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(57) MW zobperenue orHocutes K obnactn GuonHpopmarnky. Ilpeanoxken peanusyemblii Ha KOMIIBIOTEpE

croco®d c©xaTusg JaHHBIX TE€HOMHOW [MOCJIEAOBAaTENIbHOCTH, CIeHEPHUPOBAHHBIX CEKBEHATOPaMH
reHoMa. [lociemoBaTeNbHOCTH HYKICOTHIOB BBIPAaBHUBAIOT IO OXHOM Mmu Ooiee pedepeHCHBIM
MIOCJICIOBATENBHOCTAM, KIACCHOUIUPYIOT B COOTBETCTBHHM CO CTEIEHSIMH TOYHOCTH COBITAJCHHS,
KOAMPYIOT B BUJIE MHOXKECTBA CJIOEB CHHTAKCHUECKHX 3JIEMEHTOB, HCIIOIb3Ys Pa3HbIE MOJIEJIN HCTOYHHKOB
" 3HTpOl’[HI71HI:-Ie KOACPHI JIA Ka)KA0Tr0 CJI0s1, Ha KOTOPBIC pa36I/ITI)I JaHHBIC. IIOHOJ'IHI/ITCJ'H)HO MIPEATIOKCHBL
TEeHOMHBIH KOZIep U TeHOMHBIN feronep (¢ur. 21), a Takke MaTMHOYUTAEMBIA HOCHTENb, PEaTU3yIOIIIe
crocob comracHO M300pereHHto. V300peTeHue mo3BOIsSeT YMEHBUINTh HCIOIb3YEMbI 00bEM MaMsTH
N YIYyUYIIUTb MPOU3BOAUTCIBHOCTL AO0CTYyIAa, NPEAOCTAaBJIsAA HOBBIC (byHKIlI/IOHaJ'H)HI)Ie BO3MOXXHOCTH,
KOTOpBIE HEAOCTYIHBI C U3BECTHBIMH M3 YPOBHS TEXHUKH CIIOCOOAMH IIPEICTABICHUS.
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O0JacTh TEXHUKH

N3obpeTenne obecrieunBaeT HOBBIH CIIOCOO MPENCTABICHHS JTaHHBIX CEKBEHHPOBAHHS I'€HOMA, KOTOPBIH
YMEHBIIAET HCHOJIB3YyEMBI 00bEM MaMATH M yIydIIaeT IPOM3BOIUTEIHHOCTH JOCTYIA, IPEIOCTABIISISI HOBBIC
(hyHKIMOHATIBHBIE BO3MOYKHOCTH, KOTOPBIE HEJIOCTYIHBI C M3BECTHBIMU M3 YPOBHS TEXHHKH CHOCOOaMH TIpes-
CTaBJIICHHUS.

YpoBeHb TeXHUKH

Hapmnesxamee mpeacTaBieHne TaHHBIX CEKBEHHPOBAHMS T€HOMA MMEET OCHOBOIIOJIAralomiee 3HaUYCHNE IS
obecrieueHns 3((HEeKTUBHBIX MPIIIOKEHIH TSI TEHOMHOT'O aHAIIN3a, TAKUX KaK OIpeesIeHIe BApHAHTOB TeHOMa
1 J11000#1 Npyroi aHanm3, BHIIOIHSAEMBIH ¢ Pa3IMYHBIMU LIEISIMH IIyTeM 00pabOTKH JaHHBIX U METaJaHHBIX CEK-
BEHHPOBAHUSI.

CekBeHHpOBaHNE TEHOMA YEJIOBEKa CTaJI0 JOCTYITHBIM OJlaroapsi MOsBJICHUIO BEICOKOIPOHU3BOIUTEIBHBIX
TEXHOJIOTHH CEKBEHHPOBAHUSI C HU3KOH CTOMMOCTBIO. Takasi BO3MOXKHOCTH OTKPHIBAE€T HOBBIE NEPCIEKTHBELI B
HECKOJILKUX O0JIaCTSX: OT JUArHOCTUKH W JICYCHHUS paka /10 BBIIBJICHUS TEHETHUECKHX 3a00JIeBaHmid, OT HaOIIIO-
JICHUS 32 TATOTCHAaMHU JUISl BBISIBIICHHS] aHTUTEIN J0 CO3/1aHHS HOBBIX BaKIH, JICKAPCTB U MEPCOHAIN3AINH HHN-
BUAYaJIBHOTO JICUCHUS.

BonbHUIIBI, MOCTABIIMKY YCITyTH T€HOMHOTO aHaJN3a, CICIIHAICTHI 10 OMONH(pOPMAaTHKE U KPYITHBIC [IeH-
TPHI XpaHEHUs OMOJIOTMYECKUX JAaHHBIX WIIYT HEJOPOTHE, OBICTPHIC, HAACKHBIC M B3aMMOCBSI3aHHBIC PEIICHUS
JUIst 00paboTKN TeHOMHON HH(POPMAITHH, KOTOPHIE MTO3BOIMIIN ObI PACIIUPHUTH MACIITA0bl TEHOMHON MEIUITUHBI
10 MupoBoro Macmrada. [TocKonbKy OZHUM H3 y3KHX MECT B IPOIECCe CEKBEHHUPOBAHMS CTAIO XpAaHCHHE JaH-
HBIX, BCE HMHTCHCHBHEE HCCIIEAYIOTCS CIIOCOOBI INPEICTABICHHUS NAaHHBIX CEKBCHHPOBAHHUS T'€HOMa B CHKAaTOU
thopme.

HawnGomnee gacto ucrnonp3yeMble IpeICTaBICHUs] HHPOPMAIMK O TeHOME Ha OCHOBE JIaHHBIX CEKBEHHUPOBa-
HUS ocHOBaHbBI Ha opmarax FASTQ u SAM. 3amaua cOCTOUT B TOM, YTOOBI C3KaTh TPATUIIMOHHO HCIOJb3ye-
Mmble opmatsl daiinos (cootBerctBeHHO FASTQ 1 SAM 111 HEBBIDOBHEHHBIX M BRIDOBHEHHBIX JAHHBIX). Ta-
Kue (haiiIbl COCTOST M3 MPOCTHIX TEKCTOBBIX CHMBOJIOB M C)KMMAIOTCS, KaK yIIOMHUHAJIOCH BBIIIE, C UCIIOIH30Ba-
HHUEM TIOJIXOJI0B O0IIIero Ha3HAYEHUs, TaKuX Kak cxembl LZ (oT umen Lempel u Ziv, aBTOpOB, OMyOIMKOBABIIHX
TIepBBIE BEpCHH) (XOPOIIO U3BECTHBIE Zip, gZip U T.A.). C UCTIOIB30BaHUEM KOMITPECCOPOB OOIIEro Ha3HAYCHUS,
TakuX Kak gzip, pe3yabTaTOM CXKaTHsI OOBITHO SBISIETCS OJUH 0JI00-00BEKT OMHAPHBIX AaHHBIX. VHbopMammio B
TaKOW MOHOJUTHOH (hopMe OUeHb TPYIHO apXHWBHUPOBATh, TMepenaBaTh U 0OpabdaThIBaTh, OCOOCHHO KOTJA, KaK B
CiTydae BBICOKOTIPOM3BOUTEIHHOTO CEKBEHHUPOBAHNUS, 00heM JaHHBIX dpe3BbiuaitHo Benuk. @opmat BAM xapak-
TepU3yeTCs HU3KOH MIPOM3BOAUTEIHFHOCTRIO CKATHS U3-32 TOTO, YTO OH COCPEIOTOUYCH Ha CHKATHH HEA(PPEKTUBHOTO
1 u30bITouHOTO popmaTa SAM, a He Ha n3BJICUCHUH (PAKTHIECKON TeHOMHOHM MH(pOpMaNuH, nepeaaBaeMoi (aii-
gamu SAM, U U3-32 IPUMEHEHHMS AJITOPUTMOB CXKATHs TEKCTa OOIIETro Ha3HAYCHUS, TAKUX KaK gzip, BMECTO TOTO,
YTOOBI UCTIOIB30BATh CIICIU(PHYECKYIO TPUPOTY KaXKIOTO HCTOYHHKA JaHHBIX (CAaMHX T€HOMHBIX JIAaHHBIX).

CRAM - Gosee CIIOXKHBIH MOJXO0/ K CXKaTHIO TCHOMHBIX JTaHHBIX, KOTOPBIA MEHBIIIE UCTIONB3yeTCs, HO 0Oo-
nee 3¢ ¢pexTuBeH, ueM BAM. CRAM obecneunBaer 6onee 3deKkTHBHOE CxKaThe ISt MpUMEHeHHs auddepeH-
[IUaJIBHOTO KOJAMPOBAHMS 110 OTHOLIEHHUIO K CYIIECTBYIOIIEMY pedepeHcy (OH YaCTHYHO HCIIONb3YeT N30bITOY-
HOCTBH MICTOYHHKA JaHHBIX), HO €My BCE eIlle He XBaTaeT TaKuX (QYHKIMHA, KaK HHKPEMEHTHBIC OOHOBIICHUS, IO~
JIepKKa MMOTOKOBOI mepefayn W BEIOOPOUHBIN JOCTYII K OMPEAETICHHBIM KJIaccaM C)KaTBIX JaHHBIX. JTH MOIXO-
IIBI TAIOT HEYJIOBJICTBOPUTENBHBIC KOI(POHUIINECHTH! CKATHA M CTPYKTYPHI JaHHBIX, B KOTOPBIX TPYIHO OPHEHTH-
POBAaTHCS M MAHUIYIHPOBATH UMH TIOCKE cxaTus. [locmenyronmii aHan3 MOXKET OBITh OYCHb MEJICHHBIM H3-3a
HEOOXOIMMOCTH 00pabOTKH OOJBIINX U KECTKUX CTPYKTYP JAHHBIX AK€ IS BRITOJHEHHS MPOCTON OTepaun
WY JUTSL IOCTYTIA K BEIOpAaHHBIM 00sacTsiM Habopa reHOMHbIX gaHHbIX. CRAM omupaercsi Ha KOHLETIIUIO 3alld-
cu CRAM. Kaxnas 3anuce CRAM kogupyeT 0JHO KapTUPOBAaHHOE WM HEKapTUPOBAHHBIM pHI, KOOUPYS BCE
9JIEMEHTHI, HEOOXOANMBIE ISl €TO BOCCTAHOBIICHHS.

CRAM umeer cnenyromue HeJOCTATKH.

1) Jns CRAM wmHAeKcanus TaHHBIX BBIXOIUT 32 paMKH crierudukanuu (cMm. pasgen 12 cnenudpukaiim
CRAM v 3.0) u peanu3oBaHa B BUAE OTAeNbHOTO (haitna. B moxxome n3o0peTeHus, OMMCaHHOTO B 3TOM JIOKY-
MEHTE, HallPOTHUB, IPUMEHSETCS] METOJ] WHACKCAIIMN JaHHBIX, KOTOPBII WHTETPUPOBAH C IPOIIECCOM KOIHPOBa-
HUS, 1 HHACKCH BHEIPEHBI B KOAWPOBAHHBII IIOTOK OUTOB.

2) B CRAM Bce 0CHOBHBIE OJIOKH JaHHBIX MOTYT COJAEPIKATh JIIOOOH THUIT KAPTUPOBAHHBIX PUIOB (HcalTh-
HO COBIIAJAIOIINX PHIOB, PUIOB TOJBKO C 3aMEHAMHM, PHIOB C MHCEPUMSIMHU WU JEIeHUsIMH (TakkKe Ha3bIBae-
MbIX "uHAenamu")). He cymiecTByeT MOHITHS KJIAaCCU(PHUKAIMN U TPYIIITMAPOBKU PUIOB B KJIaccaX IO Pe3yabTaTy
KapTHPOBAaHM OTHOCUTENBHO peepeHCHOM MOCIeI0BATEIEHOCTH.

3) B u300peTeHnN HET MOHATHS 3aIUCH, MHKAIICYIUPYIOMIEH KaXIblil P, TOTOMY YTO JaHHBIE, HE0OXO-
JMIMBIE JIUISL BOCCTAHOBJICHUS KayK/IOTO PUABI, PacIpeieNIeHbI 0 MHOXKECTBY KOHTEHHEPOB JIaHHBIX, Ha3bIBAGMBIX
"cnosiMu"". Dto obecrieunBaeT 6osee 3P HEeKTUBHBIN JOCTYN K HAOOPY PUAOB C ONPENEICHHBIMU OHOJIOTHYECKH-
MH XapaKTEepUCTHKaMH (HalpuMep, PpUAOB C 3aMEeHaMH, HO Oe3 "WHIeNIOB" WM HJeaJbHO KapTUPOBAHHBIX PHU-
JI0B) 0e3 HEOOXOAMMOCTH AEKOTUPOBAHUS KAXI0T0 (0710Ka) puaa (IUI0B) Ul IIPOBEPKU €T0 IPH3HAKOB.

4) B 3anmcn CRAM kaxplii THIT TaHHBIX 0003HAYaeTcs ONpeeeHHbIM (taroM. B Hactosmem nzobpe-
TEHWW HET MOHATHSA (iara, 0003HAYAOIIETO JaHHbIE, TIOTOMY YTO 3TO IO CYTH ompeneiseTcs ""cimoem", K KOTo-
pOMy TIpHHAIUISKAT JaHHBIE. JTO MOAPa3yMeBacT 3HAUUTEIHHO YMEHBIICHHOE KOJHMYECTBO HUCIIONIB3YEMBIX CHM-

-1-



040022

BOJIOB M, KaK CIICICTBUC, YMEHBIICHUE YHTPOIMU MCTOYHHKA WH(POPMAIIUHU, YTO IPUBOIUT K Oonee 3pdeKTrB-
HOMY CXKaTHIO. DTO CBA3aHO C TeM ()aKTOM, YTO HCIIOIB30BAHKE PA3HBIX "CIIOEB" MO3BOISET KOAEPY MOBTOPHO
WCTIONIb30BaTh OJIMH W TOT YK€ CUMBOJI B K&XKIIOM cJioe ¢ pa3HbIMU 3HadeHUsIMH. B CRAM kaxnpiid ¢uiar 1omkeH
BCErJa MMETh OJTHO M TO XK€ 3HaUEHHE, IIOCKOIBKY OTCYTCTBYET MOHATHE KOHTEKCTOB, M Kaxaas 3anmuch CRAM
MOJKET COJIepKaTh JaHHBIE TI000TO THIIA.

5) B 3amenax CRAM wuHCcepyu U EJIeHH BBIPAXKAIOTCS B COOTBETCTBUN C PA3IMUHBIMH CHHTAKCUCAMH,
TOTAA KaK B MpPEIaraéMoM ITOAXO/Ie UCTIOIB3YeTCs OOUH an(aBUT W KOJUPOBAHUE JUIS 3aMEH, HHCEPIUl U Je-
nenuif. TO YIpoOIIaeT Mporecc KOAUPOBAHUSI U JEKOIUPOBAHNA M CO3/IaeT MOIETh UCTOYHMKA ¢ Oojiee HIU3KOH
SHTpOMKUCH, KOAUPOBAHUE KOTOPOU TaeT OMTOBBIC IIOTOKH C BRICOKOH CTEIICHBIO CKATHSI.

N300peTenne HampaBlIeHO HA CKAaTHE TCHOMHBIX MOCIICIOBATEIBHOCTEH 3a CUCT OpraHU3aliy U Pa30OUBKH
JAHHBIX TAKUM 00pa3oM, 4TOOBI CBECTH K MUHUMYMY U30BITOYHYIO HHPOPMAIIUIO, TTOIICIKAIIYIO KOTUPOBAHHIO,
U peaNu3oBaTh TaKue (PYHKIWHU, KaK BBIOOPOYHBIA JOCTYI U MOAJCPKKA HHKPEMCHTHBIX OOHOBICHUH. OqHUM
U3 aCMEKTOB MPEJCTABICHHOIO IMOAXOJa SBIISACTCS OMPENEICHUE KIACCOB JTAHHBIX U METaJaHHBIX, KOTOPBIC
JIOJDKHBI KOJHMPOBATHCS OTACIHHO M KOTOPBIC IOJDKHBI OBITh CTPYKTYPHUPOBAHBI B pa3HBIX cliosx. Hamboiee
Ba)KHBIC YIIYUYIIEHUS 3TOTO MOIX0/1a OTHOCHUTEIHHO CYIIECTBYIONTNX METOIOB 3aKITIOYAIOTCS B CIEAYIOIIEM:

1) yBenmuenue 3QQPEKTUBHOCTH CXKATHS W3-32 YMEHBIIECHHUS SHTPOIMH WCTOYHUKA WH(POPMAIIMH, CO3/IaH-
HOU IyTeM IpenocTaBieHus () (HEeKTUBHON MOJENH U KaXKIOTO KJIacca JAHHBIX MM METaIaHHbIX;

2) BO3MOYKHOCTH BBITIOJTHEHHSI BEIOOPOYHOTO JOCTyHa K MOPIUSAM CXATBIX NAHHBIX W METAIaHHBIX JUIA
JapHeWel 00padoTKy;

3) BO3MOXKHOCTh HHKPEMEHTHOTO (0€3 HEOOXOAMMOCTH TTePEKOAUPOBAHNS) OOHOBIEHHUS 3aKOAMPOBAHHBIX
JTAHHBIX U METaJaHHBIX HOBBEIMH JTAHHBIMH W/MJIH METaJIaHHBIMU O MOCJICIOBATEIIEHOCTU W/UIIH HOBBIMH PE3YJIh-
TaTaMU aHaJIH3a.

