037106 Bl

(19) EBpa3unckoe a1 037106 13 B1
naTeHTHOEe
Be4OMCTBO
(12) OIMMCAHME U30OBPETEHUS K EBPASUMCKOMY ITATEHTY
(45) [ata ny6nukauum v Bbinaum nateHTa (51) Int. Cl. GO6F 19/28 (2011.01)
2021.02.05 GOG6F 19/22(2011.01)
(21) Howmep 3asBKku
201990920
(22) [ata nogaum sasBKu
2016.10.11
(54) CHOCOb U CUCTEMA IJIsA 3SAIIOMUHAHUA BUOMH®OPMALNNOHHBIX JTAHHBIX
N JOCTYIIA K HUM
(43) 2019.07.31 (56) The SAM/BAM Format Specification
(86) PCT/EP2016/074301 working Group: ‘Sequence AlighmentMap Format
(87) WO 2018/068828 2018.04.19 it 18 Noverber . 2015 (20151118
pdf 18 November 2015 (2015-11-18),
(71)(73) 3assuTens u natenTosnanene.; XP055387586, Retrieved from the Internet:
TFEHOMCBIC CA (CH) URL: https://web.archive.org/web/20160505133503/
http%3 A//samtools.github.io/hts-specs/SAMv1.pdf
(72)  Vsobperarens: [retrieved on 2017-07-04] pgs. 1, 4; sect. 1, 1.4
Pensu lanuaie, 3oua I'mopruo (CH) Anonymous: "CRAM format specification
(version 3.0)", 8 September 2016 (2016-09-08),
(74)  Npencrasutens: XP002771305, Retrieved from the Internet:
IMponun B.O. (RU) URL: https://samtools.github.io/hts-specs/CRAMvV3.
pdf [retrieved on 2017-06-22] pgs. 1, 4-6, 7, 14; sect.
1,5,7,10.3
57) Cnocob u cucreMa Ui 3alOMUHAHMS JaHHBIX T€HOMA M JOCTYIa K HUM. Pe3y/bTarTel CEKBEHUPOBAHUS
(57)

TeHOMa PAa3AEsAI0TCS Ha CIMHULBl JOCTYIAa MCXOAS U3 IPEICKAa3yeMOCTH JaHHBIX, COACPIKALLUXCA B
pesyabrarax. EquHUNbBI qocTyna KiacCupUUIUPYIOTCS C pa3/ieieHHeM 110 THUIaM, U CTPYKTYpPHPOBaHHUE

obecrieurBaeT BOZMOXXHOCTh H30MPaTeIFHOTO TOCTYTa M M30MpaTeIhbHO 00pabOTKH JAHHBIX TEHOMA.
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OobsacTh TEXHUKH

B nmanHOIT 3asiBKe MpeIararoTcst HOBBIE CITOCOOBI Tst 3¢ ()EeKTUBHOTO 3alIOMUHAHUS OMOMH()OPMAITHOHHBIX

JAHHBIX, B YACTHOCTH JaHHBIX CEKBEHHUPOBAHUS T€HOMA, TOCTYTIA K 3TUM JaHHBIM U UX Mepeaad.
YpoBeHb TeXHUKH

CootBeTcTByIOmas (popMa IpeACTaBICHUS TAHHBIX CEKBEHHPOBAHMS I€HOMA SABISETCS OCHOBOM, I0O3BO-
nsrrontieit 2 hekTuBHO 00pabaThIBaTh, 3alIOMUHATEL M TIEpelaBaTh NaHHBIC TEHOMA IS 00eCTIeYeHUsT BO3MOKHO-
CTH U YIIPOIICHU MPIIOKEHUN aHaIN3a - TAKMX KaK BBI30B BaPHAaHTOB T€HOMA U BHITIOJTHEHHE ITOJIHOTO aHAIIN3a
C MTOCTAHOBKOHM PA3NWYHBIX Lelel ImyTeM oOpabOTKHM JaHHBIX CEKBEHHPOBAHWS M METaJaHHBIX. B HacTosmee
BpeMs HH(pOpMAaIUs 0 CEKBEHUPOBAHUN TeHOMA FCHEPHPYETCS aBTOMATaMH BBICOKOIIPOU3BOIUTEIHFHOTO CEKBE-
HupoBanus (High Throughput Sequencing; (HTS)) B Buae mocienoBaTenbHOCTEH HYKJICOTHIOB (MMEHYEMBIX
Takxke "OCHOBaHUSAMH'), 0TOOpaKACMBIX CTPOKaMU OYKBEHHBIX CUMBOJIOB U3 OMPECICHHOTO CIOBapsL.

DTH aBTOMATHl CCKBEHHPOBAHUS HE CUUTHIBAIOT TCHOM WJIM TCHBI [IEIIMKOM, HO OHH ()OPMHUPYIOT KOPOTKHUE
ciydaiiHple ()parMEeHTHI HYKJICOTHIHBIX MTOCIIEI0BATCILHOCTEH, UMCHYEMBIC CUMTAHHBIME (PparMeHTaMu Mmoce-
JIOBATCIEHOCTH.

Kaxmomy HyKJI€OTHAY B CYNTaHHOM (hparMeHTe MOCIIeI0BATEIHHOCTH Ha3HAYACTCS YHUCIIOBON MOKA3aTelb
KagecTBa. DTOT YUCIIOBOH MMOKa3aTelh 0TOOPakaeT yPOBEHb JOBEPHUTEIBHON BEPOSTHOCTH, HA3HAUYEHHBIN aBTO-
MaTOM CUHTaHHOMY (PparMeHTy CIernu(prIecKoro HyKJICOTHAA Ha CIeIH(pUIecKOi TO3UIINH B MOCIIEIOBATEb-
HOCTH HYKJICOTHIOB.

OTH HMCXOIHBIC JaHHBIC CEKBCHHPOBAHWS, CTeHEpHpOBaHHBIC aBToMaTaMd NGS (CEeKBEHHUpPOBAHUS Clie-
JTYIOTIIETO MTOKOJICHHST), OOBITHO 3aIHUChIBAIOT Ha XpaHeHue B ¢aiinbl FASTQ (cm. Taxxke ¢ur. 1).

CrnoBaph MHHHUMAIBHOTO 00BEMa, OTOOPAXKAFOIIUI HYKICOTHIHBIC MOCICAOBATCIFHOCTH, ITONYYCHHEIC
IIPY BBINTOJIHEHHUH TIpOliecca CeKBEHUPOBAHUS, COCTOMUT n3 maATH cuMBoiioB: {A, C, G, T, N} otobpakaromux 4
TUTIA HYKJICOTUAOB, Bxomsanmx B coctaB JIHK (a mMeHHO, alieHUH, IUTO3UH, TYaHHH U THMHH) B COYCTAHUU C
cuMBOJIOM N, YKa3bIBAIOUIUM Ha TO, YTO aBTOMATy CEKBCHHPOBAHUs HE yIAIOCh BBI3BATh TO WJIM HHOE OCHOBA-
HHUE C JOCTATOYHBIM YPOBHEM JOBEPHUTEIBHOW BEPOSTHOCTH, YTO THII OCHOBAHHS HA TAKOW MO3HIIMU OCTACTCS
HEeOoTpeIeIeHHBIM B TIpoIlecce CUMTHIBaHUA. B pubonykiennoBoit kuciote (PHK) Tumun 3ameneHn ypacmiom
(U). IlocmenoBaTenbHOCTH HYKJICOTHUIOB, MOIYyYEHHBIE C ITOMOINBIO aBTOMAaTOB CEKBEHHPOBAHHUS, MMEHYIOT
"cunTaHHBIMU (pparmMeHTaMu". B ciydae crapeHHBIX CUYMTAHHBIX (PAarMEeHTOB HCTOIB3YIOT TEPMHH '"mIabioH"
U 0003HAYECHUST UCXOIHOM MOCIEeI0BATENbHOCTH, U3 KOTOPOil OblLTa BBIAETICHA Tapa CINTAHHBIX (ParMEeHTOB.
CuntanHble (pparMeHTHl MMOCIEAOBATEIHLHOCTH MOTYT COCTOSITh M3 KOJMYECTBA HYKJICOTHIOB B IHANa3oHE OT
HECKOJBKUX JIOKUH JI0 HECKOJBKHX THICSY. B HEKOTOPBIX TEXHOJOTHSAX CUHUTAHHBIC (HparMEeHTHI MOCIENOBa-
TENBHOCTU CUUTHIBAIOTCS B BUJC MAp, TNe Ka)XIbli CYMTAHHBIN (parMEHT MOXKET OBITh MOJYYCH OT OJHOW W3
nByx ueneit JJHK.

B obnacTu cekBeHHpOBaHHS TE€HOMAa TEPMHH "TIOKPHITHE" HCHONB3YIOT Ui 0003HAYCHUS YPOBHS W30bI-
TOYHOCTH JaHHBIX CEKBCHHUPOBAHHS IO OTHOIICHUIO K pedepeHCHOMY reHomy. Hampumep, mans obecneueHus
noKpbITHS 30X Ha TeHOME YelloBeKa (ITMHOM 3,2 MIIp HYKJICOTHAHBIX TIOCIIeI0BATEIBLHOCTEH, I OCHOBAHHN)
aBTOMAT CEKBEHHWPOBAHMS JOJDKEH cPOpMHUpPOBATH B CyMMe MpuOIm3uTenbHo 30%3,2 MIpI OCHOBAHHWA TaKUM
00pa3oM, 4TO B CPEIHEM KaxKIas MO3HIUS B 3TAIOHE TOKpBIBaeTcs 30 pas.

Penrenust B TeXHHKe H3BECTHOTO YPOBHS

BoNBIMHCTBO MCTONB3YeMBIX (hOPM MPEACTaBICHUS HHQOPMAIMH O TEHOME M3 JaHHBIX CEKBCHUPOBAHHUS
ocHoBaHO Ha (opmarax daiiioB FASTQ u SAM, KoTopble OOBITHO MPEACTABISAIOT B (hOpPME C Zip-CxKATHEM IS
CokpameHus oo0bemMa nucxoaHoro (aina. Painel TpaaunuoHHOTO (hopmara, cooTBeTrcTBeHHO FASTQ m SAM
JUT BEIPOBHEHHBIX M HE BBIPOBHEHHBIX JAHHBIX CEKBEHHPOBAHUS, COCTOST U3 CHMBOJIOB OTKPBITOTO TEKCTa, H
MIOSTOMY JUTSL UX CHKATHsI HCTIOIB3YIOT YHUBEPCAIBHBIE CPEICTBA - TaKKe KaK LZ-cXeMbl (XOpOIIOo U3BECTHBIC Zip,
gzip W Zp.), aBTOpaMHU KOTOPBIX ABIAOTCA Lempel u Ziv, omyOimkoBaBmne nepBbie Bepcuu. Korma nucmons3y-
IOTCSl YHHBEPCAIbHBIE KOMIPECCOPHI, TaKUEe KaK gzip, Pe3yabTaTOM C)KATHUS SBISCTCS OOBIYHO OIMHOYHBIN
00BIICOOBEMHBIN 00BEKT IBOWYHBIX JaHHBIX. HPOPMAMOHHOE CONMEPKUMOE TAKHUX MPEACTABICHHBIX B MO-
HOJIUTHOW (pOpME pe3yTbTaTOB OYCHH TPYIHO apXUBHPOBATH, MIEPECHUIATh U 00padaThIBaTh, OCOOCHHO B CITydae
CEKBCHUPOBAHUS C BBICOKOW MPOU3BOUTEIHHOCTHIO, KOTJIa 00BEMBI TAHHBIX YpE3BhIUaitHO BenuKkd. 110 okoHYa-
HUM CEKBCHHUPOBAHUS BBITIOTHICTCS MOTOYHAS 00paboTKa MH(POpMAIUK O TCHOME, Ha KaXKJIOW CTYIIEHH KOTOPOM
(hopMUpYIOTCS JaHHBIC, MPEICTABICHHBIC B BHJC COBEPIICHHO HOBOI CTPYKTYpHI JaHHBIX (B dopMmare ¢aiina),
HECMOTPS Ha TO, 4TO, TI0 CYIIECTBY, JIUIIb Majas J0J HOJXYYSHHBIX JaHHBIX SBISETCS HOBO IO OTHOUICHHIO K
MpeAbIIYIIEeH CTYIICHH.

Ha ¢ur. 1 mokazanbl OCHOBHBIE CTYIICHH THIIOBOM MOTOYHOM 00pabOTKM MHPOPMAITUU O TeHOME ¢ 0003Ha-
YEeHUEM COOTBETCTBYIOMIEH popMBbI MpeacTaBieHus GpopmaTa daiina.

OOEenpUHATHIM PELICHUSAM CBOMCTBEHEH DA HEAOCTATKOB: 3alMCAHHBIC B aPXUB JaHHBIC HEIOCTATOYHEI
B CBSI3M C TE€M, UTO Ha KaXXIIOW CTYIEHH MOTOYHON 00paboTKy MH(GOPMAIHH O TEHOME HCIIONB3YETCS OTINIHBIN
ot apyrux ¢opmat aiina, 4To MOApPa3yMeBacT MHOXKCCTBEHHOE KOMMPOBAHKE JaHHBIX C COMYTCTBYIOIIUM OBI-
CTPBIM POCTOM MOTPEOHOCTH B 00BeMe MaMATH. DT0 HeAPPEKTUBHO caMo 110 cede, MOCKOIBbKY He SIBISETCS JIO-
THYECKU HEOOXOUMBIM, HO 3TO Hed((EKTHUBHO, HEIIEIECOOOPa3HO U K TOMY K€ HE BBIJICPKUBACT HATPY3KH MPH
YBEJIIMYCHUHU 00beMa TaHHBIX, TCHEPUPYEMBIX aBTOMATaMH BBICOKOIIPOU3BOAUTENBHOTO cekBeHHpoBanus (HTS).
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3TO ABISAETCS MOCIEACTBUAMH, 3aBUCMBIMHU OT JIOCTYITHOTO 00BbEMa MMaMATH U OT COBOKYITHBIX 3aTPaT, U TaK¥Ke
NPENATCTBYET NMPEAOCTABICHHUIO IIPEUMYIIIECTB OT aHAJIM3a TeHOMA B 3J]paBOOXPAaHEHHH YBEIUUCHHOW JI0JIe Ha-
cerreHus. Brimsane 3atpar Ha UT, yBeIMIMBAIOIINXCS MTPHU 3KCIIOHEHITHAIEHOM POCTE 00beMa Pe3ynbTaToB CeK-
BEHUPOBAHUS, MOICKAIUX 3aIIACH B TTAMATh U aHAIN3Y, SBJISETCS OJHUM M3 TJIaBHBIX BHI30BOB HAyYHOMY CO-
OOIIECTBY M TEM, C YeM BBIHYXJICHA UMETh JIeJI0 HHAYCTpHs 3apaBooxpanenus (cM. Cxott /. Kan "O Oymymem
naHHBIX TerHoma', Science 331, 728 (2011) u A.C. IMasmumun, T. Baiiccman u I'. Aiiona, 2013, "CHoBa KOH-
TpakThl Ha TeHOM 4enoBeka", Bioinformatics 29(17): 2199-2202). B 3T0 e BpeMs ObLI MPEANPUHSAT Pl UHH-
IIUATHB C TIONBITKAMHU YBEIUYNUTH MACIITa0 pacIpOCTPAHEHHUS CEKBEHUPOBAHMU T€HOMA OT HECKOJIBKUX BEIOpaH-
HBIX MHAMBUAYYMOB 10 Ooipmmx rpynm HaceneHus (Cm. Jxom I1. PoGepre "CekBeHnpoBaHue Al MIJUTMOHA
BetepaHoB", Nature Biotechnology 31, 470 (2013)).

[Nepechblika HaHHBIX TeHOMa SIBISIETCSI MEIUICHHBIM M HE3((EKTUBHBIM IIPOLECCOM, MOCKOJIBKY HCIOJIb-
3yeMble B HacTosiee BpeMsi popMaThl JaHHBIX OPraHM30BaHbI B BHJE MOHOJHTHBIX (ailioB 00beMOM 10 He-
CKOJIBKMX coTeH ['0alfT, KoTopble HE0OXOAMMO B HOJHOM 00beMe MepechlIaTh JIsi 00pabOTKM Ha IPHEMHBIA
KOHEIl. DTO O3HAyYaeT, YTO JJIsi BOSMOXKHOCTH aHajM3a HEOOJIBIIOrO CETMEHTa JaHHBIX TpeOyeTcsl HepechliKa
Bcero (haiima ¢ CymecTBEeHHBIMHU 3aTpaTaMy, CBI3aHHBIMH C 3aHATHEM IOJIOCHI MPOITYCKaHMS M BPEMEHEM OXKH-
nmaama. YacTo mepenada B pealbHOM BPEMEHH 3ampelneHa I OOJbIINX 0OBEMOB IEPECHUIAEMBIX NAaHHBIX, H
TPAHCHOPTHPOBKY TAHHBIX OCYIIECTBISIOT ITyTeM (PU3MUYECKOTO MEepeMeIIeHNs] HOCUTENeH MaHHbBIX, TAKMX KaK
HAKOITUTENIN Ha )KeCTKOM IFICKE WM CEpBEPHI XpaHEHHS JaHHBIX, U3 OJTHOTO MECTa B IPYTO€.

OTH orpaHWYeHHS, JCUCTBYIOIINE NP HCIIOIB30BAHUN MOIXOJI0B M3BECTHOTO YPOBHS TEXHHKH, IIPEOIO-
JICBAIOTCS HACTOSIIIUM H300pPETEHUEM.

O0paboTKa JaHHBIX SBISETCS MEUICHHOW 1 Hed(D(hEeKTHBHOW BCIeICTBHE TOTO (aKTa, 4To MHPOPMAIHS He
CTPYKTYpPHPOBaHa TaKHM CIIOCOOOM, IPH KOTOPOM YacTH IAaHHBIX Pa3IMYHBIX KaTErOpuil U MeTaJlaHHBIX, Tpe-
OyeMble OOIETIPUHATHIM ITPUIIOKEHUSM aHAJIN3a, MOTYT OBITh CYMTAaHBI 0€3 HEOOXOAMMOCTH JJOCTYIIA K JaHHBIM
BO BCEW MX COBOKYIHOCTH. J[aHHBIH (hakT 03HAYaeT, YTO MOXKET MOTpeboBaThcsl paboTa OOBIYHBIX KOHBEHEPOB
MOTOYHOTO aHaJM3a B TEUCHUE HECKOJBKHUX JHEH MM HEAEIb C PACXOJ0BAHUEM LIEHHBIX U JOPOTOCTOSIIHNX pe-
CypcoB 00pabOTKH 1O MPUIMHE HEOOXOAMMOCTH aHAJIM3UPOBAThH 10 CHHTAKCHCY U QMIILTPOBATH OOJBIIHE 00b-
€MBI JaHHBIX Jake B TOM CIIydae, €CIIM COCTaBHBIC JIEMEHTHI JAaHHBIX, OTHOCSIINAECS K KOHKPETHOM IENTN aHaJH-
33, IMEIOT HAMHOTO MEHBIINI 00BeM.

OTH OrpaHUYECHHS MPEITCTBYIOT CBOEBPEMEHHOMY TTOTyYSHHIO MTPO(ECCHOHATFHBIMI METUKAMH OTYETOB
C pe3yJbTaTaMH aHaji3a TeHOMAa U ONIEPaTHBHOMY HMPUHATHIO Mep TIo JiedeHnto Oone3neit. Hacrosmee nzobpe-
TEHHE MPEIOCTABISCT PEIICHIE B OTHOIICHUN JaHHON MTOTPEOHOCTH.

Nmeercs emie 01HO TEXHMYECKOE OTPaHUUCHHE, KOTOPOE TaKkKe MPE0JI0IeBaCTCS HACTOSAIINM H300peTeHH-
em, o cymecTBy, Lesbio0 M300peTEHHs SBISETCS MPEAOCTABICHHE COOTBETCTBYIOIIEH (OpMBI IpEICTABICHHS
pe3yIIbTaTOB CEKBEHUPOBAHUS T€HOMa M METaJaHHbIX ITyTeM OpPTraHH3allid W pa3/ielIeHHs JaHHBIX TaKHMM o0pa-
30M, 4TO C)KaTHE JaHHBIX M METaJaHHBIX JOBOAMTCS O MakcuMyma U 3(pQeKTHBHO BBOASATCS B JEHCTBHE He-
CKOJIbKO (DYHKIIMOHAJIOB, TAaKUX KaK (yHKIMOHAN M30MPATEIBHOTO JOCTYINA U MOIAEPKKH Ui HHKPEMEHTHBIX
OOHOBIJICHHI 1 MHOTUX JIPYTHUX.

KiroueBbIM acieKToM M300peTeHus SBISCTCS CICIU(IIECKOe ONpeesicHHe KIacCOB JaHHBIX U METa/laH-
HBIX, KOTOpPBIE TOJDKHBI OBITh TPEACTaBICHBI B COOTBETCTBYIONIEH MCXOIHONW MOJECIH, TI0 OTACIEHOCTH 3aKOIH-
pOBaHbI (T.€. CXKATBI) B MPOIECCE CTPYKTYPUPOBAaHUS HA crienmuduueckux ypoBHAX. Hamboiee BaKHBIMU TIpe-
MMYIIECTBAMH HACTOSIIET0 N300PETEHHS B CPAaBHEHHUHN CO CIIOCO0aMH U3 TEXHUKH N3BECTHOTO YPOBHS SBIISTIOTCS

ToBBIIeHUE d(P(HEKTUBHOCTH CXKATHUS BCIEACTBHE CHIDKCHUS YHTPOIIMH UCTOYHHKA WH(GOpMAIHU, obectie-
YHBaeMoe IyTeM IpenocTaBieHns 3)HEeKTUBHON MO ISl KXKAOTO Kiacca JaHHBIX MJIM METaIaHHbIX;

BO3MOXKHOCTH OCYIIECTBJICHHSI H30MPATEIFHOTO JOCTYNA K YacTsAM CXKaTbIX JAHHBIX W METaJlaHHBIX C Iie-
JIBIO JTI000H ManbHeiIneit 00padoTKy;

BO3MOKHOCTh HHKPEMEHTHOT'O OOHOBJICHHUS (0€3 HEOOXOIUMOCTH MOBTOPHOTO KOAMPOBAHUS) U J0OABIC-
HUS 3aKOAMPOBAHHBIX JaHHBIX M METAJaHHBIX C JaHHBIMH HOBOTO CEKBEHHPOBAHMS W/WIIM METaJlaHHBIMU W/HJIH
pe3ysbTaTaMi HOBOTO aHAJIN3a;

BO3MOXHOCTh 3((HEeKTHBHONH 00pabOTKH JaHHBIX Cpa3dy MOCIE WX BBIJAYM aBTOMATOM CEKBEHHUPOBAHUS
WM WHCTPYMEHTAMH BBIPAaBHUBAHMS 0e3 HEOOXOIMMOCTH JOKHIATHCS OKOHYAHHUS MpoIlecca CEKBEHHPOBAHUS
WA BBIPABHUBAHUSI.

B Hacrosmieli 3asiBKe pacKphITHI CIIOCOO W CHCTEMA, HANpaBJICHHbBIE Ha pEIeHHe MPoOIeMbl 3G ()EKTHBHOTO
MaHHITYJIUPOBAHNSA, XpAaHCHUS U Mepeaaddl O9eHb OOJBIINX OOBEMOB JAHHBIX CEKBEHHPOBAHUS T€HOMA ITyTEM
WCTIOJIb30BaHUS MTOJIX0a CO CTPYKTYPHUPOBAHHBIMH €IMHUIIAMH JOCTYIIA.

Hacrosimas 3asiBka CHUMaeT BCe OIpaHWYEHMs ITOJXOJ0B M3 TEXHHKH M3BECTHOTO YPOBHS, CBSI3aHHBIE C
(DYHKIIOHAJIOM JOCTYITHOCTH JTaHHBIX 'eHOMa, 3((eKTHBHONH 00pabOTKOH MOAHA00OpPOB JAAaHHBIX, Mepeaadyei u
MIOTOKOBOI! Iepenaueii GyHKIMOHAA B COYETaHUH C 9(P(PEKTUBHBIM CXKaTHEM.

B Hacrosimee Bpemst Hanbosee pacrpocTpaHeHHBIM (OpMaTOM JUTsl IAaHHBIX T'€HOMa SIBJISIETCSI TEKCTOBBIH
¢dopmar "moacraHoBKa BbIpaBHHBaHMs nocsenoBaresnibHOcTH” (Sequence Alignment Mapping; SAM) u ero Bo-
nuHbli ananor BAM. SAM-daitner npeacraBisior coboii untaemble gesnoBekoM TekcToBble ASCII-gaiinsl, B TO
BpeMs Kak Juis BAM mpuHAIT BapuaHT gzip Ha O6J109HO# ocHOBe. BAM-(haliisl MOTYT OBITh POWHIEKCUPOBAHBI
U1 00ecTiedeHNs OrpaHMYeHHON MOJATBFHOCTH MPOU3BOIBHOTO JOCTYIA. JTO TMOAIEPKUBACTCS MyTEM CO3Ja-
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HUS OTIENBHOTO MHACKCHOTO (haiina. ®opmar BAM xapakrepu3yeTcss HU3KUM KaueCTBOM CXKATHS IO CIIEIYIO-
MM TIPUYHHAM.

1. OH MOJTHOCTBIO HaIleJIeH Ha CkaThe Hed((HEKTUBHOTO U N30BITOUHOTO (haiiina popmata SAM BMeCTO U3-
BIICUCHUS aKTyaJbHOW WH(GOPMAIMU O TEHOME, IMepechlIaeMoi mocpencTBoM (Qaitmor SAM, M UCTIOIB30BaHUS
COOTBETCTBYIOITNX MOJEINCH IS ee CKATHUS.

2. B Hem wcmonb3yeTcss yHUBEPCATBHBIA alrOPUTM CHKATHS TeKCTa (Hampumep, gzip) BMECTO dKCILTyaTH-
poBaHMs crienuGUIECKON MPUPOIBI KAKIOTO HCTOYHUKA JAHHBIX (CaMoi HH(POPMAIIUK O TEHOME).

3. B HeM OTCyTCTBYET Kakas-InO0 KOHIICTIIINS, CBS3aHHASA C KIacCU(pHUKAMel JTaHHBIX, KOTOPas IO3BOJH-
na OBl peannu30oBaTh U30UPATEIBHBIN TOCTYI K CHCHU(UISCKAM KTaccaM JaHHBIX TEHOMA.

Boree M30MIPEHHBIM TMOIXOIOM K CKATHIO JaHHBIX TCHOMA MOJYYHBIIUM MEHBIIEE PACIPOCTPAaHCHHE, HO
bonmee a(dekTHBHEIM 1O cpaBHeHHMI0O ¢ BAM  sBmgercs CRAM  (cmemudukamus CRAM:
https://samtools.github.io/hts-specs/CRAMv3.pdf). CRAM obGecneunBaer Gosiee 3dpdexTrBHOE CxKaThe Oiaro-
Japst mpuHATHI0 AU (HEepeHIUATFHOTO KOTUPOBAHUS B OTHOIICHUH CYIICCTBYIOIIUX peepeHCHBIX TaHHBIX (OH
YACTUYHO JKCIUTYaTHPYET H30BITOYHOCTh MCTOYHHKA NAHHBIX), OJHAKO €MV IMO-TIPEKHEMY HE XBAaTacT TaKUX
XapaKTePUCTHUK, KaK HHKPEMEHTHBIC 0OHOBJICHHS, TTOIIICPKKA TOTOYHON 00pabOTKH M M30MpaTENBbHBIN TOCTYI K
cnenn(UIecKuM KIaccaM CKAThIX TaHHBIX.

CRAM ommupaercs Ha xormenuuto 3anmucu CRAM. B kaxmoii 3ammcn CRAM kogupyeTcsl oauHOYHBIN
BCTPOCHHBIA TOJCTAHOBKOW WIJIM HEBCTPOCHHBIN CUWTAHHBIN (PparMeHT IMyTeM KOIMPOBAHUS BCEX JJIEMEHTOB,
HEOOXOTUMBIX ISl €T0 BOCCO3JAHMS.

OCHOBHBIMH OTIUYHSIMH PACKPBITOTO 37IeCh H300peTeHus oT moaxoja Ha ocHoBe CRAM sBASIOTCS

1. Nupekcarus naHHbIX npuMeHUTeTbHO K CRAM BBIXOTUT 32 paMKH TaHHOU crielupuKaImu (CM. pa3iert
12 Cnemuxanmu CRAM v3.0) u peanusyercs B BUIE OTACTHHOTO (aitna. B HacTosmemM n300peTeHHH WHACK-
calys JaHHBIX HHTCTPHPOBAHA C MPOIECCOM KOJIMPOBAHUS M WHACKCH BHEIPSIOTCS B 3aKOIUPOBAHHBIA MOTOK
JTAaHHBIX.

2. B CRAM Bce 0JOKH OCHOBHBIX JaHHBIX MOTYT COJCPXKATh BHIPOBHCHHBIC TOACTAHOBKON CUHMTaHHEIC
(bparMeHTsI M000TO THTIA (MIEATBHO COTIACYIOMINECS CIUTAaHHbIE PparMeHThl, CAUTaHHBIC ()PATrMEHTHI TOJILKO C
3aMEHaMH, CYUTAaHHBIE (DparMeHTHl CO BCTaBKAMH-yJAlCHWSIMH). B HacTosmeM H300peTeHHH OTCYTCTBYET
MPUHIAI KJIaccu(UKAIINN U 00BETMHEHUS B TPYIIIIHI 10 KiTaccaM B COOTBETCTBHH C PE3yJIHTaTOM BBIPABHUBAHUS
TMTOJICTAHOBKOWM 10 OTHOIIEHUIO K PeePEHCHOM MOCIeI0BATETLHOCTH.

3. B ommcanHOM H300pETEHUH OTCYTCTBYET KOHIICIIIHMS 3aIFICH C WHKATCYIAIHEH Ka)XIOTO0 CYUTAHHOTO
(parMeHTa, TOCKOJBKY IaHHBIE, TpeOyeMbIe I BOCCO3MAHMSA KaXKIOTO CUNTAHHOTO (parMeHTa, paccpemoTo-
YCHBI MEXTy HECKOJIPKUMHU KOHTCHHEPAMU TaHHBIX, UMCHYEMBIX "YPOBHAMHU". DTO 00ECIICUNBACT MOBHIIICHHYIO
3(h(HEeKTUBHOCTD IOCTYIa K HA0OPY CYMTAHHBIX (PPArMEHTOB CO CHCHH(MUICCKIMU OHOJIOTHICCKUMH XapaKTepH-
CTHKaMH (HalpuMep, CYUTAHHBIC (parMeHTHI ¢ 3aMEHAMU, HO 0€3 BCTABOK-YJAJICHHIA WM HICATbHO BEIPOBHEH-
HBIC TIOJICTAHOBKOM CYUTAHHBIC ()ParMEHTHI) 0e3 HEOOXOMIUMOCTH JEKOTUPOBAHUS KaXJIOTO CYNTAHHOTO (par-
MeHTa (0JI0Ka CYUTAHHBIX (PPArMEeHTOB) TS KOHTPOJIS €ro (MX) XapaKTePUCTHUK.

4. B 3armcu CRAM kaxkplil THIT JaHHBIX 0003HavaeTcs cnenuduaeckum diraxkom. B orimmuane or CRAM
B HACTOSIIEM H300pETCHHH OTCYTCTBYET NMPHHIUI 0003HAYCHHS NAHHBIX (PJIa)KKOM, MOCKONBKY OHHM H3HYTpPH
ompesieNieHb! "ypoBHEM", KOTOPOMY TIPUHAIICKAT JaHHBIE. DT 03HAYAET CYIIECTBEHHOE COKPAIICHUE KOJIUIECT-
Ba 00s3aTENBHBIX UIS MCIIOIH30BAHMS CHMBOJIOB M BRITEKAIOIIEE U3 3TOTO CHIDKCHHE SHTPOIMH MUCTOYHHUKA MH-
(hopmammu, 9TO MPUBOAWT K MOBHIMICHNI0 3 (HEKTHBHOCTH CHKATHA. DTO CBSI3aHO C TE€M, UTO MPH UCTIOIH30BaHUU
pasnuYHBIX "ypoBHEH" KOIEpy MPEemOCTABISIETCS BO3MOXKHOCTH ITOBTOPSIOIIETOCS HCIIONB30BAHMS KaXI0TO
CHUMBOJIA B MpeeNiaX KaKIOTO YPOBHS C Pa3IMYHBIMU CMBICIOBEIME 3HaueHUIMU. B CRAM kaxapiii (uaxok
JIOJDKEH TIOCTOSIHHO UMETh OJTHO U TO )K€ CMBICIIOBOC 3HAYCHHE, MMOCKOIBKY OTCYTCTBYET MOHATHE KOHTEKCTOB H
kaxcnas 3anuck CRAM MoxkeT cofepikaTh TaHHBIC TOOOTO THIIA.

