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Ycmexu TreHOMHOTO CEKBEHHPOBAHHS HEBO3MOXHBI 0e3 pa3BUTHS WMH(OPMAIMOHHBIX TEXHOJIOTMH M Mare-
MaTUYECKAX METONOB IO OOpaboTKe MaHHBIX IJI1 YCTAHOBJICHHS PAa3JIMYHBIX OCOOEHHOCTEH B aHAIU3HPY-
eMBIX 00BeKTax (HYKJICHHOBBIX KHCJIOTaX) WM TEHACHIMI uX u3MeHeHmil. OO0beM OKCICPUMEHTAIBHBIX JIaH-
HBIX IIPU HCCJICAOBAaHMM TE€HOMAa CYIIECTBEHHO BBIPOC, M JUII UX OOpabOTKH TpeOyIOTCS HOBBIC METOBI
n anroputMbl. [lepBu4HBIM 3TanmoM 00pabOTKM HAaHHBIX NPHUOOPOB [JI T€HOMHOIO IAapajljIeJIbHOIO CEKBe-
HHUPOBAaHHS SIBJSICTCS OLCHKA IapaMeTPOB H300paKCHHM, MOJIydYalolUXCsl C BHACOKaMep B BHAE 3JICKTPU-
4eCKHX CHrHaIOB. CIleqylomuM STaroM OOpaOOTKH SBJISIETCS IIOCTPOEHHE IIOCIICHOBATEIIBHOCTH HYKJICOTHU-
J0B MO aJropuT™MaM, 3aBUCAIIMX OT MNpPHUHIMWNA JEWCTBUS NpHOOpa I CEKBEHHPOBAHUA HYKJIEUHOBBHIX KHC-
JoT. [lpu BBHINOJIHEHMHM 3TOrO 3Tama Ba)KHOEC 3HAYCHHE HMEIOT AITOPUTMBI I OICHKH IOKa3aTesiell Kade-
CTBA UIsi BCEX HHIMBUAYATbHBIX dYTeHWH (pumoB). OmHMM M3 IyTeil OIEHKM KAdecTBa SIBIICTCS HCIIOJb-
30BaHHE AQJTOPUTMOB, OCHOBAHHBIX Ha MeTOMMKe aHaim3a K-MepoB. Pacuer umcia BerpewaemocTH K-MepoB
IOpU MPOBECHNM SKCIEPUMEHTAa HA CHCTEME IapajUIejIbHOIO CEKBCHHPOBAHUS MAaeT BO3MOXHOCTb OLCHHUTH
JIOCTOBEPHOCTh IIPOBECHHOTO aHajmM3a. PacCMOTpeHsl aJropuTMbl OOpabOTKM [aHHBIX TI'€HETHYECKOro aHa-

Ji3aTtopa.
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BeepeHue

CexBenupoBanue JIHK — wmeron, mosBomngmommii mo-
JIy9uTh WHGOPMAIWIO, BOKHYIO JUIS Pa3jIMYHBIX 0OJacTeit
HeATEeJIbHOCTH YeJIOBEKa, B TOM YHCJIE U IJI1 CHHTETHIECKOM
OHoJIOrNH, CyThb KOTOPOTO 3aKJIIoYaeTcs B ONpeleICHHU
HOCJICIOBATEIIBHOTO pacnonoxenus Hykieotunos (A, T, G
u C) B HyKJICHHOBOW Kuciore. M300peTeHre TEXHOIOr il
CCKBEHHPOBAHMs, Hapsioy ¢ pa3paboTaHHBIMH METOIaMH
OnonH(pOpMaTUKY, BHECIIO OOJIBIION BKJIa[ B aHAJIU3 FeHOMa
opranusma. BbIxomHO#l (ail cekBeHaTOpa IMpPenoCTaBIsgeT
HaM II0CJIeI0BaTeJIbHOCTD YeThIpeX HyKJeoTunoB. Paspabort-
ki Maxcama u I'mnbepra (Maxam and Gilbert) u Canrepa
(Sanger) cTanm 3HAKOBBIMH M OTKPBUIA BO3MOXKHOCTH IJISI
paspaboTku Oosee OBICTPOl W APPEKTHBHON TEXHOJIOTHH
cexBeHupoBanusi [1,2]. JIyisi COBPEMEHHOTO CEKBEHHPOBa-
HHSI, Takke HA3BIBAEGMOIO0 TEXHOJIOTMEH CEKBEHUPOBaHHMS
cienyromero nokosienusi (NGS), xapakTepHa OYeHb BBICO-
Kasi IPONYCKHas CIOCOOHOCTb M ropasgo Oosiee Hu3Kas
CTOMMOCTbD 3aITyCKa, HEXEJM Y TEXHOJIOTUI HpeIbIIyInX
et [3].

Pabora npubopoB mid mpoBeoeHHs MaccOBOro Mapal-
sespHOrO  cexkBenmpoBanusi (MIIC) ocHOBaHa Ha TEXHO-
JIOTHM CEKBEHMPOBAaHWSI NyTeM CcHHTe3a — Solexa, co-
crosmeil U3 Heckoibkux 3TanoB: (parmentamusa HK u
MIPUCOEMHEHNE afanTepoB, mpormryckanne oubmmorex JJHK
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yepe3 KaHaJlbl PEaKIMOHHOW SYEHKH, IMOKPBITON mpaimepa-
MH, KOMIIJIEMEHTapHBIMU KOHIIaM a/IallTepPOB, JOCTPaUBaHME
Bropoit 1emn JIHK meromom Bridge-PCR (MocrukoBas
amMIUTU(UKaNUs C HCHOJIb30BAHUEM MOJIMMEPA3HO-LEHON
peakmnu) ¥ MOCJeAyiomas eHarypamus. B pesysbrare
MIOBTOPEHHUS IBYX MOCJIETHUX IeHCTBUI 00pa3yloTCs rPyIIIbl
UJICHTUYHBIX MOJIEKYy]1 — KiacTepbl. Co3faHue KJIacTepoB
HEOOXOOMMO JIJIs1 YCHJICHHSI ONITHYECKOI'O CUTHAIIA.

B UnctuTyTe aHamatmdeckoro mpubopoctpoerns PAH
(UATT PAH) paspabarbiBaeTCsl armapaTHO-IPOrPaMMHBIIA
komiwieke (ATTK) mist pacmidpoBKE MOCIIEIOBATEIBHOCTA
HykienHoBbix kucior (HK) meromom MaccoBoro mapai-
JenpHOro cexBenupoBanus ,Hanodop CIIC*. Anroputrmsl
00paboTkn MH(MOPMALNH, MOJIyYaomIelcss B XOme paboThl
AIIK, urpaioT CyIIeCTBEHHYIO pOJb B peIleHHH 3amgay
pacmmppoBKH reHOMa.