Kpartkoe onucanne yepre:xei

Ha ¢wur. 1 - moka3aHo, 4TO MOJOXKCHUE AP KAPTHPOBAHHBIX PUIOB KOIUPYETCS B CJIOC POS KaK pa3HUIIA C
a0COITFOTHBIM TTOJIOKEHUEM TIEPBOTO KAPTHPOBAHHOTO PUIA;

¢wur. 2 - aBa puaa B mape MOTYT MPOUCXOANTh U3 nByX neneit JJHK;

¢ur. 3 - oOpaTHBIN KOMIUIEMEHT puja 2 OyAeT 3aKOANpPOBaH TAaKUM 00pa3oM, €Clii B KauecTBe pedepeHca
WCIIONIB3YETCS LeMb 1;

¢wur. 4 - 4eTeIpe BO3MOKHBIX KOMOWHAIINH PHUIOB, COCTABIAIOMINX MAPy PHUAOB U COOTBETCTBYIOUIYIO KO-
IUPOBKY B CIIOE rcomp;

¢wur. 5 - cxema pacdeTa pacCTOSHUS CIIAPUBAHUS TP MIOCTOSHHOM JUTMHE PUIOB U TPEX Map PHIIOB;

¢ur. 6 - OMKOKK CIIAPUBAHUS, 3aKOJUPOBAHHBIC B CIIOC PAir, MO3BOJSIOT JEKOACPY BOCCTAHOBWTH Ipa-
BUJIHOE CIIApUBAaHKE PUAOB C UCIOIb30BaHHEM 3akoaupoBanHoro MPPPD;

¢ur. 7 - KOIUpOBaHHUE PACCTOSHUS CIAPUBAHUS, KOTJa PHUI KApTHPYETCs HA JAPYroM pedepeHce, YeM ero
mapTHep mo mape. B 3TOM ciydyae K pacCTOSIHUIO CIIapUBaHUs JOOABISIOTCS JIOMOJHHUTEIBHBIC JTECCKPHIITOPHI.
OnuH - 3TO CHTHANBHEIHN (Iiar, BTOpoi - uneHTH(GUKATOp pedepeHca, a 3aTeM PacCTOSHUE CIIApUBAHHUS,

¢wr. 8 - konupoBanue N-HECOBIAJCHUI B CJIO€ NMis;

¢wur. 9 - xapTUpOBaHHAS Mapa PUIOB, KOTOPAs MPEICTABISIET 3aMEHBI OTHOCUTEIBHO peepeHCcHOHN moce-
JIOBaTEILHOCTH;

¢wur. 10 - pacdeT MoJIOKEHNUN 3aMEH KaK B a0COJIIOTHBIX, TaK U B MU HepeHITHAILHBIX 3HAUCHUSX;

¢wur. 11 - pacyeT CUMBOJIOB, KOAUPYIOMUX THITBI 3aMeH, koraa koabl [UPAC He ncmonb3yrorcs. CUMBOIIBI
MPEICTABISIIOT PACCTOSHIE - B KPYTOBOM BEKTOPE 3aMEH - MEXKITy MOJICKYJIOH, IPUCYTCTBYIOIIEH B pUae, U MO-
JICKYJIOH, IPUCYTCTBYIOIIEH Ha pehepeHce B 3TOM TOI0KCHUH;

¢wur. 12 - xoqupoBaHUE 3aMeH B CII0€ snpt;

¢wur. 13 - pacueT KOJJOB 3aMEH € UCIIOIb30BaHNEM K010B HeoaHo3HauHOCTH IUPAC;

¢wur. 14 - xogupoBaHue cios snpt ¢ ucroab3zoBanueM koxos [UPAC;

¢wur. 15 - s punoB kiaacca | ucmosp3yeMblil BEKTOpP 3aMeH TaKoH ke, Kak Jurs kitacca M ¢ nobaBieHneM
CHeUANIbHBIX KOAOB /Ui nHCepluii cumBosioB A, C, G, T, N;

¢wur. 16 - HEKOTOpHIE MPUMEPHI KOAUPOBAHUS HECOBIAICHUN M WHAEJIOB B CIydae MCIOIH30BAaHUS KOIOB
HeonHo3HayHOCTH [UPAC. BekTop 3aMeH B 3TOM cilydae HAMHOTO JJIMHHEE, U IMO3TOMY BO3MOXKHBIX PacCcuu-
TAHHBIX CHUMBOJIOB OOJIBIIIE, 9€M B CIIydae ISTH CUMBOJIOB;

¢ur. 17 - apyras Moaeslb ICTOYHUKA IS HECOBIAJACHUN U WHICIIOB, TJe KaXIbIH CIIOH COMEPIKUT TOJI0KE-
HHUE HECOBMAACHUN WJIM WHCEPLUI OJHOTO THIA. B 3TOM ciiydae cHMBOIBI [T THIIA HECOBIAICHIS FITH MHIENA
HE KOIHPYIOTCS;

¢ur. 18 - mpuMep KOIUPOBaHMS HECOBMAJICHUH W WHICIOB. Eciau s puja HEeT HeCOBIAICHUN WM HHJIC-
JIOB JAHHOTO THUIIA, B COOTBETCTBYIOIIEM ciioe Komupyercs 3HaueHue 0. CumBon 0 NeHCTBYET Kak pa3feiIuTeb H
TEPMUHATOP PHUIOB B KaXJIOM CJIOC;

¢wur. 19 - mogudukanus B pedepeHCHON MOCIeIOBATEIBHOCTH MOXKET Mpeodpa3oBats M-puna B P-puna.
Ora omeparysi MOKET YMECHBITUTh HHPOPMAIMOHHYIO SHTPOINHUIO CTPYKTYPHI JTaHHBIX, OCOOCHHO B CIy4ac BBI-
COKOT'O TICPCKPHIBAHUS;

¢wur. 20 - renomubii koaep 2010 corracHO OJHOMY BapHaHTy peali3alii 3TOTO H300pETEHHUS;

¢ur. 21 - reHomMHBIH Hekoaep 218 cormacHo OJHOMY BapHaHTy PeaTU3alHN dTOT'0 N300peTEeHUSI.
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Kparkoe onucanune

H300peTenue, B YaCTHOCTH, OTHOCUTCS K CIICAYIOUIINM O0BEKTaM.

1) Peanmsyemplit Ha KOMITBIOTEPE CIIOCOO CXKATHS JAHHBIX T€HOMHOM IOCIIENOBAaTENFHOCTH, TAE yKa3aH-
HBIE TaHHBIE TEHOMHOH MOCIIEAOBATEIHLHOCTH COAEPKAT PHUIBI TTOCIEA0BATEIFHOCTEH HYKICOTHIOB, BKIIOYAIO-
LIUH CJIeYIOIINE STaIbI:

BEIPAaBHUBAHME YKa3aHHBIX PHIOB C OJHOW WM Oosee pedepeHCHBIME HOCIE0BATEIEHOCTAMH C TIOJTyde-
HHEM, TaKiM 00pa30M, BRIPOBHEHHBIX PHJIOB,

KJaccu(UKaIus yKa3aHHBIX BEIPOBHEHHBIX PUIOB B Pa3IMYHbIEC KJIACCHI, BKIIIOYAOIIUE IT0 MEHBIIEH Mepe

MIEPBEIA KJIacc: €ClIM YKa3aHHBIC BEIPOBHEHHBIC PUJIBI COBIANAIOT C YKa3aHHBIMH OJHOW HIIH Ooee pede-
PEHCHBIMH TIOCJIEIOBATEIIEHOCTAMU 03 KaKUX-THOO0 OIIUO0K;

BTOPOW KIIACC: €CITU YKa3aHHBIC BRIPOBHCHHBIC PUJIBI COBIIAAAIOT C 00JACTHIO B YKa3aHHOW OJHOM miu 60-
nee peepeHCHBIX MOCICIOBATEIBHOCTIX C YHCIIOM HECOBIAJCHUMN, COCTOSIITUM U3 YHCIa TMOJO0XKCHUH, B KOTO-
PBIX CEKBEHATOP HE CMOT OTPEIEIIUTh HA OJJTHOTO OCHOBAHHUS,;

TPETUH KIIacc: €CM YKa3aHHBIC BRIPOBHCHHBIC PUJIBI COBIIAAAIOT C 00JAaCThIO B YKa3aHHOW OJHOM WU 00-
nee peepeHCHBIX MOCIE0BATEIFHOCTAX C YHCIOM HECOBIIAACHHUH, COCTOSIINM M3 TOJI0XKEHUH, B KOTOPBIX CEK-
BEHATOP HE CMOT OIPENEIUTh HU OJHOTO OCHOBAHHSA, ¥ IPUCYTCTBUS MHCEPIIHH, MITN IEICINi, NI 00pe3aHHbIX
HYKJICOTH/IOB;

YEeTBEPTHIM KJIACC: €CIH yKa3aHHBIC BHIPOBHEHHBIC PUABI HE HAXOIAT KAKOTO-THOO JOCTOBEPHOTO KapTH-
pOBaHUS Ha yKa3aHHOW OAHOM mim OoJiee pedepeHCHBIX MOCIEeIOBATEIFHOCTIX B COOTBETCTBHH C YKa3aHHBIMH
OTPaHMYCHUSIMH BBIPABHUBAHMUS C TOIyYEHHEM TaKUM 00pa3oM KJIACCOB BHIPOBHEHHBIX PHIOB; U KOJUPOBAHHE
YKa3aHHBIX KJIACCU(PUIMPOBAHHBIX U BEIPOBHCHHBIX PHJIOB B BUJIC MHOXKECTBA CJIOCB CHHTAKCHYCCKHX JJICMCH-
TOB, COJICPIKAIIUX JECKPUITOPEI, MPUUYEM JIJIs YKa3aHHOTO MEPBOTO KJIAcca YKa3aHHbBIC IECKPHUIITOPBI BKIFOYAIOT
MO0 MEHBIICH Mepe HavaJbHOE MOJOXKCHUE B PEPEPEHCHON MOCIEAOBATEIFHOCTH, (JIar, CUTHATH3UPYIONIHA O
TOM, YTO PHUJ JIOJKCH pacCMaTpHUBAThCS KaK OOpaTHBIN KOMIUIEMEHT K pedepeHCy, pacCTOsSHHE 0 TapTHepa
mapel B CITydac CHApEHHBIX PHJIOB, 3HAUCHHE JJIMHBI B CIyYae, KOT/Ia TEXHOJIOTHS CCKBCHHPOBAHUS JTACT PUIBI
TIEPEMEHHON JITMHBI; U1 YKa3aHHOTO BTOPOTO KJacca MECKPHUITOPHI BKIIOYAIOT II0 MEHBINEH Mepe TEeCKPHUIITO-
PBI IEPBOTO KJIACCa W MOJIOKECHNE HECOBIAACHH U KAKAOTO HECOBIAICHI, I YKA3aHHOTO TPETHETO Kiacca
JECKPUITOPHI BKIIOYAIOT JECKPUITOPHI YKa3aHHOTO BTOPOTO Kiacca M MOJIOKSHHUE HECOBIAACHUS U THII HECOB-
MaJIeHus U KaXXI0TO HECOBMAACHUS; ISl YKa3aHHOTO YETBEPTOro Kiacca JECKPHIITOPHI BKIIOYAOT JECKPHII-
TOPHI YKa3aHHOTO MEPBOTO KJIAcCa W THIT HECOBIAISHHS I KaXKIOTO HECOBIAACHUS,

rZie yKa3aHHOe KOAMPOBAaHUE yKa3aHHBIX KJIACCH(PHUINPOBAHHBIX BHIPOBHEHHBIX PUIOB B BHIE MHOXKECTBA
CJIOCB CHUHTAaKCHYECKHUX JJICMCHTOB BKJIFOYACT BHIOOpP YKA3aHHBIX CHHTAKCHUYCCKUX DSJIEMEHTOB, COJICPKAILIUX
YKa3aHHBIC JIECKPUNITOPHI, B COOTBETCTBUM C YKa3aHHBIMHU KJIACCAMH BBIPOBHEHHEBIX PHIIOB, IPUYEM KOJIUPOBa-
HHUE YKa3aHHBIX KIaCCH(UIMPOBAHHBIX BBIPOBHCHHBIX PHUJIOB B BHJIC MHOYKECTBA CIIOCB CHHTAaKCHYCCKUX 3JIC-
MEHTOB OCYLIECTBISETCS C IPUMEHEHHEM KOHKPETHOTO SHTponuitHoro koaepa 2012-2014.

2) Croco0 1o 1.1, XapaKTepU3YIOIIUICS TEM, YTO CJIOU CHHTAKCHYECKUX IIIEMECHTOB JIOTIOJIHUTEIHHO CO-
JiepKaT TOJ0KEHUE BapHaHTa OTHOCHTEIBEHO pe(epeHCHOW MOCIIe0BATCIFHOCTH, THII BapUAHTA, MOJIOKCHHUE
JIENIeIA OTHOCUTENIFHO peepeHCHON TOCIe[0BaTeIFHOCTH, TOJI0XKEHNE OTHOTO WM 00Jee CHMBOJIOB, OTCYT-
CTBYIOIINX B pe(epeHCHOH MOCIeI0BATEIEHOCTH, HO IPUCYTCTBYIOIINX B BEIPOBHEHHBIX PHAAaX, THI MHCEPIHN
B JaHHOM TOJIOXKCHHUH.

3) Cnoco6 1o 1.1, XapaKTepu3yIONIHiicsS TeM, YTO YKa3aHHBIA SHTPOMUHHBIA KOJEp SIBISETCS KOHTEKCTHO-
aJanTUBHBIM apH(PMETHIECKAM KOJIEPOM.

4) Crioco6 pacakoBKH T€HOMHOTO MTOTOKA, CKATOTO CIIOCOOOM IO 1. 1, MprYeM yKa3aHHBIH CIOCO0 BKITIO-
YaeT CIICAYIOIINE 3Tk

CHUHTaKCHUYeCKUH aHanu3 U JexoaupoBanue 212-214 cxaToro reHOMHOTO MOTOKa B T€HOMHBIE CJIOM CHUH-
TaKCHYECKHX DJIEMEHTOB 215,

JIEKOTUPOBAHKE YKAa3aHHBIX TEHOMHBIX CJIOEB B KJIACCHI JAaHHBIX 216-217, pa3BopaunBaHUC YKa3aHHBIX Te-
HOMHBIX CJIOCB B KJIACCH(HUIIMPOBAHHBIC PUIIBI TOCIICIOBATEIBHOCTEH HYKICOTHIOB,

BBIOOPOYHOE JIEKOJUPOBAHUE C MIOMOIIBIO JAEKOJepoB 219 Ki1accoB yKa3aHHBIX KIacCH(DUIIMPOBAHHBIX PH-
JIOB TIOCJIEIOBATENBHOCTEH HYKICOTHIOB U O0BEINHEHNE PE3yIbTaTOB Ha OTHOU MM OoJiee pedepeHCHBIX Mo-
CIIEZIOBATENIFHOCTSX C IMOJTydYeHHEM HEC)KAThIX PUOB MOCIEI0BATEIIFHOCTEH HyKICOTHIOB.

5) I'enomusiii koaep 2010 mist cxxaTHsl TaHHBIX TEHOMHOHN TOcienoBaTeIbHOCTH 209, MpuieM yKa3aHHBIC
JaHHBIC TEHOMHOW mocnemoBaTenbHOCTH 209 comepkaT puAbl MOCIEIOBATEIHHOCTEH HYKICOTHAOB, MPHIEM
yKa3aHHbIN reHoMHbIH Koaep 2010 comepkuT

Moysb BeipaBHHBaHUS 201, CKOH(QUTYpUPOBAaHHBIHN /I BRIPABHUBAHUS YKAa3aHHBIX PHUIOB C OJHOW WIIH
Oonee pehepeHCHBIME MOCIICIOBATEIBHOCTSIMH C MOJyYCHHEM, TAKMM 00pa30M, BEIPOBHCHHBIX PHJIOB,

MOIyJb KiacCupuKaimu MaHHbIX 204, CKOH()UTYpHpPOBaHHBIA I KiIacCU(UKAIMKM YKa3aHHBIX BBIPOB-
HCHHBIX PUIOB B Pa3IHMYHBIC KIACCHI, BKIFOYAIOIIKNE TI0 MCHBIICH Mepe

MIEPBEIA KJacc: €ClM yKa3aHHBIC BEIPOBHEHHBIC PUIBI COBIANAIOT C YKa3aHHBIMH OJHOW HIIH Ooee pede-
PEHCHBIMH TIOCJIEIOBATEIIEHOCTAMU 03 KaKUX-THOO0 OIIHO0K;

BTOPOM KJIaCC: €CIIM yKa3aHHBIC BRIPOBHEHHBIC PUIBI COBIIQAAIOT ¢ 00JACTHIO B YKa3aHHOW OJHOM M 60-
nee peepeHCHBIX MMOCTIEeI0BATEIBHOCTAX C YHCIOM HECOBIIAJCHUH, COCTOSIINM U3 YHCIIa MOJOXKEHUH, B KOTO-
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PBIX CEKBEHATOP HE CMOT OINpPENENIUTh HU OJJHOTO OCHOBAHHUS,

TPETHH KJlacc: €CIIM YKa3aHHbIE BEIPOBHEHHBIC PUBI COBIAJAIOT C 00JACTHIO B yKa3aHHON OJHOM MM 0O-
nee peepeHCHBIX MOCIE0BATEIFHOCTAX C YHCIOM HECOBIAACHHUH, COCTOSIINM U3 TOJI0XKEHUH, B KOTOPBIX CEK-
BEHATOP HE CMOT OIPENEIUTh HU OJHOTO OCHOBAHMSA, ¥ IPUCYTCTBUS MHCEPIIHHA, TN IeICHNi, NN 00pe3aHHbIX
HYKJICOTH/IOB;

YEeTBEPTHIM KJIACC: €CIH YKa3aHHBIC BHIPOBHEHHBIC PUABI HE HAXOIAT KAKOTO-THOO JOCTOBEPHOTO KapTH-
pOBaHUS Ha yKa3aHHOW OAHOH mim OoJiee pedepeHCHBIX MOCIEeIOBATEIBHOCTAX B COOTBETCTBHH C YKa3aHHBIMH
OTPaHNYCHUSIMH BEIPAaBHUBAHHUSA C ITOTydECHHEM, TAKIM 00pa3oM, KJIACCOB BHIPOBHEHHBIX PUIOB;

OJIMH WX OoJiee KoJUpyIomux ciaon Moxyner 205-207, ckoHpUTrypupOBaHHBIX IJIsl KOJUPOBAHMS yKa3aH-
HBIX KJIaCCH()UIIMPOBAHHBIX BEIPOBHEHHBIX PHIOB B BHJIE CJIOCB CHHTAKCHUYECKHUX JJIEMEHTOB, COJIEPIKAIINX JHC-
KPHUIITOPBI, ITyTeM BHIOOpa YKa3aHHBIX CHHTAKCHYECKHX DJIEMEHTOB B COOTBETCTBHM C YKa3aHHBIMH KJIACCAMH
BBIPOBHEHHBIX PUJIOB, TJ€ Uil YKa3aHHOTO TIEPBOTO KJlacca YKa3aHHBIE JECKPHUIITOPHI BKIIOYAIOT MO MEHBILEH
Mepe HadalbHOE IOJIOKEHUE B pe(epeHCHOH MOCIe0BaTEIbHOCTH, (Jlar, CUTHAM3UPYIOMNN O TOM, YTO PUA
JIOJDKEH paccMaTpHBaThCs Kak 0OpaTHBIN KOMIUIEMEHT K pedepeHCy, pacCTOsIHUE [0 TMapTHepa Iaphl B ciydae
CHApeHHBIX PUAOB, 3HAYCHHE IJIMHBI B CIy4ae, KOTJa TEXHOJIOTHS CEKBCHHPOBAHUS NaeT PHUABI IEPEeMEHHON
JUTAHBL, JUIS YKa3aHHOTO BTOPOTO Kjlacca MECKPUITOPHI BKIIOYAIOT IO MEHBIICH Mepe IECKPUITOPHI IEPBOTO
KJlacca M TOJI0KEeHNEe HECOBMAISHHS I Ka)KIOTO HECOBIAICHIS;, [T YKa3aHHOTO TPETHETO KJIacca JIECKPUIITO-
PBI BKITIOUAIOT IECKPHUINITOPHI YKa3aHHOTO BTOPOTO KJIacca ¥ MOJI0KEHUE HECOBIAICHHS M THIT HECOBIIAICHUS IS
Ka)XIIOTO HECOBIIAJICHHUS; I YKA3aHHOTO YETBEPTOTO Kiacca AECKPHUIITOPHI BKIIFOYAIOT JECKPUITOPHI YKa3aHHO-
TO IepBOTO KJlacca M THUI HECOBIAACHHS IS KaKJOT0 HECOBIAICHIS,

sHTponuiiHbll komep 2012-2014 nns SHTPONUIHOTO KOAMPOBAaHUS YKa3aHHBIX CIOEB CHHTaKCHUECKUX
SJIEMEHTOB.

6) I'enomHBIH fexonep 218 i pacnakoBKM F'eHOMHOTO MOTOKa 211, cKaToro reHOMHBIM KOJIEpOM 0 1.6,
IpUYeM yKa3aHHBIM TeHOMHBIH nexonep 218 cogepxur

CpeACTBa CHHTAKCHUECKOTO aHaiM3a U JekoaupoBanust 210, 212-214, ckoHGUTrypupOBaHHBIE Ul CHHTaK-
CHYECKOTO aHaJM3a YKAa3aHHOTO CXKaTOT0 T€HOMHOTO IOTOKAa B TEHOMHBIE CJIOM CHHTaKCHMUYECKHX AJIEMEHTOB
215,

OJIMH WK OoJiee MeKoAepoB ciaoeB 216-217, ckoHUTYpHUPOBAHHBIX IS TEKOIUPOBAHUS T€HOMHBIX CIIOCB
B KJIACCBHI JaHHBIX, U JTOTIOJHUTEIHHO CKOH(PUTYPHUPOBAHHBIA A 00pabOTKM yKa3aHHBIX T€HOMHBIX CIIOEB B
KITaCCU(PUITUPOBAHHBIC PUBI TIOCIEIOBATEILHOCTEH HyKIeoTua0B 2111,

JIEKOJZIephl KIJIACCOB TEHOMHBIX NaHHBIX 213, CKOH(GUTYpUpPOBaHHBIC IJISI BEIOOPOYHOTO JEKOIUPOBAHUS
YKa3aHHBIX KIaCCHU(UIIMPOBAHHBIX PHIIOB MOCIEAOBATEILHOCTEH HYKJICOTHIOB U OOBEIUHEHHS Pe3ylbTaTa I1o
OJTHOM MJIM HECKOJIbKUM pe(EepeHCHBIM IOCIEAOBATENFHOCTSM C IOJYYCHHEM HEC)KaThIX PUAOB IIOCIIEIO0Ba-
TeJNBbHOCTEN HyKI€OTHIOB.