5. B CRAM 3aMeHBI, BCTABKU U YJAJICHUS BRIPAXKAIOTCS MO TMPABHIIAM Pa3IHYHBIX CHHTAKCHCOB, B TO Bpe-
Ms KaK B HACTOSIIEM W300pPCTEHUH HCIIONB3YETCs SAUHBINA aln(aBUT U eMUHOE KOIUPOBAHKE JUIS 3aMCH, BCTABOK
U yaaneHuil. braromapst 3ToMy yrpomiaercs mporecce KOAUPOBaHHUS U IEKOTUPOBaHHS U (POPMHUPYETCS MOJCITh
WCTOYHHKA C ITOHKCHHOW SHTPONHEH, IPU KOAWPOBAHHH KOTOPOTO BBIAAIOTCS OMTOBBIC MOTOKH, XapaKTepH-
3YIOIIHECS TIOBBITIICHHON 3P (EKTUBHOCTHIO CHKATHS.

ANTOPUTMBI CKaTHsI TaHHBIX T€HOMa, MUCIIONb3YeMbIEe B TEXHHKE M3BECTHOI'O YPOBHS, MOXHO MOJpa3fe-
JIUTH Ha CIEIYIONTNE KaTeTOPUH:

¢ IpeoOpa3oBaHUEM CHTHAJIOB

Ha LZ-ocHOBE;
U3MEHCHUE 0YCPEIHOCTH CYUTAHHBIX (DParMeHTOR;

Ha OCHOBE acCEMOJIUPOBAHUS;

CTaTUCTHYECKOE MOJICITUPOBAHHE.

JIByM mepBBIM KaTEropusM CBOMCTBEHCH OOINMI HETOCTATOK OTCYTCTBUS DKCILUTYaTUPOBAHHUS CIICIIU(IUC-
CKUX XapaKTEPUCTUK UCTOYHHKA NAHHBIX (CYMTAHHBIX (PArMEHTOB IOCICAOBATCILHOCTH TEHOMA) U 00pabOTKH
JTAaHHBIX TCHOMA B BUJIC TCKCTOBOW CTPOKH, MOJICKAIICH CXKATHIO, 0€3 IPUHATUS BO BHUMAHUC CIICIU(PUICCKUX
CBOMCTB MH(OPMAIIMK TAaKOTO BHIA (HAPUMEP, U30BITOYHOCTH CPEIU CUNTAHHBIX (PparMeHTOB, CCHUIKU Ha CY-
MIECTBYIONTYIO TpoOy). B nByx Hamboyiee COBpeMEHHBIX Ha0Opax MHCTPYMEHTOB JUIS CXKATHS JaHHBIX T€HOMA,
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kakoBbIMU sBIsIIOTCS CRAM 1 Goby ("CrxaTne CTpyKTYpHUpPOBaHHBIX JaHHBIX CEKBEHUPOBAHUS C BBICOKOI Mpo-
u3BoautensHOCThIO", @. Kammnanb, K.K. Jopdd, H. Yambse, JI.T. Poouncon, A.I1. Mesupos, T./1. By), Henoc-
TATOYHO HCIOIB3yeTCs apu(METHIECKOe KOTUPOBAHNE, TOCKOIBKY OHH B HEIBHOM BUIC MOJICIUPYIOT JaHHBIC
B BHJIC HE3aBUCUMBIX JAaHHBIX, PABHOMEPHO PACIpeIeNsieMbIX METOIOM TeOMETpHUIecKoro pacmupeneneHus. Go-
by sBiseTcs 4yTh OoJsiee M30MIPEHHBIM HWHCTPYMEHTOM, ITOCKOJBKY OH IpeoOpa3yeT Bce MO B CIIHCOK IEBIX
3HAYCHHH, ITOCIIE Yero KaXKIbIH CIIMCOK KOAMPYETCS] HE3aBUCUMBIM 00pa30M C MPHUBJIICUECHHEM apH(YMETHIECKOTO
KOIMPOBaHUS 0e3 MCITOJIb30BaHUS KOHTEKCTa. B Hanbonee agpextnBHOM peknme paboTsl Goby crocobeH ocy-
MIECTBIIATH HEKOTOPOE MEKCIHCOYHOE MOACTHPOBAHNE B IPEIETax CIICKOB LEIBIX YUCEN IS MTOBBIIICHUS Ka-
YecTBa CKaTHA. PelieHus U3 MpensiaIyniero ypoBH TEXHUKH 00CCIICYMBAIOT HU3KUEC KO PHUIIUEHTHI CXKATUS U
TaKWe CTPYKTYPHI JAHHBIX, KOTOPHIC MOCIC CXKATHUS TPYAHO JOCTYITHBI (€CIIA BOOOIIE NOCTYITHBI) I U30Hpa-
TEJNILHOTO JTOCTYIA U MaHHUITyTupoBaHus. CTYIICHU aHaJM3a B HUCXOMISIIEM HANIPAaBICHUH ITOTOKA MOTYT B UTOTE
oka3zaTbcs HeI()(HEKTUBHBIMU M OYCHb HH3KOCKOPOCTHBIMH BCIICACTBHE HEOOXOAMMOCTH 00pabaThIBaTh 0OJb-
IIMe Mo 00BEMY U KECTKO 3aJIJaHHBIC CTPYKTYPHI JaHHBIX Ja)e MPU BBHITIOJHCHUHU MPOCTHIX OMCPALUi WiIH TpU
JIOCTYTIC B BEIOpaHHBIC 001aCTH HA0Opa JaHHBIX TCHOMA.

CooTHomenrne Mexay GopmaTamu GaityioB, UCTIOIL3YEMBIMH B KOHBEHepax OTOYHOH 00pabOTKH reHoMa,
B VIPOIIEHHOM BHE TpercTaBieHo Ha ¢ur. 1. Ha manHO# amarpamme BimoueHue (paiima He moapasyMeBaeT
HaJIMYUE THE3IOBOW CTPYKTYpPHI (haiioB, HO JHIIb OTOOpaXkaeT THUIT W 00beM HH(OpPMAIMH, KOTOpas MOKET
OBITH 3aKOMPOBaHA IS Kaxkaoro popmara (tT.e. SAM coxepxut Bcio naopmarmio B FASTQ, Ho ¢ opranu3za-
et napopmanmm B Buae daiina npyroi cTpykrypbl). CRAM comepXUT Takyro ke WHPOPMAIHIO 110 TEHOMY,
gto 1 SAM/BAM, HO obnagaet 6osee BBICOKOM THOKOCTHIO B OTHOIICHUH THITA COKATHSI, KOTOPBI MOXKET OBITH
MCIIOJIb30BaH, TIO3TOMY OH IIPEJICTaBJIEH B BU/E pacmupeHHoi Bepcut SAM/BAM.

Hcnonp3oBanue MHOKecTBa (hopMaToB (paiiina Ui 3alIOMUHAHUSA WHPOPMAIIAU IO TCHOMY SIBJISCTCS Ype3-
BbIYAiTHO HEI()(HEKTUBHBIM U AOPOTOCTOSINUM. Mcmonbp3oBanue pa3HbIX (hopMaToB (haiiyia Ha pa3THIHBIX CTYIIC-
HSX IMKJA CYIICCTBOBaHMS WH()OPMAIMH 110 TCHOMY IOJpa3yMeBacT JIMHCHHOE HapacTaHUE 3aHMMaeMOW 00-
JIACTH MAMSTH JTaXKe B Cllydac MHHAMYMa MHKPEMEHTHON MHpopManuu. Jlanee mepeyrcieHbl Ipyrue HelocTaT-
K{ TEXHHUKH U3BECTHOTO YPOBHSI.

1. ocTym, aHanu3 Wik J0OAaBJICHWE aHHOTAIMKA (METaJaHHBIX) B OTHOIIICHHH WCXOMHBIX JNAHHBIX, 3aITH-
CaHHBIX B BUE CxaThiX (paitmoB FastQ wim nro6oii mx koMOMHANMiA, TpeOyeT JCKOMIPECCHU B PEKOMIIPECCHHU
Bcero (aiiina ¢ OOJBIIMM PacX0I0BAHUEM BBIYHCIUTEIBHBIX CPEICTB M BPEMEHH.

2. Jlns momydeHus CuenupruIecKux MmoaHadopoB HHOOPMAINH, TaKOK KaK IMO3HUINS TOJCTAHOBKH CUUTAH-
HOTO (hparMeHTa, TUI W MO3HIHUS BapuaHTa CUUTAHHOTO (pparMeHTa, THUITBI U TIO3UINS BCTABKU-YIACHUS, WIIH
JFOOBIX JPYTUX METaJaHHBIX M aHHOTAIIMA, COJCPIKANIIXCS B BRIPOBHEHHBIX JTAHHBIX, 3a[TUCAHHBIX Ha XpaHCHHE
B (Qaitmer BAM, TpeOyeTcst AOCTYHn KO BCeMY OOBEMY NaHHBIX, COOTBETCTBYIOIIEMY KaXKIOMY CUYUTAHHOMY
(parmeHTy. PemreHusl U3 TEXHHKH HW3BECTHOTO YPOBHS HE OOCCIICUMBAIOT W30OHMPATEIBHBIN JOCTYI K OJHOMY
KJIACCy METaIaHHbBIX.

3. Ilpu pabote ¢ dopmaramu (HaiIOB TEXHUKU WU3BECTHOTO YPOBHS TPEOYeTCs IMONYyYCHHE KOHCUHBIM
MOJIB30BATENIEM BCero (aiiia mpexe, YeM MOKET ObITh HauaTa 00paboTka. HampuMep, mpu omope Ha COOTBET-
CTBYIOIICE MIPECTABICHUE HaHHBIX MOKHO OBIJIO OBl Ha4YaTh BHIPAaBHHUBAaHHME CUUTAHHBIX ()PATMEHTOB IPEXKAE,
YeM 3aBEPIINTCS Mpoliecc ceKBeHupoBanus. CeKBeHHpOBaHKE, BEIPAaBHUBAHNE U aHAJIN3 MOTIIH OBI IIPOTEKATh
MIPOJIBUTATHCS MAPAIUIETHHO APYT APYTY.

4. PemmeHns U3 TEXHUKH M3BECTHOTO YPOBHS HE TOIIEPKUBAIOT CTPYKTYPHPOBAHHE M HE CIIOCOOHBI pas-
JMYaTh JTaHHBIE TEHOMA, ITOJIYYEHHBIC C TIOMOIIBIO Pa3IMYHBIX MIPOIECCOB CEKBEHHPOBAHUS COTJIACHO MX CIle-
MUPUUECKON CEMaHTHUKE TeHepaluy (Hampumep, IpU MOJYYCHHUH PE3yIbTaTOB CEKBCHUPOBAHUS B Pa3HEBIC TIe-
PHOJIBI )KU3HU OJTHOTO M TOTO XK€ MHIUBUAYyyMa). Takoe e OrpaHHUYCHHE NCHCTBYET B OTHOIICHHH CEKBCHHPO-
BaHUsI, OCYILECTBIIIEMOTO TI0 PA3TUYHBIM THIIAM OHOJIOTHYECKUX P00 OJTHOTO M TOTO K€ WHAUBUIYYMA.

5. llludpoBanue NaHHBIX IICTUKOM HIIM B BEIOPDAHHOW YACTH HE MOAICPKUBACTCS PEUICHUSIMH U3 TCXHUKH
W3BECTHOTO YPOBHSI.

[Ipumeps! mudpoBaHus:

a) BeIOpannbie ooactu JIHK,

b) TONBKO MOCIIEI0BATETLHOCTH, COAEPIKAIINE BAPUAHTEHI,

C) TOJIBKO XMMEPHBIE ITOCIIEI0BATEIIHPHOCTH,

d) TosbKO TIOCTIETOBATENHHOCTH O€3 IMOACTAHOBOK,

e) crierupuiIecKue MeTaJaHHble (HanmpuMep, UCTOYHUK CEKBEHHUPOBAHHOW MPOOBI, WIACHTHYHOCTD CEKBE-
HUPOBAHHOTO WHIWBHIYYMa, THIT TPOOHI).

6. Iy TpaHCKOMPOBAHUS JaHHBIX CEKBCHUPOBAHUSI, BRIPOBHCHHBIX 110 33JaHHBIM peepeHCHBIM JaHHBIM
(1.e. daitna SAM/BAM), OTHOCHTEIEHO HOBBIX pe()epCHCHBIX TaHHBIX TpeOyeTcs oOpaboTka Bcero oObeMa
JAHHBIX JaXKe B CIydYae, KOrJia HOBBIC pe)epEHCHBIC JaHHBIC OTIIMYAOTCSA OT MPEIBIIYIINX PeepeHCHBIX TaH-
HBIX JIMIITb TTO3UIHEH OTHOTO HYKICOTH IA.

[TosToMy cymiecTByeT HOTPEOHOCTh B COOTBETCTBYIOIIEM YPOBHE 3alIOMHMHAHUSI MH(POPMAIMH 110 TEHOMY
(popmarte ¢aitna reHomMa), KOTOpBIH obecrieunBaeT HPPEKTUBHOE CKATHE, TTOAAEPKUBACT N30NPATEILHBIN J10C-
TYII B CKaTyio 00JacTh, MOAEPKIUBACT MHKPEMEHTHOE NOOAaBIICHNE Pa3sHOPOAHBIX METAIaHHBIX B CXKAaTyIO 00-
JIACTh Ha BCEX YPOBHAX Pa3IMYHBIX CTYNEHEH 00paOOTKH! TaHHBIX T€HOMA.
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Hacrosee m3o0peTeHHe MPenoOCTaBIsSCT PEHICHWE B OTHONICHWM OTPAHWYCHUN TEXHHKH H3BECTHOTO
YPOBHSI IYTEM HCIIOJIB30BaHUS CIIOCO0a, YCTPOWCTB M KOMITBIOTCPHBIX MPOTPAMM, 3asBICHHBIX B COIMPOBOIU-
TEJIHHOM Ha0Ope MyHKTOB (GOPMYJIIBI H300pETEHUSI.

Ilepeyens puryp

Ha ¢wur. 1 u3o0pakeHbl OCHOBHBIE IIard THIIOBOTO KOHBEHepa TeHOMa M CBSI3aHHBIC C ATHM (popmaThl
(haiina;

¢ur. 2 WUTFOCTPUPYET B3aUMHYIO CBSI3b MEKIY OOJBITMHCTBOM UCTIONB3YyeMbIX (opmaToB (aiina reHoma;

¢ur. 3 - KOMIOHOBKY CYUTaHHBIX ()ParMEHTOB IOCIICAOBATEIFHOCTH T€HOMA B IIEJIOM TEHOME WIIH €0 Ya-
CTH TTOCPEIICTBOM KOMITOHOBKH 3aHOBO WJIM BRIPABHUBAHUS Ha OCHOBE PeePEHCHOM MOCIEIOBATEIBHOCTH;

¢ur. 4 - BBIYUCIICHHUE MO3UIUIA MOJACTAHOBKH CUHUTAHHBIX (DparMeHTOB B pe)ePEHCHYIO MOCIICI0BATEIIb-
HOCTB;

¢ur. 5 - BEIYUCIICHUE PACCTOSHUI 00pa30BaHUs Map CYNTAHHBIX (hPArMCHTOB;

¢wur. 6 - BEIYKCICHHE OIIMOOK 00pa3oBaHus T1ap;

¢ur. 7 - KOIUPOBaHHUE PACCTOSHUS OOpa30BaHUs IMap, KOTrNa MapTHEPCKas Mapa CYNTAHHOTO (parMeHTa
MIOJICTAaBJICHA B IPYTYI0 XPOMOCOMY;

¢wur. 8 mokazaHo, KaKk CYNTAaHHBIE (PPAarMEHTHI MTOCIEIOBATEIEHOCTH MOTYT IIOCTYIIATh U3 TIEPBOW MIIH BTO-
poit IHK-1enu;

¢ur. 9 - B3aMMOCBS3b MEXKIY CUUTAHHBIM (PParMEeHTOM, MOJICTABICHHBIM B IETb 2, H COOTBETCTBYIOIINM
CYUTAHHBIM (parMeHTOM OOpaTHOTO 3aMelIeHHs B IerH 1 ;

Ha ¢ur. 10 - geTbIpe BO3MOKHBIE KOMOWHAITNN CYMTAHHBIX (PParMEHTOB, COCTABIIAIONINX APy CAUTAHHBIX
(hparMeHTOB, U COOTBETCTBYIOIIECE KOJUPOBAHKE B YPOBHE OOPATHOTO 3aMEIICHUS (rcomp);

¢wur. 11 - cmoco6 xoaupoBanust N paccoriiacoBaHHWii B ypOBHE nmis;

¢wur. 12 - mpumep 3aMCH B BBIPOBHECHHOH MMOJICTAHOBKOH Mape CYUTAHHBIX (PArMEHTOB;

¢wur. 13 - cmoco® BEIYHCICHUS TO3UIIUI 3aMEH B BUJIC JTHOO a0CONIOTHBIX, THO0 audhepeHIInaTbHBIX 3HA-
YCHUI;

¢ur. 14 - cioco0 BEIUKCICHHS 3aMeH MPU KOJIUPOBAHUN CUMBOJIOB Oe3 mcrmonb3oBanus ko108 [UPAC;

¢wur. 15 - komupoBaHNUE THUTIOB 3aMEH B YPOBHE Snpt;

¢wur. 16 - croco0 BEIUKCICHHS 3aMeH MPH KOJUPOBAHUN CUMBOJIOB C HCITOJIb30BanueM kojoB [UPAC,;

¢ur. 17 - agpTepHATHBHASI MOJETh MCTOYHMKA UL 3aMEH, KOTJa KOAHMPYIOTCS TOJBKO ITO3WINH, HO HC-
MOJIB3YETCS] OAMH YPOBEHB HA THII 3aMEHBI;

¢wur. 18 - cnocod KoAUPOBaHUS 3aMEH, BCTABOK W YAAJICHUH B IMape CYMTAHHBIX (pparMeHToB Kiacca I, ko-
raa He ucnois3ytores koasl [UPAC;

¢wur. 19 - cmocob KoupoBaHMS 3aMCH, BCTABOK M YAAJCHUN B Mape CYUTAHHBIX (parMeHTOB Kiacca | mpu
ncnoib3oBanun koo IUPAC;

¢wur. 20 - cTpyKTypa 3arojioBKa CTPYKTYPHI TaHHBIX ¢ HHQOpMAIHEH TI0 TEHOMY,

¢ur. 21 - o003HAUYECHUE B TAOJMIC TITABHOTO YKa3aTels MO3WIHN B pedepeHCHBIX MOCIICIOBATEIBHOCTIX
MEPBOTO CYNTAHHOTO (pparMeHTa B KAXKIOH SIUHHUIEC TOCTYTIA;

¢ur. 22 - npuMep 9acTUIHON TaOIUIBI THaBHOTO ykazatens (MIT) ¢ orobpakeHneM MO3UIINI MOJICTaHOB-
K{ TIEPBOTO CYMTAHHOTO (pparMeHTa Ha KaXKAOH IMO3UINH AUHHUIIBI TOCTyTIa Kiacca P;

¢wur. 23 - cnoco6 mpeacTaBIeHUs TAOJUITBI MECTHOTO YKa3aTels B 3aT0JIOBKE YPOBHSI B BHJIE BEKTOpa yKa-
3aTeseil K eJUHUIAM JOCTYIIa B MIOJIC3HOU HarpysKe;

¢ur. 24 - mpumep TaOJIUIIBI MECTHOTO YKa3aTells;

¢ur. 25 - HYyHKIHOHATBHYIO B3aHMMOCBSI3b MEXKIY TAOJUICH TITaBHOTO yKa3aTeias U TaONuIeil MecTHOrO
yKa3aTels;

¢ur. 26 - cmocod COCTaBICHHS CIUHUII JOCTYIA U3 OJIOKOB JaHHBIX, MPUHAICKANIINX HECKOIBKAM YPOB-
HSIM. YPOBHH COCTABJIAIOTCS OJIOKAMH, TTOIPA3ICISICMbIMH Ha MTAKETHI;

¢ur. 27 - cmocod mpeoOpazoBaHus B (HOpMy ITaKeTa M WHKAICYJIHPOBAHUS B YIDIOTHCHHYIO CTPYKTYPY
JTAHHBIX T€HOMA JUTSI TCHOMHOM eAMHUIBI HocTyma Tuma 1 (comepkaineii nHPOPMAIHIO O MO3HUIHUAX, 00pa3oBa-
HUU T1ap, 00paTHOM 3aMENICHUH U IJTHHE CYUTAHHOTO (hparMeHTa);

¢ur. 28 - cocraBieHNe eIUHUI] TOCTYIIA U3 3ar0JIOBKOB U YIDIOTHEHHBIX OJIOKOB, MPUHAMJICKAITUX OJHOMY
nnn OoJyiee yPOBHAM OJHOPOJHBIX MaHHBIX. KaXkapril OJIOK MOXKET COCTOSITh M3 OJHOTO M 0OJiee TaKeTOB, CO-
JepKaIiX ACHCTBYIONINE AECKPUITOPEI HHPOPMALIUN O TEHOME;

¢ur. 29 - cTpykTypy eauHHIl qoctyna Trmna 0, KOTOPBIM He TpeOyeTcsl CChlIKa Ha 00y WH(OpMAIHIO,
MOCTYTIAIOIIYIO OT IPYTHX €IMHHUI] IOCTYIIA, TIPETHA3HAYEHHBIX [UIS JOCTYIa WIH ICKOIMPOBAHUS U JOCTYIIA,

¢wur. 30 - CTpYKTYpy SAMHUI TOCTYIIA THIA 1;

¢wur. 31 - CTpYKTYypy SAMHUI] JOCTYIA TUMA 2, COJACPIKAIINX TaHHBIC, COOTHOCUMBIC C CIUHUIICH IOCTYIa
tuna 1. Umerotes mo3unuu N B 3aKOAUPOBAHHBIX CYMTAHHBIX ()parMEeHTaX;

¢ur. 32 - CTpyKTypy SAMHUI] TOCTYIA TUMA 3, COACPIKAIINX TaHHBIC, COOTHOCUMBIC C CIUHUIICH IOCTYIa
tuna 1. B 3akoaupoBaHHBIX CYMTAHHBIX ()PArMEHTAX YKAa3BbIBAIOTCS IMO3UIMH U THITBI PACCOTIIACOBAHUS;

¢ur. 33 - CTpYKTypy SAMHUI] JOCTYIA TUMA 4, COJACPIKAIINX TaHHBIC, COOTHOCUMBIC C CIUHUIICH NOCTYIa
tuna 1. B 3akoaupoBaHHBIX CYMTAHHBIX ()parMEeHTaX yKa3bIBAIOTCS ITO3UIMH U THITBI PACCOTIIACOBAHNS;

¢ur. 34 - mepBbIC MATH TUTIOB €IUHUIL TOCTYTIA;
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¢wur. 35 - COOTHOIICHNE MEXKITy CIUHUIIAMHU JOCTYIA TUMA | ¥ TPEOYIOIUME ACKOINPOBAHUS CIHHUAIAME
nocryna tumna 0;

¢ur. 36 - COOTHOIICHHE MEXKY €AMHUIIAMHU JTOCTYIIA THTIA 2 ¥ TPEOYIOIHUMHU IEKOIUPOBAHUS eIUHUTIAMHU
nmoctyna TaroB 0 u 1;

¢ur. 37 - COOTHOIICHNE MEXKY €AMHUIIAMHU TOCTYIIA THTIA 3 ¥ TPEOYIOIUMHU TEKOIUPOBAHUS SIUHUIIAMHI
nmoctyna TaroB 0 u 1;

¢ur. 38 - COOTHOIICHNE MEXY €AMHUIIAMHU TOCTYIIA THTIA 4 ¥ TPeOYIOIHUMHU IEKOIUPOBAHUS SIUHUIIAMHU
nmoctyna taroB 0 u 1;

¢ur. 39 - enuHUIEBI H0CTyNa, TpeOyeMbIe I JCKOIUPOBAHNS CYUTAHHBIX (PPArMEHTOB MOCICIOBATEIIEHO-
CTH C PaccOriacoBaHUsIMU, MIOJCTABICHHBIX BO BTOPOI cerMeHT pedepeHcHoi nocnenosarensoctu (AU 0-2);

¢wur. 40 - cmocod MHKPEMEHTHOTO JT00aBICHUS HCXOMHBIX TAHHBIX TCHOMHOM MOCIIEIOBATEIBHOCTH, K KO-
TOPBIM OTKPBIT TOCTYII, K IPEABAPUTEIBHO 3aKOTUPOBAHHBIM JAHHBIM T€HOMA;

¢wur. 41 - UCTIOTB30BAHUE CTPYKTYPHI TAHHBIX HA OCHOBE CIMHUI] JOCTYIA IS 00CCIICUCHUS TyCKa aHaIH-
3a JAaHHBIX T€HOMA paHee 3aBEPIICHUS MPOIlecca CEKBECHUPOBAHMS,

¢ur. 42 - KOCBEHHBIN MEPeHOC cUUTaHHBIX (pparmMeHToB M3 AU trma 4 B AU Ttrma 3, KOTOpBIi MOKET OBITh
BBI3BaH HOBBIM aHAIM30M, BHITIOHEHHBIM Ha CYIIESCTBYIOINX JaHHBIX;

¢wur. 43 - HHKAICYTUPOBAHNE 3aHOBO MOJTYYCHHBIX PE3yJIbTATOB aHAJIN3a B HOBYIO €IMHUITY OCTYIIA THIIA
6 1 co3aHne COOTBETCTBYIOIIETO MHIIEKCA B TAOJIHUIIE TTIABHOTO yKA3aTels;

¢ur. 44 - cocob6 TpaHCKOAWMPOBAHUS NAaHHBIX BCIEICTBUE IMyOJHMKAIIMK HOBOW pedepeHCHOH Mmocienona-
TEJIHHOCTH (TEeHOMA);

¢wur. 45 - nepeMeIneHUe CYUTAHHBIX ()PATMEHTOB, TIOACTABICHHBIX B HOBYIO 00JIaCTh TeHOMA C MOBHIIIICH-
HBIM Ka4eCTBOM (HampuMmep, 0e3 BCTAaBOK-yIAICHUI) U3 ¢IUHUIIBI JOCTYTIA THIIA 4 B CIUHUILY JOCTYIIA THIIA 3;

¢ur. 46 mokaspIBacT, Kak B ciiydae OOHApY)KEHUS HOBOTO MECTa TMOACTAaHOBKH (HAIPUMEp, C MEHBIIIAM KO-
JIMYECTBOM HECOBIAICHUIT) COOTBETCTBYIOIIUC CUUTAHHBIC (DparMEHTHI MOTYT OBITH MIEPCHECCHEBI U3 OJTHOW €JTH-
HUIIBI TOCTYTIA B IPYTYIO TOTO JKE THUIIA,;

¢ur. 47 WITIOCTpUPYET BO3MOXKHOCTh MPUMEHEHHS M30MPATEIBHOTO MU(PPOBaHUS K €IUHUIAM JOCTyIa
TUTA 4 TOJIBKO MPH HAIMYHUY B HUX YyBCTBUTEIBHON HH(OpMAIIH, TPpEOYIOIIEH 3aIInTH;

¢ur. 48 -crmoco6 006pabOTKN NCXOTHBIX JAHHBIX ITOCIEIOBATEILHOCTH T€HOMA M BRIPOBHEHHBIX T€HOMHU-
YECKHMX JAaHHBIX JJIS UX WHKATNCYJIMPOBAaHUS B TCHOMHYECKOM YIUIOTHEHHOM Oioke J[J1s MOArOTOBKM JAaHHBIX K
KOJMPOBAHHUIO MOTYT MOHAIOOWTHCS CTYNEHW BBIPABHWBAHUS, IIOBTOPHOTO BBIPABHMBAHUS, KOMIIOHOBKH. Cre-
HEpUpPOBaHHbBIC YPOBHHU MHKAIICYTUPYIOTCS B €IWHHIIBI IOCTYIA U YIUIOTHSAIOTCS IOCPEACTBOM MYJIBTHIUIEKCOpPA
TCHOMA,

¢wur. 49 - uzBnedenue nemyabTuIniekcopom (501) reHoma coaep)KUMOTO YPOBHEH €IMHHMIL OCTYIIA U3 YII-
JIOTHEHHOM CTPYKTYpbI FeHOMa; Jekojep (o oJHOMY AeKoAepy Ha THN eauHunsl gocryna (502)) uzsinekaeT
JICCKPUIITOPEI TeHOMa, KOTOpPhIC Jalice JICKOIUPYIOTCS B pa3iuyHble (popmaThel TeHoMa, Takue kak FASTQ wu
SAM/BAM.

IMoapo6Hoe onucanue

B mHacrosimem H300peTeHNH OMHCHIBAIOTCSA (opMar ¢aiiia MyTbTHINICKCHPOBAHNS M COOTBETCTBYIOIIUE
eAWHUIIBI JOCTYIA IS UCTIOJIb30BAaHUS TIPH XPaHEHUH, TPAHCIIOPTHPOBKE, JOCTYIIE U 00pabOTKe TCHOMHYECKON
WA IPOTEOMHUYECKOH HH(OpMaIy B GopMe IOCIIeI0BATEIEHOCTEH CHMBOJIOB, OTOOPaYKAIOMINX MOJICKYJIBI.

Hanpumep, 3Ti MONeKyIIbl BKIIIOYAIOT B c€0s1 HYKJICOTHUABI, aMHHOKHUCIIOTH M TipoTenH. OMHUM U3 Haubo-
Jiee BaXKHBIX DJIEMEHTOB HH()OPMAINH, MPEACTABICHHBIX B BHJC MOCIEIOBATEIHHOCTH CHMBOJIOB, SIBIISIOTCS
JTAaHHBIC, CTCHEPUPOBAHHBIC YCTPOUCTBAMHU BBICOKOIIPOU3BOIUTCIFHOTO CCKBCHHPOBAHUS TeHOMA.

I'eHom m000TO KMBOTO OpraHn3Ma OOBIYHO INPEICTABIIIOT B BUAE IETIM CUMBOJIOB, OTOOpaxaromeil ue-
MOYKY HYKJICHHOBBIX KUCIIOT (OCHOBAHHUM), XapaKTCPHU3YIOIIYIO JTaHHKIA opraHu3M. TeKyIlee COCTOSHUE TEXHO-
JIOTHH CEKBEHUPOBAHHS TCHOMA B TEXHHUKE M3BECTHOTO YPOBHS 00ECIICUMBACT TIOYYCHHUE JIUIIb (PparMeHTapHO-
TO TPECTaBICHUSA TEHOMAa B BHJIC MHOXECTBA (10 MIJLIMAPAOB) [ENOYCK HYKICHHOBBIX KHCJIOT, CBS3aHHBIX C
METaJaHHBIMH (MACHTU(PUKATOPAMH, YPOBHEM TOYHOCTH | JIp.). Takue IemoYKd UMEHYIOT OOBIYHO "CUUTAHHBI-
MU (parMeHTaMH TOCIIeIOBATEILHOCTH WIIH "CUNTAaHHBIMU (hparMeHTamu'".

TunoBsle marn JKU3HEHHOTO IMKJIAa MH(GOPMAIMH 1I0 TEHOMY BKIIOYAIOT B Ce0s M3BJICUCHHE CUMTAHHBIX
(hparMeHTOB IMOCIIETOBATEIHHOCTH, TIOACTAHOBKY W BBIpaBHHBaHUE, OOHAapy>KE€HHE BapHaHTa, aHHOTHPOBAaHUE
BapuaHTa U QYHKIIMOHAIBHBIA U CTPYKTYPHBIH aHamu3 (cM. ¢ur. 1).

W3Bneuenne cCuuTaHHBIX (PParMEHTOB MOCIEOBATEIFHOCTH MPEACTABIICT COO0I BRIMIOIHAEMBIH 100 Ue-
JIOBEKOM (oTiepaTopom), JTUOO0 MAIIWHOW TPOIecC MpeacTaBiIeHusi (GParMeHTOB reHeTHIeCcKol mH(OopMaIu B
BUJIE TTOCJIEIOBATEIbHOCTEH CHMBOJIOB, 0TOOPaXKAIOMINX MOJIEKYJIbI, COCTABIISIONINE OHOJIOTHYECKYIO IIPO0Yy.

B ciydyae HyKJIEHMHOBBIX KHCJIOT TaKMe MOJIEKYJIbl HIMEHYIOT "HykieoTuaamu". [locieqoBaTenbHOCTH CUM-
BOJIOB, TIOJYYCHHBIC B MPOIIECCE M3BIICUCHUSI, OOBIYHO MMEHYIOT "CUYMTaHHBIMU (pparmeHTamMu". B TexHHKe U3-
BECTHOTO YPOBHS AaHHYIO HH()OPMALIUIO KOAUPYIOT 00BbIYHO B Buze (aiinoB FASTA, cocTosimx U3 TEKCTOBOTO
3aroJIoBKa U MOCIICAOBATEIFHOCTH CHUMBOJIOB, OTOOpaXKaroIell CEKBEHUPOBAHHBIC MOJICKYJIBL.