Lemnpio HacTosmielr pabOTHI SIBJISIETCS aHAIN3 BO3MOXK-
HOCTEH aJITOPUTMOB [JIs1 00paboTKM M300paykeHuit, ¢op-
MHUpPYEMBIX B IIpOLIECCE T'€HETHYECKOro aHajn3a, a TaKXKe
OLICHKHW IOCTOBEPHOCTH IOJy9aeMOIl IOCIIEOBATEIbBHOCTH
HYKJICOTUIOB IPU PEIICHUH 33a/a4 paclr(ppoBKH T€HOMA.
1 OLEHKM MOCTOBEPHOCTH IMOJIyYaeMOil T€HETHYECKOH
nH(pOpMaNny UCTIOIb3yeTC METONKA aHAJIN3a pacpernesie-
HHSL 9acTOT BCTpedaeMocTd K-mepoB. C MOMOIIBIO TaHHOU
METOMKH OOpaboTaHBl NaHHBIE, IOJMy4EHHbIE Ha OTede-
CTBEHHOM cekBeHaTtope ,,Hanopop CIIC*.
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1. OcHoBHble onepauyumn npu obpaboTtke
n3obpaxeHuin curHanos

cnyopecueHuun

B cucreme mnapasuiesIbHOrO CeKBEHMPOBaHUsI Ipudopa
,Hanogpop CIIC* ucnosp3yoTcd 4eTelpe BUICOKaMepHl 10
YuCJTy THIIOB HykjeoTuoB. Kaknmas W3 Bupieokamep Ha-
CTPOEGHA Ha PErHCTPALMI0 OJHOTO U3 THUIIOB HYKJICOTHIOB:
A, C, G wm T. Curnan ¢ayopecrneHmu Bo30yxKnaeTcs
OBYMsl Jla3epaMH B OIIPENEJICHHOM [Hala30HE W3JTy4eHUS
BUJMMOrO CBeTa. PermcrpupyeMoe H3JIydeHHE MpOITyCKa-
eTCsl 4epe3 Pas3jIMuHble CBETO(QHMIIBTPEL, COOTBETCTBYIOLIME
IJIMHaM BOJIH (UIyOPECLCHIMU Ka)KIOro U3 YeThlpeX Kpa-
cuTesiell, KOTOPBIMUA CHELU(PUIHO ITOMEYEHBl HYKJICOTHBL
Takum ob6pa3zomM, Kaxkngasd U3 BUIEOKAMEDP PETUCTPUPYET
n3obpaxkeHus kiacrepon Mosekyn JJHK, Ha koHIe koTopbix
pacrosoKeHbl HYKJIEOTH/IBl ONPENEIEHHOH ,,0yKBBI“.

B crity KOHCTPYKTHBHBIX OCOOEHHOCTEN MPUOOpa NMEIOT-
csl pA TEXHUYECKHX TPYIHOCTEH B HOCTHKEHHU IIOJHOTO
TreOMETPUYECKOr0 COBIAeHUS N300paKEHUI OTHOTO U TOTO
ke ToJisl 3peHus o0bekToB (uryopecueHumnn. [lapameTpel
KOOPAMHAT N300paKEHHUI OTHOTO U TOTO ke 00beKTa (Iy-
OpeCLICHIIMM B pa3HBIX KaMmepax MOTYyT OBITb CIBHHYTEHI
Ha HECKOJIbKO IHKceslel. B xome BHIMOIHEHWs HacTosmeH
paboTHl OBIIM pa3paboTaHbl aJITOPUTMBI M MPOrPaMMBIL JIJIs
KOPPEKLUH 3TUX CABUTOB MaTEMAaTUYECKHIMHU METOLAMHU.

IIpu o6paboTke M300pakeHNiI CUTHAJIOB (hJIyOpEeCLeHIN
CHCTEMBl TapaIJIeJIbHOTO CEKBEHHPOBAHUS BBHIIOJIHAIOTCS
CJIEMYIOIUE ONEPALN:

1. OGHapyxeHue (oHOBOI IMOBEPXHOCTH C IOMOIIBIO
MOP(OIOTUYECKHUX AJITOPUTMOB.

2. QunpTpanys H300paKEHHUI C ITOMOILIBIO CBEPTKH C
Mexicanhat.

3. AsropuTMBl OOHAPYXKEHHUS KJIACTEPOB 0OBEKTOB (Iyo-
pecueHIum.

4. AITOpUTMEI OTIpEEsICHHUs TOPOroB OOHAPYKEHHSI.

5. OrmpeneneHne CpemHNX 3HAYCHUH WHTCHCHBHOCTEH
(hryopecreHIN KJIacTepOB.

6. OnpeneneHne UCIIEPCHH IIIyMa B CUTHAJIaX N300paxe-
HU.

7. Koppekuusi coBuroB m300pa’keHUH, BBI3BAHHBIX KOH-
CTPYKTUBHBIMHI OCOOCHHOCTSIMH IIPHOOpa MaTeMaTHICCKUMHA
METOJaMH C MCIOIb30BaHUEM KPOCCKOPPEJIAIIMOHHBIX (PyHK-
LIANA.

8. PoxycupoBKa N300paKEHHN C TIOMOIIBIO TIEPEeMEIICHIN
00BCKTHBA.

BaxHpIM mapameTpoM, BIIMSIOIINM Ha YCIEHIHBIA HCXON
CCKBCHUPOBAHUSA, SBJIACTCS IJIOTHOCTH KiacTepoB. Comm-
KOM MaJIoe¢ KOJIMYECTBO KJIACTEPOB YMCHBIIAECT OOBEM BEHI-
XOmHBIX JaHHBIX. CinmkoM OoJbIIoe — BBI3BIBACT ,,CIIH-
maHne” OOBEKTOB, YTO BJIMSICT HA Ka4eCTBO NAHHBIX U B
HEKOTOPBIX CJTydYasiX MPUBOAUT K MPOBATY IKCIICPUMEHTA.

AJNropuTMBEl BHINIOJIHEHHsI omneparmii 1—7 onmcaHsl B
pa6otax [4,5].

Puc. 1. VcxonHoe m3o0pakeHHEe CHTrHaIOB (IyOPECHCHIMH IS
KaHaja A (ameHuH).

2. CuurtbiBaHue nsobpaxeHui
C Bupeokamep

Ucnonb3yroTes: 4eTelpe YepHO-OesbIX BHICOKaMEephl, Ha-
CTPOCHHBIX Ha PETUCTPALMIO OTHOTO U3 TUIIOB HYKJICOTH/IOB!
A, C, G wm T. Kamepsl mNO3BOJAIOT PErUCTPHPOBATH
n3zobpaxenus ¢ 4096 rpamammsvu siproctu. M3o00pakeHns
C Kamep IOCTYNalOT B KOMIIBIOTEp B BHAE pacTpoB —
MacCHBOB [BOMYHBIX CJIOB. Kaxmoe CJI0BO COmEp)KUT Kop
APKOCTH COOTBEeTCTBYMoIero mukcend. Ha puc. 1 npencras-
JIeH (pparMeHT N300payKeHNsI CUTHAIOB (DTyOpEeCUCHIIMH IS
KaHaJla A — ajieHUH.