7) 'eHoMHBII ekoaep 1O 1.6, XapaKTepU3YIOIIUIC TeM, YTO OJHa WK Oosee peepeHCHBIX MoCcIen0Ba-
TEJIbHOCTEH XpaHsTCs B CX)KaTOM MOTOKe reHoMa 211.

8) 'eHOMHBII JIeKoaep 1O 1.6, XapaKTepU3YIOIIHUIC TeM, YTO OJHa WK Oosee pedepeHCHBIX MoCcIen0Ba-
TENBHOCTEH MOAI0TCS B JEKOEP 10 BHETIOJIOCHOMY MEXaHHU3MY.

9) 'eHOMHBIH JeKOAEp IO I1.6, XapaKTEePU3YIOMUHCS TeM, YTO OJIHA MU OoJiee peepEeHCHBIX MOCIeI0Ba-
TEJNBHOCTEH CTPOSATCS B yKa3aHHOM JEKOJepe.

10) MammHOYHTaeMBIii HOCHTEIb, COEPKAIINH WHCTPYKIINH, KOTOPBIE MPH UX BBITOJHEHUN MPUBOIAT K
OCYIIIECTBIICHHUIO IO MEHBIIEH Mepe OJTHUM TPOIIECCOPOM CIocoba 1o iodomy u3 1. 1-4.

[Tpn3Haky HE3aBUCHMBIX IYHKTOB ()OPMYIIBI M300pETeHHUs, NPUBEICHHBIC HIDKE U BBIINIE, PEIIaroT IMpo-
O5eMy CyILIECTBYIOIINX PEUICHUH MPEANIeCTBYIOMIEr0 YPOBHS TEXHHUKH, 00ecledrBasl COco0 KilacCU(pHUKALIH
TMIOCJIC/IOBATENILHOCTEH T'eHOMa M CII0Cco0 CXKATHUSI C MCIIOJIb30BaHNEM yKa3zaHHOW kiaccuukanuu. B oxgHoMm ac-
MEeKTE NPEUIOKEH CIOCco0 KiIacCH(HUKALMK JaHHBIX T€HOMHOH ITOCIIeIOBATEIbHOCTH, T€HEPUPYEMBIX CEKBEHA-
TOpOM, IIpUYEM yKa3aHHBIE JaHHbIE TEHOMHOI MOCIEN0BATEIbHOCTH COAEPAKAT MOCIEI0BATENIEHOCTH "OCHOBA-
HUH" HYKJICOTHIOB, IPUYEM yKa3aHHas KiacCH(UKAIMs BBIIOJHACTCS B COOTBETCTBUU C pedepeHCHOI mocie-
JIOBAaTEILHOCTHIO, IPHYEM YKa3aHHBIH CITOCOO BKITIOYAET CIICAYIOIINE STATIbI:

uAeHTH(UKAIUSA TIOCTeN0BaTeNbHOCTEH Kitacca P, comepkamux copnanaromue (matching) obmactu B pe-
(hepeHCHOH MmociienoBaTen,HOCTH 0€3 HECOBIAIEHUH; nAeHTH(UKAIUS TTOCIeoBaTebHOCTE! Kitacca N, conep-
JKaIIUX COBHAJAlomue 007IacTH B peepeHCHON IMOCIEAOBATEIFHOCTH, C PSAAOM HECOBIAACHHUH, MMPEICTaBICH-
HBIX TIOJIO)KEHUSAMH, B KOTOPBIX CEKBEHATOP HE CMOT ONPEAETNTh HUKAKOE OCHOBaHHE; HACHTU(UKAIUS TOCTe-
JOBaTeNbHOCTEH Kitacca M, coiepKalux COBIIAAAloNIe 00JacT B pe)epeHCHON MOCIEeI0BATENFHOCTH, C Psi-
JIOM HECOBIAJCHUH, NPEICTABICHHBIX IOJIOKEHUSIMH, B KOTOPBIX CEKBEHATOP HE CMOTI OINPEAEINTh HUKAKOEe
OCHOBAHHE WJIM ONpPENENII OCHOBaHHE, OTIMYHOE OT OCHOBAaHMS B pe)epeHCHOH IOCIeI0BaTEIbHOCTH; HACH-
TU(UKaIKS TOocIe0BaTeIbHOCTEH Kiacca I, cogeprkamix HecoBmaaeHus Kiacca M IIIIoC MPUCYTCTBUE UHCEP-
LMK WK ACICIINH,

naeHTHHUKaNUs TocienoBaTenbHoCTel kiacca U, conepkainx Bce puibl, KOTOPbIE HE HAXOAT IeHCTBH-
TENBHOTO (BaJIMIHOTO) KapTHPOBaHUs B pehepeHCHOH ITOCIIe10BaTEIbHOCTH.

B nmpyrom acrmexTe mpemiokeH Coco0 CKaTHs JaHHBIX T€HOMHOM IMOCIIeIOBATEIbHOCTH, TEHEPUPYEMBIX
CEKBEHATOPOM, NpHYEeM yKa3aHHBIC JaHHBIE TEHOMHOW ITOCIENIOBATEIBHOCTH COAEpXKAT IMOCICI0BATEIHHOCTH
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HYKJIEOTH/IOB, IPHUEM yKa3aHHBIH CIIOCOO BKJIIOYAET CIEAYIOIINE TAIbI:

BBIPABHUBAHHEC YKA3aHHBIX PHIOB MO pe(epeHCHOU MOCIICIOBATEIFHOCTH C IMOJYYCHHEM BBIPOBHCHHBIX
PHIIOB,;

KIaccu(UKaNNs YKa3aHHBIX BRIPOBHEHHBIX PHUIOB B COOTBETCTBHU ¢ MHOXKECTBOM (multiplicity) cremeneit
COBIIAZICHUS C peepEeHCHON MOCTIEI0BATEIEHOCTRIO, TEM CAMBIM CO3/1aBasi KIIaCChl BRIPOBHEHHBIX PHIIOB;

KOAWPOBaHHUE YKa3aHHBIX BEIPOBHEHHBIX PHUIOB B BUE CIIOCB CHHTAKCHYECKUX 3JIEMEHTOB;

IpUYeM yKa3aHHBIC 3JIEMEHTHl CHHTAKCHCA BBIOMPAIOT B COOTBETCTBUH C YKa3aHHBIMH KJIaCCaMH BBIPOB-
HEHHBIX PUIOB.

B npyrom acrnexre npeasioxkeH crocod pacinakoBKH CKaToro FTeHOMHOTO TIOTOKa, ITPUYEM yKa3aHHbIH CIo-
€00 BKJIIOUAET CIIETYIOIINE JTAllb:

CHUHTaKCHYECKUI aHaIN3 YKa3aHHOTO C)XKaTOro I'€HOMHOTO IIOTOKa B I'€HOMHBIE CIIOW CHHTaKCHYECKHX
9JIEMEHTOB,

pa3BopavYMBaHUE YKAa3aHHBIX TCHOMHBIX CJIOCB B KIACCU(PHUIIMPOBAHHBIC PHIBI TOCIEAOBATEIHBHOCTEH HYK-
JICOTH/IOB,

BEIOOPOYHOE JIEKOTMPOBAHHE YKAa3aHHBIX KIacCH(UIIMPOBAHHBIX PHUIOB MOCIEAOBATEIFHOCTEH HYKICOTH-
JIOB Ha OCHOBaHHH OJHOM min 6oiiee pehepeHCHBIX ITOCIEA0BATEIFHOCTEH € MOTyYeHHEM HEC)KaThIX PUIOB I10-
CIIeZIOBAaTENIFHOCTEH HYKIICOTHIOB.

Eme ogun acnekt - reHomHBIH Koaep 2010 mns ckaThs NaHHBIX TEHOMHOH mocienoBaTebHOCTH 209,
IpUYeM yKa3aHHbBIE JaHHBIE TeHOMHOU mocienoBaTenbHoCcTH 209 comepKaT pHIOBI MOCIEeIOBATENBHOCTEH HYK-
JICOTHIOB, TPUYEM yKa3aHHBIN TeHOMHBIHN konep 2010 cogepxut

Moxynb BeIpaBHHBaHUS 201, CKOHQUTYpUPOBAaHHBIHN /IS BRIPABHUBAHUS YKAa3aHHBIX PHUIOB C OJHOW WIIH
6ouiee pehepeHCHBIMH ITOCIIEA0BATEIILHOCTAMHE C TIOJIydeHUEM, TAKUM 00pa3oM, BHIPOBHEHHBIX PHIOB,

MOIyJb KiaccupuKaimu MaHHbIX 204, CKOH(GUTYpHpPOBaHHBIA I KiIacCU(UKAIMKM YKa3aHHBIX BBIPOB-
HEHHBIX PHJIOB B COOTBETCTBHHU CO CTENEHSIMH TOYHOCTH COBIIAJICHHS COBIAJICHHS C OXHOM mim Ooiee pede-
PCHCHBIMH TIOCJIEIOBATENHLHOCTSIMHE C ITOJyYeHHEM, TaKUM 00pa3oM, KJIaCCOB BEIDOBHEHHBIX PUJIOB;

OJIMH WK OoJiee KOTUPYIOMHX cion Moynei 205-207, ckoHGUTYpUpOBaHHBIX TSI KOAUPOBAHMS yKa3aH-
HBIX KJIACCH(PHIIMPOBAHHBIX BBIPOBHEHHBIX PHIOB B BHJE CJIOEB CHHTAKCHYECKHX 3JIEMEHTOB IIyTEM BBIOOpA
YKa3aHHBIX CHHTAKCHYECKHUX 3JIEMEHTOB B COOTBETCTBHH C YKa3aHHBIMHU KJIACCAMH BBRIPOBHEHHBIX PHIIOB.

B npyrom acmekrte, reHOMHBIN gexonep 218 i pacrmakoBKH CXAaToro TeéHOMHOTO MmoToka 211, mpuuem
yKa3aHHbBIH TeHOMHBIHN aexoep 218 comepxur:

Cpe/icTBa CHHTaKCHYeCKOTo aHanm3a (mapcunra) 210, 212-214, ckoHPUTypUpOBaHHBIE I aHAIN3a yKa-
3aHHOTO C)KaTOTr0 'EHOMHOT'O II0TOKa B TEHOMHBIE CJIOW CHHTaKCHYECKHX JIEMEHTOB 215,

OJIMH WX OoJiee AeKoaepoB cioeB 216-217, ckoHGUTypHPOBAHHBIX JJISL IEKOMPOBAHHS ICHOMHBIX CJIOEB
B KJIacCU(UIMPOBAHHBIC PUIBI MTOCICI0BATEIbHOCTEN HyKIIeOTHIOB 2111,

JIEKOJIEPbl KJIaCCOB TEHOMHBIX JAaHHBIX 213, CKOHQUTypUpOBaHHBIC IS BBIOOPOYHOTO JEKOAUPOBAHUSI
YKa3aHHBIX KJIaCCU(HUIMPOBAHHBIX PHIOB MOCIEA0BATEILHOCTEH HYKICOTHIOB 110 OJHOH MiM Oosee pedepeHc-
HBIM I0CJIEA0BATEILHOCTSM C MOJTYYSCHHEM HEC)KATHIX PHOB TI0CIIEI0BATEIBHOCTEH HYKICOTH/IOB.

Ioapo6Hoe onucanue

['eHOMHBIE WJIM TPOTEOMHBIC TIOCIEAOBATSIHFHOCTH, YIIOMHHAEMbIe B JaHHOM H300pETEHHH, BKIIOYAIOT,
HaIpuMep, MOMHUMO IPOYEro, HYKJICOTHIHBIE IOCIEIOBATEIFHOCTH, MOCIECIOBATEIHHOCTH IE€30KCHPHOOHYK-
nenHoBo# kucioTel (JIHK), pubonyxiennoBoit kuciotsl (PHK) 1 aMUHOKHCIOTHBIE TTOCIIEI0BATETLHOCTH. XOTS
OTIMICaHME B TaHHOM JOKYMEHTE SIBJSIETCS JOBOJIHO IOAPOOHBIM B OTHOIICHHH TeHOMHON WH(pOpManuu B (op-
Me HYKJICOTHHOH MOCIEA0BATENFHOCTH, CIEIyeT MIOHUMATh, YTO 3TH CHOCOOBI M CUCTEMBI JUIsl XPaHCHHS! MOTYT
OBITh pPeaM30BaHbl TAKKE JUIS JPYTUX TEHOMHBIX WM MPOTEOMHBIX IOCIICIOBATCIFHOCTEH, XOTS U C HE3HAUH-
TEJNEHBIMU BapUAIMSIMU, KaK OyIET MOHIATHO CIECIHATINCTY B JAHHOW O0JIACTH.

HNudopmanus ceKBeHHPOBAaHUS TeHOMA T'eHEPUPYETCsT BBICOKOMIPOU3BOIUTEIBHEIME cekBeHaTopamu (HTS)
B BUJIE TIOCIIEIOBATENHLHOCTEH HYKJICOTHIO0B ("ocHOBaHHMI"), IPECTaBICHHBIX CTPOKaMU OYKB U3 OIpe/eIeHHO-
ro cioBaps. Haumensinit cnoBapb npeacTtasieH msareio cuMmBonamu: {A, C, G, T, N}, npencrasnstommmu 4
TUMA HYKJI€oTH0B, npucyrcTBytomux B JIHK, a uMeHHo anenuH, muto3uH, ryanud u TumuH. B PHK tumun
3ameHeH Ha yparui (U). N yka3bIBaeT, 9TO CEKBEHATOpP HE CMOT HISHTH(PHUIIMPOBATH KaKOe-THO0 OCHOBAaHUE, U
MO3TOMY peasibHasi IPUPO/Ia STOTO MOJIOKEHH He onpeaencHa. B ciaydae, ecnu cekBeHaTop paboTaeT ¢ KojgaMu
HeonHno3HayHOCTH ITUPAC, andaBuT, HCIOJIb3yEeMbIH AJIT CHMBOJIOB TipencTanisier codoit (A, C, G, T, U, W, S,
M, K,R,Y,B,D,H, V, Nwum -).

HyxneoTuaHple OCIeI0BaTEIbHOCTH, TTOIyIaeMble CeKBEHATOpaMu, HaspiBatoTes "punamu'. ITocmenosa-
TENIBHOCTH PHJIa MOXKET COCTABIATh OT HECKOJBKHUX JECSATKOB IO HECKOJBKHX THICSY HYKJIeoTHa0B. HekoTopsie
TEXHOJIOTHH BBHIAIOT MMOCIEA0BATEIBLHOCTh PHIOB B MapaxX, TAe OMUH PHI mpoucxoaut u3 oxHoi nermu JJHK, a
BTOpOH - U3 Apyroit nenu. [Ipu cexkBeHNMpoBaHNU FreHOMa TEPMUH "MepeKphIBaHUE" HCIONB3YeTCs AJS BhIpaxe-
HUS YPOBHSI M30BITOYHOCTH JAHHBIX ITOCIIEOBATEIBHOCTH OTHOCHTENIHHO peepeHCHON MOCIIeN0BATEIHLHOCTH.
Hanpumep, 4roOb moctiyb 30-KpaTHOTO NMEpPEKPHIBAHMS YEIOBEYECKOTO IeHOMa (IVTMHOM 3,2 MIIpA. OCHOBA-
HUH), CEKBEHATOP JOJKEH MPOU3BECTH B 00IIEH cioxHOCTH 30%3,2 MIIpT OCHOBAHHA, YTOOBI B CPETHEM KaxI0e
nosio>xeHre B peeperce Ob110 "nepexprito” 30 pas.

Bo Bcem sTOoM ommcaHMM pedepeHCHas MOCIeNOBAaTENFHOCTh IPEACTABIsIET CO00H I00yr0 mocieaoBa-
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TENBHOCTh, OTHOCHUTEIIEHO KOTOPOH BBIPABHUBAIOTCS/KAPTUPYIOTCSI HYKJICOTUAHBIC TTOCICAOBATCILHOCTH, ITOITY-
YCHHBIC C TIOMOIIBI0 CEKBEHATOPOB. OIHUM M3 MPUMEPOB MOCICIOBATEIEHOCTH MOXKET OBITh peepeHCHBIN Te-
HOM, TTOCJIEIOBATEIBHOCTD, COOpaHHAs yUECHBIMHU B KaUeCTBE PEIPE3CHTATHBHOTO IpuMepa Habopa reHOB Kako-
ro-mnbo omonormueckoro Buna. Hampumep, GRC37, renom genoBeka Genome Reference Consortium (c6opka
37), MONyYeH OT TPUHAILATH aHOHUMHBIX J0OpoBOIbIEB U3 Byddano, mr. Heo-Mopk. Oxnako pedepercHas
MOCJIEIOBATEIEHOCTE MOXKET TakKe COCTOSTh M3 CHHTETHYECKOH IOCIIeOBAaTENFHOCTH, CKOHCTPYHPOBAHHON
MPOCTO LT yIyYIICHUS CKUMAEMOCTH PHIOB C YUETOM X JalbHEHIIei 00paboTKu.

YcTpolicTBa CeKBEHUPOBAaHHA MOTYT BHOCHTH OIIHOKH B MOCIEOBATEILHOCTS PUAOB, TAKHE KaK

1) BCHOIB30BaHUE HETIPABIILHOIO CUMBOJA (T.€. MPEICTABIIAIONICTO IPYTYIO HYKICHHOBYIO KUCIIOTY) LIS
MPEJICTABICHUS HYKJICHHOBON KUCIIOTHI, (PaKTHUYCCKHU MPHUCYTCTBYIONIEH B CCKBEHUPOBAHHOM 00pas3iie; 0OBIYHO
9TO Ha3bIBaeTCs "OIIMOKa 3aMCHEI" (HECOBIAICHNUE);

2) uHCEpIHS B OJTHOM PHUC MOCICIOBATCIBHOCTH JOTOIHUTEIFHBIX CUMBOJIOB, KOTOPEIC HE OTHOCSTCS K
KaKoH-mi0o0 (haKTHYECKH MPHUCYTCTBYIOMICH HYKICHHOBOW KHCIOTE, OOBIYHO OTO Ha3bIBaeTcs "ommOKa
uHcepuun'";

3) meneuwns W3 OXHOTO PHJA IMOCIEIOBATEIFHOCTH CHMBOJIOB, MPEICTABISIONINX HYKJICHHOBBIE KHUCIIOTEHI,
KOTOpbIe (haKTHIECKH MPUCYTCTBYIOT B CEKBEHHPOBAHHOM 00pasiie; OOBIYHO ATO Ha3bIBaeTCs "ommOKa Jere-
un'";

4) pekoMOWHAIIUS OJHOTO WK 0ojee pparMeHTOB B OJWH ()parMeHT, KOTOPHIH HE OTpaXkaeT peabHOCTh
MCXOJIHOW TIOCIIEIOBATEIEHOCTH.

TepmuH "TiepekprIBaHHe" HCIIONB3YETCS B IUTEPATYPE IS KOJIMISCTBEHHON OIEHKU CTETICHH, B KOTOPOH
pedepeHCHBII TeHOM HITH €r0 9acTh MOTYT OBITh MEPEKPHITHI TOCTYIMHBIMU PUIaMH TOCienoBaTebHoCcTH. [le-
PEKpBIBaHHE HA3BIBACTCS

YaCTUYHBIM (MEHEE YeM |-KpaTHBIM), KOTJIa HEKOTOPBIC YacTH peepeHCHOro reHoMa He KapTHPOBAHBI HU
OJTHUM JOCTYITHBIM PUIOM IOCIICAOBATCILHOCTH;

omHOKpaTHBIM (1x) KoTAa Bce HYKICOTHIBI PEPEPEHCHOTO TeHOMAa KapTUPOBAHBI OJTHUM M TOJIBKO OJHUM
CHUMBOJIOM, IIPUCYTCTBYIOIIUM B PHUJIC MTOCICAOBATCILHOCTH,

MHOTOKpaTHBIM (2%, 3x, Nx) Koraa KaXaplii HYKICOTH]] peepeHCHOTO TeHOMa KapTHPOBaH HECKOJIHKO
pas.

Hacrosiee nzo0peTeHne HampaBiIeHO Ha pa3paboTKy ¢opMaTa IpeCTaBICHNs TeHOMHON HHPOpMAIH, B
KOTOPOM COOTBETCTBYIOIIAsi WHPOpMaIs sBIseTCs d3P(EKTHBHO AOCTYITHONW W TIEPEHOCHUMOM, a BEC U30BITOY-
HOW MH(pOPMAIH YMEHBIIICH.

