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QPOPEKTUBHbLIE CTPYKTYPbI OAHHbIX ANA NPEACTABJEHUA
MHPOPMALIMN BUONHDPOPMATUKA

OMUCAHUE

OBJIACTb TEXHUKU

[0001] 3To M30b6peTeHMe pacKpbIiBAaeT C/AO0W XpaHEHWs reHoMHoW uHdpopmaumm (bopmat
reHOMHbIX ¢aiioB), KOTOPbIN onpeaenseT CTPYKTYpy FeHOMHbIX [aHHbIX, BKAo4aa cbop
pPa3HOPOAHbIX AaHHbIX, CBA3AHHbIX C WHPOPMALMEN, TEHEPUPYEMOM YCTPOUCTBaAMU W
NPUIOKEHMAMM, CBA3AHHbIMU C CEKBEHMPOBaHWeM, 06pabOTKOM M aHa/M30M reHomMa Ha
pa3/IMYHbIX 3Tanax 06pabOTKM FEHOMHbIX AaHHbIX (TaK Ha3biBaeMbl "KU3HEHHbIN LMKA

reHOMHOM nHpopmaummn'").

YPOBEHb TEXHUKU

[0002] leHOMHasa uaun npoteomHas MHbopmaLusa, reHepupyemas cekBeHaTtopamm AHK, PHK
nnu 6enkos, npeobpasyeTca Ha pas3/IMUHbIX 3Tanax ob6pabOTKM AaHHbIX A/A NOAYYEHMUA
HEOAHOPOAHbIX AAHHbIX. B peweHuAx npealwecTByOWEro ypoBHA TEXHUKM 3TU [aHHble B
HacToslee BPEMA XPaHATCA B KOMMbIOTEPHbIX ¢aliax, UMEKLWMX pas/IMyHble U He
CBA3aHHbIe CTPYKTypbl. Mo3aTomy 3Ty MHOOPMAUMIO AOBOSbHO C/OXHO apXWBUPOBATb,

nepenasaTb W YTOYHATD.

[0003] NeHOMHbIEe WAM NPOTEOMHbIE MNOCNeA0BaTe/IbHOCTH, YNOMMUMHAemble B AaHHOM
n3obpeTteHun, BKAOYALOT, Hanpumep, NOMMMO npouero, HYKNeOoTUAHble
nocneoBaTe/IbHOCTU, NOCNeA0BaTe/IbHOCTU Ae30KCMPUBOHYKNenHoBOM KucnoTbl (AHK),
puboHyKnenHoson Kucaotbl (PHK) M amMMHOKMCNOTHbIe nocnegoBaTeibHOCTU. XOTA
onucaHue B AaHHOM AOKYMEHTE fABJIAETCA A0BO/IbHO NOAPOOHbIM B OTHOLIEHUM F€HOMHOM
nHpopmaumm B bopme HYKNEOTUAHOM NOC/NeAOBaTe/IbHOCTH, CAeayeT NMOHMMaTb, YTO 3TU
cnocobbl M cUCTEMbI ANA XPaHEHWA MOTYT ObITb peasiM3oBaHbl TaKKe A/1A APYrMX re HOMHbIX
WMAM NMPOTEOMHbIX MOCNEA0BATE/IbHOCTEN, XOTA M C HE3HAUUTE/IbHbIMU BapuaLMAMMU, Kak

6yaeT NOHATHO cneumanncTy B JaHHOW obnactu.
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[0004] *KM3HEHHDbIN UMK FEHOMHOM UM NPOTEOMHON MHPOPMAaLMKN OT NOAYYEHUA AAHHbIX
(cekBeHMpoBaHMA) A0 aHanM3a m3obpaxeH Ha Purype 1, rae nokasaHbl pas/iMyHble dasbl
M3HEHHOIO LIMK/IA reHOMa M cooTBeTCTBYLME dopmaTbl NpomMmexyTouHbIX dalnoB. Kak
nokasaHo Ha durype 1, TUNMYHbIE 3Tanbl WU3HEHHOTO LMK/AA F€HOMHOW WMHbOpMaLUM
BK/IIOYAOT: M3B/IEYEHUE PUAOB NOC/eA0BaTe/IbHOCTU, KapTUpPOBaHWE U BblpaBHWUBAHME,
[E€TEeKTUPOBaHME BapMaHTOB, aHHOTALMIO BapUaHTOB M (YHKLUMOHA/bHO-CTPYKTYPHbIN

dHanuns.

[0005] M3BneuyeHue puaos nNocieaoBaTe/IbHOCTU - 3TO Npouecc (BbINO/IHAEMbI Ye/N0BEKOM-
onepaTtopom WM MalUMHOM-CEKBEHATOPOM) MpeacTaB/ieHua PpparmeHTOB reHeTUYeCcKom
WHbOpMaLMM B BUAE NOCNef0BaTe/IbHOCTEN CUMMBOJIOB, NPEACTaBAAIOWMX MOJEKY/bl,
cocTaBnsowme buonornyeckuin obpasel,. B cnyyae HyK/IEMHOBBIX KUCIOT TakMe MONEKY/bI
Ha3blBatoTCcA "Hykneotnaamu'. NocnegoBaTe/IbHOCTU CUMBOJ/IOB, NOYyYEHHbIE B pe3y/bTaTe
usBnevyeHusn, ob6bIMHO HasbiBaT "puagamu”. I3Ta MHPopmaumsas 0ObIMHO KOAMpyeTcA B
npeawecTByOWEeM YpoBHe TexHWKM B Buae ¢ainos FASTA, BKAOYAKOLWMX TEKCTOBbIN
3ar0/I0BOK M MOC/nea0BaTe/IbHOCTb CMMBOMOB, MPeACTaB/AWMX CEKBEHUPOBAHHbIE

MON1EKY/bI.

[0006] Korga 6uonoruyeckMn obpasel, CEeKBEHUPYT [A/1A MW3BAEYEHUA U3 XKUBOTO

opranusma AHK, andasut coctout n3 cumaosnos (A,C,G,T,N).

[0007] Korga ©6uonoruyeckMn obpasel, CEeKBEHUPYIOT [A/1A MW3BAGYEHUA U3 XKUBOTO

opraHusma PHK, andasut coctout us cumeonos (A,C,G,U,N).

[0008] B cnyyae pacwimpeHHoro Habopa cumBonioB I[UPAC, cekBeHaTOp TakXe reHepupyeT
TaK HasbiBaemble "Koabl HEOZAHO3Ha4yHOCTU", U andaBUT, UCNOJb3yeMbl A1A CUMBOJIOB,
COCTaBAAKLLMX puabl, coctouT u3 cumsosnos (A, C, G, T, U, W, S, M, K,R,Y,B, D, H, V, N unu -

).

[0009] Koraa Koabl HeoaHo3HayHocTM |UPAC He WCNosb3yloTcA, € KaX[abiM PUIOM
nocneanBaTeNbHOCTU (NPOYUTAHHOM MOCNeA0BaTE/IbHOCTbIO) MOXeT HbiTb acCoOLMMPOBaHa
nocneaoBaTe/IbHOCTb NMOKa3aTesiel KadyecTBa. B Takom ciiyyae pelleHus npeaecTByLero

YPOBHSA TEXHUKU KOAMPYHOT NoaydeHHyo nHbopmauuio B Buae daiina FASTQ.
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[0010] TepmuH  "BblpaBHMBaHME MOC/AeAOBaTe/bHOCTEN"  OTHOCUTCA K  Mpoueccy
yrnopAAoYeHUs pUAOB NOC/Ief0BaTeIbHOCTM MyTeM HaxoXaeHua obnactel cxoncTsa,
KOoTopble MOTryT 6biTb cneacteBuem OyHKUMOHA/bHBIX, CTPYKTYPHbIX MM 3BOJIIOLUMOHHbIX
CBA3EM MeXay nocneaoBaTesibHOCTAMU. Korga BblpaBHMBaHME BbINO/HAETCA MO paHee
CYLLEeCTBYIOILYD  HYKJAEOTUAHYH NOC/AeA0BaTe/bHOCTH, HasbiBaemol "pedepeHCHOoM
nocneaoBaTe/IbHOCTbIO!, 3TOT MPOLECC HasbiBaeTcA "KapTupoBaHue". BbipaBHUBaHUeE
nocnenoBaTe/IbHOCTEN TaKXKe MoXeT ObiTb BbiNo/HEHO 6e3 paHee CyllecTBOBaBLIEN
nocneaoBaTesIbHOCTH (TO ecTb pedepeHCHOro reHoMa), B TaKMX C/yyYaax NpoLLecc U3BECTEH B
npeAwecTBYIOLWLEM YPOBHE TEXHWKM KaK BblpaBHMBaHue "de novo". U3BecTHble pelleHusn
XpaHAT 3Ty uMHbopmauuio B Parnax SAM, BAM unm CRAM. KoHuenuua BblpaBHWUBaHUA
nocneaoBaTe/IbHOCTEN AN BOCCTAHOB/IEHUA YaCTUYHOTO MM NMOIHOTO reHOMa U306 parkeHa

Ha ®urype 2.

[0011] AdeTeKTMpoBaHMe BapuMaHTOB (TaKKe Ha3blBaemoe onpeaeneHMeM BapuaHTOB) - 3TO
npouecc npeobpa3oBaHUA BbIPOBHEHHbIX BbIXOAHbIX JAaHHbIX CEKBEHATOpoB (puabl,
co3gaHHble ycTpoicTBamu NGS M BbIpOBHEHHbIE), B CBOAKY YHWMKa/bHbIX XapaKTepUCTUK
CEKBEHMPYEMOrO OpraHuW3ma, KOTOpble OTCYTCTBYIOT B APYIMX pPaHee CyleCTBYHLLIMUX
nocneaoBaTe/IbHOCTAX WAW  MOTYyT  ObiTb  HaWAeHbl TONbKO B HECKO/IbKUX paHee
CYLLECTBYIOLIMX NOC/AeA0BaTe/IbHOCTAX. ITU XapaKTEePUCTUKM HalbiBatloTcA "BapuaHTamu”,
MOTOMY YTO OHMW BbIPAXEHbl KaK pas/inumMa Mexy reHOMOM WCCAeAyeMOro OpraHu3ma u
pebepeHCHbIM reHoMOM. B pelleHMAX npeawecTBYOWEr0 YPOBHA TEXHWKM 3Ta
nHpopmauma xpaHutca B daine onpeaeneHHoro dopmaTa, KOTOPbIM HasbiBaeTcA daniom

VCF.

[0012] AHHOTaAUMA BapWaHTOB - 3TO MPOLLECC NPUCBOEHUS PYHKLMOHANbHON MHbOpMaLMn
reHOMHbIM BapuaHTam, MAEHTUPUUMPOBAHHBIM NMPOLECCOM ONpeaeneHnsa BapuaHTOB. 3TO
noapasymeBaeT KnacCMOUKaLMIO BapuMaHTOB MO UX OTHOLWEHUK K  KOAUPYHOLMM
nocnea0BaTe/IbHOCTAM B TEHOME U MO UX B/IMAHWUIO Ha KOAMPYIOLLYHO NOC/1e4,0BaTe/IbHOCTb U
TeHHbIM NPOAYKT. B npeallecTByOLIEM YPOBHE TEXHMKM OHa OObIYHO XpaHuTca B daine

MAF.

[0013] Npouecc aHanusa uenen AHK (BapuanToB, CNV = Bapuaumit umcna KOMuW,

METUIMPOBAHMA U T.4.) ANA ONpeaeneHus Ux CBA3N ¢ PYHKUMAMU U CTPYKTYPOM reHoB (u
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6enKoB) Ha3biBaeTCA GYHKUMOHANbHBIM UKW CTPYKTYPHBIM aHann3om. B npeawectsyowem

YPOBHE TEXHUKM CYLLLECTBYET HECKO/IbKO Pa3/IMYHbIX PELUEHUI A5 XPaHEHWUSA 3TUX AAHHbIX.

[0014] YnpouleHHana KOHUEenuua cBAsuM mexay dopmatamu $aisioB, UCNOb3yeMbIMU B
KoHBelepax 06paboTkn reHoma, nsobpaxkeHa Ha Purype 3. B aTo Anarpamme BKAKOYEHUE
dalina He noApasymeBaeT CyLLECTBOBaHME B/IOXKEHHOW (annoBON CTPYKTYypbl, a
npeacTaBnAeT TO/IbKO TUN U obbem MHbOpPMaLUKM, KOTOpasa MOXeT bbITb 3aKOANPOBaHa ANA
Kaxkgoro ¢opmata (1. e. SAM cogepxuT Bcto MHbopmauuo B FASTQ, HO opraHu3oBaH B
apyro dainosoi ctpyktype). CRAM coaepuT Ty e TeHOMHy MHPopmMaLuuio, YTO M
SAM/BAM, Ho obecneunBaeT 60/blyO TMOKOCTb B TUME CHaTWA, KOTOPbIA MOMXKHO

MCMo/Ib30BaTb, NO3TOMY OH NpeACTaB/IEH KaK pacluMpeHHbIi Habop SAM/BAM.

[0015] Ucnonb3oBaHue HecKonbkux ¢dopmaToB ¢GannoB AAA  XpPaHEHUA TEeHOMHOM
MHboOpMaumMK ABNAETCA KpalHe HeapPeKTUBHbIM M A0porocToAalmm. Hanuume pasHbIX
dopmatoB ¢annoB Ha pasHbiX 3Tanax XM3HEHHOTO LUWMKNA TeHOMHOM MHdopmauum
noApasymeBaeT JIMHENHbIM POCT WMCMNOAb3YyeMOro MPOCTPAHCTBA XPaHEHWA, Jaxe ecnu
WMHKpPEeMeHTHasas MHPOPMaLMA O4YeHb Mana Mo CPaBHEHUIO C UCXOAHbIM O6bEMOM AaHHbIX
CEKBEHMPOBAHWUA. ITO CTAHOBMUTCA HEpaLWMOHaNbHbIM C TOYKWU 3pEeHUs Kak obbema, Tak u
reHepupyembix 3aTpaT, U OrpaHUYMBaAET AOCTYMHOCTb FEHOMHbIX MPUIOXEHUN ana 6onee
LUMPOKOM YacTh HaceneHua. [pyrne HeAOCTaTKM M3BECTHbIX PeLleHUi NpezlecTBYOLLEro

YPOBHA TEXHUKHN NepevncsieHbl HUXKe.

[0016] 1. OocTyn, aHanu3 unu aobasneHme aHHOTaUuUK (MeTaAaHHbIX) K HeobpaboTaHHbIM
AAHHbIM, XpaHAlWMMCA B okaTbix daihnax FastQ vwam nwobon ux kKombuHauuu, Tpebyet
PacnakoBKM W MNOBTOPHOrO CaTua Bcero ¢aikna ¢ MHTEHCUMBHBIM MCMNO/b30BaHUEM

BbIYMC/INTENIbHbIX PECYPCOB U BPEMEHM.

[0017] 2. Onsa novcka u BbIBGOKM (retrieve) onpeaeneHHbIX TUNOB UHPOPMALIMK, TaKUX
KaK MOJIOXKEHWE KapTUPOBAHWA puUAa, NMONOXKEHME M TUN BapuaHTa puaa, NONOXKEHWE U
TUMNbl MHAENOB, WAW NoObIX APYrUX METafaHHbIX M aHHOTaUMMW, CcoAeprKalimecs B
BbIPOBHEHHbIX A@HHbIX, XpaHAwWmMxca B dannax BAM, TpebyeTca A0CTyn KO Bcemy ob6bemy
[laHHbIX, acCCOUMMPOBAHHOMY C KaxKAblM pUAOM. PelleHWa ypoOBHA TEXHWKM He AatoT

BO3MOHOCTW BbIBOPOYHOI0 A0CTYNa K OAHOMY KN1accy MeTaAaHHbIX.
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[0018] 3. dopmaTbl pannos NpeAllecTBYOLLErO YPOBHA TEXHUKKU TpebytoT, uTobbl Bech dpain
6b11 NONYYEH KOHEYHbIM MOJIb30BaTe/IEM 10 Hayasla 06paboTkn. Hanpumep, BbipaBHUMBaHUE
PUAOB MOXET HauyaTbCA 10 TOTO, KaK NPOoL,Ecc CEKBEHNMPOBaHUsA ByaeT 3aBepLlleH, UCX0aA U3
COOTBETCTBYIOWEro NpeAcTaB/ieHuA AaHHbiX. CeKBEHMpPOBaHME, BbipaBHUMBAHWE W aHaNU3

MOTYT NATU U BbINOTHATLCA NapanaesibHo.

[0019] 4. PelweHus nNpealIECTBYIOLWErO YPOBHA  TEXHWMKM  He  MOAAEPHKMBAKT
CTPYKTYPUPOBAHME U He CNocobHbl pasiMyatb TEHOMHblE [aHHble, MNOJyYeHHble
pa3/IYyHbIMKU  MPOLECCAMU CEKBEHMPOBAHMA, B COOTBETCTBMM C UX cneunduyeckomn
CEMaHTUKOW reHepauumn (Hanpumep, CEKBEHUPOBaAHME, OCYLLECTB/IEHHOE B pa3HOe Bpems
KM3HM OAHOTO M TOFO e MHAMBMAA). TaKoe e OrpaHuyYeHue MUMeeT MecTo AnA
CEKBEHMPOBaHWA, MNOJIYYEHHOTO C WMCNOJIb30OBaHMEM pPas3/INYHbIX TUNOB OMONOTMYECKUX

06pasLoB O4HOIO M TOrO e UHAMBUAA.