3. ®oKycupoBKa pa3MbITbiX
n3obpaxeHumn

Hna nosyyeHus c(hpOKYCHPOBAHHBIX U300paXKEHUI 0OBbEK-
TOB ()IyOpECIICHIIMM HCIIOJIB3YIOTCA JiBa MeTona: (oxycu-
POBKa MaTeMaTHYECKMMI MeTolaMu Oe3 IepecTPOiKH MOoJIo-
KEHHsI OOBCKTUBA 1 (POKYCHPOBKA C TOMOIIBIO IPOTrPaMMBI
U1 MEXaHUYeCKOro IepeMelieHns 00beKTHBa.

dokycrpoBka M300paKEHHI C TOMOLIBIO MEXaHUYECKO-
ro nepeMelleHnsl 00bEeKTHBA 3aKJIIOYaeTCAd B ONpeEesIcHue
TaKoOro IIOJIOKEHUs OOBEKTUBA, HPU KOTOPOM KadecTBO
(oKycHpOBKHM U300pakeHHs ObUIO Obl HamboJiee BBICOKHM,
0 KOTOPOM OYIeT CKa3aHO HIKE.

Ha puc. 2 u 3 noxazansl pparMeHTs U300paxKeHuil 10 u
ocyie Ipouenypsl pOKYCHPOBKH.

J1 TIpoBepKM OTHOIIECHWSI CUTHAI/IIYM U1 M300pake-
HUU C HU3KHM M BBICOKAM KadecTBOM (DOKYCHPOBKH ObLIA
MPOU3BEIICHA OLCHKA aMIUIATYIObl CHTHAJa JJIsi OObeKTa,
yKa3aHHOTO Ha puc. 2 u 3 mudpoit /. AMIUIATYIa CUTHaAIA
IUIA 9TOr0 00bEKTa Ha M300pPaKEHHU C HU3KUM KadeCTBOM
¢oxycupoBkr okasanach paBHOH 200 YyCJIOBHBIX €IWHMII,
a Ha M300pa)XEHUH C BBICOKUM KauecTBOM (OKYCHPOBKU
aMIUTUTYa CHTHAJIA JJIs 9TOr0 OOBEKTa OKa3ajaach paBHOM
npumepHOo 400 ycnoBHBIX enuHUN. BenmmumHa myma ompe-
JeJISIaCh HAa OCHOBE CPEIHEKBAIPATUYHOTrO 3HAYCHHS (CKO)
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Puc. 2. N3obpaxeHue ¢parMeHTa IOJIs 3peHUs] IpH HadaIbHOM
HOJIOXKCHHH OOBCKTHBA C HU3KMM 3HAYCHHEM IapameTpa KauecTBa
(hOKYCHPOBKH JI0 IPOLEAYPH! (POKYCHPOBKHL.

Puc. 3. M3o6paxeHne ¢parmMeHTa MoJisi 3peHusi, COOTBETCTBYIO-
Iee JIydIeMy 3HauCHHIO ITapameTpa KauecTBa (POKYCHPOBKH IOCIIC
Hponenypsl HOKyCHPOBKU.

CHTHAJIA B TOM MECTE H300paKCHWH, I7ie OTCYTCTBOBAJIU
OOBEeKTHl. BenuuuHbl CKO 171 M300pakeHU C HHU3KUM U
BBICOKMM KadeCTBOM (DOKYCHPOBKH OKa3aJICh IPHMEPHO
paBabiME 10 ycioBHBIM enmHMIAM. TakuM oOpas3oM, OTHO-
IICHUE CUTHAJI/IIyM Ui M300pa)KeHHil ¢ HU3KUM M BBICO-
KM Ka4eCTBOM (POKYCHPOBKHU OKa3aJICh PABHBIMU COOTBET-
ctBerHo 20 u 40. g m3o0pakeHwnil, IPEACTaBICHHBIX Ha
puc. 2 1 3, HOPpMUPOBKU Ha MAaKCUMyM He NPOHM3BOAUIIOCE.
st ©osiee HATJISIMHON BU3YAJIbHOI OIICHKH M300paKeHUs ¢
BBICOKMM Ka4yeCTBOM (POKYCHPOBKH pHC. 3 NPEACTaBJIECH C
Oosiee BBICOKO APKOCTBIO.

O¢ddexTrBHOCTD KauecTBa MpOIEenypHl (HOKYCHPOBKH HC-
ciefoBajach cienyromuM oopasoM. Mmemcs Habopsl do-
Torpaduil pa3yIMYHBIX 00JIaCTeil PeaklMOHHON Sg4YelKH, Mo-
JIydCHHBIX TpPU Pa3JIMYHOM IIOJIOKEHHM OOBEKTHBA, T.e.
C pasHOH cTeneHblO c(hoKycupoBaHHOCTH. Kaxnplii Habop
coniepxail (ororpaduu, coeslaHHbIe IPA OIMHAKOBBIX YCJIO-
BHUSIX (9KCIIO3WIMSI M OCBCUICHUE). 3aTeM IS KaXKIOWH H3
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chesaHHbIX (oTorpaduil MPOU3BOAWIIACH OIICHKA KadecTBa
(OKYCHPOBKH.

Metonpl U1 OLIGHKH KadecTBa (POKYCHPOBKU paspada-
THIBAIOTCSl TAaBHO, MPUIYMaHO WX MHOTO, U OHHM HEILJIOXO
uccrenoBansl, Hampumep [6-10]. Tlpu BeimoHEHNH PabOTHL,
OIMCHIBAEMOIl B HacTosAmed paboTe, OBUIO MPOU3BENCHO
cpasrenne 30 MeTOOB [6] MPHUMEHUTENIBHO K H300paXKeHH-
M, TToTy9aemMbIM B ipudope ,,Harnodop CIIC*. [Ipu BeiOOpe
HamIy4IIero METONA OIEHKH KadeCcTBa CTPOMIIMCH (DYHKIINH,
B KOTOPBIX 110 FOPHU30HTAJIbHOU OCH OTKJIafblBajicd HOMEpP
N300paKeHNUs ¢ pa3sHoi (OKYCHPOBKOM, a 10 BEPTUKAILHOH
OCH OTKJI/IbIBAJIaCh OLICHKA KAa4eCTBa IO COOTBETCTBYIOIIE-
My Metony. [losydeHHble pyHKIMN CpaBHUBAJIUCH MO TPEM
KPUTEPHAM:

1. ®yHKIMSA 1OKHA UMETh OIHMH SKCTPEMYM.

