKBEHUPOBAHMA C NOIYYEHUEM Map, MO HEKOTOPbIM dnaram v ANMHE puaa.

B cneaytouiem pasaene nogpobHO ONUCaHo, Kak onpeaenatTca 3TU 4eCKpUnTopbI.

Cnow pecKpunTopoB NONOXKeHUA

B Kaxkaom 6/10Ke AocTyna TONbKO MOJIOXKEHME KapTUPOBAHWUA NEepBOro 3aKoAMpPOBAHHOIO
puaa xpaHuTca B 3aronoBke AU Kak abcosloTHoe nosoxeHue B pedepeHcHoOM reHome. Bee
OCTa/ibHble MONOXEHUA BbIPAXKalOTCA KaK pa3HOCTb OTHOCUTE/IbHO NpeaplayLlero
NMONOXKEHUA U XPAHATCA B KOHKPETHOM cnoe. Takoe MOAenupoBaHME WCTOUYHMKA
uHbopmaumum, onpeaenAemoe NOCNAEAOBATE/IbHOCTLIO MOJIOKEHUA puga, B LEeom

XapaKTepPM3YeTCA MOHUMKEHHOW 3HTPONMEN, OCOOEHHO A/1A MPOLLECCOB CEKBEHUPOBAHUA,
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AaOWMX pe3ynbTaTbl € BbICOKMM nepeKkpbiBaHuem. [locne coxpaHeHus abCcoNOTHOTO
MONIO}KEHUA NEepBOro BbIPaBHMBAHWA BCE MOJIOXKEHMA APYroro puaa BbIPaXKalOTCA KakK
Pa3HOCTb (paccTosiHME) OTHOCUTE/IbHO NEPBOrO.

Hanpumep, Ha ®urype 4 nokasaHoO, KaK Moc/ie KOAMPOBAHMA HAYa/IbHOTO MNONOXKEHUA
nepBoro  BblpaBHMBaHMA B  BuAe  nonoxeHusa  "10000" Ha  pedepeHcHOM
nocnefoBaTesIbHOCTU, NOJIOXKEHME BTOPOro puaa, HaumMHaa ¢ nonoxeHuna 10180 koaupyeTca
Kak "180". Mpw OaHHbIX C BbICOKMM nepekpbiBaHMem (> 50x) 60/1bLUIMHCTBO AECKPUNTOPOB
BEKTOpPa NONOXKEHWUIM ByaeT NoKasbliBaTb O4EHb BbICOKYH BCTPEYAEMOCTb HU3KUX 3HAYEHUN,
TakMx Kak 0 u 1, n apyrux Hebonblmx uenbix uncen. Ha durype 4 nokasaHo, KaKk NOJIOKEHUA

Tpex nap puaoB KOAMPYHOTCA B C/0e POS.

ITa ke UcxoaHan mozesib UCNONb3yeTCs A5 NONOXKEHWUW PUAOB, NPUHAZNEKALLMX Klaccam
N, M, P 1 |. YTob6bI peanvsoBaTb Nt0by0 KoMOBUHaALMIO 3BMpPATENbHOTO AOCTYNa K A@HHbIM,
MONOMKEHUA PUAOB, NPUHAZNEXKALLME ITUM YETbIPEM KIaccam, KOAMPYIOTCA B OTAE/bHbIX

CNoAX Kak usobparkeHo B Tabauue |.

Cnow pecKpuMnTopoB cNapuBaHUs

decKkpuntop cnapuBaHua xpaHuTcA B csioe "pair'. Takon C/NOW XpaHUT AEeCKPUNTOpbI,
Koaupyouwme MHPopMauuio, HeOBXOAUMYO AN BOCCTAaHOBNEHWUA MCXOAHbIX Map puaos,
KOrJa Mcnosb3yemasa TEeXHO/IOTUA CEKBEHUMPOBAHWUA TEHEPUPYET PUabl NO napam. XoTA Ha
MOMEHT PacKpbITUA M306peTeHUA noaasnsollee 6ONbILIMHCTBO AAHHbIX CEKBEHUPOBaHMUA
reHepupyeTcs C UCNOIb30BaHUEM TEXHO/IOTUW CO3/1aHMA MapHbIX PUAOB, 3TO OTHOCUTCA HE
KO Bcem TexHonoruam. [o 3TOW nNpuYMHE NPUCYTCTBUE ITOFO C/OA He SABAAETCA
HeobOXOAMMbIM ANA BOCCTAaHOBNAEHMA Bcel MHPOpPMALMKM [AaHHbIX CEKBEHUMPOBaHUSA, eciu
TEXHONOTUA CEKBEHWPOBAHMA PacCMaTPUBAEMbIX TE€HOMHbIX [aHHbIX He TreHepupyeT

MHPOPMALMIO MO NAaPHbBIM PUAAM.

OnpegeneHuns:

. NapTHép no nape: pwi, acCOUMMPOBAHHbBIM C APYrMM pUAOM B Mape puaos
(Hanpumep, pua 2 - 31o napa puaa 1 B npumepe Ha dGurype 4)

. paccTosHMe CnapMBaHUA: KOJIMYECTBO MOJIOXKEHUN HYKNIEOTUAOB B pedepeHCHOoM

nocneoBaTe/IbHOCTU, KOTOPble OTAENAKT OAHO MOJIOKEHWE B MepBOM puae (AKopb
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CNapuBaHuWA, Hanpumep, NOC/iegHUWA HYKIeOTUZ NEPBOro puaa) OT OAHOTO MOJIOMKEHWbI
BTOPOro puaa (Hanpumep, NepBblit HYKIe0TUA, BTOPOro puaa)

. Hanbonee BepoATHOe paccTosaHue cnapusBaHua (MPPD): Haubonee BepoATHOeE
paccToAaHMe CNapuMBaHUA, BbIPaXKEHHOE B KOIMYECTBE NONOXKEHUW HYKNEOTUL0B.

. pacctoaHMe cnapuBaHua B nonoxeuuax (PPD): PPD - 3to cnoco6 BbipasuTb
paccToaHMe CnapuMBaHWA B YUCNe PUAOB, OTAENAWMX OAWH pUZ OT COOTBETCTBYHOLLEN
napbl, NPUCYTCTBYIOWMN B C/1I0€ AECKPUMNTOPA KOHKPETHOTO MOJIOXKEHMUA.

. Hanbonee BepoATHOE PacCTOAHME CnapuBaHMA B nonoXKeHuax (MPPPD): Haubonee
BEPOATHOE YMCNO PUAOB, OTAENAIWMX OAUH pPUA OT ero napbl, NPUCYTCTBYIOLLEE B Cl0e
AECKPUNTOPa KOHKPETHOIO NONOXEHMUA.

. owmnbKa nonoxkeHuii cnapmBanua (PPE): onpepenseTtca Kak pasHuua mexxay MPPD
nnn MPPPD 1 dbakTMYecKoro nonoxeHusa napTHépa no nape.

. AKOPb CNApUBAHMUA: NO/IOXKEHUE NepBOro CYUTAHHOrO NOCAeAHero HykneoTuaa B
nape, ucnosnbsyemoe B KadyecTBe pedepeHca 1A BbIYUCAEHUA PaACCTOAHMA Mapbl
COMPAMEHHBIX 3/1€MEHTOB, BbIPAa*KEHHOTO B 4YWUC/Ie MONOXEHWN HYKEOTUAOB WAWU 4ucne
NPOYUTAHHbIX MNONOXKEHUN.

Ha ®urype 5 noKasaHO, Kak paccyMTbiBAaeTCA PacCTOAHME ChnapuBaHMA Mexay napamu
pUaoB.

Cnon AeckpunTOpoOB Mapbl - 3TO BEKTOP OWMOOK CnapuBaHMUA, PacCYMTaHHbIA KaK 4YMC/IO
pUAOB, KOTOpPble HEOHXOAMMO NPONYCTUTb, YTOObI 4OCTUYL NAPTHEPA NO Nape NepBoro puaa
napbl C y4€TOM 33,aHHOTO PacCTOAHMA AEKOANPOBAHMA CNapUBaHuUA.

Ha ®urype 6 nokasaH npumep TOro, Kak paccumTbIiBatOTCA OWMOKM CnapuBaHusA, Kak B BUAE
abconoTHON BeNMYMHbI, TaK U B Buae anddepeHUManbHOTO BEKTOpa (xapakTepuayeTtca
MEHbLLIEN SHTPONMUEN A1A BbICOKMX 3HAYEHWUIN NEPEKPLITUA).

AnAa vHbopmauuum O cnapyvBaHMM pPUAOB, NpUHaanexkawmx Knaccam N, M, P un |,
MCNONB3YIOTCA OAMHAKOBble AecKpunTopbl. YTobbl peanu3oBaTb BbIODOPOYHBLIA AOCTYN K
Pa3/IMYHbIM K/Aaccam AaHHbIX, MHGOPMAUMA O CNapuMBaHUMM ANA PUAOB, NPUHALENKALMX

yeTblpem Knaccam, KOAUPYETCA B PasHbIX CN0AX, KaK N306parkeHo B.

NHdopmauma 0 cnapuBaHMM B C/lydae PUAOB, KAPTUPOBAHHbIX NO pa3HbiM pedepeHcam
B  npouecce  KapTupoBaHMA  puaa  NoOCAeAoBaTeNbHOCTM  Ha  pedepeHCHOM

nocneaoBaTeNlbHOCTM HepeaKo 6GbiBaeT, YTO MepPBblM PUA B Nape KapTUpyeTcA Ha OA4HOM
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pedepeHce (Hanpumep, xpomocome 1), a BTopoe - Ha aApyrom pedepeHce (Hanpumep,
Xxpomocome 4). B 3Tom cnyyae onvcaHHasA Bbilwe MHPOPMaUMA O CNapuBaHUKM A0MXKHa ObITb
obbeanHeHa ¢ A0NO/AHUTENbHOW WHPOpmauuen, oOTHocAlenca K  pedepeHCHOM
nocneaoBaTe/IbHOCTM, WCMO/Ib3YEMOW A1 KapTMPOBaHWSA OAHOMO W3  puAoOB. 37O
AOCTUraeTca NyTeM KOAMPOBAHMA CieayoWwmMX NapaMmeTpoB:

1. 3apesepBMpoBaHHOe 3HauyeHue (dnar), yKasbiBawllee, YTO Mapa KapTupyeTcA Ha
[BYX pa3HbIX NOC/NeA0BaTeNbHOCTAX (pa3Hble 3HaYEeHWA YKa3bIBaOT, KAPTMPOBaHbI v pug, 1
WAK pUA 2 Ha NocneaoBaTe/IbHOCTU, KOTOPasA B AaHHbIM MOMEHT He KOAMPOBaHa)

2. YHUKanbHbIN pedepeHCHbIn naeHTUPUKATOp, CCbIAWMNCA Ha MAEHTUPUKATOPDI
pedepeHca, 3aKoaMpPOBaHHbIE B CTPYKTYpE MaBHOIO 3aro/10BKa, Kak onvcaHo B Tabauue 1.
3. Tpetun anemeHT, cogepXalwui MHGOPMaLMIO O KapTUpOBaHUM Ha pedepeHce,
MOEHTUOUUMPOBAHHOM B TOYKE 2, W BbIPAKEHHbIM KaK CMeleHWe OTHOCUTENbHO
nocnegHero KoAMPOBAHHOTO NMOOMKEHUA.

Ha durype 7 npuseaeH npumep 3TOro CUeHapums.

Ha durype 7, nockonbky pua 4 He KapTUpPyeTcs B KOAMPOBAHHOW B AaHHbIA MOMEHT
pedepeHCHON nocneaoBaTebHOCTU, TEHOMHbIM KoZep nepedaetr 3Ty WHPopmauuio,
co34aBas AOMNO/IHUTENbHbIE AECKPUMNTOpPbI B c/loe pair. B npumepe, nokasaHHOM Ha Purype
7, pva 4 napbl 2 KapTupyeTca Ha pedepeHce Ne 4, B TO Bpema KaK 3aKOAMPOBaHHbIA B
AaHHbI MmomeHT pedepeHc - Ne 1. 3Ta MHPOpmauUUsa KOAMPYETCA C MCMNONb30BaHMEM 3
KOMMOHEHTOB:

1) OAHO cneuManbHOEe 3ape3epBMPOBAHHOE 3HAYeHME KOAMPYETCA KaK pacCToAHWe
cnapuBaHusa (B aTom cnyyae - Oxffffff)

2) BTopoit AecKkpunTop coaepXuUT naeHTMPUKaTop pedepeHca, Kak yKa3aHO B IN1aBHOM
3arosioBKe (B aTOM ciiyyae - 4)

3) TpeTuii anemMeHT COAEPHKUT MHPOPMALMIO O KapTUPOBAHUM B COOTBETCTBYHLLEM

pedepeHce (170).

Cnown peckpuntopa ob6paTHOro KomnaemeHTa
Kaxpoe cuuTbiBaHME Map pUAOB, MOJIYYEHHbIX C MOMOLLbIO TEXHONOTUI CEKBEHUPOBAHMUSA,
MOXET NPOUCXOANUTb U3 IDOON LIEENU TeHOMa CEKBEHMPOBAHHOIO OpraHMyeckoro obpasua.

OnHako TO/MbKO OZHA W3 [ABYX LUENel WCcnosb3yeTcs B KavecTBe pedepeHCHoM

28



10

15

20

25

30

nocnegoBatenbHocTU. Ha ®urype 8 nokasaHo, Kak B nape puaoB oauH pua (pua 1) moxet

NPOUCXOAUTb U3 OAHOW HUTU, a Apyroi (pua 2) - us Apyron.

Korpa B KauecTBe pedepeHCHOW NocaeAoBaTe/IbHOCTU MCNO/b3yeTca Lenb 1, pua 2 MOXKeT
ObITb 3aKOAMPOBAHO KaK 06paTHbIA KOMMN/IEMEHT COOTBETCTBYIOLLLErO dparmeHTa Ha uenm 1.

JToO noKasaHo Ha ®urype 9.

B cnyuyae cuensieHHbIX pUAOB BO3MOXHbI YeTblpe KOMBUHALMKM nap nNpAMoro u obpatHoro
KOMMN/iemeHTa. 3To noKasaHo Ha Purype 10. Choli rcomp KOAMPYET 3TN YETbIPe BO3MOMKHbIX

KOMBUHaL MW,

Takoe e KoAUpOBaHUE UCNO/b3yeTcsa ANA UHPopmaL MM No obpaTHOMY KOMMIEMEHTY A/
puga, npuHagnexkawero kKnaccam P, N, M, [. Y1o6bl obecneunTb pacluMpPeHHbIN
BbIDOPOUHbBIM AOCTYN K AaHHbIM, MHbOpMmauMa no obpaTHOMY KOMMIEMEHTy ANA puaa,
MPUHAANENKALLErO K 3TUM YeTbIPpeM Kaccam, KOAMPYETCA B PasHbIX C/10fAX, KaK MOKa3aHo B

Tabnnue 2.

HecoBnageHuna knacca N
Knacc N BKAtouvaeT BCe puAbl, KOTOpPble MOKa3blBAalOT HECOBMAAEHMA, B KOTOPbIX BMECTO
pacnosHaBaHMA ocHoBaHui npucytcteyeT "N". Bce ocTasnbHbie OCHOBaHWA WAEaNbHO
COOTBETCTBYIOT pedepeHCHOM NoceA0BaTe/IbHOCTM.
MonoxeHusa HecoBnageHuii N B puae 1 KoaMpyroTcs cneaylimm obpasom:
e abcontoTHoe nosoxeHue B puae 1 UA
e auddepeHuUManbHOE NOMOKEHUE OTHOCUTENBHO Npeabiaywero N B ToOm e puae (B
3aBMCMMOCTM OT TOTO, B KAKOM C/Ty4ae SHTPOMUA MEHbILLE).
MonoxeHua HecoBnageHuii N B puae 2 KOAMPYHOTCA cneaylmm obpa3om:
e abCconoTHOE NOoJIoXKeHUe B puae 2 + anvHa puaa 1 NN
e nuddepeHuUManbHOE NOMOKEHME OTHOCUTENBHO Npeablaywero N (B 3aBUCMMOCTHM OT
TOTO, B KAKOM C/ly4ae IHTPONMA MEHbILLE).
B cnoe nmis KoaMpoBaHUE KaxKAOW Mapbl pUAOB 3aBeplUaeTca crnewuuasibHbIM CUMMBOJIOM-

paszgenutenem "S". 3To nokasaHo Ha Purype 11.
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KoaupoBaHue 3ameH (HecoBnageHusa nam SNP)
3ameHa onpegensaeTca Kak HaauuyuMe B KapTUPOBAaHHOM puUAE HYKNeoTWAA, OT/IMYHOTO OT
TOro, KOTOPbIN NpuUcyTcTBYeT B pedepeHCHON NocieaoBaTe/IbHOCTU B TOM e MONOXEHUM
(cm. dur 12).
Kaxkpasa 3ameHa MmoeT bbITb 3aKoaMpoBaHa cneayolmm obpasom:

"nonoxeHue" (cnott snpp) u "tun" (cnok snpt). Cm. durypy 13, durypy 14, durypy

16 n durypy 15.

nnun

® TONbKO "NonoxeHue", Ho C UCNOMb30BAaHMEM OZHOrO C/1I0A SNPP ANA KaXKA0ro Tuna

HecoBnageHua. Cm. Gurypy 17.

NonoxeHna sameH
MonoxeHne 3ameHbl PaCCUMTLIBAETCA TaK e, KaK A8 3HaYEeHU I CnosA nmis, T.e.:
B pmnae 1 3ameHbl KoaupyroTca
e Kak abcontoTHoe nosoxeHue B puae 1 NN
e Kak anddepeHumanbHOe NOJOKEHNE OTHOCUMTENBHO NPeAbIAYILEN 3aMEHbI B TOM e
puae
B puge 2 3ameHbl KOAUPYIOTCA:
e Kak abconoTHOe NoJsioKeHue B puae 2 + anvHa puaa 1 U1K
e Kak anddepeHumanbHOe NoN0XKEHNE OTHOCUTE/IbHO NpeblayLlei 3aMeHbl.
Ha ®urype 13 noKasaHo, KaKk NOJIOXEHWUA 3aMeH KoaMpyrTCcA B cnoe snpp. MNonoxeHus
3ameH moryT bbITb paccumTaHbl IM60 KaK abcontoTHble, Mb60 Kak anddepeHumanbHble

3Ha4yeHuA.

B cnoe snpp KOAMPOBaHWE KaxAoW Napbl puUAOB 3aBeplUaeTcs CneumanbHbiM CUMBOIOM-

pasaenutenem.

p,eCKpMI'ITopr TUNOB 3aMeEHbl

Onsa knacca M (M |, Kak onucaHo B cieayloWMX pasfienax), HeCOBNaZleHUA KOAMPYHTCS

MHOEKCOM (C  nepemelleHMem crnpasa Haneso) OT  (aKTUYECKOro  CMMBONA,

30



10

15

20

25

30

MPUCYTCTBYIOLWErO B pedepeHce, A0 COOTBETCTBYIOLLENO CMMBO/Ia 3aMeHbl, MPUCYTCTBYOLLLEN
B puae {A, C, G, T, N, Z}. Hanpumep, ec/iv BbIPOBHEHHbIM puA, nokasbiBaeT C BmecTto T,
KOTOPbIA MPUCYTCTBYET B TOM e MONOXKEHUU B pedepeHce, UHAEKC HecoBnageHus byaet
obosHaueH Kak "4". [lpouecc AeKOAMPOBAHUA  CYMUTbIBAET  3aKOAMPOBAHHbIN
CUHTAKCUMYECKMIN 3/1EMEHT, HYK/JEOoTUA, B 3a4aHHOM MONOXEHWU Ha pedepeHce w
nepemelLaeTca c/ieBa HanpaBo C M3B/reyeHMeM  (BO3BpalleHWEM) AEKOAWMPOBaHHOIO
cumBona. Hanpumep, "2", nonyyeHHoe ANA NONOXKeEHUA, rae B pedepeHce npucyTcreyeT G,
byaet aekoaupoBaHo Kak "N". Ha ®Purype 14 nokasaHbl BCe BO3MOMHblE 3aMeHbl M
COOTBETCTBYIOLWME CUMBOJIbI KOOMPOBAHMUA, KOraa Koabl HeogHo3HadHocTu |UPAC He
ncnosb3ytoTea, a Ha durype 15 npeacrtaBneH npumep KOAMPOBAHMA TUMOB 3aMeHbI B Cloe
snpt.

B cnyyae npumeHeHuA KogoB HeoaHo3HauHOCTU IUPAC MHAEKChl 3aMeH U3MEHAIOTCA, KakK
nokasaHo Ha durype 16.

B cnyuae, Korgaa KoauMpoBaHWE TWUMOB 3aMeH, OMWCaHHbIX Bblle, WMeeT BbICOKYHO
MHDOPMALLMOHHYIO SHTPOMWIO, a/ibTEPHATUBHbIM CNOcob KOAMPOBAHMA 3aMeH COCTOUT B
XPaHEeHUU TO/IbKO TMOMOMNEHUA HECOBNageHUW B OTAENbHbIX CN0AX, MO OAHOMY Ha

HYK/N1e0TU/, KaK M3obparkeHo Ha Ourype 17.