[0020] 5. WudpoBaHue Bcex wuAM BblOpaHHbIX YacTeM AaHHbIX He MNoAAEepPIKUBAETCA
peweHUAMU NPeaLecTBYOLWEro YPOBHA TexXHWKU. Hanpumep, wudpoBaHue BbIOPaHHbIX
obnactenn [AHK; Tonbko nocneaoBaTeNbHOCTM, KOTOPbIE COAEPXaT BapuWaHTbl; TOJIbKO
XMMEPHbIe  MOCNeA0BaTe/IbHOCTU, TONbKO HEKapTUPOBAHHble  MOC/AeA0BaTeNbHOCTY;
cneunduryeckme meTafiaHHble (Hanpumep, MPOUCXOMKAEHUE CEKBEHWPOBAHHOMN BbIBOPKM,

naeHTUdMKaLMA CEKBEHMPOBAHHOTO MHANBKUAA, TUM BbIBOPKM) HEBO3MOKHO.

[0021] 6. TpaHCKOAMPOBAHWE W3 AaHHbIX CEKBEHWUPOBAHMWA, BbIPOBHEHHbIX C 3aZl@HHbIM
pedbepeHcom (T.e. darinom SAM/BAM), B HOBbI pedepeHc TpebyeT o0bpaboTKu Bcero
obbema fiaHHbIX, Ja)Ke ec/n HOBbIM pedepeHc oTIMyaeTca oT npeapiayuiero pedepeHca

TOJ/IbKO OAHUM MOJOXKEHNEM HYK/1€0TUaa.

[0022] 7. Nepenayva reHOMHbIX Aa@HHbIX ABAETCA MeA/eHHON U HeaddEeKTUBHOM, MOCKO/bKY
“crnosib3yemble B HacTosAwee Bpema $opmaTtbl AaHHbIX OPraHM30BaHbl B MOHOJ/IUTHbIE
dalinbl pasmepom A0 HECKO/bKUX COTEH rurabaiT, KoTopble AO0MAXHbI ObiTb MOJIHOCTbIO
nepeHeceHbl Ha NMPUHUMAIOLLLYIO CTOPOHY Aas 06paboTKK. ITO NoapasymeBaeT, YTO aHa/u3
HebONbIIOrO CermeHTa AaHHbIXx TpebyeT nepesaun Bcero daina co 3HaAYMTEbHbIMM
3aTpaTaMy C TOYKM 3peHMA NOTpebAseMOW LWMPUHBI NMPOMNYCKaHWA KaHana U BpeMeHWU
OXMAaHUA. 3a4acTylo nepesiaya B PeXXMME OHJIaMH ABAAETCA HEBO3MOXHOM Ans 60MbLIMX

06beMOB NepeaaBaembIX AaHHbIX, U Nepeaayvy AaHHbIX OCYLLECTBAAIOT nyTem GU3NMYECKOTO
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nepemelleHna HOCVITeJ'Iel\;I, TAKUX KaK XeCTKne AUCKKN UIU CepBepPbl XpaHeHunAa, 3 oaHoOro

MecTa B Agpyroe.

[0023] 8. ObpaboTka AaHHbIX ABAseTCA MeA/IeHHOW M He3pdEeKTUBHOW M3-3a TOro, 4TO
nHpopmauma He CTPYKTyYpupoBaHa TakMm obpasom, 4TobObl 4YacTM pPas/IMUHbIX K/1accoB
[AaHHbIX U MeTaZaHHbIX, HEObXoAMMbIE A/NA YacTO MCMO/Ib3YEMbIX NMPU/IONKEHUIM aHanu3a,
mornn 6biTb U3B/eYeHbl 63 HeOOXOAMMOCTM AO0CTYNa K NosHOMYy o0O6bemy AaHHbIX. ITOT
daKT obycnaBnvMBaeT TO, YTO 0OblYHble KOHBeMepbl aHasu3a moryT TpeboBaTb paboTbl B
TEYEHWE HECKO/NIbKMX AHEN WAM Hepjenb, TPaTA LEHHble M AOPOroctoslme pecypcsbl
06paboTKM U3-3a HeobXoAMMOCTM Ha KaXAoM 3Tane AocTyna aHaAuM3upoBaTb M
dunbTpoBaTh HosbliMe 06beMbl AAHHbIX, [AaKe KOrga 4acTu AaHHbIX, OTHOCAWMEecA K

KOHKPETHOM LLeNIv aHann3a, ropasao MeHblue.

[0024] CywecTByeT ABHaA NOTPeOGHOCTb B MOJIy4EHUMM ONTUMANbHOTO MNpeacTaBieHUs
[laHHbIX U MeTaZlaHHbIX TEHOMHOIO CeKBeHupoBaHuA (dopmaTt reHoMHoro daiina) 3a cyet
opraHuM3auumn u pasbuBKKU AaHHbIX TaKMM 06pa3om, UToObl CxKaTMe AaHHbIX U MeTaAaHHbIX
6blI0 MAaKCMMWU3UPOBAHO, a HeKoTopble QYHKUWMM, TaKMe Kak BbIOOPOYHbIM AO0CTYN W
noadepKa WHKPEMEHTHbIX OOHOBNEHUN, WM aApyrue GYHKUMKM 06paboTKM  AaHHbIX,
Mo/sie3Hble Ha PasHbIX 3TanaxX *KU3HEHHOTo UMKNA AaHHbIX FeHOMa, OblIM peann3oBaHbl

adpPpeKTUBHO.

OCHOBHbIMM aCNeKTammM PacKpbITOrO PelleHuA ABAAOTCA:

1. Knaccudukauma nocneaoBaTesibHOCTM PUAOB MO PasHbIM Kaaccam Mo pesysibTaTam
BbIpaBHMBAHUA OTHOCUTENIbHO pedepeHCHOW nocnefoBaTeNbHOCTM AnA obecneyeHusn
n3bupatenbHOro AocTyna K KOAMPOBAHHbIM AaHHbIM B COOTBETCTBUM C KPUTEPUAMM,
CBA3aHHbIMWM C pe3y/ibTaTaMMu BblpaBHUBAHMA. ITO nogpasymeBaeT cneunduKaumio
dopmata daiina, KOTopbI "coAaepKUT" 3/1EMEHTbl CTPYKTYPUPOBAHHbIX AAHHbIX B CXaTOM
BuAe. TaKoW nNoaxosd MOXHO paccmaTpuBaTb KaK MNPOTUBOMOJIOKHOCTb MNOAXOA0B
npeawecTBYOWeEro ypoBHA TexHWKW, Hanpumep SAM un BAM, B KOTOpPbIX AaHHble
CTPYKTYPUPYIOT B HeCKaTom Buae, a 3atem Becb ¢ain ckumatoT. [epBoe ouyeBugHoe
NPEeUMyLLECTBO 3TOr0 NOAXO0AA 3aK/O4YaeTCA B HaMYMKM BO3MOXHOCTU 3PbEKTUBHO W

ecTeCTBEHHbIM 006pasom npeaocTaBAAaTb  pas/iMyHble  GOpPMbl  CTPYKTYPUPOBAHHOTO
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Bbl60p0l-IHOFO AOCTyNna K a/iemMeHTam [ddHHbIX B CXaTOM AOMEHE, YTO HEBO3MOXXHO UM

YypesBbl4aMHO HeyA06HO B NOAXOAAX NPEeALEeCTBYOWENO YPOBHA TEXHUKM.

2. PasnoxeHue KnaccudbuumpoBaHHbIX PUAOB Ha C/IOU OAHOPO/AHbLIX MeTaZaHHbIX C Le/bio
MaKCMMa/lbHO BO3MOMHOIO YMEHblleHUA WHOOPMALMOHHOM 3SHTponuu. PasnoxeHue
reHOMHOM WHPOPMaLMKU Ha KOHKpeTHble "cron" OAHOPOAHLIX AAHHbIX U MeTaZaHHbIX
npeactasnfaeT coboi 3HaUnTeIbHOE NPEUMYLLLECTBO, NO3BO/IAKLLLEE ONpeaensaTh pas/inyHble
MOJENN WCTOYHUKOB WHOOPMALMU, XapaKTEPU3YIOLWMXCA HU3KOW 3HTponuel. Takue
MOZENN HE TONIbKO MOTYT OT/IMYATbLCA OT C/1051 K C/I0K0, HO TaK¥Ke MOTYT Pa3inyatbCa BHYTPU
Kaxkaoro csion. Takoe CTPYKTYpUpoOBaHMe NO3BO/IAET UCNO/b30BaTb Hanbonee noaxoasuiee
KOHKpETHOEe CXaTue [A/1A KaXAOoro K/jaacca AaHHbIX WAW METafaHHbIX M MX 4acTu Co
3HauYMTEIbHbIM BbIUTPbiWeM B 3GDEKTUBHOCTM KOAMPOBAHUA NO CPAaBHEHMUIO C NOAXOAaMM

npeaLecTBYIOLLErO YPOBHA TEXHUKU.

3. CTpyKTypupoBaHue cioeB no 6aoKkam gocTyna, TO eCTb FreHOMHOW MHOopMaLmMn, KoTopas
MOKeT b6bITb AeKkoaupoBaHa MO0 HE3aBUCMMO C MCNONb30BAaHMEM TONbKO /106anbHO
[OCTYNHbIX NapameTpoB (Hanpumep, KoHdUTypauuum aekogepa), MMHO € UCNONb30BAHUEM
nHpopmalmm, cogeprallenca B aApyrux 6nokax goctyna. Koraa cxkaTble AaHHble BHYTPM
cnoes pas3buBaroTcA Ha ONOKM [AaHHbIX, BK/IOYEHHble B O10KM AocTyna, moryt ObiTb
onpeaeneHbl pas/iniHble MOAEIN UCTOYHUKOB MHOPMALIMK, XapaKTepusyoLmMeca HU3KOM

SHTpONue.

4. UHbopmaumsa CTPYKTYpUpOBaHa TakMm obpasom, 4To 0b6on COOTBETCTBYHOLWMIM Habop
[l@aHHbIX, WCMNO/Ib3YEMbIM MPUNOKEHUAMWU ANA TEHOMHOTO aHanusa, 3PpPeKTUBHO W
BbIOOPOYHO AOCTYMNEH Yepe3 COOTBETCTBYOLIME UHTepdelicbl. 3TM dyHKUUM obecneymBatroT
bonee OGbICTPbIA AOCTYN K AaHHbIM M obecneumBatoT 6onee sdPpeKkTUBHYO 06paboTKy.
[NaBHaa WHAEKCHaA Tabauua MW /IOKanbHble WHAEKCHble Tabauubl obecneunsatoT
BbIBOPOUHbLIM A0CTYN K MHbOpPMALMK, cOoAepKallencs B C/0AX KOAMPOBaHHbIX (TO ecTb
CKaTblX) AaHHbIX, 6€3 HEOO6XOAUMOCTU AEKOAMPOBATb BECH 0OBEM CKaATbIX AaHHbIX. Kpome
TOro, OMNpeaesieH MEeXaHU3M CBA3M (accoumauuu) MexXAay Pas/IMYHBIMKU CAOAMM AAHHbIX,
yTobbl 06ecneynTb BbIGOPOYUHbIN AOCTYN K N1060M BO3MOMXKHON KOMOMHALMUK NOAMHOXKECTB
CEMaHTUYECKM acCOLMMPOBAHHbIX C/IOEB AaHHbIX U/UIM MeTagaHHbIX 6e3 HeobxoaAnmocTu

[IeKOANPOBaTh BCE C/0MU.
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5. CoBMecTHOE XpaHeHWe MaBHOW MHAEKCHOW Tabaunubl M 6/10K0B AOCTYNa.

KPATKOE OMUCAHUE YEPTEXEWN
®urypa 1. BnoK-cxema TUMUYHOTO XU3HEHHOIO LMK/Ia FeHOMHOW MHbOpMaLUK.

durypa 2. Cxema, NOKasbiBalOWAnA KOHUEMNUMIO BbipaBHWBAHUA NOC/ieA0BaTe/IbHOCTEN A/1A

BOCCTAHOB/1€HMNA YaCTUYHOTO NN NOJIHOIO reHoma.

®urypa 3. KoHuenTyasnbHas cxema, WAMOCTPUPYIOWAs YNPOLLEHHbIM BWA B3aMMOCBA3U

mexay dopmaTtamum GanioB, MCNOb3yeMbIX B KOHBeNepax 06paboTkM reHoma.
®urypa 4. Napbl pua0B, KAPTUPOBAHHbIX B pedpepeHCHON Nocne0BaTe/IbHOCTH.
®urypa 5. Mpumep 610KOB AOCTYNa B COOTBETCTBUM C MPUHLMNAMM JAHHOTO PAaCKPbITUA.

durypa 6. Mpumep 610KOB AOCTYNa, BK/IKOYAIOLWMX 3ar0/I0BOK M C/10M, cOocToALME U3 6/10KOB

[laHHbIX.

durypa 7. CBA3b Mexy reHOMHbIMKU "naketammu AaHHbIX", "610Kamu", 6B1oKamu goctyna,

cnoAMU N KNnaCCaMM NOTOKOB pUAOB.

durypa 8. (naBHas MHAEKCHAA TabauLa C BEKTOPaMM KapTMPOBaHMA JIOKYCOB NEPBOro puaa,

coaeprallmxca B Kaxkaom 610ke aoctyna.

durypa 9. O6waa CTpPyKTypa [1aBHOrO 3aro/ioBKa M 4YacTM4YHOe npeactasneHue MIT
(rnaBHOM MHAEKcHOW TabauLe), NOKa3bIBaOLLME MOTOXKEHMA KAPTUPOBAHUA NEPBOro puaa B

Kakgom AU (6noke aoctyna) pos knacca P.
durypa 10. XpaHeHMne BTOPOro Tuna AaHHbix B MIT.

durypa 11. JocTyn K 6/10Kam A0CTyna, COAep:KallMm puabl Kiacca P, KapTMpoBaHHble Mo
pedepeHcHoM nocnegoBatenbHocTu Ne 2 mexay nonoxenumsmm 150000 wm 250000,

OCYLLECTBNAETCA C UCMO/b30BaHUEM 3HAUYEHUI, CoAepKalUMXCA B BekTope T1p.

durypa 12. Moaudukauma B pedepeHCHON NnocneaoBaTe/IbHOCTM MOXeT npeobpasosaTb M-

puabl B P-pugpl.
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durypa 13. brok-cxema, MOKa3biBaOLAA MM3HEHHbIA LMKA FTeHOMHOM WHbopmauuu B

COOTBETCTBUU C NPHUHUMNAMWN AaHHOIO M306peTEHVIFI.

Ourypa 14. DKCTpaKTOp pPUAOB MOCN€A0BATE/IbBHOCTUM COrMNACHO MNPUHUMNAM  AAHHOTo

nsobpeTteHus.
®urypa 15. F'eHomHbIN KoAep 2010 B COOTBETCTBUM C MPUHLMMTAMM 3TOTO U3obpeTeHus.

®urypa 16. F'eHomHbIN aekoaep 218 B COOTBETCTBMM C NPUHLMNAMMK 3TOrO U306peTeHUs.

KPATKOE ONUCAHUE

Mpu3Hakn n.1 dopmynbl mn3obpeTeHUA pewatoT npobnemy CyWecTBYOLWMX pPeLleHni

npeaLwecTBYOLLErO YPOBHA TEXHUKM, obecneymBas:

cnocob xpaHeHMA npeacTaB/eHUs [OaHHbIX FTEHOMHOM nocneaoBaTenbHOCTM B dopmare
daina reHoma, npuMyem yKasaHHble JaHHble NOC/Ne0BaTe/IbHOCTU FTEHOMA COAEepPKaT puabl
nocnenoBaTe/IbHOCTEN HYKNEOTUAO0B, BK/AOYAKOWMKA CAeaylolmMe 3Tanbl: BblpaBHUBaHUE
YKa3aHHbIX PUAOB ¢ OAHOW unum 6onee pedepeHCHbIMM MOC/IeA0BaTENIbHOCTAMU, TaKUM
obpa3om co3aaBasn BbIpOBHEHHbIE pUAbl, KnaccuduKauma yKa3aHHbIX BbIPOBHEHHbIX PUAOB
B COOTBETCTBUM C Pa3/INUYHbIMU CTEMEHAMM TOYHOCTU COMOCTAB/NEHMA C YKa3aHHOMW OAHOM
nnn 6onee pedepeHCHbIMU NOCAEA0BATE/IbHOCTAMM C MNOJYYEHUMEM, TakKMm 0b6pasom,
KNacCOB  BbIPOBHEHHbIX PUAOB;, KOAMPOBAHME  YKa3aHHbIX  KaaccudUUMPOBAHHbIX
BbIPOBHEHHbIX PUAOB B BWAE C/I0EB CUHTAKCUUYECKUX 3/IEMEHTOB, CTPYKTYpPUpPOBaHUe
YKa3aHHbIX C/I0€B CUHTAKCUMYECKUX I/IEMEHTOB C MHPOPMaLMEN 3aroNoBKa C NOYYEHUEM,
TakMm obpasom, nocnesoBaTeslbHbIX O/0KOB [0CTyna, CO3JaHuMe [/1aBHOW Tabauubl
WHOEKCOB, COZEpXKalleW OAWMH pasfen ANA KaXAoro Knacca BbIPOBHEHHbIX PUAOB,
BK/IHOYAIOLLMIA MONOXKEHUA KapTUMPOBaHMA B pedepeHCHOW nocnefoBaTe/sibHOCTU MePBOro
puaa Kaxaoro 6/10Ka AOCTYNa KaxKAoro Kaacca AaHHbIX; COBMECTHOE XPaHEHWE YKa3aHHOM

rnaBHOM MHAEKCHOM TabauLbl M YKa3aHHbIX AaHHbIX 6/10Ka AocTyna.