Korma Ouonormyeckas npoda cekBeHupoBaHa i uzpneueHus JJHK sxuBoro opranmsma, andaBuT COCTOUT
n3 cumBoiioB (A, C, G, T, N).

Korma 6uomornyeckas mpoba cekBeHupoBana i u3pneuenns PHK xuBoro opranmsma, aindaBuT COCTOUT
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u3 cumBoIoB (A, C, G, U, N).

B cnygae pacumpennoro Habopa cumBoiioB [UPAC MaminHa CEKBEHHPOBAHHUS BBIJACT TAKXKE TaK Ha3bI-
BaeMble "KOJBl HEOJHO3HAYHOCTH", U a(paBUT, UCTIOIL3YEMBI B Ka4eCTBE CUMBOJIOB, COCTABIISIONINX CUHTAH-
HeIe pparmenTsl, BmodaeT B ceds (A, C, G, T, U, W, S, M, K, R, Y, B, D, H, V, Nummu ...).

Ecmm xomer HeognoznagyHoct [UPAC He HCIIONB3YIOTCS, KOKIOMY CYMTAHHOMY (PparMeHTy TociieaoBa-
TEBHOCTH MOKET OBITh Ha3HA4eHa IOCJICAOBATEIFHOCTh OIICHOYHOIO MOKa3aTessl KadecTBa. B Takmx cirydasx
TEXHHKA M3BECTHOTO YPOBHS NPHHHMAET PEHICHHE O KOAMPOBAHUH MOJMyYCHHOW MH(popMaruu B BuIe (aiina
FASTQ.

YCTpoiicTBa CEKBCHHPOBAHUS MOTYT BHOCHUTH B CUHMTAaHHBIC (DPAarMEHTHI MOCIEIOBATEIEHOCTH OIIUOKH
CJICAYIOIINX TUTIOB:

1) upeHTHQUKAIKS OMIUOOYHOTO CUMBOIA (T.€. MPEJACTABICHUE APYTOi HYKICHHOBOW KUCIOTHI) JUIS MIPE/I-
CTaBJICHUS HYKJICHHOBOW KHUCIOTBI, IO CYIIECTBY, UMCIOIICICS B CEKBEHHUPOBAHHOH Mpole; 3TO MMEHYyeTCs
00BIYHO "01mMOKOI 3aMeHBI" (paccoryiacoBaHUEM);

2) BCTaBKa B CYMTAHHYIO BBIOOPKY ITOCICIOBATEIBHOCTH JOMOIHUTEIFHBIX CHMBOJIOB, KOTOPHIC HE COOT-
HOCSITCS, IO CYIIECTBY, C UMEIOMIEHC HYKJIEHHOBOW KUCIIOTOM; 3TO HIMEHYETCSI OOBIYHO "OITHOKON BCTaBKH'";

3) ynaneHre u3 CYMTAHHON BBIOOPKH ITOCIIEIOBATEIILHOCTH CUMBOJIOB, OTOOPaYKAIONTNX HYKIEHHOBBIC KH-
CJIOTBI, TIO CYIIIECTBY, HMEIOIIHECS B CEKBEHUPOBAHHOH TPO0OE; 3TO UMEHYeTCsS 0OBIYHO "OMMOKOH ynaneHus'";

4) moBTOpHOE OOBEAMHEHHE OJHOTO WK OoJiee (hparMEeHTOB B OJWHOYHBIM (PparMeHT, HE OTpaskalomnuit
CYITHOCTh OPUTHHAIEHON MOCIIE0BATEIEHOCTH.

TepMmuH "TIOKpHITHE" UCTIONB3YETCS B JIUTEPAType Ui KOJTUIECTBEHHOU OIEHKH CTETICHH, B KOTOPOH pe-
(hepeHCHBIIT TeHOM WK €T0 YacTh MOTYT OBITh OXBaYCHBI HMCIOIIMMUCS CYUTAHHBIMU (PparMEHTAMH MOCIICIOBA-
TenbHOCTH. [IOKpEITHE O ONpeeICHUIO OBIBaCT

gacTUYHBIM (MeHbIIIM 1X), KOTIa HEKOTOPBIC YacTH pe(epeHCHOr0 TeHOMAa HE OXBATBIBAIOTCS HUKAKHM
HUMCIOIIUMCSI CYUTAaHHBIM (PPAarMEeHTOM IOCIICAOBATEILHOCTH;

onuHOYHEIM (1X), Koraa Bce HYKICOTHIBI peepeHCHOI0 reHOMa OXBATHIBAIOTCS OJTHUM U TOJBKO OJTHUM
CHUMBOJIOM, IMEIOIINMCS B CYUTAHHBIX ()parMeHTaxX MOCIEeJ0BATEIEHOCTH;

MHOecTBeHHBIM (2X, 3X, NX), Korfia KaKIpli HYKICOTH ] peepEeHCHOTO TeHOMa OXBATHIBACTCS MHOXKE-
CTBO pa3.

BripaBHUBaHHEM MOCIIEAOBATENFHOCTH CUMTACTCS MPOIECC YHMOPSTAOYEHUS CYHTAHHBIX (DparMeHToB IO-
CJIeTOBATEILHOCTH IyTeM OOHApYKEHHUs 00JIacTel MomoOHs, KOTOpOe MOXKET MPEACTaBIAThL COO0OH codeTaHue
(hYHKIMOHATBHBIX, CTPYKTYPHBIX WJIM DBOJIONHOHHBIX COOTHONICHWH MEXAy IocienoBaTenbHOCTAMU. Ecin
BBIPABHUBAHUE BBITIOIHSIOT IPUMEHHUTEIBHO K MPEIBAPUTEIBHO 3aJaHHON MOCIIC0BATEIFHOCTH HYKICOTHIOB,
UMeHyeMol "pedepeHCHBIM TeHOMOM'', TIPOIIecC UMEHYeTCs "MoICTaHOBKOW". BrIpaBHUBaHME MOCIEIOBATEb-
HOCTH MOJKHO BBIMOJTHATH TaK)KE IMPU OTCYTCTBUU IMIPEIBAPUTEILHO 33JaHHOW IOCIIEIOBATEIFHOCTH (T.€. pede-
PSHCHOTO T¢HOMA), U B TAKUX CIIyYasX MPOIECC HMEHYETCS B TCXHUKE U3BECTHOTO YPOBHS BBIPABHHBaHUCM ''3a-
HOBO". B TeXHHMKe M3BECTHOTO YPOBHS JaHHYIO MH(OPMAIMIO 3alMCHIBAIOT HA XpaHeHue B ¢aiinsl SAM, BAM
wim CRAM. KoHuennus BbIpaBHUBAHHS IOCICIOBATEIBHOCTEH AT BOCCO3MAaHUS YACTHYHOTO WIH TOJHOTO
TeHOMa TIpeicTaBjIeHa Ha Gur. 3.

O6HapyxeHHne BapraHTa (MIMEHYeMOE Tak)Ke BBI30BOM BapHaHTa) MPEACTABISET COOOH MPOIECC TPAHCIIS-
TN BEIPOBHEHHBIX BBIXOJIHBIX JAaHHBIX MAIINH CEKBEHHPOBAHUS T€HOMA (CYMTAaHHBIX ()pParMEHTOB MOCIEIOBA-
TENBHOCTH, CTeHEPHPOBAaHHBIX ycTporicTBaMu NGS 1 BEIpOBHEHHBIMH) B PE3IOME YHHKAIBHBIX XapaKTEPUCTHK
CEKBEHHMPOBAHHOTO OpPTaHM3Ma, KOTOpbIe HE MOTYT OBITH OOHAPYKEHBI B IPYTOH MPEIBAapPUTEIHFHO CYIIECTBYIO-
el MOCIeJOBATEIFHOCTU M MOTYT OBITh HAWIICHBI JIUIIb B HEKOTOPHIX MPEABAPUTEIHHO CYIIECTBYFOIIUX
MOCJIEIOBATENEHOCTAX). DTU XapaKTCPUCTUKH UMECHYIOTCS "BapHaHTaMH'", TOCKOJIbKY OHH BBIPAXKAIOTCS B BHIE
Ppa3IHYHil MEXK Ty TCHOMOM HCCIISyeMOro OpraHu3Ma 1 pe)epeHCHBIM TCHOMOM. B TeXHHKE U3BECTHOTO YPOBHS
JaHHYI0 MH(OPMAIMIO 3aIMCHIBAIOT B (aiin cnenuduieckoro popmara, nMenyemsiii aitnom VCEF.

AHHOTHpPOBaHHE BapHaHTa MPEJCTaBIsICT co00i Mmporece Ha3HaYCHHs (QYHKIIMOHAIFHOW WH(POPMAIIUU Ba-
pUaHTaM TeHOMa, HICHTH(OUIIUPYEMBIM B XOZ€ MpOoIlecca BhI30Ba BapHaHTa. JTO MOJIpa3yMeBaeT Kiaccu(puka-
IIUI0 BApHAHTOB B COOTBETCTBHH C WX B3aMMOCBS3BIO C TIOCIEIOBATSIFHOCTIME KOJIMPOBAHUS B TEHOME U CO-
TJIACHO WX BIMSHHUIO HA IIOCIEIOBATEIHHOCTh KOIMPOBAHWSA M HAa TEHHBIH NPOTYKT. B TEXHWKE H3BECTHOTO
YPOBHS JaHHYIO0 HH()OPMAIIHIO 3aIMCHIBalOT 00BIYHO B (aitn MAF.

IIpouecc ananu3za nenodek JJHK (Bapuant, CNV = Bapuarus HoMepa KOITUH, METHJIMPOBAHNE U TIP.) IS
OTIpeNIeIeHUs MX B3aMMOCBSI3HM C TeHaMHU (M MIPOTEHHAMH) B YaCTH (PYHKIMI U CTPYKTYPHI IMEHYeTCS (PyHKIIHO-
HAJIBHBIM WJIM CTPYKTYPHBIM aHAIH30M. [ 3aIIOMIHAHUS 3THX TAHHBIX B TEXHUKE M3BECTHOT'O YPOBHS MPHHAT
S peleHUH.

®dopmar ¢aiina reHoma.

PackppiTOoe B JaHHOM JOKYMEHTE M300pPCTEHUE 3aKITIOYACTCS B OMPEICICHIH CKATOH CTPYKTYPHI TAHHBIX
JUTSL TIPE/ICTaBIICHUS, 00paOOTKH, MAHHUITYTUPOBAHUS U TICPEAadYn JaHHBIX CCKBCHHPOBAHUS T€HOMA C OTIHYHEM
€¢ OT pCIICHUH B TEXHUKE U3BECTHOTO YPOBHSI, IT0 MEHBINICH Mepe, B CICAYIOIINX aCICKTaXx.

Ona He omupaeTcs Ha (opMaThl IpeAcTaBICHUS HHGOPMAIMK 10 TCHOMY B TEXHUKE M3BECTHOTO YPOBHS
(t.e. FASTQ, SAM).

OHnHa peann3yeT HOBYIO OPUTHHAIBHYIO KITaCCH(HUKAINIO JAHHBIX TeHOMa W METaJaHHBIX COTJIACHO UX CIIe-

-7 -



037106

UPUIECKUM XapakTepucTikaMm. CUuTaHHbIE PAarMEHTHI OCIEI0BATEIIFHOCTH MOICTABIISIOTCS B peepEeHCHYIO
MOCJIEIOBATENFHOCTh W TPYIIUPYIOTCS B Pa3IMIHBIX KJIACCAX COTJIACHO PEe3yibTaTaM MpoIecca BEIPABHUBAHHS.
IIpu 3TOM BO3HHKAIOT KJIACCH! JAHHBIX C MOHIKEHHOM SHTponHel HHPOPMAaIN, KOTOPBIE MOYKHO KOJAUPOBATH C
MOBEIIIEHHOH 3(h(h)eKTHBHOCTHIO IIPH HCIIOIB30BAHNH PA3THIHBIX CIIEITH(DPUISCKUX aJTOPUTMOB CHKATHSL.

3TO OmpenenseT CHHTAKCHIECKNE IEMEHTHI U COIyTCTBYIOMINI MPoIiecC KOOUPOBAHUS/IEKOJMPOBAHNUS C
MIEPEHOCOM CYHMTAHHBIX ()ParMEHTOB ITOCIIEIOBATEIHHOCTH M MH(GOPMAIMHA O BBIPAaBHUBAHHWU B (GOPMY Tpea-
CTaBJICHHS, 00JIaIAIONTYI0 OBBIIEHHON () (PEKTUBHOCTRIO TIpH ee 00paboTKe s MPUIOKECHUN aHaln3a HIDKe-
CTOSIINX MTPOIECCOB.

Knaccudukanus cuuTaHHBIX (ParMEHTOB COTJIACHO PE3yJIbTaTaM MX MOJCTAHOBOK M KOJWPOBAHUS C HC-
MOJIb30BAHUEM JICCKPHUIITOPOB ISl 3alMICH B YPOBHHU (YPOBCHB TMO3WIIMH, YPOBCHb PACCTOSIHUS IO MapTHEPA,
YPOBCHB THIIa PACCOTJIACOBAHUS H T.JI.) IPEIOCTABIISCT CICAYIOIIUC MMPCHMYIICCTBA:

CHIDKEHHE WH(POPMAIIMOHHOM SHTPOIUH TPU MOACTUPOBAHUU PA3IIMUHBIX CHHTAKCHUYCCKUX DJICMEHTOB I10-
CPEICTBOM CIIEII(PUICCKON MOJICITH HCTOYHHKA;

MOBEITICHHAsT 3((EKTUBHOCTh TOCTYIA K JaHHBIM, paHee OPTaHU30BaHHBIM B BHUJIE TPYII/ypOBHEH, UMe-
FOINX KOHKPETHOE CMBICTIOBOE 3HAYUCHHE U CTYIIEHEW aHamn3a HIDKECTOSIIETO IPOIecca M JIOMYCKAIOIINX
pa3ieNbHbIN U HE3aBUCUMBIHN JOCTYIL;

HaJIMYHE MOIYIBHON CTPYKTYPBI JaHHBIX, KOTOPYIO MOXXHO OOHOBIISITH C ITOCJIEIOBATEIHHBIM IIPHPAIICHH-
€M IIIaroB MyTeM JOCTYIa HUCKIIOYUTENILHO K TpeOyeMol mH(popMaruu 6e3 HeOOXOJAUMOCTH NEKOAUPOBAHUS
BCET0 MH(POPMAIIMOHHOTO COIEPKUMOTO;

nHpOpPManus MO TEHOMY, BbIaBaeMas MalllMHAMH CEKBEHHPOBAHHS, UMEET BBICOKYIO CTETIeHb M30BITOY-
HOCTH IO CBOCH BHYTPEHHEH CYTH BCIICACTBUE NMPHUPOJBI CaMON MH(GOPMAIIMK ¥ BBHIY HEOOXOIUMOCTH MUHH-
MU3AIMH BIUSHUSA ONIMOOK, BO3HUKAIOIIUX BHYTPH IPOIlEcca CCKBCHUPOBAHUS. DTO 03HAYAET, YTO COOTBETCT-
BYIOIIIAsl TCHETUYCCKass HH(OPMAITHSI, KOTOPYIO HEOOXOIUMO UICHTH(OUIIUPOBATH U MPOAHATH3UPOBATh (BapHa-
IIUH TI0 OTHOIICHHUIO K PePEPCHCHON MOCIIETOBATCIBHOCTH) SBIISICTCS JIAIIb MAJIOH JOJICH MOTYYCHHBIX TaHHBIX.
®dopmMaThl PEJCTABICHUS TAaHHBIX TEHOMAa B TEXHHWKE M3BECTHOTO YPOBHS HE MPH3BaHBI "M30MUPOBATh" 3HAYA-
IIyr0 HH(QOPMAIMIO HA 33JaHHOW CTYIECHM aHajh3a OT OCTAJbHOHM YacTH MH(OPMAINH C IeTHI0 ONepaTHBHOTO
obecrieueHns ee JOCTYITHOCTH UL MIPUIIOKCHNH aHAIN3a;

pelIeHue, 3aJ0KeHHOE B PACKPHITOE 3/1eCh M300pETeHNE, COCTOUT B TPEACTaBICHUH JAaHHBIX TeHOMA Ta-
KAM 00pa3zoM, 4To JIf00ast OTHOCAIIAsICA K JeNy 9acTh JAaHHBIX JIETKO JOCTYITHA JUIA MPHUIOKEHUH aHanm3a 0e3
HEO0OXOUMOCTH JTOCTYIa KO BCEMY 00BEMY JAHHBIX M €ro JEKOMIIPECCHH C COMYTCTBYIOMHMM 3((GEKTHUBHBIM
COKpaIeHueM U30BITOYHOCTH TaHHBIX 32 cUeT dPPEKTUBHOTO CHKATHUSA C METhI0 MUHUMH3AIUN TPeOyeMoro 00b-
eMa MaMsTH U ITUPUHBI TIOJIOCH TIePEeIayvH.

KitroueBbIMHE 3IIeMEHTaMU H300PETCHUS SIBIISFOTCS

1. Cenmduxarus Gopmata Qaiina, KOTOPBIH COACPKUT CTPYKTYPUPOBAHHBIC M H30UPATEITBHO TOCTYITHEIC
enuaUIBl goctyna (AU) 3JeMEHTOB MaHHBIX B CXKaTOM BHIE. Tako# MOAXOI MOXXHO CUHTATH MPOTHBOIOIOXK-
HBIM TI0 CPaBHEHUIO C MOAXO0JaMHU M3 TEXHUKUA U3BECTHOTO YpOBHs, Hanpumep, SAM u BAM, B KOTOpHIX HaH-
HBIC CTPYKTYPUPOBAHBI B HECXKATOM BHJC W JAJiee BBITIONHSIETCS CxaTue Bcero Qaiina. [lepBbM 0YeBUIHBIM
MIPEUMYIIIECTBOM JAaHHOTO IMOAXO0JIa SBISETCS BO3MOKHOCTH 3P (EKTHBHBIM M €CTECTBEHHBIM 00pa3oM obecrtie-
YUTH Pa3NuYHbICe POPMBI CTPYKTYPHUPOBAHHOTO M30MPATENBHOTO JOCTYyMa K 3JEMEHTaM JTaHHBIX B CXXAaTOH 00-
JIACTH, YTO HEBO3MOKHO MM KpalHe 3aTPyTHUTENBHO B MOIX0aX U3 TEXHUKU H3BECTHOTO YPOBHSL.

2. CTpykTypHupoBaHue HWH(OPMAIMH 110 TEHOMY B BHJe crienududeckux "ypoBHEH" OTHOPOIHBIX JAHHBIX
¥ METaJaHHBIX MPECTABIAET cO00i CYIIECTBEHHOE MPEHUMYIIIECTBO, JOMyCKAoIIee BO3MOXKHOCTE OTIPEICICHUS
Pa3IMYHBIX MOJEJICH MCTOYHUKOB WH(POPMALIUY, XapaKTePU3YEMbIX HU3KOW IHTpOMUeH. Takue MOICTH MOTYT
pa3IMyaThCs MEXIy COOOH HE TOJNBKO HA PAa3HBIX YPOBHSX, HO U BHYTPHU KaXKIIOTO YPOBHS, €CITH CIKATHIC TaHHEIC
BHYTPH YPOBHEH pa3/ieiieHbl Ha OJOKU JaHHBIX, BKIFOYCHHBIC B CAMHUIIBI TOCTyMA. J[aHHOE CTPYKTypUpOBaHUE
o0ecrieuyrBaeT BO3MOXKHOCTh HCIOJIb30BAHUS HAHOOJIEE MOIXOASIIETO CKATHS IS KaXIOTO KJIacca TAaHHBIX WA
METaJJaHHBIX U MX YaCTCH C CYIICCTBEHHBIM BBIUTPHIIIEM B 3((PEKTHBHOCTH KOJAUPOBAHHUS IT0 CPABHEHUIO C ITOJI-
XOJIAMH U3 TEXHUKH U3BECTHOTO YPOBHSI.

3. Madopmanmio cTpyKTYpHpYIOT B Buje eauHull qoctyna (AU) Takum o0pa3om, 94To JIFOO00H MOIXO0 I
MOHAOOP MAHHBIX, HUCIOJB3YEMBIH MPHIIOKEHUSIMHA TEHOMHYECKOTO aHanu3a, 3(QQPeKTUBHO W H30MpaATEIHHO
JOCTYTIEH TIOCPEICTBOM COOTBETCTBYIOIINX MHTEP(PEHCOB. DTH OTINUNTEIBHBIC IPU3HAKNA 00ECTICYUBAIOT YCKO-
PEHHBII JOCTYII K TAHHBIM U TIOBBIIICHHYIO 3((HEeKTUBHOCTH 00PaOOTKH.

4. OmnpeneneHrie TaOJIUITHI TJIABHOTO yKa3aTellsl U TaOJMIIBI MECTHOTO yKasartens, oOecreunBaromiee n3om-
paTenbHBI AOCTYH K MH(OPMAIUH, MEepechUIaeMON ITOCPEACTBOM YPOBHEH 3aKOAMPOBAHHBIX (T.€. CHKATHIX)
JTAHHBIX 0€3 HEOOXOUMOCTH JICKOTUPOBATh BECh 00BEM CIKATHIX JIaHHBIX.

5. BO3MOXXHOCTB OCYIIIECTBICHHS IOBTOPHOTO BRIPABHUBAHUS PAaHEE BEIPOBHCHHBIX U CIKATHIX TAHHBIX T'c-
HOMa, KOTra TpeOyeTcss HOBOS BRIPAaBHUBAHUE MO OTHOIICHUIO K 3aHOBO OMYOJIMKOBAaHHBIM pehepEeHCHBIM TeHO-
MaM ITyTeM BBIMOJHEHUS 3PPEKTHBHOTO TPAHCKOJIUPOBAHUS BBHIOPAHHBIX YACTEH MAHHBIX B CKATOW OONACTH.
YacThlii BEITYCK HOBBIX Pe(pepeHCHBIX TEHOMOB B HACTOSIIEE BPeMs TpeOyeT MOTPEOICHHUS PECYPCOB U pacXxoia
BPEMEHU Ha MPOIECCH TPAHCKOAUPOBAHUS ISl TOBTOPHOT'O BRIPABHUBAHHS PAHEE CXKATHIX W 3alMCAaHHBIX B T1a-
MSATHh JaHHBIX TEHOMA 10 OTHOIIEHHIO K 3aHOBO OMYOJIMKOBAaHHOMY pe(epeHCHOMY T'€HOMY, IOCKOIBKY TpeOy-
ercst 00paboTka Bcero o0beMa JaHHBIX.
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OnucaHHBIN B TAHHOM JIOKYMEHTE CIIOCO0 HAINpaBIlicH Ha 3KCILTYaTHPOBAHUE JOCTYITHBIX allPHOPHBIX 3HA-
HUH 0 JaHHBIX TCHOMA C LEJBI0 ONpeNeNicHUs an(aBuTa CHHTAKCHYCCKUX 3JEMEHTOB C MMOHMKCHHOW 3HTPOIIH-
eil. B reHomuKe mocTymHBIE 3HAHUS OOBIYHO MPEICTABISIOTCS CYIIECTBYIOMIEH MOCIEAOBATEIEHOCTRIO T€HOMA
00OBITHO, HO HE 0053aTeIHHO, TAKUX JkKe 00pa3IioB, UTO W MOJIeKAIMUN TeKyIIeld oopadboTke. Hampumep, reHOMBI
YeJI0BeKa Pa3MIaloTCs UI PAa3IMIHBIX WHANBHIYYMOB TOJBKO Ha Jomo nponeHta C Apyroi CTOPOHBI, TaKOH
MaJIblif 00BeM TaHHBIX COEPKUT HH(POPMAIIHIO, 00ECTICYNBAIONIYIO BOSMOKHOCTh PaHHEH THAarHOCTHUKH, OKa3a-
HUS TIEPCOHATM3UPOBAHHBIX MEIUIIMHCKHAX YCIIyT, CHHTE3UPOBAHUS 3aKa3HBIX JIeKapcTB U np. JlanHoe m300pe-
TEHWE HAIPaBJICHO Ha ONpeJeeHne popMaTa MpencTaBiIeHus] HHPOPMAIIUHU 110 TEHOMY, 00eCTIeUnBarOIIero 3¢-
(heKTUBHBIHN TOCTYN K pPEICBAHTHON WHPOPMAIIUU M BOBMOXKHOCTh €€ TPAHCIIOPTUPOBKHU M CHUIKCHUE YICITHHOTO
3HAaYCHHS U30BITOYHON MH(popMaImu. B HacTosmeM M300pETEHUHN PEaTU3yIOTCS CICAYIONINE TEXHUUSCKUE Xa-
PAKTCPUCTHKH:

1. Pasnoxenue mHOpMAIUK Mo reHOMY Ha "ypOBHHU" OJHOPOIHBIX METAaHHBIX C IIEIBI0 MaKCHMAIBHO
BO3MOKHOTO CHMXKCHUS MH()OPMAIMOHHON SHTPOTIHH.

2. Omnpenenenue TaONMHIBI TTABHOTO yKa3aTels U TaOJIHUII MECTHBIX yKa3aTenel Juis oOecreueHus n3oupa-
TEJNBHOTO JOCTYMA K YPOBHAM 3aKOIMPOBAHHOW MH(POpMAaIN 6e3 HEOOXOOMMOCTH IEKOIUPOBAHUSI BCEH 3aKO-
JMPOBaHHOM HH(DOpMAIHH.

3. IlpuHsATHE KOHTEKCTHO-aAANITUBHOTO ABOMYHOTO apH(PMETHIECKOTO KOTMPOBAHUS C IEIBI0 KOIUPOBa-
HUS 2JIEMEHTOB CHHTaKCHCa, ONPEIeICHHBIX B 11. 1.

4. CuHXpoHM3aNys YPOBHEH I oOecreueHusl n30UpaTeapHOro OCTyna K JaHHBIM 0e3 HE0OXOIUMOCTH
JIEKOAMPOBAHMS BCEX ypOBHEH (eciu He TpeOyeTcs).

5. duddepennmanpHoe KOAUPOBAHUE B OTHOIICHUM OJHOW HIIM OOJiee aJalTUBHBIX PeEpPEHCHBIX MOCIe-
JIOBAaTCIILHOCTEH, KOTOPhIE MOTYT OBITH M3MEHEHBI I CHIDKCHHUS PHTpomuu. [locie KOAMpOBaHUS Ha OCHOBE
nepBoil pedepeHCHON MOCIIeJOBATEIFHOCTH 3allMCaHHBIC PAacCOTIACOBAHUSA MOTYT OBITh HCIOJB30BAHBI IS
"amanrary/MoaubuKann” peepeHCHBIX MOCICIOBATEIBHOCTEH C IIETbI0 JATBHEHINEro CHIDKCHHS UH(pOopMa-
[UOHHOMN PHTPOIMUH. DTO MPOIECC, KOTOPBIA MOKET OBITh HTCPATHBHBIM C TIOBTOPOM B TCUCHUE BCETO BPEMCHH,
TIOKa UMEET CMBICII CHIKCHHE MH(POPMAITMOHHOH SHTPOIIHH.

C memnplio pelIeHrsT YIIOMSHYTHIX BBIIIE POOJIEM TEXHUKHA U3BECTHOTO YPOBHS (B 4acTH 3((HEKTHBHOTO J0-
CTyIa K CIIy9aliHbIM TIO3HMINSM B (aiiie, 3¢ heKTHBHON Tiepenadn v 3aiCcH B TaMATh, 3(PPEKTUBHOTO CIKATHS) B
HACTOSIIEH 3asBKEe M3MEHIETCS 0YePETHOCTh JAHHBIX ¢ (POPMHUPOBAHHEM M3 HUX ITAKETOB, OOJIAHAONINX ITOBBI-
IIEHHOW CTETICHBIO OJHOPOJHOCTH W/MIIM CEMAaHTHYECKH 3HAUYMMBIX C TOYKH 3PEHHS NPOCTOTHI 00paboTku. B
HACTOSAIIEM M300PETCHUH MTPUHSITA TAK)KE CTPYKTYpa JaHHBIX, OCHOBAaHHAS Ha KOHIEMIHH "eTUHUIIBI JOCTyma" .

JlaHHBIE TeHOMa CTPYKTYPUPOBAHBI U 3aKOJMPOBAHBEI B Pa3lIMYHBIC CIUHUIBI NOCTyma. Jlamee ciemyeT
OIHCaHKE JAHHBIX TCHOMA, COJICPKAIIMXCS B PA3IMYHBIX CAMHUIIAX TOCTYIIA.

Knaccugukarnus aHHBIX TEHOMA.

CunuTaHHBIC (PPAarMEHTHI MMOCIICAOBATCIFHOCTH, BBIJAHHBIC MAIIMHAMU CCKBCHHPOBAHUS, NCISATCS B pac-
KPBITOM 37eCh M300PETCHUU HA 5 Pa3UYHBIX "KIacCOB" B COOTBETCTBUH C PE3yIbTaTaMHU BHIPABHHBAHUSA I10
OTHOIIICHHIO K OJTHOW WK OoJiee peepeHCHBIM MOCICIOBATEIBHOCTSM HITH TEHOMAM.

ITpu BeipaBHUBaHUK JIHK-TIOCTIE10BATENBPHOCTH HYKJICOTHIOB TI0 OTHOIIEHHUIO K pedepeHCHON Toceno-
BaTEIFHOCTH BO3MOJKHBI PE3YJIBTATHI IIATH BHIIOB.

1. O6Hapyx)xuBaeTcss 00JacTh B peepeHCHON MOCIeI0BaATEIHLHOCTH, COTIACYIOMAsACA CO CUNTAHHOW BBI-
0OpKOIl TIOCTIETOBATEIHPHOCTH 0€3 eMHON OMMOKHY (HcalbHas MOoJACTaHOBKa). Takas 1mocieaoBaTeIbHOCTh HYyK-
JICOTUJIOB IMEHYETCS "HUAeaTbHO COTIACYIOMUMCS CYNTaHHBIM (pparMeHToM" Win 0003HavaeTcs Kak "kimacc P,

2. OOHapyxuBacTcs 00JAaCTh B pedepeHCHOH IOCIeIOBATEIBHOCTH, COTIACYIOIIASCS CO CYHTAHHBIM
(hparMeHTOM MOCIECIOBATEIBHOCTU C PSJIOM PAacCOTIACOBAHHMU, MPEACTABIIONINX PsJ MO3UIMHA, HA KOTOPBIX
MaIllMHE CCKBEHUPOBAHUS HE YAaJOCh BBI3BATh HUKAKOEC OCHOBaHHUE (WU HYKIICOTHH). Takue paccoriiacoBaHUs
nomeuarorcsi cuMBoiioM "N". Takue mocinesnoBaTelbHOCTH UMEHYIOTCS ""CUUTAaHHBIMU ()parMeHTaMH C paccoria-
coBanuem N" mnu "kimaccom N".

3. OOHapyxkuBaetcs 00MacTh B pe)epeHCHOI MOCICIOBATEIBHOCTH, COMIACYIONIASCS CO CYHTAHHBIM
(hparMeHTOM TOCIEIOBATEIBHOCTH C PSIOM PAacCOTIACOBAHMM, MPENCTABIAIONINX P MO3UINK, Ha KOTOPBIX
MallliHe CEKBEHUPOBAHMS HE yJAJIOCh BBI3BaTh HUKAKOE€ OCHOBAHWE (MM HYKJICOTHI) JHOO0 OBLIO BBI3BAHO OC-
HOBaHHUE, OTIIMYHOE OT TOTO, KOTOpOE yKa3aHO B pedepeHCHOH mocienoBaTebHOCTH. Takoil Tl paccoriacosa-
HUSL UMEHYyeTCs "Bapuareit oguHoIHOTO HykKieotnna", (SNV) unu "momumMophu3mMoM OTWMHOYHOTO HYKIIEOTH-
na"(SNP). ITocnenoBarenbHOCT, UMEHYETCS "'CUNTAaHHBIMU (PparMeHTaMu C paccoriacoBanneM M" mim "kiac-
com M".