KoaupoBaHue nHcepuunii n geneunii

Ona Knacca |, HecoBnageHua W AeNeunn KOAMPYKTCA C MNOMOLLbI WMHAEKCoB (c
nepemelleHMemM MNpuU KOAMPOBAHUKM CnpaBa HaneBoO) 3ameHbl C PpaKTUUYECKOro CUMMBONA,
NPUCYTCTBYOLLETO B pedepeHce, Ha COOTBETCTBYHOLLMN CUMBOJT 3aMEHbI, MPUCYTCTBYIOLLIUIA B
puae: {A, C, G, T, N, Z}. Hanpumep, eciv1 BbIpOBHEHHbIM pua nokasbieaeT C Bmecto T,
NPUCYTCTBYIOLLLETO B TOM e MOJIOXEeHUU B pedepeHce, MHAEKC HecoBnaaeHus byaeT paBeH
"4", B cnydyae, ecauM puA, NOKasblBaeT deneuuio, rae B pedepeHce nNpucyTCTBYET A,
KOAMPOBaHHbIN cumBon byaeT "5". MNpouecc AEKOAUPOBaHMUA CYUTLIBAET 3aKOAMPOBaHHbIN
CUHTAKCUYECKUIA 3/1EMEHT, HYKNeOTMZ, B 3aJaHHOM MOJIOXEHUU Ha pedepeHce W
nepemelLaeTca CAeBa HanpaBo ANA M3B/JEYEHUs AEKOAMPOBAHHOIO cMmBona. Hanpumep,
"3", nony4yeHHoe ANA NOJOXKeHUA, rae B pedepeHce npucyTcTByeT G, byaeT AeKOAUMPOBAHO
Kak "Z", uTo yKa3blBaeT Ha Ha/inyme Aefeluun B pue nocieaoBaTe/IbHOCTY.

MHcepummn KogmpytotTca Kak 6, 7, 8, 9, 10 cooTBeTcTBEHHO anA BcTaBneHHbIX A, C, G, T, N.
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B cnyuyae npuHATMA KO4OB HeogHo3HayHOCcTM IUPAC mexaHn3m 3ameHbl OKa3bIiBaeTcA TOYHO
TAaKMM e, 0[JHaKO BEKTOP 3aMeHbl paclumpseTcs cneayroumm obpasom: S={A, C, G, T, N, Z,
M,R,W,S,Y,K,V,H,D, B}

Ha ®durype 18 n ®urype 19 nokasaHbl NpumMepbl TOrO, KaK KOAUPYHOTCA 3aMeHbIl, MHCEPLIUM U

fleneuunmn B nape puaos knacca .

Cnepyowme CcTpyktypbl dpopmata daina, 670KOB AoCTyNna M MYAbTUMNNEKCUPOBAHUSA
OMnucaHbl CO CCbIIKOM Ha 3/1eMEeHTbl KOAMPOBAHMA, PACKPbITble B HACTOALLEM AOKYMEHTE
Bbiwe. OaHako 6710kM aoctyna, ¢opmat danna UM MynAbTUNIEKCMPOBAHME AAKOT TO e
TEXHUYECKOE MPEeUMMYLLECTBO TaKke W C  APYTMMW U PasHbIMU  anroputmammu

moaennpoBaHMA UCTOYHUKOB U CXKATUA TEHOMHDbIX AadHHbIX.

dopmar paina: BbIGOPOUHDbIA AOCTYN K 06/1aCTAM reHOMHbIX AaHHbIX

FnaBHasa MHAEKcHasa Tabauua

Ona nopnep»Kn BbIBOPOYHOro AOCTyna K onpegeneHHbIM 061acTAM  BbIPOBHEHHbIX
OAHHbIX, CTPYKTypa AaHHbIX, OMNUCaHHAA B 3TOM JAOKyMeHTe, peann3yeT MWHCTPYMEHT
MHAEKCUPOBAHUA, Ha3biBaeMbl [aBHOW MHAEKCHOM Tabnuuein (MIT). 9To MHOrOMepHbI
MacCuB, CcOAepKalWMmi JIOKYCbl, NO KOTOPbIM KOHKPETHble puabl KapTUPYHTCA Ha
MCNosib3yembiXx pedepeHCcHbIX NocneaoBaTe/IbHOCTAX. 3HauyeHus, codepawmeca B MIT,
npeacTaBnAT cObON NONOKEHUA KapTUPOBaHWUA NEPBOro pUAA Ha KaxKaom cnoe pos, Tak
YTO NOAJEpPXKMBAETCA HenocneAoBaTesbHbIM AOCTYN K Kaxagomy 610Ky poctyna. MIT
COAEPXUT OAMH pasaen Ana Kaxaoro knacca gadHbeix (P, N, M u |) n ana kaxaomn
pedepeHcHoM nocnegoBatesibHOCTM. MIT  copepuTcs B TNaBHOM  3aro/lOBKe
3aKOAMPOBaHHbIX AaHHbIX. Ha durype 20 nokasaHa obulas CTPYKTypa rMaBHOMO 3aro/IoBKa,
Ha Purype 21 nokasaHo obulee BM3yasnbHoe npeactasieHne MIT, a Ha Purype 22 nokasaH
npumep MIT ana knacca P KOAMpPOBaHHbIX PUAOB.

3HaueHun, copaepXalmeca B MIT, usobparkeHHol Ha Purype 22, MCNoONb3yOTCA As
NPAMOro AOCTyNa K MHTepecyolel obnactu (1 cootseTcTBytowemy AU) B C:KaToOM JlOMEHE.
Hanpumep, co ccbinkon Ha ®dur. 22, ecnun Tpebyetcs obpaTuTbea K obiactu, Haxoasawenca
mexay nonoxenHusamu 150 000 u 250 000 B pedepeHce 2, AEKOAUPYIOLLEE MPUIONKEHMUE
byaeT nepexoauTb cpa3ly Ko BTopomy pedepeHcy B MIT u 6yaeT nckatb ABa 3HadeHuA k1 v

k2, Tak uTto uTO K1 <150 000 1 K2> 250 000. I'ae k1 v k2 - aBa uHAeKca, cunTaHHble U3 MIT. B
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npumepe Ha dPurype 22 310 NpuBedeT K NonoxeHuam 3 n 4 sroporo Bektopa MIT. In
BO3BpallleHHble 3HayeHua OyayT 3aTem MCMNO/b30BaTbCA AEKOAMPYIOLWIMM MPUSIONKEHUEM
AN U3B/IEYEHUA TMOJIOKEHMN COOTBETCTBYIOIWIMX [aHHbIX W3 JIOKaJIbHOM WHAEKCHOM
TabAuLbl C10A POS, Kak ONUCAHO B C/ieflyloLLEM pa3ene.

BmecTe ¢ yKazaTesiAMM Ha CNOK, CoAepallmit AaHHble, OTHOCALLMECA K YEeTbIpeM Kaaccam
reHOMHbIX OAHHbIX, ONMCaHHbIM Bbiwe, MIT MOXHO MCNO/Ab30BaTb B KadecTBe peecTpa
[AOMNONHUTE/bHbIX MEeTafaHHbIX M/MAN aHHOTauuK, A06aBAAEMbIX K T@EHOMHbIM AaHHbIM B

TeyeHne UX XM3HeHHOro uunkKna.

NokanbHaa nHaeKcHaa Tabaunua

Kaxablh Ccnon  paaHHbIX, OMWCAHHbLIM Bbie, uMeeT npedUKC CTPYKTYpPbl AAHHbIX,
Ha3blBaeMbIN /I0KA/IbHbIM 3020/108KOM. JIOKasNbHbIA 3aro/IOBOK COAEPXKUT YHWUKaNbHbIN
naeHTMdMKaTOp CNOA, BEKTOP CYETYMKOB ONOKOB A0OCTyna Ha Kaxayw pedepeHCHyto
nocnenoBaTeIbHOCTb, /IOKaNbHYO MHAEKCHyo Tabnuuy (LIT) u, BO3MOXKHO, HeKoTopble
cneunduyeckme metagaHHble cnoA. LIT - 370 BekTOop YyKasaTenel Ha ¢du3Myeckoe
NONIOKEHWE AaHHbIX, MPUHaANEeXaWmX Kaxkaomy AU B nonesHol Harpyske cnos. Ha durype
23 n3o6parkeHbl 0606LLIEHHDbIN 3ar0oN0BOK M Nose3HasA Harpyska cnos, rae LIT ucnonbayercs
ANA AOCTyNa K onpeaesieHHbIM 061acTAM KOAMPOBAHHbLIX AAaHHbIX HEMNocaeA0BaTeIbHbIM

obpazom.

B npegblaywem npumepe ana goctyna K permoHy ot 150 000 go 250 000 pwupos,
BbIPOBHEHHbIX NO pedepeHCHOM nocnegoBaTenbHOCTU NO. 2, gekoampytolee NpuioKeHne
nssnekno us MIT nonoxeHma 3 n 4. ITM 3HAYEHUA AO/MKHbI UCNOAb30BATbCA NPOLLECCOM
AEeKoAMpOBaHMA ANA AoCTyna K 3-my n 4-my afiemeHTam CooTBeTCcTBytowero pasaena LIT. B
npumepe, MnoKasaHHOM Ha ®urype 24, cuetumku "obuiee uymcno 6n10KoB goctyna”,
coaepralimeca B 3aro/sIoBKe €106, MCNOMb3YIOTCA ANA NPONycKa nHaekcos LIT, cBA3aHHbIX €
AU, oTHocalwmmuca K pedepeHcy 1 (B npumepe 5). MHAeKcbl, coaepKalume dusnyeckume
NONOXKeHUA 3anpolweHHbIXx AU B KOAMPOBAHHOM MOTOKE, TaKMM 06pa3omM paccuMTbIBatOTCA
Kak:

nonoxeHne 6GNOKOB AaHHbIX, NpuUHagnexawmx 3anpoweHHomy AU = 6/10KM AaHHbIX,
npuHaanexkawme AU pedepeHca 1, KOTopblie AO0JIXKHbl ObiTb MPONYLLEHbI + MOJOMEHME,

U3BJIeYeHHasa ¢ ncnosb3oBaHuem MIT, T.e.
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nonoxeHue neporo 6/10ka: 5+3 =8

nosnoxeHuwe nocnegHero 6s1o0ka:5+4=9

BNOKKM AaHHbIX, NOJYY4EHHbIE C UCMNONb30BaHMEM MEXaHW3Ma WHAEKCALMK, Ha3bIBAEMOro
"JloKanbHaa MHAEKCHaA Tabauua", ABAAIOTCA YacTbHo 3aMnpolleHHbIX 610KOB A0CTyNa.

Ha ®durype 26 noKkasaHo, Kak 6/10KM AaHHbIX, NOJly4eHHble ¢ ucnosb3oBaHmem MIT u LIT,

COCTaBAAT 0AMH Uun bonee 6NOKOB AOCTYNa.

bnoku poctyna

[eHOMHble AaHHble, KAaccuPUUMpPOBaHHbIE MO Knaccam AaHHbIX U CTPYKTYPUPOBaHHbIE B
CXKaTble UM HecXKaTble C/1I0M, OpraHM30BaHbI B pa3Hble 610KKM AocTyna.

FeHomHble 6/10kn goctyna (AU) onpenensatoTcsa Kak y4acTKM AaHHbIX reHoMa (B cxKaTom uau
HEeC)KaTOM BU/E), KOTOPble BOCCTaHAB/IMBAIOT HYKNEOTUAHbIE NOC/NeA0BaTeNbHOCTU M/UK
pefieBaHTHble  MeTagaHHble, u/uam  nocnegosatensHoctm  AHK/PHK  (Hanpumep,
BMPTYyanbHbIA pedepeHc) u/uam AaHHble aHHOTaL MM, NOyYEHHbIE C MOMOLLLbIO CEKBEHATOPA

reHoma u/uam ycTponcTea a1a 06paboTKyM reHoOMa MU MPUIIONKEHUA A/1A aHanu3a.

Bnok poctyna npeacTtaBnser cobolt 6/IOK AaHHbIX, KOTOPbIE MOXHO [EeKOAMPOBaTb
HEe3aBMCUMO OT Apyrux 610KOB AOCTYNa, UCMO/b3YA TONbKO 1M06anbHO AOCTYNHbIE AaHHbIe
(Hanpumep, KOHPUrypauulo AeKoAepa), UAN UCMONb3YA MHPOPMALMIO, COAEpPKaLLYCA B
Apyrnx 61oKax goctyna.
Bnoku paoctyna cogepraTt MHGOPMaLMIO O AAHHbIX, CBA3AHHYI C TEHOMHbIMWU AaHHbIMU, B
dopme uHPopmaumm o mectononoxkeHun (abconoTHOW U/MAM  OTHOCUTESIbHOWM),
MHPOPMALMIO, CBA3AHHYIO C OOPaTHbIM KOMMIEMEHTOM W, BO3MOXHO, CMapuBaHUEM, U
AONOJIHUTE/NbHbIE AaHHble. MOXHO BblAENIUTb HECKO/IbKO TUMOB 6/10KOB A0CTYyNa.
Bnoku aoctyna pasnunyatoTcs no:
® TUMY, XapaKTepPU3YHOLLEMY NMPUPOAY FEHOMHbIX AAaHHbIX U HABOPOB AaHHbIX, KOTOpbIEe
OHM HECYT, M TO, KaK K HUM MOXKHO NOy4YuUTb A0CTYN,
® MOpAAKY, MNpPeaoCTaBNAOWEMY YHWKaAbHbIA MNOPAAOK A0CTyna K  6710Kam,
NMPUHAANENKALLMM K OAHOMY TUMY.
Bnokn poctyna nwboro TMna moryT ObiTb Aanee KaaccMdUMUMPOBAHbI Ha pas/inyHble

"KaTeropuun".
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,ﬂ,anee npueeaeH HeVICl-IepI'IbIBaI-OLLI,VIl\;I CMUCOK onpeaeneHna pas/iMYHbIX TUNOB NEHOMHbIX

6/10K0B AoCTYNa:

1)

2)

3)

4)

5)

6)

Bnokn poctyna Tmna O He [O/KHbI CCbIIATbCA Ha  Kaky-nMbo wuHbopmauumio,
nocTynawLlyto oT gpyrux 610KOB AOCTyna, ANA AOCTYNa K HAM WU AEeKOAMPOBAHUA U
poctyna (cm. ®urypy 29). Bea nHbopmauma, nepeHocMmas AaHHbIMU UMAM Habopamu
AaHHbIX, KOTOPble OHWU COAEepKaT, MOXKeT He3aBUCMMO CYUTbLIBATbCA M obpabaTbiBaTbeA
AEKOAMPYHOLWMM YCTPOUCTBOM MM 06pabaTbiBaOLWMM NPUIOKEHUEM.

Bnokn poctyna Tuna 1 copepraT [AaHHble, KOTOpble CCbINAOTCA HA AaHHbIe,
nepeHocumble 610Kammu goctyna tuna 0 (cm. ®urypy 30). [nA CYMTbIBAHUA WM
AeKoampoBaHmna M o0bpaboTKM AaHHbIX, coaepxawmxca B 670Kax poctyna tvna 1,
TpebyeTca AocTyn K oagHoMmy nam bonee 61oKkam goctyna tuna O.

Bnokn poctyna sToro TMna MOryT cofepaTb MHbOpMaLUIo O HecoBMaZeHuwu,
HeCXOACTBE WAM HECOOTBETCTBUM C MHbOpmaumen, coaepallenca B 6/10Kke gocTyna
TmMna 0.

Bnoku goctyna tmna 2, 3 1 4 cogepKaT AaHHble, KOTOpble CCblNatoTca Ha 610K AoCTyna
™na 1 (cm. durypy 31, durypy 32 n durypy 33). Ans cUUTbIBAHUA MU AEKOANPOBAHUSA
M 06paboTKU AAHHbIX MM HABOPOB AAHHbIX, COAEPKALLMXCA B B/IOKax A0CTyna TUMOB 2,
3 u 4, Tpebyetca uMHbOpMaLMA, NepeHOCMMasas AaHHbIMKM WAM Habopamu JaHHbIX,
copepxawmmuca B 610kax aoctyna tunoB 0 u 1. PasHuua mexay 610kamu gocTtyna
TMNa 2, 3, 1 4 onpeaenaeTca xapaktepom MHbOpPMaLIMK, KOTOPYH OHU codepKar.

Bioku goctyna Tuna 5 cogepXaT meTagaHHble (Hanpumep, NoKasaTem KayecTsa) u/mnm
AaHHble aHHOTaLMW, acCoUMMPOBaHHbIE C AaHHbIMM  WMAM  Habopamu  AaHHbIX,
cojepxawmmuca B 6/0ke poctyna Tmna 1. Bnoku poctyna TvMna 5 moryt
KnaccudpmumpoBaTbCA U MAapPKMPOBATLCA B PA3HbIX CNOSAX.

Bnoku goctyna TMna 6 cogepat gaHHble UauM Habopbl AaHHbIX, KNaccMdUUMpPOBaHHbIE
KaK AaHHble aHHOTauuih. Bnaokn goctyna TMna 6 moryT 6bITb KaaccudpuumpoBaTbea M
MapKMpOBaTbCA B CNOSAX.

Bnoku pgoctyna goONO/NHUTENbHbBIX TUMOB MOTYT PaCWIMPATH CTPYKTYPY U MEXaHW3MbI,
ONUCaHHble B HACTOALLEM JOKymeHTe. B KauecTBe npumepa, HO He B KayecTse
OrpaHUYeHus, pe3ysibTaTbl ONpeaeseHUA TEeHOMHbIX BapWaHTOB, CTPYKTYPHOTO MU
GYHKLMOHANbHOTO aHaM3a MoryT B6bITb 3aKOAMPOBaHbI B 6/10KM A0CTyNa HOBbIX TUMOB.

OpraHmsauma paaHHbiXx B 6/I0Kax A0CTyna, OMWCaHHas B [AaHHOM [JOKYMEHTE, He
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NPenATCTBYET WHKANcylaUMM AaHHbIX fboro Tuna B 610Kax goctyna, ABAAACH
MEXaHW3MOM, TMOJIHOCTbIO MPO3PayYHbIM MO OTHOLIEHWUIO K MPUPOAE KOAUPYEMbIX
MaHHbIX.

Bnoku poctyna 3TOro TMMNA MOTYT coaepXaTb MHOOPMaLMiO O HecoBMNaAeHuM,
HEeCXoACTBE MM HECOOTBETCTBUM C MHPOpmauMen, coaepallencs B 6aoKe goctyna

T1Mna 0.

Ha ®urype 28 nokaszaHo, uto 6/I0KM A0OCTyNa COCTOAT M3 3aro/ioBKa UM oAaHoro unu 6onee
CNoeB OAHOPOAHbIX AAaHHbIX. KaxKAbli C/ION MOMET COCTOATb M3 0AHOro uamn bonee 610KOB.
Kaxkapl 610K coaepUT HECKObKO (MHOMECTBO) NaKeToB, a NakeTbl NpeACcTaBAAT cobol
CTPYKTYPUPOBaHHYIO NOCAeA0BaTeNbHOCTb AECKPUMNTOPOB, BBEAEHHbIX Bbllle AA
npeacTaB/ieHua, Hanpumep, NONOKEHUIN pUA0B, MHPOPMaLUKM O CnapuBaHUK, MHGOpMaL UK
06 06paTHOM KOMMNIEMEHTE, MNOJIOXKEHUW U TUMOB HECOBNAAEHUN U T.A4,
Kaxkapi 610K A0CTYyNa MOXKeT MMeTb Pas3/IMYHOe KOIMYECTBO NaKeTOB B KaXKAoM 610Ke, HO
B Nnpegenax 6/10Kka AocTyna Bce 6/10KM UMEKT OAIMHAKOBOE KO/IMYECTBO NaKeTOB.
Kakabld  MakeT [AaHHbIX MOXeT ObiTb  MAeHTUPUUMPOBAH KOMDOMHauuen Tpex
naeHTudukatopoB XY Z, rae:

e X wuaeHtuduumpyeT 610K A0CTYNA, K KOTOPOMY NPUHAANEXMUT NaKkeT

e Y uageHtuduumpyeTr 610K, KOTOPOMY MPUHAANENKUT NakeT (TO ecTb TUMN AaHHbIX,

KOTOPbIA OH MHKaMNCy/IMpyeT)
e 7 ABNAETCA WUAEHTUPUKATOPOM, BbIparKalolMM MNOPAAOK MaKETOB OTHOCUTENbHO
[IPYTMX NakeToB B TOM Xe 610Ke

Ha ®durype 28 nokasaH npumep 6/10KOB AOCTYNa U MapKUPOBKM NaKeToB.
Ha ®urypax ¢ 34 no 38 nokasaHbl 6/I0KM A0OCTyNa HECKOJIbKMX TUMOB, npuyem obuimi
CUMHTAKCUC A5 X 0603HaYeHUs cneayroLmin:
AU_T_N - 650K goctyna tuna T ¢ uageHtuduratopom N, KOTOpbIA MOXKET nogpasymesaTb
WAW He noapa3ymeBaTb MNOHATME MOpPsAZIKa B COOTBETCTBUM C Tunom 610Ka pocTtyna.
NaeHTUdMKATOPbl UCNOMb3YHOTCA ANA YHUKANbHOW CBA3M BG/I0KOB A0CTyna OAHOro Tumna C
naeHTMbMKaTopamm [pyrux TUMNOB, HeobXOoAMMbIX AN MNOJIHOTO  [EeKOAMPOBaHUA

NnePeHOCUMMbIX TEHOMHbIX AdHHbIX.
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Bnoku goctyna noboro Tuna moryt 6biTb KnaccuduuMpoBaHbl U MapKMPOBaHbl B PasHbIX
"KaTeropuax" B COOTBETCTBUM C Pa3/IMYHbIMM NPOLIECCAaMU CEKBEHMPOBaHUA. Hanpumep, HO
He B KaYecTBe orpaHuyeHusn, Knaccudrrauma U MapKMPOBKA MOTYT UMETb MECTO Npu:

- CEeKBEHWMPOBAHWW OAHOTO M TOTO e OpraHM3mMa B pa3Hoe Bpems (6/10KkM AocTyna
coaepaT reHOMHy MHdopmaLumio ¢ "BpeMeHHOM" KOHHOTalMel),

- CEeKBEHWPOBAHWUWM OpraHUYecKux 06pasLLOB Pa3IMYHON NPUPOALI OGHUX U TEX XKe
OpraHM3moB (Hanpumep, KOXM1, KPOBW, BONIOC A/1A YenoBeveckmx ob6pasuos). I1o
6/10kM pocTtyna ¢ "6uonornyeckon” KOHHOTaUMEN.

Bnokn poctyna tTMna 1, 2, 3 M 4 NoCTpOeHbl B COOTBETCTBMWU C pe3yabTaTtom (PyHKUMU
COMOCTaB/IEHUA, MPUMEHEHHOMN K PpparmeHTam nocneaoBaTesIbHOCTU reHoma (T.e. puaamm)
OTHOCUTENbHO pedepeHCHOM MocaeaoBaTebHOCTU, 3aKOAMPOBAHHOMW B 6/10Kax Aoctyna
T1na 0, Ha KOTOPYIO OHWM CCbINAIOTCA.