[0025] Bharopapa COBMECTHOMY XPaHEHUI  WHAEKCHbIX Tabnul, U yKa3aHHOro
npeacTaB/leHnA [aHHbIX TEHOMHOM MOC/1e0BaTeNIbHOCTM BMECTO pasHbIX OT/AE/bHbIX

daliioB ANA  KaXAoro  Tuna  [aHHbIX  NpeAcTaB/eHUA  [aHHbIX  FeHOMHOM
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nocneaoBaTelbHOCTH, KaK yKa3aHHO B npueegeHHOM Bbllle ONUCAaHUU XKU3HEHHOIO LKMKAa,

Cpa3y CTaHOBATCA OYEBUAHbIMU MHOTUE NPEUMYLLECTBA, d MMEHHO!

Pesynbtatbl /1106OM MNPOMEXKYTOYHON CTaauM 0OpPabOTKM [AaHHbIX TFEeHOMHOM
nocneaoBaTe/IbHOCTU MOTYT BbITb MHKPEMEHTHO A06aB/EHbI K YXKe CYLLECTBYHOLLMM
AaHHbIM 6e3 HeobxoAMMOCTM nepekoaMpoBaHMsA B Apyron dopmaTt danna.
Hanpumep, uHPopmauma  BblpaBHMBaHWA  MoXeT Obitb  aobaBneHa K
Heob6paboTaHHbIM AaHHbIM 6e3 HeobX0AMMOCTU M3MEHATDL CYLLLECTBYIOWMNA dopmaT
daiina. BapuaHTbl onpegeneHua pe3ynbTaTtoB MOryT OblTb BK/IOYEHbI B YKe
CYLLECTBYIOLME BbIPOBHEHHbIE JaHHble MOCAeA0BaTE/IbHOCTU € WHKPEMEHTHbIM
obHoBNEHUEM.

[aHHble reHOMHOM NocneaoBaTeIbHOCTM MOTYT ObITb BO3BPaLLEHbl B COOTBETCTBUM C
MX KOHKPETHbIMM XapaKTepucTukamu 6e3 HeobxoaAMmMocTu AoCTyna Ko Bcemy dainny
unu ero obnacTam, KOTopble He COOTBETCTBYIOT KpuTepuam 3anpoca. Hanpumep,
MOTyT 6bITb BbINOJIHEHbI 3aNPOChI A5 BBIBOPOYHOrO A0CTyNa K:

o Puaam nocnesoBaTenbHOCTWU, KOTOPblE MAEaNbHO COBMAZAOT C OAHUM UK
bonee pedepeHCHbIMU TEHOMaMM

o Puaam nocnepoBaTesibHOCTU, KOTOPbIE COAEPMKAT TO/IbKO HECOBNAAEHMUA, rae
npucytcteyeT cumson "N" BmecTo cumBona GaKTUUYECKOro HyKAeoTuaa uiu
aMMUHOKUC/IOTbI

o Puaam nocnepoBatenbHOCTUM, KOTOPblE coAep»KaT Ntoboi TN HecoBnaaeHus
B BM/le 3aMeHbl CUMBOJIOB OTHOCUTE/IbHO OAHOIO Uan 6onee reHOMOB

o Puaam nocnenoBaTenbHOCTH, KOTOPbIE COAEPXKAT HECOBMNAAEHUA U MHCEPL MU
nnu geneumnn (MHAeNbl)

o Puaam nocneaoBaTesibHOCTM, KOTOPbIE COAEPKAT HECOBNAAEHUSA, MHCEPL MU
wnu pgeneumn (MHAENbI) U MATKO O6pe3aHHble CMMBOJIbI OTHOCUTE/IbHO
0HOTO Unu bonee reHOMOB

o Puaam nocnepoBaTenbHOCTM, KOTOpble He MOryT ObiTb KapTUPOBaHbI
OTHOCUTE/IbHO paccMmaTpuMBaemMoro pedpepeHCHOro reHoma

o Bcem oaHoHykneotTugHbiM nonumopdusmam (SNP), KOoTopble NPUCYTCTBYHOT
MEXAY YKa3aHHbIMM NOpOoramu rybuHbl

o Bcem pugam xumepHoI nocneaoBaTeNIbHOCTH
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o Bcem nocnegoBaTenbHOCTAM  PUAOB € OLUEHKAMM  KayecTBa  Bbllwe
onpeaeNIeHHOro NOPOroBOro 3HavyeHus
o Bcem meTafaHHbIM, acCOUMMPOBAHHBIM C YKasaHHbIM Habopom puaos

nocneanoBaTe/slbHOCTU

Knaccuduumpya BbIpOBHEHHbIE pU/bl B COOTBETCTBMU C AOCTOBEPHOCTLIO COMNOCTaB/IEHUA C
pedepeHCHON MoCNeAoBaTEeNIbHOCTBIO, MOMHO A06UTbcA M3bMpaTenbHOro Aoctyna K
3aKOAMPOBAHHbIM AAHHbIM B COOTBETCTBUM C KPUTEPUAMM, CBA3AHHLIMU C pe3y/bTaTaMu
BblpaBHMBaAHMA.

3a c4yeT KOAMPOBAHUA KNAacCMPUUMPOBAHHDLIX BbIPOBHEHHbIX pPUAOB B BUAE C/IOEB
CUHTAKCUYECKUX 3/IEMEHTOB KOAMPOBAHME MOXKET ObiTb aanTMPOBAaHO B COOTBETCTBUM C
KOHKPETHbIMW O0COBEHHOCTAMM AAHHbIX UM METaAaHHbIX, MePEHOCUMbIX AaHHbIM C/0eM, U
€ro CTaTUCTUYECKMMMU CBOMCTBAMMU.

MyTem CTPYKTYPUPOBAHMUA CNOEB CUHTAKCUUYECKMX 91EMEHTOB C MHPOpPMaLMEN 3aronoBKa B
nocnegoBaTtesibHble 6/10KM AOCTyNa KOAUMPOBAHME, XPaHEHWE W nepegadya MoryT ObiTb
afanTUpPOBaHbl B COOTBETCTBMM C XapaKTEPOM /[laHHbIX. Hanpumep, KOAUPOBaHME MOXKET
O6blITb afanTUPOBaHO AAsA Kaxgaoro 610Ka Aoctyna, 4Tobbl MCNO/b30BaTb Haubosnee
90DEKTUBHYIO MOAEeNb WCTOYHWMKA AN Ka)KAO0ro YPOBHA JaHHbIX C TOYKM 3pPEHUS

MUHUMN3AUNN SHTPOMUMN.

B cCOOTBETCTBMM C OAHMM  PaCKPbITbIM  acMeKToOM, Crnocob UW3B/eYeHUs puaoB
nocneaoBaTe/IbHOCTEN HYK/IEOTUAOB, XPaHALWMXCA B reHOMHOM daine, rae yKasaHHbIN
reHOMHbIA Galn coaepUT TNaBHYK WHAEKCHyw Tabnuuy (MIT) u 6n0KupyeT AaHHble
[lOCTyNna, COXpPaHEeHHble B COOTBETCTBMM C MPUHUMMNAMWM ISTOFO PaCKPbITUA, MPU ITOM
YKa3saHHbIM cnocob coaepXuT crneaylowme 3Tanbl: NOJyY4EHUE KOMaHAbl MO/b30BaTeNs,
MAEHTUOULMPYIOLLLEN TUN U3BIEKAEMbIX PUAOB, BbIOOPKY IM1aBHOW MHAEKCHOM Tab/nLbl U3
YKa3aHHOro reHoMHoro daina, BbIbOpKY 6/10KOB A0CTyNa, COOTBETCTBYHOLIMX YKa3aHHOIO
M3B/IEKAEMOMY TUMY PUAOB, BOCCTAaHOB/IEHME YKa3aHHbIX PUAOB NOC/IeA0BaTe/bHOCTEN
HYK/1EOTUA0B, KapPTUPOBAHME YKa3aHHbIX BbiIOpaHHbIX 6/I0KOB A0OCTyNa No 0AHON uan 6onee

pedepeHCHbIM NOoCNeA0BaTe/IbHOCTAM.
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[0026] Hactosiee wu3o0bpeTeHMe [AONOSHUTENBHO pPacKpPbIBAeT CEKBEHATOpP [eHOMa,
cofiepallunii: Moay/ib CEKBEHMPOBAHMA reHOMA, CKOHOUIYPUPOBAHHbIM A5 BbIBOAA PUAOB
nocnenoBaTe/IbHOCTEN HYKAeOoTUAOB M3 Buonornvyeckoro obpasua, 610K BbipaBHUBAHUA,
CKOHOUTYPUPOBaHHbLIN A5 BblpaBHUMBAHWA YKa3aHHbIX PUAOB C OAHOWM uAu BGonee
pedepeHCHbIMM NOC/Nef0BaTe/IbHOCTAMU TEM CaMbIM CO37aBasfl BbIPOBHEHHbIE pUAaM,
MOAy/lb  KnaccuduKauum, CKOHOUIYPUPOBaAHHBIM  ANA  KAacCMPUKaLUMM  YKa3aHHbIX
BbIPOBHEHHbIX PUAOB B COOTBETCTBUM C COOTBETCTBYIOLWMMMU CTENEHAMU TOYHOCTU C
YyKasaHHOM ogaHoW unun 6onee pedepeHCHbIMU NOCAeA0BaTENbHOCTAMMU, TEM CaMbIM
CO3/aBas KNaccCbl BbIPOBHEHHbIX PUAOB; MOAY/b KOAMPOBAHUA, CKOHOUIYPUPOBaHHbIW ANA
KOAMPOBAHUA YKa3aHHbIX KAAacCUPUUMPOBAHHbLIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB
CUHTAKCUYECKUX 3/IEMEHTOB, MOZY/b Aa/ibHENLLEro NoApasaeieHUsA, CKOHOUIYPUPOBAHHbIN
ANA CTPYKTYPUPOBAHUA YKa3aHHbIX C/10€B CUHTAKCMYECKMX 31EeMEHTOB C WHbopmaumei
3aronoBKa € nosiyyeHuem, Takum obpasom, nocnegoBaTesibHbIx 6/0KOB A0CTyna, Moay/b
06paboTKM MHAEKCHOM TabnLbl, CKOHPUTYPUPOBAHHbBIN ANA CO3AAaHUA INTAaBHOW UHAEKCHOM
Tabnuubl, copepkawaa OAWMH pasfen ANA KaXAoro Kjaacca BbIPOBHEHHbIX PUAOB,
BK/tOYAOWMIM B ceba MNONOKEHWUA KapTUPOBAHWUA Ha OAHOM unu bonee pedepeHCHbIX
nocneaoBaTe/IbHOCTAX MEePBOro puAaa Kaxaoro 6/10Ka AOCTyna KaXAoro Kaacca AaHHbIX;
MOJY/lb XPaHEHWA, CKOHOUTYPUPOBAHHbIN ANA COBMECTHOTO XPaHEeHMUA YKa3aHHOM 1aBHOM

MHAEKCHOM TabuLbl U YKa3aHHbIX AaHHbIM 610KOB AocTyna.

B cOOTBETCTBMM C OAHMM PACKPbITbIM ACMEKTOM, SKCTPAKTOP ANA W3B/JEYEHUA PUAOB
nocneaoBaTe/IbHOCTEN HYKAEOTUAOB, XPaHAWMXCA B reHomHom danne, B KOTOPOM
YKa3aHHbIN reHOMHbIM dalil coaepKuT rMaBHY MHAEKCHYH Tabauuy M AaHHble 6/10KOB
[lOCTyNa, COXPaHEHHble B COOTBETCTBMM C MPMHUMNAMM 3TOFO PacKpbITUA, MpUYEM
YKa3aHHbIN 9KCTpPaKTOp COAEPHUT: CpeacTBo No/Ib30BaTe/IbCKOTO BBOAA,
CKOHOUTYpPUpPOBaHHOE ANA NpUema KOMaHzA, UAEHTUOULMPYIOWMX TUN PUAOB, MOAEKALLMNX
M3B/IEYEHUIO, CPEACTBO BbIOOPKKU, CKOHDUTYPUPOBAHHOE A/1A BbIOOPKU YKa3aHHOW [/1aBHOM
WHAEKCHOM Tabauubl M3  yKa3aHHOro reHomHoro &aina, cpeacTso  BblOOpPKY,
CKOHOUTYpUpPOBaHHOE A/1A M3B/ieYeHMA G0KOB AOCTyNa, COOTBETCTBYIOWMX YKAa3aHHOMY
TUNY PUAO0B, NOANEXKALWMX U3BNEUYEHUIO, CPEACTBO BOCCTAHOBIEHUSA, CKOHPUTYPUPOBAHHOE

ana BOCCTAHOB/NEHNA  YKa3adHHbIX pPUAOB I'IOC.I'Ie,EI,OBaTeJ'IbHOCTel\;I HYyKneotnaos, C
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KapTUpPOBAaHMEM YKa3aHHbIX BblbpaHHbIXx 610KOB pAocTyna no OAHOW uam  6Gonee

pedepeHCHbIM NOCNeA0BaTeIbHOCTAM.

[0027] B cooTBETCTBMM C OHMM PaCKPbITbIM acneKToM YCTPOMCTBO UMdpoBoi 06paboTku
3anporpamMmnpoOBaHO A7 OCYLLEeCTB/IEHUA cnocoba, WM3/IOKEHHOTO B HEMNOCPEeACTBEHHO
npeawecTsytowem absaue. B cOOTBETCTBUMM C APYrMM PacKpbITbIM acneKkTom YCTPOMCTBO
uMdppoBoit 06paboTKM OCYLLECTBAAET AOCTYN K HOCUTEND A1 AO/ITOBPEMEHHOI0 XpPaHeHMUsA
nHPopMaL MK, XpaHALLEMY MWHCTPYKLUMKU, BbINOAHAEMblE 3TU YCTPOUCTBOM LUPOBON

06paboTkK, ANna ocywecTBaeHma cnocoba, M3N0KEHHOTO B Npeaplayliem ab3aue.

[0028] B cOOTBETCTBMM C APYTMM PACKPbITbIM aCMEeKTOM 3TOT HOCUTENb MHDOPMALIMU MOKET
6bITb MCNONb30BaH LMGPOBLIM MPOLECCOPOM WM XPAaHUT NporpammHoe obecnedeHue ans
06pabOoTKM reHOMHbIX UM NPOTEOMHbIX AAHHbIX, NPEACTAaBNEHHbIX B BUAE CTPOK FEHOMHbIX
WA NPOTEOMHbIX CMMBO/IOB, COAEpXalWwmx CUMBOAbI M3  Habopa CMMBONOB
H6MonMHbOPMaTUKM, B KOTOPOM KaxKaoe OCHOBaHME UK NeNnTUA, reHOMHbIX MU NPOTEOMHbIX
[laHHbIX npeacTasneHbl B popmaTte, onucaHHOM B npeabiaylimx absauax. B HekoTopbix
BapuaHTax OCyLLeCTBAeHUA nporpammHoe obecnedeHne obpabaTbiBaeT reHOMHble WAU
NPOTEOMHbIE JaHHble C WCNOAb30BaHMEM nNpeobpa3oBaHMi UMdpoBON 06pPaboTKM

CUTHaANoB.

noAaPOBHOE ONMUCAHUE

Knaccndpmkauma puaos nocnegoBaTenbHOCTU

[0029] B cooTBeTCTBMM C pe3y/bTaTaMW  BblpaBHUBAHWA MO OAHOW wuauM 6Gonee
pedbepeHCHbIMM  MOC/NeA0BaTE/IbHOCTAM  CTEHEPUPOBAHHbIE  CEKBEHaTOpaMu  puapbl
KNaccupuuUMpyoTca B COOTBETCTBUM C PACKPbITbIM M306peTeHMeM Ha NATb Pas/UYHbIX

"Knaccos".

Mpu BblpaBHMBaHWKM nocneaosaTenbHOCTU JHK HYKIeoTMA0B OTHOCUTENIBHO pedepeHCHOM

nocneaoBaTe/IbHOCTU BO3MOXHbI MATb Pe3y/1bTaTOB:

1. OG6HapyxeHo, 4To obnactb B pedepeHCHOM noc/iefoBaTe/lbHOCTM COBMNaAaeT ¢

puaom nocneaoBaTe/ibHOCTU 6e3 Kakux-1mbo olmnbok (MaeanbHoOe KapTMpOBaHUeE).
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Takas nocneaoBaTeNbHOCTb  HYKAeOTMAOB OyAeT  HasbiBaTbCA  "MAeanbHO
cosnagawouwmn pua" nam obosHavaTbca Kak "knacc P".

O6HapyeHo, uto ob6nactb B pedepeHCHOM nocnesoBaTe/NlbHOCTM COBMaaaeT ¢
pPUAOM NOCNeA0BaTe/NIbHOCTU C HECKONbKMMWU (MHOMKEeCTBOM) HecoBMaAeHUAaAMM,
COCTOALLMMM U3 PAZla NMOJIOKEHUIN, B KOTOPbIX CEKBEHATOP HE CMOT OonpeaennTb HU
OZIHOTO OCHOBaHMA (MM HykneoTMaa). Takme HecoBnaaeHUa obo3HavarTca HyKBOM
"N". Taknme nocnepoBaTenbHOCTM b6yayT obo3HauaTbcA Kak "Hecosnagatouwme N-
puapl" nam "Knacc N".