4. YeTBepThIi KJIacC 00pa3yeTcss CYNTAaHHBIMU (pparMeHTaMHu IMOCIEAOBATCIBHOCTH, MPEACTABISIONIIMHE
TUI PacCOTIACOBAHMUs, BKIIIOYAIOIINI B ceOs TE K€ paccoriiacOBaHUs, YTO U B Kiacce M, ¢ 100aBICHUEM HMe-
IOIIMXCSI BCTABOK M yNaJIeHUH (MMeHyeMbIX Takxke indels). BetaBku mpeacTaBieHsl MOCICIOBATEILHOCTRIO U3
OJTHOTO WK 00Jee HYKJICOTHUAOB, OTCYTCTBYIOMIMX B pe)epeHCHON MOCIEIOBATEIEHOCTH, HO MMECIOUIUXCS B
CUHMTaHHOM MOCIIEIOBATEIEHOCTH. B MuTepaType BcTaBHAs MMOCICIOBATEIBHOCTD, PACIIONIOKEHHAS HAa KPasXx MO-
CJIEZIOBATEIILHOCTH, UMCHYETCS "MSTKO YCEUCHHOH" (T.€. HyKJIICOTUIBI HE COTJIACYIOTCS C pedepeHCHON moce-
JIOBAaTEIbHOCTHIO, OJHAKO COXPAHSIOTCS B BRIPOBHEHHBIX CUMTAHHBIX (pparMeHTax B MPOTHBOIOJIOKHOCTD "Ke-
CTKO YCEYEeHHBIM'' HYKJICOTHIaM, KOTOpble cOpackiBatorcs). CoxpaHeHHWe wWid cOpachlBaHWE HYKICOTHIOB
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0OBIYHO OCYIIECTBIISCTCS IO PEIICHUIO MOJIB30BATENs, PEATU3yeMOMY B BUC KOH(MUTYPAIMH BEIPaBHUBAIOIICTO
HHCTPYMEHTA. Y TAJCHUs IPEICTABISIOT cO00# "ABIphl" (OTCYTCTBYIOIINE HYKICOTUABI) B CYUTAHHOM (hparMeH-
T€, COOTHECEHHOM C pedepeHCHON TOCIIeN0BaTeIFHOCTRIO. TaKkue MociIe0BaTeNFHOCTH NUMEHYIOTCS CUMTaH-
HbIMH (pparMeHTamMu ¢ paccoriacoBanueM " wmm "kmaccom I".

5. IlaTeiii kiacc BKIIOYaeT B ceOsl BCe CUMTAHHBIC (pparMeHTHI, A1 KOTOPHIX HE OOHApY)KEHBI HUKAaKHe
JEHCTBUTENBHBIE MTOJICTAHOBKU B pe)epeHCHON MOCIIeI0BaTEIFHOCTH COTJIACHO YKa3aHHBIM OTPAHUYCHUSIM BBI-
paBHUBaHUs. Takue MocCiieI0BaTeILHOCTH UMEHYIOTCS TIOCIIE0BATEIbHOCTAMHU 0e3 moacTanoBok (Unmapped) u
oTHOCsATCS K "Kimaccy U".

CuntaHHbIe (parMeHTH 03 IMOACTAaHOBOK MOTYT OBITh CKOMIIOHOBAaHBI B CAMHYIO MOCICIOBATCIBHOCTD
MPY KCIOJIB30BAHUU ATOPUTMOB KOMITOHOBKH 3aHOBO. Cpa3y Ioclie CO3JaHHs HOBOW IMOCIEIOBATEIBHOCTU
MOJKET OBITh BBITIOJHEHA IOACTAHOBKA CYMTAHHBIX ()PArMEHTOB, IJI KOTOPHIX paHee HE OOHAPYKEHBI MOJCTA-
HOBKH, 110 OTHOIIICHHIO K HOBOH MOCJIEOBATEIFHOCTH C TOCICAYIONINM BKIFOUCHHEM B OJIH M3 YETHIPEX Kiac-
coBP,N,Mul.

JIist cTpYKTYpHI JTaHHBIX YKa3aHHBIX JAHHBIX TCHOMa TPeOyeTCs 3aMOMUHAHKE TI00aTBHBIX MApaMETPOB U
METaJaHHbIX, MOJUIEKAIINX HCIIOIB30BAaHUI0O MEXAaHM3MOM JIEKOIMUPOBAaHHUA. DTH JaHHBIC CTPYKTYPHPOBAHBEI B
OCHOBHOM 3aroJIOBKe, OTIMCAaHHOM B IIPUBEICHHON HIKE TaOiHIe.

Tabmuia 1
CTpyKTypa OCHOBHOT'O 3ar0JIOBKa

nemeHT Tvn OnucaHue
YHUKanbHblii U], Maccus 6aittos YHUKaNbHbIN naeHTupuxkaTop aons

3aKOLMPOBAHHOIO COLEPHKUMOTO
Bepcua Maccus 6aittos MarkopHas + MMWHOPHasA Bepcua

aNropuTMa KogMpPOBaHUA
Pa3mep 3aronoBkKa Llenoe uuncno Pasmep BCEro 3aK0AMPOBAHHOMO

conepxnmoro 8 Baittax

[ANHA CUMTaHHBIX PparmeHToB Llenoe uncno Pasmep cunTaHHbIX GparmeHTOs B Ciydae

NMOCTOAHHO M A/ MHbI CYUTAHHbIX
bparmerHToB. CneupanbHoe  3HadeHue
(Hanpumep, 0) pesepsupyloT  anAa
CYMTaHHbIX  dparmeHTOB nepemeHHOR
LANHbBI

Ped. cuet Lenoe uucno KonnuecTtBo mcnosibayembix pedepeHcHbIx

nocnefoBaTenbHOCTeN

CyeTuMKM e AnHNL, AOCTYNa Maccus 6aiiTos | CymmapHOe KONMYECTBO 3aKOANPOBAHHbIX

(Hanpumep, uenble

uucna)

e4MHUL JOCTyNa Ha oaHy pedepeHcHyto

nocnenoBaTe/ibHOCTb

Ped. npeHtudmnkatopnbl

Maccus 6aitTos

YHuKanoHble  uaeHtudukatopbl  4na

pedepeHcHbIX Noces0BaTeNbHOCTEN

Tabanua rnaBHoro yKkasatens
Mosuyuu  B6IPABHUBAHUA NEPBo20

CYUMQAHHO20 (hpa2MmeHma 8 KaMoom

Maceus 6aiiTos
(Hanpumep, uenble

yncna)

310 MHOFOMEepPHbIi maccus,

noanepKuBatoLLmin NPOW3BO/IbHbIN

LOCTYN K e4MHMUaM A0CTYna

6noke (eduHuye docmyna).
To ecms, n03UyuUA C MEHbWUM

HOMEPOM  Nepeo2o  CHUMAHHO20
thpazmerma 8 pehepeHcHOM eeHome
Ha KaObili 670k 4 knaccoe

1 Ha knacc pos (4) Ha pepepercHyo

nocnedosamenbHOCMb

Cpa3y 1Mo OKOHYAaHWHU KJIACCH(HKAINU CUYUTAHHBIX (PparMEeHTOB C OMpEAETICHHEM KIJIACCOB IajibHEUIIast
00paboTKa COCTOUT B ONpEACICHUN Ha0Opa Pa3IMIHBIX CHHTAKCHYECKHUX 3JIEMEHTOB, MPEICTABIIAIONINX OCTaB-
Iytocss THPOPMAITHIO, YTO TMO3BOJISET BOCCO31aBaTh cunTaHHblii pparment JJHK npu npencrasiienny ero B BH-
Jic TIOJICTAHOBKH B 3aJ]aHHYIO pedepeHcHyr nocienoBatenbHocts. Cerment JIHK, cooTHOCUMEIH ¢ 3amaHHOM
pedepeHCHOH MOCIIeI0BAaTEIFHOCTHIO, MOXKET OBITh MOJHOCTBHIO BBHIPAXKCH MOCPEIACTBOM YKa3aHHBIX HIDKE dIie-
MEHTOB;
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HavanpHast mo3umus B pe)epeHCHOM MOCIeI0BaTEIBHOCTH (POS).

®dnakoK CUTHAIHM3ANUN O HEOOXOIUMOCTH PACCMOTPEHUS CYMTAHHOIN BHIOOPKU B Ka4eCTBE 0OPaTHOTO 3a-
MEIICHHS 110 OTHOIIEHUIO K peepEeHCHON MOCIeI0BaTeILHOCTH (rcomp).

PaccrosHme 0 MapTHEpa 1o mape B cioydae CliapeHHBIX CUUTAaHHBIX parMeHToB (pair).

3HaveHHe JAJIMHBI CYUTAHHOTO ()parMeHTa B Cilydae TEXHOJIOTUH CEKBEHUPOBAHUS IIPUBOAUT K MOJIYICHHUIO
CYMTAHHBIX (PparMeHTOB MEepeMEHHO# ANMHBL B cilydae MOCTOSHHOM JJIMHBI CYMTAHHBIX (PArMEHTOB JJIHHY
CYUTAHHOTO (h)parMeHTa, CBA3BIBAEMYIO C KXKABIM M3 CYMTAHHBIX (PPArMEHTOB, MOXKHO IO OYEBHIHBIM MPUYH-
HaM OITyCKaTh U MOYKHO 3aITUChIBATH B OCHOBHOM 3arojoBOK (aiina.

JIis kaxmoro paccoriacoBaHUs

MO3MIIKA paccoriacoBanus (nmis s kiacca N, snpp ans kinacca M u indp moist knacca I); Tunm paccorna-
coBaHus (OTCYTCTBYET B Kitacce N, snpt B kitacce M, indt B kiacce I).

®dnaxku, YKa3pIBAIOMIAE HAa CHCNU(UICCKUAE XapaKTCPUCTUKU CYUTAHHOTO (pparMeHTa MOCIIeI0BaTEIbHO-
CTH, TaKHE KaK

1a0JI0OH, UMCIOIIINI MHOKECTBO CETMEHTOB B CCKBECHUPOBAHHU;

KaX[IbIil CETMEHT HaJIS)KAIMM YPOBHEM BBHIPOBHEH C TIOMOIIBIO BEIPABHUBATEIS,

CEerMeHT 0e3 MOACTAaHOBKH;

CIIEMYIONINI CErMEHT B abiioHe 03 MOICTAHOBKH;

CUTHAJIM3ALUsI O IEPBOM HJIM HOCJIETHEM CETMEHTE;

c00if ynpaBIeHUS KaYeCTBOM;

PCR (T111P) wiu onTHYeCcKUil 1yOIrKaT;

BTOPUYHOEC BHIPABHHBAHUC,

JTOTIOTHUTEITHHOE BRIPABHUBAHUE.

Br160poyHO Hconb3yeMasi MATKO YCEUCHHAs CTPOKa HYKIJICOTHIOB, eciii uMmeetcs (indc B kiacce 1).

B pamkax maHHO# KiaccH(UKAIUU CO3AIOTCS TPYIIBI JECKPUNTOPOB (CHHTAKCHYECKHUX 3JIEMEHTOB), KO-
TOpBIC MOTYT OBITh MCITOJIF30BAHEI IS OJJHO3HAYHOTO MPEICTABICHHUS CYUTAHHBIX (PParMEHTOB MOCIICI0BATEIb-
HOCTH TeHOMa. B mpuBeseHHO# HMKe TaONuIle KPaTKO 0XapaKTepH30BaHbl CHHTAKCUUECKHE JIIEMEHTHI, He00XO0-
JIMMbIE JUTS KQXKIOTO KJlacca BHIPAaBHUBACMBIX CUUTAHHBIX ()PArMEHTOB.

Tabmnmma 2
OrnpeneneHHbIE YPOBHH HA KIIACC TaHHBIX

P N M |
pos X X X X
pair X X X X
rcomp X X X X
flags X X X X
rlen X X X X
nmis X
snpp X
snpt X
indp X
indt X
indc X

CuntaHHBIC (DparMEHTHI, IPUHAUICKALTUE KIaccy P, XapakTepu3yrTcs U MOTYT OBITh HICabHO BOCCO3-
JIAHBI UCKITFOYUTEIBHO 110 TO3UIUH, 10 HH(POPMAIIMK 00PaTHOTO 3aMEIICHUS W CMEIICHUS MKy TTapTHEPAMHU B
ciydae, KOTJia OHH OBLTH OTPEACICHBI COTVIACHO TEXHOJIOTUU CEKBEHUPOBAHHS C 00pa30BaHUEM CMEKHBIX Map,
MO0 HEKOTOPBIM (PJIaKKaM U IO JUTHHE CYMTAHHOTO (parMeHTa. B ciemyromem pasjeie moapoOHO OMHCAHBI CIO-
COOBI OTIpeIeTICHHS dTUX JECKPUIITOPOB.

YPOBEHDb JECKPHUIITOPOB TTO3UITHH.

B xaxnoii enununie nocryna (AU) 3ammcana B 3arosioBok AU TOJBKO MO3UIINS TIOJCTAHOBKH MEPBOTO 3a-
KOJMPOBAHHOTO CYUTAHHOTO (PparMeHTa B KauecTBe aOCOIIOTHOM MO3UIINU B peepeHCHOM TeHoMe. Bee npyrue
TTO3UITH BBIPAKAIOTCS B BHJIE PAa3HOCTH TI0 OTHOIICHUIO K TPEABIYIIEH MTO3UIIMN 1 3alTMCHIBAIOTCS Ha XpaHEHUE
Ha crenuuIeckoM ypoBHE. JlaHHOE MOJAEIHUPOBAHWE WCTOYHHKA WH(OPMAINH, OMPEACIIEMOTo IOoCIea0Ba-
TEJIbHOCTBIO MO3ULIUN CYUTHIBAHUSA, B LIEJIOM XapaKTEpU3yeTCs MOHMKEHHOM SHTPONHEH, B YACTHOCTH, AJIs MPO-
LIECCOB CEKBEHHUPOBAHMUSI C TeHEpallMell Pe3yNbTaToOB C BBICOKOM CTeNeHbI0 MOKphITUs. Kak TonbKo 3amucaHa Ha
coXpaHCHHE aOCOJIOTHAS TTO3UIUS IIEPBOTO BEIPAaBHUBAHMS, BCC MO3HIUU IPYTUX CYHTAHHBIX ()PAarMEHTOB BBI-
paXaroTCs B BUJIC PA3HOCTH (PACCTOSIHUSA ) TIO0 OTHOIICHHIO K IMO3UIIMU TIEPBOTO BEIPABHUBAHUS.

Hanpumep, Ha ¢ur. 4 moka3aHo, Kak MOCJIE KOJUPOBAHUS HAYAILHOW IMO3UIMH NIEPBOTO BHIPABHUBAHUS B
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kauectBe mo3unuu "10000" B pedepeHCHON IMOCIEAOBATENFHOCTH TO3MINS BTOPOTO CUMUTAHHOTO (parMeHra,
HaunHaromasics Ha 3HadyeHun 10180, kogupyetcs B Buge "180". B ciiyuae JaHHBIX ¢ BBICOKOM CTEMEHBIO MMOKPHI-
st (>50%) GONBIIMHCTBO JECKPUIITOPOB BEKTOpa MO3UIMU IEMOHCTPUPYIOT OUYEHb BBICOKYIO YacTOTY MOsBIIE-
HUS HU3KUX 3HAYCHUH, Takux Kak 0 u 1 ¥ Apyrux mamsIx 1enbix yucen. Ha ¢ur. 4 mokazaHo, Kak MO3UITHMH TPEX
Tap CYUTAHHBIX (PAarMEeHTOB KOAUPYIOTCS B YPOBHE POS.

JIst mo3unuii cYMTaHHBIX (parMeHTOB, MpUHAAIEKAMUX KaccaM N, M, P u I, ucrons3yercs oqHa U Ta
K€ MOJIeTTh UCTOYHUKA. UT0OBI oOecnieunTh H30UpaTeIbHbIN TOCTYIT K JAHHBIM B JIF000H KOMOWHAITNH, TIO3HITUN
CUNTAHHBIX (PparMeHTOB, MPUHALICIKAIIHNX YETHIPEM KilaccaM, KOAUPYIOT B Pa3leNbHBIX YPOBHSIX, KaK yKa3aHO
B TaOmI. 1.

YpoBeHb JeCKpUIITOPOB 00pa30BaHKs Tap.

Jeckpuntop oOpa3oBaHus Map 3alKCHIBAIOT HA XpaHEHHWE B YPOBEHB pair. B aToM ypoBHE coxpaHSIOTCs
JIECKPHIITOPBI, KOAUPYIOIME MH(POPMAIMIO, HEOOXOJUMYIO JJIsi BOCCO3JaHUSI OPUTHHAIBHBIX Tap CUHUTAHHBIX
(parMeHTOoB, eciH UCIOJb3yeMasl TEXHOJOTHs CEKBEHUPOBAaHUS BBIIAET CUMTaHHBIC (pparMeHTsl rnomapHo. He-
CMOTpSI Ha TO, YTO Ha /ATy PAcKpBITHS M300peTeHHUs MOJaBISIONIee OOJBIIMHCTBO JAHHBIX CEKBEHHUPOBAHHS
TEHEPUPYETCS C MCIIOIb30BaHUEM TEXHOJIOTHH BBIJIaUH CIIAPEHHBIX CYMTAHHBIX ()ParMEHTOB, 3TO 0OECIIEYNBaCT-
Csl HE BCEMH TEXHOJIOTHAMH. DTO IMPUYHHA, IO KOTOPOH HAIMYME TAaHHOTO YPOBHS HE SIBISICTCS 00S3aTENBHBIM
IUTS BOCCO3JaHMS BCel MH(OPMAINK ¢ JaHHBIMHA CEKBEHUPOBAHMSA, €CITH TEXHOJIOTHS CEKBEHUPOBAHUS paccMaT-
pPHBAaEMBIX TaHHBIX TEHOMA HE TeHEpUpPYeT HHPOPMALIMIO B BH/E CIIAPEHHBIX CYNTAHHBIX (PparMeHToB.

OrnpeneneHust:

mate pair (mapTHep IO Mape): CUNTAHHBIA (PparMeHT, CBSA3BIBAEMBINA C IPYTUM CUHUTAHHBIM (PparMeHTOM
Mapbl CAUTAaHHBIX pparMeHTOoB (HanpuMmep, Read?2 sBisercst cmexHol nmapoit Readl B mpumepe Ha dur. 4);

pairing distance (paccTosiHAe 00pa30BaHMS Maphl): KOJIUYESCTBO MO3UIMK HYKICOTHIOB B pedepeHCHOH 1o~
CJIC/IOBATENILHOCTH, KOTOPHIE OTACISIOT OAHY MO3HIMIO B MEPBOM CUHUTAHHOM (hparMeHTe (aHKep ClapHuBaHM,
HarpuMmep, MociIeJHUH HYKJICOTH]I IEPBOr0 CYUTAHHOTO ()parMeHTa) OT OJAHOW HMO3UIMU BTOPOTO CUUTAHHOTO
(parmMenTa (HanpuMep, IIEPBOr0 HYKICOTHIA BTOPOTO CYUTAHHOTO (PparMeHTa);

most probable pairing distance (MPPD) (MakcuMalbHO BEpOSITHOE PaccTOSHHE 0O0pa3oBaHMs Map): 3TO
HanOosee BEpOsITHOE paccTOsSTHUE 00pa30BaHMs Iap, BEIPaKaeMoe KOJIMUYECTBOM TO3UINH HYKJICOTH/IOB;

position pairing distance (PPD) (paccrosHue oO6pa3oBanus map mo noszunusM): PPD sBnsercst ciocobom
BBIpOKEHUSI PACCTOSHHUA 0Opa30BaHUS Map B BUAE KOJMYECTBA CYUTAHHBIX (PPArMEHTOB, OTACISAIOMINX OIWH
CUNTAHHBIN (pparMeHT OT COOTBETCTBYIOIIETO €My IMapTHEpPA IO Mape, HaXOIAIMIErocsl Ha KOHKPETHOW MO3HUIINHU B
YPOBHE AECKPUNITOPA;

most probable position pairing distance (MPPPD) (naunbosee BeposiTHOE paccTOosTHHE 00pa30BaHUS Tap IO
TIO3UITUAM): TIPEACTABIIET COo00 HamboJiee BEPOSATHOE KOJMUYECTBO CUHUTAHHBIX (PPAarMEHTOB, OTIEIISFOIIMX
OJIMH CUUTaHHBIA ()parMeHT OT €ro MapTHepa I0 Mape, HaXOAAIIErocst Ha KOHKPETHOW MO3WIIMK YPOBHS JECK-
punropa;

position pairing error (PPE) (ommbOka oOpa3oBaHus Maphl MO MMO3UIIMH): OMPEICISICTCS B BUAC PAa3HOCTH
mexxay MPPD unmin MPPPD u akTudeckoii nozunmeii mapTaepa 1o nape;

pairing anchor (aHkep 00pa3oBaHUs Maphl): NO3UIMA ITOCIEIHEr0 HYKJIEOTHIA IEPBOTO CUNTAHHOTO (par-
MEHTa B TIape, UCTIoIb3yeMasl B KadeCTBe MO3HMIIMK OTCUeTa JUI BRIYUCICHHS PACCTOSHUSA MapTHEpa IO Imape B
BU/I€ KOJIMYECTBA TTO3UINH HYKICOTHAOB MM KOJTMYECTBA MO3UINH CYUUTAHHBIX (PparMeHTOB.

@dur. 5 WIFOCTPUPYET BBHIYMCICHUE PACCTOSHUS 00pa30BaHUS Maphl CPel IMap CYUTAHHBIX (ParMEHTOB.
YpoBeHb IECKPHIITOpa Maphl IPeACTaBIAeT CO00H BEKTOp OMMOOK 00pa30BaHMS Maphl, BEIYUCISAEMBIN B BUAC
KOJINYECTBA CYUTAHHBIX (PParMEHTOB, MPOIYCKAEMBIX C LEJIBI0 JOCTHYB apTHEPa 110 Iape IePBOT0 CYNTAHHOTO
(parMeHTa mapel IO OTHOIIEHHWIO K ONPEACICHHOMY PAacCTOSHUIO 0Opa3oBaHUS map mpu IekoxupoBaHmu. Ha
¢ur. 6 mpeacraBieH IpUMep criocobda BEIYMCICHHS OIIMOOK 00pa30BaHMs Map B BHJE KakK aOCOJIOTHOTO 3Haye-
HUA, TaK U AU PepeHINaTbHOT0 BEKTOpa (XapaKTepu3yeTcsl IIOHKEHHOM SHTPONHEH I BEICOKHX CTETeHEeH
TIOKPBITHS).

Taxwue ke TeCKpUNTOPHI HCIONB3YIOT B KauecTBE HH(pOpMay 00 00pa3oBaHUM Nap CYMTAHHBIX (parmMeH-
TOB, NpuHaAeKamux knaccaM N, M, P u 1. Uto0s1 obecnieunts M30MpaTeabHbIN JOCTYI K Pa3iIMYHbIM Kilaccam
JTAaHHBIX, THPOpPMALUIO 00 00pa30BaHMUU AP CYUTAHHBIX ()PATMCHTOB, MPUHAUICKANINX YETHIPEM KilaccaM, KO-
JIUPYIOT B Pa3lIeNbHBIX YPOBHSX, KaK IIOKa3aHO Ha Qurype.

HNudbopmanms 06 obpazoBaHuu map B ciaydae CUMTAHHBIX (PparMEeHTOB, MOJCTABICHHBIX B pa3Hble pede-
PEHCHBIE TIOCIIEJOBATEIEHOCTH.

B mpomecce mMOICTaHOBKM CYHTAHHBIX (ParMEHTOB IOCIENOBAaTENFHOCTH B pedepeHCHYIO0 MOCieoBa-
TEJNBHOCTB HE PEIKH CITydaH, KOT/la IepBhId CYNTAHHBIN ()parMeHT B Mape MOJCTABIAIOT Ha OHY pedepeHCHYIO
MO3UIMIO (HAarpuMep, Ha TO3UIUI0 XPOMOCOMEI 1), a BTOpO# - Ha Ipyryio pedepeHCHYI0 NO3UIHIO (HarpuMmep,
Ha MO3UIMI0 XpOMOCOMEI 4). B 3ToM citydae onmucaHHyto Bl HHPOpMAIHIO 00 00pa3oBaHUM Map HEOOXOIMMO
00BEANHATE C JONOJHUTENbHONW MH(OpManue, oTHOCsIIEHEs K pedepeHCHOH MocIeJ0BaTeNbHOCTH, UCTIOINb-
3yeMOM s TOJICTAaHOBKH OJTHOTO M3 CUMTAaHHBIX (pparMeHToB. DT0 00ecreynBaeTcs MyTeM KOUPOBaHMS.

1. PezepBHOe 3HaueHMe ((I1aKOK), yKa3bIBaIOIIee Ha TO, YTO Iapa IOJACTAaBJICHA B JIBE Pa3IMYalOIINeCs
MEXay coOOH IOCIe0BaTEeIbHOCTH (pa3INYalolnecss 3HAaUeHHsl YKas3bIBAaIOT, YTO CUMTAHHBIA (parMeHT 1 u
CUHMTAHHBIN ()parMeHT 2 MOACTABICHEI B IIOCIEI0BATEIHHOCTD, KOTOPask Ha TEKYIIHI MOMEHT HE 3aKOJNPOBaHA).
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2. YHUKaJIBHBIA UACHTH(UKATOp pedepeHCHON MOCIIeA0BaTEILHOCTH, COOTHOCUMBIN ¢ HAeHTH(HKaTOpa-
MU pedepeHCHOH MOCIIeI0BATEIFHOCTH, 3aKOJUPOBAHHBIMU B CTPYKTYPE OCHOBHOTO 3aroJIOBKa, KaK OITMCAHO B
Tabm. 1.

3. Tperuit sneMeHT, coaepKamuii HHPOPMAIMIO O TIOJCTAHOBKE B PEPEPEHCHYIO TOCIEeIOBATEIILHOCTD,
HACHTU(QHUINPOBAHHYIO B I1.2 M BRIPAYKAEMYIO B BHJE CMEIICHHUS [0 OTHOIICHUIO K ITOCIICIHEN 3aKOANPOBAHHON
TIO3HIINN.

Ha ¢wur. 7 npusenen nmpumep nanHoro ciieHapus. Ha ¢ur. 7, TOCKOIbKY CYMTAHHBIN (parMeHT 4 He ToJI-
CTaBJICH B 3aKOJMPOBAHHYIO Ha JTaHHBII MOMEHT ITOCIIEIOBATEIHHOCTD, KOJAEP T€HOMAa CHTHAN3UPYET O JaHHOM
COCTOSIHUU TIyTEM BKJIFOUCHHS JIOMTOTHHUTEIBHBIX JACCKPUITOPOB B YPOBEHB Haphl (pair). B mpumMepe, mokazaH-
HOM Ha ¢ur. 7, cautaHHbIi GpparMeHT 4 mapsl 2 noAcTaBiseTcs B peepeHCHYIO TocIe10BaTeIbHOCTE Ne 4, X014
TEeKyIlasi 3aK0JUpOBaHHas peepeHcHas MMocIe0BaTeNbHOCTh MeeT Homep 1. JlanHas undopmanus Koaupyer-
Cs1 C MICIIOJIB30BaHNUEM TPEX KOMIIOHEHTOB!

1) OxHO cnennanbHOE pe3epBHOE 3HAYCHUE KOIMPYETCS B BUAE PACCTOSIHUS IPH 00pa3oBaHWU Hapbl (B
nmaHHOM ciydae OXfffftf).

2) BTopoii neckpunTop mpemnocTaBisieT uaeHTH(GHKATOP pedepeHCHON MOCIeT0BATEIbHOCTH U3 CIHCKa B
OCHOBHOM 3aroJjioBke (B JaHHOM city4dae 4).

3) Tpetuii JIEMEHT COJEPKUT MHPOPMAITUIO O MOJCTAHOBKE B COOTBETCTBYIONIYIO PePEpEeHCHYIO TIOCTe-
noBaTenbHOCTH (170).

YpoBeHb JecKpUITOpa 00paTHOTO 3aMEIICHHS.

Kaxprii canTaHHbI (parMeHT map CYNTaHHBIX (ParMEHTOB, BBIIABACMBIX TEXHOJOTHAMH CEKBCHHPOBA-
HHS, MOXKET UCXOANTH OT JIIOOBIX LIENOYEK T'eHOMa CEKBEHHUPYEMOMH opraHmdeckoil nmpoOsl. OmgHaKo B KayecTBe
pedepeHCHO MociIe0BaTeIbHOCTH MCIONIB3YETCsl TOJBKO OJHa M3 ABYX Hemouek. Ha ¢ur. 8 mokaszano, kak B
mape CYMTAHHBIX ()ParMEHTOB OJWH CUMTaHHBIN (pparmeHT (read 1) MOXXET MOCTyMaTh OT ONHOU IIETIOYKH, a
Jpyroit cuntaHHbIN pparmeHT (read 2) MOXKET IMOCTYNaTh OT APYrod HEHOYKH.

Ecnu nenouka 1 ucnonb3yercst B KadecTBe pe)epeHCHON MOCIEA0BATEIFHOCTH, TO CYUTAHHBINH (hparMeHT
2 MOXET OBITh 3aKOJIMPOBAaH B KadecTBE OOPATHOTO 3aMEIIEHUS COOTBETCTBYIOIIETO parMeHTa B Iienoyke 1.
D10 wutrocTpupyercs ¢ur. 9.

B ciydae cBA3aHHBIX CYNTAHHBIX (PparMEeHTOB BO3MOXKHEI YETHIPe KOMOWHAIIMHY TIap ¢ TapTHEPaAMH MIPSIMO-
ro ¥ 00paTHOTO 3aMelIeHns. DTo wurrocTpupyercst gur. 10. B ypoBHE rcomp KOAUPYIOTCS Y€ThIPEe BO3MOKHBIC
KOMOWHAITHH.

Takoe ke KOIUPOBaHHUE HCHOIB3YETCs I HHPOPMAIUK 00pPaTHOTO 3aMEIIeHUSI CAUTAHHBIX (DParMeHTOB,
npuHaexammx kiaccam P, N, M, 1. UroOsl o0ecrieunTs paclIMpeHHbI N30MPaTEeNbHBIH JOCTYII K JTaHHBIM,
HHPOPMALUIO 00PaTHOTO 3aMEIIECHHS CYUTAHHBIX ()PArMEHTOB, MPUHAUICKAIINX YETHIPEM KilaccaM, KOAUPYIOT
B Pa3IUYHBIX YPOBHIX, KaK MOKa3aHO B Ta0M. 2.

PaccornacoBanus kiacca N.

Kiacc N Britouaet B cebsl Bce cuMTaHHbIe ()parMeHThl, 0TOOpaKarolie paccoriacoBanus, rae N npucyr-
CTBYET BMECTO BBI30Ba OCHOBaHHMs. Bce Ipyrue ocHOBaHUS HeajIbHO COTJIACOBAHEI B pedepeHCHOIT mocie1oBa-
TENBHOCTH.

[Tosutnu Ns B cauntaHHOM (pparMenTe 1 KomupyroTcs B BHIE

a0COJIOTHOM MO3WITUU B CUUTaHHOM (pparmente 1; wiu

B KadecTBe Au(depeHInaNIbHON MO3UINH 110 OTHOIIECHHIO K MPeabIIymieil mo3uui N B 3TOM )K€ CUHTaH-
HOM (parmenTe (K TOH, KOTOpas IMEeT MaKCUMAIIbHO HU3KYIO SHTPOIIHIO).

[Mo3unmu Ns B cuuTaHHOM (pparMeHTe 2 KOJUPYIOTCS B BUIIC

a0COIFOTHOY TIO3HIIUYU B CYMTAHHOM (pparMeHTe 2 + JUIMHBI CYMTaHHOTO (hparMeHTa 1; wim

B KadecTBe AU PepeHINaIbHON TO3UIHMN N0 OTHOLICHUIO K mpenpLaymei mo3unuu N (K ToH, KoTopas
MMEeeT MaKCUMaJIbHO HU3KYIO S9HTPOIIHIO).

B ypoBHe nmis KOJHUpPOBaHUE KAXKIOH Mapbl CYUTAHHBIX (DPArMEHTOB 3aKAHYUBAIOT CICIIHATBHBIM pa3Jie-
IuTensHBIM cMBoJIoM ("cenapatopom') "S". Drto wumoctpupyercs ¢ur. 11.

Komnposanue 3amen (paccoracoBanus mwim SNP).

3aMeHOM SBIIIETCS MO ONPENENICHHIO HAIMYKE B MOJCTABICHHOM CUYMTAaHHOM (hparMeHTe HyKJIeOTHIa, OT-
JIMYAIOMIEroCsl OT TOTO, KOTOPBIA HAaXOAWTCS Ha 3TOH ke MO3WIHU B pedepeHCHOI MOCIe0BATEIEHOCTH (CM.
¢dur. 12). Kaxnas 3aMeHa MokeT OBITh 3aKOAMpOBaHa Kak "mo3unus" (ypoBeHb snpp) u "Tum" (YpoBeHb snpt).
CwMm. dur. 13, 14, 16 u 15; niam ToapK0 "MO3UIHUA", HO C UCTIOIB30BAHUEM OJTHOTO YPOBHSI SNpp Ha THIT paccoriia-
coBanus. Cm. ¢ur. 17.