Hanpumep, 610kn goctyna (AU) tuna 1 (cm. ®urypy 30) moryT coepaTb NONOXKEHUA U
dnarv o6paTHOrO KOMNAEMEHTa TeX PUAOB, KOTOPbIe NPUBOAAT K UAea/lbHOMY COBNaAEHMUIO
(MM MaKkcMManbHO BO3MOMKHOMY 6anny, COOTBETCTBYHOLLEMY Bbl6paHHOW QYHKUMM
conocTtaB/ieHus), Korga GyHKUMA COMOCTaB/EHUA NMPUMEHAETCA K KOHKPETHbIM obnactam
pedepeHcHOM nocneaosaTenbHOCTU, Koaupyemoin B AU Tmna 0. Bmecte ¢ AaHHbiMM,
copepxawmmuca B AU tuna 0, Takol nHbopmaumm GyHKLMM COrNacoBaHMA AOCTaTOYHO A
MOJIHOTO BOCCTAHOB/IEHWA BCEX PUAOB, NPEACTaB/NeHHbIX HAOOPOM AaHHbIX, MePEHOCUMbIM
61o0kamu goctyna tuna 1.

Co CCbI/IKOW Ha KNacCUPUKaLMIO TEHOMHbIX IaHHbIX, paHee ONUCAHHYH B 3TOM AOKYMEHTE,
610KM goCTyna TMna 1, onucaHHble Bbille, byayT coaepKaTb MHPOPMALMIO, OTHOCALLYHOCA K

puaam reHOMHOW nocneaoBaTe/IbHOCTU Kiacca P (MaeanbHble cOBNasieHus).

B cnyyae puaoB nepemeHHOW A/IMHbI U NapHbIX PUAOB AaHHble, coaepKalmeca B AU Tuna
1, yKasaHHbIX B nNpeAablaywem npumepe, AOMKHbl ObiTb MHTErPUPOBaHbl C AAHHbIMM,
NPeacTaBAIWMMN MHPOPMALIMIO O CNAPMBAHUKM PUAOB U AJIMHbI PUAOB, YTOObI MMETb
BO3MOHOCTb MOJ/IHOCTbIO BOCCTAaHAB/IMBATb FrEHOMHbIE [aHHble BK/KOYaA accouuaumio nap
puagos. Y10 KacaetcA KnaccuduKauum AaHHbIX, paHee npeAcTaBNeHHON B HaCTOALLeM

AOKYMEHTe, cnou pair v rlen byayT 3akoamposaHbl B AU Tuna 1.
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DyHKUMM CcOMOCTaBNEHUA, NMPUMEHSEeMble B OTHOLIeHMM 610KOB Aoctyna Tuna 1 ans
Knaccudbukaumm copepxumoro AU ana tvnosB 2, 3 u 4, moryt obecneynBatb TaKue
pe3ynbTaThl, Kak:

- KaXAaaAa nocnenoBaTesibHOCTb, cogepawaaca B AU tmna 1, nonHOCTbIO coBnagaeT ¢
nocnegosaTesibHOCTAMM, cogepawmmuca B AU Tmna 0, B COOTBETCTBUMU C
YKa3aHHbIM NOJIOKEHUEM;

- KaXAaaAa nocnefoBaTenbHOCTb, cogepawaaca B AU tuna 2, cosnagaer ¢
nocnenoBaTesibHOCTbIO, cogepaluenca B AU Tuna 0, B COOTBETCTBUM C YKa3aHHbIM
NOJIOMKEHUEM, 32 UCK/TIOYEHUEM NPUCYTCTBYOWMX cumBosioB "N" (ocHoBaHUe He
pacno3HaeTcs CeKBEHAToOpoMm) B nocneaoBatenbHoctu B AC Tuna 2;

- Ka¥zaAa nocnefoBaTesibHOCTb, cogepawaaca B AU Tmna 3, BKAOYaeT BapuaHTbl B
BM/E 3aMelLLLEHHbIX CUMBO/I0B (BapMaHTOB) OTHOCUTE/IbHO MOCNEA0BaTENIbHOCTH,
coaepauerca B AU tTuna O B COOTBETCTBUM C YKa3aHHbIM NMOOXKEHUEM;

- Ka)kgadA nocieaoBaTeNbHOCTb, cogeprkawanca B AU Tuna 4, BKAOYaeT BapuaHThbl B
BMAE 3aMELLLEHHbIX CUMBO/IOB (BapMaHTOB), MHCEPLUUU M/Un Aeneumnu
OTHOCUTENIbHO NocaefoBaTe/IbHOCTH, coaepsKalleica B AU Tuna 0 B COOTBETCTBUM C

YKa3aHHbIM NOJ1IOXKEHUNEM.

Bnokn poctyna tvna 0 ynopAgo4yeHbl (Hanpumep, MPOHYMEPOBAHbI), HO WX HE HYXHO
XpaHWMTb M/WnKM nepeaaBaTb YNOPAAOYEHHbIM 06pa3om (TeXHUYECKoe MNpPeuMyLLEeCTBO:
napannenbHas obpaboTka/napannenbHas NOTOKOBas nepeaaya, MyabTUMNIEKCMPOBaHME).

Bnokn poctyna Tvna 1, 2, 3 U 4 He HY}KHO YMNoOpAAOYMUBATb U HE HYXHO XPaHUTb U/Mnu
nepegaBaTb YNOPAAOYEHHbIM CMOCOBOM (TEXHMYECKOE MPeUMMYyLLEeCTBO: MapasiesbHasn

obpaboTKka/napannenbHaa NOTOKOBanA nepeaaya).

TexHu4yeckue pesynbratbl
TexHU4YecKkuit pesyibTaT CTPYKTYPUPOBaAHUA TeHOMHOM MHPOopmaLummn B B/IOKM A0CTyNna, Kak
OMUCaHO B HaCTOALLEM JOKYMEHTE, 3aK/1IH04YAETCA B TOM, YTO FTEHOMHbIE JaHHbIE:
1. moryT 6bITb BbIGOPOYHO 3anpolleHbl A5 A0CTyna:
- cneuuduyeckre "Kateropumn" aaHHbIX (Hanpumep, c 0coboK BpEMEHHOW UIn
H6uonorMyeckol KoHHoTalmen) 6e3 Heob6XxoAMMOCTU pacnaKoBbIBaTb NOJIHbIE

reHOMHble AaHHble WU Ha60pbl AaHHbIX VI/VI}'IVI CBA3aHHble MmeTaaaHHble.
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- cneuuduyeckme obacTn reHoma A5 Bcex "KaTeropui”, noAMHOXKecTBa
"KaTeropuit", oaHol "KaTeropumn" (c accouMMpoBaHHbIMWU MeTaZaHHbIMKU UK 6e3
HUX) 6e3 HeobXo0AMMOCTHU pacnakoBKKU Apyrux obiacTei reHoma
2. MOTYT UHKPEMEHTHO OBHOB/IATLCA HOBLIMW Al@HHbIMM, KOTOPbIE MOTYT CTaTb AOCTYIMHbI,
Korga:
- BbINO/IHEH HOBbIN aHA/IU3 FEHOMHbIX AAaHHbIX UM HAOOPOB AAHHbIX
- NoJly4yeHbl HOBblE FTEHOMHbIE AaHHble UKW HAabOoPbl AAaHHbIX MyTEM CEKBEHUPOBAHUSA
TEX e OpraHu3moB (pasHbix bMonornyeckmx 06pasLoB, pasHbiXx HUONOrMYECKUX
06pa3LLoB 0AHOro TMNa, Hanpumep obpasua KPOBU, HO MONYYEHHbIX B pyroe Bpemsa
nT.Aa.)
3. moryT 6bITb 3pPEeKTMBHO NepeKkoanpoBaHbl B HOBbIM pOpMaT AaHHbIX B Cay4vae
- HOBbIX FEHOMHbIX AAHHbIX UM HABOPOB AaHHbIX, KOTOPbIe ByAyT MCNONb30BaTLCA B
KauyecTBe HOBOro pedepeHca (Hanpumep, HOBbI pedepeHCHbIN FeHOM,
nepeHocumbiit AU Tuna 0)
- obHoBneHuA cneumdpukaumm dopmaTta KOAMPOBAHUA
Mo CpaBHEHMWIO C PelleHUAMM MPeaLlecTBYIOLLErO YPOBHA TEXHUKM, Takux Kak SAM/BAM,
BbllUEYKa3aHHble TeXHUYeckMe ocobeHHOCTM pewatwT npobnembl, CBA3AHHbIE C
HEeob6X0AMMOCTbIO GUIbTPALMKM AaHHbIX Ha YPOBHE MPUJIOKEHUN, KOrga BcCe JAaHHble

M3BJIEKAIOTCA M PACnaKkoBbIBAKOTCA U3 KOAMpPOBaHHOrO popmara.

[anee cnepyloT npumepbl CUEHapua NMPUMEHEHMUA, B KOTOPOM TaKas CTpyKTypa 6/10Ka

A0CTyNna CTaHOBUTCA nose3Ho ANA TEXHO/TIOTMYECKOro npemmyLLecTBa.

Bbi60pOUHbIN AOCTYN

B yacTHOCTM, pacKpbITas CTPYKTYpa AaHHbIX HAa OCHOBe G/10KOB AOCTyNa pas/iMyHbIX TUMOB

nossonsieT

- W3B/eKaTb TONbKO WHbopmauuilo o puaax (AaHHble uan Habopbl AaHHbIX) U3 BCe
nocnefoBaTe/IbHOCTUM Bcex "KaTeropui" uaM noamHoxkectBa (TO €CTb OAHOTO WM
bonee cnoes) unu oaHoi "KaTeropuu" 6e3 HeoBXOAMMOCTM PacnaKoBbIBaTb TaKMkKe
MHbOPMALIMIO aCCOLMMPOBAHHBLIX MeTaZaHHbIX (OrpaHMYEeHUEe HbIHELWHero YpoBHA
TexHukn: SAM/BAM, KOTOPbIM He MOXET Aa)ke MNOoAAepXUBaTb pPas/ivune MeKay

Pa3sNYHbIMU KaTeEropnamum naun CI'IOFIMVI)
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- W3BNeKaTb BCe pwAbl, BbIPOBHEHHbIE MO KOHKPEeTHbIM obnactam npegnonaraemomn
pedepeHCHON nocneaoBaTe/lbHOCTUM A/ BCEX KaTeropui, NOAMHOMECTB KaTeropum,
OAHOM KaTeropuu (C accoOUMMPOBAHHbIMM MeTaAaHHbIMM UAM 6e3 Hux) 6e3
HeobXOAMMOCTM PacnakoBKM TaKke aApyrux obnacteir reHoma (orpaHuyeHue
HbIHELLHEero ypoBHsA TeXHUKK: SAM/BAM) ;

Ha ®urype 39 nokasaHo, KaK Ana AocTyna K reHOMHOW uHdopmauum, KapTMPOBAHHOM Ha

BTOPOM cermeHTe pedepeHcHoM nocneaosaTesnbHocT (AU 0-2) ¢ HecoBnageHUAMM,

TpebyeTca ToNbKo agekoaupoBaHue AU 0-2, 1-2 n 3-2. 3To npumep CeNnekKTUBHOro A0CTyna B

COOTBETCTBMM KaK C KpUTEPUAMM, CBA3AHHBIMU C KAPTUPOBAHMEM perMoHa (T.e. NosIoXKeHue

B pedepeHCHON nocneaoBaTe/bHOCTU), TaK U C KPUTEPUAMM, CBA3AHHbIMU C dYyHKLMEN

COrNacoBaHWUA, TMPUIOKEHHON K  KOAMPOBAHHbIM  puaam  Noc/aefoBaTe/IbHOCTU

OTHOCUTENIbHO pedepeHCHOM MocneaoBaTeNlbHOCTU (Hanpumep, HEeCOBMNAaAEeHUs TO/bKO B

aTOM Npumepe).

Ewe oaAHUM TEXHUYECKMM NPEenMyLLECTBOM AB/AETCA TO, YTO 3anpocChbl K AAaHHbIM HAMHOrO

6onee 3bPEKTUBHbI C TOUKWM 3pPEHUA AOCTYNHOCTU [AHHbIX M CKOPOCTU BbINOJHEHUA,

MOCKONbKY OHWM MOTYT OCHOBbLIBATbCA Ha A0CTyNe U AEeKOAUPOBAHUU TONbKO BblOPaHHbIX

"KaTeropuit", onpeaeneHHbix obnactelt bonee ANNHHbBIX FEHOMHbIX NOCAeA0BaTeNbHOCTEN U

TOJIbKO KOHKPETHbIX cnoeB Ansa 6710koB aoctyna tmna 1, 2, 3, 4, KOTOpble COOTBETCTBYHOT

KPUTEPUAM NMPUMEHSEMbIX 3aMPOCOB U 060N UX KOMBUHaLMK.

OpraHuzauma 610KkoB goctyna tvna 1, 2, 3, 4 B ciou nos3sonseT 3dOEKTUBHO U3BJIEKATb

HYKNeOoTUAHbIe NOC/1ef0BaTENbHOCTH
- MMeloLMe KOHKPETHbIe BapuaLuum (Hanpumep, HECOBNAAEHWA, MHCEPLUUU, AeNeLum)

OTHOCUTENbHO OAHOTo UM 6onee pedepeHCHbIX FTEHOMOB;
- KOTOpble He KapTUPYHOTCA HU Ha OZMH U3 paccMaTpuBaembix pepepeHCHbIX FTeHOMOB;
- KOTOpble naeasibHO KapTUPYOTCA HA OAMH UK bonee pedepeHCHbIX FeHOMOB;

- KOTOpble KapTUPYIOTCA C OAHUM UK 6onee ypoBHAMU TOYHOCTU

UHKpemeHTHOe 06HOBAEHUe

Bnokn poctyna TMna 5 U 6 NO3BOMAKT JIETKO BBOAWMTb aHHOTauuu 6e3 HeobxoaAMmMocTH
pacnakoBbiBaTb/AeKOAMPOBaTh/pacnakoBbiBaTb Becb dakn, Tem cambiM  MOBbILIASA
spdeKTMBHOCTL 00paboTkM  danna, YTO ABAAETCA  OrpaHMYEeHMEeM  MNOAXOA0B

NpeAWwecTBYOLLEr0 YPOBHA TEXHWKU. CyLeCTBYHOLIMM PELEHUAM MO CKATUIO MOXKeT
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notpeboBaTbca A0CTyn M 06paboTka 6OMbIIOTO KOMMYECTBA CHATbIX AAHHbIX, NpeXae 4yem
6yayT AOCTYMHbI Xefaemble TFeHOMHble JaHHble. 3TO NpUMBOAMUT K HeappeKkTMBHOMY
MCNO/Ib30BaHUIO LIMPUHbI NPONYcKaHuA KaHana O3Y u 6onbluemy sHepronoTpebaeHuUto
TaKXKe B annapaTtHbiXx peanusaumax. Mpobnembl sHepronoTpebneHma n Aoctyna K Nnamatu
MOTYT BbITb YCTPaHEeHbl C MOMOLLBbIO NOAX0AA, OCHOBAHHOIO HAa OMMUCAHHbIX B HAaCTOALLEM
AOKymeHTe 6aoKax goctyna.

MexaHU3M MHAEKCaUMU AaHHbIX, ONMUCAHHbIN B NTAaBHOW MHAEKCHOM Tabnuue (cm. durypy
21), BmecTe € UCMNo/Ib30BaHMeM 610KOB A0CTyna MO3BOJIAET peann3oBaTb MHKPEMEHTHOe

obHoBNEHUE 3aKOAUNPOBAHHOTO COAEPHKUMOTO, KaK ONMNCAHO HUXKE.

[ob6aBneHne AONONHUTENBbHBIX AAHHbIX
HoBaa reHomHaa WMHPOPMaLMA MOXKET MNepuoaMyYeckn [06aBAATHCA K CyLLEeCTBYIOWMM
reHOMHbIM AAaHHbIM NO HECKONbKMM NpuumMHam. Hanpumep, Koraa:
e OpraHu3m CeKBeHUPYIOT B pasHble MOMEHTbl BpeMEHMU;
e (OaHOBpPEMEHHO CEKBEHMPYIOT HECKO/IbKO pa3Hbix 06pasu,oB O4HOTO U TOTO XKe
UHOMBUAYYMA;
e [pouecc CeKBEHUPOBAHWUA CreHePMUPOBas HOBbIE AaHHble (NOTOKOBaA nepeaava).
B BbllWeyKa3aHHbIX CUTyaUMAX CTPYKTYPUPOBAHME AAHHbIX C UCMO/Ib30BAHMEM OMUCAHHbIX B
HacToAleM AOKymeHTe 6/10KOB A0CTyna WM CTPYKTypbl AaHHbIX, ONWCAaHHOW B pasgene
dopmaTta danna, NO3BONAET UHKPEMEHTHYHO MHTEMPALIUIO BHOBb FEHEPUPYEMbIX AaHHbIX 6e3
HeoOXOAMMOCTU NEePEeKOAMPOBAHUA CYLLECTBYIOWMX AaHHbIX. [pouecc WMHKpPeMEeHTHOro
O0BOHOBNEHUA MOXKET ObITh peann3oBaH cieayroumm obpasom:
1. BHoBb creHepupoBaHHble AU mMoryT 6bITb NPOCTO KOHKAaTEHMPOBaHbI B dalinie c yxe
cywecteytowmmm AU u
2. VMHAEKCMpOBaHWE BHOBb CreHePUPOBAHHbIX AaHHbIX AWM HABOPOB AAHHbIX BK/IIOYEHO
B IMaBHYO MHAEKCHYO Tabauly, ONUCcaHHyo B pasaene popmaTta daina atoro
AOoKymeHTa. OAMH MHAEKC AO/TXKEH MNO3ULMOHMPOBaTb BHOBb CreHepUpoBaHHbIA AU
Ha cyulecTByollen pedepeHCHON Nocnea0BaTe/IbHOCTHU, APYTrMe MHAEKChI COCTOAT U3
yKasaTesiel Ha BHOBb creHepupoBaHHbix AU B dusnyeckom daiine ansa npamoro um
BbIBOPOUHOro A0CTyNa K HUM.
DTOT MeXaHM3M MPOUNNICTPUPOBaH Ha Purype 40, rae paHee CylEeCcTByWOUWME AaHHbIE,

3aKkogmpoBaHHble B Tpex AU Ttuna 1 wm detbipex AU gna Kaxpgoro tvna ot 2 go 4,
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obHoBnAOTCA Tpema AU Ana Kaxgoro Tuna, npuyem AaHHble KOAMPOBaHMA MOCTYyNatoT,
Hanpumep, U3 HOBOW NOC/NEA0BATE/IbHOCTU, MOIYYEHHOM A/1A TOTO e CaMOoro MHAMBUAA.

B KOHKpeTHOM C/lyyae UCNONb30BaHUA NOTOKOBOW Nepeaayuun reHOMHbIX AaHHbIX M HabopoBs
AaHHbIX B CXaToll popme WMHKpPeMeHTHOe OOHOB/IEHWE paHee CyllecTBYHOLLEro Habopa
[AaHHbIX MOMeT ObiTb MOJIE3HO NPU aHa/M3e AaHHbIX, KaK TO/IbKO OHW TeHepUpyoTcA
CEKBEHATOPOM M [10 TOTO, KaK dpaKTMUecKkoe CeKBeHMpoBaHWe byaeT 3aBeplueHo. MexaHu3m
KOAMPOBaHMA (Komnpeccop) MoXKeT cobupaTb Heckonbko (MHoxecTBo) AU napannenbHo
nytem "Knactepusaumu” puaoB NOCAefO0BaTe/NIbHOCTM, KOTOPbIE KapTUPYHOTCA Ha TOW e
obnactn BblbpaHHOW pedepeHCcHON nocneaoBaTenbHOCTU. Kak TonbKko nepsbii AU byaet
coAep)aTb  KOAMYECTBO  PUAOB  Bbile  NpeaBapuUTe/ibHO  CKOHPUIypUpPOBaAHHOTO
nopora/napametpa, 31oT AU roToB K OTNpaBKe B aHanu3upyolliee nNpuioxKeHue. Bmecte ¢
BHOBb 3aKOAMPOBaHHbIM 6/I0KOM A0CTyNa MeXaHU3M KOAMPOBaHUA (KOMNpPeccop) A0/KEH
ybeauTbcs, 4To BCce 6/10KM A0CTyna, OT KOTOPbIX 3aBUCUT HOBbIM AU, y)e oTnpaBfeHbl
NPUHUMAIOLLEN CTOPOHE WM OTNpPaBAAlOTCA BMecTe ¢ Hum. Hanpumep, AU Tuna 3
notpebyeT Hanuuua cooTBeTcTBytolwero AU tmna O 1 Tuna 1 Ha NpUHMMalOLLLEN CTOPOHe ANA
NPaBUAbHOTO AEKOANPOBAHUA.

MocpeACTBOM OMWCAHHOTO MEXaHU3Ma MNPUHUMAIOLLEE TPUIONKEHME ONpeaesieHus
BApMaHTOB CMOXET HayaTb OnpefesieHue BapuaHTOB B nojsydyeHHom AU, Ao TOro, Kak
NMPOLLECC CeKBEHMpPOBaHMA OyaeT 3aBeplweH Ha nepeaawowen cropoHe. Cxema 3TOro

npouecca nsobparkeHa Ha Gurype 41.

HoBblii aHanu3 pesynbTaTos.

B TeueHMe KM3HEHHOro uUMKNa 06paboTKM reHomMa K OAHUM U TeM XKe AAHHbIM MOryT
MPUMEHATBCA HECKO/IbKO WUTepauuii aHanusa reHoma (Hanpumep, pas/iMyHble BapuaHTbI
onpeaeneHna C UCNO/b30BaHWEM APYroro aaroputma obpaboTku). McnonbsosaHue AU,
OMUCAHHbIX B 3TOM AOKYMEHTE, U CTPYKTypa AaHHbIX, ONUCaHHaa B pa3saene o dopmare
daliioB 3TOro AOKYMEHTa, NO3BOAIOT MHKPEMEHTHOE OOHOBNEHME CYILLECTBYHOLMX CHATbIX
AaHHbIX pe3y/sibTaTaMu HOBOTO aHa/M3a.