Ob6HapyeHo, uto obnactb B pedepeHCHOM nocnefoBaTe/NIbHOCTM COBMagaeT ¢
pUAOM NoCNeaoBaTeNIbHOCTU C HECKONbKMMWM (MHOMKeCTBOM) HecoBMaZeHUAMM,
COCTOALLMMM U3 pAZa NMOJOMKEHUIN, B KOTOPbIX CEKBEHATOP HE CMOT onpeaenuTb HU
OAHOrO OCHOBaHWA (MM Hykneotuaa), UM 6bin0 onpeaeneHo OCHOBaHMe,
OT/INYHOE OT YyKasaHHOro B pedepeHCHOW nocneaoBaTeNIbHOCTU. TaKon Tun
HecoBnageHuA Ha3blBaeTCA  OAHOHYKAeOTUAHAA Bapuauma (SNV) nunu
OAHOHYKNeoTUAHbIM nonumopdusm (SNP). Takue nocnegosaTenbHocTM 6HyayT
ob03HauaTbcA Kak "HecoBnaaatouwme M- puabl” uam "Knacc M".

YeTBepTbIi KNacc COCTOUT U3 pUAOB, NPeACcTaBAALMX TUM HECOBMNAAEHUN, KOTOPbIN
BK/IlOUaeT B cebA HecoBnaaeHue Knacca M n/oc Hannume uHcepumm (BCTaBKM) Unu
AeNeunn — «yaaneHua» (Takske HasblBaembiX MHAenamu). MHcepuumn npeacraBieHbl
nocnefoBaTeIbHOCTbIO M3 OAHOro uAn 6onee HyKNeOoTUAO0B, OTCYTCTBYHOLIUX B
pedepeHce, HO NPUCYTCTBYWOLWMX B MNPOYUTAHHOM nocnegoBaTeNbHOCTU. B
MTepaType, KOrfa WMHCePTMPOBAHHaA MNOCNEeAO0BaTE/IbHOCTb HaxoAMTCA Ha Kpasx
nocneoBaTe/IbHOCTU, €e Ha3bIBaloT "MArko obpesaHHON" (TO eCcTb HYKNeoTUAbl He
COOTBETCTBYIOT pedepeHcy, HO COXPaHAKTCA B BbIPOBHEHHbIX puaax B
NPOTUBOMNOJIOXKHOCTb "}KecTKo obpesaHHbIM" HYKNeoTUAaM, KOTOpble
oTbpacbiBatotca). [Oeneummn - 310 "Apipbl"  (HeaocTawlume HyKIeoTuabl) B
BbIDOBHEHHOM pU/le OTHOCUTE/NIbHO pedepeHca. Takue nocneaoBaTesibHOCTU ByayT
Has3bIBaTbCA "HecoBnaaawlwmmm l-puagamun” nnm "knace 1",

MATblA KnNacc BKAO4YaeT B cebs BCe puAbl, KOTOpPble HE HaxoAAT Kakoro-nvbo
[IOCTOBEPHOIO  KapTMpOBaHWMA Ha pedepeHCHOM  MnocneaoBaTe/IbHOCTM B
COOTBETCTBMM  C  YKa3aHHbIMW  OrPaHUYEHUAMWM  BblpaBHUBaHWUA.  Takue

nocaea0BaTe/IbHOCTM Ha3bIBAKOTCA HEKAPTUPOBAHHbIMU U OTHOCATCA K "Knaccy U™,
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HeKapTupoBaHHbIe puabl MOXHO cobpaTb B O4HY NOC/1e40BaTe/IbHOCTb, UCNO/b3YA
anroputmbl c6opku de-novo. MNocne co3aaHna HOBOW NOC/eA0BaTe/IbHOCTU
HEeKapTUPOBaHHbIE PUAbl MOTYT BbITb AONONHUTEILHO KAPTUPOBAHbI MO OTHOLIEHWIO K HEWN U

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

PasnoxeHne reHOMHOW MHPOPMaLNM Ha COU.

[0030] Mocne TOro Kak KnaccuduKauua puabl 3aBeplleHa C onpeaesieHUMeM K/accos,
AanbHenwan obpaboTka cocTouT B onpedeneHMM Habopa pas/IMUHbIX CUHTAKCUYECKMUX
3/1€MEHTOB, npeAcTaBAAOWMX oCTaBLUytOCA UHPopmaumio, NO3BOJIAIOLLYIO
PEKOHCTPYMPOBaTb NnocieaoBaTenbHOCTb puaos AHK, Koraa oHa npeacTtaBneHa B KayecTse
KapTMpPOBaHHOW Ha pJdaHHOW pedepeHcHOW nocnegosatenbHocTu. CermeHT [HK,
OTHOCALUMICA K AaHHOM pedepeHCHOM nocneaoBaTe/lbHOCTU, MOXET ObiTb MOJIHOCTbIO
BbIPaXeH CaeAyoLWMMM NapameTpamu:

e HauanbHoe nonoxeHue Ha pedepeHCHOM Nocief0BaTeENbHOCTH (pOs).

e ®dnar, CUTHaNM3NPYIOLWLMIN O TOM, YTO pUJ, JO/IKEH PacCMaTPMBaTbCA Kak obpaTHbIN
KOMMNJEMEHT K pedepeHcy (rcomp).

e PaccTtoAHue A0 NapTHeEpa napbl B C/lydae cnapeHHbIX puaos (pair).

e 3HauyeHwe AAuHbI puaa (295) B cayyae TEXHONOMMU CEKBEHMPOBaHWUA AaeT
NepemMeHHyl A/IMHY puAaoB. B criyyae MOCTOAHHOM A/MHbLI puaa AAvMHA puaa,
acCcoUMMPOBaHHAA C KaXKAblM PUAOM, OYEBUAHO, MOMET ObiTb OMYyLLEHA U MONKET
ObITb COXpaHeHa B rnaBHOM 3aronosKe dalina.

e [lononHutenbHble GNAXKKKU, ONUCbIBaoWMe cneundpuyeckne xapaKTepucTUKku puaa
(mybnukaT puaa, nepsbit U BTOPOM pua B nape 1 T.4.).

e [INA KaxkAoro HecoBnaaeHus:

o [MNonoxeHue HecoBnaaeHusa (nmis ans knacca N, snpp ans Knacca M u indp
Ana Knacca l)
o Tun HecoBnageHuA (oTcyTcTBYET B Knacce N, snpt B kKnacce M, indt B knacce |)

e HeobasaTenbHas MArko obpesaHHasa HyKNeOTUAHAasA CTPOKa, €C/IM OHa MPUCYTCTBYET
(indc B Knacce 1).

ITa KnaccuduKauma co3gaeT rpynnbl AECKPUNTOPOB (CUHTAKCUUYECKMX 3/IEMEHTOB), KOTOpbIE

MOXHO  WMCNONb30BaTb AN  O/IHO3HAYHOrO  NpeAcTaBNeHUs  PUZOB  TEHOMHOM
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nocneanoBaTe/IbHOCTU. B Ta61w|u,e HUXe npueeageHbl CUHTAKCUYECKUNE  3/IEMEHTDI,

HeobxoaMMble A1 KaXKA40ro K/lacca BbIPOBHEHHbIX PUAOB.

P N

pos

pair

dnaru

M
X
X
X
X
X

x| x| X| X| X

X
X
rcomp X
X
X

rlen

x| X| X| X| X| X

nmis

snpp X

snpt X

indp X

indt X

indc X

Ta6bnuua 1 — OnpeaeneHune cnoeB A/1A KaXKA0ro Kiacca AaHHbIX.

Puabl, npuHagnexawme K Krnaccy P, XxapaktepusywTcd M MOryT 6biTb MOSHOCTbIO
BOCCTAHOB/IEHbI TOJILKO MO TMOJIOMKEHUIO, WUHPOpMaLMM 06 obpaTHOM KOMM/IEMEHTE W
CMELLEHUN MeXAy 4Y/leHamu nap B C/y4ae, €C/iM OHUM OblAn MNOJlyY4eHbl C MOMOLLbIO
TEXHOJIOTUM CEKBEHMPOBAHMA C NOJIyYEHUEM Map, MO HEKOTOPbIM dparam v AsIMHE puaa.

Ha ®durype 4 nokasaHo, Kak puabl MOXHO 06beANHUTb B Napbl (B COOTBETCTBUM C Haubonee
pacnpoCcTpaHEeHHON TEXHONOIMen CeKBeHUpoBaHusa, paspabotaHHoli lllumina Inc.) wu
KapTMpoBaTb Ha pedepeHCHOW nocneaoBaTeNbHOCTU. [apbl pUAOB, KapTUPOBAHHbIE Ha
pedepeHCHOW MoCNeaoBaTeNIbHOCTU, KOAMPYIOTCA BO MHOMECTBO C/I0€B OAHOPOAHbIX
AECKPUNTOPOB (TO eCTb MOJIOXKEHWUS, PacCTOAHUA MEXAy puaamu B OAHOM nape,
HecoBnageHua n T.4.).

Cnoi onpepenaeTca Kak BEKTOP AECKPUMTOPOB, OTHOCALIMXCA K OAHOMY M3 MHOXeCTBa
9/1EMEHTOB, HEOOXOAMMbIX A/IA YHUKANbHOW MAEeHTUPUKALMKU PUAOB, KapTUPOBAHHbLIX Ha
pedepeHcHOM nocneaoBaTeNbHOCTU. HUXe npuBeAeHbl MPUMEPDI CNOEB, HECYLLMX KaKabln
MO BEKTOPY AECKPUNTOPOB:

e C/10M NONOXKEHUN pUaoB

e C/iov 06paTHOro KOMMJIEMEHTA
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e Cio nHdbopmaLmm No cnapmMBaHuio

e C/10/4 NONOKEHMN HecoBMNaAeHUsA

e C/lol TMNa HecoBnageHus

e Cfloih UHAEenoB

e Cio obpesaHHbIX OCHOBaHUM

e Cnoit gnviHbl puaoB (NpUCYTCTBYET TO/IbKO B C/lyvae BapuabenbHON A/IMHbI pUAOB)

e Cnon pnaros BAM

BNOKK AaHHbIX, 610KK AOCTYNa U CAOW FTeHOMHbIW AaHHbIX

[0031] CTpyKTypa AaHHbIX, TaKKe pacKpbiTaa 3TUM M30bpeTeHMemM, OCHOBaHa Ha

cneayowmx KOHUENUUAX:

BnoOK AaHHbIX onpeaenaeTca Kak Habop 3/1eMeHTOB BEKTOPA AECKPUNTOPOB OA4HOIMO U TOro
e Tuna (Hanpumep, NONOXKEHWA, paccTosHus, dnarn o6paTHOTO KOMMIEMEHT],
NONIOKEHNE U TUMN HECOBNAZEHUA), COCTaBAAKOLWMX CNOU. OAUH C/IOA OBbIYHO COCTOUT U3
MHOKecTBa 6/10KOB AaHHbIX. B/NOK faHHbIX MOXeT bObiTb pa3buT Ha NakeTbl F€HOMHbIX
[laHHbIX, KOTOPblE COCTOAT M3 6/I0KOB Nepeaayun, pasmep KOTOpbIX 06bIYHO onpeaenseTcs B
COOTBETCTBMM € TpeboBaHUAMMK KaHana cBA3K. Takaa GyHKUMA pa3bueHua KenaTenbHa Ans
AOCTUKEHUA 3PPEKTUBHOCTU Mepeaayn AaHHbIX C UCMOJ/Ib30BaHUEM TUIMUYHOIO CETEBOro

NPOTOKO/1a CBA3MU.

Bnok poctyna onpegenseTca Kak NOAMHOMECTBO F€HOMHbIX AaHHbIX, KOTOPble MOMXHO
MOJIHOCTbIO AEKOAMPOBaTb IMH60 HE3AaBMCUMMO OT Apyrux 6/10KOB AOCTyNa, UCMO/b3yA TONIbKO
rnobanbHO AOCTYMHblE AaHHble (Hanpumep, KOHdUrypauuo aekogepa), MM6O MCNONb3ysA
MHbOpMaLMIO, coaepKallytoca B Apyrux 6nokax pgoctyna. BnokK pocrtyna coctouT w3
3aro/0BKa M pe3y/bTaTa My/bTUMNIEKCUPOBaHUA B610KOB AaHHbIX PasHbIX C10eB. HECKONbKO
MakeToB  OAHOrO  TMNA  MHKancy/MpoBaHbl B 60K, a HeCKoNbKo  6/10KOB
MY/IbTUMN/IEKCUPOBAHbI B 04MH 610K AOCTyNa. 3TW KOHUenuun nsobparkeHbl Ha ®urype 5. Ha
durype 6 nokasaH 610K AOCTYNa, COCTOALMMN U3 3ar0N0BKA U O HOTO UM HECKO/IbKUX C/I0EB
6/10KOB AaHHbIX OAMHAKOBOW Npupoabl. Ha ®urype 6 nokasaH npumep obulel CTPYKTypbl

6/10Kka gocTyna, nsobpaxeHHou Ha Purype 5, B KoTopom
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e 610KM gaHHbIx cios 1 cogepkaT MHGOPMALMIO, OTHOCALLYIOCA K MNOMOMKEHUAM PUAOB
Ha pedepeHCHOM Nocnea0BaTe/IbHOCTY;

e ONOKKW AaHHbIX CNof 2 coaep:aT MHbopmaumo o6 oBpaTHON KOMM/IEMEHTAaPHOCTH
pVAaos;

e ONOKM paHHbIX cnos 3 codepXaT MHbopmMauuio, CBA3aHHY ¢ MHboOpMauun O
CnapuBaHuK pUAOB;

e 6/10KM AaHHbIX cnos 4 cogep:aT MHGOPMALMIO O A/IMHE PUAOB.

CnoiAi reHOMHbIX pAaHHbIX onpegenseTca Kak Habop 6/10KOB TFEHOMHbIX AaHHbIX,
KOAMPYOWMX AaHHble OAHOro Tuna (Hanpumep, G610KU NOJIOXKEHUW PpUAOB, MAEANbHO

coBnagawowmx ¢ pepepeHcHbIM reHOMOM, 3aKOAMPOBaHbI B OJIHOM U TOM e C/10€).

MOTOK reHOMHbIX AaHHbIX - 3TO MAaKeTMPOBAaHHAA BEPCUA C0A TEHOMHbIX AAHHbIX, B
KOTOPOM 3aKOAMPOBAHHbIE TEHOMHbIE AAHHbIE NEPEAAOTCA B KAYECTBE NOJIE3HON HarpysKu
MaKeToOB FEHOMHbIX AaHHbIX, BK/OYAA AONOJIHUTEbHbIE CyKebHble AaHHble B 3aro/I0BKe.
Ha ®urype 7 npuseaeH nNpumep MNakeTUPOBAHMA TPEX C/0EB TEHOMHbIX AaHHbIX B TPM

NOTOKa reHOMHbIX AaHHDbIX.

MynbTunnekc (MHOXECTBO) reHOMHbIX AaHHbIX onpeaenseTcs Kak noc/ieoBaTe/lbHOCTb
reHOMHbIX 6/10KOB A0CTyNa, UCNONb3yemasn A/1A nepeaavym reHOMHbIX AaHHbIX, CBA3AHHbIX C
OAHMM uan Bonee npoueccamu CEKBEHWMPOBaHWA, aHanusa uam obpaboTku reHoma. Ha
durype 7 npeacrtaBneHa cXema B3aMMOCBA3N MEXAY FeHOMHbIM MY/IbTUTNZIEKCOM, HECYLLMM
TPU NOTOKA TEHOMHbIX [aHHbIX, Pa3/IoXKeHHbIX B 6/10KM Aoctyna. bnoku poctyna
WHKaNCynupyoT 6/10KM AaHHbIX, MPUHAAEeXallMe TPeM NOTOKaM U pa3butble Ha reHOMHbIE

NaKeTbl 414 OTNPaBKKU B CETU Nepeaayn.
Mopaenun NcTouHuKa, 3HTp0I‘IMﬁHbIe KoAaepbl U pexxmmbl KOANpPOBaHUA.