[To3unuu 3ameH.

[Mo3umus 3aMeHBI BRIYHCISICTCS KaK JJIs 3HAYCHUH YPOBHS NMis, a UMCHHO

B CYHTaHHOM (hparMeHTe | KOIUPYIOTCS 3aMCHBI B Ka4eCTBE aOCONIOTHON MO3WIMU B CYMTAHHOM (hpar-
MeHTe 1; ninm

B KauecTBe quddepeHransHON MO3UIUH 10 OTHOLICHHUIO K NpeAbIayIIeii 3aMeHe B 3TOM e CUUTaHHOM
¢parmenre.

B cuntanHoM (hparmMenTe 2 KOIUPYIOTCS 3aMEHBI

B KauecTBe aOCOFOTHON MO3UIMK B CHUTAHHOM ()parMeHTe 2 + JUIMHBI CYUTAaHHOTO ()parMenTa 1; nim
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B KaduecTBe AuddepeHInanpHOM MO3UIMHY TI0 OTHOIICHHUIO K MpeabIayIiel 3ameHe. ®ur. 13 wumocTpupyer
KOJMPOBAHKE MO3UIMKA 3aMeHBI B ypoBHE snpp. [To3unmu 3aMeH MOTYT OBITh BBIYUCIICHBI JINOO KaK abCONIOT-
HBIE, MO0 Kak AuddepeHnnaabHple 3HAUCHSI.

B ypoBHe snpp KoanpoBaHHE Ka)XIOH Mapbl CYNTAHHBIX (PPArMEHTOB 3aKAHUMBAIOT CIEIHATBHBIM pa3Jie-
JTUTENbHBIM cuMBOJIOM ("'cermapatopoM™).

JlecKkpunTOphl THUIIOB 3aMEH.

Jnsa kmacca M (1 it kitacca I, kak ommcaHo B CIEIYIONINX pa3/ieiax), pacCorIacoBaHUs KOAUPYIOTCS TO-
CpEICTBOM WHEKCa (TIepeMelIaroierocs clieBa HampaBo) OT (PaKTHUECKOTO CHMMBOJA, HaXOMAIIETrocs: B pede-
PEHCHOH TMOCJEIOBATENEHOCTH, K COOTBETCTBYIOIIEMY CHMBOIIY 3aMCHBI, HAXOAAMIEMYCS B CUMTAHHOM (par-
menre (A, C, G, T, N, Z). Hanpumep, ecinn BBIpOBHEHHBIH cunTaHHBIN (QparMeHT npencrasiser C Bmecto T,
HAXOJIAIIErOCs Ha ATOH K€ TMO3UIUK B PeepeHCHOH MOCICIOBATEIEHOCTH, HHICKC PAcCOTIACOBAHMS MTOMEYa-
ercs kak "4" B npoiiecce JeKoAMpOBaHUs CYUTHIBAETCS 3aKOJUPOBAHHBIN CUHTAKCUYECKUHN DIIEMEHT, HYKJICOTH]T
Ha 33JJaHHOM MO3WIMU B pedepeHCHON MOCIE0BATEIIFHOCTH, U MEPEMEIIAeTCs CIeBa HANPaBO S BEIOOPKH
JIeKOANpOBaHHOTO cuMBoIa. Hanpumep, 3nauenune "2", mpuHsTOE AJIS MO3ULIUH, TJE B pehepeHCHON Tocie10Ba-
TeapbHOCTH Haxoautes: G, mekomupyercst kak "N". Ha ¢ur. 14 npeacraBieHsl Bce BO3MOXKHBIE 3aMEHBI U COOT-
BETCTBYIOIIME CHMBOJIBI KOIHMPOBAaHHUS B peXnMe Oe3 MCIoNb30BaHMs KoaoB HeomHoszHauHoctH IUPAC, a nHa
¢wur. 15 npencraBneH npuMep KOAUPOBAHUS THIIOB 3aMEH B YPOBHE Snpt.

B ciydae ucnonbs3zoBanus konoB HeogHosHauHOCTH [UPAC MHIEKCH 3aMEHBI U3MEHSIOTCS, KaK IMOKa3aHo
Ha ¢wur. 16.

B cnygae, korga OmMcaHHOE BBIIE KOAWPOBAHUE THUIIOB 3aMEH NPHUBHOCHT BBICOKYIO MH(POPMALINOHHYIO
SHTPOIIUIO, aJTFTEPHATUBHBIN CITOCOO KOMUPOBAHMS 3aMCH COCTOUT B 3aTIOMUHAHUHU TOJIFKO MO3UIIMUA paccoria-
COBaHUS B OTHCIBHBIX YPOBHSX (TI0 OJJHOI Ha HYKJICOTH]), KaK IMoKa3aHo Ha ¢wur. 17.

KomupoBanue BCTaBOK U yAaleHUH.

Jns xnacca 1 paccormacoBaHusl M yJalieHUsT KOTUPYIOTCS IOCPEACTBOM HHIICKCOB (IIEPEMEIIAFOIIIXCS
CIpaBa HAJICBO) OT (PaKTHYECKOTO CHMBOJIA, HAXOAIIETOCI B PeEePCHCHOM MOCIEI0BATEILHOCTH, K COOTBETCT-
BYIOIIIEMY CHMBOJIY 3aMEHBI, HaxoasmemMycs B cantanaoMm ¢parmente {A, C, G, T, N, Z}. Hanpumep, eciu BbI-
POBHEHHBIN CUMTAHHBIN (parMeHT coaepxut C BMecto T, HAXOAIIETocs Ha ATON K€ MO3UIUU B pedepeHCHOM
MOCIIE0OBATEIHLHOCTH, TO MHIECKOM paccoriacoBanus sBisiercs "4", B ciydae, korga cunTaHHBIA (parMeHT
MPEICTaBISIET YAAJICHNE, I/ie B pepepeHCHON MOCIeOBATEIFHOCTH HAXOMUTCS A, 3aKOIUPOBAHHBEIM CHMBOJIOM
sBisiercss "'5". B mporecce AeKoIUpOBaHUS CUMTHIBACTCS 3aKOAMPOBAHHBI CHHTAKCHUECKHHA AJIEMEHT, HYKJIEO-
THJI Ha 331aHHON TIO3HIINH B peepeHCHOI MOCIeT0BATEIHLHOCTH, U IIEPEMEIIIAETCs CIIeBa HAIIPABO ISl BRIOOPKH
JICKOTUPOBaHHOTO cuMBoJia. Hanmpumep, 3nadenue "3", mpuHATOE JUIS MO3HIINH, TAC B peepEeHCHON Moce10Ba-
TeNbHOCTH HaxomuTcst G, MeKomupyercs B KadecTBe "Z'", UTO yKa3bIBacT Ha HAIWYHE YAAJICHUSA B CYUTAHHOM
(hparMeHTe mocieI0BaTeIFHOCTH.

BcraBku xoaupyrores kak 6, 7, 8, 9,10 coorBercTBeHHO 111 BeTaBieHHbIX A, C, G, T, N.

B cnyyae npunsatus koaoB HeonHo3HAaUHOCTH [UPAC mMexaHu3M 3aMeHbl SIBJSETCS TOYHO TaKuUM Ke, OJI-
HAKO BEKTOP 3aMCHEI paciIupeH cienyromum oopasom: = {A, C, G, T, N, Z, M, R, W, S, Y, K, V, H, D, B}.

Ha ¢ur. 18 u 19 npeacraBieHsl mpuMepHI criocoba KOAUPOBAHMSI 3aMeH, BCTABOK W YAAJICHUH B MMape Cuu-
TaHHBIX ()parMeHTOB Kiacca I.

[IpuBoanMEBIe manee CTPYKTYpHI (aiiia 1 eIUHHUIBI JOCTYIa OMHICHIBAIOTCS CO CCBIIKOW Ha AJIEMEHTH KO-
IUPOBAHUA, PACKPBITHIE 3/1ech BbIme. OmHAKO eIWHUNBI J0CTyma, ¢opmar (aiia ¥ MyIbTUIUIEKCHPOBaHHE
00eCTIeYNBAIOT TaKOe K€ TEXHUIECKOE MPEUMYIIIECTBO TaKXKe C APYTUMH U Pa3HBIMU aJTOPUTMaMH MOJCIHPO-
BaHUS UCTOYHHKA U COKATHS JAHHBIX TeHOMA.

®dopwmar ¢aiina: H30UpaTEIBEHBINA JOCTYI B 00aCTH TaHHBIX TEHOMA.

Tabnuia rmaBHOTO YKa3aTels.

UroObl IO/IepKaTh U30MPATEIBHEIN JOCTYI B crienu(UIecKue 00JacTH BRIPOBHCHHBIX TAHHBIX, OMHCAH-
Has B JIAaHHOM JIOKYMEHTE CTPYKTypa MaHHBIX peallu3yeT MHCTPYMCHT HHICKCAIMU, WUMCHYEMBIN TaOmuiei
rinaBHoro ykaszarens (MIT). DTo MHOrOMepHBI MaccuB, cojiep Karinii 0003HaYCHUS TO3UNNI, HAa KOTOPBIX CIIe-
UQUUECKHe CUUTaHHBIE (HParMEHTHI HOJCTABISAIOTCS B HCIIONB3yEeMBbIE pe(epeHCHBIE IOCIEeI0BATEIHHOCTH.
3Hauenus, conepkamntuecs B MIT, npeacTaBistoT co00i MO3HUINN MTOACTAHOBKH IEPBOTO CIUTAHHOTO (hparMeH-
Ta B K&XIOM YpPOBHE POS TaKUM 00pa3oM, 4TO MOIICPIKUBACTCS HETOCIEIOBATENBHBIN JOCTYI K KaXKIOH eu-
Hute gocryna. MIT comepuUT oHYy CeKIUIO Ha Kaxabli kimacc aHHbX (P, N, M u 1) n Ha kaxnyio pedepenc-
HYI0 TocienoBaTelbHOCTh. MIT comepUTcss B OCHOBHOM 3aroJjIOBKE 3aKOJUPOBAaHHBIX NaHHBIX. Ha ¢ur. 20
TpelcTaBieHa 0000IIeHHAs CTPYKTypa OCHOBHOTO 3arojioBka. dwur. 21 sBiseTcs 0000IICHHBIM BHU3YaTbHBIM
npexacraiaenueM MIT, a Ha dur. 22 nzob6paxen npumep MIT s kinacca P 3akonupoBaHHBIX CYUTAHHBIX (par-
MEHTOB.

3naveHwus, coneprkamuecs B Tadnune MIT, nzobpakenHol Ha ¢ur. 22, UCTIONB3YIOTCS VIS IPSIMOTO JI0C-
Tyla K TPEACTABISIONIEMY UHTEPEC y4acTKy (M COOTBETCTBYIOIICH CAMHUIIC JOCTYIA) B cxkaroi obmactu. Ha-
npuMep, IPUMEHHUTENBHO K ¢Gur. 22, ecnu TpedyeTcs JOCTYI K ydacTKy Mexay nosunusmu 150,000 u 250,000 B
pedepeHCHOH TOCIe0BATEIFHOCTH 2, TO MPUIOKEHHIE IEKOIUPOBAHMS BBITIOJHHUT MPOMYCK 0 BTOPOIl pede-
peHcHol mocnenoBaTensHocTH B MIT m Oyzmer uckath nBa 3HadeHus k1 m k2, Takume, gto k1 <150,000 u k2
>250,000. ITpm atom k1 u k2 sBustiroTcst AByMsI MHASKCaMu, cauTaHHBIMU 13 MIT. B nmpumepe Ha ¢wur. 22 momy-
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YCHHBIM PE3YJIBTATOM SIBISIOTCS TO3UIUH 3 U 4 BTOporo Bekropa MIT. DT Bo3BpallleHHBIC 3HAYCHUS UCTIONb-
3YIOTCS Jlajiee MPHIIOKEHUEM JICKOTUPOBAHHUS 11 BRBIOOPKHU MO3UIUI COOTBETCTBYIOIIUX JAHHBIX U3 YPOBHS POS
TaOJIUIIEI MECTHOTO YKa3aTels, Kak OIMMCAHO B CICIYIOMIEM pa3zede.

Bwmecre ¢ ykazaremssMu Ha ypOBEHB, COACp)KAIMi JaHHBIC, MPUHAAJICKAIINE YETHIPEM KiIaccaM JaHHBIX
TeHOMa, OIMCAHHBIM BhIIIe, Tabmuia MIT MokeT OBITH HCHOIB30BaHA B KAUECTBE YKA3aTels JOTIOIHUTEIHHBIX
MeTaJaHHbIX W/IJIN aHHOTAIINH, J00aBIsIeMbIX K JaHHBIM T€HOMa Ha MPOTSDKEHUH X )KU3HEHHOTO IHKIIA.

Tabymia MECTHOTO yKa3aTells.

Kaxmomy 13 onmcaHHBIX BBIIIE YPOBHEH NaHHBIX Ha3HAYaeTCs MpedUKC B BHIE CTPYKTYPHI JaHHBIX, HMe-
HYEMOW MECTHBIM 3aroJIOBKOM. MECTHBIN 3aroJIOBOK COJACPKUT YHHUKAIBHBIA UICHTH(GHUKATOP YPOBHS, BEKTOP
CYCTYHMKOB CIAMHHI] JOCTyIa Ha KaXAYI0 pedepeHCHYIO MOCIeI0BATEIbHOCTD, TAOIHIly MECTHOTO YKa3aTels
(LIT) n mo momosHUTEN-HOMY BEIOOPY HEKOTOpBHIE crenuduiyeckue MeranaHuble ypoHsa. LIT mpencrasnser
co00¥i BEeKTOp yKa3aTelicl Ha (PU3UUCCKOC PACION0KECHUE JAHHBIX, MPHHAUICKAIIIX KaXI0H eIUHUIIE TOCTYIIa
B IOJIC3HOW Harpy3ke ypoBHs. Ha ¢wur. 23 m300pakeHBI B 000OIICHHOM BUJIC 3ar0JOBOK YPOBHS W IOJIC3HAS
Harpyska, rae LIT ucnone3yercs A qoctymna K crnelu@uaeckuM 00IacTsIM 3aKOIMPOBAHHBIX JTaHHBIX B HEIO-
CIIEZIOBATEIIEHOM PEKHIME.

B mpeppiaymem npumepe ¢ mensio goctyna k oomacta 150,000 ... 250,000 cuutaHHBIX (pparMeHTOB, BBI-
POBHEHHBIX B peepeHCHOH MmocenoBaTeIbHOCTH Ne 2, MpHUIIoXKEeHNEe JEKOTUPOBAHUS OCYIIECTBIIIO BBIOOPKY
no3uruit 3 u 4 u3 MIT. DT 3Ha4eHHsI JOJDKHBI MCIIOIB30BATHCS MPOIECCOM JIEKOAMPOBAHUS I JOCTYIA K
TPEThEMY U YETBEPTOMY DJIEMEHTaM cOOTBeTCTBYromeH cekimu LIT. B npumepe, mokazanaom Ha ¢ur. 24, cyeT-
YUKH CYyMMapHOTO KOJMYECTBA €AWHUI] JOCTYIA, COAEPIKAIIMECS B 3aT0JIOBKE YPOBHS, HCIIOIB3YIOTCS UL TIPO-
mycka uHaekcoB LIT, COOTBETCTBYIOMIMX €MUHUIIAM JOCTYIA, OTHOCIIIUMCS K pe)epeHCHON MOCIeIOBATEIIEHO-
ctu 1 (B mpumepe - 5). [Ipu 3TOM HHIEKCHI, 0003HAYAIONINE (PU3MUCCKOE PACIIONOKECHUC 3aMPAITMBACMBIX CIH-
HUII TOCTYTa B 3aKOJMPOBAHHOM ITOTOKE, BRIYHCIISIOTCS CICIYIONIIM 00pa3oM: PaclolioKeHHE OJIOKOB TaHHBIX,
MPYUHAIICKAIINX 3aMpaliiBacMbIM CIUMHUIAM JOCTYyNa = OJIOKM JaHHBIX, MPUHAIJICKAIIUC MPOIMYCKACMBIM
SAMHUIIAM JOCTyNa pe)epeHCHOMN MOCIeIOBaTEeNBHOCTU 1+ mo3uims, BeIOpanHas mocpeactsom MIT, T.e. mo3u-
1ust mepBoro osoka: 5 + 3 = 8. [To3umms mocenHero 6moka: 5 +4 =9,

Brokn maHHBIX, BEIOOPKA KOTOPBIX OCYIIECTBIICHA C MCIONB30BAaHHEM MEXaHH3Ma HMHIEKCAINH, UMCHYe-
MOT0 TabJHIIeHl MECTHOTO yKa3aTels, SIBIIOTCS JaCThIO 3alpallnBacMbIX eIUHHUI] JOCTYIIA.

Ha ¢wur. 26 mokazano, kKakumM 00pa3oM OJIOKH JaHHBIX, BEIOOPKA KOTOPHIX BBIOJIHEHA C UCTIOIB30BAHUEM
MIT u LIT, coctaBnsitoT oiHY Wiu O0Jiee eaMHHII JOCTYTIA.

Enunuue! nocrymna.

W3 naHHBIX TEHOMA, paclpeleIeHHBIX MO KJTaccaM JaHHBIX U CTPYKTYPHUPOBAHHBIX B CKATOM FUTH HECXKa-
TOM YPOBHSX, OPTaHU3YIOT Pa3IMIHBIC SMHHUIIBI JOCTYIIA.

Io ompeneneHuro reHOMHBIME euHUIIAMU ocTyna (AU) SBISFOTCS pa3[elibl JaHHBIX TeHOMA (B CXKaTOM
WA HECKATOM BHJIC), KOTOPBIE BOCCO3/IAIOT MOCIICAOBATCIFHOCTH HYKICOTHIOB W/HIIM PEIICBAHTHBIC METaaH-
Hble w/mwm mnocienosarensHoctT JJHK/PHK (Hampumep, BUpTyaibHYIO pedepeHCHYIO MOCIIET0BATENHHOCTD)
W/WIIA aHHOTAIIMOHHBIC JaHHBIC, BBITAHHBIC MAITUHON CCKBEHHUPOBAHUS I'CHOMA W/ITH YCTPOHCTBOM 00padOTKU
JAHHBIX TEHOMA FUTH TIPIJIOKCHUEM aHaJIH3a.

Enunanima goctymna npeacTaBiseT co0oi OJI0K JaHHBIX, KOTOPBIA MOXKET OBITh JIEKOIUPOBaH JINOO HE3aBHU-
CHUMO OT APYTHX SAWHUI] TOCTYTIA PH UCTIOIB30BAaHIH TOJIBKO TAHHBIX, JOCTYIHBIX Ha OOIIECHCTEMHOM YPOBHE
(Hanpumep, KOHPUTYpalMOHHBIX JaHHBIX JeKojepa) 00 MPH UCTIOIh30BAaHUN HHPOPMAIIUH, COJEpIKaIIecs B
IPYTUX €AWHUIAX TOCTYIIA.

Enuauner noctyma comepxat MHGOPMAIMOHHBIC CBEIICHHS, OTHOCSIINECS K JaHHBIM T'€HOMA, B BHJIC WH-
dhopmaru o mo3uiy (aOCOMOTHON WM OTHOCHUTEIHHON), HHPOPMAIIUN B OTHOIICHUH OOPATHOTO 3aMEIICHUS
W, BO3MOXXHO, WH(popMaImu 00 0Opa30BaHWU Tap U JOIOIHUTEIBHBIX JAaHHBIX. Bo3MoxxHa wueHTHHUKAUS
SIMHUI] TOCTYTIa HECKOJIBKHUX THUIOB. ENMUHUIIEI TOCTYTIA pa3IHyaroT IO CICIYFOIUM MPH3HAKAM:

THUII, XapaKTCPUIYIOIIUI MPUPOY NaHHBIX TEHOMa U HA0OPHI TAHHBIX, KOTOPBIC MEPEHOCST 3TH CIUHHIIBI
JIOCTYTIA, ¥ BO3MOXHEIH CITOCO0 AOCTyIa K HUM;

0YepeTHOCTh, XapaKTePU3YIOIas eINHBIN MOPSIIOK JOCTYIA K €AMHHIIAM, OTHOCSIIUMCS K OJJHOMY U TOMY
JKe TUILY.

Enuaumer nocTymna Jiro00To THIIa MOKHO Jaliee KIIacCH(DHUIIMPOBATH IO Pa3InIHBIM "KaTeropusM".

[aee cregyeT He SBIAIOMIMNACS NCUEPIIBIBAIOIINM CIIHCOK OTPEIEICHUH eIUHUI TOCTYIa Pa3InIHbIX TH-
TIOB JUISI JaHHBIX TEHOMA.

1) Eguannam noctyma tuma 0 He TpeOyeTcs CChUIKa Ha KaKyl-THO00 WH(OPMAIHIO, IMOCTYIAIONYI0 OT
JPYTUX CIUHHUII TOCTYTIA, MPETHA3HAYCHHBIX [UIS TOCTYIA WK ICKOAUPOBaHU U AocTyna (cM. dur. 29). Pede-
PCSHCHBI HOMEp BCel MH(pOpMAIUK, IIEPSHOCHMEBIN JaHHBIMU WM Ha0OpaMu JaHHBIX, COJACPKALIIMMUCS B ITHX
CAMHUIAX JTOCTYIA, MOXKET OBITh HE3aBHCHMBIM O0Opa30M CUMTaH M 00pabOTaH yCTPOHCTBOM ICKOIMPOBAHUS
WIIH TPUIOKEHUEM 00pabOTKH JaHHBIX.

2) Enuannel moctyna Tna 1 comepkar JaHHBIC, COOTHOCUMBIC C JAHHBIMH, TICPCHOCHMBIME CAHMHUIIAMHE
nmocryna tuna 0 (em. ¢ur. 30) s cyuTHIBaHUS WIH ACKOIUPOBAHUS M 00paOOTKH JaHHBIX, CONCPKAIIUXCS B
eIMHHMIIAX JOCTYIa TUMa 1, TpedyeTcs HaIM9Ke JOoCTya K OJJHOW Witk 0oJiee eIMHUIIaM JocTyma tuna 0.

3) EquHuIe! focTyna JAaHHOTO THIIA MOTYT COJepKaTh MH(MOPMAIIHMIO O PacCOTIACOBAHHUA T Pa3HOPO-
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HOCTH JTHOO 0 HECOOTBETCTBUH MO OTHOIIICHHUIO K HH(MOPMAIINH, COACPIKAIICHCS B eHHHUIIC TocTyma Trma 0.

4) Equaunel goctyna TUHOB 2, 3 ¥ 4 cojepiKar JaHHBIC, OTHOCAIIMECS K SAMHUIEC MOCTyma Tuma 1 (cM.
¢dur. 31, 32 u 33). JIng cuuTHIBaHUSA WIA JCKOAUPOBAHHUS W 00pabOTKM JaHHBIX WM HaOOpPOB JAaHHBIX, COIEP-
JKaIIMXCsl B €IWHUIIAX JOCTyIa THIOB 2, 3 u 4, Tpedyercs nHpopmanms, mepeHocuMas TaHHBIMHA W HabopaMmu
JAHHBIX, COIEPKAIIUMUCS B EAMHUIIAX JTOCTYIIA

5) TumoB 0 u 1. Pa3auna Mexmy equHUIIAMH JAOCTYTa THIIOB 2, 3 U 4 omnpeenseTcs: Mpupoaoi HHPopma-
M, KOTOPYIO OHH COZIEPIKAT.

6) Equanie focTymna tana 5 cofepikaT MeTagaHHbe (HanmpuMep, OlleHOYHBIE ITOKa3aTell KauecTBa) U/uiTu
AHHOTAIIMOHHBIC JaHHBIC, COOTHOCHMEIC C TAaHHBIMH WIIM HA0OpaMU NAHHBIX, COACPKAIIUMUCS B CIUHUIIC JTOC-
Tyna tuna 1. ExuHuIner qoctymna tTama 5 MOTyT OBITh KIacCH(UIIMPOBAHEI 1 MAPKUPOBAHBI B PA3IIUYHBIX YPOB-
HSX.

7) Enuaunner noctyma Tuma 6 coaepikaT JaHHBIC MM HAOOPHI JaHHBIX, KIACCU(UIIMPOBAHHBIC B KAYCCTBE
AHHOTAIIMOHHBIX JAHHBIX. ENWHUIEI JOCTyna THa 6 MOTYT OBITh KIACCH(OHUIUPOBAHEI U MAPKHPOBAHBI B YPOB-
HSX.

8) Exuaumel moctyma JOMOTHUTENBHEIX THIIOB MOTYT PACIIMPSTH OMHMCAHHBIC 37€Ch CTPYKTYPHI M MeXa-
HI3MBL [IprMepom, He moapa3syMeBarOIUM OTPaHUIEHHUH, MOXKET CIY)KATh TO, B €IUHHIIAX TOCTYIa HOBBIX TH-
MOB MOTYT OBITH 3aKOJAWPOBAHBI Pe3yJbTATHl BHI30BA BApHAHTa T€HOMA, CTPYKTYPHOTO M (DYHKIIMOHAIHHOTO
aHanmu3a. OnmcaHHas 37iech OpraHu3anys JaHHBIX B ()OpME €AWHUI] JOCTyIa HE IPEISTCTBYET HHKAIICYIUPOBa-
HHUIO B €IMHUIBI JOCTYIA JaHHBIX JI000TO THIIA, YTO SBIISETCS MEXaHH3MOM, MTOJHOCTHIO MPO3PAYHBIM B OTHO-
IIIEHUH ITPUPOJIBI 3aKOAUPOBAHHBIX JaHHBIX.

EnuHumB noctyma JaHHOTO THIIA MOTYT COAEPKaTh MH(GOPMAIMIO O PACCOTIIACOBAHUU MU Pa3HOPOIHO-
CTH KOO0 O HECOOTBETCTBHUH MO OTHONICHHIO K MH(POPMAIIUH, COICpIKAIIeHCs B eAMHUIIEC NocTyma Trma 0.

@wr. 28 WLTIOCTPUPYET COCTABICHUE SAMHUI] JOCTYIA U3 3aT0JIOBKA U OJTHOTO HIIU 00Jiee YpOBHEH OIHO-
POIHBIX HaHHBIX. KakpIii ypoBeHb MOXKET OBITH 00pa3oBaH OJHUM WU Oosee Onokamu. Kaxeiit 61ok comep-
JKUT HECKOJIBKO ITAKETOB, M MAKETHI MPEICTABIAIOT CO00# CTPYKTYPHUPOBAHHYIO MOCICAOBATCILHOCTD ICCKPHUII-
TOPOB, OMMCAHHBIX BBIIIE, AJIS MMPEACTABICHUS, HAIPUMeEp, TTO3UIIIA CYNTAHHBIX (pparmMeHToB, HHPOpPMAaIUU 00
obpazoBanuu map, nHGopmanuu 00 0OpaTHOM 3aMEIICHUH, O MO3UIUAX W THIAX paccorjacoBaHus U np. Kaxk-
Jlasi eIMHAIA JOCTYINa MOXKET MMETh B KaXKIOM OJIOKe pa3HOe KOJMYECTBO ITAKETOB, HO B Mpelesiax eIMHUIIBI
JIOCTYTIA BCE OJIOKH CcOZeprKaT OJHO U TO K€ KOJMYECTBO MTAKETOB.

Kaxprii makeT TaHHBIX MOKET OBITH UACHTH(GHUIMPOBAH MOCPEACTBOM KOMOWHAIINY U3 TPEX HACHTU(HKA-
TopoB XYZ, rae

X 0003HaUYaeT eAWHUILY HOCTYIA, KOTOPOI MPUHAMICIKHUT MMAKET,

Y o6o3HavaeT 070K, KOTOPOMY MPUHAJICHKHT MAKeT (T.€. TUI HHKAIICYTUPOBAHHBIX B HETO JIaHHBIX),

Z 0003HaYaeT MOPSIKOBBIN HOMEP MaKeTa 10 OTHOIICHHUIO K APYTHM MAKeTaM B 3TOM XKe OJIOKe.

Ha ¢ur. 28 npeacrasieH npuMep MapKUPOBKH €IWHUIL JJOCTYIIA U MTAKETOB.

Ha ¢wur. 34-38 mokazaHbl €IUHULEI TOCTYIA PA3IMIHBIX TUIIOB; OONINIA CHHTAKCHC X 0003HAYCHHUS SIBIIS-
ercs cnenytommM: AU T N sBustiercst eqununeit nocryna tuna T, rae uneHTudguxarop N MoKeT KOCBEHHO 000-
3Ha4YaTh WM He 0003HAYaTh OYSPETHOCTH COTIIACHO THITY eIWHHIBI JOCTymna. M neHTndruKaTopsr HCIOIB3yIOTCA
JUTT OJJHO3HAYHOTO COOTHECEHHS SIWHUI] TOCTYTa OJHOTO THIA C eIWHHUIIAMH JIOCTYyIa APYTHX THUIOB, Tpedye-
MBIMH JIJISI TOJTHOTO AEKOANPOBAHUS IEPEHOCUMBIX JTAHHBIX T€HOMA.

Enuaumer qoctymna mob6oro THIa MOTYT OBITh KTaCCH(DHIIMPOBAHBI U MAPKUPOBAHBI B PA3IMYHBIX "KaTero-
pusix" B COOTBETCTBUH C Pa3IMYHBIME IPOIIECCAaMH CEKBeHHpoBaHUs. [Ipumepom, He moapa3zyMeBalOUM Orpa-
HUYCHUH, MOXKET CIYXKHTh BBHINOJHCHUE KIACCH(DUKAIIMN ¥ MapKHUPOBKH, B CIy4ae CEKBEHHUPOBAHHS OJHOTO U
TOTO K€ OpPTraHU3Ma B Pa3HOE BpeMs (SIUHHUIIBI JOCTYIA COAePKaT HHOOPMAIIHIO 10 TeHOMY ¢ KOHHOTanueH "mo
BpeMeHH'"), CCKBCHUPOBAHHS OPTraHUYECKUX MPOO pa3HOrO BUAA OJTHUX U TEX JKE OPTaHU3MOB (HarpuMep, KOXHU,
KPOBH, BOJIOC B KQU€CTBE MPOO I JIF0/Iei). DTO eAMHHMIIBI 10CTyMa ¢ "ONOJI0rnYecKoi” KOHHOTalNEeH.

Enuauner moctyna tumnoB 1, 2, 3 u 4 CTPOSATCS COMIACHO pe3yNibTaTaM MPUMEHEHUs (HYHKIIMH COTIIAcOBa-
HUS K (pparMeHTaM MOCIeIOBATEIbHOCTY FeHOMA (MMEHYEMBIM TaK)KE CYNTAHHBIMU (PparMEHTaMH) IO OTHOIIIE-
HHUIO K peepeHCHON TMOCIeI0BaTeIFHOCTH, 3aKOIUPOBAHHON B €QMHMIAX nocTyma Tuma (, ¢ KOTOPHIMH OHU
COOTHOCSITCSI.

Hampumep, B equnammax gocryna tuna 1 (cm. ¢ur. 30) MoryT comepikatbes (Bra)ky MO3UINH 1 00paTHOTO
3aMEMICHUS TeX CYMTAaHHBIX ()ParMEHTOB, JJIS KOTOPHIX MOYYEHO HICaNbHOE COTNIacOBaHHUE (MIM MaKCHMAIIbHO
BO3MOXHBIH OIICHOYHBIH IMOKa3aTeh KaueCTBa, COOTBETCTBYIOIINY BRIOPAHHON (DYHKITUU COTIACOBAHMS), KOTIa
(YHKITHS COTIacOBaHUS MPUMEHIETCS K CHeIHPUIEeCKHM 00JIacTIM peepeHCHON MOCIeIOBATEILHOCTH, 3aK0-
JTUPOBAHHOW B enuHMIAX AocTymna tuna (. Bmecte ¢ qaHHBIMH, cOEpKAIIUMUCS B eIUHUINAX AocTymna tumna 0,
Takas uHpopMaIus QYHKIUH COTIACOBAHHUS SBILICTCS JOCTATOYHOM JJIS TIOJTHOTO BOCCO3JIaHHS BCEX CUMTAHHBIX
(hparMeHTOB MOCIEIOBATEIBPHOCTH T€HOMA, MPEACTABIIEMBIX MMOCPEACTBOM HAOOpa JaHHBIX, MEPECHOCHMOTO
SAMHUIIAMH J0CTyNa Thna 1.

[IpuMeHHUTETBHO K KIAcCH(HUKAMN JAHHBIX TCHOMA, PaHEEe ONMCAHHOW B JAHHOM JTOKYMEHTE, OIMCAHHEIC
BBIIIIC CAMHUIIBI AOCTyHa THIA | OYAyT coAepKaTh WH(POPMAIHIO, OTHOCAIIYIOCSA, K CYUTAHHBIM (hparMeHTaM
Kiacca P (naeanpHbBIC COTIacOBaHMS) MTOCIEIOBATEIPHOCTH T€HOMA.