Hanpvmep, HOBbIM aHanW3, BbINO/HEHHbIN Ha CyWECTBYIOWMX CHATbIX AaHHbIX, MOXeT

nponsBecTn HOBblE AdHHbIE B CNeAYOLWNX CAyYdanax:
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HoBbit aHanus moxeT moaMPUUMPOBaTL CYLLIECTBYHOLIME pe3y/bTaTbl, YXKe
acCoOUMMPOBAHHbIE C 3aKOAMPOBAHHbIMU AAHHbIMU. 3TOT BapMaHT UCMNO/Nb30BaHUA
nsobpaxeH Ha Purype 42 u peanusyetcAa nNyTem MOJHOMO MW/M YaCTUYHOIO
nepemelleHns COAEPHMMOro oiHoro 6,10Kka AoCTyna U3 OAHOro Tuna B Apyrou. B
cnyyae, ecnau Heobxoaummo co3gaTtb Hoeble AU  (M3-3a  npeaBapuTenbHO
onpeaeneHHOro MakcMMasibHOro pasmepa Ha Kaxabii AU), 4onxKHbl 6bITb CO3AaHbI
CBfiI3aHHble WHAEKCbl B I/TaBHOW MHAEKCHOW Tabnuue, U COOTBETCTBYIOLIMIA BEKTOP
A0NXKeH 6bITb OTCOPTUPOBAH NPU HEoBX0AMMOCTH.

HoBble fAaHHble NOJyYeHbl M3 HOBOMO aHa/sM3a U A0JIXHbl ObITb aCCOUMMPOBaAHbI C
CYLLEeCTBYIOWMMMN 3aKOAMPOBAHHbIMWU AaHHbIMU. B aTom cnyvae Hosble AU Tuna 5
moryT 6bITb CO34aHbl U 06beAMHEHDI C CyLecTBYOLWMM BeKTopom AU TOro e Ttuna.
3Ta cuTyauma M CoOTBeTCTBylollee OOHOBNEHME [/laBHOM WHAEKCHOW Tabauubl

nsobparkeHbl Ha Purype 43.

BapuaHTbl MCNONb30BaHWA, OMNWCaHHbIe Bblle WM W306paKeHHble Ha ®ur 42 wu 43,

peanusytotca bnaroaaps:

1.

BO3MOKHOCTM MMETb MNPAMOM AOCTYN TONbKO K AaHHbIM C HWU3KMM KavyecTBOM
KapTupoBaHus (Hanpumep, AU Tuna 4);

BO3MOKHOCTM MOBTOPHOIO KapTMPOBaHMA pUAa B HOBbIM F€HOMHbIA PErMoH MyTem
NPOCTOro co3aaHnA HOBOro 6/10Ka A0CTyNa, BOSMOMXHO, MPUHAANENKALLETO K HOBOMY
TMNy (Hanpumep, puabl, BKAoYeHHble B AU Tuna 4, moryT 6biTb peKapTMpOBaHbI B
HOBbIA PETMOH C MEHbLUMM KOMYecTBOM (TMna 2-3) HeCOBMaAEeHUA U BKIOYEHbI BO
BHOBb cO34aHHbIN AU);

Bo3amoxHoCTM co3pgaHma AU Tuna 6, cogeprKawero TONbKO HegaBHO MNOJlyYeHHble
pesynbTaTbl aHanuM3a W/UAM CBA3aHHble aHHOTauuu. B 3TOoM C/lyyae BHOBb
co3aaHHble AU no/KHbI coaepraTb "yKazatenu" Ha cyllecteyolme AU, Ha KoTopble

OHWU CCbINAKOTCA.

TpaHCKOAM poBaHune

CKaTble TeHOMHble JaHHble MOryT noTpeboBaTb TPAHCKOAMPOBAHUA, Hanpumep, B

cneayomx CUTyaLnsax:

My6anKkaums HOBbIX pedepeHCHbIX NOc/e0BaTeIbHOCTEN;

Mcnonb3oBaHuWe Apyroro anroputma KapTMpoBaHusA (pekapTupoBaHue).

43



10

15

20

25

30

Korga reHOMHble JaHHble KapTUPOBaHbI B CYLLECTBYOWEM 06LeA0CTYNHOM pedepeHCHOM

reHome, nyb6/nKaumMsa HOBOM BepCUMM yKasaHHOM pedepeHCHOM nocneaoBaTe/IbHOCTU UM

¥eJlaHWe KapTMpOoBaTb AaHHble C UCMOb30BAaHUEM APYrOro anroputma o6paboTku, cerogHa

TpebyeT npouecca pekapTMpoBaHusa. [lpM  peKapTUPOBaHWUM  CXKATbIX AAHHBIX C

ncnosbsoBaHnem dopmatoB $HaliioB NpeaLlecTBYOWEro YPOBHA TEXHMKM, TaKMX Kak SAM

nnu CRAM, Bce cxaTble AaHHble AO0/MKHblI ObiTb pacnakoBaHbl B MX "HeobpaboTaHHy"
dopmMy AnA NOBTOPHOrO KapTUPOBAHUA CO CCbIIKOM Ha BHOBb AOCTYMHYH pedepeHCHY
nocneaoBaTe/lbHOCTb WU/ C WUCMO/Ib30BaHWEM APYroro ajaroputma KapTUpoBaHuA. 3TO

BEPHO, AlaxKe ec/in HeaBHO onyb6/IMKOBaHHbIM pedepeHc Anllb HE3HAYUTEIbHO OT/IMYaeTCs

OT npeablaylwero, Wau ApPYyrol MCNONb3yembli anroputmM KapTMPOBaHWUA MPOU3BOAMUT

KapTUpoOBaHWe, KOTopoe oYeHb 6113KO0 (MU MAEHTUYHO) K NpeablayLLeMy KapTUPOBaHMIO.

MpeMmylLecTBO  TPaHCKOAMPOBAHMA  TEHOMHbIX  [@aHHbIX,  CTPYKTYPUPOBAHHbIX C

MCMO/Ib30BaHMEM OMUCAHHbIX B HacToAWeM AOKymeHTe 6/10KOB A0CTyna, 3akaw4vaeTca B

cneayowem:

1. KapTupoBaHue OTHOCUTENIbHO HOBOrO pedepeHcHOro reHoma TpebyeT TONbKO
nepekoaMpoBaHuA (AeKOMNPECCUU U CxKaTUA) AaHHbIX U3 AU, KOTOpble KapTUpYTCa B
061acTAX reHOMa, UMELLIMX M3MeHeHUA. Kpome Toro, Nosib3oBaTe/lb MOXKET BblbpaTb Te
CKaTble puabl, KoTopble no nwbol npuuMHe, BO3MOXHO, noTpebyeTcA MOBTOPHO
KapTUPOBaTb, AaXKe eC/IM OHU M3HAYa/IbHO HE KapTUPYHTCA B U3MEHEHHOM obnacTu (310
MOMET NPOU30MNTH, EC/IM NOb30BaTE/Ib CYMUTAET, YUTO NPEAbIAYLLEE KAPTUPOBAHUE UMEET

NJIOX0€ KayecTBo). ITOT BapMaHT UCMO/Ib30BaHUA M306paxKeH Ha Gurype 44.

2. Ecnm HepaBHO onyb6AMKOBaHHbIN pedepeHCHbIM reHOM OT/M4YaeTca OT npeblAyLlero
TONbKO TeM, 4YTO LUesble 06n1acTu cmelleHbl B Apyrne mecta reHoma ("nokycel"),
onepaumns TPaHCKOAMPOBAHMA MNoJsiyd4aeTca OcobeHHO npocTol u  3PdeKTUBHOM.
daKTuyecku, ytobbl NepemecTUTb BCE KapTUpPOBaHHble puabl B "cABUHYTYH" 061acThb,
AOCTaTOYHO M3MEHWUTb TO/IbKO 3HayeHMe abCOMOTHOIO MOJIOKEHUSA, COAEPrKalleeca B
cBA3aHHOM 3arosioBke (Habopa) AU. Kaxapi 3aronoBok AU coaepsKuT abCcosoTHYIO
MO/IOXKEHUE, B KOTOPOM KapTUpyeTcA MepBbit pug, coaepxawmica B AU, B
pedepeHCHOW NocnefoBaTe/IbHOCTU, B TO BPEMSA KaK BCE OCTa/ibHbIE MOJIOXKEHUA pyaa
KoaupytoTcsa anddepeHLmManbHO MO OTHOWEHMUIO K nepBoi. MNosTomy, npocTto 06HOBAAS

3HayeHue abCcoNOTHOTO MOJOMKEHMA MEepBOro puaa, Bce puapl B AU nepemellatorcs
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COOTBETCTBEHHO. 3JTOT MEXAaHU3M He MOXeT OblTb peanu3oBaH COBPEMEHHbIMMU
nogxogamu, Takmmum Kak CRAM wn BAM, nNOCKOAbKY MONOMEHUA [AaHHbIX FeHOMa
KOAMPYHOTCA B CXaTOM NOJIe3HOM Harpyske, 4Tto TpebyeT NOJIHOM pPacnakoBKU U

NOBTOPHOIO CXaTnAa BCeX Ha6opos AAHHbIX TEHOMa.

3. Korpga ucnonb3yeTca gpyro aAroputm KapTMpPOBaHWUSA, €ro MOXKHO NMPUMEHATb TO/IbKO K
4acTM CXKaTOro puaa, KOTopas CYMTAeTCs KapTUMPOBAHHOW C HU3KMM KauyecTBOM.
Hanpumep, moxeT 6biTb LenecoobpasHO NPUMEHATb HOBbIN anropuUTM KapTUpPOBaHUA
TOMIbKO AN puAa, KOTOpOe He MNOJIHOCTbI CoBMagano pedepeHcHbim reHomom. C
CyLWecTByOWMMU dopMaTaMu CerogHsa HEBO3SMOXKHO (MM TO/IbKO YaCTUUHO BO3MOXKHO C
HEKOTOPbIMU OrpaHUYEHUAMMU) M3BAEKaTb PUAbl B COOTBETCTBMM C MX KayecTBOM
KapTMpoBaHMA (T.e. HAIMYMEM U KOZIMYECTBOM HecoBnazeHui). Ecnm HoBble pe3ynbTaThbl
KapTMPOBaHWA BO3BPALLAIOTCA HOBbIMM MHCTPYMEHTaMW KapTUMPOBAHWA, CBA3AHHbIE
puabl MoryT 6bITb NepekoanpoBaHbl n3 ogHoro AU B Apyroi Toro e tuna (durypa 46)

nnu n3 ogHoro AU ogHoro tuna B AU apyroro tuna (purypa 45).

Kpome TOro, CylLeCcTBYIOLWMM peleHnuam Ana cxatusa Heobxoaum goctyn K 6onbluomy
KOMYECTBY CXaTbIX AaHHbIX U 0b6pabaTbiBaTb MX A0 TOro, Kak ByayT Mo/y4eHbl Kenaemble
reHOMHbIe JaHHble. 3TO0 NPUMBOAUT K He3pdEKTUBHOMY MCMO/b30BAHUIO MPOMNYCKHOM
cnocobHoctu 0O3Y u bGonblwemy 3sHepronoTpebsieHUO B annapaTHbIX peanu3auusx.
Mpobnembl aHepronoTpebAeHUA U A0CTyNa K NamATU MOTYyT ObiTb YCTPaHeHbl C MOMOLLbIO
noaxo/a, OCHOBAaHHOIO Ha OMMUCAaHHbIX B HACTOALLEM AOKYMeHTe 610Kax AocTyna.

Ewe oaHUMM npeumylLecTBOM peanunsauum reHOMHbIX O610KOB A0CTyMa, OMUCaHHbIX B
HacToALLLEM [IOKYMEHTe, ABAAeTcA obneryeHne napannenbHon obpaboTKM M NPUroaHOCTb
ANA annapaTHbIX ucnonHeHnin. CoBpemeHHble pelleHus, Takme Kak SAM/BAM u CRAM,

npeaHasHa4vyeHbl ANA peaansaumm ogHONOTOYHOIO NPOrpaMmmHoOro obecneyeHus.

Bbi6opouHoe wnudposaHue
Moaxon, OCHOBaHHbIN Ha 610Kax A0CTyNa, OPraHM30BaHHbIX B HECKO/IbKMX TUMaX C/I0€B, KaK
OMNUCaHO B 3TOM JOKYMEHTE, NO3BO/ISET Peasnm3oBaTh MEXaHU3MbI 3aLUMUTbl COAEPXKMMOTO, B

NPOTUBHOM C/ly4ae HEBO3MOXHble C COBpeMEHHbIMUN MOHO/IMTHbIMW peLlUeHUAMMN.
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Cneumanuctam B AaHHOM 06/1acTU M3BECTHO, YTO BO/blan YacTb reHOMHOM MHbOopMaLuuy,
OTHOCALLENCA K FreHETUYECKOMY NPOdUI0 OpraHM3Ma, OCHOBaHa Ha pa3inumnaAx (BapuaHTax)
OTHOCUTE/IbHO M3BECTHOM NocnefoBaTeNbHOCTU (Hanpumep, pedepeHCHOro reHoma wau
nonynsumMn reHomoB). MHAMBUAYANbHbIN reHeTUYeCcKuit Npodusib, KOTOPbIN A0/KEH bObITb
3aWMWeEeH OT HEeCAaHKLMOHMPOBAHHOIO A0CTyna, nostomy byaeT 3akoaupoBaH B Boku
pgoctyna TMna 3 M 4, KAaK OMNMCAaHO B 3TOM JOKymeHTe. [loatomy peanusaymA
KOHTPO/IMPYEMOro AocTyna K Haubonee YyBCTBUTE/IbHOW TEHOMHOM UWHbopmauumm,
nosy4aemon B npoLecce CEKBEHUPOBAHUA M aHanu3a, mMoxeT OblTb peasin3oBaHa nyTem
WndpoBaHUA TONbKO NonesHoi Harpy3ku 6nokos AU tmna 3 u 4 (cm. npumep Ha Purype
47). 310 obecneynT 3HaUUTE/IbHYHD SKOHOMMIO C TOUYKWU 3PEHMA KaK BbIYMCAUTE/IbHOM
MOLHOCTH, TaK U NPONYCKHOM cNOCOBHOCTU, MOCKO/IbKY pecypchbl, noTpebasawwme npouecc

UJVId)pOBaHMH, OO/TKHblI NPUMEHATbCA TO/IbKO K MOAMHOMXECTBY AaHHbIX.

TpaHCNOPTUPOBKA reHOMHbIX 6J10K0B AOCTyNa

MynbTUNNEKC reHOMHbIX AAaHHbIX

FeHomHble 6NOKM A0CTyna MOryT nepeaaBaTbCs MO CETU CBA3M B pPamKax MYy/AbTUMNIEKCA

FTEHOMHbIX  AaHHbIX.  My/bTUNAEKC  FeHOMHbIX  [aHHbIX  OofpegenseTcs  Kak

nocneaoBaTe/IbHOCTb  MAaKETUPOBAHHbIX ~ FEHOMHbIX  AaHHbIX M MeTafaHHbIX,

npeacTaB/leHHbIX B COOTBETCTBUM C KAaccuduKaumen AaHHbIX, PacKpbITOM B pamKax 3TOro
nsobpeTeHun, NnepeaaBaemblx B CETEBbIX cpeaax, rae MOryT BO3HMKaTb OLWMOKK, TakMe KaK
noTepu NakeToB.

MynbTUNAEKC TEHOMHbIX AaHHbIX MPU3BaH YNpocTUTb U caenaTb bonee 3dpdeKTUBHOM

TPaHCNOPTUPOBKY TFEHOMHbIX KOAMPOBAHHbLIX [AaHHbIX B pPas/MyHbIX cpeaax (obblMHO

ceTeBblX cpegax) u obnagaeT cAeaylwWMMKM  NPEUMMYLLECTBAMW, KOTOPbIX HeT B

COBPEMEHHbIX pelleHUnAX:

1. OH no3BOAAET MHKANCYIMPOBATb NOTOK U/IM NOC/€A0BaTE/IbHOCTb FTEHOMHbBIX AaHHbIX
(onucaHHbIX HUXKE) nnu dopmat reHoMHoro daiina, creHepUpPOBaHHbIA MHCTPYMEHTOM
KOAMPOBaHUA, B OAMH UK 6osiee MybTUMNIEKCHBIX TEHOMHbIX AaHHbIX, YTOObI
NMepeHecTn UX B CETEBYIO Cpeay, a 3aTeM BOCCTAaHOBUTb AOCTOBEPHbIN U UAEHTUYHbIN
noTok uau popmat daiina, ytobbl caenaTb Nepeaady u 4ocTyn K uHbopmaumm 6onee

adppeKkTUBHOM
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2. OH no3BonseT BbIBOPOUYHO M3B/EKATb 3aKOANPOBAHHbIE TEHOMHbIE AaHHblE U3
MHKaMCy/IMPOBaHHbIX MOTOKOB AAHHbIX A1 AEKOANMPOBAHUA U NPeaCcTaBIeHUs.

3. OH No3BONAET MY/IbTUTNIEKCUPOBATh HECKOIbKO (MHOXECTBO) HABOPOB FrEHOMHbIX
[laHHbIX B OAWH KOHTEWHEP MHDOPMALMK A5 TPAHCMOPTUPOBKU U
AEMY/IbTUNAEKCUPOBATb NOAMHOMXKECTBO NepesaBaemon MHGoOpMaLLMK B HOBbIN
MY/IbTUM/IEKC TEHOMHbIX AAHHDIX.

4. OH no3Bo/IAET MY/IbTUMN/IEKCUPOBATb JaHHbIE U MeTaZlaHHble, CO3aHHble Pa3/IMYHbIMMU
MCTOYHMKaMK (C mocneayoWwmUm pasae/ibHbIM AOCTYNOM), U/UAn NpoLuecchl
CEeKBEHMpPOBaHWA/aHaNM3a U nepeaaBaTb NOJYYEHHbIW MY/IbTUMNIEKC FTEHOMHbIX AaHHbIX
yepes ceTeBylo cpeay.

5. OH noppepuBaeT obHapyxeHne OWMBOK, TaKMX KaK NoTepu NakeTos.

6. OH noaaep»KuBaeT NpaBu/bHble JaHHbIE Nepeynopaa0YeHUA, KOTOPbIe MOTYT NOCTynaTh
He Mo NOPAAKY U3-3a CETEBbIX 3aZEPKEK, UTO AenaeT nepesayy reHOMHbIX JAaHHbIX
6onee adpPeKTMBHOM NO CPAaBHEHUIO C COBPEMEHHbIMU PeLLEeHUAMM.

Mpumep MyAbTUNNEKCUPOBAHUA TEHOMHbIX JAHHbIX NOKa3aH Ha Purype 49.

FeHOMHbII1 HA6Op AaHHbIX

B KOHTeKcTe HacToAwero usobpeteHua Habop TEeHOMHbIX AaHHbIX ONpeaenAeTca Kak
CTPYKTYPUPOBaHHbIM Habop TFEHOMHbIX [AaHHbIX, BK/AOYAOWMI, Hanpumep, FeHOMHbIe
[laHHble XWBOrO OpraHuWsma, OoAHy WAM bonee nocneaoBaTe/NbHOCTEW M MeTafaHHble,
CreHEepPUpPOBaHHbIE HECKO/IbBKUMK 3Tanamu 06pabOoOTKM FEHOMHbIX AaHHbIX, UAU pe3yabTaT
CEKBEHMPOBAHUA TFEHOMa MBOTO oOpraHuMama. OAMH MYNbTUM/IEKC TE€HOMHbIX AaHHbIX
MOET BK/OYaTb HECKO/IbKO HabopoB TFEHOMHbIX AaHHbIX (Kak B MHOrOKaHa/lbHOM
CUEHapUK), rae KaxAablt Habop AaHHbIX OTHOCUTCA K pasHbiM OpraHuamam. MexaHu3m
MY/NIbTUMN/IEKCUPOBAHUA HECKO/IbKMX HabopOB AaHHbIX B OAWH MY/bTUMNIEKC TEHOMHbIX
[LaHHbIX peryavpyetca uHopmaumen, coaepallenca B CTPYKTYpax AaHHbIX, Ha3blBaeMbIX
CNUCKOM HabopoB reHOMHbIX AaHHbIX (GDL) n Tabanuein KapTMpoBaHWUA FTEHOMHbIX AAHHbIX

(GDMT).

CnncoK HabopoB reHOMHbIX AAHHbIX
Cnncok HabopoB reHOMHbIX AaHHbIX (GDL) onpeaenaeTcsa Kak CTPYKTypa AaHHbIX, B KOTOPOM

nepevyncneHbol BcCe Ha60pbl reHOMHbIX AadHHbIX, AOCTYMHbIE B MY/IbTUN/NIEKCE TEHOMHbIX
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AaHHbIX. Kaxkapl M3 nepeuyncneHHbix HabopoB FeHOMHbIX AAHHbIX MAEHTUPUUMpPYeTCA
YHUKANbHbIM 3Ha4yeHMEeM, Ha3blBaeMbiM MAEHTUMKATOPOM Habopa reHOMHbIX AaHHbIX
(GID).
Kaxabli Habop reHOMHbIX AaHHbIX, NepedncaeHHblt B GDL, accoummpoBsaH c:
® OZHWUM MOTOKOM FreHOMHbIX IaHHbIX, HECYLLMM OZHY Tabaunuy KapTMpOBaHUA
HabopoB reHOMHbIX AaHHbIX (GDMT) U naeHTUOUUMPYEMbIM KOHKPETHBIM
3HaueHuem naeHTUduKaTopa notoka (genomic_dataset_map_SID);
® OZHWUM MOTOKOM reHOMHbIX IaHHbIX, HECYLLMM OZHY Tabanuy KapTMpPOBaHUA
pedepeHcHbIXx naeHTudMKaTopoB (RIDMT) n naeHTUPUUMPYEMBIM KOHKPETHbLIM
3HauyeHuem naeHTuduKaTopa notoka (reference_id_map_SID).
GDL oTtnpasnaeTcA Kak NoJsie3HaA Harpyska OZHOro TPAHCNOPTHOrO MakeTa B Hauvasne
nepesayn MOTOKA TFEHOMHbIX JAAHHbIX; 33aTeM €ero MOXHO NepuoanyYeckM MNOBTOPHO
nepegasaTb Ana obecneyeHna NPoOM3BOIBHOTO AOCTYNaA K NOTOKY.
CUHTaKCUC CTPYKTYypbl AaHHbix GDL npeactaBneH B Tabnuvue HUXKe € yKasaHMem Tuna

AadHHbIX, aCCOUNNUPOBAHHOTO C KaXXAblM CUHTAKCUYECKUM S/TEMEHTOM.