[0032] Ana Kaxxaoro c/os CTPYKTYPbl TEHOMHbIX JaHHbIX, PACKPbITbIX B 3TOM M306peTeHun,
MOTYT MCNONb30BaTbCA pa3Hble aArOpPUTMbl KOAMPOBAHUA B COOTBETCTBUM C KOHKPETHBLIMM
XapaKTepUCTUKAMWU JAHHbIX WM MeTaZaHHbIX, NepPeHOCUMbIX AAHHbIM C/NOemM, WU ero
CTaTUCTMYECKMMMK  CBOMCTBaMU. "ANropuTM KoaupoBaHMA" cieAyeT MNOHMMATb Kak
accoumalmilo  KOHKpeTHOW  "mMoaenuM  MCTOYHMKA"  AEeCKPUNTopa €  KOHKPETHbIM

"3HTpoNUMHbIM Kogepom”. KoHKpeTHas "moaenb UCTOYHMKA" MOXKeT ObITb onpeaeneHa u
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BblOpaHa Aana nosydyeHusa Hanbonee adpPeKTUBHOIO KOAMPOBAHMUA AaHHbIX C TOYKU 3PEHMA
MWHUMM3ALMUU  SHTPONUM MUCTOYHMKA. Bbibop SHTponuiHOrO Koaepa MoOXKeT ObITb
obycnosneH coobpaskeHnamn 3PPEKTUBHOCTM KoaMpoBaHMA W/unm  ocobeHHoCcTAMMU
pacnpeneneHus BEPOATHOCTEN M acCOUMMPOBAHHbIMUM Npobnemamn peanusaumnun. Kaxabii
BbIOOP  KOHKPETHOro anroputma KoaupoBaHuAa  OyaeT  HasbiBaTbCA  "peXumom
KOAMPOBAHMA", MPUMEHSAEMbIM KO Bcemy "crow" uaM Ko Bcem "6Gno0Kam AaHHbIX",
copepxawmmesa B 6noke goctyna. Kaxpas "moaenb MCTOYHMKA', acCOUMMPOBAHHaA ¢

PeXMMOM KOAMPOBaAHWA, XapaKTepu3yeTca:

e OnpeaeneHvem CUHTAKCUYECKUX 3/1EMEHTOB, MOPOXAEHHbIX KaXKAbIM UCTOYHUKOM
(Hanpumep, nonoxeHusa  puaos, WHbGOpMauUMA O  CNAapuMBaHUM  PUAOB,
HEeCOCOBMNaAEHMA NO OTHOLEHMIO K pedepeHCHOW nocnea0BaTeNbHOCTU U T.4,)

e OnpeaeneHnem accoUMMPOBAHHOMN BEPOATHOCTHON MoAEeNM.

e OnpeaeneHnem acCoUMMPOBAHHOIO SHTPOMMUIMHOIO Koaepa.

ONna Kaxporo cnoA AaHHbIX MoAeslb UCTOYHWMKA, MPUHATaA B oAHOM 6/10Ke AocTyna, He
3aBUCUT OT MOAE/IM UCTOYHMKA, MCMOJb3yeMOMN Apyrumu 610Kamu AocTyna AsA TOro Xe
CNoA [AaHHbIX. IJTO NO3BOAAET KaAomy 670Ky [0ocTyna MCnonb3oBaTb Haubonee
9bbEKTUBHYIO MOZENb WCTOYHMKA [ANA  KaKAOro C/I0A  AaHHbIX C TOYKWM 3peHus

MUHUMN3aALUNN SHTPOMUMN.

TABINLbI
FnaBHaa MHAeKcHaAa Tabaunua

[0033] Ansa noaaep:KW BbIBOPOYHOTO AOCTYNa K onpeAeneHHbIM 06/1acTAM BbIPOBHEHHbIX
[laHHbIX, CTPYKTYpa [aHHbIX, OMNWCaHHaa B 3TOM [JOKYMEHTEe, pPeanusyeT WHCTPYMEHT
WMHAEKCUPOBaHUA, Ha3biBaemblt [NaBHOW MHAEKCHOW Tabauuei (MIT). 3ToO MHOTOMepPHbIi

MaCCUB, COAlePXKalUMi ABa KNacca AaHHbIX:

1. JIOKYCbl, MO KOTOPbIM KOHKpPETHbIe pPUAOM KapTUPYKOTCA HA UCMNO/b3yemblX
pedepeHCcHbIX MNocaeaoBaTeNbHOCTAX. 3HadeHun, cogepxkawmeca B MIT, npeactasnstoT

coboli NONOMEHWA KapTUPOBaHWA MEepPBOTrO pPuAa Ha KaXAOM CNoe pos, TaK 4To
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noAJeprKUBaeTCA HenocieaoBaTe IbHbIA AOCTYN K Kaxkaomy 610Ky aoctyna. MIT coaeput
OAWMH pasden ANA Kaxaoro kKnacca gadubix (P, N, M u |) u ana kaxgon pedepeHcHom

nocneanoBaTe/IbHOCTU.

2. yKasaTennm Ha O610KM [OCTyna, cofep)Kawme JAaHHble, Heobxoaumbie ana
BOCCTAHOB/IEHUA 6/10KOB pUAOB, NOC/AE TeX, YbM MOJIONKEHUA KAPTUPOBAHUA XPaHATCA B
BEKTOpaXxX MOJIOXEHWUM, YKasaHHbIX B NyHKTe 1. KaxKAablii BEKTOp yKasaTesiel HasblBaeTcA

JIOKa/IbHOM MHAEKCHOM Tabaunuei.

BAOKM A0CTYNA NONOMKEHUI KapTUPOBaHUA

[0034] Ha ®urype 8 nokaszaHa cxema MIT ¢ BblaeneHMeM YeTblpex BEKTOPOB, COAEPHKALLMX
MOJIOXEHUA KapTMpOBaHMA Ha pedepeHCHOW nocnenoBaTenbHOCTM (BO3MOXKHO, 6osee

OAHOW) Kaxaoro 6/10Kka AOCTYNa KaxA0ro Kaacca AaHHbIX.

MIT cogepuUTcA B rNaBHOM 3aro/IOBKe 3aKOAMPOBAHHbIX AaHHbIX. Ha durype 9 nokasaHa

o6LWan CTpyKTypa rnaBHOro 3aronoBka U npumep sektopa MIT gns knacca P KOAMPOBaHHbIX

pUAaoB.

3HaueHun, cogepxawmecs B MIT, nsobpaxkeHHon Ha Purype 9, UCNONL3YIOTCA AN NPAMOTO
[OCTyNa K WHTepecylllein obnactm (M cooTseTcTBylOLEeMy 670Ky A0CTyna) B CKaToM

obnactu.

Hanpumep, co ccbinko Ha ®urypy 9, ecnvm aHanutuky Tpebyetca noayuumTb AoCTyn K
naeanbHO COBMAZAOWMM pUAaM, KapTUPOBAHHbIM B 0061acTU, HaxoAAWenca mexay
nonoxeHuamu 150 000 n 250 000 Ha pedepeHce Ne 2, npunoXKeHne AeKOANPOBAHUA Cpa3y
byaeT nepexoamTb K BEKTOPY MONOMXKEHUN Knacca P n BTopomy pedepeHcy B MIT un byaet
nckaTb ABa 3HadeHuAa k1 u k2, Tak yto k1 <150 000 u k2> 250 000. B npumepe Ha Purype 9
5TO NpuBeAEeT K nonoxeHusm 3 u 4 BToporo 610Ka (BTopon pedepeHc) BekTopa MIT,
OTHOCALLLErocA K MOMIOKEHUIO KapTUPOBaHMA Knacca P. 3aTem 3TM BO3BpaLLLEHHbIe 3Ha4YeHuA
OyayT MCMNoOAb30BaThCs MPUIOXKEHUEM [EKOAMPOBAHUA A1A BblIOOPKM MNONOKEHWUN

COOTBETCTBYIOLWMX 6/10KOB A0CTYNa U3 CN10A POS, KaK ONUCaHO B CNeAyIoWeM pasaene.
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YKasartenn 6n10KoB gocryna

[0035] BTopoi TMN [aHHbIX, COZEpalUMXca B OCTaBluMxcA BeKTopax MIT (durypa 8),
COCTOMT U3 BEKTOPOB YKasaTesien Ha duU3MUecKoe NOJoXKeHUe Kaxaoro 6710Ka goctyna B
3aKOAMPOBaHHOM OMTOBOM MOTOKe. Kaxabli BEKTOP Ha3blBaeTCs JIOKAa/JIbHOM MHAEKCHOM
Tabnmuen, NOCKONbKY ero 06s1acTb AEWCTBMA OrpaHMYeHa OAHMM OAHOPOAHbLIM K/1acCom

KOANPOBaHHON MHPOpMaLMK.

Ona Kaxaoro M3 4YeTbipex K/IAaccoB KapTMpoBaHHbIX puaos (P, N, M, |) Heobxogumo
HECKO/IbKO TUNOB G10KOB AO0CTyNna ANA BOCCTAaHOB/NEHWA 3aKOAMPOBAHHbIX puaos (nap).
KoHKpeTHble Tunbl GA0KOB A0CTyMa, acCOUMMPOBAHHBIX C KarKAbIM KNacCOM [aHHbIX,
3aBUCAT OT pesy/ibTaTa PYHKLMM CONOCTABAEHUA, MPUMEHEHHOM K PUAAM B KaxKAO0M Knacce

OTHOCUTE/IbHO OAHOM UK bonee pedpepeHCHbIX NocaeA0BaTeIbHOCTEN, KaK OMUCAHO Bbile.

B npeapiaywem npumepe Ha Purype 9 ana poctyna kK obnactm ot 150 000 go 250 000
pPUOOB, BbIPOBHEHHbIX MO pedepeHcHOM nocnepgosaTenbHocTn No 2, npunoxeHue
NEeKOAMPOBaHUA BEPHYNO MOJIOKEHUA 3 U 4 U3 BEKTOpa NonoxeHui knacca P 8 MIT. I1un
3Ha4YeHUA AO/IKHbI UCNONbB30BATLCA MPOLECCOM AEKOANPOBAHUA ANA JOCTYNA K 3-My U 4-my
a/1leMeHTamM COOTBETCTBYIOLLLEro BeKTopa 6/10K0B AocTyna (B AaHHOM ciydae BToporo) MIT. B
npumepe, nokasaHHom Ha Purype 11, cyetymkn obuwero KosmvyectBa 6A0KOB AOCTyna,
coaepralmeca B rNaBHOM 3aro/IoOBKe, MCMONb3YOTCA A5 NPONycKka NosoXKeHUn 610KOoB
[0CTyna, oTHocAlMXCA K pedepeHcy 1 (B npumepe 4). MHAEKCbI, coaepalime dusnyeckume
NONIOKEHUA 3anpolweHHbIX 6A0KOB A0CTyna B KOAMPOBAHHOM MOTOKE, MO3TOMY

PaCCYNTbLIBAKOTCA KaK:

MonoxeHue 3anpawmsaemoro AU = AU pedepeHca 1, KOTopble HEOOXOAUMO NPONYCTUTb +

nonoxeHue, BbibpaHHoOe ¢ ucnoab3osaHuem MIT
T.e.

NonoxkeHune nepsoro AU: 4 +3 =7

MonoxeHue nocnegHero AU: 4+4 =8

370 O3HauaeT, 4YTO MHTepecywllaa Hac obnactb (puabl Knacca P, KapTMpoOBaHHble Ha

pedepeHcHoM nocnegosaTenbHocTM No 2 mexay nonoxenHuamu 150 000 m 250 000,
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cogeprKatca B 6/10Kax 40CTyNa, Ha KOTOPbIE YKa3bIBaOT YKa3aTe M, XpaHALMECA B 7-M U 8-M

cTonbue rnaBHOM MHAEKCHOM Tabauubl, cTpoka T1p (Bnoku goctyna Tuna 1 tmna p).

Ha ®urype 11 noKkasaHoO, KaK sanemeHTbl ogHoro sektopa MIT (Hanpumep, Pos knacca P)

YKa3bIBalOT Ha a71emeHTbl ogHol LIT (BekTop pos Tuna 1 B npumepe Ha Purype 11).

Apantauun pedpepeHCHOM nocneaoBaTeNbHOCTU

[0036] HecoBnaaeHus, 3akoampoBaHHble ans Knaccos N, M 1 |, MOXHO Mcnonb3oBaTh A
co3gaHua  "'moamdMUMpPOBAHHOIO reHoma", KoTopbih OyaeT MCNO/ib30BaTbCcA  ANs
nepekogupoBaHusa pugoB B cnoe N, M uam | (oTHocuMTenbHO nepBoro pedepeHcHoro
reHoma, Ro) B KauecTBe p pMa0B OTHOCUTENbHO "aganTupoBaHHoro" reHoma R1. Hanpumep,
ecnm obo3HauuTh #i i-e pua Knacca M, copepKaliee HeCcoBMNaAeHUs OTHOCUTENbHO
pedepeHcHOro reHoma n, To nocne "agantauun” ero MOXHo ByaeT noayunTb ny =#f, ., C
A(Refn)=Refns1 roe A - npeobpasoBaHuve M3 pedepeHCHOM nocnenoBaTeNbHOCTU N B

pedepeHCHyIo nocneaosaTelbHOCTb n + 1.

Ha ®urype 12 nokasaHo, Kak puapl, cogepxalime HecoBnageHua (M-puabl) OTHOCUTENBHO
pedepeHcHon nocnegosaTenbHoctv 1 (RS1), MoKHO npeobpasoBatb B MAEaNbHO
coBnagatwuwme puapl (P-puabl) oTHOCUTENIbHO pedepeHcHON nocnegoBaTensHoctn 2 (RS2),
nony4yeHHou u3 RS1, nytem usmeHeHuUs HECOBNaAaoLWMX NONOXKEHUN. ITO Npeobpa3oBaHue

moxKeT 6bITb Bblpa*eHO KakK
RS2 = A(RS1)

Ecnn pans BbiparkeHusa npeobpasoBaHua A, kotopoe naet oT RS1 K RS2, TpebyeTca meHblue
6WTOB BbIparKEHUA HECOBMAZAEHUN, NMPUCYTCTBYOLIMX B M-puaax, 3ToT cnocob KoaMpoBaHus

NMPUBOAMUT K MeHbLUEN MHPOPMALMOHHON IHTPOMUUN U, CIEA0BATE/IbHO, JIYULLIEMY CXKATUIO.

B HekoTopbix caydasax ofAHa uan 6onee moaudbuKauun B pedepeHCHOM reHOMEe MOryT
YMEHbLIUTb 061y MHPOPMALMOHHYIO SHTPOMNUID NyTem npeobpasoBaHua Habopa N-, M-

unu l-puaos B P-pugpbl.

[0037] ApxuTeKTypa CUCTEMbl B COOTBETCTBMM C MPUHLMMNAMMU 3TOTO M30b6peTeHuMa Tenepb

onucbiBaetca cornacHo dur. 13. UcxoaHo oaHO unn 6Gonee yCTPOUCTB CEKBEHMPOBaHWUS
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reHoma 130 u/MAn NPUNONKEHMI FeHepPUPYOT U NPeacTaBAAT reHOMHYI UHPopMaLuio

131 B popmaTe, KOTOPbIN COAEPHKUT

e OpaHy unu 6onee nocnenoBaTeIbHOCTEN CUMBOJIOB, NPEACTaBAOWMX HYK/IEMHOBbIE
KMCNOTbI

e  YHUKaAbHbIK MAEHTUPUKATOP A/1A KaXKA0N reHOMHOW NOoCceA0BaTE/IbHOCTH

e [lonoNHUTENbHbIN NOKa3aTe b KAaYecTBa 4/ KaXKA0ro CMMBOA

e HeobasaTenbHble MeTaAaHHbIe

e OpaHy nnu bonee HeobAsaTeNbHbIX pedepeHCHbIX Nocaea0BaTe/IbHOCTEN, KOTOpbIe
6yayT ucnonb3oBaTbCA ANA AanbHeuwen obpaboTkM creHepupoBaHHbIX FEHOMHbIX

nocneAoBaTesIbHOCTEMN.

[0038] bBnok BblpaBHMBaHMA puaos 132 npuHUMmaeT HeobpaboTaHHble AaHHble
nocneaoBaTeslbHOCTU M MBO  BbIpaBHMBAET WX NO OAHMM uUAM 6onee [OCTYMHbIM
pedepeHcHbIM  nocnegoBaTesibHOCTAM, Aub6o cobupaet ux B 6onee  A/IMHHbIE
nocneaoBaTesIbHOCTH, ULLA nepekpbiBatowmeca npedukebl U cyddUKCbl, NPUMEHAA METOA,

M3BECTHbIM Kak cbopKa "de-novo".

[0039] Moaynb Knaccudukaumu puaos 134 nonyyaeT BbIPOBHEHHbIE AaHHble TEHOMHOW
nocnegosatesbHoctT 133 u  npumeHaeT YHKUMIO  COMOCTaBAEHMA K  Kaxkaow

nocneanoBaTe/IbHOCTU OTHOCUTE/IbHO:!

e 0aHOM UM bonee AOCTYNHbIX pedepeHCHbIX NOCAeA0BaTEIbHOCTEN UK
e BHYTpeHHero pedepeHca, CO34aHHOro B NPOLLECce BbipaBHWBaHMA (B caydae cbOpKu

de-novo)).

[0040] Moaynb KoauMpoBaHusa cnoeB 136 npuHMMaeT Kaaccel puaos 135, cosgaHHble

moaynem 134 knaccuduKkaumm, U CO3AAET C/ION CUHTAKCUMYECKUX 3/1emeHToB 137.

[0041] Mopaynb KoauMpoBaHWA 3aronoBKa M 6/10k0B aoctyna 138 uHKancyavpyeT ciaou
CUMHTaKCHUYecKux anemeHToB 137 B 6710KM AocTyna v aobaBiAeT 3aro/lOBOK K KaxKAOMy

610Ky gocTyna.

[0042] Mopaynb KOAMPOBAHMA T[NaBHOW WHAEKCHOW Tabnuubl 1310 co3pgaeT MHAEKC

yKasaTesnel Ha nony4veHHble 610KM agocTtyna 139
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[0043] Moaynb cxkatma 1312 npeobpasyeT pe3y/ibTaT yYKa3aHHOro npejactaBsieHus B 6onee

KOMMaKTHbIM (CxKaTbiit) popmat 1315, ymeHbLIea UCNOb3yeMbli 06 bEM NamATH;

[0044] NoKanbHOe WMAW yaasieHHOe 3anomMuHatollee ycTponcTBo 1316 coxpaHsieT cxaTyto

nHdpopmaumio 1315.