B ciyuae cumTaHHBIX ()parMEHTOB NEPEMEHHOW IIMHBI M CHAPEHHBIX CYHTAHHBIX (ParMEHTOB JaHHEIC,
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coJIeprKallecs] B €AMHUIAX JOCTyNa THHa 1, yIOMSHYTBIX B MPEIBIAYIIEM IIPUMEpE, JT0JDKHBI OBITH 00BeIIHE-
HBl C JITaHHBIMH, TPECTaBIIOIIMMH HH(POPMaHio 00 00pa3oBaHWU IMap CYMTAHHBIX (PArMEHTOB M O JUIMHE
CUNTAHHBIX (PAarMEHTOB ISl MOIYYCHHS BOSMOXKHOCTHU TIOJIHOTO BOCCO3/IaHUS JaHHBIX T€HOMa, BKIFOYas acco-
[IUATUBHYIO CBA3b C MapaMU CUYMUTAHHBIX (parMeHTOB. B oTHOmeEHHN KiIaccH(UKAINH JaHHBIX, paHEe BBEICH-
HOU B TaHHOM JIOKyMEHTE, YPOBHH pair U rlen KogupyroTcs B eIMHAIE AoCTya THMa 1. OYHKIH COTIacoBaHMsA,
pYMEHEHHAs! B OTHOUICHWU €AWHUI] TOCTYyNa THIA | I KIacCHPHUKAIUN COACPKUMOTO €IMHHMIL JOCTyIa II0
ThmaM 2, 3 u 4, MOXXeT 00eCTIeYTh MOJIYICHNE TaKUX PE3YIbTATOB Kak

KaXK/1asl TOCIIeI0BaTeIbHOCTD, CO/ICPIKAIasAcs] B €OUHMIE JOCTYyNa THIMA 1, MIEaNbHO COorjlacyeTcs C Io-
CJIC/IOBATENILHOCTSIMH, COZIEPKALMMUCS B €AUHUIIE JocTymna Tuna 0, B COOTBETCTBUH C YKa3aHHOM IO3ULIUEH;

KaXkJasi 10CJIeI0BaTeIbHOCTD, COJIEpIKaIascsl B IUHUIE OCTyNa TUIA 2, HeajJbHO COINIacyeTcsl ¢ Mo-
CJIC/IOBATENILHOCTHIO, COZIEpKalIelcst B eTMHUIE JocTyna Tuna 0, B COOTBETCTBHHU C yKa3aHHOW MO3HMLUEH, Kpo-
Me ciIydaeB ¢ HauudueM cHMMBOJIOB "N"(OTCYTCTBHE BBI30BA OCHOBAHHUSI YCTPOHCTBOM CEKBEHHPOBAHMUS) B TI0-
CJIC/IOBATENILHOCTH B €ANHHMIIE TOCTYIA THIIA 2;

KakJast TIOCJIEI0BATENILHOCTD, COJlEpIKaIascs B eIMHMIE JOCTYIIAa THIAa 3, BKIIOYAET B ceOsl BapHAHTHI B
(hopMe 3aMEHSIEMBIX CHMBOJIOB (BApHAHTOR) IT0 OTHOIICHHUIO K ITOCIIEAOBATEILHOCTH, COJICPKAIICHCS B CIUHHIIC
noctyna trrna 0, B COOTBETCTBUH C YKa3aHHOW TO3HUITHEH;

KaXK/1asl TIOCJIeJOBAaTEIFHOCTD, COICPIKAIIAsAC B €AUHMIIE JOCTyIa THMNA 4, BKIOYAaeT B ce0s BapHAHTHI B
(hopme 3aMeHsIeMbIX CHMBOJIOB (BapHAHTORB), BCTABOK HM/WJIM YAAJIECHUH MO OTHOIICHHIO K TOCIIE0BATEIHLHOCTH,
cozeprKaleics B ennHuIe 1ocTyma TUmna 0, B COOTBETCTBHH C YKa3aHHOW MO3UITUEH.

Emuauner goctyna Ttuma 0 SBISIOTCS YIOPANOYCHHBIMU (HANPHMEpP, MPOHYMEPOBAHHBIMH), OJHAKO HE
TpebyeTcsi cOOIIoIeHHE ITOH YIOPSIIOYEHHOCTH TIPH Nepeade W/WIN 3alliCh B MaMsTh (TEXHUYECKOE MpenMy-
IIECTBO: MapajuienbHas 0o0paboTka, 00pa3oBaHHe MapajielbHBIX IOTOKOB, MYJIbTHIIEKCUPOBaHHUE). EnuHUIED
jnocryna TnoB 1, 2, 3 u 4 He TpeOyIOT yHOpsSA0YeHHS U HE TPeOyIOT COONIOAEHUs OYEePEJHOCTH NIPH Tepeaaye
W/WIM 3aIMCH B MAMATh (TEXHUYECKOE NMPENMYILECTBO: IapaulesibHas 00paboTka, oOpa3oBaHue MapaiedbHbIX
MOTOKOB).

KommuecTBo cunTaHHBIX (pparMeHTOB IOCIEAOBATEIHFHOCTH, COACPIKAIINXCS B KXKIOH SIMHHUIE JOCTYIIA,
SBIISICTCS MAapaMeTPOM KOH(QUTYPUPOBAHHS, 33JaBAaCMbIM IIOJIb30BATEIIEM C ITOMOIIBIO ITOJIB30BATEIHCKOTO HH-
Tepdetica, MPUMEHIEMOTO PH KOTUPOBAHUN JAHHBIX T€HOMA COTJIACHO HACTOSIIEMY H300peTeHnio. Bo3moskHa
MepechlIKa TaHHOTO MapaMeTpa KOHPHUTYPHPOBaHNUS, HATIPIMED, B 3aT0JIOBKE COOTBETCTBYIOMICH €IUHHIIBI 10C-
Tyma.

Texauueckne 3PPEKThI.

Texundeckuit 3PeKT OT CTPYKTYpUpOBaHUs HHPOPMAIMHU 110 TEHOMY B BHUJIE OIHCHIBAEMBIX 3/1€Ch €U~
HHII IOCTYIIa COCTOUT B TOM, YTO JaHHBIE TCHOMA

1) MO>XHO M30MpaTETHHO 3aNPAIIUBATE C IEIbI0 JOCTYyTa

K crieriu(uIecKuM "KaTeropusimM" TaHHBIX, HAIPUMED, CO CIelM(UUECKON KOHHOTAIMEH N0 BpeMEHH HJIH
Ouonornyeckoil KOHHOTaIMel) 0e3 HeoOXOIUMOCTH JIEKOMIIPECCHH JaHHBIX I'€HOMa B IIEJIOM /WM HAOOpOB
JTAHHBIX W/WITU CBS3aHHBIX C HUIMH MCTAJaHHBIX;

K crienuduaeckuM 00JacTsIM TeHOMa JIJIs BceX ""kaTeropuit”, as momHadopa "kareropuit”, st OAMHOTHOR
"kateropun" (C COOTBETCTBYIONIMMH METaJaHHBIMHU MU 0€3 HUX) 0e3 HEOOXOIUMOCTH JEKOMIIPECCUH APYTHUX
obacTei reHoMa;

2) MOXXHO OOHOBJIATH ITYyTEM IOCTENEHHOTO JI00ABICHHUS HOBBIX JaHHBIX C MPEJOCTaBICHUEM JOCTYIa K
HHUM, KOTJa

BBITIOJTHSCTCS] HOBBIA aHATN3 HAJAJAHHBIMH WM HA0OpaMU AHHBIX 'eHOMA T¢HEPHPYIOTCS HOBBIC AHHEIC
WM HaOOPHI JaHHBIX TEHOMa ITyTeM CEKBEHUPOBAHUS OJHUX M TEX )K€ OPraHU3MOB (Pa3IMYHBIX OHOJIOTHYECKUX
npo0, OHOIOrMYecKoi MPOOBI OHOTO M TOTO XK€ THIA ¢ Tu(depeHraniell XapakTepuCTHK, HallpuMep, aHaIh3a
KPOBH € pa30dpocoM BO BPEMEHH U Jp.);

3) MoxHO 3] PEeKTHBHO TPAaHCKOIUPOBATH B HOBBIH (hOpMAT JaHHBIX B CIy4ae HEOOXOAMMOCTH MCIOJB30-
BaHMs HOBBIX JTAaHHBIX WM HAOOPOB JaHHBIX T€HOMa B Ka4eCTBE HOBOH pedepeHCHOI Mocie10BaTeIbHOCTH (Ha-
MIpUMeEp, HOBOTO pedepeHCHOro reHoMa, TIEPEHOCHMOTO eAHAIIeH focTyma Tuma 0) 0OHOBJICHHUS CIICTTUPUKAITAN
(dhopmara KogUpOBaHUS.

B oTHOmIEHNY pemeHnit N3 TEXHUKH W3BECTHOTO ypOBHS (TakuX kak SAM/BAM) yrmoMsiHyThIEe BBIIIE TEX-
HUYECKHE XapaKTePUCTUKH aJpecOBaHBI MpoOiieMaM 3alpaliiBaHus QIIIBTPAIlNN JaHHBIX Ha YPOBHE MPHIOKE-
HU, KOTJa BEITIOTHEHA BEIOOPKA BCEX JAHHBIX C AEKOMIPECCHEeN U3 3aKOIUPOBAHHOTO (hopMaTa.

Jlaree mpuBeieHB! IPUMEPHI CIICHAPHS IPUIIOKEHNS, B KOTOPBIX CTPYKTYpa €IMHULIBI JJOCTYIIAa CTAHOBUTCS
MHCTPYMEHTAILHON CTPYKTYpPOH JUISl TEXHOJIOTMYECKOTO TIPEHMYIIECTBA.

W36upatenbHbIi OCTYII.

B wactHOCTH, pacKpbITas 3/1eCh CTPYKTYpa JaHHBIX, OCHOBBIBAIOLIASICS Ha €AMHHUIAX JIOCTYIA Pa3IUIHBIX
THIIOB, 00ECIIEYNBAET BO3MOKHOCTD

W3BJIEKATh TOJILKO MH(POPMAIHIO (JaHHbIE WM HAOOPHI JaHHBIX) CYUTAHHBIX ()ParMEHTOB BCETO CEKBEHU-
poBaHms Bcex "Kareropuid" uiaM rnogHabopa (T.e. oHOTO MM OoJiee ypOBHEH) M OAMHOYHOMH "Karteropun" 0e3
HEOOXOIMMOCTH JAEKOMIIPECCHH TAKXKe COAECP)KUMOTO COOTBETCTBYIOIINX METAIaHHBIX (OTpaHHYCHHUE U3 TEXHH-
KH U3BECTHOTO ypoBHSI: SAM/BAM, KOTOpBIEC HE CTIOCOOHBI TaXe MOAICPKUBATH Pa3TUINe MEXITY Pa3THIHBIMHU
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KaTerOPUSIMU UM YPOBHSIMU);

U3BJICKATh BCE CUUTAHHBIC ()PAarMEHTHI, BRHIPOBHECHHBIC B CIICIIU(PUUCCKUX OOIACTAX MPUHATON K UCIIOJHE-
HUIO pedepeHCHON MOCIeA0BaTeILHOCTH I BCEX KaTErOpHH, IMOIHA00POB KaTeTOPHiA, OMMHOYHON KaTeropruu
(C COOTBETCTBYIOIIMMH METaJIaHHBIMU MU 0e3 HUX) 0e3 He0OXOIUMOCTH JEKOMIIPECCHH TaKXe IPYrux odmac-
Tell TeHOMa (OTpaHUYeHHE U3 TEXHUKH U3BECTHOTO ypoBHA: SAM/BAM).

Ha ¢wur. 39 mokasano, kak st 1ocTyna K HHGOPMAIUU MO0 TEHOMY, ITOJCTaBJICHHOW BO BTOPOH CErMEHT
pedepencHoit mocnenaoBarenbHocTH (AU 0-2) ¢ paccoriacoBaHUSIMH, TPEOYETCS TOJBKO JEKOJUPOBAHUE €ITH-
aut goctyna AU 0-2 ,1-2 u 3-2. D10 mpumMep M30MpaTeTBLHOTO ITOCTYIA, COOTBETCTBYIOIIETO KAaK KPUTESPHUSIM,
OTHOCSIIMMCS K O0JIACTH IOJICTAHOBKH (T.€. MO3UIIUU B pePePECHCHON MOCICAOBATCIFHOCTH), TAK U KPUTCPHSIM,
OTHOCSIIMMCS K ()YHKIIMU COTJIACOBAHUS, IPUMEHIEMOM K CYNTAaHHBIM ()parMeHTaM 3aKOJAUPOBAHHOMN MOCIEI0-
BaTCIFHOCTH 10 OTHOMICHUIO K pe)epeHCHON MOCIIEI0BATEIFHOCTH (T.€. C pACCOTIACOBAHUSIMH TOJBKO B JaH-
HOM IIpHMepe).

JloToTHUTEIPHOE TEXHUYECKOE MMPEUMYIIIECTBO COCTOUT B TOM, YTO HAMHOTO MOBHITIACTCS 3(Hh(HEKTUBHOCTH
3anpamBaHys JaHHBIX B YaCTH JOCTYIA K JAaHHBIM U CKOPOCTH HCIOJTHEHHS, TOCKOJIBKY 3allpalliBaHUE OCHO-
BBIBAETCS HA JIOCTYIIE M ICKOJUPOBAHUH TOJIHKO B OTHOIIICHUH BHIOpAaHHBIX "KaTeropuit", KOHKPETHBIX o0acTei
WIIA TEHOMHBIX TIOCJIEIOBATEIFHOCTEH YBEITNYEHHON JJIMHBI M TOJBKO KOHKPETHBIX YPOBHEH MU €AMHUI] 10C-
Tyna TamnoB 1, 2, 3, 4, KOTOpbIe COOTBETCTBYIOT KPUTEPHUAM IIPUMEHSIEMBIX 3alPOCOB U JIF000H MX KOMOMHAIINY.

OpraHuzanus eAuHAI JoCTymna TUTIoOB 1, 2, 3, 4 B BUIe ypOBHEH obecreunBaeT BOZMOXHOCTh 3P PEKTHUB-
HOTO HM3BJICYCHHS IOCIIEIOBATEIFHOCTEH HYKICOTHIOB CO CIEHU(UUECKAMH BapHalUsAMHU (HAIpHMeEp, pacco-
TJIACOBAHUSAMH, yIAJIEHUSIMH) TI0 OTHOIICHUIO K OJHOMY WK OoJiee peepeHCHBIM TeHOMAaM;

KOTOPBIC HE BCTPAMBAIOTCS TIOJICTAHOBKON HH B OJTUH U3 PACCMATPUBACMEBIX pe)epEHCHBIX TCHOMOB;

KOTOPBIC HJICaThHO BCTPAUBAIOTCS TOJCTAHOBKOM B OJMH WK OoJiee pe)epeHCHBIX TCHOMOB;

KOTOPBIC BCTPAUBAIOTCS MOJACTAHOBKOM C OJTHUM WX 00Jiee YPOBHSIMH TOYHOCTH.

HHkpemMeHTHOE OOHOBIICHHE.

Enuauner goctyna THHOB 5 U 6 00€CIeUMBAIOT BO3MOKHOCTh MPOCTOI BCTaBKHM aHHOTANWi 0e3 HeoOXo-
JTIUMOCTH JIeTIaKeTH3NPOBATH/ IEKOINPOBATH/IEKOMIIPECCUPOBATh BeCh (Daiiy, ToBBIIAas TeM caMbIM d(h(EeKTHB-
HOCTBH 00paboTKH (aiiiia, SBISIONIYIOCS OTPAaHHYCHHON B ITOAX0aX M3 M3BECTHOTO YPOBHS TeXHUKH. [Ipu cyre-
CTBYIOIINX PEIICHUAX 110 KOMIIPECCHH U TIOJIYYEHHS TOCTyTa K TpeOyeMbIM JaHHBIM TeHOMa MOXET MoTpedo-
BaThCs OCTYN K OOJILIITUM 00BeMaM CKAThIX JTAHHBIX U UX 00paboTKa. DTO BBI3BIBAET HEAPY(HEKTUBHOE UCTIOIb-
30BaHHe MOJIOCH nporryckanus 3YIIB u poct moTpedieHns MOIIHOCTH, B TOM YHCIIE B alllIapaTHBIX peasin3ali-
ax. [IpoGemsl MOTPeOICHNS MOIIHOCTH M IOCTYTIa K TIAMATH MOTYT OBITh PEIICHBI IIPH HCIIOIB30BAHUHN MTOIX0-
Jla Ha OCHOBE OITMCAHHBIX 37€Ch CAUHUIL JOCTYIIA.

MexaHU3M MHJCKCAIIMK TaHHBIX, OMHUCAHHBIA MPUMCHHUTEIBHO K TaOJNHIE TTaBHOTO yKa3atens (CM. (ur.
21), B cCOYETaHHUHU C UCIIOJIL30BAaHUEM CIAMHUIL IOCTYIIa 00ECIICUNBACT HHKPEMEHTHOE OOHOBIICHHE 3aKOIUPOBaH-
HOTO COJICPKHMOT0, KaK OIMCAHO HUXKE.

BcraBka IOTIOTHATEIFHBIX JAHHBIX.

Bo3MoxHO mepuoanveckoe T00aBICHHE HOBOM MH(MOPMAIMH [0 TeHOMY K CYIISCTBYIOIIUM JAHHBIM Te-
HOMa TI0 HECKOJIBKUM Ipu4YrHaM. Hamprumep, B CIeIyIOMUX CIIydasx

OpTaHN3M CEKBEHHPOBAH B pa3HbIE MOMEHTHI BPEMEHH;

HECKOJIBKO PA3IMYHBIX P00 OJHOTO M TOTO K€ HHINBUAYYMa CEKBEHHPOBAHO B OJHO M TO XK€ BPEeMS;

HOBBIC JTAaHHBIE CTEHEPHPOBAHBI B XOJI¢ MpoIiecca CEKBEHUPOBaHUS (TOTOKOBOH 00pabOTKH).

B yka3aHHBIX BBIIIE CHUTYalHsX OMHUCAHHOE 37€Ch CTPYKTYPHUPOBAHNE NAHHBIX C UCIOIH30BAHUEM €IMHHII
JIOCTYTIAa ¥ ONHCaHHAasi B pa3zjeie mo GopMmaTy Qaiiia cTpykTypa JaHHBIX 00CCIIEYHBAIOT BO3MOKHOCTh MHKPE-
MEHTHOTO HHTCTPHPOBAHUS 3aHOBO CTCHEPUPOBAHHBIX AHHBIX 0¢3 HEOOXOIUMOCTH MEPEKOTUPOBAHUS CYIIECT-
BYIOIIUX JaHHBIX. [Iporiecc MHKPEMEHTHOTO OOHOBIICHHSI MOKET OBITh pEaIn30BaH CICIYIOIUM 00pa3oM:

1) 3aHOBO CO3AaHHBIC CAWHUIIBI JOCTYIIA MOTYT OBITH IIPOCTO MOCIECIOBATEILHO MIPUCOCANHECHEI B (haiine K
CYIICCTBYIOIIUM CTUHHIIAM JIOCTYIIA, 1

2) MHICKCAIMIO 3aHOBO CO3JaHHBIX JAHHBIX WA HAOOPOB JAaHHBIX BKITIOYAIOT B TaOJIHIly TJIABHOTO yKa3a-
TeJNsA, ONMCAaHHYIO B pa3gelnie mo ¢opmary ¢aitia B ganHoM gokymeHTe. OIWH WHAEKC ONMpeneseT MO3HINI0
BHOBH CO3JJAHHOM €IWHHIBI JOCTYIA B CYIIECTBYIOIIEH pedepeHCHOH MOCIeI0BaTeNbHOCTH, APYTHE HHICKCHI
MIPENICTABIISIOT COOOM yKazaTeld BHOBb CO3JIaHHBIX €IMHUIL JOCTyINa B Qu3ndeckoM (aiine mis obecrieueHus
TPSAMOTO U M30MPATEIBHOTO JOCTYIIA K HHM.

JanHbIi MexaHn3M winTiocTpupyetcs ¢ur. 40, Tae CyImecTBYIONINE JaHHbIC, 3aKOANPOBAHHBIE B TPEX €IU-
HUIaX JOCTYIa TUMa | U B 4EThIpeX eAMHMIIAX TOCTYIAa Ha Ka) bl U3 TUTIOB 2-4, OOHOBISIOTCS TIOCPEICTBOM
TpeX CIMHHUI[ TOCTYMa Ha THII C KOJUPOBAHUEM JAHHBIX, MOCTYIAIOIINX, HAIPUMED, U3 HOBOHW MOCIICI0BATEIIh-
HOCTH, BBITIOJIHAEMOU JIISl OHOTO M TOTO K€ MHIUBUIYYMA.

B cnemuduyeckom ciyyae HCMOIB30BAHUS MOTOKOBOW 00pabOTKM JaHHBIX M HAOOPOB JaHHBIX TCHOMA B
C)KaTOM BHJIC MHKPEMEHTHOE OOHOBJICHUE CYIIECTBYIOMICTO HA0Opa TaHHBIX MOXKET OBITh IOJIC3HO TIPU aHAITU3e
JAHHBIX Ccpa3y MOCIe UX BBIJAYM MAIIMHOW CCKBCHHPOBAHUS U TEpe] 3aBepIICHHEM (PaKTUIECKOTO CEKBEHUPO-
BaHus1. Konmupyromiee yCTpoHCTBO (KOMIPECCOP) MOXKET MapaUIeIbHO KOMIIOHOBATh HECKOJIBKO CAMHUIL TOCTY-
ma myteM oOpa3oBaHUs "KiacTepa" CUMTAHHBIX (PArMEHTOB IOCIIEIOBATEIILHOCTH, BCTPAMBACMBIX ITOJCTAHOB-
KO B OJHY ¥ Ty K€ 00JIaCcTh BEIOpaHHOU pedepeHCHOH MmocieaoBaTeabHOCTH. Kak TOMbKO KOJTMYECTBO CUMTAH-
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HBIX ()parMEHTOB B MEPBOI CAMHUIIEC NOCTYIMa TOXOTHUT IO 3HAYCHUS BBINIC MPEABAPUTEIBHO CKOH(HUTYPHPO-
BaHHOTO IOpOTa/mapaMeTpa, SIUHUIA TOCTYIa TOTOBa K MepechlUTke ¢€ MPUIOKCHUIO aHam3a. B coueranuu c
3aHOBO 3aKOJMPOBAHHOW SIMHHUIICH TOCTYyIa YCTPOUCTBO KOJMPOBAHUS (KOMIIPECCOpP) TOHKHO O0ECIICYHTH, UTO
BCE €IMHUIIBI JOCTYIA, OT KOTOPHIX 3aBUCUT HOBas €IMHHUIA JOCTYIA, Y)K€ IepeJaHbl Ha TIPUEMHBIH KOHEI] WIN
MIePECHUTAIOTCS BMECTE ¢ HOBOW enuHMIEH moctyna. Hampumep, IUid MpaBHIIBHOTO JEKOAMPOBAHUS €IWHUIIBI
JocTyma Tumna 3 Tpebyercs Hajludne Ha MIPUEMHOM KOHIIE COOTBETCTBYIOWICH eanHUIIBI focTyna Tuna 0 1 Tuma
1. ITocpencTBOM ONMMCAHHOTO MEXaHW3Ma MPIJIOKEHHE BBI30BAa BapHAHTa Ha MPHUEMHON CTOPOHE MOJYYaeT BO3-
MOJKHOCTh MHHUIIMMPOBATH BHI30B BapHaHTa MpU IpHUEMe €IHHHUIBI JOCTYI Iepe]l 3aBEpIICHHEM IpoIecca Cek-
BEHUPOBAHUS Ha Mepeaaromneit cropone. Cxema JaHHOTO Mpoliecca MpeIcTaBlicHa Ha ¢ur. 41.

HoBblil aHanu3 pe3ynbTaToB.

B mpenenax >KxM3HESHHOTO IMKIIA 00paOOTKH TEHOMAa MOXKET OBITH MPUMEHEHO HECKOJIBKO UTEepaIliid aHAIU-
3a TGHOMa K OJIHUM U TEM JKC¢ JJAHHBIM (HaIpUMEp, P BBI30BE JIPYrOr0 BapHaHTa ¢ HCIOJIB30BAHUEM JPYTOro
anroput™Ma 00paboTku). Vicnonp30BaHUe SIUHUIL TOCTYTIA B OIPEACICHUH, IPUBEICHHOM B JAHHOM JIOKYMEHTE,
U CTPYKTYPHI TaHHBIX, OMTUCAHHOW B pa3jielic JAHHOTO JOKYMEHTa 1o (gopmMary daiina, 00ecrieynBacT BO3MOXK-
HOCTh HHKPEMEHTHOTO OOHOBIICHHS CYIIECTBYIOIINX CKATHIX JAHHBIX C ITOMOIIBIO PE3yJIbTATOB HOBOTO aHAJH-
3a.

Hanpumep, HOBBII aHamm3, BHITIOJIHEHHBIH Ha CYIIECTBYIOIINX C)KATBIX NAaHHBIX, MOXET MPHUBECTH K CO3-
JAHWIO HOBBIX JAHHBIX B CICTYIONIUX CIIydasx:

1) HOBBI aHATN3 MOXKET M3MEHHUTH CYIIECTBYIONINE PE3yJabTaThl, paHee "TpUBs3aHHBIC" K 3aKOIUPOBAH-
HBIM JIAaHHBIM. DTOT CITydail HIUTIOCTpUpYeTCs Gur. 42 U peaym3yeTcs MyTeM MOJHOTO WIIM YaCTHYHOTO TIepeMe-
HICHUS COACP>KUMOTO OJHOW SAMHUIIBI IOCTYIIa U3 OJTHOTO THIA B APYrod. B cimyuae, korga Tpebyercs co3nanue
HOBBIX €TUHHMII TOCTYMA (C YUETOM MPEIBAPUTEIHLHO 33JaHHOTO MAKCHMAIBHO JAOMYCTHMOTO pa3Mepa CAUHUIIBI
JIOCTYTIa) HEOOXOMMO CO3JIaTh COOTBETCTBYIOIIME WHACKCHI B TAOJNHIIC TIABHOTO YKa3aTels U 0 Mepe HeoOXo-
JIUMOCTH BBITIOJIHUTH COPTHPOBKY COOTBETCTBYIOIIETO BEKTOPA;

2) HOBBIC TAaHHBIC CO3JAOTCS B PE3yJIbTaTe HOBOTO aHAJIM3a M JOJDKHBI OBITh "MPHUBSI3aHBI" K CYIIECTBYIO-
UM 3aKOAMPOBAaHHBIM TAHHBIM. B TaHHOM ciyyae HOBBIE €AMHUIIBI AOCTYIA THIIA 5 MOTYT OBITH CO3IaHBI U
MIOCJIEIOBATENFHO MPHUCOCIMHEHBI K CYIIECTBYIOMIEMY BEKTOPY €IUHHII TOCTYII TAKOTO K€ THUMA. DTOT MPOIecc
Y COIyTCTBYIOIIEE OOHOBJICHNE TAaOIHUITHI TJIABHOTO YKa3aTells n300paxeHsl Ha Qur. 43.

OrnrcaHHbIe BHIIIE CITyYad, TPOMILTIOCTPUPOBAHHBIC (UT. 42 1 43, ABJISIOTCS peann3yeMbIMHU Omaromgaps

1) BO3MOKHOCTH HMETh TPSAMON JOCTYII TOIBKO K TAHHBIM C HU3KHM KaueCTBOM IOJCTaHOBOK (HAaIpHMep,
eIMHHIIAM JOCTyNa Thra 4);

2) BO3MOKHOCTH ITOBTOPHO IOJICTABJIATH CYUUTAHHBIC ()PArMEHTHI B HOBYIO 00JIACTh T'€HOMA ITyTEM MPOCTO-
TO CO3JIaHWSI HOBOHM €TUHHIIBI JOCTYIIA C BO3MOXKHOM MPUHAUICKHOCTHIO K HOBOMY THITY (HalpUMep, CAUTAHHBIC
(hparMeHTBI, BKIFOUCHHBIC B SIMHHUILY TOCTYIA TUIA 4, MOTYT OBITH MMOBTOPHO IOJICTABJICHBI B HOBYIO 00JaCTh C
MEHBIITUM KOJHYCSCTBOM PACCOTIIACOBAHUH (THUIIOBOE 3HAUCHHUE 2-3) U BKIFOUCHBI BO BHOBBH CO3JIAHHYIO CIUHUILY
JlocTyna);

3) BO3MOXKHOCTH CO3/IaTh CIUHUILY JOCTYIA THIA 6, COICPIKAIIYIO TOJBKO 3aHOBO MOJIYUYCHHBIC PE3yIIbTa-
THI aHAJIN3A W/WIIN CBSI3aHHBIC C HUMH aHHOTAIlMH. B JaHHOM ciy4ae BHOBB CO3/aHHBIM €AWHHUIIAM JOCTYIIa Tpe-
OyeTcst TONBKO HAJIMYUE B CONEPKUMOM 'yKazaTelel" Ha CYIIeCTBYIONIUE SIUHHUIIBI TOCTYIa, ¢ KOTOPHIMUA OHHU
COOTHOCSITCSI.

TpaHckoupoBaHueE.

CKaThIM JaHHBIM T€HOMa MOKET OTPeOOBaTHCS TPAHCKOTUPOBAHNE, HAIIPUMED, B CICIYIONIUX CHTYaIlH-
X

My OJIMKAKs HOBBIX pPEPEPEHCHBIX TOCIEA0BATEIFHOCTEH;

HCTIOJIB30BaHUE IPYTOTO aITOPUTMa TOACTAHOBKY (TIOBTOPHOM TTOJACTAHOBKH).

Korpa manHBIC TeHOMa MOJCTABIIIOT B CYIICCTBYIOUINIA pedepeHCHBIA TeHOM OOIIET0 MOJIb30BAHUS, IS
myOJIMKaIK HOBOW BEPCHH YKa3aHHOH peepeHCHOMN MOCIeIOBATEIIFHOCTH WIH TIPHU KEJIAHUU MOJICTABUTH JaH-
HBIC C UCIIOJIb30BAaHHEM JIPYrOro ajJroputMa oOpabOTKH B HACTOsIIEE BpeMsl TpeOyeTcs Mpolece MOBTOPHON
MOJICTAaHOBKH (re-mapping). [Ipu MOBTOPHOM MOACTAHOBKE CHKATHIX NaHHBIX C HUCIOIB30BaHUEM (HOpMaTOB (aii-
Jla U3 MpenbIayInero ypoBHs TexHuku (Hanpumep, SAM mim CRAM) tpebyercsi JeKOMIpeccHs: BCeX CHKAaThIX
JIAHHBIX B UX "HCXOMHYIO" (opMy IS BO3MOKHOCTH TOBTOPHOH BCTaBKH CO CCHUIKOW Ha 3aHOBO JOCTYITHYIO
pedepeHCHYI0 MOCIeA0BATEIFHOCTD HITH C HCIIOIB30BaHUEM JIPYTOTO alTOPUTMA ITOJCTAHOBKU. DTO CIpPABEIIIH-
BO JIakKe B TOM cIIy4ae, KOTJa 3aHOBO OITyOIMKOBaHHAs pedepeHCHas OCIe0BATEIbHOCTh OUYCHh HE3HAUUTEIb-
HO OTJIMYAeTCsA OT MPEOBIAYIICH TOCIeNOBATEIFHOCTH WIH JAPYTOH HCIOJIB3YyEMBIH alTOPHUTM IIOJICTAHOBKU
OCYILIECTBIIACT ITOJICTAHOBKY, KOTOPAasi OUeHb OJIM3Ka (WU HICHTUYHA) MPEIBITYIICH MOCTAHOBKE.

[IpermymiecTBO TPaHCKOIUPOBAHUS CTPYKTYPUPOBAHHBIX JAHHBIX TCHOMA C MCIIOJF30BAaHHEM OIHMCAHHBIX
3/1eCh IMHHUI] JOCTYIAa COCTOUT B CIEAYIOIEM:

1. s TMOACTAaHOBKHM B OTHOIICHHH HOBOTO pe)epEHCHOTO TeHOMa TPEOyeTCs JIMIIb MEPEeKOAUPOBaHUC
(mexoMrpeccus M KOMIIPECCHS) TAHHBIX U3 €IUHHMII JOCTYIA JJIs IMOJCTAHOBKU B T€ OOJIACTH T€HOMA, IJIe TIPO-
W30IIUTH U3MCHEHUS. [IOMOHUTEIBHO MOJH30BATENb MOXKET BEIOMPATh TE CXKATHIC CYMTAHHBIC (PparMeHTHI, s
KOTOPBIX MOXKET IO TOH WJIM MHOW NMpUYHHE MOTPeOOBATHCS MOBTOPHAS IOJICTAHOBKA Jake B TOM CIIydae, eClii
MepBOHAYAIBFHO HE YIaJlOCh MOJCTaBUTh MX B M3MEHEHHYIO 00JacTh (3TO MOXKET MMETh MECTO, KOTZia B TIpea-
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CTaBJICHHUH TIOJIB30BaTEIs MPEABIIYIIAs MOJICTAHOBKA SIBIIICTCS HU3KOKAUYECTBCHHO). [laHHBINH CciTydail CTIONb-
30BaHus WLTIOCTpUpYyeTcs (ur. 44.