2. OyHKIMA NOJDKHA JaBaTh 3KCTPEMYM MJI H300pakeHHs
¢ HamwTy4eidl OKyCUpOBKOM.

3. PobacTHOCTB, T.€. BEJIMUMHA T'PaMeHTa 3aBUCUMOCTH
3HauYeHUs (PYHKIMU OT CTENEHH C(OKYCHPOBAHHOCTH U300-
pakeHusl.

AGCOMOTHBIE BEJIMYMHBI (QYHKIMI (POKYCUPOBKU HE Bay-
HBI, TaK KaK MMEIOT 3HA4YCHHsl TOJIBKO IIOJIOKEHUE SKCTpe-
MyMa W BEJIMYMHA TrpajueHTa. 1 CpaBHEHUS BEIMYMHBI
Bcex (DYHKIMI HOPMHPOBAJINCH K MakCHMyMy (pyHKINH B
TOYKE IKCTPEMyMa, T.€. MAKCUMYyMbl OBUIM IPHUBENCHBI K
equHune. {1 oueHkM kadecTBa (DOKYCHPOBKH H300paske-
HUS UCIIOJIb3YeTCS BCE M300paKECHHE IIEIIMKOM, KaKOW-TTHOO
qactr (CTPOKH, CTONIONA MM 00IaCTH) HEe BBIIEISETCS.

Jly4mme moxasarenu 1mo NepevrcICHHBIM KPUTEPHSM I10-
kasam Mertop Vollath’s correlation [7] n aucnepcust [10].
B paboueit mporpamme mnpubopa ,.Hanogpop CIIC* nns
OLICHKH KadecTBa (POKYCUPOBKH HCIOJIb3YETCSl IUCTIEPCHUSI.

Ha puc. 4 n 5 nokasansl mpo¢usi OTHOTO U3 OOBEKTOB
(uTyopeceHIMU 10 U MOCje MPOBENECHHs POoLEeayphl (PoKy-
CHPOBKHU cOOTBeTCTBEHHO. Iocse mpouenypsl (OKyCHpOBKU
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Puc. 4. TIpopwis omHOro u3 pac)OKyCHpOBaHHBIX OOBEKTOB
(utyopecrieHIuy, NpefICTaBIeHHBIX Ha puc. 2. [Io ropusoHTanbHOM
0CH — HOMep IHKCesId B U300payKeHNH, 10 BEPTHKAIBHOH OCH —
MHTEHCUBHOCTb ()JIyOPECLECHIIMY B YCIIOBHBIX €IMHULIAX.
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Puc. 5. IIpoduns o6bekTa duryopecieHImy, NPeCTaBICHHOIO Ha
puc. 3 nociie npoBeieHNs POLERyphl (HOKYCUPOBKH.

YBEJIMYUIIACh aMIUIUTYa CHTHAJAa U YMEHBIIIIACH IINPHUHA
PO

Jsist momoyHATENBbHON KoppeKiuu (oKyca H300pakeHMI
U pasyesIcHHs] YaCTUYHO IIEPEKPHIBAIOIIUXCS CUTHATIOB 00b-
eKTOB (hTyopeceHIy Obljla MCIOJIb30BaHa 00oCTpsIomast
¢uabTpamys Ha OCHOBE OOpaTHOM 3ajadM KOHBOJIIOLHU
(GYHKINH TPOTSKEHHOCTU TOUKM.

PasmbiToe (pachokycupoBaHHOE) M300paKeHHEe MaTeMa-
THYECKH IIOJIyYaeTcsl IyTeM KOHBOMIOIMH (YHKIHH IIPO-
TsokeHHoct Toukn (PSF) [11-14] ¢ ucxomubM u300pa-
xeHneM. {11 Ka9eCTBEHHOIO BOCCTAHOBJICHHS HCXOTHOTO
M300pakeHUsT BaXXHO MMETh HH(OPMAIMIO O HapameTpax
HCTHHHOHN (DyHKIUH IPOTSHKEHHOCTH TOYKM. {11 Boccra-
HOBJICHUSI PasMBITOTO HM300paXkeHHs! OBUIM HCIIOJIb30BAHBI
METOJBI PEeIIeHns] OOPATHEIX 3a7a4, M3JIOKCHHBIE B paboTax
B.C. CuzuxoBa u ero coasropos [12-14]. Maremarudeckue
METOIBI BOCCTAQHOBJICHHSI Pa3MBITHIX M300paKeHHI II03BO-
JISITOT U30eKaTh MEXaHUYECKOTO YNPaBiIeHUs (POKYCHPOBKOL
00BbCKTHBA U CHU3UTb BPEMS aHAJIM3a.

4. OnpepeneHue caABUroB U3obpaxkeHui
B Pas3/InYHbIX KaHanax u B pasfIMYHbIX
NoNnsiX 3peHnsl ¢ NOMOLLbIO
KPOCCKOPpPEenALNOHHbIX (PyHKLNIA

B xone BRIMONHEHNS HacTosIEH pabOTHl OB pa3pado-
TaHBl AJITOPUTMBI M TIPOTPaMMBI IS KOPPEKIMH CIIBUTOB
n300paKeHNi, BBI3BAaHHBIX KOHCTPYKTHBHBIMHA OCOOEHHO-
CTAMH TIpHOOpa. DTH JITOPUTMBI OCHOBAHBI Ha BBEIYHMCIIC-
HUM KPOCCKOPPEJIIMOHHBIX (YHKIMI MEXKTYy M300paskKeHH-
SIMH, TIOJTydYCHHBIMI Pa3HBIMH BH/ICOKaMEpPaMH, WIIN MEKITY
n300paKEHUSIMIA OIHOM BHICOKAaMEpE, HO IOJyYCHHBIMA
B pasHBIX IMKJIAaX (CKaHax) JKCrepmMeHTa. KoopamHatsl
MaKCUMAJIPHOTO 3HAUCHHSI KOPPEJALHOHHONW (PYyHKINH CO-
OTBETCTBYIOT KOOPAMHATAM C/IBUT'a aHAJIM3UPYEMBIX H300pa-
JKEHUH.

CurHasnbsl (JIyopecueHIMU ITI0 OEUCTBHEM KpacHTeJIei
TCHEPUPYIOTCH IS KaKIOr0 M3 HYKJICOTHIOB B OIpefe-
JICHHOM JMialla30He [UIMH BOJIH (II0JIOC) BHIMMOIO CBETA.
OpnHako CyIIecTByeT Takoe sIBJICHHE, KaK MEPEKPBITHE MOJI0C
MEKJIy CUTHAJIAMH PasJIMYHbIX HYKJIeoTHnoB. [laHHOe siBJIe-
HHUE TPUBOIUT K TOMY, YTO KJIACTEPHI, KOTOPbIE, HAIIPHIMeED,
,,CBETWINCH® B KaHasle A OynyT ,,.cBeTUTbcA U B KaHase C.
DTO CBOWCTBO UCIIOJIb3YETCS VISl OLIEHKA I'€OMETPHUYCCKUX
CMEUICHUI M300payKeHNI Pa3JIMUHBIX KaHAJIOB JIPYT OT APY-
ra. CMenieHre H300pakeHNi MeXKIY pasInIHbIMUA KaHATAMA
ompenessieTcsi ¢ MOMOMIBIO KPOCCKOPPEISILMOHHON (HYHK-
LIAH.