[0045] Moaynb pacnakoBku 1313 pacnakoBbiBaeT cxKaTyto MHbopmaumto 1315 ans sbibopku

pacnakoBaHHbIX AaHHbIX 1317, SKBUBaNEHTHbIX FTEeHOMHOW MHbopmaLumm 131.

[0046] Moaynb aHanmsa 1314 pononHuTenbHO 06pabaTbiBaeT yKa3aHHYH TEHOMHYHO

nHpopmaumio 1317 MHKpemeHTHO OOHOBAAA coAepKallmecs Tam MeTagaHHbIe.

[0047] OpgHO nan Bonee yCTPOMUCTB MM NPUIOKEHUN AN CEKBEHMPOBAHMA reHoma 1318
MOryT [06aBNATb AOMNOJHUTENbHYIO MHPOPMALMIO K YyXKe CYLeCTBYOWUM FeHOMHbIM
AaHHbIM nyTem aobaBneHUA pe3ynbTaToB AasibHeNIWero npoLuecca CeKBEHMPOBaHMA reHoOMa
6e3 HeobXoAMMOCTM MNEepPeKoAMPOBAHUA CYLLECTBYIOWENA TEHOMHOM WHbOopmauuu; ans
nosy4yeHuUa o6HOBNAEHHbIX AaHHbIX 1319. BbipaBHMBaHME U CKaTue AO/IKHbI MPUMEHATLCA K
BHOBb Cr€HEPUPOBAHHbIM FEHOMHbIM AAaHHbIM A0 UX 06bEeAUHEHUSA C YXKEe CYLLEeCTBYOLMMU

AOAHHbIMMW,

[0048] OAHMM M3 HECKOJIBKUX NMPEMMYLLECTB ONMUCAHHOIO Bbille BapuaHTa OCYLLECTBAEHUSA
ABNAETCA TO, YTO YCTPOWCTBA M MPUJIOKEHUA A/ aHa/AM3a FeHOMa, KOTopbim TpebyeTcs
AOCTYN K AaHHbIM, CMOTYT 3anpawuBaTb M W3B/eKaTb Heobxoaumyro uHdopmauumio ¢

MCMoNb30BaHMEM OAHOW UK Bonee MHAEKCHbIX Tabauu,.

[0049] 3KcTpaKTOp pMaoB nocnegosatenbHocT 140 B COOTBETCTBUM C MPUHLMNAMU 3TOMO

n3obpeteHus onucaH Ha Purype 14.

[0050] IkcTpakTop 140 Mcnonb3yeT raBHY MHAEKCHYIO TabuLy, ONMCaHHYIO B 3TOM
n3obpeTeHnn, 4Tobbl UMETb MPOU3BOJ/IbHbIN AOCTYN K /II0ObIM pUZam Nociea0BaTe/IbHOCTH,
XpaHalwmmca B dopmaTe reHOMHOro daiisia cornacHo 3ToMy packpbITUiO. IKcTpakTop 140
coaepKUT CpeacTBO NO/Ib30BaTe/IbCKOro BBoAa 141 anAa npnema oT NONb30BaTEIA KOMAHA,
142 oTHOCUTE/IbHO KOHKPETHbIX AaHHbIX, NoAnexallimnx Bblbopke. Hanpumep, nosb3oBaTesb

MOXET YKa3aThb:

a. Ob6nacTb reHoma C yKasaHuem:
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i. HayanbHOro m KOHeYHOro abcoNTHOrO NOMOXEHUA B pedepeHCHOM

reHome

ii. OpgHoM nonHoW pedepeHCHOM nocneAoBaTe/IbHOCTUM (Hanpumep,

XPOMOCOMBbI)

b. TonbKo ogMH KOHKPETHbIM TUN 3aKOAMPOBaHHbIX PUAOB, Hanpumep:

IkcTpakTop MIT 143 Ha Purype 14 aHanusmpyeT r1aBHbIN 3aro/1I0BOK reHoMHoro daina ans

i. Puabl, KOTOpble wWAeanbHO COBMAAAOT € OAHOM WAU

pedepeHCHbIMW NOCNeA0BaTENIbHOCTAMM

ii. Puabl, KoOTOpble npeacTaBnAldT poBHO N HecoBnageHUM
OTHOCUTE/IbHO OfHOM nnu bonee pedepeHCHbIX
nocneAoBaTesibHOCTEN

iii. Puabl, KOTOpble NpPeaCTaBAAIOT YMC/IO HECOBMAAEHUW OTHOCUTE/IbHO

oaHOM nnn 6onee pedepeHCHbIX MOCNeA0BaTeNIbHOCTEN HUXKE WM

BbllLE YKa3aHHOro nopora

iv. Pugbl, KOTOpoe MNOKa3blBalOT MHCEPUUM U AeNeuun OTHOCUTEJIbHO

pedepeHCHOM NoceaoBaTeIbHOCTY.

AOCTyNa K cogepraleinca nHbopmaLmm, Kak NnokasaHo Ha dur. 9:

C.

d.

h.

AHanuzatop MIT u akctpaktop AU 145 wu3BnekawT 3anpolleHHble 670KM AocTyna,

YHUKabHbIM naeHTUdUKaTop
BepcuaA ncnonb3yemoro cMHTakcuca

Pasmep rnaBHOro 3arosoBka B 6antax

KonnuectBo pedepeHCHbIX NOCAeAoBaTe/NIbHOCTEN, WCMNO/b3YEMbIX AJ15

KOAMPOBaHMWA PUAOB NOCNEA0BATENBHOCTH
KonnuectBo 6/10KOB AaHHbIX, COAEPKALLMXCA B MOTOKE
UpeHTndmKaTopbl pedepeHcoB

[NaBHasA MHAEKCHas Tabauua.

MCNosib3ya cleAyLy MHPOPMaLMIO U3 rMaBHOW MHAEKCHOW Tabauubi:

J-

BEKTOPbI MOJOMKEHUI Mo pedepeHCHOMY TeHOMY NEPBOr0 puaa B KaXKaoM
6noke goctyna. Ha ®urype 9 nokasaHo, KaK YCTPOMCTBO [AEKOAMPOBaHMA

MOXET CYMTaTb TaKOe MOJIONKEHME U HAWTU, Kakoh 610K AoCTyna coaepXuT

3aKOAMPOBAHHbIE PUAbl, KAPTUPOBAHHbIE B 3anpalunmBaemon obnactu.
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k. JlokanbHasa WHAEKCHaA Tabsvua KaxKAoro 3aKOAMPOBAHHOTO CNoA. ITU
BEKTOPbl WMCNO/Mb3YTCA A/A BbIOOPKM (PUIMUYECKOTO MNONOKEHUA OIO0KOB
AOCTyMa, oOnpeAeneHHbIX Ha 3Tanax a, KOTopble coaepXaT puabl,
KapTUPOBaHHble B reHOMHOM 061acTH, 3anNpoLeHHON No/b30BaTeiem
|.  JlokanbHble WHAEKCHble Tabnuubl onpefenAlTCcA ANA  KaKAoro Knacca
AaHHbIX, NO3TOMY YCTPOMCTBO-IKCTPaKTOp OyaeT u3BNeKaTb TO/IbKO Te
KNaccbl, KOTOpble CCbINAOTCA Ha puabl, 3anpoLlleHHble MOo/b30BaTenem.
Hanpumep, B cnyyae 3anpoca TO/NbKO MAEaNbHO COMOCTAB/IEHHbIX PUAOB,
YCTPOMCTBO-3KCTPAKTOP MOAYYMT AOCTyn TonbKo K LIT, oTHocAwiemyca K
Knaccy P, Kak nokasaHo Ha Purype 8.
Ucnonb3ya MHbopmaLuto, HaMZAeHHYO B BblOpaHHbIX B0Kax gocTyna, u oaHy unu bonee
pedepeHcHbIX nocneaoBaTenbHoOCcTEN, MO0 3aKOAMPOBAHHLIX B FEHOMHOM OUTOBOM
NoToKke, nMBGO AOCTYMHbIX Ha YCTPOMCTBE-IKCTPaAKTOpe, BOCCTaHOBUTENb puaos 147

cnocobeH BOCCTaHaBAMBATL MCXoaHble puabl NOCNeA0BaTE/IbHOCTMU.

Ha ®wur.15 nokasaHo ycTpoicTBO KoauposaHusa 207 B COOTBETCTBUM C MPUHLMMNAMM 3TOTO
nsobpeteHma. Cxema YCTPOMCTBAa KOAMPOBAHUA [AOMNONHUTENbHO pPa3bACHAET acneKTbl
C¥aTUA, MUCMNO/Ib30BaHHbIE B apXWMTeKType cucTembl cornacHo dur.13, ogHako co3gaHue
rMaBHOW MHAEKCHOM Tabnuubl M GJOKOB AOCTyNa B YCTPOWCTBE KOAMpOBaHuA no dwur.15
ONyLWeHbl, YTO AaeT CKaTbld NOTOK 6e3 3TUX MeTadaHHbIX U MHPOPMaLMKM O CTPYKType.
YcTpoicTeo KoamposaHusa 207 NpUHMMAET B KayecTBe BXOAHbIX AaHHbIX HeobpaboTaHHble
AaHHble nocnepoBaTenbHocTn 209, Hanpumep, CO3AaHHble YCTPOMCTBOM CEKBEHUPOBAHUA
reHoma 200. YcTpoMCTBO cCeKBeHMpoBaHuA reHoma 200 mM3BeCTHO B AaHHOW ob6nactu
TEXHWKK, Hanpumep ycTpoictea lllumina HiSeq 2500 wau Thermo-Fisher lon Torrent.
HeobpaboTaHHble AaHHble nocseaoBaTesibHocTel 209 NocTynatoT B MOAY/1b BbipaBHUBaHMUA
201, KOTOpbI nNOAroTaB/AMBaeT MNOCAEA0BATE/NbHOCTM ANA  KOAMPOBAHUA  MyTem
BblpaBHMBAHUA PUAOB C pedepeHCHON nocsiefoBaTelbHOCTbO. B KauecTBe anbTepHaTMBLI
MOXEeT wucnosb3oBatbca cbopumk de-novo 202 pana  co3gaHua  pedepeHCHOM
nocnefoBaTeNbHOCTUM U3 AOCTYMHbIX PUAOB NMyTeM MOWUCKA NepekpbiBaloWmxca npeduKcos
mnn cypduMKCoB, Tak 4YTO M3 PUAOB MOTYT ObiTb cobpaHbl 6osiee A/IMHHbIE CErMEHTbI
(HasbiBaemble "koHTUramu"). Mocne obpaboTku cbopuimkom de-novo 202 puabl MOMKHO

KapTMpOBaTb Ha nonydeHHOW 6onee A/IMHHOW MOC/AeA0BaTe/NbHOCTU. BbIpOBHEHHbIE
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nocneaoBaTe/IbHOCTM 3aTEM KAaccUMPUUMPYOTCA Moayaem KnaccudpuKaumu aaHHbix 204,
3atem Knaccobl gaHHbix 208 nopatotca B Kogepbl cnoes 205-207. NeHomHble cnon 2011
3aTem nopawTca B apudmeTudeckue koaepbl 2012-2014, KoTopble KOAMPYHOT C/oU B
COOTBETCTBMM CO CTAaTUCTUHECKMMU CBOMCTBAMM AAHHbIX UM METaAaHHbIX, COAEPKaLlMXCa B

aTOM cnoe. B pesynbTaTe noayyatoT reHOMHbIM noTok 2015.

Ha ®ur.16 noKkasaHo COOTBETCTBYylOLLEEe YCTPOMCTBO AeKoaupoBaHuAa 218. YcTpoMcTBO
AeKoaMpoBaHusa 218 NnpMHUMAET My/IbTUNNEKCUPOBAHHbIN FEHOMHbIM 6UTOBbLIN NoToK 2110
M3 CeTU WAW 3/1IeMeHTa XpaHeHuA. MynbTUNAEKCUPOBAHHbIA FEHOMHbIM OUTOBbIMA MOTOK
2110 nopaetca B gemynbtunnekcop 210 gna cosgaHma oTaenNbHbIX NOTOKOB 211, KoTOpble
3aTem NoaalTcA B SHTPONUMNHbIE aeKoaepbl 212-214, anA nonydeHUA reHOMHbIX cnoes 215.
BbibpaHHble reHOMHblE C/IOM MOZATCA B AeKoaepbl cnoeB 216-217 ana panbHeuwero
OEeKOAMPOBaAHUA C/NOEB B KANAcCbl AaHHbIX. [ekoaepbl KnaccoB 219 AONOAHUTENbHO
06pabaTbiBalOT AECKPUNTOPbLI FeHOMa U O6BbEAUHAIOT pe3y/bTaTbl C NOJYYEHUEM HECHKATbIX
pUOoB nocnefoBaTeNbHOCTEN, KOTOpble 3aTeM MOTyT ObiTb AOMNONHUTE/IbHO COXPaHEeHbl B
dbopmaTtax, M3BECTHbIX B AAaHHOW 06/1aCTM TEXHUKWU, Hanpumep, B TeKCTOBOM daine uam
ckaTom zip-danne, unm dpannax FASTQ nam SAM/BAM. [lekoaepbl kKnaccos 219 cnocobHbl
BOCCTaHaB/IMBaTb UCXO/HbIE TEHOMHbIE NOCNeA0BaTe/bHOCTM, MCNOAb3yA MHbOpMaLUO 06
MCXOOHbIX pedepeHCHbIX NOCNeA0BaTENbHOCTAX, MNEPEHOCUMbIX OAHUM uau  bHonee
reHOMHbIMM NOTOKamu. B cnyyae, ecnnm pedepeHcHble NOCNeAoBaTeNbHOCTU  He
TPAHCMOPTUPYIOTCA TEHOMHbIMWM MOTOKAaMM, OHMW AO/XKHblI ObITb AOCTYMHbI Ha CTOPOHE

[EeKOAMPOBAHUA U AOCTYMHbI AEKOAEPaM KNacCoB.

[0051] B oaHOmM wau Bonee npumepax pacKpbiTbie B HacTOAWEM AOKYMeHTe cnocobbl
n3obpeTeHns moryT 6biTb peasin3oBaHbl B BUAE annapaTtHOro obecneyeHus, NporpammHOro
obecneyeHus, NPOLINBKU UK NOOOKM UX KOMBUHauuK. MNpu peanunsauum B NpPorpammHOM
obecrneyeHMM OHM MOTYT XPaHUTbCA Ha KOMMBIOTEPHOM HOCUTENE M peann3oBaTbCA
annapaTHbIM MPOLECCOPOM. AnMapaTHbIM MNPOLECCOP MOXKET COAepXaTb OAWH WU
HECKO/IbKO MPOL,ECCOPOB, NMPOLLECCOPOB LMDPOBbLIX CUTHAN0B, MUKPOMNPOLECCOPOB 06LLero
Ha3HauyeHuA, CMNeuuasM3MpPOBaHHbIX WHTErPasbHbIX CXEM WM APYITUX  AUCKPETHbIX

NOTNYeCKnNX CXem.
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Cnocobbl 3TOro pacKpbiTUA MOTYT ObiTb pPeanu3oBaHbl B Pas/IMUHbIX YCTPOMCTBAxX WM
npubopax, BKAOYaa MoOWAbHble TenedoHbl, HACTO/IbHblE KOMMbIOTEPDLI, CEPBEpHI,

NnAaHWETbl U TOMY I'IOﬂ,O6HO€.

[0052] MHorue apyrve npeMmyLLECTBa ONMCaHbl B cneaywoluein dopmyne nsobpeTteHus.
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GOPMYJTA U3OBPETEHUA

1. Cnocob xpaHeHus npeacTaBieHUA AaHHbIX FTEHOMHOW NocneaoBaTeIbHOCTU B dopmaTe
reHomHoro gaina, npu4yem yKkasaHHble AaHHble FTeHOMHOM NocaeA0BaTe/IbHOCTU COAepPKaT
puabl NocnefoBaTe/IbHOCTEN HYKIEOTUAOB, BKAOYAOWMI Creaytolme 3Tanbl:
BblpaBHMBaHWE YKa3aHHbIX pUAOB C 0AHON unu bonee pedepeHCHbIMU
nocneaoBaTe/IbHOCTAMM C NOyYeHUEM BbIPOBHEHHbIX PUAOB,

KnaccupuKaLuMa yKa3aHHbIX BbIPOBHEHHbIX PUAOB B COOTBETCTBUM CO CTEMNEHAMM TOYHOCTH
COBMageHus C yKasaHHOMW oaHOMN un bonee pedepeHCHbIMU NOCNeA0BaTENbHOCTAMMUC
NoJly4eHWEM K/1aCCOB BbIPOBHEHHbBIX PUAOB;

KOAMpPOBaHMe yKa3aHHbIX KNaccuPULLMPOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE CNOEB
CUHTAKCUYECKUX 3/IEMEHTOB,

CTPYKTYPUPOBaHME yKa3aHHbIX CI0EB CUHTAKCUUYECKUX 3N1EMEHTOB C MHPOpMmaLmei
3aronoBKa ¢ NosyyeHuem, Takum obpasom, nocnegoBaTenbHbIX 610KOB AOCTYNA,
CO34,aHMe rMaBHOM MHAEKCHOW TabanLbl, COAEPIKaLLLEeN OANH pa3aen ANA Kaxaoro Knacca
BbIPOBHEHHbIX PUAOB, BKAOYAOLIMI NONOKEHUA KAPTUPOBAHMA B YKa3aHHOW OAHOM U/
b6onee pedepeHCHbIX NOC/IeA0BaTENbHOCTAX MEPBOrO PUAA Kaxaoro 6,10Ka goctyna
KaK[0ro Knacca AaHHbIX;

COBMECTHOE XpPaHEHWe YKa3aHHOM [/TaBHOW MHAEKCHOM TabanLbl U AaHHbIX YKa3aHHOTO

6/10Kka goctyna.