CUHTaKCHC Tun gaHHbIX

genomic_dataset list() {

list_length (annHa cnucka) CTpOKa 6uTOoB

multiplex_id (naeHTUdUKaATOP | cTpOKa BuTOB
MYNbTUNNEKCA)

version_number (Homep Bepcumn) CTpOKa 6uTOoB

applicable_section_flag ouT

(npumeHumbI dnar pasaena)

list_ID (mpeHTMdMKaATOpP cnmucka) CTpoKa 6uToB

for (i=0;i<N;i++){ N = KO/IMYecTBO TeHOMHbIX
HabopoB  fAaHHbIX B  3TOM

rEHOMHOM MY/IbTUNJIEKCE

genomic_dataset_ID CTpOKa 6uToB
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(noeHTMPUKAaTOPp  reHomHoro  Habopa

AAHHbIX)

genomic_dataset_map_SID (SID | cTpoka 6uToB

KapTbl HAB6oOpa reHOMHbIX AaHHbIX)

reference_id_map_SID (SID kapTbl | cTpoka 6uTOB

pedepeHCcHbIX naeHTUdUKaTOpPOoB)

}

CRC_32

CTpOKa 6uToB

CUMHTaKCHUYeCKne anemeHThbl,

3HauyeHue n GyHKUMIO.

COCTaBAAOLWME ONUCaHHbIM Bbllwe GDL, nmetloT cneayrouiee

section_length

none CTPOKM OMTOB, YKasbiBalowee KoAMyectBo 6anTos,
COCTaBNAKOIWMX Pa3zes, HauuHawolleecs cpasy nocse nons

section_length n Bkntouatowee CRC.

multiplex_id

none CTPOKW BUTOB, C/yKallee MeTKOW Ana naeHTudpuKaumm
3TOr0 My/bTUNNIEKCMPOBAHHOTO MOTOKa M3 N06Oro Apyroro

MY/IbTUM/IEKCA BHYTPU CETM.

version_number

CTpoka 6uUTOB, yKasblBatolaas HOMEP BepcuM BCEro pasgesna
CNUCKA TEeHOMHbIX JAaHHbIX. Homep Bepcuu  A0MKEH
yBeNMYMBaTbCA Ha 1 BCAKMM pa3, Korga W3meHAeTcs
onpegeneHne Tabnuubl KapTUPOBAHUA TEHOMHbIX AAHHbIX.
JocturHys 3HaveHua 127, oHo Bo3Bpawaetca Ha 0. Koraa
3HayeHue apply_section_flag yctaHoBneHo Ha "1", TO Homep
BEPCUM [OO0/KEH COOTBETCTBOBAaTb HOMEPY MPUMEHMMOrO B
HacToALlLee BpeMsa CnNMcKa HabopoB reHOMHbIX gaHHbIX. Koraa
applicable_section_flag YCTaHOB/EH Ha "o", TO
version_number AOMKEH COOTBETCTBOBATH HoMepy
cnepywowero nNpUMEHUMMOro Crnucka HabopoB reHOMHbIX

JIaHHbIX.

applicable_section_flag

1-6MTHBIN MHAOMKATOP, KOTOPbIMA NpK 3HadYeHun "1" yKasbiBaerT,
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YTO OTNpaB/ieHHan Tabinua KapTMpoBaHMA Habopa reHOMHbIX
[laHHbIX TMNpPUMEHUMMa B HacTosulee Bpemsa. Korga 6uT
ycTaHoBneH Ha "0", 3To 03HauaeT, YTo OoTnpas/ieHHan Tabaunua
ellle He NPUMEHMMa U 0/KHa CTaTb caeaywuein Tabavuen,

KOTOpas CTaHeT AeACTBUTE/IbHOM.

list_ID

3To none CTPOKM 6UTOB, MAEHTUIMUMPYIOLLEE TEKYLWMK

CNMNCOK TreHOMHDbIX AdHHbIX.

genomic_dataset_ID

genomic_dataset_ID - none cTpoku 6UTOB, KOTOpOe 3agaeT
reHOMHbIA Habop [AaHHbIX, K KOTOPOMY MpUMEHSsEeTCs
genomic_dataset_map_SID. 3To none He AOMKHO NPUHMMATD
OAHO 3HaueHue 6osee OAHOrO pasa B npeaenax oOAHOM

BEPCUM TabAnLbl KApTUPOBaHWUA Habopa reHOMHbIX JaHHbIX.

genomic_dataset_map_SID

genomic_dataset_ map SID - none  CTpOKM  OGUTOB,
naeHTMbMLMpytoLLEee NOTOK FTEHOMHbIX AAHHbIX, COAEpPKaLLUit
Tabnuuy KapTupoBaHua Habopa reHOMHbIX AaHHbIX (GDMT),
acCoUMMPOBaHHYO C 3TUM HabopomM TFeHOMHbIX AaHHbIX. Hu
oAuH genomic_dataset ID He gomkeH umeTb Bosee oAHOro
accoummpoBaHHoro genomic_dataset map SID. 3HaueHue

genomic_dataset_map_SID onpeaensietcs nosb3oBaTenem.

reference_id_map_SID

reference_id_map_SID - none CTPOKMU 6uTOB,
naeHTUdMLMpYoLee NOTOK FEHOMHbIX AAHHbIX, COAEepKaL M
Tabnuuy KapTuMpoBaHuAa pedepeHCHbIX WAEHTUPUKATOPOB
(RIDMT), accouuupoBaHHyHO C 3TMM HabopoOM TreHOMHbIX
AaHHbIX. HM oauH genomic_dataset ID He pomkeH umeTb
bonee opHoro accoummposaHHoro reference id_map_ SID.
3HauyeHue reference_id_map_SID onpeaensaeTca

nonb3oBaTesiem.

CRC_32

3To none CTpoKM OUTOB, KOTOpPOE COAEPKMT 3HaYeHue
NpoBepKM UenocTHocTm ana Bcero GDL.  TunuyHbim
aNropuTMOM, UCNONb3yEMbIM ANA 3TOM PyHKUMM, ABNAeTCA

anroputm CRC32, Bbigatouimin 32-6UTHOE 3HaYeHuUe.
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Tabauua KapTMpoBaHMA HA6OPOB reHOMHDbIX AaHHbIX

Tabnuua KapTMpoBaHUA HabopoB reHoMHbIX AaHHbIx (GDMT) cospaeTca u nepeaaerca B
Hayane npouecca NOTOKOBOM nepedaun (M, BO3MOXKHO, NEPUOAMYECKM MNepeaaeTca
NOBTOPHO, O6HOBAAETCA wAM uaeHTUbOUUMpyeTca AnA obecneyeHUs BO3MOMKHOCTU
06HOBNEHUA TOYEK COBMaZeHMsA (COOTBETCTBUSA) U pPe/IeBaHTHbIX 3aBUCMMOCTEN B NMOTOKOBbIX
AaHHbIX). GDMT nepeHocuTCA OAHMM MaKeTOM, C/AeAy lMM 3a CNUCKOM HabopoB
FeHOMHbIX [AAHHbIX, U coAepXuUT cnucku SID, maeHTUbMUMpYOWME MNOTOKM FEHOMHbIX
AAHHbIX, COCTaBAAWIME OAMH Habop reHOMHbIX AaHHbiXx. GDMT saBnAeTcAa NOHOM
Konnekumein Bcex MAEHTUPUKATOPOB NOTOKOB FEHOMHbIX AaHHbIX (Hanpumep, reHOMHOM
nocnenoBaTeNbHOCTU, pedepeHCHOro reHoma, mMeTaZlaHHbIX M T.A4.), COCTaBAAIWMX OAUH
Habop TreHOMHbIX [aHHbIX, MNEepPeHOCMMbI TeHOMHbIM MyabTUMeKcom. Tabnuua
KapTMpoBaHWA Habopa reHOMHbIX [AaHHbIX CNocobCTBYeT MNPOW3BOIBHOMY AOCTYNy K
reHOMHbIM MOC/NeA0BaTeNIbHOCTAM NPeaocTaBnAas  MAEHTUUKATOP MOTOKAa TEeHOMHbIX
AaHHbIX, aCCOLMMPOBAHHbIN C KaXabiM HABOPOM reHOMHbIX AAHHbIX.

CUHTaKcUC CTPYKTYpbl AaHHbix GDMT npeactasneH B Tabnvue HWXKe € yKasaHMem Tuna

AaHHbIX, aCCOUMNPOBAHHOTO C KaXXAblM 3/1eMEHTOM CUMHTAKCUCA.

Syntax Tun gaHHbIX

genomic_dataset _mapping
_table() {
(Tabnuua kapTupoBaHua Habopos

reHOMHbIX AaHHbIX)

table_length CTpOKa 61TOB
genomic_dataset_ID CTpOKa 61TOB
version_number CTpOKa 61TOB
applicable_section_flag out

mapping_table_ID (ID CTpOKa buTOoB

Tab/MLbl KAPTUPOBAHMA)

genomic_dataset_ef length CTpOKa 61TOB

(AnvHa nona pacwupeHus Habopa
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reHOMHbIX AaHHbIX)

for (i=0; i<N; i++) { N = KoAn4ecTBO NOJIEN paclUMpeHus,
accoUMMPOBaHHbIX C 3TUM Habopom

reHOMHDbIX AaHHbIX

extension_field() (none CTPYKTYpa AaHHbIX
paclmpeHus)
}
for(i=0;i< M ;i++) { M = KOIMYecTBO NOTOKOB FEHOMHbIX AAHHbIX,
aCCOLMMPOBAHHBIX C STUM KOHKPETHbIM
Habopom AaHHbIX
data_type (TmMn gaHHbIX) CTpOKa 6uToB
genomic_data_SID CTpOKa 6uToB
gd_component_ef _length CTpoKa 6uToB
(anuHa nons paclmpeHus

KOMNOHEHTa reHOMHDbIX p,aHHbIX)

for(1=0; | <K; i++){ K = KonnuecTBo nonei paclimpeHus,
acCoOUMMPOBAHHbBIX C KaXKAbIM MOTOKOM

FreHOMHbIX AaHHbIX

extension_field () CTPYKTYpa AaHHbIX

CRC_32 CTpOKa 61TOB

CUHTaKcHnueckue snemeHTbl, coctasnatowme GDMT, onucaHHble Bbilwe, MMEIOT cneaytouiee

3HaYeHue n GyHKLMUI.

version_number, OTUM 3/1eMEHTbl UMEIOT TO e 3HauveHue, yto u anaa GDL

applicable_section_flag

table_length, none CTPOKM OWMTOB, YKasbiBawllasa KoOAMYECTBO 6alToB,
COCTaBAAWIIMX Tabnvuy, HayuMHaa ¢ nona table length wn

BKk/toyasa none CRC_32.
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genomic_dataset_ID

nose CTPOKM OUTOB, UAEHTUPULIMPYIOLLLEE FTEHOMHbIM Habop

JlaHHbIX

mapping_table_ID

none CTPOKKU 6MTOB, MAEHTUOULMPYIOLLEE TEKYLLYID Tabauuy

KapTMpOBaHWUA Habopa reHOMHbIX AaHHbIX

genomic_dataset_ef length

none CTpoKM 6uMTOB, YyKasbiBawlluee uyucao 6HantoB
HeobA3aTenbHOro nonsa extension_field, accounmpoBaHHoro ¢

3TUM Ha60pOM reHOMHbIX AdHHbIX

data_type

none CTpoku 6VITOB, YKa3biBawouwee TUn reHOMHbIX AdHHbIX,
nepeHoCnmbIx NnakeTamm, VILI,eHTVId)VILI,VIpOBaHHbIMVI

napameTpom genomic_data_SID.

genomic_data_SID

none CTPOKM BUTOB, yKasblBawowee MAeHTUPUKATOP MOTOKa
MaKeToB, HEeCyWMX 3aKOAMPOBaHHblE TEHOMHbIE [JaHHble,
accouMMpOoBaHHble C OAHMM KOMMOHEHTOM 3Toro Habopa
FeHOMHbIX AaHHbIX (Hanpumep, nonoxeHusa pugos read p,
nHbopmalma o cnapmsaHuu read p U T.4., Kak onpeaeneHo B

3TOM M306peTeHun)

gd _component_ef length

none CTPOKM OMTOB, VyKasbiBawllee uyucao 6Hantos
HeobAsaTenbHOro nons extension_field, accounmpoBaHHoro ¢
FEHOMHbIM MOTOKOM, MAEHTUOULMPOBAHHBIM MNapameTpPom

genomic_data_SID.

CRC_32

310 none CTPOKM OWUTOB, KOTOPOE COAEPMKWUT 3HAYEHMe
NPoOBEPKM UENoCTHOCTM anAa  Bcero GDMT. TunuuyHbim
aNropuTMOM, UCNONb3yeMbIM AN 3TOW YHKUMK, ABAAETCA

anroputm CRC32, Bbiaatouimin 32-6UTHOE 3HaYeHUe.

Mona pacwmpeHun extension fields apnatoTca HeobA3aTeIbHbIMU AECKPUNTOPAMM, KOTOpPbIE

MOTYT UCMNO/b30BaThCA ANA Aa/lbHENLLEro onucaHus n1Mbo Habopa reHOMHbIX aHHbIX, 1M60o

OAHOTO KOMIMOHEHTAa Ha6opa reHOMHbIX AdaHHDbIX.

Tabnunua KapTMpPoOBaHUA pedepeHCHbIX MAEHTUPUKATOPOB
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Tabnuua KapTMpoBaHuA pedepeHcHbIX naeHTuduKaTopos (RIDMT) cosagaeTcs u nepeaaetcs
B Hayase npouecca noTokoBon nepeaayn. RIDMT nepeHOCUTCA OAHMM MaKeToM,
cnefiyrolulMm 3a CNUMCKOM HabopoB reHoMHbIX AaHHbIX. RIDMT onpeaenseTt KapTMpoBaHue
MEXAY YWUC/OBbIMU WAEHTUPUKaTOpamu pedepeHCHbIX nocneaosaTenbHocTel (REFID),
coaepalmMmnca B 3aronoBke 610Ka aoctyna, U (06bIMHO NMTEpPasibHbIMUK) pedepeHCHbIMU
naeHTMbMKaTOpamm, cogepKalMmnca B r1aBHOM 3aro/I0BKe, ykasaHHOM B Tabsvue 1.
RIDMT moxeT nepmMoanyeckm NoBTOPHO nNepegasatbea ANA:
e peanusauunun o6HOBNEHWA TOUEK COOTBETCTBUA U Pe/IeBaHTHbIX 3aBUCUMOCTEN B
NMOTOKOBbIX AAHHbIX,
® oAAepXKKU MHTerpaLmnm HOBbIX pedepeHCHbIX Nocie0BaTeIbHOCTEN,
[06aB/IeHHbIX K paHee CyLecTBYIOWMM (Hanpumep, CUHTETUYECKUX pedepeHCoB,
CO34aHHbIX B npoueccax cbopku de-novo)
CUHTaKCcUC CTPYKTYpbl AaHHbIX RIDMT npeactaBneH B Tabnvue HUKe C yKasaHWem Tuna

AadHHbIX, aCCOUMNPOBAHHOTO C KaXXabiM 3/1EMEHTOM CUHTAKCUCA.

CUHTaKcnc Tvin AaHHbIX

reference_id_kapmupoeaHue_table()

{

(tabnuua KapTUMpOBaHuA

pedepeHCcHbIX naeHTUGUKaTopOoB)

table_length CTpOKa 61TOB
genomic_dataset_ID CTpOKa 6uTOB
version_number CTpOKa 61TOB
applicable_section_flag out
reference_id_mapping CTpOKa 61TOB

_table_ID
for (i=0;i<N;i++){ N = KonuyectBO  pedepeHCHbIX

nocnenoBaTeIbHOCTEN,

accoUuMMpPOBaHHbIX c Habopom
reHOMHbIX NaHHbIX,
MAEHTUPUUMPOBAHHbIX  MapameTpom

genomic_dataset_ID
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ref_string_length (mnvHa

CTpOKM pedepeHca)

CTpOKa 61TOB

for

(i=0;i<ref_string_length;i++){

ref string[i] 6anT
}
REFID CTpOKa 61TOB
}
CRC_32 CTpOKa 61TOB

CuHTakcu4yeckme anemeHTbl, coctasadaowme RIDMT, onucaHHbie Bblle, MMEIKT cieaytoulee

3HaueHue n GyHKUMIO.

table_length, genomic_dataset_ID,
version_number,

applicable_section_flag

JTM 3N1eMeHTbl MMEIOT TO e 3HaYeHue, YTo U ana

GDMT

reference_id_mapping table ID

none CTPOKM  6UTOB,

naeHTndUUmMpyLlee
TEKyLLYH Tabnauuy KapTMpoBaHWA pedepeHCHbIX

naeHTuduKaTopos

ref string_length

none CTPoKM BMTOB, YKasbiBaloOLLEE KO/MYECTBO
cumBosioB (6aliToB), cocTtaBnaolmx ref string, 3a

UCK/IIOYEHMEM CUMBO/IA KOHLLA cTpokm (\ 07).

ref stringl[i] none 6alTa, KOAMPYHOLIEE KaX[blM CUMBOJI
CTPOKOBOIO npeacTaB/eHus pedepeHCHOM’
nocnegoBatenbHocT (Hanpumep, "chrl" ana
xpomocombl 1). Cumson KoHua crtpoku (\ 0)
HeobfA3aTeIeH, TaK Kak OH HEABHO BbIBOAMTCA U3
nons ref_string_length

REFID Mone CTPOKM 6uToB, O/IHO3HaYHO
naeHTudUUMpyolLEee pedepeHcHyto
nocnefoBatenibHOCTb. OHO  3aKOAMPOBaHO B
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3arosioBke 6/10Ka AaHHbIX KaK none REFID.

CRC_32 None CTPpOKM OUTOB, KOTOpPOE  COAEPHKUT
3HaYeHWe nNpOBEpPKU LENOCTHOCTM AAA BCero
RIDMT. TUNUYHBIM anropuTMOM, UCNONb3YyEMbIM
Ans aton dyHKUMM, asasetca anroputm CRC32,

BblAawoWMM 32-6UTHOE 3HaYeHMe.

NOTOK reHOMHbIX BAHHbIX
MynbTUNNEKC FeHOMHbIX JAHHbIX COAEPXUT OAUH UK Bonee NOTOKOB FEHOMHbIX AAHHbIX,
NPUYEM KaXKabl MNOTOK MOXET TPAHCNOPTUPOBATb
® CTPYKTYypbl AAHHbIX, COAEpPKaLLMe TPaHCNOPTHYO MHOopMauuio (Hanpumep, CNUCOK
HabopPOB reHOMHbIX aHHbIX, TabanLY KapTUpoBaHMA Habopa reHOMHbIX Z@HHbIX U
T.4.)
® aHHble, NPpUHaanexalme ogHOMY U3 CI0EB FTEHOMHbIX ZaHHbIX, ONMMCAHHOMY B
AaHHOM u3o0bpeTeHuu.
® MmeTaZaHHble, OTHOCALWMECH K TEHOMHbIM AAaHHbIM
e nobble gpyrue AaHHble
MOTOK reHOMHbIX AaHHbIX, COAEPKALLMIA reHOMHble AaHHble, MO CyTM npeacTaBaseT cobou
NnakeTMpoBaHHyl0 Bepcuto Cnos reHOMHbIX AaHHbIX, rAe KaxKAbl nakeT npegBapAeTca
3aro/IOBKOM, OMWUCHIBAIOLWMM COAEPXKMMOE MaKeTa U ero CBA3b C APYTMMWU 3/1eMeHTamu
MYNbTUNNEKCA.
dopmaT NOTOKa reHOMHbIX AaHHbIX, ONMWCaHHbIN B 3TOM AOKyMeHTe, u dpopmar daina,
onpeaeneHHbIn B 3TOM M306peTeHUU, ABNAIOTCA B3AMMHO KOHBEPTUPYEMbIMU. XOTA NOHbIN
dopmat Paiina morKeT BbITb BOCCTAHOB/IEH NMOJIHOCTHIO TOJIBKO MOC/AE TOrO, KakK BCe AaHHble
6blIM MONyYeHbl, B CAy4ae MOTOKOBOM Nepeaayun WHCTPYMEHT AEKOAMPOBaHMA MOXKeT
BOCCTAaHOBUTb M NOAYYUTb AOCTYM, a TaK¥Ke HavyaTb 06pabOoTKy YaCTUUHBIX AaHHbIX B ntoboe

Bpems.

MOTOK reHOMHBbIX AaHHbIX COCTOUT U3 HECKOJ/IbKUX 6/10KOB F€EHOMHbIX AaHHbIX, Ka)-l-(ﬂ,bll\;l n3

KOTOPbIX COAEPHKNUT OANH NN bosiee NakeToB reHOMHbIX AaHHbIX. BAoKKM reHOMHbIX AaHHbIX
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(GDB) - 370 KOHTelHepbl reHOMHOM MHbOPMaL MK, cocTaBaaoWMe OANH reHoMHbIM AU. GDB
MOXEeT OblTb pa3fiesleH Ha HEeCKOJ/IbKO MaKeTOB FEHOMHbIX ZIaHHbIX B COOTBETCTBUU C
TpeboBaHMAMM KaHana CBA3M.