OCHOBHBIMH aCTIeKTaMH PACKPBITOTO N300PETEHUS SABISIOTCS CIETYIOITHE.

1) Kitaccudukanus puaoB mociegoBaTeIFHOCTH MO pa3HBIM KJlaccaM II0 Pe3yibTaTaM BBIPAaBHUBAHUS OT-
HOCHTENFHO pe(epeHCHBIX MOCIe0BAaTEIFHOCTEH ¢ [eNbi0 obecriedeHus] N30UPaTeNnbHOTO I0CTyIa K KOTUPO-
BaHHBIM JIAHHBIM B COOTBETCTBHU C KPUTCPHUSIMH, OTHOCSIIUMIECS K PE3yJbTaTaM BHIPABHUBAHHS M TOYHOCTHU
COBIIAJICHUS.

2) PasnoxeHue MocieIoBaTeIbHOCTH pHUIa JAHHBIX H METAJJaHHBIX HAa OJHOPOJHEIC CIIOH C IENBI0 TOTY-
YCHHUS OTICIBHBIX HCTOYHUKOB HH(GOPMAIIMH C YMCHBIICHHON HH(POPMAIIMOHHOW YHTPOITUCH.

3) B03MOXHOCTh MOJCIUPOBAHUS KAXKIOTO OTIACIHFHOIO MCTOYHUKA C OTIACIBHONW MOICIBI0 MCTOYHHKA,
aJaNTUPOBAHHONW K KAXKIOH CTATHCTUYCCKON XapaKTEPUCTHKE, BKIFOYAs BO3MOXHOCTh M3MEHCHHS MOJICIU UC-
TOYHHKA B KOXKJIOM KJIACCE PHUJIOB U CIIOE [JISI KAXKIOTO JOCTYITHOTO OJi0Ka NaHHBIX (O70K0B moctyna). [TpunsTre
MOIXOIAIINX KOHTEKCTHO-aJaIITUBHBIX BEPOATHOCTHBIX MOJIENEH M COOTBETCTBYIOIINX YHTPONMIHBIX KOJIEPOB B
COOTBETCTBHH CO CTATHCTHYECKUMH CBOMCTBAMH KaXKIOH MOJETH NCTOYHHKA.

4) OmnpeneneHue COOTBETCTBHIA W 3aBUCHUMOCTEH MEXIy CIOSIMH ISl oOecTiedeHus] N30UpaTeabHOTO J0C-
Tyna K TaHHBIM 0€3 He0OXOIMMOCTH JEKOIUPOBATh BCE CIIOH, €CIT He BCsl HH(opMarys HeooxoauMa.

5) KonupoBaHue kaxa0ro Kiacca NaHHBIX IMOCJICAOBATCIFHOCTH U ACCOIMMPOBAHHBIX CIOEB METaIaHHBIX
HA OCHOBAaHWHU Pe(EepPCHCHOW MOCIEAOBATEIHLHOCTH, KOTOPBIE MOTYT OBITh MOIU(DUIIMPOBAHBI TAKHM 00pa3oM,
YTOOBI YMCHBIINTH HTPOIHIO KIACCOB MAaHHBIX M UCTOYHUKOB MH(pOpMAIUU O closx. [locie mepBoro Koaupo-
BaHUs Ha OCHOBE pe()epCHCHOHN MOCIICAOBATCIHLHOCTH OOHAPY)KCHHBIC HECOBIAJICHUS MOTYT HCIOJIb30BATHCS
i "amanTtanuu/Moaudukanuu” peepeHCHON MOCIeT0BATEILHOCTH C LENBI0 MANBHEHINEr0 YMEHBIICHUS 00-
el PHTPOmUH WHGOPMAIMHU. JTOT MPOIECC, KOTOPHIA MOXKET BBITOIHATHCSA UTEPATUBHO IO TEX IOp, TOKa
YMEHBIIeHNE HH)OPMAITHOHHON SHTPOIIHH SBISAETCS 3HAYUMBIM.

Jlaree xaXxIpIii U3 BEIICYTTOMSIHYTHIX ACIIEKTOB OyIET ONICAH JOTIOIHUTEIHHO.

I'maBHEIH 3aroyIoBOK (aiina.

Knaccudukarus piumoB nmocie0oBaTeI-HOCTH.

B cooTrBeTcTBHU C pe3yabTaTaMH BRIPABHUBAHU 10 OHOM Wil OoJiee pedepeHCHBIM MTOCIeI0BATEIHHO-
CTSIM CTCHEpHUpPOBaHHbBIC CEKBEHATOPAaMH IIPOYNTAHHBIC 3HAYCHUS KJIACCH(DHUIUPYIOT B COOTBETCTBHH C PACKPHI-
TBIM M300pETeHNEM Ha ISTh Pa3IMYHBIX "KJIaccoB".

[pu BeIpaBHHBaHMU mocienoBaTenbHOCTH JIHK HYKIICOTHIOB OTHOCHTENBHO pedepeHCHOM MoCiieaoBa-
TEJEHOCTH BO3MOJXKHBI ISITh PE3yIbTATOB.

1) OOHapykeHO, 4To 001acTh B pe)epeHCHOM MOCICTIOBATEIPHOCTH COBIIAIACT C PUIOM TOCICAOBATEIb-
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HOCTH 0€3 KakuxX-1u00 omuOOK (MaeadbHOE KapTUpoBaHHE). Takas MOCIEAOBATEIFHOCTh HYKICOTHAOB OyIeT
Ha3bIBAaThCS "UICANBEHO COBMAMArOINUI pua" win 0003HaYaThes Kak "kiacc P".

2) OGHapyXeHo, 4To 00JacTh B pehepeHCHON TOCIeI0BATEIFHOCTH COBIIAACT C PHIOM ITOCIIEIOBATEIh-
HOCTH C HECKOJIBKUMH (MHOXXECTBOM) HECOBIAICHUSIMH, COCTOSIIMMU U3 Psa MOJIOKEHHH, B KOTOPBIX CEKBEHA-
TOp HE CMOT ONpPEACITUTh HA OJHOTO OCHOBaHWS (MM HyKJIeoTHaa). Takue HecoBMajeHUs 0003HAYal0TCs OYyK-
Boit "N". Takue mocienoBaTeaIbHOCTH OyayT 0003HaUaThes Kak "HecoBnamaromue N-puasr" wim "kmacc N".

3) O6HapyxeHo, 4To 001acTh B peepeHCHOH MOCIIeIOBATEIILHOCTH COBIAAET C PUIOM IMOCIIEA0BATEIh-
HOCTH C HECKOJBKUMH HECOBIAICHISIMH, COCTOSIIIUMH M3 Psifia MOJIOKCHHUH, B KOTOPHIX CEKBEHATOP HE CMOT
OTIPENICIIUTh HA OJTHOTO OCHOBaHUSA (WiH Hykiieotuaa), MJIM 6bpu10 onpesiesieHo APyroe OCHOBAHUE, OTIMYHOE OT
YKa3aHHOTO B peepeHCHOM TreHoMme. TakoW THI HECOBIAICHUS Ha3bIBACTCS OJHOHYKJICOTHIHOW BapHaIlUCH
(SNV) nnun ogHonykneotnaabM nommmopduimom (SNP). Takne nocinenoBarebHOCTH OyIyT 0003HAYaTHCSI KaK
"Hecosnagaronue M-punsl" win "Knacc M".

4) YeTBepThId KIIACC COCTOUT W3 PUJIOB, MPEACTABIIAIONINX THIT HECOBIAJACHUH, KOTOPBINA BKITIOYACT B ceOs
HECOBIAJICHUE Ki1acca M ILTIOC MPUCYTCTBHE HHCEPIIUH U JCICHUU (TakKe Ha3bIBaeMBIX HHICIBI). MHCepmn
TIPECTaBJICHBI ITOCIEAOBATEIFHOCTRIO M3 OJHOTO MK 0oJiee HyKJICOTHAOB, OTCYTCTBYIONINX B pedepence, HO
MPUCYTCTBYIONINX B TOCIEAOBATEIHFHOCTH pHaa. B mureparype, Korna MHCEPTHPOBAHHAS MOCIEIOBATEIEHOCTh
HaXOJHUTCSI Ha Kpasx IMOCIIEeIOBATEILHOCTH, €€ Ha3bIBAIOT "MATKO 00pe3aHHOH" (TO €CTh HYyKJICOTHIBI HE COOT-
BETCTBYIOT pedepeHCy, HO COXPAHSIOTCS B BRIPOBHEHHBIX PHIIAX B MMPOTUBOIOJIOKHOCTD "7KECTKO 00pe3aHHBIM"
HYKJICOTHIaM, KOTOpbIe 0TOpachiBatoTcs). Jleneruu - 310 "nbIpbl" (HEIOCTAIONINE HYKJICOTH/IBI) B BIPOBHEHHOM
puzie oTHOCHTENbHO pedeperca. Takue MocIeT0BaTeILHOCTH OYAyT Ha3bIBaThCs "HecoBmanatomumu [-puaamu"
wnu "kiace ",

5) IlarTerii kMacc BKIIOYACT B ceOsl BCE PHIBI, KOTOPBIC HE HAXOJAT KAKOT0-JIMOO TOCTOBEPHOTO KapTHUPO-
BaHUs Ha pe)epEeHCHOH MOCIICIOBATEIFHOCTH B COOTBETCTBUU C YKa3aHHBIMH OTPAHUYCHUSMU BBIPABHUBAHUS.
Takue nocnen0BaTeNbHOCTH Ha3bIBAIOTCSI HEKAPTUPOBAHHBIMU U OTHOCATCS K "Kimaccy U".

OcTaBmiuecss HEKapTHPOBAHHBIC PUIIBI OTHOCUTEIBHO PeEepPEHCHOM MOCIEAOBATEILHOCTH MOTYT OBITH CO-
OpaHbl B OJHY MOCJIENOBATEIEHOCTE C MCIIONB30BAHNEM aNTopuTMOB cOopku de-novo. Ilocie co3maHus BHOBB
coOpaHHOH pedepeHCHOH IMOCIIeA0BAaTEIFHOCTH HEKApTUPOBAHHBIC PHIIBI MOKHO JTOMOJTHHUTEIHEHO KapTHPOBATh
OTHOCHUTEIILHO Hee U KIacCuPUIIMpoBaTh B 0uH u3 4 kimaccoB P, N, M u L.

Pasnoxenne nHbpOopMaImy, HEOOXOAUMON AJIS MPEACTABICHHUS PUAOB ITOCIECAOBATEIFHOCTH, B CIIOM JECK-
PHUIITOPOB.

ITocne Toro xak KinaccUpUKanys puAa 3aBEpIIeHa C ONpenelIeHneM KIaccoB, AalbHeHas o0padoTka co-
CTOUT B OIPECIICHUH Ha0Opa pa3IHMYHBIX CHHTAKCHYCCKIX DJIEMCHTOB, MPEICTABIIAIONINX OCTABIIYIOCSI HH(OP-
MAIIHIO, MTO3BOJISIONIYIO PEKOHCTPYUPOBATh MmocieaoBaTeabHOCTh puioB JJHK, korma oHa npeacrasieHa B Kade-
CTBE KapTHUPOBAHHOW Ha TAaHHOH peepeHCHOH mocieaoBaTeabHOCTH. CTPYKTYpa JAaHHBIX 3TUX CHHTAKCHYCCKIX
JJIEMEHTOB TPeOYeT XpaHCHHUs TII00ANTBHBIX TApaMETPOB M METaIaHHBIX, KOTOPBIC OYAYT UCIONIB30BaThCSI MEXa-
HU3MOM JICKOJAMPOBaHUS. DTHU JaHHBIC CTPYKTYPUPOBAHKI B TIIABHOM 3aT0OJIOBKE, OIIMCAHHOM B Ta0JIUIIC HUXKE.
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Tabmuna 1. CTpyKkTypa I1aBHOTO 3arojoBKa

nemeHT Tun OnucaHune
YHUKanbHbIA naeHTMduKaTop BaiiToBbIl YHUKanbHbI ngeHTUdUKaTOp ANA
maccus 3aKOAMPOBAHHOIO KOHTEHTA
Bepcus BaiToBbIl OcHOBHa#s + BCnomoraTtenbHas
maccus BepCUA anropuTma KogupoBaHus
Pasmep 3aronoska Lienoe Pasmep B 6aliTax Bcero
yucno 3aKOAMPOBAHHOTO COAEPMKUMOIO
AnuvHa puaos Uenoe Pasmep puaa npu NOCTOAHHOM
uucno AnvHe puaa. CneumnanbHoe

3HayeHune (Hanpumep, 0)
3ape3epBMPOBaHO ANA
nepemeHHoM A/IMHbI puaa

Konunuecreo pedepeHcHbIx Lenoe Konnuectso ncnoib3oBaHHbIX
nocneposatesibHOCTEH ymcno pedepeHCHbIX
nocneaoBaTenbHOCTEN
CueTunku 6n10KOB gocTyna BaiToBbI Obuwee KOMYECTBO
maccus 3aKOAMPOBaHHbIX 6/10KOB

(Hanpumep, | 4OCTyNa Ha Kaxayto

uenble pedepeHcHyto

uucna) nocnenoBaTesIbHOCTb
UaeHTUdUKaTOpbI pedepeHCHbIX baiToBbIf YHUKa/ibHble UAEHTUPUKATOPDI
nocnefoBaTeslbHOCTEN maccus ana pedepeHcHbIX

nocnenoBaTtenbHOCTEN

fnaBHaa MHAEKCHanA Tabauuya BanToBbIN 3TO MHOrOMEPHbIM MaccuB,

maccus noAZep1BaLLUi
BoipasHusaHue nonoxcenuii | (Hanpumep, | NPOM3BONbLHbBIA AOCTYN K 610KaM

enble ocTtyna

nepeo2o puca 8 Kawoom 6r0ke . Aocty

ymcna)

(6nok docmyna).

To ecmb MeHbwee OoMOHeEHUE
nepeozo puda pechepercHozo
2eHOoMa Ha Kaxooeili 6aok u3 4

Knaccos

1 Ha Kaacc pos (4) Ha pegpeperc

Cerment JIHK, oTHOCSIIMICS K TaHHOH pedepeHCHOI 0CIe0BaTeNbHOCTH, MOXKET OBITh ITOJTHOCTHIO BBI-
pakeH CIeAYIOIUMY apaMeTpaMu:

HavyaJlbHOE MOJOKEHHE B pepepeHCHON Toce10BaTeIbHOCTH (POs);

(hy1ar, CUTHAM3UPYIOIIUI O TOM, YTO PUA JOJDKEH PacCMaTPUBATHCS KaK OOpaTHBIM KOMIIEMEHT K pede-
peHcy (rcomp);

paccTosiHUE 10 TTapTHEPa Maphl B CIIydae CIIapeHHBIX PUIOB (pair);

3HaUeHWE AJMHBI PHUIA B CiIydae, KOT/la TEXHOJOTHs CEKBEHHPOBAaHUS JacT IepeMeHHyo MunHy (len). B
Cilydae MOCTOSHHOM AJHMHBI pHIa AJIMHA PHUAA, aCCOLMUPOBAHHASA C KAXKABIM PHIOM, OYEBHUIHO, MOXKET OBITH
OITyIIIEHA U MOXKET OBITh COXPAHEHA B INIABHOM 3aroJIoBKe (aiina;

JUIS KaX10TO HECOBMACHUS

MIOJIOKEHHE HecoBNaeHus (nmis Juis kinacca N, snpp Juis kinacca M u indp amst kiacca ),

THUII HeCOBIIaAeHus (OTCyTCTBYeET B Kiacce N, snpt B kitacce M, indt B kiacce 1);

¢uaru (296), ykaspiBaromye criennpuIeckue XapaKTepUCTHKH pUia IOCIIeI0BaTeIbHOCTH, TAKNUE KaK

1a0JI0H, UMEIOIINH MHOXECTBO CETMEHTOB B CEKBEHUPOBAHHH;

KaXXJbIil CETMEHT NPABUIIBHO BBIPOBHEH COTJIACHO BBIPABHUBATEIIO;

HEKapTHPOBAHHBII CETMEHT;

CIIEAYIOLINH CETMEHT B I1a0JI0HE HE KapTHPOBaH;
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CUTHAJIM3ALUS TIEPBOTO WK TOCICIHET0 CETMCHTA;

HEeyJla4a KOHTPOJIS Ka4eCTBa;

[P niv onTHYECKHA Ty OITHKaT;

BTOPUYHOE BHIPABHUBAHUE,

JIOTIOJTHUTETIFHOE BHIPABHUBAHHUE;

HeoOs3aTeNnbHas CTPOKa MATKO 00pe3aHHbIX HYKJIeoTHI0B (indc B kiacce I).

Ora knaccuuKaIums co3aaeT TPYIIbI TeCKPUTITOPOB (CHHTAKCHYECKUX AJIEMEHTOB), KOTOPhIE MOXHO HC-
TIOJIB30BATH /ISl OTHO3HAYHOTO MPEACTaBICHUS PUIOB TCHOMHOMN ITOCIIEAOBAaTEIFHOCTH. B Tabnmiie Hke mpu-
BEJICHBI CHHTAKCHYICCKHE DJICMCHTBI, HCOOXOJUMEBIC [T KaXKJIOTO Kilacca BEIPOBHCHHBIX PHIIOB.

Tabnuma 2. OnpeneneHue ciIoeB s KaKIOTo Kiacca JaHHBIX

P N M |
pos X X X X
pair X X X X
rcomp X X X X
Flags X X X X
(dnarn)
rlen X X X X
nmis X
snpp X
snpt X
indp X
indt X
indc X

Punel, npuHauiexxamme K kinaccy P, XxapakTepu3yloTcs 1 MOTYT OBITh IOJIHOCTBIO BOCCTAHOBJICHBI TOJIBKO
0 TIOJIOKEHHUI0, HH(POPMaK 00 0OpaTHOM KOMIUIEMEHTE M CMEIICHHH MEXIy WICHaMH Iap B cilydae, eciH
OHH OBUIN MOJYYEHBI C MOMOIIBIO TEXHOJIOTHH CEKBEHHPOBAHMUS C TOJyYCHHUEM Map, M0 HEKOTOPBIM (hiaaram u
JUTMHE pUJa.

B cnenyromem paszene moapoOHO OMHCAaHO, KaK OMPEAETIAIOTCS 9TH AECKPUIITOPHI.

C110i1 IECKPUIITOPOB MOTO0KEHHS.

B cnoe nonoxxenus (pos) TOIBKO MOJI0KEHHUS KAPTUPOBAHUS MEPBOTO 3aKOJUPOBAHHOTO PUA XPAHUTCA B
3aronoBke AU kak aOCOIIOTHOE MOJIOKEHHE B pe)epeHCHOM reHoMe. Bee ocTanbHble NECKPUITOPHI TTOJIOKECHUS
NPUHUMAIOT 3Ha4EHUE, BBIPAXKAIOIIEE PA3HUILy OTHOCUTENIBHO MpPEAbIAYIIEro nojaoxeHus. Takoe MoaenupoBa-
HHE MCTOYHHKA MH(OpMaNuK, OnpeiessieMoe MOCIeI0BATEILHOCTHIO MOJIOXKEHUH pUia, B LIEJIOM XapaKTepH3y-
eTcsl MIOHM)KEHHOHW 3HTpPOINHUEH, 0COOCHHO ISl TPOLIECCOB CEKBEHUPOBAHMS, NAIONIMX PE3YJIBTATHl C BBHICOKUM
HNEePEeKPBHIBAHUEM.

Hanpumep, Ha ¢wur. 1 nmokasano, Kak NOCJie ONUCAHUSI HAYAJILHOTO TIOJIOKEHNUS IEPBOTO BBHIPABHUBAHHMS B
Buge "monoxenue "10000" B pedepeHCHOI TIOCIe0BATEIHFHOCTH MOJI0KEHHE BTOPOTO PHUJIa, HAUMHAIOIIETOCS B
nonoxxeunn 10180, ommceiBaercs kak "180". IIpu BbICOKMX 3HaYeHMSX NepeKpbIBaHUS (> 50x) OOJIBLIIMHCTBO
JECKPHUIITOPOB BEKTOPA TTOJIOKEHUS OylIET UMETh OUCHB BBICOKYIO BCTPEYAEMOCTh HU3KUX 3HAUEHHH, TAKUX KaK
0 u 1, m npyrux mManeHpKuX Henbx unucen. Ha ¢ur. 9 mokasano, Kak MoJ0XKeHHUS TPEX Map puAa OMUCHIBAIOTCS B
CJIOE POS.