2. Cnocob no n.1, xapakTepusyrLLMNCA TEM, YTO YKa3aHHanA rMaBHas MHAEKCHan Tabaumua
AOMNOJIHATENIbHO COAEPHKUT BEKTOP YKazaTenel Ha PU3NMYECKOE MOJTOKEHME KaXKa0Tro

nocneaywuero 610Kka goctyna.

3. Cnocob no n.1, xapakTepusyrLLMNCA TEM, YTO YKa3aHHanA raBHas MHAEKCHan Tabamua

AOMNOJIHUTENIbHO COAEPKUT OAMH pa3aen ANA KaxKaon pedepeHCHOW NocaeA0BaTeIbHOCTY.

4. Cnocob no n.1, xapakTepusyoLLMIACA TEM, YTO KOAMPOBAHME YKa3aHHbIX
KNaccudPuuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUUYECKUX 31€EMEHTOB
afanTUpPYOT B COOTBETCTBMM C KOHKPETHBIMU OCOBEHHOCTAMM AaHHbIX AN METaAaHHbIX,

coepsKallMxca B 3TOM coe.
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5. Cnocob no n.4, xapaKTepU3YLLMIACA TEM, YTO KOAMPOBAHME YKa3aHHbIX
KNnaccudPuuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUUYECKUX S1€MEHTOB
AOMNONHUTE/IbHO aanTUPYIOT B COOTBETCTBUM CO CTaTUCTUUECKMMM CBOMCTBAMM AAHHbBIX MU

MeTaZaHHbIX, COAEPHKALLUXCA B STOM C/l0€.

6. Cnocob no n.5, xapakTepusyLWMNCA TeEM, UTO KOAMPOBAHUE YKa3aHHbIX
KnaccudPuuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUUYECKUX 31€MEHTOB

CBA3bIBAET MOAE/Ib UCTOYHUNKA AECKPUNTOPA C KOHKPETHbIM 9HTpOI'IVIl\;IHbIM KoAepom.

7. Cnocob no n.6, xapaKTepU3yOLWMINCA TeM, YTO MOAENb UCTOYHUKA, NPUMEHSeMasn B
OAHOM U3 6N10KOB AOCTYNA, HEe 3aBUCUT OT MOAE/IM UCTOUHMKA, UCMO/Ib3YEMON APYTUMU

610Kamun 4OCTyNa A/1A TOrO XKe CN0A AaHHbIX.

8. Cnocob nssneveHUa puaoOB Nocnea0BaTe/IbHOCTEN HYKNEOTUAOB, XPAHALLMXCA B
reHomHom daiinie, Npu KOTOPOM YKa3aHHbIA FTeHOMHbIN Gann CoOAePHKUT INaBHYHO
WHAEKCHYI Tabanuy u 6/10KM A0CTyNa, COXpaHEeHHbIe B COOTBETCTBUM CO cnocobom no n.1
dopmy bl usobpeTteHus,

npuYem yKasaHHbIM cnocob coepXuT caeaytollme sTanbl:

No/lyd4eHME KOMaHA OT NO/Ib30BaTe A, MAEHTUPULMPYIOLLMX TUM PUAOB, NOAEKALLMUX
U3B/IEYEHUIO,

BbIOOPKY [/1TaBHOW MHAEKCHOM TabnLbl U3 YyKa3aHHOTO reHOMHoro daiina,

BblI6OPKY 6/10KOB A0CTyNa, COOTBETCTBYHOLLMX YKa3aHHOMY TUMY PUA0B, NOA/EMXKALWMX
U3B/IEYEHUIO,

BOCCTAHOB/IEHME YKa3aHHbIX PUAOB NOC/AeA0BaTE/NbHOCTEN HYKNE€OTUAOB
KapTUPOBaHMeE yKa3aHHbIX BOCCTAHOB/EHHbIX 6/I0OKOB A0CTyNa Ha oAHOW uam bonee

pedepeHCHbIX Noc/1ea0BaTe/IbHOCTAX.

9. Cnocob no n.8, xapaKTepU3YLLMIACA TEM, YTO TEHOMHbIM dalil AONONHUTENBHO

COAEPKMUT OAHY UK 6onee pedepeHCHbIX NOC/eA0BaTeIbHOCTEN.
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10. Cnocob no n.8, xapaKTepu3ywLIMNCA TEM, YTO OAHA an bonee pedepeHCHbIX

I'IOCJ'Ieﬂ,OBaTeJ'IbHOCTel\;I noaarTCA NO BHENMNO/JAOCHOMY MEXaHU3MY.

11. FfeHOMHbIN CEKBEHATOP, COAEPKALLMN:

MOJY/lb CEKBEHUPOBaHUA reHoma 130, CKOHPUIYPUPOBAHHbIM A5 BbIBOAA PUAOB
nocneaoBatesibHocTen HykneoTnaos 131 ns 6uonornyeckoro obpasua,

MOAYNb BblpaBHMBaHWUA 132, CKOHPUIYPUPOBAHHbLIN ANA BbIPaBHMBAHUA YKa3aHHbIX pUAOB C
OAHOW Unun bonee pedepeHCHbIMM NOC/IeA0BaTENIbHOCTAMM C NOJyYEHUEM, TaKMM 0bpa3om,
BbIPOBHEHHbIX pnaos 133,

moaynb Knaccudbumkaumm 134, cKoHOUTypUMpoBaHHbIA ANA KnaccudbuKaumm yKka3aHHbIX
BbIPOBHEHHbIX PUAOB B COOTBETCTBUM C COOTBETCTBYIOLWMMM CTENEHAMMU TOYHOCTU C
YKa3aHHOM ogHOM unu bonee pedepeHCHbIMM NOCAEA0BATENBHOCTAMM C NONYYEHUEM,
Takum obpa3om, KNaccoB BbIPOBHEHHbIX puaoB 135;

MOAYNb KOANPOBaHMA 136, CKOHOUIYPUPOBAHHbIM A/1A KOAUPOBAHUA YKa3aHHbIX
KnaccudpuuMpOoBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUYECKMX anemeHToB 137,
MoAyNb AanbHenwero nogpasaeneHunsa 138, CKOHPUIypUpPOBaHHbIN ANA CTPYKTYPUPOBAHUA
YKa3aHHbIX CN0€B CUHTAKCUYECKUX 31EMEHTOB C MHbOPMaLMel 3aro/IoBKa C NOJly4YeHUEM,
Takum obpasom, nocnegosaTenbHbIX 6/10K0B gocTyna 139,

moay/ib 06paboTkM MHAeKcHOM Tabaunubl 1310, CKOHOUTYPUPOBAHHbIN A8 CO34aHUS
rNaBHOW UHAEKCHOM TabnuLbl, COAepKallle OAMH pa3fen ANsA Kaxaoro Knacca
BbIPOBHEHHbIX PU0B, COAEPKALLMMN NONOKEHUA KAPTUPOBaHUA B pedepeHCHOM’
nocneAoBaTeNbHOCTU NEPBOTo puaa KaxKaoro 6/10Kka 40CTyNa KaXKA0ro Knacca AaHHbIX;
MoAy/ib XpaHeHua 1312-1316, cKoHOUTYpUPOBaHHbIN A1 COBMECTHOTO XpaHeHWs

YKa3aHHOM rMaBHOM MHAEKCHOM TabanLbl M YKa3aHHbIX AaHHbIX 6/10Ka aocTtyna 1311.
12. CekBeHaTOp reHOMa MO M.8, XapaKTePUIYIOLLMIACA TEM, YTO [/1aBHas MHAEKCHan Tabamua
AOMNOJIHUTENIbHO COAEPKUT BEKTOP YKasaTesniel Ha GU3NYECKOE NONOKEHNE KaXKA0ro

nocneaywuero 610Kka goctyna.

13. CekBeHaTOp reHOMa MO M.8, XapaKTEPUIYIOLLMIACA TEM, YTO KOAMPOBAHUE YKa3aHHbIX

KJ'IaCCVId)VILI,VIpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE CN0EB CUHTAKCUYECKUX 2/TEMEHTOB
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a[anTUPOBAHO B COOTBETCTBUM C KOHKPETHbIMU OCODEHHOCTAMM AAHHbIX MU MeTaZaHHbIX,
cofepKalLnxca B 3TOm cnoe.

14. dkcTpakTop 140 ana ussneyeHUs puaoB NocaeA0BaTe/IbHOCTEN HYK/IEe0TUAOB,
XPaHALIMXCA B reHOMHOM danne, Npuyem yKasaHHbI reHOMHbIN dain CoaepKUT rMaBHYHO
WHAEKCHYo Tabanuy n gaHHble 6/10KOB A0CTyNa, COXPaHEHHbIe B COOTBETCTBMMU CO
cnocobom no n.1 popmynbl M306peTeHUs,

npuyem yKasaHHbIN aKcTpakTop 140 coaepuT:

CpeACcTBO NONb30BaTe/IbCKOTO BBOAA 141, cCKOHDUIrypMpoBaHHOE A/1A NpuemMma BBeAEHHbIX
nonb3oBaTesiem napameTpoB 142, uaeHTUOUUMPYOWMX TUM PUAOB, NOAEXKALMX
U3B/IEYEHMUIO,

cpeacTBo BbibopKM 143, CKOHPUTYPUPOBAHHOE ANA BbIDOPKU YKa3aHHOM rnaBHOM
WHAeKcHOW Tabnnubl 144 U3 ykazaHHOTro reHOMHoro daina,

cpeancTBo BbIbOpKU 145, ckoHbUrypuposaHHoe A4 BbibopKkM 610K0B gocTyna 146,
COOTBETCTBYIOLWMX YKa3aHHOMY TUMY PUAO0B, NOAJ/EeXaLUNX U3BEUYEHUIO,

CpeacTBo BOCCTaHOBNAEHUA 147, CKOHPUIYpUPOBAHHOE AN BOCCTAHOBAEHUA YKa3aHHbIX
pUAOB Noc/ieAoBaTeIbHOCTEN HYKNeoTUA0B 148 ¢ KapTUPOBAHMEM YKa3aHHbIX

n3BsieYeHHbIX 6/I0KOB AOCTyNna No oAHOM uin bonee pedepeHCHbIM NOCAEA0BaTENIbHOCTAM.

15. MaluMHoUYMTaeMbIA HOCUTE/b, COAEPKALLUIA COBOKYMHOCTb MHCTPYKLIMIA, KOTOPbIE Npu

UX BbIMO/IHEHWUWU HA BbIYNCNTE/IbBHOM yCTpOl‘/JICTBe NPUBOAAT K BbINOJ/IHEHUIO 3TUM

BbIYMCAUTENbHbIM YCTPOUCTBOM cnocoba no nn. 1-10.
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®OPMY/IA USOBPETEHUA

M3meHeHHas no c1.34PCT, ana paccmoTpeHUA Ha permoHanbHou ¢ase B EAMNO

1. Peanusyembliii Ha KOMMbloTepe cNocob XxpaHeHUs NpeacTaB/ieHUA AaHHbIX TEHOMHOM
nocnenoBatesibHOCTU B popmaTe reHOMHOro dpaina, Nnpuyem yKasaHHble AaHHble FTEHOMHOWM
nocnea0BaTe/IbHOCTM COAEPHKAT PUAbI NOCeA0BaTE/IbHOCTEN HYK/IEOTUAOB, BKAHOYAIOLLUIA
cneayoume sTansbi:
- BblpaBHUBaHWE YKa3aHHbIX PUAOB C O4HOM Uaun bonee pedepeHCHbIMM
nocneaoBaTe/IbHOCTAMM C NOSyYEeHUEM, TAaKMM 06pa3oM, BbIDOBHEHHbIX PUAOB,
- KnaccudurKaumaA yKasaHHbIX BbIPOBHEHHbIX PUA0B B COOTBETCTBUM C
Tem, UMeeT I MeCTO UAeaslbHO KapTUPOBaHMeE MO YKa3aHHOM oaHOM uam bonee
pedepeHCHbIM NoceA0BaTeIbHOCTAM, YAC/IOM HECOBMNAZEHUM C YKa3aHHbIMM
oAHO1 unun 6onee pedepeHcHbIMU NOCAeA0BaTE/IbHOCTAMM, MPUCYTCTBMEM 3aMEH
CUMBO/IOB, MPUCYTCTBMEM BCTABOK, MW AeNeunin U MArko obpesaHHbIX CUMBOJIOB B
YKa3aHHbIX BbIpPOBHEHHbIX pUAax OTHOCUMTE/IbHO YKa3aHHbIX 04HOM unun bonee
pedepeHCHbIX NocneaA0BaTeIbHOCTEN, MPUCYTCTBUEM HEKAPTUPOBAHHbIX PUAOB, C
nosydyeHnem, Takum o6pa3om, KNaccoB BbIPOBHEHHbIX PUAOB;
- KOAMPOBAHME YKA3aHHbIX KNacCMbULMPOBaAHHbIX BbIPOBHEHHbIX PUAOB B BUAE
CN0EB CUHTAaKCUMYECKMX 3/IEMEHTOB, MPUYEM YKA3aHHbIE C/IOU CUHTAKCUUYECKUX
9/1EMEHTOB COAEPKaT OAHOPOAHbIE AECKPUNTOPbI, KOTOPbIE YHUKaIbHbIM 06pa3om
NMOEHTUOULMPYIOT YKa3aHHbIe KNaccubULMpPOBaHHbIE BbIDOBHEHHbIE pUAbI,
- CTPYKTYPUPOBaHME YKa3aHHbIX C/IOEB CUHTAKCUUYECKUX SN1EMEHTOB C MHbOpMaLmeit
3aro/0BKa € No/slydeHUem, Takum obpasom, nocnegoBaTelbHbIX 6/10KOB A0CTYNa,
- CO3JaHM1e IMaBHOM MHAEKCHOM TabnLbl, coaepxKalluen oaAnH pasaen A8 KaxKaoro
KJlacca BbIPOBHEHHbIX PUA0B, BK/IOUYAOLMI MONOXKEHUA KAPTUPOBAHUA B YKa3aHHOM
OfIHOM unu bonee pedepeHCHbIX NOC/eA0BaTe/IbHOCTAX NEPBOro pUaa KaxKaoro
610Ka AOCTYNa KaxAoro Kiacca AaHHbIX;
- COBMECTHOE XpPaHeHMWe yYKa3aHHOW rMaBHOW MHAEKCHOW TabauLbl U AaHHbIX

yKasaHHoro 6/10Ka aocTyna.
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2. Cnocob no n.1, xapakTepusyrLMNCA TEM, YTO YKa3aHHanA raBHas MHAEKCcHan Tabavua
[AOMOJIHATENIbHO COAEPHKUT BEKTOP YKa3aTeniel Ha pU3NYECKOE NMOIOKEHME KaXKa0ro

nocneaywuero 610Ka goctyna.

3. Cnocob no n.1, xapakTepusyrLLMNCA TEM, UTO YKa3aHHanA raBHas MHAEKCHan Tabamua

AONO/IHUTENIbHO COAEPKUT OAMH pasaen ANA Kaxaoh pedepeHCHOM nocaea0BaTeIbHOCTY.

4. Cnocob no n.1, xapakTepusyoLMIACA TEM, YTO KOANPOBAHME YKa3aHHbIX
KNaccuduuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUUYECKMX 91€MEHTOB

afanTUpYOT B COOTBETCTBMMU C OAHOPOAHBIMM AAHHbBIMU, COAEPXKALLMMUCA B 3TOM C/I0€.

5. Cnocob no n.4, xapakTepusyLLMIACA TEM, YTO KOAUPOBAHUE YKa3aHHbIX
KNaccMdULMPOBaHHbIX BbIPOBHEHHbIX PUA0B B BUAE CNI0EB CUHTAaKCUUYECKUX 3/IEMEHTOB
[LONONHUTENbHO aAaNTUPYIOT B COOTBETCTBMM CO CTaTUCTUHECKMMU CBOMCTBAMMU

OAHOPOAHbIX AAHHbIX, COAEPKALLMXCA B STOM C/0e.

6. Cnocob no n.5, xapakTepusyrLLMNCA TEM, YTO KOAUPOBAHUE YKa3aHHbIX
KnaccudpuuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUUYECKMX 3/1EMEHTOB
CBA3bIBAET MOAE/Ib UCTOYHWUKA OAHOPOAHbBIX AaHHbIX C KOHKPETHbLIM SHTPOMUMNHBIM

KOOEPOM.

7. Cnocob no n.6, xapaKTepu3yLLMIACA TEM, YTO MOAE/Ib UCTOYHUKA, NPUMEHSAeMas B
OZHOM M3 BNOKOB A0CTYNa, HE 3aBUCUT OT MOAENN UCTOUHMUKA, UCMO/Ib3YEMOWN APYTMMM

H61oKaMu AOCTyNa A/1A TOTO e CN0A AaHHbIX.