KpocckoppensitimonHast GyHKIMS MEXTy ABYMsl H300pa-
YKEHHSIMHU BBIUKCIsUIach o gopmysie (1) [15]:

Y(u, v)
;[f (X’ Y) - ﬂjv][g(x -Y.y- u) - g_UU]
= = 05°
oY) - fuol? IO =¥,y —U) = GuuP

(1)
e f (X, y) — mByMepHas QyHKIHMS IEPBOTO U300PaKCHHST,
g(X,y) — nByMepHass (YHKIHMSI BTOPOro H300pa)KeHHS,
X,y — KOOpIMHATHI MHKCeNeil m300paskeHuil; U, v — Ko-
OpPJIMHATHl KPOCCKOPPENSAIUOHHON GyHKIWH, Ty, Quy —
cpenHue 3HaueHust GyHKIWMi f 1 g cOOTBETCTBEHHO.

OnpenesMM Havdajio KOOPAMHAT JIBYMEPHOTrO H300paxe-
HAS B TOYKC MaKCUMyMa KpOCC-KOPPEJISIIMOHHON (yHK-
LINX JIBYX OMMHAKOBBIX M300pakeHnit U= 0, v = 0. Temepn
paccMOTPUM KOOPIMHATH MAaKCUMAJIbHOTO 3HAYCHHSI KpPOC-
CKOPPEJAMOHHON (DYHKIMN M300paskeHnil. MakcuMasbHOe
3HaYCHHE KPOCCKOPPEIALMOHHON (GYHKIMN H300paeHHI
Pa3HBIX KaHAJIOB, HAlpUMep, KaHAIOB (PIyopecLeHIN HyK-
JICOTHIOB ,,a“ U ,,C*, IMeeT KOOPAUHATHI, COOTBETCTBYIOLIHE
uckoMoMy casury. Hanpumep, KoopauHaThl MAKCUMaJIbHOT'O
3Ha4YeHUs KPOCCKOPPEJIALMOHHON (GYHKIMM MOTYT OBITH
paBHBI X = —2,y = 8.

AHAJIOTUYHBIM 00pa30M PaCCYMTHIBAIOTCS KOOPIHHATHI
CABUTa JUIS IPYrHX KaHAJOB W JUIS CABUTa M300pa)KCHHI
OTHOTO KaHaja, HO PETHCTPHPYEMBIX B PasHBIX IHUKJIAX
DKCIICPUMEHTA.

Kpome BbIUMCIICHUI KPOCCKOPPEIANMOHHON (QYHKLHHU 10
¢opmyne (1) B mporpammax oOpabOTKH H300payKSHHMIT
UCIIOJIBb3YeTC aJlTOPUTM OoJiee OBICTPBIX BBIYHCIICHUI HA
OCHOBE IMPSIMOTO M OOPaTHOrO OBICTPOro JBYMEPHOT'O IIpe-
obpaszoBanuss Pypre. CHavaga BBUUCISAIOTCS IBYMEPHBIC
npeobpasoBanust Gpypoe-pynxmmii f (X, y) u g(x, y). 3arem
¢ypbe-00pa3pl 3THX (YHKIMI HEPEeMHOXAIOTCSl, M B CO-
oTBeTcTBMH C Teopemoii ILmanmepens [16] B pesysbrare
TMIOJTy9aeTcss KPOCCKOPPEIIAIMOHHAsT (PyHKITHSL.

5. Koppekuusa doHa

ITon ¢poHOM HCXOMHOTO M300PAKEHUS TOHUMACTCST U300~
paxeHHe, B K&KIOM IHKCeJIe KOTOPOTro CONepKUTCs HH(Op-
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Marsi 00 MHTEHCUBHOCTU CHUTHAJIA TIPH OTCYTCTBHU I10JIE3-
HOTO cUrHaja. B anropurMe xoppekimu GpoHa UCTIONb3yeTCs
dpoBoit (UIBTP, OCHOBAHHBI Ha CBEPTKE MCXONHOIO
n300paKeHNE CO BTOPOH IMPOW3BOOHON ABYMEPHOH raycco-
BOH (pyHKIMH. DTOT aJITOPUTM HPOIIE aJITOPUTMAa KOPPEK-
mu GoHA C WCIOJIB30BaHMEM MH(POBOTO (QHIIBTPa HIDK-
HUX YacCTOT, OCHOBAaHHBIII Ha MOP(OJIOTMYECKUX OIEPaIsax
9pO3HMH U JeJIaTAlllH, ONUCAHHBIX B padote [4]. Anroputm
Ha OCHOBE CBEPTKM CO BTOPOM IIPOU3BOAHOI rayccOBOH
¢yukmn (Mexicanhat) ymeHbliaeT 3HadeHne (OHA IPAKTH-
YEeCK! IO HYJIS, a aJITOPUTM Ha OCHOBE MOP(OIOTHIECKUX
omneparuii ero yMeHslnaeT mpuMepHo B 5—7 pa3. Illupuna
rayccoBoil (DyHKIIMM, HA OCHOBAHHU KOTOPOH BBIYMCIISAETCA
BTOpasi mpowmsBomHas, cocraBisger 0.7 cpemHeil MIMPHHBI
AHAJTM3UPYEMBIX OOBEKTOB M300paKeHUH.

Ha puc. 6 nokasansl npoduim curHana (uIyopecreHIn
IO TIPOBENCHUS OINEpali I0 KoppeKumu ¢(ona, mocie
olepalyy Mo KOPpeKIuH (oHa Ha OCHOBE MopQosoruye-
CKHUX OIepanyii ¥ ¢ MMOMOIIBIO aJITOPUTMA CBEPTKU. MOKHO
BUJIETh, YTO NMPO(QIIIb NUKAa HAXOOUTCA Ha YpoBHE (hOHa,
cocrassstiomuM pumeprao 120—140 ycmoBabix enuamt. [1o-
cJie IPOBEACHNUSA ONepaliy [0 KOPPEKIUH (POHA C TOMOIIBIO
aJropuT™Ma CBEPTKH YPOBEHb (POHA MPAaKTUYECKH paBEH
Hymo. OTpHunaTesbHbIe 3HAUYCHHSI CUTHAJIA, HOTyYalomuecs
HoCJIe OIepalluyl CBEPTKH HE BJIMAIOT Ha TOYHOCTb OLIEHKH
KOOpIWHAT IICHTPOB OOBEKTOB (hIyopecleHIMH M WX HH-
TEHCUBHOCTEN, HO MOTYT YXYALIMUTDL PE3YJbTaThl BTOPUIHON
00paboTkn MH(pOpMaLUKM Ha JTane MNOTyYeHUs MOCJIeNOBa-
TEJIPHOCTEH HYKJICOTHHOB. Takne 3Ha4eHHUs yNajsioTCs MPH
BTOPHYHOH 00paboTKe, MPUMEPHO TaKKe Kak 3TO AesIaeTcs
B nporpamme Swift [17].