Croit meckpunTopa 00paTHOTO KOMILIEMEHTA.

Kaxaprit pua mapsl puaoB, HOITYYEHHBIX C IOMOIIBIO TEXHOJIOTHI CEKBEHUPOBAHMSA, MOKET NMPOHCXOANTH
U3 MI000H IenH TeHoMa CEKBEHHPOBAHHOTO OpPTaHWYecKoro obpasma. OZHAKO TOJIBKO OIHA M3 ABYX LETeH Hc-
MOJIB3YETCS B KAUeCTBE peepeHCHOI MOCIeI0BaTEIbHOCTH.

Ha ¢ur. 2 nokazaHo, kaKk B nape puaoB oJuH puJ (pux 1) MOKET IIPOUCXOANTH U3 OAHOW HUTH, a APYTOH
(pun 2) - u3 Apyroi.

Korza B kauecTBe pedpepeHCHOH MOCIe10BaTEILHOCTH UCIIONB3YeTCs Leb 1, pu 2 MOXKET ObITh 3aKOAH-
pOBaH Kak 0OpaTHBI KOMIUIEMEHT COOTBETCTBYIOIIEro pparmenTa Ha 1ienu 1. 31o mokazano Ha ¢wur. 3.
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B ciydae crerieHHBIX pUIOB BOZMOYKHBI YeThIpe KOMOMHAIMHY TMap MPSIMOTO M 0OpaTHOTO KOMIUIEMEHTA.
310 nokaszano Ha ¢ur. 4. Coit rcomp KOIUPYET 3TH YETHIPE BOZMOYKHBIX KOMOUHAIUH.

Takoe ke KOIUpOBaHHUE WCTIOIB3YETCs I MH(pOpMaIiK 1o 00paTHOMY KOMIUIEMEHTY Ui pHa, IpUHA-
nexxamero kinaccam P, N, M, 1. UToOsl o0ecniednTs pacuIupeHHbIH BEIOOPOYHBINA JTOCTYI K JaHHBIM, HH(pOpMa-
IS TI0 OOpaTHOMY KOMIUIEMEHTY JUISI pUIa, TPUHAICKAIIETO K 3TUM YETBIPEeM KilaccaM, KOIUPYETCs B Pa3HbBIX
CIIOSIX, KaK IMOKa3aHo B Ta0I. 2.

Croit meckpunrtopa uHpOpMaIMK O CIIapuBaHUH.

JleckpunTop cnapuBaHus XpaHHUTCSA B cioe "pair'. Tako#l cioil XpaHHUT MEeCKPUITOPHI, KOJUPYIOIINE HH-
(opmariio, HeOOXOJUMYIO JJIsI BOCCTAHOBJIEHUSI UCXOAHBIX IIap PHJIOB, KOTJa UCIOJb3yeMasl TEXHOJIOTHS CeK-
BEHMPOBAHUS TEHEPUPYET PHIBI IO IapaM. XOTsl HA MOMEHT PacKphITHI N300peTeHus ToiaBiIsiomee OoIbIIHH-
CTBO JIaHHBIX CEKBCHHPOBAHUS I'CHEPUPYETCSI C HMCIOIb30BAaHUEM TEXHOJIOTHM CO3IaHUs MapHBIX PUIOB, 3TO
OTHOCHTCSI HE KO BCeM TexHoJorusM. [1o 3Toi mpuumHe NpUCYTCTBHE 3TOTO CIIOS HE SBISETCS HEOOXOIMMBIM
JUISL BOCCTAHOBJIEHUsSI Bcell MH(OpMalMM JaHHBIX CEKBEHHPOBAHMS, €CIM TEXHOJIOTHS CECKBEHHUPOBAaHHS pac-
CMaTPUBACMbIX TCHOMHBIX TJAHHBIX HE TCHEPUPYET HHOOPMAIIHIO IO MAPHBIM PHIAM.

OrnpenesneHwsl.

[TapTHEp MO Mape: pum, CBA3aHHBIN C APYTHM PUIOM B Tape pUIOB (HampuMep, pua 2 - 9To napa puaa 1 B
MIpeIbIIyIIeM IpUMepe).

PaccTosHEe criapuBaHUS: KOJMYECTBO MOJOXEHUH HYKJICOTHIOB B pedepeHCHON MOCIe0BaTeIEHOCTH,
KOTOpPBIE OTAETSIOT OJHO IMOJIOKCHHE B TEPBOM pHIe (SKOph CIapWBaHUA, HApUMEp, MOCICTHIH HYKICOTHI
TIEPBOTO PHIA) OT OJHOTO MOJOXKECHUS BTOPOTO prja (HallpuMep, IepBHIA HYKJICOTHI BTOPOTO PHAA).

Hawubonee BepositHoe paccrostaue crniapuBanus (MPPD): HanbGonee BeposiTHOE paccTOsHHE CllapUBaHUs,
BBIPOKCHHOE B KOJMUECTBE MOJIOKEHUH HYKICOTHIOB.

Paccrosnue cnapuBanus B nojoxeHusx (PPD): PPD - ato croco0 BBIpa3uTh paccTOSIHUE CIIapUBaHUS B
YHCIIe PUAOB, OTJACIISIONINX OAWH PUJ OT COOTBETCTBYIOIICH Maphl, IPUCYTCTBYIOIINI B CJI0€ IECKPUIITOPA KOH-
KPETHOTO IOJI0KEHHS.

Hawnbonee BeposiTHOE paccTosiHUE criapuBaHus B nosioxkeHusx (MPPPD): nanboiiee BeposTHOE YHCIIO pH-
JIOB, OTAEISIOMNX OJWH PUJ OT €T0 Maphl, IPUCYTCTBYIOWIECH B CII0€ JECKPUNITOPA KOHKPETHOTO TOI0KEHHUS.

Ommbka monoxenwii ciapuBanusi (PPE): onpenensercst kak pasaumna mexay MPPD wim MPPPD u daxk-
TUYECKUM TI0JIOKEHUEM MTapTHEPA TI0 Tape.

SIxoph criapuBaHUS: TONOKEHHUS TTOCIICAHET0 HYKICOTH Ia TIEPBOTO PHIA B IIape, UCTIONb3yeMOe B Ka4eCTBE
pedepenca i BEIYUCICHHUST PACCTOSIHUS Maphl COMPSHKEHHBIX 3JIEMEHTOB, BBIPA)KEHHOTO B YHCJIE MOJIOKCHUH
HYKIICOTHJIOB FIIU YUCIIC TPOYUTAHHBIX MOJIOKCHHH.

Ha ¢wur. 5 nmokaszano, kak paccUnTHIBAETCS PACCTOSIHUE CIIAPUBAHMS MEXKy TapaMy pUJIOB.

C10#1 1eCKpUITOPOB Iaphl - 3TO BEKTOP OIIMOOK ClIapUBaHMUS, PACCYMTAHHBINA KaK YHCIO PUAOB, KOTOPHIC
HE0OX0NMO TPOIMYCTHTh, YTOOBI TOCTUYB MapTHEPA M0 Mape MepBOro pyuaa Mapsl C y4eTOM 33aJaHHOTO pacCTos-
HUS ICKOTUPOBAHUS CIIAPUBAHHS.

Ha ¢ur. 6 mokaszan npuMep TOro, Kak pacCUUTHIBAIOTCS OIINOKK CIIApUBAHMS, KaK B BHJIE aOCOJIIOTHOH Be-
JMYUHEI, TaK U B BUAE AU(QepeHnInatbHOr0 BEKTopa (XapakTepu3yeTcs MEHbIIEH SHTPOIHEH I BBICOKHX 3Ha-
YeHUH MepeKPHIBAHNS).

Jlst mHbOpManuy 0 criapuBaHWK PHUIOB, IpUHAISKAKX KiaccaM N, M, P u I, ucnonb3yiorcst oguHaKo-
BBbIE JECKpUNTOPEI. YTOOB! peaan30BaTh BEIOOPOUHBIA AOCTYI K paziIMYHBIM KiaccaM IaHHBIX, HH(popMaIms o
CHApUBAHWUHU JJISI PUIOB, MIPUHAICKAIINX YETHIPEM KilaccaM, KOTUPYETCS B APYTOM clioe, Kak M300paXeHO Ha
¢urype.

Hudopmanus 0 ciapuBaHUU B CITydac PUIOB, KAPTUPOBAHHBIX MO PA3HBIM pedepeHcaM.

B mpouecce xapTHpoBaHuS puza MOCIEIOBATEILHOCTH Ha pedepeHCHON IoCieI0BaTeIbHOCTH HEPEIKO
ObIBaeT, UTO IEPBBIA PUI B IIape KapTHPYeTCs Ha OJHOM pedepeHce (Harmpumep, XxpoMocome 1), a BTOpoii - Ha
Ipyrom pedepence (Harmpumep, xpomocome 4). B aTom ciryyae onmcanHas Bbile HHGOpManus O CriapuBaHUU
JIOJDKHA OBITH 00bEANHEHA C JIOTIOJIHUTEIbHON HH(OpManuel, OTHOCAIIEHCS K pe)epeHCHOH MocIe10BaTeIbHO-
CTH, WCIOJB3YEeMOU U1 KapTHPOBAHUSI OJHOTO M3 PHIOB. DTO JOCTHUTAETCS IMyTeM KOTUPOBAHHUS CIETYIOLIIX
apaMeTpoB:

1) 3ape3epBupoBaHHOE 3HaUeHHUE (Iar), yka3pIBarolee, 4To mapa KapTUPYETCs Ha IBYX Pa3HbIX MMOCIIE0-
BaTENBFHOCTSX (pa3Hble 3HAYCHUS YKa3BIBAIOT, KAPTHPOBAHKI JIM puf | Wwim pu 2 Ha MOCIEAOBATEIHLHOCTH, KO-
TOpasi B JaHHBI MOMEHT HE KOIUPOBaHA);

2) YHUKQJIBHBIH pedepeHCHBIN UACHTU(OHUKATOP, CChIIAIONINICS Ha HACHTU(PUKATOPHI pedepenca, 3aK0au-
POBaHHEIE B CTPYKTYpE INIaBHOTO 3ar0JIOBKa, Kak OMMCAHO B Ta0m. 1;

3) Tpetuii aneMeHT, colep Kanii HHPOPMALIMIO O KapTHPOBaHUU Ha pedepeHce, HICHTUPHUIIMPOBAHHOM B
TOYKe 2, ¥ BRIPAKCHHBIN KaK CMELIEHNE OTHOCUTEIIFHO TTOCIIETHETO 3aKOANPOBAHHOTO TTOJIOKEHUSL.

Ha ¢wur. 7 npuseneH nmpumep 3TOro creHapusl.

Ha ¢ur. 7, mockonbKy pua 4 He KapTHpYeTCsl B KOJUPOBAHHOW B JAHHBI MOMEHT ped)epeHCHOM mocieno-
BaTEJIBbHOCTH, TEHOMHBIH KOJep IepeaaeT 3Ty HH(POPMAIHIO, CO31aBasi IONOJIHUTEIbHBIE IECKPUITOPHI B CIIOE
pair. B mpumMepe, mokazaHHOM HIDKE, puI 4 mapbl 2 KapTupyercs Ha pedeperce Ne 4, B To BpeMsl Kak 3aKOAHPO-
BaHHBIA B TAaHHBIA MOMEHT pedeperc - Ne 1. Dta uHpopMaIus KOTUPYETCs ¢ UCTIOIh30BaHUEM 3 KOMIIOHEHTOB:
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1) OnmHO crenuanbHOE 3ape3ePBUPOBAHHOE 3HAYCHUE KOIMPYETCS KaK PAaCCTOSHHE CaphBaHUsA (B 3TOM
ciryqae - Oxftftft)

2) Bropoii neckpunTop conepkuT uaeHTudukaTop pedepenca, Kak ykazaHo B TIIaBHOM 3aroJioBKe (B 3TOM
ciaydae - 4)

3) Tpetuii a1eMeHT COACPKUT MHPOPMAITIIO O KAPTUPOBAHUHU B COOTBETCTBYIOMEM pedepence (170).

JleckpunTopbl HeCOBNaAeHUM A1 puIoB Kiacca N.

Kracc N BkiIro9aeT Bce puibl, B KOTOPBIX Ha MecTe omnpeaeneHus ocHoBanuii A, C, G i T npucyTcTBy-
10T TOJIBKO HecoBMajeHus, npencrariennbie "N". Bee octanbHble OCHOBaHHS pHa WICATHHO COOTBETCTBYIOT
pedepeHCHOI moceI0BaTeIbHOCTH.

Ha ¢wur. 8 mokasano, xax

MOJIOXKCHUS HecoBmaaeHU N B puzie | KOAUPYIOTCS CICIYIOIIUM 00pa3oM:

a0COIFOTHOE TIOJIOXKEHHUE B puje 1; win

muddepeHmansHOE MOI0KEHHE OTHOCUTENIFHO npepaymero "N" B ToM ke puze.

IMonoxenus HecoBnaaeHuit "N" B puzie 2 KOAUPYIOTCS CIETYONUM 00pa3oM:

abcomoTHOE ToJIoKeHre B pune 2 + mmHa puna 1 NI,

nuddepeHIaIbHOE MOI0XKEHIE OTHOCHTENBHO Tpeaplaymero "N".

B ciroe nmis kogupoBaHUe KaXKA0i Mapsl pHUIOB 3aBEPIIACTCS CIEIHAIHHBIM CHMBOJIOM-Pa3IeIUTEIICM.

Ha ¢wur. 8 mokazano, kak "N"-HecoBnajeHwus (I1¢ B TaHHOM TOJOXEHUHN KapTupoBaHus "N" mpHUCyTCTByeT
B pHUZie BMECTO (PaKTHIECKOTO OCHOBAHHUS B peepeHCHOM MOCIEI0BATEIFHOCTH) KOTUPYETCS TOIBKO KaK IOJI0-
JKeHHE HECOBIAICHHS:

1) OTHOCHUTENBFHO HAYaNNa pUJA; WIH

2) OTHOCHTENHHO MIPEABIIYIIero HecoBNnaaeHus (auddepeHnnaaIb-Hoe KOTUPOBaHKE).

JleckpunTOpHI, KOAUPYIOIIHE 3aMeHbI (HecoBmaaeHus wiu SNP), mHCepIuy U AeiIenuu.

3aMmeHa ompeaenseTcs Kak MPUCYTCTBHE B KAPTHPOBAHHOM PHIC HYKJICOTHIHOTO OCHOBAHUS, OTIUYHOTO
OT TOT'0, KOTOPOE MPUCYTCTBYET B pepepeHCHON MOCIE0BATEIFHOCTH B TOM K€ MOJI0KCHUU.

Ha ¢ur. 9 mokazansl mpuMepsl 3aMeH B KapTHPOBAHHOW mape puaoB. Kakmas 3aMeHa KOAHMpYeTCs Kak
"monoxenne" (cioit snpp) u "tun" (crmoit snpt). B 3aBUCHMOCTH OT CTATHCTUYECKON BCTPEUAEMOCTH 3aMeH, WH-
CEpIUIl W JIENeIHid, MOTYT OBITh Pa3MHUYaThCs 3aJaHHBIC MOIETH WCTOYHHKA ACCOIMHPOBAHHBIX IECKPHIITO-
POB U CTEHEPHPOBAHHBIE CHMBOJIBI, 3aKOANPOBAHHBIE B ACCOLMUPOBAHHOM CJIO€.

Mopens HCTOYHHKA 1: 3aMEHBI KaK ITOJIOKEHUS U THITBL.

JleckpUnTophl MOJOKEHHUH 3aMEH.

[omoxxeHust 3aMeHBI BBIYHCISICTCS TaK XKe, KaK 3HAYCHHUS CIIOS nmis, T.¢.

B puae | 3aMEHBI 3aKOAUPOBAHBI

KaK a0COJIFOTHOE TIOJIOXKCHHE B pujie 1; wim

KaK qudQepeHIraibHOe MOJ0KEHIE OTHOCUTEIHFHO IPEABIIYINEH 3aMEHBI B TOM K€ PUJIC.

B puze 2 3ameHbl 3aK0TUPOBAHBI

KaK a0COJIFOTHOE TIOJIOXKEHUE B pUjIe 2 + AMuHA puja 1; win

Kak quddepeHnraIbHoe MOI0KECHHE OTHOCUTENFHO TPEAbI YIS 3aMEHBI

Ha ¢ur. 10 moka3ano, kak 3aMeHBbI (TJ€ B TaHHOM ITOJIO)KCHUH KapTUPOBAHHUS CUMBOJI B PUJIC OTIHMUAETCS
OT CUMBOJIa B pe(hepeHCHOH MOCIeI0BATEIFHOCTH) KOIUPYIOTCS KaK:

1) moyio’keHre HECOBMAICHUS

OTHOCHTEIIFHO Hadala puaa; Win

OTHOCHTEIILHO MPEIBIAYIIEro HecoBnaaeHus (nuddepeHnnansnoe KOIUupoBaHue),

2) THUI HECOBMAACHUS, IPECTABICHHBIN B BU/IC KOJIa, PACCYUTAHHOIO, KaK Omucano Ha ¢wur. 10.

B cioe snpp kxoupoBaHue Kak0W Tapbl PUIOB 3aBEPIIACTCS CIICUAIEHBIM CHMBOJIOM-Pa3/ICIHTEIICM.

JleCKpUTITOPBI TUIIOB 3aMEHBI.

Jns xmacca M (u 1, kak ommcaHO B CISIYIONIUX pa3jeliaX), HECOBMAACHUS KOIUPYIOTCS HHICKCOM (C Tie-
peMEIIeHHEM CIIpaBa HAJIEBO) OT (PaKTHUSCKOTO CHMBOJIA, IPUCYTCTBYIOMIETO B pedepeHce, 10 COOTBETCTBYIO-
IeT0 CUMBOJIA 3aMeHBI, MPUCYTCTBYIoMEH B puae {A, C, G, T, N, Z}. Hampumep, eciu BEIpOBHEHHBIN P TO-
ka3piBaeT C BMecTo T, KOTOPBIN IPUCYTCTBYET B TOM K€ MOJIOKECHUH B pedepeHce, HHACKC HeCOBIAACHUS OyAeT
o6o3HadeH kak "4". [Iporecc 1ekoAMPOBaHMS CIMTHIBAET 3aKOIMPOBAHHBIN CHHTAKCUIECKHI AJIEMEHT, HYKJICO-
THJI B 3aJaHHOM IIOJIO’)KEHUH Ha pedepeHce U mepeMeIniaeTcs cieBa HalmpaBo, BO3BpaIlas JeKOJUPOBAHHBIA CUM-
BosI. Hampumep, "2", mosrydeHHOE 7151 TIOJIOKEH U, T1Ie B pedepeHce nmpucyTcTByeT G, OyIeT IeKOANpPOBaHO KaK
"N". Ha ¢ur. 11 nokazaHsl Bce BO3MOXHbBIE 3aMEHBI U COOTBETCTBYIOIINE CUMBOJIBI KOIUPOBaHUs. OYEBHIHO,
YTOOBI MUHAMU3UPOBATh SHTPOIHIO JECKPUIITOPOB, KAXKIOMY HHICKCY 3aMEHBI MOTYT OBITh MMPHCBOCHEI Pa3HBIC
U KOHTEKCTHO-aJTAITHBHBIC BEPOSATHOCTHEIC MOJCIH COTJIACHO CTATUCTUYCCKUM CBOWMCTBAM Ka)KJIOTO THIIA 3aMe-
HBI JJIs1 KQKJIOTO Ki1acca NaHHbBIX.

B cnyuyae npumenenus kogoB HeogHozHayHocTu [UPAC mMexaHu3M 3aMeHbl OKa3blBaeTCs B TOYHOCTH Ta-
KHM e, OJTHAKO BEKTOP 3aMCHHI paciupsercs cieayromuM oopasom: S = {A, C, G, T,N, Z, M, R, W, S, Y, K,
V, H, D, B}.

Ha ¢wur. 12 nmpuBeneH npuMep KOJAUPOBAHHS THUIIOB 3aMeH B CJIOe snpt.