2. B cnmydae, Korza 3aHOBO OITyOJIMKOBAaHHBIN pe(epeHCHBI TeHOM OTJIMYAETCs OT MPEABIIYIIETO TeHOMa
JIMIIH COBUTOM LIENBIX 00JIacTel Ha APYyrue MO3WINK BHYTPH T€HOMA, OIEepalys TPAHCKOIUPOBAHUS BBIITOIHS-
eTcst 0co0eHHO mpocTo U 3ddekTuBHO. Ilo cymecTBy, IS MepeMemeHus] BCeX MOJCTABICHHBIX CUUTAHHBIX
(parmMeHToB B "00JaCTh CABUTA" TOCTATOYHO M3MEHUTH JIUIIH 3HAYCHHE aOCONIOTHON IMO3HIINH, COIEpKAIEecs
B 3aroJIOBKE CBSI3aHHBIX C 3THM €IUHHIL JOCTyMa (Habopa equHUIl JocTyma). KaXkaplid 3aroloBOK €IHHHUIIBI 10C-
TyTIa COAEPKUT aOCONOTHYIO MO3UIHIO, HAa KOTOPYIO TIEPBHIN CYUTAHHBIA ()ParMEeHT, COACPIKAIINNCS B €IUHUIIC
JIOCTYTIA, TTOJICTABIICH B PEPEPEHCHYIO MOCIEAOBATEILHOCTD, B TO BPEMsl KaK BCE IPYTHE MO3UIUH CYUTAHHBIX
(parMeHTOB 3aKOAMPOBaHbI ¢ AU depeHnnannueii OTHOCUTENbHO nepBoro ¢parmenrta. Ilosromy npocroe 06-
HOBJICHHC 3HAYCHUS aOCONIOTHON MO3HWIUU TIEPBOTO CYMTAHHOTO (hparMEHTAa BBI3BIBACT COOTBETCTBYIOIICE TIC-
peMeIlcHIE BCEX CYUTAHHBIX ()PArMECHTOB B CIUHUIIC OCTYMA. JJaHHBIH MEXaHH3M HE MOXET OBITh pealn30BaH
Ha OCHOBE MOJXOJ0B M3 TEXHUKU U3BECTHOTO YpOBHs, Takux kak CRAM u BAM, nockoybKy NO3ULMU TaHHBIX
TCHOMA 3aKOIHMPOBAHBI B CXKATOM IOJIC3HOW HArpy3Ke, YTO 03HAYaeT HEOOXOTUMOCTh MOTHON JTEKOMIIPECCUU H
TIOBTOPHOT'O CHKAaTHsI BCEX HAOOPOB TaHHBIX TE€HOMA.

3. Ecim ucmone3yeTcs Apyroi anropuT™ MOACTAaHOBKH, MOXKHO MPUMEHSTH €ro TOJBKO K TOH YacTH Cxa-
TBIX CYMTAHHBIX (PParMEHTOB, B KOTOPOH IOJICTAHOBKA BBINOJHEHA ¢ HU3KUM KadecTBOM. Hampmmep, Moxet
OKa3aThCs IeJIecO00pa3HbIM IPUMEHEHHE HOBOTO aJrOPHUTMAa MOACTAaHOBKH TOJNBKO K CIYMTAHHBIM (pparmeHTam,
KOTOpBIE HE HICAIBFHO COTIACYIOTCS C pedepeHCHBIM TeHOMOM. [IpuMennTensHo K hopMaTaM, CyIIECTBYIOIINM
B HACTOSAIIEE BpeMsi, HEBO3ZMOXKHO (WIJIM BO3MOYKHO JIMIIh YACTUYHO C HEKOTOPBIMU OTPAHWYCHUSIMH) M3BJICKATh
CUHMTaHHBIC (PPArMEHTHI B COOTBETCTBUU C KaYECTBOM WX ITOJICTAHOBKH (T.C. HAIMYHEM PACCOTIIACOBAHUI M UX
Koym4ecTBoM). Eciu pe3ynbTaThl HOBOW MOICTAHOBKH BBIBOJSTCS MHCTPYMEHTAMHU HOBOW MOJCTAHOBKH, COOT-
BETCTBYIOIIAEC CUYUTAHHBIC (PPArMEHTHI MOTYT OBITh TPAHCKOIUPOBAHBI M3 OJHON CIUHUIIBI JOCTYIA B IPYTYIO
SAMHUILY TOCTYIIa TAKOTO e Thma (cM. Gur. 46) Wik U3 SIUHUIBI OJHOTO TUMA B CAWHUILY IPYTOTO THUIMA (CM.
¢uwr. 45).

Bonee Toro, B pemeHnsx MO CKaTHIO U3 TEXHUKH M3BECTHOTO YPOBHS JUISI MOJTYYECHUS BO3ZMOXKHOCTH JOC-
Tyma K TpeOyeMbIM JTaHHBIM T€HOMa MOXET MOTPeOOBaTHCSA JOCTYH K OONBIIOMY 00BEMY CXKATHIX JaHHBIX M €r0
00paboTka. DT0 BBI3bIBaCT HEAPHEKTHUBHOE UCTOIB30BAaHUE TMOJIOCH npormyckanus 3YIIB u moBbImeHHOE T0-
TpeOJIeHHe MOIITHOCTH, B TOM YHCJIE B almapaTHBIX peanu3aiisix. [po0iaeMbr moTpebIeHns MOIIHOCTH M TOCTY-
Ta K MaMSATH MOTYT OBITh PEIICHBI IPH UCTIOIB30BaHUH ITOIX01a HA OCHOBE ONHMCAHHBIX 3/16Ch CIUHMUIL JOCTYTIA.

JloTIOTHUTEIHHBIM TIPEUMYIIIECTBOM MPUHATHS OMMCAHHBIX 37€Ch SAUHMI] JOCTYIIA I TCHOMOB SIBIISICTCS
VIPOIICHHUE MapalIeIbHON 00pabOTKH M MPUTOTHOCTH K almapaTHbIM peann3anusaM. CyIIecTBYIOIUE PEIICHUs,
takue kak SAM/BAM u CRAM, KOHIENTYalIbHO TOJIXOIAT ISl OTHOMIOTOKOBBIX MTPOTPAMMHBIX peaTu3aIluii.

W3zbuparenbHoe muppoBaHue.

IMomxom Ha OCHOBE SAMHUIL IOCTYIIAa, OPTAHU30BAHHBIM 110 HECKOJIBKHM THIIAM ¥ YPOBHSM, KaK OTHCAHO B
JAHHOM JIOKYMEHTE, 00eCIeunBacT BO3MOKHOCTh Pealli3allid MEXaHU3MOB 3aIllUTHI COJICPKUMOTO, Kakas He-
BO3MO’KHA HA OCHOBE MOHOJIUTHBIX PEILIEHUIN U3 TEXHUKU U3BECTHOTO YPOBHSL.

CrienManucTaMm co CpeJHMM YPOBHEM 3HAaHWH B TaHHOW OOJIACTH M3BECTHO, YTO OOJBITHHCTBO WH(pOpMAa-
IIUH 10 TEHOMY, OTHOCSIIEHCS K TEHETHIECKOMY MPO(IUII0 OpraHu3Ma, ONMPAeTCs Ha OTINYHA (BapHAHTHI) IO
OTHOIICHHIO K M3BECTHON ITOCIIEIOBATEIHHOCTH (HAIpUMeEp, peepeHCHOMY T€HOMY WJIH HOIYJISIIHA TEHOMOB).
[TosToMy MHANBUAYANbHBIA TEHETHIECKUN MPO(MITh, 3aIIUIAEMBIH OT HEIIPABOMOYHOTO JTOCTYTIA, KOAUPYIOT B
eAWHUIAX JOCTyIa THIOB 3 M 4, KaK OIMMCAHO B JaHHOM JOKyMeHTe. [103ToMy BOIIIOIIEHNE HAa TPAKTHKE PETy-
JUPYEMOT0 JOCTYIa K MAKCUMAIILHO YyBCTBUTEIFHOW HH()OPMAIMH 110 TCHOMY, MOJTYYCHHOU C TIOMOIIBIO TIPO-
[ecca CCKBCHUPOBAHUS U aHAJN3a, MOXKET OBITh PEATM30BAHO MyTEM MIHM(POBAHUSA TOJNBKO MOJIC3HOW HATPY3KU
eauHUI JocTtyna TuroB 3 u 4 (cM. npumep Ha ¢wur. 47). [Ipu 3ToM oOecrieunBacTCs CYIIECTBCHHAS YKOHOMHUS B
OTHOIIICHUY KaK MOIIHOCTH OOpa0OTKH, TaK W IIMPUHEI MOJOCHI MPOIYCKAHUS, MOCKOIBKY PECYPCHI, TOTPeO-
JISFOINKE MPOoILece MI(POBaHUS, MPUMEHSIOTCS TOJIBKO K MTOAHAO0PY JaHHBIX.

OOPMVIIA U30BPETEHUA

1. Cnoco6 cxaTusi JAHHBIX T€HOMa, KapTUPYEMBIX Ha pedepeHCHYIO MOCIIeI0BaTEIbHOCTD, COACP AN
JTan pasjeneHus ¢aiina TaHHBIX TeHOMA Ha €IMHHIIBI TOCTYNA Pa3IMYHBIX TUIOB, yKa3aHHbIC €UHHUIIBI JOCTY-
ma coJepKaT JaHHBIC TCHOMA, KIACCU(PUIIMPYEMBIC COTJIACHO MOJICTAHOBKE B pe()epECHCHBIN TeHOM M CTPYKTY-
PUpPOBAHHEIC B BUC YPOBHEH OJJHOPOJHBIX TAHHBIX, IIPUYEM YKAa3aHHOE Pa3JICICHUE BHITIOIHEHO TaK, YTO

€IMHUIIBI TOCTYTIa MepBoro Tuma (280) comepkaT JaHHBIC TCHOMA, IPUYCM YKa3aHHBIC TaHHBIC TeHOMA SIB-
JISFOTCS. 9acThIO pe)epEHCHOM MOCIIeA0BATEILHOCTH, UCIIONB3YEMOM ISl KAPTUPOBAHUS 3aKOJUPOBAHHBIX JIaH-
HBIX W JAHHBIX [TO3UIIMOHUPOBAHUS, 0003HAYAIONINX a0COOTHBIC KOOPINHATHE MECTOIOJIOKEHHS TIEPBOTO CUH-
TaHHOTO (hparMeHTa YKa3aHHOH YacTH pe)epeHCHON MOCIeIOBATEILHOCTH, IIPUYEM YKa3aHHBIC JaHHBIC TCHOMA
HE COOTHOCSTCS C €MMHUIIAMU JIOCTYyTIa Jiroboro apyroro tuma (290, 300, 310, 320, 321),

eMHUIIBI TocTyma Broporo Tuma (290) coxaepxaTt WHGOPMAINIO, OTHOCSIIYIOCSA K TaHHBIM MO3UITHOHHUPO-
BaHMs, 0003HAYAIOIINM MO3HIHUIO MOCIIEA0BATENLHOCTH, UICAITBLHO BIMCHIBAIOIIYIOCS B MOCIEIOBATENHLHOCTS,
coJiepKalyrocs B euHUIe gocTymna nepsoro tumna (280), n nuapopmanmio 06 0OpaTHOM 3aMEIICeHUH 0 OTHO-
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IICHHIO K MH(OPMALIMK TeHOMa, COAEp KalIelcs B eIMHALE JOCTYIIa TIEPBOTO THIIA, U Te

YKa3aHHBIC JJaHHBIC TIO3UIIMOHUPOBAHMS 3aIMCAaHbl HA XpaHCHHE TaKUM 00pa3oM, 4TO MO3UIMS KapTHPO-
BaHMS MEPBOTO CUYUTAHHOTO (h)parMeHTa 3aIIOMHHACTCS B BUJE aOCOIIOTHOM MO3UIMHU, a BCE APYTHE IMO3HIUH
BBIPAXKAIOTCSI B BUJE PA3HOCTH IO OTHOLICHHUIO K IPEIBIAYINEH MO3UINN U 3aIIOMHHAIOTCS] HA CHEHU(PUIECKOM
YPOBHE, U

yKa3aHHBIC JJaHHBIC MMO3UIMOHUPOBAHMSA U JaHHBIC OOPATHOTO 3aMEINEHUSI CTPYKTYPUPYIOTCSI Ha pa3iind-
HBIX YPOBHSIX OJHOPOAHBIX JAHHBIX M CXKMMAIOTCS ITyTEM IIPUMEHEHHS CTIEIH(PUIECKOTro I COOTBETCTBYIOMINX
JAHHBIX TO3UIIMHUPOBAHUS U JAHHBIX OOPATHOTO 3aMEIICHHS alTOPUTMOB CHKaTHI.

2. Cnoco6 1o 1.1, B KOTOPOM yKa3aHHBIE €AMHHIBI 0CTya BTOporo Tuma (290) DOomoJHUTENBHO coiep-
KaT MHPOPMALMIO, OTHOCSIIYIOCS K 00pa3oBaHHmIo nap (294) cuutaHHEIX ()parMEeHTOB T'€éHOMa W/MJIH JIOTIOTHHU-
TENBHYI0 HH(POPMAIIHIO, OTHOCSIIYIOCS K JUIMHE CUNTaHHBIX (parMeHToB (295).

3. Cnocob 1o 11000My M3 IPEAIIECTBYIONINX ITYHKTOB, B KOTOPOM YKa3aHHOE pa3Jie/ICHNE JaHHBIX TeHOMa
Ha €JIMHUIBI JJOCTYIIa PAa3IMYHBIX THUIIOB JOIIOJHHUTEIHLHO BKIIOYACT B ce0sl €AMHHMILY JOCTYIIA JAOTOITHUTEIHLHOTO
tumna (300), congeprkanryio HHGpOpMALNIO, OTHOCAIIYIOCS K ITO3ULMAM PaccoriacoBaHus, Iie aBTOMATy CEKBEHH-
POBaHUSA HE YAAIOCH ONPEAETUTh KaKOH-TN00 HyKICOTH,.

4. Crioco6 1o mro00My U3 MPEAMECTBYIOIMHUX TYHKTOB, B KOTOPOM YKa3aHHOE pa3/iejicHHe NaHHBIX TeHOMA
Ha €IMHHIBI JOCTYIA PAa3IMIHBIX TUIIOB JAOIOJHUTEIBHO BKIIOYAET B ce0s €AMHHMILY JOCTYIA JAOMOIHUTEIHLHOTO
tuma (310), cogepxanryro HHGHOPMAINIO, OTHOCAITYIOCS K MO3UIUN paccoriacoBanus (311) u x Tumy paccorna-
coBanus (312), rae ykazaHHOE paccoryiacOBaHUE OTHOCUTCS K JaHHBIM T€HOMA, OTHOCSIIMMCS K €IUHHIIEC T0C-
Tyna nepsoro tuma (280).

5. Cnoco6 1o 11000My M3 IPEAIIECTBYIONINX ITYHKTOB, B KOTOPOM YKa3aHHOE pa3Jie/ICHHE JaHHBIX TeHOMa
Ha €JJMHUIIBI TOCTYIa Pa3JInIHbIX THUIIOB JOIIOJHHUTEIHHO BKIIOYAET B ceOsl €IMHUIIBI OCTYIa J00aBOYHOTO TH-
na (320, 321), conepxkammue MHPOPMAIMIO, OTHOCSIIYIOCS K MO3HMIMH BCTaBOK-YAAICHUH M PaccoriacoBaHUH
(321), x TuIry BCcTaBOK-yAaJeHHH W paccoriacoBaHui (322) n mHopManuio o MSATKO YCEUCHHBIX ITOCIIEI0Ba-
TENBHOCTSX HYKJIEOTHIOB U O TIOCIIE0BATEIBHOCTIX HYKJICOTHIIOB C KECTKUM yceueHueM (323).

6. Crioco6 1o m000My M3 TIPEIIIECTBYIONNX ITYHKTOB, B KOTOPOM pa3leieHUe TOTIOTHUTEIHLHO BKIIOYACT
B ce0sI €AMHUIIBI JOCTYTIA EIIe OJHOTO OTIMYHOTO OT JIPYTUX THMA, COAEPKAIINE HH(OPMALIHIO, OTHOCSIIYIOCS K
MeTaJaHHbIM (432) W/vunu OIEHOYHBIM ITOKa3aTelNsiM KauecTBa W/MJIM aHHOTAI[MOHHBIM JaHHBIM (431), cBsA3aH-
HBIM C €IMHUIIAMH JOCTYIIA.

7. Crioco0 1o 1.6, B KOTOPOM pa3JiesieHre AOMOJHATEBHO BKIIOYAeT B ce0s €MUHUIIBI JOCTYIA OTIIMYHOTO
OT pYrux 100aBOYHOTO TUIA, COAEPKALINE AHHOTALMOHHbIC JaHHBIE.

8. Crroco0 1o 11.7, KOTOPOM J@aHHBIE €JUHUI JOCTYIIA IO JII0OOMY U3 MPEIIeCTBYIOMNX TYHKTOB yIIOps-
JIOYEHBI pa3MEIICHHEM Ha YPOBHSX, I'/le KaXKIbIl YPOBEHb COJAEPKUT HH(POPMALMIO, OTHOCSIIYIOCS K OTIMYHOMN
OT IPYTUX KaTeropuH: JaHHbIE MTO3UIMOHNPOBAHHSI, 00paTHOE 3aMelIeHHE, 110 JOTIOJIHUTEILHOMY BBIOOpY 00pa-
30BaHUE Tap, MO JOMOJHUTEIEHOMY BBIOOPY paccoriiacoBaHWE M IO JONOJIHUTEIBHOMY BHIOOPY aHHOTAIMOH-
HBIC JaHHBIC.

9. Cnoco6 1o J11060My U3 MPEIecTBYIOMNX MYHKTOB, B KOTOPOM €IMHHUIIBI IOCTYIIA COJIePIKaT 3aroI0BOK
Y JAHHBIE MTOJIE3HON HATPy3KH.

10. Cnoco6 1o 1.1, B KOTOPOM €IUHHIIA JOCTYIa BTOPOTO THIA COMEPKUT HH(POopMammio 00 00pa3oBaHun
Hap CYUTAHHBIX (PparMeHTOB U B KOTOPOM HAJIWIHE TaKOH MH(POPMAIMU IOMEUEHO B 3ar0jOBKE SAMHMIIBI 1OC-
Tyma.

11. Cnoco6 no moboMy U3 MPEeANIECTBYIOMUX MyHKTOB, B KOTOPOM KOJIMYECTBO CUMTAHHBIX (DparMeHTOB,
COJIepIKaIMXCsl B €MHUIIEC JOCTYIIA IEPBOTO THIIA, ONPEEIISIETCS TapaMeTpoM KOH(QUTypHPOBaHHUS BBOAA.

12. Cnioco6 1o 1m.11, B KOTOPOM yKa3aHHBIH IapaMeTp KOH(GUTIypHpOBaHHS BBOJA 3alMCaH HAa XpaHEHHE B
3aroJIOBOK €IMHUIIBI JOCTYIIA.

13. Crioco6 1o m000My 13 IPEANIECTBYIOIUX ITYHKTOB, B KOTOPOM COZAEPKMMOE EANHHMII TOCTyIa 3ang-
poBaHo.

14. YcTpo#cTBO A1 CKaTHsl TaHHBIX T€HOMA, COJIepIKalllee CPE/ICTBA, BEIOIHEHHbBIE C BO3MOKHOCTBIO pe-
aM3aIUH 3TANoB crocoba mo . 1-13.

15. 3anmomuHaromee yCTPONWCTBO [UIA JaHHBIX I'€HOMA, COJEpXKalllee JaHHbIE T'€HOMa, pa3/ielICHHbIC Ha
€IMHHMIIBI IOCTYTIA U CIKAThIE COTIACHO criocoOy 1o . 1-13.

16. CauThIBaeMbIii KOMIIBIOTEPOM 3aITUCHIBAIOIINN HOCHTENh C 3aITUCAHHOW Ha HEM INPOTPaMMOM, CoJep-
JKarie Habop KOMaHI IS pealiu3annu crnocoba mo mir. 1-13.

17. Cnoco6 cxxatust TaHHBIX T€HOMa COTJIACHO CTIoco0y 1o 1. 1-13, B KOTOpOM yKa3aHHBIE JaHHBIE CKOM-
TIOHOBaHKI JUIsl 00pa3oBanHus Gopmara Qaina.

18. Coco6 TpaHckoaupoBaHUs (haiina JaHHBIX TEHOMA, CKATOrO COTJIACHO crmocoly mo mm.1-13, B koTto-
POM IIpH BOCCTaHOBJICHUN BBIPABHUBAHUSI JAHHBIX 110 OTHOLICHUIO K HOBOMY pe()epeHCHOMY I'€HOMY M3MEHSIIOT
TOJBKO MH(OPMAIHIO TOJIE3HON HAarpy3KU JaHHBIX OCTYIA.

19. Crioco6 o 1.18, B KoTOpoM cTpyKTypa (haiina octacTcsi HCMU3MEHHOM.

20. Crioco6 1o 11.19, B KOTOPOM M3MEHSIIOTCS TOJIBKO BHIOpaHHBIE €ANHHIIBI IOCTYIIA.

21. Croco6 1o 1m.20, B KOTOPOM BBIOPAHHBIMH €AMHHUIIAMH JOCTYTIA SIBIISTFOTCS SUHHIIBI YKa3aHHOTO TIep-
Boro Tuma (280).
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22. Cnoco6 mo 1m.21, B KOTOPOM BBIOpaHHBIMH EIMHMIIAMH JIOCTYIa SIBISIOTCS €IUHUIBI JIIOOOro THIa
(290, 300, 310, 320, 321).

KomnoHoska/
BbipaBHUBaH1e

o Gzip-oxaTtue
reHoema

Cxartue
BAM/CRAM

O6HapyxeHue
BaPUAHTOB

DopMynHUposka

AHanua > rUnoTE3s! 1
L TecTuposaHue

AHHOTaUMs
BapPUAHTOB

»

O6paboTka
AaRHbIX

Owr. 1
TunoBoli koHBekep 00padboTKH TeHOMa U popMmaThl (haiina

®ur. 2
®dopmarts! (aiisia reHoMa U UX B3aUMOCBSI3b

s [
Dannsie / / \
noCREeA0BaTENLHOCTH R
(cuuTanHbie >J PR
parmMeHThi} g
FastQ

KomnoxoBka [UNA BhipasHuBanve Ha
acHoBe pedrepencHoi

3aHOBO NI0CAGACRATENLHOCTH
FeHoM Lenukom :
AT HACTHAHO e SR S
SAM/BAM

Dur. 3

BLIpaBHI/IBaHI/IG CUHUTAHHBIX q)paFMGHTOB IIOCJICA0OBATCIbHOCTU I'CHOMA

c

c i C i o i i
pparmenT 2 ' pparwent 4 pament 6 cpartienT 5

hparteHT 3

CynTaHHBIA
hparment 1

PechepercHas nocnedosamenbHoCMe

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

p3—-pl=180

YpoBeHb NO3ULMUN POS ) 10000 ’ 180 l 670 ‘ p5—p3 = 670

Our. 4
Crioco6 0ToOpakeHHs ¥ KOJUPOBAHUS TTO3UIMH ITEPBOTO CYUTAHHOTO (hparMeHTa U3 Tpex Map CYMTAHHBIX
(parMeHToB, MOACTABIEHHBIX U 3aKOIMPOBAHHBIX HA YPOBHE TIO3HUIHHU (POS)
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TIPUMEP
MocmosxHas 0nuHa cyumanisix paamermos = 100

Cuntan | l Cuuran ' CuvraHn 1 \ Cyunran ] Cuuran Cunran i
PecpepeHciian nocnedosamensHoCMs |

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

p2— p1-100 = 220
Aucmanyuu I 220 ! 170 ' -330 ‘ P4 ~p3-~100=170
06pa nap p6— p5—100 = -330

dur. 5
Brrurciienue pacctosiHUs 00pa3oBaHus Map JJIs TPEX Map CYUTAHHBIX (ParMeHTOB

TIPUMEP
M

P Hie o vius nap (MPPPD) = 2 ownika oBpasosaria

oumBia ofpasnsans Ao

e —————

{ PecpepercHas nocneGoeamensHOCTb |

o
=
[~
[¥)

pair | 5 ! 3 f 9 ]71 1 0 | 0 ! | l k ‘Bemapamwﬁ(:xoﬁpaaoaan\mnap

To dononHumensHOMY 8sibopy yposeHs pair Moxem Beims OughbbeperyuansHo 3akoduposaH 8 pair'

Bexrop oumbox oSpasosanus nap

pair |2 ]s]s|afafo] | [ |

dur. 6
Brruncienue omu60k 00pa3oBaHus map

Mapa 1 = cuuTakHbli PparmenT 1 + CHnTaHHbIN pparMenT 2 - R NPUMEP

Mapa 2 = CHUTAHHbI CHPATMEHT 3 + CHATAHHLII (DPATMENT 4 TTocmostas 0uta CHUMBHHBIX

Tapa 3 = cunTarubiil (hPArMEHT 5 + CanTaHHLI dparmenT & thpaemermoe = 100
Cupmankibiil Cuuransbii CuuTan KB CunTaHHBIR CunTAHHbIT
hparment 1 chparvenT 3 hparwenT 2 dparent § thparment 5

hparenT &

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

[Aucmanuuu
06pazosarug nap I 220 ? OXFFF ] 4 i 170 ’ -330 ] p2-pl—-100=220
Pesepatoe sHavenne (hnaxak) l // pd~p3-100=170

p6 — p5— 100 = -330

ViaentucmkaTop pecepencHoi NoCNeaoBaTenkEHOCTY, CAIN OHA OTANYABTCA OT Tekylyed l

PeeHeHCHON HOCHE/I0BATEIIBHOCTH

®@ur. 7
Ecimu cuntaHHBIN (parMeHT MOACTABIIACTCS HA IPYTYIO pehepeHCHYIO TIO3UIINIO, HEXKEITH BTOPOH AIIEMEHT
JTAHHO¥ Mapkl (CYUTAHHEIA (hparMeHT 4), TO B pacCTOSTHUE 00pa30BaHUS Taphl JOOABISIOTCS JOMOJHUTEIBHEIC
JeckpunTopbl. OHUM U3 JECKPHUIITOPOB SIBIsIETCsI (hI1a)KOK CUTHAIIN3AIINH,
BTOPBIM - peepEeHCHBIN HACHTH(PHUKATOP U Iajiee pacCTOsTHUE 00pa30oBaHMsI Imap

went| Alalc]tlele[alTT]clalalT]A]
[alc]t]6]

cunTanKbilt
dpparsent 1

wn2l Tl 1lafalclc]tr]ajalalc]t]afT]

[alslc|T]

cuwTaHHLI
paruenT 2

. §
B nanHO# nape cunTaHHBIX ()ParMEHTOB CUMTAHHBIH (parMeHT | nmocrynaer ot uenu 1 u
CUMTaHHBIHN (parMentT 2 - oT uenu 2

Alalclvlelelalvjvclolalr]x]

Yo v o e 2 e 2 o e o 2

yens 1

06paTHoe 2aMeLlieHne CHUTaRHOTO (hparMenTa 2

dur. 9
OO0paTHOE 3aMeIICHUE CYUTAHHOTO (hparMeHTa 2 KOJUpyeTcs,
€CJI B KaueCTBE pepepeHCHOM IEH UCTIONB3YeTCs e 1
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Onemext
yensb 1 yposHs Rcomp
uens 2 - rc 1

1
uens
yens 2 r-c2
s 1 = 3
rl
uenb 2
uenb 1 rc4
uenb 2 -
@mr. 10

UYeTsIpe BO3MOKHBIE KOMOMHAIINN CYUTaHHBIX (DPArMEHTOB, COCTABIISIOIINX Maphl CAUTAHHBIX (PParMEHTOB,
Y COOTBETCTBYIOIEE KOAUPOBAHHUE HA YPOBHE rcomp

o, |AJAlc]T]e]lelalt]t]c]elalt]al]
(aln]T]N] InJo afn]
CunTaHHbIR CuUNTAHHBIV
panen 1 GreHT 2 :
N NN AN N N A
S EAE 1 I e
Gur. 11

Brruncienue N paccoriiacoBaHuil B ypoOBHE nmis

|

ro. [AlAlc]T]e]laalT][T]lcle]alT]a]
N

lalr[r]w] [t felaln]
CUNTaHHbIH CunTaHHBIR
pparenT 1 pparmenT 2
Dur. 12

3aMcHEI B nape CUUTaHHbIX q)paFMCHTOB C HOL[CTaHOBKOﬁ

[alcleln] Lefn]
ramen oo 2
YpoBeHb Snpp i 2 } 3 i 5 ‘ 6 ‘ S I ; 1 ‘ |
éﬁiﬁﬁi?ﬁﬁﬁoaame) } 2 ! 1 ! 2 ‘ 1 l s 1 ' 1 | I ’
Q. 13

Brrunciienue mo3umuii 3aMeHBI B BUE a0OCOTIOTHBIX HITH TU( G epeHIIHaIbHBIX BRIPasKSHIH

Ped: Cuutannbii | 3aKOAMPOBAHHLIA

YpPOBE€Hb SN pt (663 komo8 IUPAC) et crmeen

TN 3amMeHkl BLIMMCNAGTCA B kauecTBe uHaekca c A =
BEKTOPA 3aMeH, COCTaBMEHHOI0 BCEMM ’
BO3MOXHbIMV CUMBONaMU Hanpumep: A G dx(A.G) =2
S=[A C,G, T, N, Z] 28e Z = ydaneHue A T idx(A,T) =3
Hanpasnexve nHgexca A N idx(AN) = 4
« KOOQWPOBAHMWE sbinonnseTca cnpasa c y AXC A =5
HaneBo
- [EKOOUPOBAHMVE criesa Hanpaso C| & |ueo=t
c T idx(C/IT) =2
c N idx(C,N) = 3
G A idX(GA) = 4
G c idX(GC) = 5
Pecs. | Soimmen | o | | Po | Gramen | oo | | 6 | T | @M =1
I N idx(G,N) = 2
A | yaan | idx(AZ)=5 N A idx(N,A)=2 T A idx(T,A) = 3
C | yaan. | idxC.2)=4 N c idx(N,C) = 3 T c iox(T,C) = 4
G | yaan | (G2 =3 N G idx(N,G) = 4 T G idx(T,G) = 5
T | yaan | dx(T2)=2 N T idx(N, T)=5 T N idx(T.N) = 1
®ur. 14

Brruncienue 3aMeH pu KOIUPOBaHUK CUMBOJIOB 0e3 ko108 I[UPAC
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po. Al Alc|T]e]elalr]t]lclelalr]al]

lAaflcleln] fefn] 1]
e s
ép:tzz{hkfgv?goaaﬂwe.) | 2 i 1 | 2 t 1 I S ; 1 l | |
Glelels[s [ [ T[]
lsfolals] [ [ [ [ ]

(nudd. kogupoBarue) |

®ur. 15
KomupoBaHue 3aMeH BHYTpU YPOBHS snpt

Ped> Cumrannbtil | 3AKOAMPOBAHHLIR
y po BeHb Sh pt ‘ | parnsenr cnmeon
(Ge3 kopos IUPAC)
Tun 3aMerbl BLIYMCTISIETCA B KAYSCTBE MHOEKCa B - —
BEKTOPE 3aMEH, COCTABIIAEMOM BCEMU BO3MOXKHbLIMU b M idx(D.M) =8
cumsonamu. Hanpumvep: A Y idx(A,Y) = 10
S=[ACGTNZMRWS YKV HD,B] A T XA =3
Hanpasnenue nHaekca - -
+ KOOWPOBAHMUE BbInonHAeTCsi Cripasa Haneso A N idx(AN) =4
« OEKOOUPOBAHUE criesa Harpaso C R idx(C,R) = 6
c G idx(C,G) =1
c T idx(C Ty =2
c w idx(C,W) =7
G H idx(G H)=Il
e} c idx(G,C) =15
W 70 e al ] . _
Pecp. | Gormanrl | a0 el G B idx(G,B)=13
G N idx(G,N) = 2
N M idx(N,M) = 2 T A idx(T,A) = 13
N w idx(N,W) = 4 T M idx(T,M) = 4
N s idx(N,S) = § T K idx(T.K) =8
N B idx(N,B) = 11 T Y idx(T,V) =9
®wr. 16

Briuucienue 3aMeH npu KOAUPOBAHUM CUMBOJIOB € UCIOJb30BaHreM koa0B IUPAC

OpMH YPOBEHb NO3NUMK HA TUTT 3aMEHb

e [AJAJc]T]a]e[a]lr]r]c]a]|T]c]

lafclr ][] Lcn]r]T]
CunTanHbii CunTanHbIii
- parrent 1 parment 2
7 S R E e e L e B BHaueHNe, yKa Ha paccor
A [oFe T T s hltd
B e R Tlcpsoe 8 gankoN nape Mepssii
C l‘ 5 \! a l l [ 1 | | YPOBEHb, NOANEHALL AEKOQMPOBAHMID, KOMKCH ObiTs MOMEHEH
[ BNANKOM § JArONOBKE GAMHILEE! ACSTYNA
G [ef=2] L [ 1 ]
oo €----so--oioo-oooooooo-ees DRaKoK, car 7l 66 oK nepBoit naps:
T 1 3 | 8 E 0 & ‘ o l | I parMenTos. OH CRIEAYeT 3a HAKCMANLHO B5ICOKUM 4EKOUPOBARHSIM
i @4 S NEPBOT ALY CHUTaHHBX IPaIMEHTOB.
<
r
Nofele[ [ [ T [ |
M CuuTanHsii
CumTanHbii
(parwent 3 pparment 4
t A I G & 1 T { ‘ c I A T I T I

o [AlAa]lcle]ale]alT]1]cla]T]c]

dur. 17
AnbTepHATUBHAS MOJIETh HCTOYHHUKA ISl 3aMEH, KOT/1a KOTUPYIOTCS TOIBKO TTO3HIINH,
HO HCITOJIb3YETCSl OJTMH YPOBEHD Ha THI 3aMEHBI
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. BeraBka 3akoanpoBaHHbif
YpOBeHb lndt (683 kopos IUPAC ) eamBon
S=[AC G T, N,Z] A 6
Hanpasnenve
« KOOWPOBAHMUE BbinonHseTcsa cnpasa Haneso c 7
« NEKOONPOBAHMUE cnesa Hanpaso G 8
T 9
N 10
o [A]AaJc]T]e]e]alT]1]cls] [1]c]
[alc] [le]
ot
YposeHb indp I 1 | 1 ‘ 4 | 1 i S [ | | | [ I
(ovdbeh. kopupoBanue) I |
Yposehb indt i 5 | 2 4 ‘ 9 i S l | | ' ! i
G womposamey [ 5[3[2[5[s[ [ [ [ [ ]

Owr. 18
KomupoBanue 3aMeH, BCTABOK M yIaJICHHUH B IMape CYNTAaHHBIX (parMeHTOB Kiacca I,
KorJa He ucrob3yroTcs koasl [UPAC

. Beraska 3aKoANPOBaHHbLIN
YpoBeHb iNAt e o wrsc)
S=[AC, G T,NZMRWS,Y, KV, H,D, B] A 16
Hanpasneuue
Hanpagnee C 17
« KOOWPOBAHMUE BbinonHseTcs cnpaea Hanesoc G 18
« OEKOAWPOBAHWE crneea Hanpaso
T 19
N 20
e (AR ele a7 7 c]e] [F]c]
[alc] [7le] [elrlr]w]
S s
?E:;?.bkzm?mnanwe.) 1 1 | 1 { 4 ‘ i ' 1 | 5 ‘ ‘ i | i
Yposess indt lis[alsfuw|s][s] | [ | |
¥posens indt 15 ]21] 1 J18]a4] s | | [

{auddh. KogupoBaHue.)