FeHOMHble 6/710KM AOCTyNa COCTOAT M3 OAHOro uau 6onee 6/10KOB FEHOMHbIX [aHHbIX,
NPUHAANENKALMX Pa3HbIM MOTOKAM reHOMHbIX AAHHbIX.

MakeTbl reHOMHbIX AaHHbIX (GDP) - 3To eaMHMUbl nNepegauun, coctasaawwme oauH GDB.
Pasmep nakeTta 06bI4HO yCTaHaB/IMBAETCA B COOTBETCTBUM C TpebOBaHMAMM KaHana CBA3M.
Ha ®urype 27 nokasaHa B3aMMOCBA3b MEXKAY F€HOMHbIM MY/IbTUMNIEKCOM, MOTOKamM,
6nokamu goctyna AU, 6710Kamu M NnakeTamu Npu KOAMPOBAHUKU AaHHbIX, MPUHAANEXKALMX
Knaccy P, Kak onpegeneHo B sTom M3obpeTeHun. B sTom npumepe TpyU reHOMHbIX NMOTOKa
WMHKancyAnpyoT WHOOPMALMIO O MNOMOXKEHWUM, CNApPUMBAHMM U OOPAaTHOM KOMMIEMEHTE

PUI0B Noc/ieA0BaTeIbHOCTH.

BNOKM FeHOMHbIX AaHHbIX COCTOAT M3 3aro/I0BKa, MONE3HOW HarpysKu CXaTbiX AAHHbIX U
3ano/HEeHUs JONONHUTENbHOW MHbOPpMaLMeEN.
B Tabnuue HuXe npuBeaeH Npumep peanusauuu 3aronosBka GDB ¢ onucaHuem KasKaoro

nona n TUMNUYHbIM TUNOM AaHHbIX.

Tun gaHHbIX OnucaHue Tun
DAHHDbIX
Mpedukc 3ape3epBMpPOBaHHOE 3HaYeHUe, WCNoNb3yemoe AA CTpOKa
CTapTOBOroO KoAa O/IHO3Ha4YHOM NAEHTUPUKaL UK Hayana bnoka butoB
6noKa (BSCP) reHOMHbIX AaHHbIX.

UaeHTUdUKaTOp OAHO3HaYHO  MAEHTUOULMPYET  C/AIOM  TEHOMHbIX CTpOKa

dopmarta (Fl) [IaHHbIX, K KOTOPOMY NPUHAAEXUT BI0K. 6uToB

®nar POS (PSF) Ecnm yctaHosneH dnar POS, 610k coaepxut 40-6utHoe ouT
none POS B KoHue 3arosioBka 670ka W nepejg

HeobA3aTe/IbHbIMU NMONIAMMU.

®nar 3anonHenns | Ecam yctaHoBneH d¢nar 3anonHeHusn, 670K cooepKuT ouT

(PDF) AononHuTenbHble 6aiTbl 3aMo/IHEHUA NOCAE MO/e3HOM
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Harpysku, KOTOpble He SABAAKTCA 4YacTblo MNOJIE3HOM

Harpysku.

Pasmep 6nokKa Konuuectso 6aliToB, cocTaBaslwWwmMx 610K, BK/OYas CTpOKa
(BS) 5TOT 3aro/IOBOK W MOJIE3HYKO Harpy3Ky M WCKAK4Yas 6uToB
3anonHeHue (obwmin pasmep 610Kka byaeT paBeH BS +
pa3mep 3ano/IHeHWA).
ID 6noka goctyna | OaHO3HA4YHbLIN naeHTuduKaTop, JNINHENHO CTpOKa
(AUID) yBenuuuBawlmnca (He obsasatenbHo Ha 1, xoTA 6uTOB
pekomeHayetca). Heobxogum  anAa  peanusauumu
NPaBUIbHOTO NPOU3BO/IBHOTO AOCTYMNa, KakK ONUCaHo B
rNaBHOW WMHAEKCHOM Tabnuue, onpeaeneHHON B 3TOM
n3obpeTeHuu.
(HeobszaTenbHo) | OgHO3HaYHbIM MAEHTUDMKATOP, UAEHTUDULMPYIOLWMIA CTPOKa
ID pedepeHca pedepeHCHyl0  NocnefoBaTe/NlbHOCTb, K  KOTOPOM 6uTOB
(REFID) oTHocutcA AU, cogepawmn 3T1oT 610K, 3ITO
Heobxoaumo, Hapaay ¢ nonem POS, ana obecneveHus
HaZ/IeXKallero NpoM3BO/IbHOMO AOCTYNa, KaK ONUCaHo B
rMaBHOM MHAEKCHOM Tabnuue.
(HeobasaTtenbHo) | MpucytcteyeT, ecnn PSF paBeH 1. MNonoxeHue Ha CTpPOKa
POS (POS) pedepeHCcHOM nocseaoBaTe/IbHOCTU NepBOro puaa B 6uToB
6noke.
(AononHutenbHble | JononHWUTEeNbHblE HeObA3aTeNbHbIE MO, NPUCYTCTBUE CTpOKa
HeobA3aTesbHble | coobulaeTca napameTpom BS. banToB
nona)
MonesHasn Bnok  KOAMPOBaHHOMW  FeHOMHOW  MHbOpPMaL UK CTpOKa
Harpyska (cMHTaKcuyeckMe 31emMeHTbl OnucaHbl B AaHHOM 6aiiToB
nsobpeteHum
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(HeobnasaTtenbHo) | (HeobszaTenbHo, npucyTcTBMe curHanusupyetca PDF) CTPOKa

3anosiHeHue ®PUKCMpPOBAHHOE 3HA4YeHWe CTPOKM OUTOB, KOTOpoe 6utoB
MOMHO BCTaBWUTb As  AOCTUXEHWA COOTBETCTBUA
TpeboBaHMAM KaHana. Ecnu npucyTcTByeT, MepBbli
6alT  yKasbiBaeT, CKO/IbKO 6alToB  cocTaBaseT

3anonHeHue. OTbpacbiBaeTcA AeKOAEePOM.

Ucnonb3osanmne AUID, POS n BS nossonaer gexkogepy BOCCTaHABAMBATb MeXaHU3MblI
WHAEKCAUMW JaHHbIX, Ha3blBaemble TNaBHOM WHAEKCHOW Tabnuuen (MIT) u nokanbHoOM
nHaeKkcHou Tabnuuei (LIT) B aTom n3obpeTteHnn. B cueHapmumn NOTOKOBOM nNepeaayn AaHHbIX
ucnonbsoBaHne AUID u BS no3sonAeT npuMHUMAlOWEN CTOPOHE AMHAMWYECKU MOBTOPHO
Bocco3aasaTb LIT nokanbHO, 6€3 HeobxoaMMOCTU OTNPaBAATb AOMNONAHUTE/IbHbIE AaHHbIE.
UcnonbszosaHue AUID, BS n POS nossonut BoccoszaaTb MIT nokanbHo 6e3 HeobxoanmmocTu
OTNPaBKM AONOJHUTE/IbHbIX AAHHbIX.
37O umeeT TEXHUYECKOE NPeumMyLLLEecTBO A/1A
® CHUMXEeHMSA M3aepXKeK KOAUPOBAHUA, KOTOPbIE MOTYT ObITb 6OBLLIMMMU, €CIN
nepepaetca BcA LIT;
® yCTpaHeHWA HeEOHXOAUMOCTU NOJIHOTO KAPTUPOBAHUA MEXAY reHOMHbIMM
NonoXeHnaMmn n 610KaMu A0CTyna, KOTopoe 06bIMHO HEAOCTYMNHO B CLLEHAPUK
NOTOKOBOM Nepeaayu
BNOK reHOMHbIX AaHHbIX MOXET ObITb pa3fesieH Ha oAuH uan 6onee NakeToB FreHOMHbIX
AAHHbIX, B 3aBUCUMOCTU OT OrpaHMYEeHUIN CETEBOro YPOBHA, TAKMX KaK MaKCMMaJsibHbIM
pasmep naketa, KO3pdbULMEHT NOTEPU NaKeToB M T.A4. [1akeT reHOMHbIX JaHHbIX COCTOUT U3
3aro/I0BKa M NOME3HOW Harpy3KM KOAMPOBaHHbIX UM 3alUMPPOBaHHbIX FTEHOMHbIX AaHHbIX.

KaK OnucaHo B Tabauue HUKe.

Twun gaHHbIX OnucaHue Pasmep

AaHHbIX
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ID noToka OaHO3HauHo naeHTuduumpyet ™n OAHHbIX, CTpOKa
(SID) NMEPEeHOCMMbIX 3TMM nakeTom. YTobbl KapTupoBaTb 6uToB
MOEHTUOUKATOPbI NOTOKA € TUMAMMK AaHHbIX, B Havane
noToka Heobxoauma Tabnuua KapTMpoBaHuMA Habopa
FreEHOMHbIX  AaHHbIX.  Mcnonb3syetca  Takke  AnA
OBOHOBNEHUA TOYEK COOTBETCTBMA W  pesieBaHTHbIX
3aBUMCMMOCTEN.
MapkepHbi | YcTaHOBNEH AnA nocnegHero naketa 6710Ka poctyna. o6ut
61T 6/10Ka MosBonseT naeHTMOUUMPOBaTL NocieaHni naket AU.
focTyna
(MB)
Homep CueTumk, accouMMpOBaHHbIN c KaXabIM CTPOKa
cyeTuMnKa MAEHTUPUKATOPOM NOTOKA, IMHENHO YBE/MYMBAIOLLMMCA 6uTOB
naketoB (SN) | Ha 1. Heobxoaum ana naeHTMdbuKaumm paspbiBos/notepb
naketoB. O6HynseTca nocne 255.
Pasmep Konuuectso 6aWToB, COCTaBAAKLWIMX NaKeT, BK/OYaA CTpOKa
naketa (PS) | 3aronoBoK, Heoba3aTe/bHbIE MO/SA U NONE3HYI0 HAarpy3Ky. 6uTOB
®nar YCTaHOB/IEH, €C/IM NPUCYTCTBYHOT NOAA PaCUMPEHUS. ouT
paclmpeHus
(EF)
MNons HeobAsaTenbHble NOAA, MNPUCYTCTBME CUTHANU3UPYETCH CTpOKa
pacwmpeHusa | napameTtpom PS. banToB
MonesHasn OaHHble 6/10Ka (Becb 6/10K Unu pparmeHT) CTpOKa
Harpyska banToB

FeHOMHbIA MYNbTUNNEKC MOMET ObiTb AEKOAMPOBaH AOJ/IKHbIM 0H6pPasom TOJ/IbKO B TOM
cny4yae, eciv Nony4yeH xota 6bl OAUH CMUCOK HabOpPOB reHOMHbIX ZlaHHbIX, OfHa Tabauua

KapTUMpOBaHWA Habopa reHOMHbIX AAHHbIX U OAHa Tabauua KapTMpoBaHWUA pedepeHCHbIX
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MOEHTUOMKATOPOB, MNO3BONAKOWAA KApPTMPOBaTb  KaXAblh MNAaKeT €  KOHKPETHbIM

KOMMNOHEHTOM Ha6opa reHOMHbIX AadHHbIX.

MNpouecc MyAbTUNIEKCHOTO KOAUPOBaHUA

Ha ®urype 49 nokasaHo, KaK nepen npeobpa3oBaHMeM B CTPYKTYpPbl [AaHHbIX,
npeactaB/ieHHble B 3Tom  u306peTeHMM, HeobpaboTaHHble [AaHHble T[EeHOMHOWM
nocneanoBaTe/ibHOCTM HeobxoAMMO KapTupoBaTb Ha oAHOM uauM 6onee pedepeHCHbIX
nocneoBaTeIbHOCTAX, M3BECTHbIX anpuopu (493). Ecan pedepeHcHan nocneaoBaTe/IbHOCTb
HeAoCTyMHa, MOXKET ObITb NOCTPOEH CUHTETUYECKUI pedepeHC U3 HeobpaboTaHHbIX AaHHbIX
nocnegoBatensHoct (490). 3T1oT npouecc HasbiBaeTtcA cbopkol de-novo. Yike
BbIDOBHEHHbIE  AaHHble MOryT ObiTb MOBTOPHO  BbIPOBHEHbl ANA  YMEHbLUeHUA
MHPOPMaLMOHHOM 3HTponuu (492). Nocne BbipaBHMBAHUA TEHOMHbIW Knaccudukatop (494)
CO34aeT K/acchl l@aHHbIX B COOTBETCTBUM C GYHKLMEN COMOCTAaBAEHUSA PUAOB C OAHOW UM
6oneen pedepeHCHbIMM MOCNEAOBATE/NbHOCTAMM W OTAeNAeT meTagaHHble (432)
(Hanpumep, NOKasaTeNM KayecTBa) W AaHHble aHHoTauui (431) OT reHOMHbIX
nocnenoBaTeslbHOCTEN. 3aTem aHanusaTop AaHHbix (495) reHepupyeT 610KM A0CTyna,
OMUCaHHble B 3TOM M306pEeTEHUU, U OTNPABASAET UX B FTE€HOMHbIM MmynbTUnaekcop (496),

KOTOPbIA reHEPUPYET FEHOMHbIN MYIbTUIMIEKC.
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GOPMYJTA U3OBPETEHUA

1. Cnocob nepenaum reHOMHbIX Z@HHbIX C UCMO/Ib30BAHUEM MY/IbTUNIEKCUPOBAHUSA, B
KOTOPOM MY/IbTUTN/IEKCMPOBaHHbIE MOTOKKU AaHHbIX (480) copeprKart:

CTPYKTYPY AaHHbIX CMWCKa Habopa reHOMHbIX AaHHbIX (481) Ana npeaocTaBiAeHUA CNMUCKa
BCeX HABOPOB reHOMHbIX AaHHbIX (482-483), npuyem yKasaHHble Habopbl TEHOMHbIX AAHHbIX
coaepraT reHOMHbIE iaHHble, AOCTYMHbIe B FTEHOMHbIX NOTOKax (484);

CTPYKTYpPY [AaHHbIX Tabnuubl KapTupoBaHua Habopa reHOMHbIX JAaHHbIx (485) ana
npeaocTaB/ieHna UAeHTUPUKATOpa KaXKAOro MOTOKA YKa3aHHbIX TFEHOMHbIX JaHHbIX,
CBA3AHHbIX C KaXKabIM HAOOPOM reHOMHbIX AaHHbIX (482 — 483);

M Habopbl reHOMHbIX AAHHbIX, pa3buTblie Ha 6AO0KM AOCTYyNa € NPOU3BOJIbHbLIM AOCTYNOM

(486)

2. Cnoco6 no n.l, 4ONONHUTENbHO coAepKalmi Tabnuuy KapTUpoOBaHUA pedepeHCHbIX
naeHTudukatopos (487) pgna  obecneyeHWs  KapTUPOBAHWUA  MEXAY  UMCIOBbIMM
naeHtTMdMKaTopamm pedepeHCHbIX MNocnefoBaTeNbHOCTEN, COAEPKALMXCA B 3aro/loBKe
6noKka (291) ykasaHHbIX 610K0B aAoctyna (486), u pedepeHcHbIMM uaeHTUDUKATOpPaAMK,

coaepKallMMnUca B rnaBHOM 3aronoBke (488) noToka.

3. Cnocob no n.2, xapaKTepU3VYILIMIACA TEM, UYTO YKa3aHHbIA FeHOMHbIM Habop AaHHbIX

pasgeneH Ha 610KK gocTyna

4. Cnocob no n.3, xapaKTepusyLlIMIACcA TeM, YTO YKasaHHble 6/I0KM AocTyna pa3buTbl Ha

610KK (489)

5. Cnocob no n.4, xapaKTepusywLWMACcA TeEM, YTO yKa3aHHble 6/IOKM pa3buTbl Ha NakeTbl

(4810)

6. Cnocob no ntbomy U3 NpeablAyLInX NYHKTOB, XapaKTePU3YIOLIMIACA TEM, YTO YKa3aHHbIN
CMUCOK HabopOB rEHOMHBIX AaHHbIX COAEPHKUT MHPOpMaL MO ANA MaeHTUPUKALMK NOTOKA,
acCoOUMMPOBAHHOIO C KaKAblM HaboOpOM TeHOMHbIX AaHHbIX, NpeAHa3HaYeHHOro A/A

MYNbTUNNEKCUPOBAHUA B MY/IbTUNNEKCUPOBAHHOM MOTOKE.
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7. Cnocob no nwbomy m3 nn.1-5, xapakTepusylMNCA Tem, 4YTO yKasaHHaA Tabauua
KapTUMPOBaHWA Habopa reHOMHbIX AAHHbIX COAEPHKUT MHbOPMaLMIO ANA UAEHTUDUKALMM
TOYEK COOTBETCTBMA U  COOTBETCTBYHOLIMX  3aBUCMMOCTEM  MeXAy  Pas/IMyHbIMU

MYNbTUNNEKCUPOBAHHBIMW NOTOKAMMU.

8. Cnocob no n.7, xapakTepusywlUMKWcA Tem, UYTO YKa3aHHble  pas/in4yHble
MYJ/IbTUNNEKCUPOBaHHble NMOTOKM cofepar: reHOMHYI0 nocnefoBaTeIbHOCTb,

pedepeHCHY reHOMHY0 NOCNeA0BaTEIbHOCTb, MeTaAaHHbIe.

9. Cnocob no n.1, xapakTepusyLMNCA TEM, YTO YKasaHHyo Tabanuy KapTuposaHusa Habopa

reHOMHbIX AaHHbIX NepejatoT B O4HOM NaKeTe Nnocae Cnucka HabopoB reHOMHbIX AaHHbIX.
10. Cnoco6 no n.9, xapaKTepu3ylLMINCA Tem, YTO YyKasaHHyl Tabauuy KapTUpPOBaHUA
Habopa reHOMHbIX [AaHHbIX MEepUOAMYECKM MepesarT MOBTOPHO WAW OBHOBAAT ANA

O0BHOBNEHUA TOYEK COOTBETCTBMA U COOTBETCTBYHOLLUX 3aBUCUMOCTEN B MOTOKOBBIX OaHHbIX.

11. Cnocob no n.1, xapaKTepU3YyKILIMIACA TEM, YTO YKa3aHHbIA cnMcok (481) reHOMHbIX

[laHHbIX OTMPAB/AOT B KAYECTBE NO/IE3HOMN Harpy3KM 04HOro TPAaHCMNOPTHOIO NaKeTa

12. Cnocob no n.12, xapakTepu3yLINACA TEM, UTO YKa3aHHbIA CMMCOK FEHOMHbIX AAaHHbIX

nepuoanYeCKU NepeaatoT NOBTOPHO A1 obecneyeHma NPOM3BO/IbHOTO AOCTYMNa K NMOTOKY.

13. YcTpoWcTBO ANA Nepenayn reHOMHbIX AaHHbIX, UCMOIb3YoLLee My/IbTUMNIEKCUPOBAHME,

cofiepKallee cpeacTsa, Noaxoaslime A7 OCyLEeCTBAEHUA cnocoba no nyHKkTam 1-12

14. BcnomoraTtenbHbie AaHHblE, coxpaHawLwme reHOMHbIe AaHHble,

MY/IbTUNNIEKCUPOBAHHbIE COrIAaCHO cnocoby no nyHkTam 1-12

15. MalunHouMTaembld HoOcuTeNb WHPOPMAaLMKM, Ha KOTOPOM 3anucaHa nporpamma,

cofepallan Habopbl KOMaHA A5 BbINOAHEHMs cnocoba no nyHkTam 1-12
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16. dopmat Paina XpaHEHUA TEeHOMHbIX AAHHbIX, MY/IbTUNIEKCUPOBAHHbIX COrM1acHO

cnocoby no nyHkTam 1-12

17. YcTpoicTBO ANna nNpuema TeHOMHbIX [AaHHbIX, CoJAep)allee cpeacTBO AaA
AEMY/IbTUNNEKCMPOBAHMA MOTOKAa TEHOMHbIX [aHHbIX, MNpUYEeM YKasaHHbIM NOTOK

cbopmupoBaH cnocobom no nyHkTam 1-12
18. Cuctema pans nepefadnm reHOMHbIX JaHHbIX, COAepXKallad YCTPOUCTBO A/A

MY/NbTUMNNEKCUPOBAHUA U YCTPOMUCTBO ANA AEMY/IbTUNNEKCUPOBAHUA, YKa3aHHbIe B MyHKTax

13 un17.
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GOPMYJIA USOBPETEHUA

(no cT1. 34PCT, gna paccmoTpeHus Ha per. dase B PO)

1. Cnocob nepesayun reHOMHbIX I@aHHbIX B BUAE MY/bTUMNIEKCUPOBAHHbIX NOTOKOB ZlaHHbIX
(480), copepxawmx:

CTPYKTYPY AaHHbIX CNUCcKa Habopa reHomHbIX AaHHbIX (481) ana npeaocTaBAeHUs CMUCKA
BCeX HABOPOB reHOMHbIX AaHHbIX (482-483), npuyem yKasaHHble Habopbl TEHOMHbIX AAHHbIX
coaepraT reHOMHble A aHHble, AOCTYMHbIe B FTEHOMHbIX NOTOKax (484);

CTPYKTYPY [AaHHbIX Tabauubl KapTMpoBaHus Habopa TreHOMHbIX fAaHHbIXx (485) ana
npefocTaB/ieHna uAeHTUOUKATOPA KaxKAOro MNOTOKA YKa3aHHbIX TEeHOMHbIX [AaHHbIX,
CBA3AHHbIX C KaXKabIM HAOOPOM reHOMHbIX AaHHbIX (482 — 483);

M Habopbl reHOMHbIX AaHHbIX, pa3buTble Ha GAOKM AOCTyNna C NPOU3BOJIbHbIM AOCTYNOM
(486), npuuem yKasaHHble MOTOKM TE€HOMHbIX AaHHbIX (484) comepXUT KOAMPOBaHHblE
BbIPOBHEHHbIE PUAbl, OPraHM30BaHHbIE B MHOMXECTBO C/N0EB AeCKPMNTOPOB FOMOreHHbIX
OAHHbIX ANA OAHO3HAYHOrO NpeacTaBAeHMA PUAOB NOCAeA0BaTEe/IbHOCTU, MpUYem B O4HOM
cnot  (pos) XpaHWUTCA MNONOMEHMEe KapTMpOBaHME NepBOro puaa OTHOCUTEJIbHO
pedepeHCHOro reHomMa, a Bce ZIPYyrve MoJIOKEeHMA BbipaXKeHbl Kak PasHOCTb OTHOCUTE/IbHO
npeabiAyLwero noloXeHUsa U XPaHATCA B cneuuanbHOM Cnoe, NMPUYEemM YKasaHHbIA cnocob
AOMNONHUTENBHO BK/OYaeT

CXaTue YKa3aHHbIX C/N0eB FOMOTeHHbIX AECKPUNTOPOB AaHHbIX M nepegady yKa3aHHbIX

NOTOKOB AdHHDbIX.