Kak Gbuto mokasaHo B pabore [4], aqroput™ Ha OCHO-
BE€ CBEPTKU IO3BOJIAET (IIBTPOBATh IIyM M ,,000CTPATH*
MUKH, 9TO HEOOXOAMMO ISl TIOBBIIICHUS] TOYHOCTH OIICHOK
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Puc. 6. ITpoduts oGbekTa (uryopecieHImu 10 1 HOCyIe Oneparmii
Koppekimu (oHa: / CIUIOIIHASA JIMHUSA — MPOQUIIb UCXOIHOTO CUT-
HajIa, 2 JIMHAS ¢ TOYKaMH — MPOQHIb CUTHAJIA MOCTIe KOPPEKIUI
(oHa 10 anropuT™MaM ¢ MOPGHOJIOTUYECKUMU ONepalUAME, 3 ITyHK-
THpHas JIMHUA — HpoQWIb CHrHaja Iocsie Koppekimu (oHa c
TIOMOIIBIO AITOPUTMA CBEPTKU. [10 TOPH30HTAILHON OCH — HOMEP
NHKCEJIsl B U300paKeHNH, 110 BEPTUKAJIHON OCH — MHTEHCUBHOCTD
(ITyopecLieHIINN B YCJIOBHBIX CIMHHMIIAX.
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Puc. 7. Brmskuii x uieaJbHOMY IIpEMep HCIosb3oBanus K-mer,
nosydeHHslil Ha npudope Harodop CIIC.

KOOpAMHAT OOHAPYKEHHBIX KJIACTEPOB. YMCHBIIICHHUE HIyMa
7 ,,000CTpeHne” MHKa aJITOPUTMOM CBEPTKH IMOKAa3aHO Ha
puc. 7.

Merton KOHBOJIIOLM CO BTOPO# IPOU3BOIHON rayCCOBBIX
IIMKOB MCIOJIb3YeTCs BO MHOTHX IIporpammax o0paboTku
n300pakeHuil cekBeHaTtopoB mnopobHoro ,Hanodop CIIC*
THIIA.

6. O6HapyXeHue U oueHKa koopauHar
nokasnbHbIx 06beKkTOB donyopecLeHunmn

ITocne omepanmit BerauTaHus GpoHA TPUMEHSICTCS ,,000CT-
psiomas™ (uiabTparms W300paKEHUsT HA OCHOBE CBEPTKH
CO BTOpOI IPOM3BOTHOI IBYMEPHOI rayccoBO# (DyHKIIMH.
OOHapyKeHHe OOBEKTOB IPEICTABISCT COOOH OIEPaIHIo
BBIICIICHNS 00JIacTeH M300paKCHNUS, TPUHAIJICHKAIIIX OTHIC-
KMBaeMbIM OOBEKTaM. OJTa OIepanus SBJISCTCS IPHHIH-
IIAAJIbHO IIOPOrOBOM, II09TOMY BaXKHOW 3ajadedl SBJIACTCH
OIIpE/IeJICHNE MOpora, KOTOPHI IMO3BOJIMI OBl HAAEKHO
OTHEJIUTD ,,curHas® (00beKT) oT momex. Jlist moncka nopora
WCIIONIb3YeTCS] METOJl THCTOrpaMM pacHpenesieHUil WHTEH-
CUBHOCTEH CUTHAJIOB.

ITocne omeparmu ,,000cTpsitomeit ¢puiabTpau He Bce
cMNImMecss OObEKTHl yfaeTcd pasfeuTb. g moucka u
JaJIbHEUIET0 pasfie/IeHUs CIIMMIIUXCS OOBEKTOB NPUMEHS-
I0TCS TTOBTOPHAs oleparys odocTpsomel (GUIbTpayu, Ho
c Oosiee y3KUM sIIpOM, a 3aTeM psjl onepanuii Mop¢osoru-
4yecKoil 00paboTKMU.

B pesynprate moporosoii 06paboTtkm dopmmpyercs Om-
TOBast KapTa, KOTOpas SBJIACTCS] OMHAPHBIM N300paKEHHEM.
IIukcenn, mpuHaIIeKamme 0OBEKTaM Ha 3TOM H300paxe-
HUH, paBHBI HYMO, a por — eguanne. KoopnuHaTe 00beKTa
OIIPENICIIAIOTCS HA OCHOBE MAKCHMyMa WHTCHCHBHOCTH B
obHapyxeHHOM oObekTe. [lommane onpenensieTcs Mo KO-
YECTBY MMKCEJICH, IIPEBBIIAOIINX [I0JIOBUHY MaKCUMaIbHOI
MHTEHCHBHOCTH.
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J71s1 omrperiesieHust TPaHUIl, KOOPAWHAT U IIJIomanei Opum
HCIIOJIb30BaHbl aJITOPUTMBI, OMKCaHHbIe B paborax [4,5].

7. OtbpakoBka ,JIOXHbIX“ Knacrepos

OnHOil M3 OCHOBHBIX OIEpanyil MpU MOCTPOCHUH IIad-
JioHa [4] sIBJIsleTCsl COBMEICHUE OWHAPHBIX H300payKeHMiA
OT/EJIbHBIX KaHAJIOB CHTHAJIOB ()IyOpPECICHINM, HalpHMep,
KaHaJOB HYKJICOTHAOB ,a“ M ,C° C IOMOULIBIO JABOMYHON
onepammu MJINA. Takoe coBMelieHre MPOU3BOIUTCA MOCTIE
oTIepali KOPPEKIMH CIOBHra M300pa)KeHHid, paccCMOTpPEH-
Holi Bbite. [locsie mpoBeneHus onepanyy KOPPEKLUUK CABUATaA
B HEKOTOPBIX TOYKAaX HM300pakeHMsT BO3MOXKHBI OHIMOKH B
OIIpeNIeTICHNH KOOPMHAT KJIACTEPOB 10 X U Y HU3-32 TOro,
YTO TOJIyYEHHbIC 3HaYCHNUS BEJIMYUH CMELICHHS OKa3blBaloT-
csl HEOMHAKOBBIMM I BCEX TOYEK m3o0paxeHus. Bemm-
YUHBI 3THX OIMIMOOK HE MPEBBINAT 1 WM 2-X MHUKCceseH,
OIHAaKO NPHUBOMAT K TMOSIBJICHUIO B INaOJIOHE KOOPAWHAT
»»JIOXKHBIX* KJIACTEPOB W YBEJIMYMBACTCS OMINOKA MPaBIIIb-
HOCTH NTOCTPOEHHUS MOCJIEI0BATEIbHOCTH HYKJICOTHAOB. [liist
YMEHBIICHUS] TaKOH OMMOKK B NMpoOrpaMMHOEe oOecTiedueHHe
00paboTKKN M300pakeHUil CUrHAIOB (UIyOpECLIEHIINU BBEIe-
Ha MOANpOrpaMma, KOTopas IPOU3BOAUT OTOPAKOBKY ,,J10%K-
HBIX" KJIacTepoB. Ecim Il Kako#-TO TOYKHM M300pakeHHUs
C KOOpOMHAaTaMH X W Y B KBaJpaTHOH o00JlacTH, ¢ KOOpPAU-
HATAMH B YCTHIPEX YIJIAX COOTBETCTBEHHO (X — 2,y — 2),
(X+2,y—-2), x=2,¥y4+2), (X+2,y —2) obHapyxusa-
ercs Oosiee OJHOrO KjacTepa, TO BCe KJIACTEPHI, KpoMe
OTHOTO, CYMTAIOTCH , JOKHBIMU . [Iporpamma oTOpakoBkH
,»JIOXKHBIX" KJIACTEPOB CPEM BCEX KJIACTEPOB, OOHApYKEH-
HBIX B YKa3aHHOM BBIIIE KBajpaTe, OCTABJSACT B IIa0JIOHE
TOJIBKO OfIMH KJIacTep, KOTOPBIN JaeT MaKCUMAJIbHYIO HHTCH-
CHBHOCTb CHTHaJIa ()IyOPECLCHIMU U3 BCEX OOHAPY>KEHHBIX
B YKa3aHHOM KBajipaTe KJIaCTEepOB.