HekoTopsie mpumepbl KOAUPOBAHMS 3aMeH, KOTJa MPUMEHSIOTC Kol HeomaHozHaduHoctu [UPAC, mpen-
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craBieHsl Ha Gur. 13. Eme onun npuMep MHIEKCOB 3aMeH IpecTaBieH Ha ¢ur. 14.

KoaupoBanue nHcepiuii qenenui.

Jnsa kmacca I, HecoBmaseHus U AeNeii KOAUPYIOTCS C MMOMOIIBIO (C IepeMeIIeHneM MpH KOAUPOBAHUHI
CIpaBa HaJleBO) 3aMeHBI ¢ (PaKTHUECKOTO0 CHMBOJIA, MPUCYTCTBYIOIIETO B pedepeHce, Ha COOTBETCTBYIOIIHNN
CHUMBOJI 3aMeHBI, IpUCyTCcTBYOmUi B pune: {A, C, G, T, N, Z}. Hanpumep, eciii BEIpOBHEHHBIN PHJT TIOKA3hIBa-
et C BMecto T, IpUCYTCTBYIOIIETO B TOM K€ TOJIOKEHUHU B pedepeHce, MHACKC HECOBMaIeHus OyneT paBeH "4".
B cnygae, ecnu pun mokasbIBaeT AENENHIO, Te B pedepeHce MpUCYTCTBYET A, KOAUPOBAHHBIN CHMBOJ OyaeT
"5". TIporecc NEeKOAMPOBAHMS CUUTHIBACT 3aKOAUPOBAHHBIA CHUHTAKCUUECKHHA JJIEMEHT, HYKJICOTH] B 3aIaHHOM
MOJIOXKCHUU Ha pedepeHce U MepeMeIacTcs clieBa HAlpaBo, BO3BpaIlas JeKOJUPOBaHHEI cuMBoII. Hampumep,
"3". moJry4eHHOe /IS TTOJIOXKEHHsI, I1ie B pedeperce npucyrcTByeT G, OyzaeT nexoaupoBaHo kak "Z". MHcepuun
KOOUpyloTcs Kak 6, 7, 8, 9,10 cooTBeTcTBeHHO A1 BeTaBineHHbIX A, C, G, T, N.

Ha ¢wur. 15 nokaszan npuMep TOro, Kak KOIUPOBATh 3aMCHBI, HHCEPIIUH U JICIICIIUN B TTape pUAoB Kiacca L.
Juis moxnepxku Bcero Habopa komoB HeogHozHauHocTH [UPAC Bektop 3ameH S = {A, C, G, T, N, Z} nomxen
oerTh 3ameneH Ha S = {A, C, G, T, N, Z, M, R, W, S, Y, K, V, H, D, B}, kak omucano B npensiaymiem ad3are
JUTSI HECOBITAJICHUH. B 3TOM ciTydae KoJIbI HHCEPITUH JOJDKHBI UIMETh pa3Hble 3HaYeHHs, a UMeHHo 16, 17, 18, 19,
20, eciii BEKTOp 3aMeH UMeeT 16 371eMeHTOB. DTOT MeXaHU3M ToKa3aH Ha ¢ur. 16.

Moens HCTOYHHKA 2: OJWH CIIOH IS KaXKI0TO THITAa 3aMEH U MHJICIIOB.

JIm HEKOTOPBIX CTATHCTHYSCKUX MAHHBIX MOXKET OBITH pa3paboTaHa MOJENb KOIMPOBAHUS I 3aMEH U
WH/IEJIOB, OTIMYHASI OT OMMCAHHOHN B MPENBIIYyIeM pa3elie, IPUBOIAIMIAs K HCTOYHHUKY C MEHBINIEH YHTPOITHEH.
Taxkast MozIeNTb KOJMPOBAHNUS SIBIISIETCA aJIbTEPHATHBOIN METOIAMKAM, OTIFCAaHHBIM BBIIIIE, TOJIBKO JJIsl HECOBIAIe-
HUH, a TaKXKe JUIS HECOBIAICHUH W WHJICIIOB.

B aTOoM citydae [T KaXKI0TO BO3MOXKHOTO CHMBOJIA 3aMEHBI OMPECISCTCS OJMH CIIOW NaHHBIX (5 0e3 Ko-
noB IUPAC, 16 - ¢ xonamu IUPAC), nmtoc onuH cioit ans aenenuil u eme 4 cnost 111 uHcepuuil. {1 mpocToTsl
OOBSICHEHUS, HO HE B KAUCCTBE OTPAHUICHUS MPUMCHEHHUS MOJICIH, HIDKECIICAYIOIISe OMUCaHue OYAET COCpeIo-
TOYEHO Ha ciydyae, koraa koasl [UPAC He noaaepxuBaroTcs.

Ha ¢ur. 17 mokazano, kak KaXIbIil CIION CONEPIKUT IMOJI0KECHUE HECOBMAACHUNA HITH WHCEPIIUN OJHOTO TH-
na. Ecnu B KoqupoBaHHOM nape puAOB HET HECOBMAICHUM WIM MHCEPIUH ISl 3TOTO TUIA, B COOTBETCTBYIOIEM
cinoe koaupyetcs 0. UToObI gaTh BOSMOXKHOCTB JIEKOJIEPY 3aIyCTUTh MPOIECC IEKOANPOBAHIS AJIS CIOEB, OIH-
CaHHBIX B ATOM pa3jieie, 3arojioBOK KakJoro OJoKa IOCTyNa COAEPKHUT (hiar, CUHTHAIN3UPYIOMHUN O IIEpBOM
cJo0e, TIoJIeKaIieM TeKoAUpoBaHuio. B mpumepe Ha ¢ur. 18 mepBhIil 1eKOAUPYEMBIN AJIEMEHT - 3TO TIOJIOKEHUE
2 B cnoe C. Korga B mape pumoB HET HECOBNAACHUHN WIM MHIEKCOB WHAEIOB JAHHOTO THIMA, K COOTBETCTBYIO-
M crosiM ob6aBisiercs 0. Ha cropone pekoaupoBaHus, KOTJa yKa3aTeldb JEKOIUPOBAHUS IS KaXKIAOTO CIOS
yKa3bIBaeT Ha 3HaueHue (), mpoLecc AeKOIUPOBaHUs NEPEXOIUT K ClIeAyIolel nape puIoB.

KoaupoBaHue JOMOTHUTENBHBIX CUTHABHBIX (DJIaroB.

Kaxnprii knace maHHbIX, npeacraBieHHbi Boimie (P, M, N, I), MoxeTr moTpeOoBaTh KOAUPOBAHUS JOMOJ-
HUTEIBHON WH(pOpPMANUU O XapaKTepe 3aKOIUPOBAHHBIX PUAOB. JTa WH(pOpPMAIMS MOXET OBIThH CBs3aHA, Ha-
IpUMEp, ¢ FKCIICPUMECHTOM 10 CEKBCHUPOBAHUIO (HAPUMED, YKa3aHUEM BEPOSTHOCTH IyONHPOBAHUS OHOTO
pHIa) MM MOXKET BBIpa)kaTh HEKOTOPYIO XapaKTEPHUCTHKY KapTHPOBAaHUS puia (HampuMep, IepBOTO UIIH BTOPO-
ro B mape). B xoHTeKkcTe 3TOr0 M300peTeHus 3Ta WH(GOPMAIHI KOIUPYETCS B OTACIBHOM CIIO€ JUII KaXKIOTO
KJacca JaHHBIX. OCHOBHBIM IPEUMYIIECTBOM TaKOTO ITOAXOa SBISETCS BOZMOKHOCTh BEIOOPOYHOTO AOCTYIA K
3TO HH(POPMAIH TOIBKO B CIIydae HEOOXOAUMOCTH M TOJIBKO B TpeOyemol o6macTu pedepeHCHON mociie[oBa-
TENBHOCTH. [IpyruMu mpuMepaMy UCTIOIb30BaHMS TAKUX ()JIarOB SBISIOTCS

CHapeHHbIH puL;

U, KAPTUPOBAHHBINA B PABIIIEHOW Tape;

U WK TIAPTHEP IO TTape HEKapTHPOBAHBL,

U WK TIAPTHEP TI0 Mape U3 00paTHOH 1emnwy;

MIEPBOE/BTOPOEC B Mape;

HE MePBUYHOC BHIPABHUBAHUC;

PHI HE IPOXOAUT MPOBEPKY KadecTBa MIAT(GOPMBI/TIOCTABIINKA,;

pun pencrasiseT coboit [T1P- wn ontrdeckuit 1yomuKar;

JIOTIONTHUTETIFHOE BEIPABHUBAHUE.

AnanTanus pedepeHCHBIX MOCIEA0BaTeILHOCTEH.

HecoBnanenus, 3akoaupoBanubie sl k1accoB N, M u I, MOXHO MCTIONB30BaTh IS Co3Aanus "Moaudu-
IIUPOBAaHHBIX peepeHCOB", KOTOPhIE OYAYT MCIOJIB30BATHCS IS TIEPEKOIUPOBaHUsS puaoB B cioe N, M nm [
(OTHOCUTENHFHO TIEPBOW pedepeHCHON mocienoBaTeabHOCTH, R0O) B KauecTBe p-pUAOB OTHOCHUTEIHHO "aJanTH-
poanHoro" reHoma R1. Hampumep, ecnmm Mbl 0003Haumm uepes r_in"*M i-e pun knacca M, cozmepaxariee HECOB-
MaJICHUS] OTHOCHTEIBHO peepEeHCHOTO TeHOMa N, TO MOCIIe "aanTauu’ Mbl MOXXEM TOJTYYHTh

r in"™M=r_(i(n+1))"P ¢
A(Refn)=Refn+1,

rae A - mpeoOpa3oBaHue U3 peepeHCHON MOCICIOBATEIPHOCTY N B PepepeHCHYIO MOCIeI0BATCIBHOCTD
n+1.

Ha ¢ur. 19 nmokaszano, kak pusl, coaepxaiye HecoBnaaeHus (M-pruasl) OTHOCUTENEHO pedepeHCHOM 1Mo~
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cienoarensHocT 1 (RS1), MoryT ObITh mpeoOpazoBaHbl B MaealbHO coBHanaronie puabl (P-pumasr) otHoCH-
TENBHO pedepeHcHoi nocnenoBarensHOCTH 2 (RS2), momyuennoit u3 RS1 myrem mommdukammm HecoBmnanaro-
IIUX TIOJIOKEHUH. DTO IPeoOpa30BaHNe MOXKET OBITh BRIPAKEHO Kak

RS2 = A(RSI)

Ecmm st BepakeHust mpeodpazoBanust A, BeimosHeHHOTO OT RS1 k RS2, Tpebyetcss MeHbIe OUTOB BBI-
pakeHHsI HECOBIAACHHUN, MPUCYTCTBYIONMX B M-praax, 3TOT METOJ KOAMPOBAaHHUS NMPUBOIUT K MEHBIICH WH-
(hopMaIoOHHO SHTPONINH H, CIIEAOBATEIHHO, JIyUYIIEeMy CKATHIO.

Mopenu HCTOYHHKA, YHTPOITUITHEIE KOAEPH! M PEKUMBI KOTUPOBAHNS.

JI1s KaxIoro CJ10sl CTPYKTYPBI TCHOMHBIX TaHHBIX, PACKPBITON B 3TOM U300PETCHHH, MOTYT OBITh IPUHSITHI
pa3IMYHBIC aJTOPUTMBI KOJUPOBAHUS B COOTBETCTBUH C KOHKPETHBIMHU XapaKTEPHCTHUKAMU JaHHBIX WM METa-
JAHHBIX, TICPCHOCUMBIX CJIOCM, H €r0 CTATUCTHYCCKUMHU CBOMCTBAMU. "AJTOPUTM KOJAUPOBAHUS" CIEAYET IOHH-
MaTh KaK acCOIMaII0 KOHKPETHOW "MOJENU HCTOYHHUKA'" NEeCKPUNTOpa ¢ KOHKPETHBIM "SHTPONUNHBIM KOJE-
pom". KonkperHast "MoJenb HCTOUYHHUKA" MOKET OBITH ONpeiesieHa U BeIOpaHa JUIsl NoTydeHHs Hanboiee s Qek-
TUBHOTO KOJIUPOBAHUS JAaHHBIX C TOYKH 3PCHUS MUHUMH3AIMK SHTPOIMHA MCTOYHHKA. BBEIOOp 3HTPOMHHAHOTO
KoJlepa MOXeT OBITh 00YCIIOBJICH COOOpakeHHsIMHU d(PGEKTUBHOCTH KOAMPOBAHUS W/WIH OCOOCHHOCTSIMH pac-
TpeeNieHUs BEPOSITHOCTEH W aCCONMHUPOBAHHBIMHA TIpo0IeMamMu peann3anui. Kaxaslii BEIOOp KOHKPETHOTO all-
TOpUTMa KOIUPOBAHUS OyIET Ha3bIBATHCS ""PEKUMOM KOJMPOBAHUSA", MPUMEHIEMBIM KO BceMy "Clioro".

Kaxmas "Mozens", acconmupoBaHHasi ¢ KAKUM-TO PEKUMOM KOJTUPOBAHUS, XapaKTePHU3yeTCs

OTIpE/ICTICHHEM CHHTAaKCHYECKHX 3JIEMEHTOB, T€HEPUPYEMBIX Ka)KIBIM HCTOYHHKOM (HAIIpHMeEp, ITOJI0XKe-
HUS PUIOB, HH(POPMANKS O CIAPUBAHUH PUIOB, HECOBIAICHHUS OTHOCUTEIHFHO pedepeHCHOI MOoCIe0BaTebHO-
CTH U T.J.);

OINpENEIEeHUEM aCCOLUUPOBAHHON BEPOSTHOCTHOM MOJIeNH;

OTMpENETIeHUEM aCCOLUUPOBAHHOTO SHTPONIUIHOTO KOJepa.

Jpyrue npeuMyecTsa.

Ora kiaccuduKanys MO3BOJSET peann3oBaTh 3(P(EeKTHBHBIE PEXUMBI KOAWPOBAHUS, HCIIOIB3YIOIINE
MEHBIIYI0 SHTPONHUIO UCTOYHMKA MH(POPMAIINH, XapaKTePU3YIOIHECS MOJCITHPOBAHNEM MTOCIEIOBATEIHHOCTEH
CHHTAaKCHYECKHX 3JEMEHTOB OTJCIFHBIMH HE3aBHCHMBIMU MCTOYHUKAMH JTAHHBIX (HAIIpHMEp, PacCTOSHUE, IO-
JIOXKEHHE U T.1.). JpyriuM mpenMymecTBOM H300pETEHHS SIBIISICTCS] BOSMOXKHOCTB JOCTYIA TONBKO K ITOJIMHOXKe-
CTBY THIIOB JaHHBIX, MIPEACTABILIOMUNX HHTEepec. Hampumep, oqHOo U3 Hambosiee BaKHBIX MPHIIOKEHUH B T€HO-
MHUKE COCTOUT B IOMCKE Pa3IMYWil TEHOMHOTro oOpasiia OoTHOCHTeNnbHO pedepenca (SNV) wumu momynsian
(SNP). Cerogns Takoit Tum ananusa TpeOyeT 00paOOTKH pHIOB MOJHOW IMOCIIENOBATEILHOCTH, TOTAA KaK IpH
NPUHSATHH TPEICTABICHHUS JaHHBIX, PACKPBITOTO U300pEeTCHHEM, HECOBIAJICHHS YK€ BBIICICHBI BCETO B OJTHH-
TpPH KJIacca JJaHHBIX (B 3aBUCUMOCTH OT 3aUHTEPECOBAHHOCTH B pACCMOTPEHHH N-KOJIOB M HHJIEIIOB).

Eme oqanM npenMyniecTBOM SIBISIETCS BO3MOXKHOCTD BBIIOJHEHHS () (EKTUBHOTO TPAHCKOIMPOBAHUS M3
JTAHHBIX U METa/laHHBIX, C)KAaTBIX CO CCBHUTKOM Ha crenn@uyeckyio "pedepeHCHYI0 MOCIeI0BaTeILHOCTE", B APY-
ryio "pedepeHCHYI0 TOCeI0BaTeNbHOCT", KOTAa MmyOounKyeTcs HoBas "pedepeHcHas I0ciIeoBaTeIbHOCTD"
WIIA KOTJIa BEITIOTHSACTCS IOBTOPHOE KapTUPOBAHUE JUIS KAPTUPOBAHHBIX paHee MAHHBIX (HAIPUMED, UCTIONB3YS
JIPYTOH aNrOPUTM KapTHPOBAHIS).

Ha ¢wur. 20 mokazano ycTpoiicTBo koaupoBaHusi 207 B COOTBETCTBUU C MPUHIUIIAMHU 3TOTO N300pETEHUS.
VYerpotictBo koaupoBanus 207 MpUHUMAET B Ka4eCTBE BXOJIHBIX JaHHBIX HeoOpabOoTaHHBIE MaHHBIE ITOCIICIOBA-
TeapHOCTH 209, HampuMep CO3MaHHBIE YCTPOUCTBOM cekBeHupoBaHUs reHoma 200. YCTpoHCTBO KOIUPOBaHUS
207 mpuHUMaeT B KadeCTBE BXOJHBIX JaHHBIX HeoOpaboTaHHBIE JaHHBIE TOocheaoBaTeNbHOCTH 209, HampuMep
CO3/JaHHbIE YCTPOHUCTBOM cekBeHupoBaHus reHoma 200. YcrpoicTBo cekBeHHpoBaHus reHoma 200 u3BecTHO B
JaHHOHW oOnacTy TeXHHWKH, HanpuMep ycrpoiicrsa [llumina HiSeq 2500 nim Thermo-Fisher Ion Torrent. Heo6-
paboTraHHBIE AaHHBIE MocieaoBaTenbHOcTer 209 mocTynaoT B MOAyI b BeIpaBHUBaHUS 201, KOTOPBIA NOATOTAB-
JIMBAET MOCJIEIOBATEIIEHOCTH Il KOJAUPOBAHUS ITyTeM BHIPABHUBAHUS PHUIOB C peePEHCHOM MOCICI0BATEIIh-
HOCTBI0. B KauecTBe anbTepHATHBBI MOKET MCIONB30BaThCst cOopnk de-novo 202 st coznanust peepeHcHOM
TIOCJIC/IOBATENILHOCTH M3 TOCTYIHBIX PUIOB ITyTEM IOKMCKA IEPEKPBIBAIONINXCS MPpe(UKCOB MWK cyddukcos, Tak
YTO U3 PUIOB MOTYT OBITH COOpaHbI OOJiee JUIMHHBIE CETMEHTHI (Ha3biBaeMble "KoHTHUTaMu"). [Tocie oOpaboTku
coopmmkoM de-novo 202 puaa MOXKHO KapTHPOBATh Ha MOTyYEHHOW O0Jiee JUIMHHOM MOCIeI0BATEIbHOCTH. BhI-
POBHEHHBIE TOCIIEOBATEILHOCTH 3aTeM KIACCHU(PUITMPYIOTCS MOAYJeM Kiaccupukanuu naHHeix 204. 3atem
KJtacchl maHHbIX 208 momarorcst B kogepsl ciaoeB 205-207. I'enomusie cion 2011 3aTtem moparoTcst B apudMeTr-
geckue konepbl 2012-2014, KoTOpble KOAUPYIOT CJIIOM B COOTBETCTBHUH CO CTATUCTHYECCKMMH CBOWCTBAMU JaH-
HBIX WIM METaJaHHbIX, COACPKAIINXCSI B 3TOM cjioe. B pesynbrare morydaioT reHOMHBIH moTok 2015.