2. Cnocob no n.l, AONOAHUTENbHO coAep:KalWun Tabnuly KapTUpoBaHUA pedepeHCHbIX
naeHtudukatopos (487) pana obecneyeHUA KapTUPOBAHUA  MENKAY  YMC/IOBbIMU
naeHTuduKkaTopamu pedepeHcHbIX NocieoBaTeNlbHOCTEN, COAEpPXalUMXCA B 3arojloBKe
6noka (291) ykasaHHbIXx 610K0B aoctyna (486), u pedepeHcHbIMM UAEHTUDUKATOpPaAMK,

coaepKallMMnca B rnaBHOM 3aronoske (488) noToka.

3. Cnocob no n.2, xapaKTepu3YILMIACA TEM, UYTO YKa3aHHbIM FeHOMHbIM Habop AaHHbIX

pasgeneH Ha 610KM aocTyna.
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4. Cnocob no n.3, xapaKTepusyLlIMIACcA TeEM, YTO YKasaHHble 6/10KM AocTyna pas3buTbl Ha

610KM (489).

5. Cnocob no n.4, xapaKTepusywLWMNCA TeM, YTO yKasaHHble 6/I0KM pa3buTbl Ha NakeTbl

(4810).

6. Cnocob no ntobomy U3 NpeablAyLMX NYHKTOB, XapaKTepPU3YIOLMIACA TEM, YTO YKa3aHHbIN
CNUCOK HabopPOB reHOMHBIX AaHHbIX COAEPHKUT MHPOpMaLMIO ANA MaeHTUPUKaLMK NOTOKA,
acCoOUMMPOBAHHOIO C KaXKAblM HaboOpOM TeHOMHbIX AaHHbIX, NpegHa3HaYeHHOro AnA

MYNbTUNNEKCUPOBAHUA B MY/IBTUNNEKCUPOBAHHOM MOTOKE.

7. Cnocob no nwbomy w3 nn.1-5, xapakrepusylowmnca Tem, 4YTO yKasaHHaa Tabauua
KapTMpOBaHUA Habopa reHOMHbIX AAHHbIX COAEPXUT UHbOPMALMIO ANA UaeHTUPUKaALMM
TOYEK COOTBETCTBMA W  COOTBETCTBYIOLMX  3aBUCMMOCTEW  MEXAY  Pas/iMYHbIMM

MYNbTUNNEKCUPOBAHHbBIMU NOTOKAMMU.

8. Cnocob no n.7, xapakTepusywlUMihca TeM, UYTO YKa3aHHble  pas/in4yHble
MY/IbTUNNEKCUPOBaHHbIE NOTOKM copepar: reHOMHYO nocnefoBaTeNIbHOCTD,

pedepeHCHY reHOMHY0 NOCNeA0BaTE/IbHOCTb, METaAaHHbIe.

9. Cnocob no n.1, xapakTepusyLIMNCS TEM, YTO YKasaHHy Tabauly KapTuposaHuA Habopa

reHOMHbIX AaHHbIX NepeaatoT B OAHOM MNaKeTe nociae CnncKa Ha60pOB reHOMHbIX AaHHbIX.

10. Cnocob no n.9, xapaKTepu3ywLMNCA Tem, YTO YKasaHHyH Tab/uuy KapTUpOBaHMUA
Habopa reHOMHbIX [aHHbIX MEPUOAMYECKM MepenatoT MOBTOPHO WM OBHOBAAKT AN

OOHOB/IEHUA TOYEK COOTBETCTBMUA U COOTBETCTBYHOLLUX 3aBUMCUMOCTEN B MOTOKOBbIX AaHHbIX.

11. Cnocob no n.1, xapaKTepU3YKILIMIACA TEM, YTO YKa3aHHbIA cnucok (481) reHOMHbIX

[aHHbIX OTMPAB/AOT B KAYECTBE NO/IE3HOMN Harpy3KM 04HOro TPAaHCMOPTHOrO NakKeTa.

12. Cnocob no n.12, xapakTepusyLIMIACA TEM, YTO YKa3aHHbIA CMIMCOK FEHOMHbIX AAaHHbIX

nepuoAnYECKU NepeaatoT NOBTOPHO A/1a obecneyeHMsA NPOM3BO/IbHOIO AOCTYMNa K NMOTOKY.
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13. YcTpolcTBO ANA nepefavv My/ibTUNNEKCUMPOBAHHBIX TEHOMHbIX AaHHbIX, coAepKalee

cpeAcTBa, noaxoasaumMe Aas ocylwectsneHms cnocoba no nyHktam 1-12.

14. YcTpOWUCTBO ANA XPaHEHMUA, COXPaHALLEe TeHOMHbIE [aHHble, CXaTble COrNacHo

cnocoby no nyHkTam 1-12

15. MalunHouMTaembld HocuTenb WHPOPMaLMKU, Ha KOTOPOM 3anMcaHa nNporpamma,

coaepkallana Habopbl KOMaHA A1 BbINOAHeHMA cnocoba no nyHkTam 1-12.

16. Cnocob no nn. 1-12, B KOTOPOM AaHHbIE OPraHM30BaHbI € NosydYeHnem popmata danna.
17. VYcTpoMcTBO ANnAa npuema TFeHOMHbIX [aHHbIX, coAep)Kalee Ccpeactso  AA
AEMYNbTUNNIEKCUPOBAHMA MOTOKA TEHOMHbIX [AaHHbIX, MNPUYEM YKa3aHHbIM  NOTOK

cbopmupoBaH cnocobom no nyHktam 1-12.

18. Cuctema ana nepegayv My/AbTUNNEKCMPOBAHHbIX TEHOMHbIX AaHHbIX, COZEprKallas

YCTPOMCTBO A5 Nepeaadn u ycTPoOMCTBO A5 NpUEMa, YKa3aHHble B NyHKTax 13 n 17.



CekseHnpoBa-
Hue
reHoma

IAHHOTUpPOBaHUE
BapvaHTOB

O6paboTka
OaHHbIX

1/25

1
C6opka/
BbipaBHu-
BaHue

CxaTtne Gzip

O6HapyxeHue
BapuaHToB BAM/CRAM
¢0pMyJ'IVIpOBaHVIe
AHEMNE f— M TeCTUPOBaHUe
rmnoTesbl

®durypa 1 - TunnyHbIn KOHBeep 06paboTkn reHoma 1 hopmartbl hannos.

®durypa 2 - dopmaTtbl reHOMHbIX (haifoB U UX CBA3b.

DaHHble . ad

SERTEE T
nocrenoBaTenbHoCTA / / /
pvuabl B hopmate \ e
fore ety
“

FastQ ™
Co6opka WUNX | BelpaBHuBaHWe
de-novo o pedepeHcy
MonHbIA unu :
YacTUYHbIA FeHOM B
topMmaTe R
SAM/BAM

®urypa 3 - BoipaBHMBaHUe pyAOB FreHOMHOW NocnefoBaTenbHOCTHU.
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Pug 1 Pug 3 Pug 2 Pun4 | Pun 6 Pun5 |

PedepeH. nocneposar. [

pO0=0 pl=10000 p3=10180 p2=10320 p4=10450 p6=10620 p5=10850

5 p3-pl=180
Cnoit Pos 10000 | 180 670 D5 — p3 = 670

®urypa 4 - Kak koaMpyeTcs NonoXxeHue NepBOro puaa Tpex KapTUPOBaHHbIX Nap pMAOB B croe Pos.

MPUMEP
lMocmosxHas Onura npoymeruii = 100

Pug 2 Pug 4 Pwn 6 Pmp 5

_ il

p0=0 pl=10000 p3=10180 p2=10320 p4=10450 p6=10620 p5 = 10850

Pug 1 Pwn 3

PedepeH. nocneposar.

PaccmosiHusi cnapueaHusi p2—-pl-100 =220
P 220 | 170 | -330 |  p4-p3-100=170
p6 — p5-100 =-330

®urypa 5 - PacueT paccTosiHMA ciapMBaHuA ANsA Tpex nap puaos

rPMEP

Haubonee seposimHoe paccmosiHue crnapueaHus rnonoxexul (MPPPD) = oLmBKa criapuBaHus = -1

2 f——
owmnbka cnapueaHus = 2 MPPPD

[r1] [Ra| [R3] [rs| [r2] [R7] [r8] |[R6| [R9] R11] R1d [r17

]PedaepeHCHaﬂ nocnegosaTensHOCTb

BekTop owmbok cnapuBaHus

pair 2 {312 |-1,0 0

OnyuonanbHo, cnoll pair moxem 6bims SughgbepeHyUanbHO 3aKo0UPO8aH 8 pair'.

51-311 0 BekTtop ownbok cnapuBaHus

pair’ 2 | -5

®durypa 6 - PacyeTt olumb0K cnapuBaHuA.
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rIPUMEP

Mapa 1 =Pug 1+ Pua 2 lNocmosHHas dnura pudoe = 100

Mapa2=Pug3 +Pug4
Mapa3=Pug5+Pug6

Pupo 1 Pug 3 Pup 2 Pwup, 6 Pun 5
PediepeHcHas nocnenosarensbHocTs 1 .

I'Iqeu 4 7

PedepeHcHas nocnefosarensHoeTb 4 . |
pO=0 pl=10000 p3=10180 p2=10320 p4=10450 p6=10620 pS=10850

PaccmosiHusi cnapueanus | 220 | Oxffffff | 4 170 -330 p2—pl-100=220
3ape3epBMpOBaHHOE 3HajueHve (dnar) =" / p4-p3-100=170
p6~p5-100=-330

unoeHTndmkaTop pedepeHCHON NocneqoBaTebHOCTU, ECIM OH OTNIMYAEeTCH OT
TeKyLero pegepeHca

durypa 7 - Koraa Pup kapTupyeTcs Ha Apyroi pedpepeHc, Hexenu ero napa Pug 4), kK paccTosiH1IO
cnapuBaHus fo6aBnsilOT AoNoNHUTeNbHbIe AeckpunTopbl. OAUH AeCKPUNTOP - 3TO CUrHanbHbIA dnar,
BTOPON - uaeHTUdMKaTop pecepeHca, a 3atem - paccTosiHUe cnapuBaHus.

yers 1 A A C T G G A T T C G A T A

pug 1

w2 ' T I Tl G| Al ClC|T|A|lA|lG|CI|T|A|T

A G C T
pvg 2
®durypa 8 - B aton nape npouteHmi pug 1 npoucxogut u3 uenu 1, a pua 2 - u3 uenum 2.

Len 1 A A C T G G A T

A
T|lcl|lae| A ET A
R —_

obpaTHbI KOMNNeMeHT puaa 2

®urypa 9 - O6paTHbI KOMNNEMEHT puaa 2 6yaeT 3aKkoAUPOBaH, eCniv B KayecTse pedepeHca
ucnonb3yeTtcs Uenb 1.
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3nemMeHT cnos

-y rl rcomp

uenb 2 rc 1

uens 1

uenb 2 L— rcz
r2

uenb 1 rl e — rc3

uenb 2 —u

uenb 1 rc4

rl r2

uenb 2

durypa 10 - YeTbipe BO3MOXHbLIX KOMOMHALMK PUAOB COCTaBIAIOLNX Napy NPOYTEHUNA, 1
COOTBETCTBYIOLEee KoaupoBaHMe B crioe rcomp.

Pegepec) A | A | C | T | G| G| A | T | T|C|G|A|T]|A

Pug 1 Pug 2

w
S
~d
w

Cnoil nmis 1

Cnovi nmis (anddepeHumansHoe
KOAMpOBaHWe) 1 2 1 3 S

®urypa 11 - Pacyet N-HecooTBeTCTBMI B C/I0€ nMis.

Peepernc| A ' A |l Cc | Tl G| G| A | T| T|lcCclag|A|T]|A
Al T | TI|N T| G| A | N
Pua 1 Pua 2

®durypa 12 - 3ameHbl B KapTUPOBaAHHOW Nape puMAaoB
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PedepeHc A C T G G A - T c G A T A
C G N C N T
Pra 1 Pwp 2
Cno#t snpp 2 3 5 6 S
Cnoi snpp (anddepeH-
LuuanbHoe KoguposaHue) 2 1 2 1 S

®urypa 13- PacyeT nonoxeHuin 3ameH B Buae abconioTHbIX U AndcepeHUManbHbIX 3Ha4eHUN.

Pede- | Pug 3aKoavpoBaHHbI
peHc cMBOn

Cnon snpt (6ea kogos IUPAC) A | C | idxAQ=1
Twn 3ameH paccunTbiBaeTCs Kak MHOEKC Al G dx(A.G) = 2
BEeKTopa 3aMeH, COCTaBEHHOro u3 Bcex N —ATI_3

BO3MOXHbIX CUMBOSIOB. Hanpumep: idx(AT) =
S=[A C,G T, N,Z], rae Z = gpeneuyusn A N idx(A,N) =4
HanpaBneHvne nHgekca C A idx(C,A) =5
® KOAWMPOBAHWE cnpasa Haneso c | a dx(C.G) = 1

® JEKOOMNPOBAHMWE cnesa HanpaBso :

c | T idx(C,T) =2
C | N | idCN)=3
G A idx(G,A)=4
G C idx(G,C) = 5
Pedbe- | Pua | 3akonmposanHbiit Pede- | pyg | 3akoavpoBaHHbIi G T !dX(G,T) =1
peHc CcCUMBOnN peHc CUMBOIJ1 G N |dX(G,N) = 2
A | del. | idx(AZ)=5 N | A | idx(NA)=2 T | A idx(T,A) = 3
C | del. | idx(C,Z)=4 N | C | idNC)=3 T, c idx(T,C) = 4
G | del. | idx(G,2)=3 N | G | idx(N,G)=4 T | G idx(T,G) = 5
T | del. | idx(T2)=2 N | T | idx(NT)=5 T | N idx(T,N) = 1

durypa 14 - PacuyeTbl CUMBOMNOB, KOAMPYOLMX 3aMeHbl 6e3 kogos IUPAC.
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PedcepeHc

KoguposaHue.)

Cnoii snpt

Cnoi snpt (audpdepeHumansHoe

KogMpoBaHue.)

cumBosioB. Hanpumep:

HanpaBsneHvue nHgekca

A A C T G G A T T G A T
A C G N N T
Pva 1 Pwvg 2
Cnoii snpp (gucbcepeHumansHoe 2 1 2 1 S
1 4 4 5 S
1 3 0 1 S
®durypa 15 - KogpupoBaHue 3ameH B crnou snpt.
Pedve- | pug 3aKoanpoBaHHbIN
peHc CMMBON
Cnou snpt (c konamm IUPAC) VI R
Twn 3ameH paccynTbiBaeTCAd Kak MHOEKC BEeKTopa - L
3aMeH, COCTABNEHHOMO U3 BCEX BO3MOXHbIX A | Y | idx(AY)=10
A T idx(AT)=3
S = [A1 C1 G’ T’ N’ Z’ IVI’ R’ W’ S’ Y’ K’ V’ H, D1 B] A N |dX(A,N)=4
C R idx(C,R)=6
® KOOWPOBAHWE cnpaBa Haneeo c G CC) o1
® [IEKOLVPOBAHWE cresa Hanpago idX(C,G) =
C T idx(C,T)=2
C W idx(CW)=7
G H idx(G,H) =11
G C idx(G,C) =15
Pede- | Pug | 3akogupoBaHHbIi G B idX(G,B) =13
peHc cuMBOn
G N idx(G,N) =2
N | M | idxNM)=2 T | A | idxTA)=13
N W idx(NW)=4 T M idx(T,M) = 4
N S idX(N,S) =5 T K ldX(T,K) =8
N B idX(N,B) =11 T \Y; idX(T,V) =9

®durypa 16 - PacyeTbl cMMBONOB, KOAMPYOLWMUX 3ameHbl ¢ kogamu IUPAC.
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OpaurH croit NonoXXeHWn Ha KaXXabl TUMN 3aMeHbl

PecepeHc
A A C T G G A T T C G T C
A C T T C N T T
- Punit Pun 2
Ay e e e s ST 3HaueHue, ykasbiBaloLLee Ha OTCYTCTBME HECOoBMNaaeHUin aToro
A lk‘ 0 )F 6 J{ l T 1_ ‘I r Tvna Ans KoAUpoBaHHOW Napbl pUaoB
C 7 ‘\<— —T T 1 T 1 1 ﬁépaoe Hecoané‘ueﬁue, kOTopbe ‘ﬁnynéTrneKoﬁw;oaaﬁo B é'ro|7|
I‘\ 2 i{ 0 l I ! i i I nape. MepBbiit CroA, Noanexalyuin 4eKoaupoBaHUIO, AOMKEH
G I N l l } I l { 1 GbiTb OTMeueH conarom B 3aronoeke 6noka gocryna
0 2
--.\é -------------------------- dnar, cUrHanusupyoLLuin 06 OKoHYaHUK NepBoi Napbl pUOOB
T l 3 ’ 8 k 0 3 } 8 l 0 l I 1 OH cnepyet 3a HaMbGONbLUMM AEKOONPOBAHHBLIM 3HAYEHWEM ONs
~. 7 nepsow napb!
N Jelof | [ [ [ |
Pug 4
Pug 3
A G G T C A T T

PedepeHc A A C

G G G A T T C G T C

¢Durypa 17 — AnbTepHaTMBHasa MCXxoaHaa MoAenb ANA 3aMeH, rae KOOAWPYHOTCA TONIbKO NONOXeHUus HO

MCNONb3yeTCA OAMH CITION Ha KaXAbIA TAN 3aMEeHbl.

. n 3 -
Cno# indt (6es konos IUPAC) R it creon
S=[AC, G T N,Z] c
HanpaBnexne /2 .
® KOIOMPOBAHWE cnpaBa HaneBo
® [EKOOVMPOBAHME cnesa HanpaBo G 8

T 9
N 10
Pedbeperc | A | A | C | T G|A|T|T|C]|G T|C
T |G CIN|T|T
Pug 1 Pup 2

Cnoi indp (andpdepeHumnansHoe
KogupOBaHue)

Cnoit indt

Cnoii indt (gudbcbepeHuuanbHoe
KogupoBaHue)

5132 |5]S

®durypa 18 - KogupoBaHue 3ameH, MHCEPLWUIA 1 Aeneuvin B nape puaoB khacca |, koraa koasi IUPAC He

MCNoNb3yHOTCA.
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v . WHcepumsa | 3akoaupoBsaH-
Cnou indt (c konamn IUPAC)
S=[AC,GTNZMRW,SY, KV, H,D, B] A 16
HanpasneHue c "
® KOAMPOBAHWE cnpaBa Haneso
® [IEKOOVPOBAHWE cnesa HanpaBo G 18

T 19
N 20

Pepepec | A | A | C | T| G |G| A | T|T|C|G T | C
A | C T| G C|R|T|wW

Pua 1 Pwna 2

Cnoii snpp (audbdepeHumnansHoe 1 1 4 1 1 S
KogupoBsaHue.)

Cnoii snpt 15(4 |5 |19|5|S
Cnoi1 snpt (andbdpepeHumansHoe
KoaupoBaHue.) 15 1-11| 1 |18 |-14| S
®urypa 19 - KognpoBanue 3ameH, MHCepLUI 1 Aeneuvin B Nape puaoB Knacca |, korga ucnonb3yroTcs
koabl IUPAC.
YHuKanbHbIA Pasmep Otcuér N 6roku NneHTUUKaTO- | PedepeHchl
ID Bepcns aaronoska pedepeHca pbl pedepeHca thep M.LT.

®durypa 20 — 3aronoBoK 3aKOAMPOBAHHOW reHOMHOMN MH(pOpMaLMK.
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[(MaBHasa nHOoekcHas Tabnuua

Mo3numK kKapTUpoBaHMs
6nokoB goctyna

MonoxeHune Ha pedepeHCHO
nocrnegosaTenbHOCTU NepBoro
npouTeHus B Kaxxagom AU

3T yKasaTenu UcrnonbLayTes
ans «nepexogay K
hU3NYEeCKUM NONOXKEHNAM B
pedbepeHcHOn
nocrnegoBaTesnibHOCTU

durypa 21 -naBHan HAEKCHaA Tabnuua coaepXuT NoNoXeHus B pedepeHCHbIX NOCNeA0BaTeNIbHOCTAX
nepBOro NpouTeHus B Kaxxaom AU.