8. KoHeuHblli pesynbrar paboTbl
nporpamMmbl 06paboTku nsobpaxeHumn
curHanos chnyopecueHuun

KoneunpM pesyspraToM paboThl mporpaMmsl 00paboTKH
CUT'HAJIOB OOBEKTOB (II0OOPECLECHIMN SBJIIeTCA Tabsuna
(dbparMeHT mpENCTaBICH HIDKE), B KOTOPOI CONEPIKATCS
KOOpIMHATH N300paykeHNi 0OBEKTOB KJIacTepoB (parmMeH-
TOB MCCJICAYeMbIX HYKJIEUHOBBIX KHCJIOT. Kaxnmoil oObekT
00HapyKEHHOTO KJIacTepa COMEPKUT JBE KOOPAMNHATHL Y —
TOPU30HTAJIbHYIO KOOPAMHATY U X — BEPTHKAJIbHYIO KO-
OpIMHATY Ha HCCIIEAyeMbIX n3oOpaxeHusx. Kaxmomy kia-
CTepy NIOJDKHA COOTBETCTBOBATh OOHAPY)KCHHAs IS HEro
HIOCJICI0BATEJIBHOCTb HYKJICOTHIOB B BUJIC JIATHHCKUX OYKB:
A, C, G, T (cm. Tabumuy).

KOOpZ[I/IHaTbI KJIaCTEPOB 1 IOCJIEAOBATEIbHOCTU HYKJICOTUAOB

Howep H| v [TocnenoBaTeIBHOCTD HYKJICOTHIOB
KJlacTepa
1 336|403 | GACTGGTATTCCGCACCAGGTCTGGCCA
2 216|262| TTGTCCATTAGGCCCCACAAGGGCGGG
3 128]385|CCGTCGTCGTTACGGCCCCCGATAGTCG
4 5| 16|GCTATGGATGCCCGGTCGCCGGCCCCA
5 266|398 AAGAGGGGTCTGGTCTCTTCACGGGCCT

9. ANroputMbl OL,EHKN JOCTOBEPHOCTU
nonyyaemoii nocnegoBaTeNbHOCTH
HYKN1€OTUAOB, OCHOBaHHble Ha OLEHKe
BCTpe4YaemMocTn k-mepoB

K-Mep — 3TO HpOCTO MOCJIEIOBATEIBHOCTD U3 K-CHMBO-
JIOB B CTPOKC (MJIM HYKJICOTHUIOB B IOCJICIOBATE/IBHOCTH
JHK B 3agaue cexkBenupoBaHusi). Hanmpumep, st momyde-
HHSI BCeX K-Mep M3 MOCIICHOBaTEIbHOCTH HYXKHO IHOJIYYHTh
nepBbie K-CHMBOJIOB, 3aTeM CMECTHTBCSI Ha OIMH CHMBOJI
IUIs1 Hadasa, ciiemyionero k-mepa u Tak pasee.

PasnioxxeHne ToOCEIOBaTEILBHOCTH Ha ee K-Mepwl [uis
aHaJIM3a IMO3BOJISIET aHAJIM3UPOBaTh ITOT HAbOp QparMen-
TOB (DMKCHPOBAaHHOTO pa3Mepa, a He IOCJIeNOBATEIbHOCTD
[IEJITMKOM U 9TO MOXET OBITh Ooiyiee A((PEKTUBHBIM TOIXO-
goM. Orepanuy HaJ, MHOXECTBaMH K-MepOB BBHIIOJTHSIOTCS
opicTpee m mpome. [Ipocroit mpumep: 4TOOBI MPOBEPHTH,
MIPOUCXOINT JIM TTOCTICIOBATEIIBHOCTD S U3 OpraHu3Ma A min
u3 opranus3mMa B, npenmnosaras, uro resomsl A u B u3BecTHb!
U OCTaTOYHO Pa3Hble, MBI MOYKEM HPOBEPUTD, COLEPHKHUT JIU
S 6obiire K-MepoB, npucyTcTByomux B A wim B B.

[MpakTuyeckn JIEOOOH T€HOM CONEPIKUT ITOBTOPSIOLINECS
00bJacTu, OIHAKO, HAYMHAs C ONPEICJICHHOro 3HadeHms K,
k-Mepsl omperneneHHBIM 06pa3oM OTHO3HAYHO HUACHTU(GUIIH-
pyloT ero. Ecim MBI mocunTaeM KOJIMYECTBO ITOSIBJICHUIA
k-mep mst mocraTouno 6obimoro K (orpaHndeHHOTO CBEPXY
IUTMHO# YTEHWMsT), OKa3bIBAETCs, YTO OOJIBIIMHCTBO M3 HHX
HaxolATCs B TCHOME B CIMHCTBEHHOM 3Kk3emiuispe. Ha-
OpUMep, €CiId MOPSIOK UIMHB T€HOMa CPaBHMMA C YeJIo-
BEYCCKMM, BEPOSITHOCTh BCTPETHUTH CIYYadHYIO IOICTPOKY
mmmabl 14 xoTst 661 ommH pa3 cocrasisier 0.975893 [18].
Hdus k=20 sra xxe BepostHocTh cocrasysier 0.000909.
JI7Is1 TeHOMOB MEHBIIMX pPa3MepoB, HampuMmep, OaxTepuii
WK rpUOOB, MOKHO BBIOpaTh MeHbInee K, 9ToObl OOUTHCS
CXOXKeil MaJIOil BEpOSATHOCTH MHOTOKPATHOI BCTPEYACMOCTH
CTPOKH.

AHanmm3 pacnpenesieHHsT YaCTOT BCTPEYaeMOCTH K-MepoB
MO3BOJISICT HAXOIHUTh OMIMOKK COOPKU B YiKe C(OPMHPOBAH-
HbIX KoHTHrax [19,20]. KoHTrrom sisisiercst Habop mepexpsr-
Barommxcs nocyregoBaresibaocteil JJHK-dpparmenTtos, momy-
YEHHBIX U3 OHOTO OHOJIOTMYECKOro NCTOYHHKA (OpraHu3Ma,
TKaHH, KJICTKH).
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10. MeTtoauku pabotbl ¢ k-mepamu

B pabore [18] mpemyiokeH METON OLCHKH KadecTBa re-
HOMHOU COOPKH, 3aKJIIOYAIOIIMICS YCTaHOBJICHUH COOTBET-
CTBUSI MEXTy YHUKQJIBHBIME K-MepaMi B COOpaHHOM I'eHOME
u K-mepamu B pupgax. UTeHMEM WM DPHIOM Ha3bIBACTCS
MOCJICTIOBATEIIbHOCTh HYKJICOTHIOB OHOTO KJlacTepa.