Ha ¢wur. 21 mokazaHo ycTpoHCTBO neKoaAMpoBaHUS 218 B COOTBETCTBHHM C NMPHMHIMIIAMU 3TOTO H300peTe-
HUS. Y CTPOHCTBO NeKOANpOBaHUs 218 npuHUMaeT MyJIbTHIUIEKCUPOBAHHBIH T€eHOMHBIH OMTOBBIN MTOTOK 2110 13
CEeTH WJIN DJIEMEHTa XpaHeHUs. MyJbTUIIEKCHPOBaHHBIN TeHOMHBIH OMTOBBII OTOK 2110 momaeTcst B eMyJib-
Turuiekcop 210 ans co3gaHus OTAETbHBIX MOTOKOB 211, KOTOpbIe 3aTeM MOJAIOTCS B SHTPONUIHbBIE AEKOAEPHI
212-214, nns nojiydueHUs: TeHOMHBIX cioeB 215. 3BneyeHHble TEHOMHBIE CJIOU MOAAIOTCS B JAEKOJEPHI CIOEB
216-217 nnst nanbHEMIIEro AeKOIUPOBaHUs CIOEB B KJIAcChl JaHHBIX. [lekoaepsl kiaccoB 219 nonoaHUTEIbHO
00pabaThIBAIOT IECKPHUIITOPHI TeHOMA B OOBEAMHSIOT PE3YIBTATHI IS MOTyYCHHS HEC)KAaThIX PUAOB MOCIIECIOBA-
TEJNBHOCTEH, KOTOPBIE 3aTeM MOTYT OBITH JOMIOJHUTENFHO COXpAaHEHHI B OpMaTaxX, M3BECTHBIX B TaHHOI oOJac-
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TH TEXHUKH, HALIpUMEp, B TEKCTOBOM (aiiiie nin cxxkatoM zip-daiine, i daitnax FASTQ wim SAM/BAM.

Jexoneps! kiaccoB 219 criocoOHBI BOCCTaHABIMBATH UCXOJHBIE TEHOMHBIE TIOCIIEI0BATEILHOCTH, HCIIONb-
3y HHPOpMAIHIO 00 UCXOMHBIX peepeHCHBIX TIOCIEI0BATENBHOCTSX, IIEPEHOCUMBIX OJJHUM WK 00Jiee TeHOM-
HBIMH NOTOKaMH. B ciydae, eciiu pedepeHCHbIe TOCIeI0BATEIbHOCTH HE TPAHCIIOPTHPYIOTCS T€HOMHBIMU T10-
TOKaMH, OHH JIOJDKHBI OBITH JIOCTYITHBI HA CTOPOHE JICKOJUPOBAHUS U JOCTYITHBI AEKOAEPaM KIIACCOB.

PackpbIThle B HACTOSIIEM JOKYMEHTE CIIOCOOBI M300pETEHHs MOTYT OBITh pealli30BaHbl B BUJIE alllapar-
HOTO O0ecTeueHus], MPOTPaMMHOT0 00eCTICUeHHsI, TPOITUBKH WJIH JII000M nx komOuHaruu. [Ipu peanuzanuu B
MPOTrPaMMHOM 00ECIICUCHUH OHH MOTYT XPaHHUTBHCS HA KOMIBIOTEPHOM HOCHTEIIE M PEaln30BaThCs AlapaTHbIM
IpoLeCCOPOM. ANIapaTHBII MPOIEccop MOXKET COJepKaTh OJAWH WK 0oJiee MPOLECCOPOB, MPOLECCOPOB M-
POBBIX CHTHAJIOB, MHUKPOIIPOIIECCOPOB OOILIET0 HAa3HAYEHHS, CIEHHAIM3UPOBAHHBIX WHTETPAIBHBIX CXEM HWIIH
JIPYTHX JUCKPETHBIX JIOTHYECKHX CXEM.

Crioco0BI COTIacHO HACTOSIIEMY N300PETEHUIO MOTYT OBITh PEaIN30BaHBI B PA3JIMYHBIX YCTPOWCTBAX HIIH
npudopax, BKI0Yast MOOHIIbHEIE TelIe()OHBI, HACTOJIBHBIC KOMITBIOTEPHI, CEPBEPHI, INTAHILIETHl K TOMY MOJ00HOE.

OOPMVIIA U30BPETEHUA

1. Peanu3yeMblii Ha KOMITBIOTEPE CIIOCOO CHKATHS JAHHBIX TEHOMHOM MOCIIEI0BATEIILHOCTH, T YKa3aHHbIC
JTAaHHbIC TEHOMHOM ITOCJICAOBATCIBHOCTH COIACPIKAT PHIBI MOCICIOBATSILHOCTEH HYKICOTHIOB, BKIFOUAOIIHIA
CJICTYIOIIHE ATAITBI:

BBIPABHUBAHHC YKa3aHHBIX PHIOB C OJHOW WIH Oojee pe)epeHCHBIME TOCIEI0BATEIEHOCTAME C MOJTyYe-
HHUEM, TAKKM 00pa30M, BRIPOBHCHHBIX PHJIOB,

Kiaccu(UKaIus YKa3aHHBIX BEIPOBHCHHBIX PUIOB B PA3JIMYHEIC KIIACCHI, BKIIOYAIOIIUE [T0 MEHBIICH Mepe

MIEPBEIA KJacc: €ClM YKa3aHHBIC BEIPOBHEHHBIC PUJIBI COBIANAIOT C YKa3aHHBIMH OJHOW HIIH Ooiee pede-
PEHCHBIMH TIOCTIEIOBATENBHOCTAMH 0€3 KaKUX-THO0 OIUOOK;

BTOPO# KJIACC: €CJIU YKa3aHHBIC BRIPOBHCHHBIC PHJIBI COBIIAAAIOT C 00JIaCTHIO B YKa3aHHOM OMHOM Miu 00-
see peepeHCHBIX MMOCICI0BATEIBHOCTIX C YHCIIOM HECOBIAIACHUM, COCTOSIIMM U3 YHCiIa MOJ0XKEHUMH, B KOTO-
PBIX CEKBEHATOP HE CMOT OIPEACIUTh HH OAHOTO OCHOBAHMS,

TPETUI KJIacC: €CIM YKa3aHHbIC BRIPOBHEHHBIC PHIBI COBIIAAAIOT C 00J1aCThIO B YKa3aHHOM OIHOM HiIH 00-
Jiee peepEHCHBIX MOCICI0BATEILHOCTAX ¢ YHCIOM HECOBMAACHUH, COCTOSIINM M3 MOJIO0XKECHUH, B KOTOPBIX CEK-
BEHATOP HE CMOT OINPENCIIUTh HU OJHOTO OCHOBAHHUS, Y IPUCYTCTBUS WHCEPIIHIA, WIIN JACICIUMN, HIIH 00pe3aHHbBIX
HYKIJICOTHIOB;

YETBEPTHIA KJIACC: €CIM YKa3aHHBIC BBIPOBHEHHEBIC PUBI HE HAXOMIAT KAKOTO-THOO TOCTOBEPHOTO KapTH-
pOBaHUS Ha YKa3aHHOW OJHOM mim Ooyiee peepeHCHBIX MOCIEAOBATEIBHOCTSIX B COOTBETCTBUM C YKa3aHHBIMHU
OTPaHUYCHUSIMH BHIPABHUBAHHUS C IMOTyYCHHEM TaKHMM 00pa30M KIaCCOB BEIPOBHCHHBIX PUJIOB; H

KOJMPOBaHUC YKa3aHHBIX KJIACCU(PHUIIMPOBAHHBIX M BEIPOBHCHHBIX PUIOB B BHJC MHOXKECTBA CIIOCB CHH-
TAKCHYECKUX JICMEHTOB, COACPIKAIINX ACCKPHUIITOPHI, MPHUYEM I YKa3aHHOI'O IIEPBOT0 Kiacca yKa3aHHBIC Je-
CKPHIITOPHI BKJIFOYAIOT 10 MEHBIIICH Mepe HadajdbHOE ITOJOKCHHE B peePEHCHOM MOCIeI0BaTEIPHOCTH, (Iar,
CUTHAJIM3HUPYIOIIMHA O TOM, YTO PHI AOJDKCH pacCMaTpPUBAThCS KaK OOpaTHBIM KOMIUIEMEHT K pedepeHcy, pac-
CTOSIHHE 0 MapTHEPa Mapbl B Cllydac CIAPCHHBIX PUIOB, 3HAUYCHHE IJIMHBI B Cllydac, KOTJa TEXHOJIOTHs CEKBe-
HHUPOBAHUS TACT PUIBI [IEPEMEHHOMN IWHBI; [UIS YKa3aHHOTO BTOPOTO Kjacca ICCKPHUIITOPHI BKIIOYAIOT II0
MEHBIIICH Mepe IECKPHUIITOPBI MEPBOT0 Kjacca W IOJ0KCHHUE HECOBMAACHHS IS KaKIOr0 HECOBIAACHHS; IS
YKa3aHHOTO TPETHETO KJacca JECKPUITOPEI BKIIFOUYAIOT ICCKPHUIITOPBI YKa3aHHOTO BTOPOTO KJIAcca U MOJIOKCHHE
HECOBIAICHUS ¥ TUI HECOBMAICHUS JIUTsl KXKJJOT0 HECOBIAICHUS; ISl YKa3aHHOTO YETBEPTOTO Kiacca JAECKPHII-
TOPBI BKIIFOYAIOT JICCKPHUIITOPBI YKA3aHHOTO MIEPBOTO KJIACCA U THIT HECOBIAICHHUS JUTS KaXKIOTO HECOBIAICHUS,

IJic YKa3aHHOE KOIMPOBAHUC YKa3aHHBIX KJIACCHU(HUIMPOBAHHBIX BHIPOBHCHHBIX PUIOB B BUJIC MHOXKECTBA
CJIOCB CHUHTAaKCHYECKHX JJICMCHTOB BKJIFOYACT BHIOOP YKA3aHHBIX CHHTAKCHUYCCKUX ASJIEMEHTOB, COJCPKAIIUX
YKa3aHHbBIC IECKPUIITOPHI, B COOTBETCTBUM C YKa3aHHBIMH KJIACCAMH BBIPOBHEHHBIX PHIOB, IPHUYEM KOIUPOBa-
HHE YKa3aHHBIX KIaCCH(HUIIMPOBAHHBIX BBIPOBHCHHBIX PHIOB B BHIC MHOYKECTBA CIIOCB CHHTAKCHYCCKHX 3JjI€-
MEHTOB OCYIIECTBISIETCS ¢ MPUMEHEHNEM KOHKPETHOTO SHTPOTHIAHOTO Koaepa 2012-2014.

2. Crioco6 1o 1.1, XapakTepHU3yIOIIMHACS TEM, YTO CJIIOM CHHTAKCHYCCKHMX 3JICMEHTOB JOIMOJHHTEIBHO CO-
JiepKaT TOJI0KEHHE BapHaHTa OTHOCHTEIBHO Pe(epeHCHON MOCIICA0BATCILHOCTH, THII BapUaHTa, MOJIOKCHHE
JICIICIIM OTHOCUTEIILHO pehepeHCHON MOCIe0BATSIILHOCTH, MOJ0XKEHNE OAHOTO WM 00jIee CHMBOJIOB, OTCYT-
CTBYIOIIHMX B pe)epeHCHON MOCICIOBATEIEHOCTH, HO MPUCYTCTBYIOIIUX B BEIPOBHCHHBIX PHIAX, THUI UHCEPIHU
B JJAHHOM ITOJIOXKCHUMU.

3. Crioco6 1o 1.1, XapaKTepu3yIOLIUIACS TEM, YTO YKa3aHHBINH YHTPOMUIHBIA KOJCp SBISCTCS KOHTEKCTHO-
aJaNTUBHBIM apHU(PMETHICCKAM KOJIEPOM.

4. Cnoco0 pacmakoBKH T€HOMHOTO ITOTOKA, CKATOTO CIIOCOOOM 110 1.1, mpuveM yKa3aHHBIH CIIOCO0 BKIIFO-
YaeT CJICAYIOIINE 3Tk

CHHTaKCUYCCKUH aHalu3 U JekoaupoBanue 212-214 cxaToro reHOMHOTO MOTOKa B TEHOMHBIC CIIOM CHH-
TaKCHYECKHUX DJIEMEHTOB 215,

JIEKOAMPOBAHUE YKa3aHHBIX T€HOMHBIX CJIO€B B KJIACCHI JaHHBIX 216-217,

pa3BOpavnBaHUE YKa3aHHBIX TEHOMHBIX CJIOCB B KIIACCH(PHUIIMPOBAHHBIC PHIBI TOCICIOBATCIBHOCTEH HYK-
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JIEOTHIOB,

BEIOOPOYHOE JICKOJUPOBAHUE C MTOMOIIBIO IEKOIEpoB 219 K1accoB yKa3aHHBIX KIACCU(PHUIIMPOBAHHBIX PH-
JIOB TIOCJIEIOBATENBHOCTEH HYKICOTHIOB U O0BEIMHEHNE PE3yIbTaTOB Ha OTHOU N Oojiee pedepeHCHBIX Mo-
CIIEZIOBATENIFHOCTSIX C IOJTydeHHEM HEC)KAThIX PUIOB MOCIEIOBATEIIFHOCTEH HyKICOTHIOB.

5. 'enomusiii kogep 2010 ast ckaTths JaHHBIX TEHOMHOH mocienoBaTenbHOCTH 209, MpUieM yKa3aHHbBIE
JTaHHbIC TEHOMHOW mocnexoBaTenbHOCTH 209 comepkaT puAbl MOCIEIOBATEIBHOCTEH HYKICOTHAOB, MPHUIEM
yKa3aHHbIH reHoMHbIH Koaep 2010 comepkuT

Moxynb BeIpaBHHBaHUS 201, CKOH(QUTYPUPOBAaHHBIN AJIS BRIPABHUBAHUS YKAa3aHHBIX PHUIOB C OJHOW WIIH
Oonee pehepeHCHBIME MMOCIICIOBATEIBHOCTSIMH C MOJyYCHHEM, TAKMM 00pa30M, BEIPOBHCHHBIX PHJIOB,

MOIyJb Kiaccupukaimu MaHHbIX 204, CKOH()UTYpHpPOBaHHBIA I KiIacCU(UKAIMKM YKa3aHHBIX BBIPOB-
HCHHBIX PUIOB B Pa3IHYHBIC KIACCHI, BKIFOYAIOIIKE TI0 MCHBIICH Mepe

MIEPBEIA KJIacc: €CIIM YKa3aHHBIC BEIPOBHEHHBIC PUJIBI COBIANAIOT C YKa3aHHBIMH OJHOW WM Oosee pede-
PEHCHBIMH TIOCJIEIOBATEIIEHOCTAMU 03 KaKUX-THOO0 OIIHO0K;

BTOPOI KIIACC: €CITU YKa3aHHBIC BRIPOBHCHHBIC PUJIBI COBIIAAAIOT C 00JACTHIO B YKa3aHHOW OJHOM miu 60-
nee peepeHCHBIX MMOCTIEeI0BATEIHHOCTAX C YHCIOM HECOBIIAJCHUH, COCTOSIITNM U3 YHCIIa MOJOXKEHUH, B KOTO-
PBIX CEKBEHATOP HE CMOT OIPEETUTh HU OJHOTO OCHOBAHMS;

TPETHH Kiacc: ecI yYKa3aHHBIC BRIPOBHEHHBIC PHIIBI COBIIAAAIOT ¢ 00JIACTHIO B YKa3aHHOW OJHOM MU 60-
nee pedepeHCHBIX MOCIE0BATEIFHOCTAX C YHCIOM HECOBIAACHHUH, COCTOSIINM U3 TOJI0XKEHUH, B KOTOPBIX CEK-
BEHATOP HE CMOT OIPENEIUTh HU OJHOTO OCHOBAHMSA, ¥ IPUCYTCTBUS MHCEPIIHH, MU IeICHNi, NI 00pe3aHHbIX
HYKJICOTH/IOB;

YEeTBEPTHIN KJIACC: €CIM YKa3aHHBIC BBIPOBHEHHBIC PUJBI HE HAXOMIAT KAKOTO-THOO JOCTOBEPHOTO KapTH-
pOBaHUS Ha YKa3aHHOW OJHOM mim Ooyiee peepeHCHBIX MOCIEAOBATEIBHOCTSIX B COOTBETCTBUM C YKa3aHHBIMHU
OTPaHUYCHUSIMH BHIPABHUBAHHUS C MMOTyYCHHEM, TAKHM 00pa3oM, KJIAaCCOB BBIPOBHCHHBIX PUIOB;

OJIMH WX OoJiee KOAUpYIomuX ciaon Moxynei 205-207, ckoHpUTrypupOBaHHBIX IJIsl KOJUPOBAHMS yKa3aH-
HBIX KJIACCH(DUIMPOBAHHBIX BEIPOBHEHHBIX PUIOB B BUJIC CIIOCB CHHTAKCHYCCKHX 3JICMCHTOB, COJICPKAIIUX JIHC-
KPHUIITOPHI, ITyTeM BBIOOpA YKa3aHHBIX CHHTAKCHYECKUX 3JIEMEHTOB B COOTBETCTBHH C YKa3aHHBIMH KJIaCCaMHU
BBIPOBHEHHBIX PHIIOB, TZI€ JJIs YKa3aHHOT'O IEpBOrO KJlacca yKa3aHHBIC NECKPHUITOPHI BKIIOYAIOT 11O MEHBIIEH
Mepe HaydalbHOE IMOJIOXKEHHE B pehepeHCHON MOCIe0BAaTeIFHOCTH, (bar, CHrHATHM3UPYIOIUH O TOM, YTO PHI
JOJDKEH pacCMaTpHBATHCS KaK OOpaTHBIN KOMIUIEMEHT K pedepeHcy, pacCcTosHUe OO HmapTHepa Mmaphl B cIydae
CHApeHHBIX PUAOB, 3HAYCHHE IJIMHBI B CIy4ae, KOTJa TEXHOJIOTHS CEKBCHHPOBAHUS NaeT PHUABI IEPEeMEHHON
JUTMHBL; UIA YKa3aHHOTO BTOPOTO Kjlacca JECKPUITOPHI BKIFOYAIOT 10 MEHBIIEH Mepe IECKPUITOPHI IEPBOTO
KJlacca U TOJ0KEHUE HECOBMAICHUS [T KaXKIOTO HECOBIAICHUS, TS YKA3aHHOTO TPETHETO KJIacca IECKPUIITO-
PBI BKITIOYAOT JIECKPUITOPHI YKA3aHHOTO BTOPOTO KJIACCA U TOJIOKECHUE HECOBIAJACHUS M TUI HECOBIAICHUS JIIIS
Ka)XJTOTO HECOBIAJCHUS; I YKa3aHHOTO YETBEPTOTO Kiacca AECKPHUIITOPHI BKIFOYAIOT JECKPUITOPHI YKa3aHHO-
TO TIEPBOTO KIIacca M THI HECOBIAJCHHUS IS KaXKJJOT0 HECOBIAICHIS,

sHTponuiiHbIl komep 2012-2014 nns SHTPONUIHOTO KOAMPOBAaHUS YKa3aHHBIX CIOEB CHHTaKCHUECKUX
9JIEMEHTOB.

6. 'enoMHBIHM mekonep 218 mist pacriakoBKM T€HOMHOTO MOToKa 211, ¢)KaToro reHOMHBIM KOZAEpPOM TIO 1.6,
MprYeM yKa3aHHBIA TeHOMHBIN fekoaep 218 comepkut

CpEIICTBa CHHTAKCHUYECKOTO aHam3a u aekoaupoBanus 210, 212-214, ckoHGUTYpUpOBaHHBIE JJIs1 CHHTAKCH-
YEeCKOT0 aHaIN3a YKAa3aHHOTO CYKaTOr0 TEHOMHOTO TTOTOKA B TEHOMHBIE CIIOM CHHTAKCHYECKUX 3JIEMEHTOB 215,

OJMH WK OoJiee MEeKoAepoB ciaoeB 216-217, ckoHGUTYPHPOBAHHBIX IS TEKOIUPOBAHUS T€HOMHBIX CIIOCB
B KJIACCHI JAaHHBIX, U JOTOJNHUTEIBHO CKOH(UTYPUPOBAHHEIA I 00paOOTKH YKa3aHHBIX T€HOMHBIX CIIOCB B
KIaccu(UIMPOBAHHBIC PUIBI TIOCIEIOBATEIFHOCTEH HyKIIeoTHaoB 2111,

JIEKOJIEPhl KJIaCCOB TEHOMHBIX JAaHHBIX 213, CKOHQUTypUpOBaHHBIC IS BBIOOPOYHOTO JEKOJUPOBAHUSI
YKa3aHHBIX KIACCH()HUIIUPOBAHHBIX PHUIOB MOCICIOBATEIBHOCTEH HYKICOTHIOB M OOBCAMHCHHS Pe3yibTaTa Mo
OJTHOW WJIM HECKOJIBKUAM pe(epeHCHBIM IMOCICIOBATEIBHOCTSIM C IMOJNYYCHHEM HECHKATBIX PUIOB IMOCICIOBA-
TENBHOCTEH HYKIICOTHIOB.