OsHauvaer, 4To 3-e npoyTeHne
B 3-m AU knacca P
KapTMpyeTcs Ha pedepeHce 2
B nonoxexuu 130298

Paspenvtenb

Knacc P \

10000 | 73987 (123897 ... S 12078 | 62656 {130298|235019] ... S

¥

OsHauvaer, 4To nepBhbiii pya B nepeom AU knacca P kapTupyeTcs
Ha pedepeHce 1 B noavmuyum 10000

®Purypa 22 - MNpumep 4acTnuHoi MIT, nokasbIBalOLWMA NONOXEHUA KAPTUPOBaHUA NEPBOro NPoYTeHUs B
Kkaxxaom AU nonoxeHus knacca P.
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O6iuee uncro 6rokos ﬂOKaanaﬂ NHOEKCHas Taﬁnwua (3nemeHTb| AUn)
Twn cnos poctyna % 3
n 6 Ykazartenu Ha AU B nonesHon Harpyake | CneundunyHble ans
: nuT Ll,enoe yuerno (AUn) Moanuyn nepeoro GaiiTa kaxaoro AU B NONeaHow Harpyake | cros MeTaaaHHsIe
Harpyska
7 it e 0 g bt 5 a5, 2 . .
! :
i1 Bnok1 | Brok 2 | Briok 3 | Briok 4 | Briok 5| Briok 6 | Briok 7 | Briok 8 | Bnok 9 | 5rok10 ‘
: t
] ]
% #,

Purypa 23 noxanbuan uunexcuaa 'ra6nuu.a B 3arosfioBKe CIiofl NpeAcTaBnsieT cobon BEKTOP yKasaTenemn
Ha AUn B none3Hou Harpy3ke.

i e

Tun crnos  Obluee unucno

6nokoB foctyna

JlokanbHas nHaekcHast Tabnuua (anemeHTbl AUN)

P

3aronosok

3

0

5

7

8

2500

98037115784

178930[213578/255904

294090

312490

356730

AUl

AU2

AU3

Au4

AU9 |AU10

AU11

AU12

AU13

Aui4

AU15

AU16

®durypa 24 — Npumep NnokanbHOM MHAEKCHOW Tabnuubl.

Harpyska

n
‘\
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[naBHaa uHOekcHasa Tabnuua n nokanbHbIe
WHOEKCHble Tabnuubl

KomnoHeHTbl MIT

®durypa 25 — ®yHKLMOHaNbHaA CBA3b MeXAY rMaBHOW MHAEKCHOW Tabnuuei 1 nokanbHbIMU UHAEKCHbIMUY
Tabnuuamm.

WS NN NN EENEEUNINENEAEEEY

( : N 4 :

L e

,,,,, T s
L et

RN EEENEREEENECRNEEENER AR BHOKnocTyrla

eHOMHLIA MyNbTUMNNEKE

- OOk .

\.

®Purypa 26 — Bnokn aocTyna cocTosT 3 651I0KOB AaHHbIX, NPUHAANEXALMX HECKONTbKMM YPOBHAM U
NpoMHAEKCMPOBaHHbIX C UCNoNb3oBaHWeM MexaHuamoB MIT u LIT.
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B I I T o s

i %

; AU Tuna 1 ﬂa“”"'? pos HaHHl:le rcomp ﬂa;Hble pair ﬂaH:-Ible rlen £
E A A A 1
I i
I i
I

Ty

L SO S A BN R R NN SR R RN RN WG R SR M NGV R G WA WS NS

MHdopmaumn 3aronoBka
TpaHCKOAUPYETCH B HECKOSIbKO
3arorfioBKOB NakeToB

Pkl bbb b el L L L LS L EE

;- o — " —,

L et
=
=
2 W 3 SRR % S 2 "
g_{ L e
e o v
I
3] e SR S8 % -
= R\ oo conemau saxonuposaree
" hmwmnummun-uuuu"s' BHOK AOCTyna T™™na
1
dmrypa 27 - Brnok pgocTtyna Tuna 1 ynakoBbiBaeTCs U TPAHCNOPTUPYETCA B MyInbTUNNeKce reHoOMHbIX
AaHHbIX.
r. 270
Bnok gaHHbIX Bnok aaHHbIX Bnok aaHHbIX Brnok AaHHbIX
[MNakeT paHHbIX ﬁ % E(

Crioi 1 Crion 2 Cron3 Crioit 4

®urypa 28 - Bnoku gocTyna COCTOAT U3 3arofioBKa U MynbTUNINEKCMPOBaHHbLIX GrOKOB, NpUMHaanexalmux
OAHOMY WUNU HECKOJTbKUM CIOSIM OQHOPOAHbBIX AaHHbIX. Kaxablilt 6110K MOXET COCTOSITh M3 OQHOTO UNU
HECKONbKUX NaKeTOB, coAepXaluX (hpakTU4ecKne AeCKpUNToOpbl reHOMHOM MHdopMauun.
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Tun ©

Briok goctyna Tuna 0 cocToMT U3 3arofioBKa U YacTu pedepeHCHOM NocneaosaTensHOCTH,
ncnonb3yemow Ans BbIpaBHUBAHUA KOOAUPOBAHHbLIX OaHHbIX.

OH ncnonb3yeTcs ANs KOANPOBAHUS NPOYTEHWUIA KaK NO3ULUA M HECOBNaaeHWA no
OTHOLLIEHUIO K pedhepeHcy

280

4

®dparmeHT pedpepeHCHON nocnegoBaTenbHOCTM

™
R e

®urypa 29 - Bnoku goctyna Tuna 0 He AONMXHbI CCbINATbCs Ha KaKyr-nmbo nHpopmaumio, NocTynarLLyro
OT Apyrux 6nokoB AocTyna, ANA A0CTyNna Unu AeKoAupoBaHUs 1 AocTyna.

290

T o 0, o s o o i . o o - — ;" m—" i — " " —, " — "’ """ . o

1
1
I
1
I
1
1

Bnokn paHHbIX pos  Broku gaHHbix rcomp  Bnoku gaHHbix pair  Bnoku gaHHbIX rlen

&

™ A — A

291

- e 5 5
i Cnoit pos Croit rcom Cnoit pair Cnoit rlen

! \— 292 \— 203 < 204 . 205

®urypa 30 — Bnoku goctyna tuna 1 cogepxar JaHHble, KOTOPbIe€ OTHOCATCA K AaHHbIM, NePeHOCUMbIM
6nokammu gocryna tuna 0.
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® Pos: nonoxeHue puga Ha pedepeHce (1 Ha

KaXObl Knacc)
Tun 2 ® Rcomp: hnar 06paTHOro KoMnnemeHTa (1 Ha
Brok goctyna Tuna 2 COCTOMT U3 3aronoBka u KaXnabli Knacc)

MYNbTUMNEKCUPOBaHUS GIOKOB AaHHbIX TUMOB pos, rcomp, ®  Pair: (HeobAsaTenkHsI) MHpopMauws o
. - - . criapuBaHum (1 Ha KaxabliA Knacc)

pair (HeobsizaTenbHbIN), rlen (HeoGs3aTenbHbIA) U NMIS ® Rlen: (He0GS3aTENbHbIA) ANMHA PUAA B

I/Icnonbayemﬂ ansa KogupoBaHuUA pUaoB Kiacca N cnyyae BapvabenbHoW ANWHLI puaa

300

290 AU Tuna 1 i AU Tuna 2
i

fi-immmwmmmmmmmmmm“mm-n—ﬁ---— G SRR SR WG

- i
[aHHble pos HaHHble rcomp OaHHble pair  [aHHble rlen |’ [aHHble nmis
, . i

i

' A i
/ Yoo
1

e wwm w
T

®durypa 31 - Bnoku goctyna TMna 2 cogepxar AaHHble, KOTOpbIe CChiNlaloTCA Ha 6ok goctyna Tvna 1. 310
nosuuum N B 3akogupoBaHHbIX puaax

® Pos: no3vunsa NpouTeHUA Ha pedpepeHce (1
Ha Kaxxabli knacc)

® Rcomp: ¢nar o6paTHOro komnnemeHTa (1 Ha
Tvn 3 Kaxapli Knacc)
Bnok JocTyna Tuna 3 COCTOMT M3 3arorioBka u ® Pair: (Heo6sa3aTenbHblil) MHOOPMaLMS O

MYybTUNIEKCUPOBaHNS G10KOB AaHHbLIX TUMOB PoOs, rcomp, . gllap"?amg (1Ha Ka*{l';'ﬁ knacc)
. ~ ~ en: (HeobA3aTenbHbIW) ANUHA NPOYTEHUA B
gzgt(HeoﬁﬂaaTeanbm), rlen (Heobs3aTenbHbIN), SNPP, Gy iae BAPHABONBHON ANNHb) NPOVTEHNR

) Snpp: No3NLMN HECOBNaAEHW
WcnonbayeTcs ans koguposaHus hbljd knacca M Snpt: TNa HecoBnaneHWit

RGO MR LTV W WS WD SRR DR S WOWC WSS SR A

}nanHbie pos  OawHbie rcomp  faHHble pair  fanHbie rlen ¥ [anubie snpp ﬂaHHb'? snpt

, | ]
(C - - '

AU tvna 1 1 AU Tuna 3 (. 310

i o e e b i i

durypa 32 - Bnoku goctyna Tvna 3 coaepxart AaHHbIe, KOTOPbIe CCbINaKTCA Ha 6nok goctyna Tuna 1. 310
NO31LMMN M TUNbI HecoBMNageHUi B 3akoAUPOBaHHbIX puaax
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® Pos: nonoxeHue pwxa Ha pegepeHce (1 Ha
KaXKOblA Knace)

® Rcomp: ¢pnar obpaTtHoro komnnemeHTa (1 Ha
KaXKOblA Knacc)

® Pair: (Heobsi3aTenbHbIA) MHOPMaLUs O
Tun 4 criapvBaHuM (1 Ha Kaxzabli Knacc)
Bnok JocTyna Tuna 4 cocTOMT U3 3aronoBka U ® Rlen: (Heobsi3aTenbHbIA) ANvHA pyaa B
MynbTURIEKCMpOBaHWs 610KOB AaHHbLIX TUMa ipos, ircomp, cny4ae BapuaGensHOM ANUHbI
S uy = vy npopuaayTeHus
ipair _(HeoﬁﬂaaTeanbm), irlen (HeobsasaTenbHbIN), indp, ®  Indp: NOSMLYM VMHEETIOB U HECOBNAREHMIA
inpt, indc . ® Indt: UHAenb! M HecoBnaneHNs
OH ncnonb3dyeTca anga KogmposaHUA NpoYTeHUU Knacca | ® Indc: MArko o6pesaHHbLIe OCHOBAHMUA 1

MHopMaLmMs O XXeCTKOM obpe3aHnn

AU 1
TMNa 290

Im‘mwmmmmmmmmm._..,.....mm.(.;.....*_

A DaHHble pos  [aHHble rcomp  [aHHble pair  JaHHble rlen
il : :

LaHHble inpt OaHHble indt OaHHble indc

AU tnna 4

] 3
A %

.

T

321

durypa 33 - Bnoku goctyna Tuna 4 cogepxar AaHHble, KOTOpble cCcbinalTcA Ha 6nok goctyna
TMna 1. 3T0 NO3ULMKM 1 TUNbI HECOBMNAaAEHU B 3aKOAUPOBAHHbLIX pUAaax
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Brioku goctyna Tuna O (ynopsinoueHHble) KogupyT pedepeHCHYo

nocrnenoBaTenbHOCTb
AU 0 1 AU 0 2 AU 0 3
» AU 1 1 AU_1 2 AU_1 3
HaHHble o re- R
HOMHOIi Noche- »M AU 2 1 AU 2 3 AU_2 2 AU 2 4
JoBaTernbHOCTU
» AU 3 4 AU 3 2 AU 3 1 AU 3 3
» AU 4 2 AU 4 3 AU 4 4 AU_4 1
Bnoku goctyna Tuna ot 2 o 4 (HeynopsigoYeHHbIe)
®urypa 34 - MNepBble NATbL TMNOB 65I0KOB AOCTYNA.
Brnoku goctyna tmna 0 (ynopsigo4eHHbIe) KOAMPYIOT pedepeHCHYH0
nocnenoBaTesnibHOCTb
I
! I
o -y | il
i W g s i 1
| i 1 i
fanrsie o re- ﬂ| AU 2.1 AU_2 3 AU_2. 2 AU 2 4
HOMHOW nocne- =
O0BaTeNbHOCTU
» AU_3 4 AU_3_2 AU_3 1 AU_3 3
» AU_4 2 AU 4 3 AU 4 4 AU 4 1

Bnoku goctyna Tuna 1 3aeucATt ot AU tuna 0

®urypa 35 - Bnoku goctyna Tuna 1 ccbinarwTcs Ha 6nokn goctyna Tuna 0 gns gekoagupoBaHUs
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Brioku goctyna Tvna O (ynopsijoYeHHble) KoguUpYHT pedepeHCHYIo
nocnegosa

E

i ¥ i

- - — o
i i v i
HaHHble o re-
HOMHOW nocne-
[0BaTeNbHOCTH
» AU 3 4 AU_3 2 AU_3_1 AU 3 3
» AU_4_ 2 AU_4 3 AU_4 4 AU 4 1
Brnoku goctyna tuna 2 3aBucsT ot AU Tuna 0 m 1
®urypa 36 - Bnoku gocTyna TMna 2 cebialOTCA Ha 6noku goctyna Tuna 0 m 1, ans

AeKkoaupoBaHusa

Bnokv goctyna Tuna O (yrnopsinoveHHbIE) KOAUPYIOT pedepeHCHYIo
nocneaoBaTensHOCTb

[aHHble o re-
HOMHOW nocre-
JoBaTeNbHOCTH

®urypa 37 -

. &

AU 4 2 AU 4 3 ! AU 4 4 l AU 4 1

Bnoku poctyna Tuna 3 3aBucAT oT AU TMna 0 mn 1

Bnoku goctyna TMna 3 ccbialdTCA Ha 6nokn goctyna Tuna 0 m 1 ans
AeKkoaupoBaHusA
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Bnoku goctyna Tvna O (ynopsao4YeHHbIe) KOOUPYIOT pedoepeHCHYIo
nocnegoBarernbHOCTb

LaHHble o re-
HOMHOW nocne-
[0BaTeNLHOCTU

A Y -
~ -

~ -
o — -

Brnoku poctyna tuna 4 3aBucat ot AU Tmna 0 m 1
durypa 38 - Bnoku goctyna TMna 4 ccoinatorca Ha AU Tuna 1 ans koaupoBaHUsi pUAoOB Knacca

|
|
\ I
1 Au_2.3 AU 2 2 au_2.al |
I I
[aHHble o re- i I
HOMHOW rnocne- ' MpouTenus knacca M |
noBaTenbHOCTH \ I
N < i
> I
AU_3 1 AU_3 4 AU 3 3 |1
o AU_4 2 AU 4 3 AU 4 4 AU 4 1

Bnoku poctyna tvna 3 3aBucaT oT AU Tmna 0 m 1

®urypa 39 — Bnokm goctyna, Heo6xoaMmbie ANA AeKOAUPOBaHMS PUAOB NocneaoBaTeNbHOCTEN C
HecoBnafeHUAMN, KapTUPOBaHHbIX BO BTOPOM cermeHTe pecepeHcHon nocnegosartensHocTu (AU
0-2).
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Broku goctyna Tuna O (ynopsigoHeHHbIE) KoaupyloT pedepeHCHyto

nocnegoBaTenibHOCTb
| AU_0_1 AU_0_2 AU_0_3 §
o AU_1_1 AU_1_2 AU_1_3

—>l AU 2 1 | | Aau 2 3 | | au22 | | AU 2 4 ]

HaHHble o re-
HOMHOM nocne-
[0BaTENbHOCT 1 »_ AU _3 4 | | AU 3 2 | LAu 31 | | Aau 33 |
el AU 4 2 | LAu 43 | | AU 4 4 | | AU 41 ]
1
L Au11a AU D21 e I
[aHHbIe O re- " " ; m.
AoBaTesiIbHOCTU

Korpa cTaHOBSTCA [OCTYMHbLI HOBbIE AaHHbIE O NOCcneaoBaTeNlbHOCTY,
HOBbIV Cro 6nokoB gocTyna Ao6aBNAETCA NOBEPX CyLLECTBYIOLLETO

®durypa 40 - Koraa cTaHOBATCA AOCTYNHLI HOBbIE AaHHbIE, NOBEpPX CyLeCTBYOLWMX AAHHBIX
CTPOMTCH HOBbIN CNon 6110KOB AocTyna.
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f' 401
KoguposaHue
JaHHbIX B AU
Kak Tonbko oguH 6nok goctyna
Heckonbko AU COo34aH, ero MOXXHO OTNnpaBnUTb B
6 npunoxeHue ans aHanusa (N-i
CoOpaHb 6nok Tuna T)
napannensHo
W
parallel
/ 400 ~ 402 (. 403
P —
1 -
YcTpoicTeo ans et AU T N MpunoxeHve ans
CeKBEeHMpOBaHMA N e o] ananuaa reHoma
reHoma Py N i’
- || |
-- iy AU_O_N
r—--: [ ——
1
e
RT——— B T0 Xe Bpems nepefatoLlas cTopoHa
: i pomkHa y6eautbes, uTo noboin AU, ot
el KOTOPOrO 3aBNCUT HOBbIA AU
(Hanpumep, AU Tuna 0), yxe nepepaH
"1 paHee
I
| IR |

durypa 41 - CTpykTypa AaHHbIX, OCHOBaHHas Ha e 610K ax AocTyna, N03BONAET Ha4yaTb aHanus3
reHOMHbIX AaHHbIX A0 3aBepPLUEHUA BCEro npouecca CeKBeHUpPOBaHUS.

oAU 2 1 AU 2 3 AU_2 2
ﬂaHHb_le ore-
HOMHO? nocne- AU_3 2 AU_3_1 AU_3 4
00BAaTeNLHOCTU

B peaynbTate HOBOro aHanusa npovTeHus U3
AU_4_3 moryT 6bITb NepemerleHsl B AU_3_3 P

-
-
-

AU_4 2 AU 4 4 AU 4 1

v

®urypa 42 - HoBbliA aHanu3, BLINOMIHEHHbIW Ha YXe CYLIeCTBYHOLWMNX AaHHbIX, MOXeT noTpeboBaTth
nepemeLleHns npouteHuin ns AU tuna 4 B AU tuna 3
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HaHHble o re-
HOMHOM nocne-
JoBaTernbHOCTH

—"L‘EE.E_%J |AU43] LAU 4.4 | |AU4,1[§

s AU 51 | LAau 53 | LAus.2 | LAau 5.4 |
I ¢ ——
el AL 6 3 | 1 Aus 1] {Au62|‘

HoBble aHHOTaUMOHHbIE AaHHbIE,
nony4eHHble B pesyrbTaTe HOBOro
aHanusa

MeTagaHHble (Hanpumep,
rokasaTtenu kayecTea)

T6

HoBas aanuce B Tabnuue MIT ans BHOBb AHHOTauuK (HanpuMmep,
CO3[aHHbIX AaHHbIX pesynbTaThl aHanuaa)

®urypa 43 - BHOBb creHepvMpoBaHHble AaHHble€ aHanu3a UHKancynupyrTcs B HoBbin AU Tuna 6, u B
MIT cospaeTcs COOTBETCTBYIOLNA MHAEKC



HaHHble re-
HOMHOW nocine-

22125

FeHomHas o6nacTtb, BknoveHHas B AU 0-2, o6HoBneHa

noBaTesibHOCTU

AU_3 2

AU_3 1

-—41 AU 4 2

AU 4 3

A"Hexoropsle'npo T
e 2-2. MOTYT NEPEATH @
. HecosrageHwit)

Al

®durypa 44 - TpaHckoaupoBaHue, Bbi3aBaHHOe Nybnukaumen HoBou pecdepeHCHOM
nocrneaoBaTefibHOCTU (reHOMa)

[aHHble re-
HOMHOM nocne-
JoBaTenbHOCTH

Mo3nuum npouTeHuii obHoBneHbl B AU Tuna 1

AU 13 AU__l_}Tl
au 21| lau23]| |av 22 AU_2_4
AU 3 1| |au3al |Au_3.3

AU 4 2

durypa 45 - Pugbl KapTMpOBaHHbI€ C HOBbIM FTEHOMHbIM PETMOHOM C NYHLIMM Ka4eCTBOM
(vanpumep, 6e3 nHgenos), nepemewjatorca us AU tuna 4 B AU tuna 3
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MonoxeHus puoos 06HoBNeHbl B AU Tuna 1

» AU 1 1
AU_2 1
[aHHble re- :;f;:;._.- —
HOMHOM nocne- s—
JoBaTenbHOCTH AU 3 2 AU 3 1
»

AU 42] lauas]| lavaa AU_4 1

®urypa 46 — B cnyyae o6HapyxeHusi HOBOro MeCTOMNOJIOXKEHUs1 KapTUPOBaHWUA (Hanpumep, ¢
MEeHbLUMM KONIMYEeCTBOM HEeCOBNaAeHM) COOTBETCTBYIOLME NPOUTEHUA MOTYT GbITb NepemMelleHbl
u3 ogHoro AU B apyroi Toro xe Tvna.

I

! Tun pgaHHbIX 1 Tun gaHHbIX 2 Tun gaHHbIx 3 TUn AaHHbIX 4
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durypa 47 — UsbupatenbHoe WU pOBaHME MOXET MPUMEHATLCA TONbKO K 6riokamM aocTtyna Tuna 4,
€eCIn OHW coAepXaT BaXHY MHMOPMaLUIO, NOANEXKALLYIO 3aluTe.
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durypa 48 — UHKkancynaumua AaHHbIX B reHOMHOM MyJNbTUNIIEKCe.
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®durypa 49 - FleHOMHbIN KoAep NpeacTaBNAeT coboi NnepBbiA aTan KrnaccuuKkaumm AaHHbIX U
BTOPOW 3Tan CUHTAKCU4YE€CKOro aHanv3sa u KogupoBaHMA AaHHbIX. EMy MoXeT npeawecTBoBaTh
BblpaBHMBaHWE NO BHELWHEeN UM BHYTPEeHHEeW CreHepupoBaHHON pedepeHCHOM
nocnenoBaTeNibHOCTU. FeHOMHbIN KOAep MOXeT UCNOoSIb30BaTh BbipaBHUBATENU U cO6opLUMKN

de-novo AnA NoAroToBKU AaHHbIX K KOAMPOBaHMUIO.
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durypa 50 — FeHOMHEIN AeMynbLTUNNEKCop U3BneKaeT criou 6nMokoB AOCTyna U3 reHOMHOro
MyNLTUNNEKCA, OOVH AeKoaep ANsA Kaxaoro Tuna AU nsBnekaeT reHOMHbIe A@CKPUNTOPbI, KOTOPLIe

3aTeM AeKOAMPYIOTCHA B pa3nuyHble reHOMHbIe (hopMarthl, Takue Kak, Hanpumep, FASTQ u
SAM/BAM.
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