Owr. 19
KomnpoBanue 3aMeH, BCTABOK M YAAJICHHH B IMape CYNTAaHHBIX PparMeHTOB Kiacca |
pu ucrosib3oBaruu kozoB [UPAC

Tabnvua

YHuUKanbHbIn Bepcus Paavep Ped. cuer N Gnokos Ped. rmaBHOro

ma 3aronoeka WASHTUMUKATOPL! ykasaTens
(M.LT)

®ur. 20
3aroJI0BOK 3aKOIUPOBAHHOM WH(GOPMAIIUHU TI0 TCHOMY
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Tabnuua rnaBHOro ykasarens

Mo3uumy noAcTaKoBKN
eAuHMY focTyna

Moaniwsi 8 pedepeHcHoR
10CNEe/0BATENEHOCTH
NEpBOro CHUTEHHOTD
parMenTa B KKI0N
eAuHMLE 10CTYNG

ITv ykasaTenm
VICNONL3YIOTCs A7
"nepexona’ K
DUIMHECKIM MOSULUSM B
pechepeHcHON
FOCTIEA0BATENILHOCTH

®wr. 21
B Tabnwie rIaBHOTO yKa3arest 0003HaUCHBI MO3UIMK B Pe(hEePEHCHBIX MOCICI0BATEIBHOCTIX
[IEPBOT'0 CYUTAHHOTO (hparMeHTa B KKIOH SIUHMIIE JOCTYIIA

CoobuiaeT 0 ToM, 4TO TPETHi
CHUTaHHbIR (DParMeHT B TPEThEN
eAuHuLe JocTyna knacca P
NOACTABNASTCH B pethepeHcHon
NOCNENOBATENLHOCTU 2 Ha
nosuuio 130298

Knace P \\\\

lloooo!73987]123397} [\s ]12078!62656?1302981235019{ [ 5 t }

Coo6LLaeT 0 TOM, YTO NepBbIi CYuTaHHbIE iparMeHT B nepsoi
e/IMHILe AoCTyNa Knacca P NofcTaBnseTcs B pedhepeHCHOM
nocneaoBaTensHocT 1 Ha nosuumio 10000
Owr. 22
[Tpumep gacTruuHOM TabmuITel T1aBHOTO yKazatens (MIT) ¢ oroOpakeHreM MO3UIH TOACTAHOBKH

NEPBOTO0 CUUTAHHOT'O q)parMeHTa Ha Ka)K,HOﬁ MO3UIUN €ANHUIBI JOCTYTIIA KJlacca P

Tabnuua MecTHOro ykasatens (anemeHtsl AUn)
¢ TvnyposHs  CyMMapHbIe €auHNULEI A0CTYNA A
/

KAATENN AT GRAAHL ACCTYIE B ROTESHOM Harpyske]  Criewspimecins
Moz nepBoro GiTa kA0 CoANLE AOCTYNA B RoMasHOR HTpyaKe] - sieTanaHKL2 YpoBis

¢

B
'
'
'
i
1
i
'
i

l 6ut n l Lienoe uucnio (AUn) ”|

\

Ta6nnua MCECTHOI'O yKa3aTeJid B 3aroJIOBKEC YPOBHA MMPCACTABIIACT coboit BCKTOD yKasaTeneﬁ
K ¢IUHUIIaM JOCTYyIIa B MOJIC3HOMI Harpyske

3aronosok

CyMmapHbie
Tun EnuHILED I e AL
yposHs aoctyna .

[ 0 l 5 7| g ]2500]35890|98037|115784]17393o|213573|255904]294090|312490|356730|

B
'
i
1
i
1

‘ AU1 [ AU2 ! AU3 | AU4 | AUS [ AUB | AU7 z AU8 I AUS lAUlO]AUll[AUlZ]AUIS]AU14!AU15|AU161

MonesHas Harpyska

Our. 24
[Tpumep Tabmumsr MectHOTO yKazarens (LIT)
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Tabnuua rnasHoOro ykasatens u Tabnuiubl MecTHOro ykasaTens

Kowmnonentol MIT

®ur. 25
OYHKIIMOHANBHAS B3aUMOCBSI3b MEXKY TAOJIHUIICH IIaBHOTO yKa3aTessl U Ta0JIHIaMU MECTHBIX yKa3aTeJeH

MoTok, cogepkalmii
33KOAMPOBEHHBIE AAHHbIE,
npuHaanexatme noauLmm
(PoS) ypoBHA p

MoTok, conepskalLmii
3aKOAMPOBEHHbBIE AaKHbIE,
npuHagnexalye nape
{pair) ypoBHs p

FoTok, cogepatumi
38KOAMPOBAHHLIE AGHHbIE,
npuHagnexatme
oBpaTHOMY 3aMetleHuIo
{rcomp) YpOBHS p

MynsTunnekcop

dur. 26
Enuauner noctyma o0pas3yroTcs OJI0KaMU TaHHBIX, PUHAUICKANTIMHA HECKOJIBKUM YPOBHSIM
Y UHAEKCUPOBAHHBIM C UCTIOJb30BaHueM MexaHnu3MoB MIT u LIT

o wmw s e W W OW W e Gwe Sw i W e W e e e ow e o

i Hanuble Pos  [auHbie Rcomp Dauduble Pair  LaHHble Pair
I Epunvua i :
Izoctyna Tuna 1{ e
H

%

B
mmwwmwmwmmumummmm*mmmw

nchopmauus 3arenoeka
npeo6pa3oBaHa B NakeTbl
BHYTPU HECKOMbKUX 3ar0NIOBKOB
nakeToB

i
¥
i
i
i

Ay

MoTok, coaepxatymit
33KORUPOBAKHEIE AHKLIE,
T IpUHAANEXALME NO3MUIM
(pos) yposhs p

MoTok, coaepxawuyis
3AKOAMPOBAHHBIE AAHHLIE,
npuRaanexawme obpatHemy
3aMELLEHNIO (FCOMP) YPOBHSA D
MoTok, conepxatyni

5 22KORVPOBAHHBIE [aHHbIES,
npuHagnexaune nape (pair)
YPOBHSI

MynbeTunnekcop

MoTox, coaepxaiuyit
3aKOAVPOBAHHBIE AAHHBIE,

B B NpUHAANEXaWe 4nuHe
Eﬂ""""—la pocryna cunTanHoro diparmenta (rlen)

YPOBHS p
dur. 27

Enuauna nocrtyna tuna 1 mpeoOpa3oBaHa B MAKET ¥ TPAHCIIOPTHPOBAHA B YINIOTHCHHOM
(hopmare JaHHBIX TEHOMA

q esensaeisannnrensnnsnanarnsnns

DaHHbIX i i

(, 270
Maket Bnok paHHbix Briok gaHHbIx ENnoKk faHHbIX Briok AaHHbIX '\

Eagunuua goctyna
(AU) Ne 1

AUNe2

: v s S 4
YposeHs 1 YposeHb 2 YposeHb 3 YpoBeHb 4
®wur. 28
E,HI/IHI/IIII)I JA0CTyna 06pa3y'IOTC$I 3aroJiIOBKaMu 1 YyIJIOTHCHHBIMU 6HOKaMI/I, OpUHAJIC)KAIIUMU
OQHOMY HUJIN Ooiee YPOBHSAM OOJHOPOIAHBIX NaHHBIX. Ka;xzmﬁ 0JIOK MOKET COCTOSITH U3 OOHOTO HIIN Ooiee
ITaKE€TOB, COACPKAIMUX HCﬁCTByELHHC JCCKPUIITOPBI PIHd)OpMaLII/II/I O TCHOMC
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Tun 0

Eavdnya poctyna Ttuna 0 cocToutT W3 3aronoBka M 4actn  pedepeHCHom

nocneaoBaTensHOCTH, UCNONb3YeMOil ANl BbIPABHUBAHUS 3AKOAUPOBAHHBIX AAHHBIX.
OHa UCMONb3yeTCst Ans KOAWPOBAHWUA CUMTAHHbLIX (DPATMEHTOB B KayecTBe NO3ULMI M
paCcCornacoBaHui nNo OTHOLIEHWIO K pedepeHCHOR NOCNea0BATENbHOCTY

®dparmeHT pedepeHCHo
NoCNeAoBaTeNIbHOCTH

PN

®ur. 29
Emuaunam nocrymna tuna D He TpeOyeTcs cchlika Ha JTF00YI0 HH(GOPMAIIHIO, TIOCTYHAIOIIYIO OT IPYTUX CAMHUIL
JOCTYTA, MPeJHa3HAUYSHHBIX ISl TOCTYIA WK JEKOAUPOBAHUS U IOCTYIIa

*+ P0S! NO3MLMA CHUTEHHLIX PPArMeHTOB
8 petbepeHCHON NocneoBaTensHOCTN
(1 Ha knacc)

» Reomp: ofpatHoe 3ametlieHve
Pnaxok (1 Ha knacc)

= Pair: nHipopmarms 06 oGpasoBanny

nap {1 Ha knacc)

Rlen: (HeoGA3aTenbHas) AnvHa

CHUTEHHBIX Q)DHI‘MEHTDB B Cniyqae

CHUTaHHBIX (HParMeHTOB NeperMeHHOR

ANVHBY

» dnaxm: cneuuduyeckue

290 XapakrepuCcTUkin CHMTAHHBIX

hparMenToB

Tun 1

EauHuya gocryna tuna 1 coCTOMUT U3 3arofnoska u
NONYYEHHbIX MYMbTUTNEKCUPOBAHUENM BIOKOB AaHHLIX TUNIOB
pos, rcomp, pair (HeoBasaTtenbHbii) 1 rlen
(HeoGazaTenbHbIA).

OHa UCMonb3yeTes ANst KOAUPOBAHNS CHUTAHHBIX
chparmeHTos knacca P

Brioku favHeiXx Pos  Bnoku aaHHbix Rcomp bBnoku aakHbix Pair Brnoku AaHeix Rlen

\ YpoBeHb Pos

' \— 292

YposeHb Rcomp

\— 293 \— 294 \— 205

®ur. 30
Enunnna nocryna tuna 1 coepKUT AaHHbIE, COOTHOCHMBIE C IaHHBIMHU, IEPEHOCUMBIMH
eMHALaMH toctyna tumna 0

* POS: MO3ULUA CUUTAHHBIX
chparmeHTor B pedepeHcHoi
nocneaoBarensHocti (1 Ra knacc)

Tun 2 « Reomp: o8paTHoe 3ameLleHne

E/AvHMUE J0CTYNa TUna 2 COCTOWT M3 3aronoBka 1
TNOAYHEHHBIX MYTbTUNNEKCUPOBAHNEM BIIOKOB AaHHbIX
TUMOB POS, rCOMp, pair (HeobssarensHslii), rien
(HeoBs3aTenbHbIM) M NMis

OHa ©enonb3yeTes AN KOAUPOBAHUS CUNTAHHBIX
cparmenTos knacca N

290 Epunnga
'\ Aocryna tvna 1

dnaxok (1 Ha knacc)
« Mapa: uHcbopmaua
(HeoBssarensHan) 06 obpasosanun
nap (1 Ha knacc)
Rlen: (HeoGa3aTensHas) anuHa
CHUTARHLIX (PPATMEHTOB B Criy4ae
CHUTAKHbIX HPArMEHTOR NEPEMEHHOM
LTMHB

300

Eaunvua {
Aoctyna tuna

Emuaune! noctyna tima 2 conepat JaHHBIE, COOTHOCHMBIE C SIMHUICH JoCcTyna Tuma 1.
Nmerotcst mo3ummu N B 3aKOAMPOBAHHBIX CIMTAHHBIX (hparMeHTax
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+ POS: NO3NLMA CHUTAHHBIX (PPATMEHTOB
8 pethepeHCHOR NocneaeBaTensHoOCTY
{1 na knacc)

Tun 3 + Rcomp: oBpatHoe 3amelleHne BRakoK
EAMHULA AOCTYNA TUNA 3 COCTOUT M3 3arofoBKa 1 (1 Ha knace)

MONYYEHHbIX MYNLTUNNEKCUPOBAHUEM BIIOKOB AaHHbLIX + Mapa: ukchopmays (HeoGnsaTensHas)
TUNOB PoOS, rcomp, pair (HeoBAsaTensH.Iil), rlen 00 oGpasosanmy nap (1 Ha knacc)

(HeoBA3aTensHLI) Snpp, snpt Rlen: (HeofszaTenbHas) 4nvHa
¢ CHUTaHHBIX (PPArMEHTOB B Cny4ae

OHa UCnonbL3yeTea ANA KoAMPOBAaHUA CHUTAHHBIX CHMTEHHBIX (DPATMEHTOB NEPEMEHHO
hparmenTos Tuna M ANMHB

Snpp: NO3KLMA PaccorNacoBanma
« Snpt: Tun paccornacosanng

Equnua 1 Egunnia 310
i _ poorynavunad_ _ (0 _ _
Launeie Rlert ¥ Danneie Snpp [Lannsie Snpt

311 312
®ur. 32
Enuaune! noctyna tumna 3 colepkar JaHHBIC, COOTHOCHUMBIEC C SAMHUIICH JOCTymna Tumna 1.
B 3ak0MpOBaHHBIX CYNTAHHBIX (PPArMEHTAX YKA3bIBAIOTCS TIO3UIUH U THITBI PACCOTIIACOBAHUS

+ POS: NO3ULMA CHUTAHHBIX PPATMEHTOB
B peepeHCcHo NoCne]0BaTenbHOCTH
{1 Ha knacc)
Tun4 + Rcomp: ofipaTHoe 3aMelleHie Grakok
EguHuLa 4OCTYNA TUNA 4 COCTOUT W3 3ar0N0BKa W NOMyYeHHbIX (1 Ha knacc)
MYRLTUNNEKCUPOBAHNUEM BrIOKOB AaHHLIX TUNOB ipos, ircomp, * MNapa: undiopmauus (HeobssatenbHas)
ipair (HeoGssaTensHbii), irlen (Heobssarentuuli) indp, inpt, 00 00pasosaHuu nap (1 Ha knacc)
indc « Rlen: (HeoBszaTenkran) AnuHa
CHUTEHHLIX (PPArMEHTOB B Criyuae
CUUTBHHBIX (PPETMEHTOE NEPEMEHHON
ANUHE
Indp: nosuLmuy BCTaBOK-yAaneHuU 1
EauHnua paccornacoBaHuit )
1 290 * Indt: TN BCTaBOK-yAGNEHU 1
Aoctyna Tuna / PaccornacoBaHui
4 * INdC: MAMKO YCeUeHHBIE OCHOBAKMA 1
MHPOPMALIMA 0 XECTKOM YCeUeHU!

OHa UCMONL3YETCA ANIsi KOAMPOBAHUS CHUTAHHBIX (PPATMEHTOB
knacca |

llﬂamme Pos Hanuble Recomp HauHsie Pair Hankbie Rlen

il

|

i DasHble indp Hauxble Indt HaxHsle Indc A
§

:
A
¢

§ i £ ) . T Epunuua
{noctyna Tuna 4
i

321 322
®ur. 33
EnuHune! foctyna tamna 4 coaepkar JaHHbIC, COOTHOCHMBIC C SAMHUICH HoCTymna Tuma 1.
B 3aK0MpOBaHHBIX CYMTAHHBIX (DPArMEHTAX YKA3bIBAIOTCS TO3UIIMH U THITBI PACCOTIIACOBAHMUS

Eaunuuel foctyna Tuna 0 (ynopsgoyeHHbIe) KoAUPYT
pedepeHCHYIO NOCIeA0BATENBHOCT

Hannbie
HoCne0BaTeNbHOCTH
TeHoma

AU»Z__lI |AU_=2~3I !AU_Z_Z] IAU_2_4|

——’{Au_ajl IAU“3‘2| lAU_S_l‘ IAu_3_3|

AU 42 | | AU_4_3 I

AU 4 4 I | AU_4 1 |

EnuHuubl goctyna Tunos 2 - 4
(HeynopsaoueHHsie)

@ur. 34
[epBbIc MATH TUTIOB SAMHUI TOCTYTIA
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Eantnuet gocryna tuna 0 (ynopsaoueHHbIe) KogupyioT

Haxsbie
10C1e/CBATRNLHOCTH
reHoma

—~| AU_3_4 l l AU 3.2 | I AU_3_1 | I AU_33 I
_’l AU_4 2

Epunnupl goctyna Tuna 1 3aBUCAT OT eanHuy aocryna tuna 0

®ur. 35
EnuHuripr 1ocTymna Tima 1 COOTHOCSTCS ¢ TPEOYIOMMMH ASKOIMPOBAHMS SIUHUIIAMH 10CTyMna Trumna 0

AU_4 4

l AU_4_3 |

| AU_41 I

Enunuupst goctyna tuna 0 (ynopasoHeHHbie) KoaupyoT

Dantsie
N0CNEA0BATENBHOCTH
reHOMa

——lAu_3_4| |Au_3_2| [AU_3_1| IAU_3_3I
S ey

EAnHULbLI AOCTYNA TUNA 2 3aBUCSAT OT €ANHNL AOCTYNA
Tunos 0 u 1

®ur. 36
EnuHuner noctymna Tuma 2 COOTHOCSTCS ¢ TPEOYIOMUMHE ASKOIHUPOBAHUS equHUIaMu nqoctymna Tuma 0 u 1

AU_4_3 I l AU_4_4 |

AU_4_1 I

Epunnubt goctyna Tuna 0 (ynopagoqeHHbie) KogupyioT pedepeHcHyo
nocnenoBaTenLHOCTL

HHbIE
NOCNEA0BATENLHOCTY
rexoma

——’lAUvZLZl |AU_4_3| IAU"4_4I |Au_4_1|

EAuHULBI AOCTYNA TUNA 3 3aBUCAT OT eMHUY AOCTYNa
Tunos 0 u 1

dur. 37
EauHUIBI 1OCTYyMa THIIA 3 COOTHOCSTCS C TPEOYIOMMMH ASKOIMPOBAHUS eIuHUIaMu qoctyna Tana 0 u 1
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Enunnye goctyna tuna 0 (ynopagodeHHsie) KogupyroT pedepeHcHyo

DaHHbie
nocNeAoBarenbHOCTH
reHoma

-
i

Enunuygb goctyna (AU) Tuna 4 3asucat ot AU Tunos O u 1
Our. 38

Enuauner nocryma tuma 4 COOTHOCSITCS C SIUHHUIAMU JTOCTYTIA THIIA 1 s KOJUPOBaHUS
CUHMTAHHBIX ()parMeHTOB Kiacca I

AU_1.3 p= ==

1
1
1 1
1 1
—|—'l AU_2_1 | :’AU_2_3 | IAu_z_z I | AU2. 4 I :
1 1 i
Dannbie ! ! !
nocregosaTentroCTI 1 Curansibie '
reHoma AY hparuenTs knacca M i
~ 1
~
i
AU_3_1 | AU_3_4 I | AU_3_3 I— i

AU_4_ 1 I

—»IAU_szl IAU_4_3| |Au_4_4|

EauHnLbl 4OCTYNA TUNA 3 3aBUCAT OT eUHNL A0CTYNa

Tinos 0 u 1
@ur. 39
Ennnanies: nocrymna, TpeOyemble I IEKOJUPOBAHNS CYUTAHHBIX BEIOOPOK ITOCIIEI0BATEIBHOCTH C
paccoriiacoBaHUsIMH, TTOJICTaBICHHBIMI BO BTOPOH cerMeHT pedepeHcHo# nocienoBarensHocTd (AU 0-2)
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EauHuubl goctyna Tna 0 (ynopsaaoqeHHbIe) KOanpyoT pedepeHcHyio

NOCNEACBATEILHOCTL
| AU_0_1 AU_0_2 AU_0_3 E
AU 11 I | AU 1.2 | I AU_1 3 I
i AU 2 1 | | Au 23 | {auza2l| lAavuzal
Dankble
o {avsa]l [avz2] [avsz] [azz]
et AU 4 2 | 1A 43} {au 44| Tavail
fankble
nocneacsarenbHoCT
W redoma

Ecnu JOCTYMHbI 4aHHble HOBOW NOCNEACBATENLHOCTH,
HOBGLIA YPOBEHb eAUHUL 4OCTYNA ROGABNAETCS MOBEPX
CYLLECTBYIOLLETo YPOBHS

®ur. 40
Korma mocTymHbI HOBBIC JaHHEIC, TOBEPX CYIICCTBYIOUINX JaHHBIX CO3/1aCTCsI HOBBIN YPOBEHD €IMHUI] TOCTYIIA

401
/

Koavposarne
faHHbIX B T
eAnHuLax Cpasy Nocrie Co3faHnsA aKIeMnnspa \
€/MHHLL! OCTYNE BOSMONHE €8
AOC’ryna FOCKINKA B MPUNOXKEHNe aHanusa
(AU THNa T ¢ NOPAAKOBLIM HOMEpom N) /
Heckonbko ~—~—
eauHuy goctyna
KOMMOHYHOTCS
f' 400 napannernsHo [' 403
]
P ,
YCTpoicTso —— Mpunoxetrve
CEKBEHUPOBAHUR fameip]  pome aHarvsa
reHoma I reHoma
| N

TIpi 5TOM Ha MEPEAAICLLEM KCHLIE AOMKHO
BuiTh ODECNEYeHD, 4T0 N00an efvHHLE

JI0CTYN, OT KOTOPOF 3ABNCHT HOBAS EAMHVLIA )
AccTyna (Hanpumep AU tuna 0} yxe fonxHa
BbiTe NEpesana.

—

dur. 41
CrpykTypa TaHHBIX Ha OCHOBE €IUHHII JIOCTYIIa 00ECIICYNBACT BO3MOXKHOCTh aHAIIN3a JTaHHBIX TCHOMA
repe 3aBeplIeHHEM MPoLecca CEKBEHUPOBAHUS

—DlAU_Z_ll |Au_2_3l !Au_z_zl lAu_2_4l
ﬂa”“;‘;wown —’l AU~3__2 l
reHomMa

B pesynsTare HOBOTO aHanusa

cuuTaHHbIe BbiGOpKY U3 AU_4_3 MoryT -
BbiTh nepeHeceHb B AU_3_3, -

AU_4_2

dur. 42
JJiss HOBOTO aHaJIN3a, BEITIOTHIEMOTO Ha CYIISCTBYIONIMX TAHHBIX, MOXKET OHAJ00UTHCS ITEpEMEIICHUC
CUYHMTAHHBIX ()PArMEHTOB U3 CAMHUII TOCTYTIA THIIA 4 B CIUHUILY TOCTYTIA THIIA 3

AU_3_1 l I AU_3_4 |
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Dasie.

—] AU 4 2 | IER] [Aav 44| [ava1]
> AU 51 | L Aus 3 | [Aaus2] [ Aus 4}

§
et AU 6 3 | LAu s 1 | IAusin

ey
1
1

Hosble aHHOTaLMOHHbIE

BanHsIe RONyGHLI &

PeaynbTaTe HOBOTO
ananuaa

Hosas sanmes 5 Tabruuy MT ans 3akos0
SIEHEPAOBGHHSIX ABHHEIX

®wr. 43
3aHOBO OJIyYEHHBIC PE3YJIbTAThl aHAIN3a HHKAIICYIUPYIOTCS B HOBYIO CAMHUILY TOCTYIIA THIA 6 U
COOTBETCTBYIOIIUI UHACKC CO3/IacTCs B TAOJIHIIE TITABHOTO YKa3aTels

O6HosnseTcs 06nacTb FEHOMA, BKIIOYEHHAS B eauHNLY
nocryna (AU) 0-2

AU_0_1

e 2]
——ol Au_4_2| |Au_4_3| F

Our. 44
TpaHckoIMpOBaHUE BCIIENCTBUE MyOIMKAIIMN HOBOH pedhepeHCHON MOCIeI0BAaTEIbHOCTH (TeHOMAa)

Mo3nLuy CYnTaHHbIX pparmeHToB obHoBNAKOTCA B
eavHuLax foctyna tuna 1

Au_1 3| |au_1a

Danbie

renowma

dur. 45
CuntaHHBIC (PParMEHTHI, TOJICTABICHHBIC B HOBYIO 00JIaCTh TCHOMA C TIOBBIIICHHBIM KaYeCTBOM (Hampumep, 0e3
BCTaBOK-yAJIICHUIT), TEPEMEIIAOTCS U3 CIUHUIIBI JOCTYTIA THIIA 4 B €IUHMITY JOCTYIIA THIIA 3
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AU_1_2 I I AU_1.3 I | AU_1 4 |

Moauumm cunTaHHbIX hparMeHToB 0BHOBNAIOTCS B
eavHnuax aoctyna tuna 1

—’l AU_11
Lpyroit MHCTPYMEHT MOACTAHOBKI MOXKET NPUHUMATE
Apyroe peleHue 0 NOACTaHOBKE; COOTBETCTBYIOWUE
CUMTaHHbIE PparMenTbl MOTYT BbiTh NEPEHECcEeHs! U3

AU_2 1 AU_ onnou EAPIHML\M ABGTYa B APy
1 i

AU32| |AU31] |AU34| |AU33|

—-| AU_4_2 | | AU_4_3 | | AU_4 4 | | AU_4_1 |
®ur. 46
B cirydae oOHapyKeHHs HOBOTO MECTa MOJICTAHOBKY (HAIPUMEP, C MEHBIITUM KOJIMYECTBOM PAcCOTIaCOBAHHUI)

COOTBETCTBYIOIIUC CYUTAHHBIC q)paI‘MeHTI)I MOTyT OBITH TNIEPCHCCCHBI 13 O,HHOﬁ CANMHNIBI JOCTYIIA B APYTYIO
TOTO K€ TUIIa

[Lanssie I

renoma |

¥ Tun 1 ganHsix  Tun 2 ganHeIX Tun 3 AadHsix  Tun 4 BaHHBIX

b Eanmuua %
i aocryna vuna 1 .

~

— T 1
EnuHma Tun 5 fanHsIX 1N 6 AaHHbIX THn 7 AaHHbIX

aoctyna tuna 4 i

P

Our. 47
N3bupatensHOe muppoBaHIE MOKET OBITH MPUMEHEHO K ¢IMHUIIAM JIOCTYIA TUIA 4 TOIBKO MPH HAIMYHU B HUX
JyBCTBUTEIHHOW HH()OPMAIAH, TPEOYIOMIEH 3aITUThI

490

Cosgare

noonegosaTenbHooTs

T—!eT o
VexogHbio aarse
mosnegosarernostt | poiopoiaan | [la
accrynia?
494 495 496
491 /
Yposcss nacea p Enurvie gocTyna
wacca p
492 Yposenb kacea m Eavraa gocTyna
BhipoBHeHHbIE kacia m
pasnbie reroma ——
P Yposens inacea N Eguria gocTyna Mynstannexcop
o Ki wnacea N Myne . Fevona
AononHTONEHOY ynsTUnnExCOp
— “anany — rerowa Mporparasia § reHoma
FiepepacrpeRener) vposawe iracca | | onyracaiectoro | EHR 400
aHanMa2 aHHAX
Ypoaci -
a Equra poctyna
wTERAHHLIK U BocTy
> v

Koaep resoma

®wur. 48
Komep remoma mpeacrapisieT co00¥ MEPBYIO CTYNEHb KITACCH(PHUKAIINN JaHHBIX U BTOPYIO CTYIICHb
CHHTaKCHYECKOTO aHaIN3a U KOJUPOBAHUS JaHHBIX. ITOMY MOXKET MPEIIISCTBOBATH BHIPABHUBAHUE
Ha pe)epeHCHOH MOCIeI0BATEIFHOCTH, CTCHEPUPOBAHHOM BHEIITHUMH WM BHYTPCHHUMU CPEIICTBAMH.
Komep reHoMa MOKET HCITONB30BaTh BEIPABHUBATEIH U BHOBH CO3JIJAHHBIC KOMIIOHYIOIIHE ITPOTPaMMEI
JUTSL IOJITOTOBKY TAHHBIX K KOJMPOBAHUIO
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501 502 503
/ //,
Equiiua focryna
fleckpunTope! knacca p
Equiuua goeTyna
Knacea m Fleckpurops knacea m Bbixon
Equiuua gocryna — FASTQ
MynsTinniekcop knacca N NeckpurTops! knacea N
reHoMa
JemynbTunnexcop - Lexonep [eKonens!
reHoma EpuHuua AoCTYNa | eukuLb! AOCTYNE
knaccal Meckpunropel knacea | 1G1ACCoR reHoMa Beixog
Equiuip gocTyna SAM/BAM
METagAHHBIX Leckpnrops! METaRaHHbX.
£ gocTyna -
anvorawm [eckpANTOpL) BHHOTALNA
@ur. 49

JleMynbTUILIEKCEP TEHOMA M3BJICKAET COJIEPKUMOE YPOBHEH €AMHHUIL TOCTYIIA U3 YIUIOTHEHHON CTPYKTYPBI
reHOMa, Jiekoiep (110 OTHOMY JIeKOJepy Ha THIl SMHUIIBI JOCTYIa) U3BJICKAET JeCKPHUIITOPhI FeHOMA, KOTOPbIE
Jajee IeKOAUPYIOTCS B pa3IudHbIe popMaThl TeHOMa, Takue kak FASTQ u SAM/BAM

@ EBpa3suiickasi naTeHTHas opraHusaumsi, EAMB
Poccus, 109012, MockBa, Manblit Yepkacckuii nep., 2
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