7. F'eHOMHBIN JIeKoep 1O 1.6, XapaKTepU3YIOMIMICS TeM, 9YTO OJHA WK 0oJiee peepeHCHBIX TOCIeI0Ba-
TEJIHHOCTEH XpaHITCS B COKATOM IMOTOKe reHoma 211.

8. 'eHOMHBIN JieKoep 1o 1.6, XapaKTepU3yIOMIMICS TeM, 9YTO OJHa WK 0oJiee peepeHCHBIX TOCIeI0Ba-
TEJNBHOCTEH MOJAI0TCS B JEKOEP 0 BHETIOJIOCHOMY MEXaHHU3MY.

9. 'eHOMHBIH JIeKoep MO 1.6, XapaKTePU3YIOMIMICS TeM, 9YTO OJHA WK 0oJiee peepeHCHBIX TOCIeI0Ba-
TENBHOCTEH CTPOATCS B yKa3aHHOM JIEKOJIepe.

10. MamuHOYHTaEMBIH HOCHTENb, COJACPKAIINA UHCTPYKIUH, KOTOPHIC MIPH UX BBITOJHCHUU MPUBOIAT K
OCYIIECTBIICHHIO 110 MEHBLIEH MEpe OJJHUM ITPOLIECCOPOM CIIocoba 1o JrodomMy u3 mi.1-4.
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Mapa 1 =Pug 1+ Pug 2
Mapa 2 =Pug 3 + Pug 4
Mapa 3 =Pug 5 + Pup 6

| Pug, 1 ”l Pun 3 Pup 2 Pup 4 Pun 6 Pvgo 5

PedbepeH. nocneposar.

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

p3-pl1=180

p5-p3 =670

®ur. 1 (I[TomoskeHre TIEPBOTO PHJIA TPEX KAPTHPOBAHHBIX AP
MPOYTCHUN KOTUPYETCS B CIIOE POS)

Croit Pos | 10000] 180 | 670 |

e 1 IA[A]c]TlGlGiA]T;TIC(GlA]T[A1

ez [ T]1lejafcfefr]ajajefcfr]alT]

[alelclT]
pug 2
@wr. 2 (B aToii mape pumoB pu 1 mpoucxoauT
n3 ey 1, a pug 2 - U3 mnenu 2)

gl L L3 K K K S KA KRN A KN

06paTHbIA KOMNNEMEHT puaa 2
@ur. 3 (OOpaTHBII KOMIUIEMEHT MPOYTEHHUS 2 OyIeT 3aK0AUPOBaH,
€CIIM B KauecTBe pedepeHca Ucroib3yeTcs uens 1)

3neMeHT crost

uerns 1 reeme

uenb 2 rc 1

uenb 1
uenb 2 —————ﬁ——— rC 2

uens 1

rc3

uenb 2

uenb 1 rc4

uenb 2

®wur. 4 (YeTsipe BO3MOKHBIX KOMOWHAIINN PUJIOB, COCTABIIAIONINX APy
PHIOB M COOTBETCTBYIOIIEE KOAUPOBAHUE B CJIOE rCOMp)
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PUMEP
MocmosiHHas AnuHa pudoe = 100

pva 1 pva 3 | pvg 2 pun 4

pug, 6 | p|/|,q5|

PecdepeH. nocneposart.

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

p2—pl-100 =220

PaccmosHus cnapueaHusi I 220 | 170 ’ 330 1 p4 —p3-100 = 170
p6—p5-100=-330

®wur. 5 (PacueT paccTosiHUS CIapWBaHUS IS TPEX Tap PUIIOB)

NPUMEP
Haub6onee seposimHoe paccmosiHue criapueaHus nonoxeHuld(MPPPD) = 2

olumbka cnapuBaHun = 2

oLuubka cnapusaHus = -1

o

MPPPD

ol ][] o] [ (] sl ][] ol ol

[ PedepeHcHasn nocnefosatenbHOCTb

pair { 2 {-3 ] 2 ‘ -1 1 0 ‘ 0 . ] ] ! [Bemopommﬁoucnapmsamn

OnyuoHaneHo, croll pair Moxem 6bimb dughghepeHyuanbHO 3aKo0uposaH 8 pair'.

pair’ I 5 l 5 l 5 [ 3 I 1 I 0 l i ] t |BeKTopomm60KcnapV|BaHMﬂ

@wur. 6 (Pacyet ommOOK crrapuBaHus)

PUMEP
Mapa1=Pua1+Pug2 ol
Mapa 2 = Pug 3 + Pug 4 TNocmosiHHas dnuHa pudoe = 100
Mapa 3 =Pup 5+ Pug 6

Pug, 1 Pug3 Pun2 __Pme

PediepeHcHas nocrieqoBatensHoeTs |

. ; I'Ip0Te 4
PedhepeHcHas nocnenosarensHocTs 4 ’ .

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

PaccmosiHus cnapueaHusi ‘220 l Oxffffe [ 4 f 170 } 330 i
3apesepBUpoBaHHOE 3Ha4eHue (cnar) //

noeHTudunkaTop pedpepeHcHoM NocneaoBaTenbHOCTH, ECNU OH OTNINMAETCs OT
TEKyLLero pegepeHca

Pug 5

10620 p5=10850

p2=pl=100=220
pd = p3-100 =170
p6 ~ p5- 100 = -330

®wur. 7 (Kornma mpoureHne KapTUpyeTcs Ha APYyroi pedepeHc, 4em ero
napa (pun 4), K pacCTOSIHUIO CIIAPUBAHUS JTOOABIISIFOT JOMOJHUTEIBHEIC
JeckpunTopbl. OIUH AECKPUIITOP - 3TO CUTHAIBHBIN (iiar, BTOpOH -
UICHTUPHUKATOP pedepeHca, a 3aTeM - PACCTOSIHUC CIIAPHBAHUA)

PedpepeHc A‘AICIT}GIGiA]TIT!CIGIA’T[AI
(AN ]T]N] (njefaln]
Pup 1 Pun 2

Cnoit nmis lll3{4l7}$[ ‘ I } } I

Cnoit nmis (audpdepeHumansHoe ' 1 I 2 l 1 l 3 l S [ g I

KogupoBsaHue)

|1

®ur. 8 (Pacuer N-HECOOTBETCTBHI B CIIOE€ NMIS)
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el alalcfrlefelalr[r]cf[es[alT][A]
(alrlring [Tlefaln]
Pug 1 Pug 2
@wr. 9 (3aMeHBI B KapTUPOBAHHOM Mape PUIOB)
merlalajclT]ofelalT]TlclelA]T]A]
[alclen| Lefwfr]r]
Pua 1 Pun 2
Gron snep (2f3fsfefs] | | | [ |

Crioii snpp (Bucbpepen- ] 2 ‘ 1 } 2 ] 1 l S ] | ‘ i [ ]

LManbHoe KoAMPOBaHue)

®ur. 10 (Pacder nonoxeHu# 3aMeH B BUIE aOCOTIOTHBIX
u nqudepeHnnaIbHbIX 3HATCHUN)

Pecpe-| TMpou- | 3akoamp
peHc | TeHue |cumBon
Cnow snpt (6e3 kogos IUPAC) A | c | idAQ=1
Tuvn 3aMeH pacCcuUnTLIBABTCS KaK UHOEKC Al G idx(A,G) = 2
BEKTOpa 3aMeH, cocraBr||_leaHnHF:)Mr'c;I :: BCEX Al T idx(AT)= 3
BSOShEIAO,)Kgf:g,C'IM',I\n l:,ogf,Br-ne Z = peneums AN idx(AN) = 4
HanpasneHue nHgekca Cl A idx(C,A) =5
® KOOMPOBAHWME cnpaBa Haneso C G idx(C,G) = 1
® [EKOOWPOBAHWUE cnesa Hanpaso c T idx(CT) =2
C N idx(C,N) =3
G A idx(G,A) =4
G| ¢ idx(G,C) =5
e e e I e | e e
A | del. | idx(AZ)=5 N | A | idx(NA)=2 T A idx(T,A) = 3
C | del. | idx(C2)=4 N | C idx(N,C) = 3 T | C idx(T,C) = 4
G | del. | idx(G,2)=3 N | G | idx(NG)=4 T, G idx(T,G) =5
T | del. | idx(TZ)=2 N | T idx(N,;T)= 5 T| N idx(T,N) = 1

@ur. 11 (PacueTsl CHMBOJIOB, KOJUPYIOIINX 3aMEHBI)

pasec) A | A|C|T]G|le|Aa|T]|[T]cle|a|T]A]
lalclae|n]| Lefnfr]r]

omposmmiey e [2fala[a[s[ [T [ [ ]

Criofi snpt lefafals]s] | | | [ |

Crioi snpt (aucpdepeHLmanHoe 11 I 3 ! 0 |-1} s‘ i l } } [

KOoAMpoBaHue.)

®ur. 12 (KonupoBaHue 3aMeH B CJIOH snpt)
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Pete-| Pug | 3akopupopaHHbii
peHc cumBon

Cno# snpt (c kopamn IUPAC) o v | axom=s

Tun 3ameH paccuMTbIBAETCA Kak MHOEKC BeKTopa s
3aMeH, COCTaBIIEHHOTO 13 BCEX BO3MOXHBIX ALY | idxAY)=10
cumBonoB. Hanpumep: A T idx(AT)=3
S=[AC,GTNZMRWS,Y,KVHDB] A § idx(A,N) = 4
HanpasneHve uHaekca ¢ R idx(CRI=6

® KOMOMPOBAHVE crpasa Haneso Idx(C,R) =
® [IEKOONPOBAHVE cresa Hanpaso C | G | idCG=1
c| T idx(C,T) =2
c | w idx(CW) =7
G | H idx(G,H) = 11
G C idx(G,C) = 15
Pedbe- | Pug | 3aKoavpoBaHHblit G B idx(G,B) =13

peHc cumBon

G | N idx(G,N) = 2
N M idx(N,M) =2 T A idx(T,A) = 13
N | W idx(NW) =4 T M idx(T,M) = 4
N S idx(N,S) =5 T K idx(T,K) = 8
N B idx(N,B) =11 T Vv idx(TV) =9

®wur. 13 (Koxbl 3aMeH Mpu UCTIONB30BaHUH KOJ10B HeogHo3HauHocTH [UPAC)

S=[ACGTNZMRW,S,Y,KV,H,D, B]
HanpaBneHve

® KOOWPOBAHWE cnpasa HaneBo

® [1EKOOMNPOBAHWE cnesa Hanpaeo

Pedeperel p A lc|t]e]e]al1]1]c]a][Aa]lT]a]
[Alc]w][n] Lelxl [7]

Cnoi snpp (audchepeHumansHoe 1 5 | 1 ] 5 ! 1 ! S ] ! [ | [ Q
KogupoBsaHue.)

Crioi snpt l5|4]4!9|5] } [ I [ ‘

Cnot#t snpt (auddepeHumansHoe
KoAvpoBaHue.) ] 1 | -1 ] 0 I 5 I S ] l [ | [ {

@wur. 14 (KomupoBanue ciios snpt mpu ucnosibzoBannu koo [UPAC)

Cnioi indt (6es konos IUPAC) HHCEPLR | SexomuposaLi
S=[A,C,G TN,Z]
HanpasneHue A 6
® KOJWPOBAHMUE cnpapa Haneeo C 7
® [EKOOVPOBAHME cneea HanpaBo p s
T 9
N 10
Pe¢ePeHnA}A|C£TIG'G!A’T!T[CIG} ’TiC‘
[alcl [rle] ESLNERES
Pugn 1 Pup 2
e el % S N W I
Crioit indt [512!4!9‘5} l l ¥ | }
spomipereese (513 s s [ [ T 1]

®ur. 15 (KonupoBanue 3aMeH, HHCEPITUN 1
JIeNeTINi B TIape MpoYTeHHH Kiacca [)
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Cnown indt (c xogamum IUPAC)

3akoaupoBaHHbIil

S=[AC G, TN Z MR W,S,Y, K V,H,D,B] | ™™ |camson
HanpasneHue A 16
® KOOMPOBAHWE cnpaea Haneso
® [IEKOAVPOBAHWE criesa Hanpaso ¢ 17
G 18
T 19
N 20
oo alafc]r]elelalr]T]c]e] |[T]c]
[alc] [r[c] [c[rlT]w]
Pup 2

Pwao 1

coonswp awsosouansos [ 5 [a (13 5] [ [ [ ]

Croii snpt lisfafsfoofsfs] [ [ | |

Cnoi snpt (auddepeHumnansHoe
KoaupoBaHue.) 2 15 ]«11’ 1 I 18 ‘-IAi S I l 1 | ’

®wur. 16 (KomupoBaHue HECOBIAIEHUH 1 HHIEIIOB TIPH UCIIOJIb30BaHUN K0oa0B HeonHo3HauHocTH [UPAC)

MCXOﬂHaﬂ MO.EI,eJ'Ib 2 (6e3 kopgoB IUPAC)

OnvH croiA NoNoXeHWA AN KaXO0ro TUna 3ameHbl, OAWH ANA KaKOoro Tuna Aeneuvm u
OAWH OS5 KaXQoro Tuna uHcepLmm

Peomere [ alafclr]elafalr]rlcle] [T][c]|
[alc] [r]r7] Lelnfrfr]
Pwva 1 Pwug 2
A ‘ i L_?__! _____ l____'i _____ |______l _____ I_'___ Mepeoe HecoBnapeHve, kotopoe GyneT AekoavpoBaHo B
C ra 0\ aTo# nape. MepBbIi cnoi, noanexalumil AeKoAvpoBaHuio,
l‘\ 2 l‘ 0 I 6 ] 0 I i l [ [AomkeH BbiTb OTMeYeH chinaroM B 3aronoske 6roka goctyna
0 2 [}
G l [ I i e --——-[- ----- l -~~~ @nar, CUrHanManpyoLuii 06 OKOH4YaHUW BTOPOIA Napbl
T [ 5 ‘ 0 ] 5 ] 9 P\ 0 '} ‘ ! npouTeHuit. OH cnepyeT 3a HauGoNbLLMM AEKOANPOBaHHbLIM
N ] 1 ] l I 1 ! I ! 3Ha4eHWeM AnA BTOPOro NpoYTeHMs
7 0
del [ 2 ]ofsfo] [ [ |
insA K °'= .Z-.I,.?__.l _____ }”“_l _____ Iu-"j _____ 3HaveHue, ykasbiBaloLiee Ha OTCYTCTBUE HECOBNAneHUA
insC [ ; o | 1 ] 1 i ! 3TOro TUMA AANs KOAMPOBAHHOM Napbl NPOYTEHMi
insG { 0 ‘ 0 ‘ ! 1 ] I i ®nar, CUrHanuanpytoLLmMin 06 OKoHYaHUKM NepBoi Napkbl
. e npouTeHuii. 3To cneayeT 3a HaubonbLWMM AeKoaUPOBaHHLIM
insT ] 8 k 0 )[ i { | l l 3Ha4eHUeM A NepBoro NPoYTeHUs
[ale] [ofT[mme sl cfalr]T]
Peamecalaflclrelefalr[r]cle] [1][c]

@ur. 17 (Kaxplii cioi colep >kKUT MO3ULMI0 HECOBMAACHUS
WJTH UHCEPIIMH OJTHOTO THIIA)
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I/I CXOﬂHaﬂ MO,EI,eJ'I b 2 (6e3 kogoB IUPAC)

OavH croii No3numMn AN KaXKAoro Tuna 3aMeHbl, OAWMH A8 KaXKAoro Tuna Aeneuun 1 oavH ans
Ka)xgoro Tuna uHcepLmm

e [ A A jc]Tle]efalT]T]c]e] [T]c]
Lafel [r]7] leinfr]r]
Pug 1 Pup 2

A i 0 ‘ 0 i I “'[ ————— l—“ l _']r _______ :ee::::z.qeuueA-c i
C ! 2<t"0— Tﬂs | 0 [ I - /’/::: HecosnageHnwe G-T 5
G I I o :
P e
z = "'_', 22 — //' Tenepb BCe yKasaTenu NnpouTeHUs UMeloT sHaveHue 0. OHun
:| ; ; . i ; : ; ]l f e o
€| 3 0 3 0 -
Y Ear e e R —
lnSC | 0 t 0 [ /!( - ’[ ] ; i Hecosnagenue G-T 5
insG } p 1 0/,»"' z l ’ ] | l Hecoenaperve G-C 6
nsT o T T T T [ 1  [eomswmer ¢
[ale] [ef[r]me e [cfalT]|T]
Pemec | A JafclT]efelajr]r]c]e] [T]c]

Ouwr. 18 (Ecnm as puia HEeT HECOBIAACHUH WIM WHICIOB JaHHOTO THIIA,
B COOTBETCTBYIOIIEM cioe koaupyercs 3HayeHue 0. CumBou 0 nefcTByeT Kak
pa3enuTeNabh U TCPMUHATOP PUAOB B KAXKIOM CIIOC)

PedepeHcHas nocrefosaTenbHOCTh 1

lalafclrfelejalrfr]fcfefclc|al]
[alafcfr]e]s]
lA ‘ C l T l G l G ] At Hecosnapgatowue
NONoXeHust
IC 1 T l CW Puae knacca M

7]

CFeTa [ ~T

=

OTHOCUTENbHO pedepeHCHOoN

nocriegoBaTtenLHOCTH 1.

PedhepeHcHan nocnepgoBaTenbHOCTb 2

Lala]

clrfecfofafafrjclofcfc[al]

L

clrjecfofala]

«ApanTvpoBaHHan»
pedepeHcHas

nocnenoBaTenbHOCTb
®Owur. 19 (Moaudukamus B pehepeHCHON TOCIeI0BATEIBHOCTH
MOXeT mpeoOpazoBath M-ipoureHus B P-nipoutenus)

L]

[c[afa]T]

F

MpouTteHus knacca P
OTHOCUTEMNbHO pechepeHCHON
nocnenoBaTenbLHoOCTM 2.

209

H
201 !

Knaccuduka- I
LM AaHHBIX

205 \

2012

200 \ _ 1| Komep |
la HeoGpaGtor. : xnacca P | Konep crioes SHTPOMMAHBIT
CeKBeHMpO- noi?n:m;:a'r‘ i | Komep 206 KoAep TeHOMHbI® | Mynstvnnexen-
BaHe reHoma __ﬂ____-‘,<‘ knacca N = Koaep croes OTOKM ! poBaHHbIA NOTOK
H Kogep lacchbl 3 — Ewtop
we || Denows | Lumssah|a P sl NG B
; i nnekcop | |
xnacca | FeHomHbIe crion
Kopep crnoes
| Konep | (Lo e TTIT 7 B —
| | Kkopep
1| Kopep 207 k
: aHHoTauMA 2011 2015
| S ——
K 2010

®wur. 20 (I'eHoMHBIH KOJIED)
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i
i
|
1
1
H
H
3 i ;
219
| _\E Dekopep E
} \ Knacca P :
i i
H ! ;
H 211% H '
! 212 216 ' '
: 215 ; '
2110 i 211\ — \ \ i [ nexonep |
H SHTPONWIAHBIA Knacce | | knaccaN :
H 210 [eHoMHble nekoaep Aexogep O8HHBIX | ‘
H i
MyneTunnekcn- | noToKn I'eré;lg:ue crion 1 : ' -
POBaHHbIA MOTOK n ——>' | [exonep ! bIXOA B
6uToB 2 ﬂi’lﬂ:;m > | SHTPOMUAHBIA | E knacca M E Buge FASTQ
———  nororos T nexopnep | —_— E
| j
: — e :
) . N—— exonep
: 213,.J : fexonep H Kknacea | E Buixog B BUZe
H cnosi N : '} sammam
1 OHTpONUAHLIA t !
: Aekoaep ' |
H J i | Dexonep !
H 1} MeTagaHHbIX |
H i
i 217 i '
: s : E
H 1
; i | mecomep |
H i | aunorauuin '
1 i
H i E
1 ! ]
1

®ur. 21 (I'enomHEBIH ekoaep)

@ EBpasuiickasi naTeHTHas opraHusauus, EAMB

Poccusi, 109012, MockBa, Manblii Yepkacckuii nep., 2
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