8. Cnocob n3BnevyeHMa pUAaoOB NOCAeA0BaTEIbHOCTEN HYKIEOTUAOB, XPaHALLMXCA B
reHomHom daiisie, NpU KOTOPOM YKa3aHHbIA FTeHOMHbIN dann CoOAePHKUT INaBHYH
WHAEKCHYI Tabnuy v 6/10KM A0CTyNa, COXpaHeHHble B COOTBETCTBUM CO cnocobom no n.1
dopmy bl U30bpeTeHus,
NpUYeM yKasaHHbIM cnocob coepXuT caeaytolLme 3Tanbl:

- NO/ly4YeHMe KOMaHZ, OT N0Nb30BaTeNA, UAEHTUDULMPYIOWMX TUN PULOB,

noAnexKaliux U3BJIeYEHMUIO,



- BbIOOPKY rNaBHOM MHAEKCHOM Tab/iMLbl U3 YKa3aHHOIro reHoMHoro daina,

- BbIGOPKY 6/10KOB A0CTYMa, COOTBETCTBYOLWMX YKAa3aHHOMY TUMY PUAOB,
noanexaliux U3BneyeHuto,

- BOCCTaHOB/IEHWE YKa3aHHbIX PUAOB NOC/e40BaTENIbHOCTEN HYKEOTUAOB,
KapTUPYIOLLMX YKa3aHHble BOCCTAHOBAEHHbIe 6HN0KKU AOCTYNa Ha oAHOW unu bonee

pedepeHCHbIX Noc/ea0BaTe/IbHOCTSAX.

9. Cnocob no n.8, xapaKTepU3yLMINCA TEM, YTO TEHOMHbIN dali AONONHUTENBHO

coaepXUT 0aHy unun bonee pedepeHCHbIX NOcAeA0BaTe/IbHOCTEN.

10. Cnocob no n.8, xapaKTepu3ywLMNCA TEM, YTO O Ha uan bonee pedepeHCHbIX

I'IOCJ'Ie[l,OBaTeJ'IbHOCTEﬁ noaarTCA NO BHENO/IOCHOMY MEXaHU3MY.

11. TeHOMHbIVN CEKBEHATOP, COAEPHKALUMMA:
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- MOAYyNb CEKBEHMpPOBaHUA reHoma 130, cKoHPUIYPUPOBaAHHbLIN A5 BbIBOAA PUAOB
nocneaoBaTtesibHocTeN HykneoTnaos 131 n3 6uonornyeckoro obpasua,

- MOAyNb BblpaBHMBaHWA 132, CKOHPUIYpPUpPOBaAHHbIM ANA BbIPaBHUBAHWUSA YKa3aHHbIX
PUAOB C OIHOW UK Bonee pedepeHCHbIMM NOC/IeA0BaTENbHOCTAMM C MONYYEHUEM,
TakMm 06pasom, BbIpOBHEHHbIX puaos 133,

- moaynb Knaccudukaumm 134, ckoHdbUryprMpoBaHHbIN A8 KnaccuduKkalmm
YKa3aHHbIX BbIPOBHEHHbIX PUAOB B COOTBETCTBMU C TEM, UMEET /I MeCTO UaeanbHO
KapTUPOBaHMeE No yKa3aHHOW oAHOMN unu bonee pedepeHcHbIM
nocaeao0BaTe/IbHOCTAM, YAC/IOM HECOBNAAEHWM C YKa3aHHbIMKU OAHOW unu bonee
pedepeHCHbIMM NOCAeA0BaTE/IbHOCTAMM, NPUCYTCTBUEM 3aMeH CUMBOJIOB,
NPUCYTCTBMEM BCTAaBOK, MW AeNeLUnin U MATKO 06pe3aHHbIX CUMBO/IOB B YKa3aHHbIX
BbIPOBHEHHbIX PUAax OTHOCUTE/IbHO YKa3aHHbIX OA4HOM unn bonee pedepeHCHbIX
nocnefoBaTeNbHOCTEN, MPUCYTCTBMEM HEKAPTUPOBAHHbIX PUAOB C YKa3aHHbIMMU
OfIHOM nnu bonee pedepeHCHbIMM NOCNEA0BATE/IbHOCTAMMU C NONYYEHUEM, TAaKUM
0bpa3om, KNaccoB BbIPOBHEHHbIX puaos 135;

- MoAy/b KoAupoBaHua 136, CKOHOUTYPUPOBaAHHbBIN A/1A KOAUPOBAHMUA YKa3aHHbIX
KnaccuduuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE COEB CUHTAaKCUUYECKMX

anemeHToB 137, npMyem yKasaHHble CI0N CUMHTAKCUMYECKMX 3/1IeMEHTOB coaeprKaT
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OZHOPOAHbIE AECKPUNTOPbI, KOTOPbIE YHUKAaNbHbIM 06pa3om ngeHTUbMLnpyoT
yKa3aHHble KnaccubumunpoBaHHbIe BbIPOBHEHHbIE PUAbI,

- MoAy/b AanbHenllero noapasaeneHuna 138, cKOHPUTYPUpPOBaHHbIN ANs
CTPYKTYPUPOBAHMA YKAa3aHHbIX C/I0EB CUHTAKCUYECKUX 3/IEMEHTOB ¢ MHPOopMaLmen
3aron0BKa ¢ Nosiy4eHnem, Takum obpasom, nocieaoBaTebHbIX 6/10K0B AocTyna 139,
- moAay/b 06paboTkM MHAEeKCHOM Tabauubl 1310, ckoHPUIYpUpPOBaHHbIN ANA
CO3/aHuA IMaBHOW MHAEKCHOM Tabaunubl, cogepKallen oAMH pasaen Aaa Kaxaoro
Knacca BbIPOBHEHHbIX PUAOB, COAEPMKALLMIN NONOKEHUA KAPTUPOBAHUA B
pedepeHCHON NocneaoBaTe/IbHOCTU NEPBOro pyaa Kaxkaoro 6/10ka AocTyna
Ka*K40ro Knacca AaHHbIX;

- MoAy/b XxpaHeHuAa 1312-1316, CKOHPUTYPUPOBAHHbBIM A1 COBMECTHOTO XpPaHeHUsA

YKa3aHHOM rnaBHOM MHAEKCHOM TabaunLbl U yKa3aHHbIX A4aHHbIX 610Ka goctyna 1311.

12. CekBeHaTOp reHoma no n.8, xapaKTepusyoLWmMnca Tem, YTO rMaBHaA MHAEKCHaA Tabauua
[OMOJIHUTENIbHO COAEPKUT BEKTOP yKasaTenen Ha Gpusnyeckoe nosoKeHme Kaxaoro

nocneaywuero 610Kka goctyna.

13. CekBeHaTOp reHOMa MO M.8, XapaKTEPUIYIOLLMIACA TEM, YTO KOANPOBAHUE YKa3aHHbIX
KnaccudpuuMpOBaHHbIX BbIPOBHEHHbIX PUAOB B BUAE C/NOEB CUHTAKCUUYECKUX 31€EMEHTOB

a4anTUpPoOBaHO B COOTBETCTBUU C TOMOT€HHbIMU AaHHbIMU, COAEPHKALLMMCA B 3TOM CJ/10€.

14. IkcTpakTop 140 ana ussneyeHUs puaoB NOCAeA0BaTE/IbHOCTEN HYK/IEOTUAOB,
XPaHALIMXCA B reHOMHOM danne, Npu4em yKasaHHbI reHOMHbIN dain coaepKuUT rNaBHYH
MHAEKCHYI Tabanuy 1 gaHHble 6/10KOB A0CTyNa, COXPAaHEHHbIe B COOTBETCTBMMU CO
cnocobom no n.1 popmysnbl M306peTeHUs,

npu4em yKasaHHbIM sKcTpakTop 140 coaepxuT:

- CpeAcTBO NOJIb30BaTeNbCKOrO BBOAA 141, ckoHPUTIYpUpOBaHHOE A1A NpUema BBeAeHHbIX
nonb3oBaTesiem napameTpoB 142, uaoeHTUOULMPYOLWMX TUM PUAOB, NOAJIEXKALLMUX
U3B/IEUEHMUIO,

- cpeacTBo BbI6OPKK 143, cKOHOUTYpUPOBaHHOE A1 BbIDOPKM YKa3aHHOM rnaBHOM

MHAEKCHOM Tabauubl 144 13 yKa3zaHHOIo reHOMHoro danna,



- cpeacTBo BbI6OPKK 145, cKoHbUTYpMpoBaHHOE ANA BbIOOPKM 6/10KOB AocTyna 146,
COOTBETCTBYIOLWMX YKa3aHHOMY TUMY PUAOB, NOAJEXKALLNX U3BIEUEHUIO,

- CpeAcTBO BOCCTaHOBAEHUA 147, ckoHPUrypnpoBaHHOe A/17 BOCCTAHOB/IEHUA YKa3aHHbIX
pUAo0B nocieAoBaTe/IbHOCTEN HYK1eOTMAO0B 148 ¢ KapTUPOBAHUEM YKa3aHHbIX

n3B/ieYeHHbIX 610KOB AOCTyNa No oAHOMN un 6onee pedepeHCHbIM NOC/eA0BaTENbHOCTAM.

15. MalwnHounTaemMbI HOCUTENb, COAEPHKALLMIA COBOKYNMHOCTb MHCTPYKLIMIA, KOTOPbIE NpU
MX BbINOHEHWW HA BbIYUC/IUTE/IBHOM YCTPOMCTBE NPUBOAAT K BbIMOJIHEHUIO 3TUM

BbIYMCAUTENBHBIM YCTPpOMCTBOM cnocoba no nn. 1-10.
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CekBeHupoBa- Cxatne Gzip C6opka/
Hue BbipaBHu-
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OB6HapyxeHue
BapuaHTOB BAM/CRAM
AHHOTUPOBaHWE $opmynupoBaHue
BapvaHTOB AHAMNZ f——]p] VI TECTNPOBAHNE
runoTessbl
O6paboTka
AaHHbIX

tburypa 1- XKN3HEeHHbIW LMK reHOMHbIX AaHHbIX OT CeKBeHMpoBaHusa 4O aHanu3a un (bopmynupoaal-wlﬂ
rmnoTe3bl.

HaHHble /
NOCINEROoBaTeNbHOCTH / / / e —
(npouTeHus) B e
¢dopmare \

FastQ ™ -

Cétopka vnw| BblpaeHuBauue
de-novo no pedepeHcy

MonHbIA unu :

YacTU4YHBI reHoOM B
copmaTte birls o

SAM/BAM

®urypa 2 - BoipaBHMBaHUe NPOYTEHW reHOMHOW NocrnefoBaTenbHOCTHU.
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®durypa 3 - DopmaTtbl reHOMHbLIX haifoB N UX CBA3b.

PedhepeHcHas nocnegoBaTenbHOCTb FeHOMA

-

g Pug 100 n.H. t HewuseecTHan nocnefoearensHocTb 1 Pua 100 n.H.
330-430 n.H.

durypa 4 - MNapbl pnaoB, KAPTUPOBaHHbIE Ha pedepeHCHON NocneaoBaTeNbLHOCTU (reHOM).
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BroK AaHHbIX Brok gaHHbIX Brok gaHHbIX Brok gaHHbIX
MakeT paHHbIX ) : 3

:

il

S

AlJ Ne 1

AU Ne 2

Al Ne K

Cnoit 1 Cnoi 2 Cnon 3 Croin 4

durypa 5 — Bnoku goctyna cocTosT n3 6nokoB AaHHbIX. Kaxabii 610K AaHHBIX COAEPXUT NaKeThbl
AEeCKpUNTOPOB, NPUHaANEXaLWmMX K OAHOMY TUMNY AAHHbIX.

Brnoku aaHHbLIX pos  Bnoku gaHHbIX rcomp  BRoky gaHHbIX pair  Bnoku aaHHbIX rlen

G-

Cnott pos Cnoit rcomp Cnoii pair Cnotiirlen

®durypa 6 - lpumep 6noka gocTyna, BKIKOYAKOLWEro 3arofioBOK M Croun, COCTOSILLME M3 BNIOKOB AaHHbIX.

5 - A i I—

E [ﬂ gl'm [ : &%&\\%x\\\% E:;::hz?;ﬂ(:g:ﬁoﬁzosgsoaaﬂHble paHHbIe,

E .‘< m m' %&N&\\&&\\% E:;:;hi:ﬁp::ggoﬁzoggieoawHble AaHHble,
S, MoK gocTtyna

durypa 7 - CBA3b MeXAy reHOMHbIMM «NakeTaMyu AaHHbIX», «6rokaMu», 6NokamMmu focTyna, CriosiMU U
Knaccamu NMOTOKOB puaoB
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[ MaBHasA nHOeKcHas
Tabnuua

Mo3numn kapTUpoBaHus
6rokoB goctyna

[NonoxeHwe Ha pedepeHCHOM
nocneposaTenbHOCTM NepPBOro
npouTeHus B Kaxkaom AU

3Tv ykasaTenu Ucnosb3aylTcs
Ans «nepexoga K
h13MYECKUM NO3NLIMSM B
pedepeHcHo
nocrnegoBaTernibHOCTU

®durypa 8 - [laHHble nepBoro Tuna, cogepxawmecs B MIT, npeacraBnsiotT cO60i BEKTOPbI JIOKYCOB
KapTUPOBaHWUA NEepBOro puaa coaepXxalimecs B KaxAom Moayne Aocryna.

YHuKanbHbIi Bepcust Paamep Otcuér AnvHa "Ne AU Waentud. MLLT
ID 3arofioBka | pedepeHca | puaoB pedepeHca oAby

O3Havaer, 4To 3-e
npoyteHue B 3-M AU knacca
P kapTupyetcs Ha
pedepeHce 2 B No3nuum
130298

Paspenutens

Knacc P ‘““\

10000 | 73987 (123897 .. 5 12078 | 62656 [1302981265019) ... S

T

OsHauaeT, 4YTO NnepBoe npoyTeHue B nepeomM AU knacca
P kapTupyetcs Ha pedepeHce 1 B no3vumm 10000

®durypa 9 - O6wan cTpyKTypa OCHOBHOrO 3arofnoBKa u YyactuyHoe npeacrasneHue MIT, nokasbiBarowme
No3nLMY KapTUpPOBaHUSA nepBoro puaa B Kaxaom AU pos knacca P.
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AHHoTauum (Hanpumep,
PeaynbTaThl aHanMaa) l§1 Ktljﬂ::l I!Ic!‘;la1cca P TpebytoT TOnbKo

B }*}_ Puabl knacca N TpeGytot AU
Tvna 1 v Tuna 2

S 8
‘n«irhiiwnuungn' ‘ L e - 1,
'"ﬁ&l’"““? . e Puabl knacca M Tpe6ytot AU
' - Tvna 1 v Tvna 3
U3 v e T2

Al ~ e | |- PYBI KNACCA | TPEGylOT AU
“n-a&-n-g T4 TMna 1 v Tvna 4

—ammEymm—y

A

16

AHHOTauumu (Hanpumep,
peaynbTaTbl aHanvaa)

MeTapaHHble (Hanpumep,
nokasartenu KkayecTsa

wrEmEumEE R Ry

®urypa 10 — [laHHble BTOpOro TMna, cogepxawmecsa B MIT, npeactaBnsior co6oi BeKTOpbI ykasareneu

Ha chn3nyeckoe MeCToNONOXEeHMe KaxXaoro MoAayns goctyna. 3TH BEKTOPbl Ha3bIBAKOTCH NOKaNbHbIMU
MHAEKCHbIMM Tabnuuamu.

MonoxeHne Ha petpepeHCHO! NocneaoBaTeNlbHOCTM NEPBOro NPOYTEHUs B KaXKOOM

AU
Ped. 1 - Ped. 2 .

®urypa 11 - floctyn k 6nokam gocrtyna, cogepxawmm puabl Knacca P, KapTupoBaHHbIe No pedepeHCHOn
nocnepoBatenibHoCcTU N2 2 mexay no3vuusmu 150000 n 250000, ocyLLecTBRSIETCA C UCMOJIb3OBaHUEM
3Ha4YeHuM, coaepxaluuxcAa B BekTope T1p.
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PedepeHcHas nocnenoBaTenbHOCTb 1

A A C T G G A T T C G C C A

A A C T G G

HecoBnapatoLume noauLum

C| T | CeT | A -~
— Pwabl knacca M OTHOCUTENBHO
T | C Al AT pecbepeHcHoi
nocrieqoBaTenbHOCTH 1

PedbepeHcHas nocnenoBaTensHOCTb 2

A A C T C G A A T C G C C A

1

C T C G A A Pwvabl knacca P oTHOCUTENBHO
«ApanTupoBaHHas» pedepeHCHow
pedepeHcHas T C G A A T nocriegoBartensHOCTH 2
nocriefosaTenbHOCTb

durypa 12 - Mogudmkauma B pedpepeHCHOW nocreanoBaTeNibHOCTU MOXET npeobpasoBaTb M-puabl B
P-puabl.

131
133
135

/ 32 134
1 BbIPOBHEH- / —/ 136

HeobpaborT.

OaHHble / reH::lllible / Knacch! /’”
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137
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Haowee KoMnpeccop MIT “ AU
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ObHoBneH-
1315 Hble AaHHbIe
A 2 1319
CekseHupo-
Pacnakoeka o| Ananms/ < BaHWe reHoma
oGHoBMNeHne
PacnakoeaH-
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1318

J

1317

®durypa 13 - O6wan apxurekTypa.
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durypa 16 - FeHOMHBI pekoaep
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