[Ipouenypa BEIMIAAUT CIIELYIOMUM 00pa3oM:

1. IlocTpoeHre T'HCTOrpaMMBl BCTpeYaeMOCTH K-MepoB
IJIS1 PUIOB, TIOJIyYEHHBIX IIPU CEKBEHUPOBAHUH UCCIIELYEMO-
ro TeHOMa.

2. Bpibop HEKOTOPOIl OKPECTHOCTH NHKAa YHHUKaJIbHBIX
k-MepoB Ha rucTrorpamMme BcTpedaeMocTH K-MepoB B pumax.

3. INocTpoeHue rucTorpamMmbl BCTpedaeMOCTH K-MepoB
IUIS1 K&)KIOU U3 TOTyYCHHBIX COOPOK.

4. Pacuer mepbl Q, Kak [0JM pasiMYHBIX K-Mepos,
B3ATBIX M3 OKPECTHOCTM IIMKAa Ha TUCTOIpaMMe BCTpeda-
eMOCTH K-MepoB B UTCHHSX, CPEIM YHHKAaJIbHBIX K-MepoB
misi cobpanHoro reHoma). Kawmeii K-mep m3 MHOMKecTBa
YHHKQJIBHBIX K-MEpOB PHIOB HPOBEPSICTCS HA BXOXKICHHE BO
MHOYKECTBO YHHUKaJIbHBIX K-MepoB coOpaHHOro reHoMa.

B pa6ore [21] npemiokeH METOM UCIPABJICHHST OUIMOOK,
ONITHMHU3UPOBAHHEIA JIJIs1 pabOTHI C pHIaMH, CONCPHKAIIIMUA
Kak omMOKH 3aMeHbl, TaK M OIIMOKH BCTaBKU U YOaJICHUSL.
[TockosbKy OMIMOKM MPOUCXOAT ¢ HEOOJBUIOW BEPOSTHO-
CTBIO, BEPOSTHOCTh TOTO, YTO ONWH M TOT ke K-Mep Oymer
NPOYNTAH HECKOJIBKO Pa3 C OIMHAKOBBIM HAOOpOM OMIMOOK,
o4eHp Maya. M3 aToro BEITEKaeT, 4To Te K-Mepel, KOTOpBIE
BCTpeyaloTcsi B HAbope pHIOB MaJIo pas, SIBJIIOTCS OMHUO0Y-
HBIMA (,,IUTOXAMHA™ ), OCTAJIbHBIC K€ SIBJISIIOTCS PEAbHBIMI
HOACTPOKaMH I'eéHOMa (,,XOPOLIUMU ).

K-mer cnektp — 3T0 rpaduyeckoe NpeacTaBiIeHUE Ha-
Oopa [aHHBIX, IOKa3bIBAIOLIEE, CKOJIBKO KOPOTKHX CJIOB
¢ukcupoBannoi uuHb (K-Mep) mosIBIIsIeTCst OmpeeeHHoe
KOJIM4ecTBO Ppa3. Yacrora BCTpeyaeMOCTH HaHeceHa Ha
0Ch X, a 4icio K-MepoB Ha ocH Y.

MBI npescTaBisieM, CKOJIBKO JIEMEHTOB KayKIOM YaCTOThI
B CIIEKTPE IIOCIICNOBATEIbHOCTH HYKJICOTHIOB (PUIOB) OKa-
3astich: 0 — He BKJIIOYEHBI B pe(pepeHTHBII TeHOM (B HaIlleM
ciyqae Phix174), xmovenst 1 pas, 2 OBaXIB U T. 1.

Ha puc. 7 npencrasien OJU3Kuil K UeaIbHOMY IIpUMED,
nosydeHHsIi Ha npubope Harogpop CIIC. Ommbku B cOopke
OTCYTCTBYIOT (4EpHBIA MUK BHE KpacHOro). OCHOBHOH yHH-
KaJIbHBIIl KOHTCHT HAXOIUTCA B pe()epeHTHOM Habope pOBHO
OZIUH pa3s.

3akniovyeHue

PaccMoTpeHHBIE aJITOPUTMBI M IIPOrpaMMBl, pa3paboTaH-
HblE Ha UX OCHOBE, ITPOM3BOMAT pErucTpanuio U oopadoT-
Ky HM300pa)KeHWiII CHTHAJIOB OOBEKTOB ()NIyOPECICHIMH CH-
CTeMBl MapaJUIeNbHOro cekBeHupoBaHus ,,Hanopop CIIC*.
Cpenu 3THX aJTOPUTMOB W TPOrPaMM Ba)XKHOE 3HAUCHHE
UMEIOT AJTOPUTMBI aBTOMATHYECKOH (POKYCHPOBKU H300-
paKEHUH, aBTOMATHIECKOU OIEHKH CIBHTA WM300paKCHUH,
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MOJTYYAIOIMXCSl B PasjIMYHbIX KaHAJIAX M IHUKJIAX CCKBCHHU-
pOBaHUs, IPOrpaMMbl KOppeKImi (oHa, oOHapyXKeHHs WU
OLICHKH MapaMeTPOB KOOPAWHAT KJIACTEPOB B IOJIC 3PCHUS
U IpyTHe.

JU1 oCTIKEHNS HalJTyqIllero KauecTBa aBTOMAaTHYEeCKOI
(OKYCHPOBKH H300paKeHUIA, MOTyYaeMbIX BUICOKAMEPaMHU,
ObLT BHIOpAaH KPUTEPHil BBIYHACIICHAS] AUCIICPCHU aAMILIATYI
IMKcesiell u300pakeHusi Kak Hambosiee IPOCTOH B IPo-
IpaMMHOH peasiu3aIym.

Hcnonb3oBanue alropuTMa BBYUCICHHS KOOPAMHAT MaK-
CHMAaJIbHOTO 3HAYCHHUSI IBYMEPHOIH KPOCCKOPPEJISIMOHHON
GyHKIMM JBYX W300paKEHHI TO3BOJISICT BBHIIOJHUTH AaB-
TOMaTUYECKYIO OLIEHKY CIOBHIa W300paKeHHUH, MMOIydaeMbIX
BUJICOKaMepaMU B Pa3JIMYHBIX KaHajlaX CeKBeHaTopa.

AJITOPUTM CBEPTKH CO BTOPOH MPOM3BOTHOM I'ayCCOBOI
(YHKIMY TI03BOJIIET (PUIIBTPOBATH IIYM, ,,000CTPATH MHKA
1 KOPPEKTHPOBAaTh BIIMSHUE (hOHA.

IIpm mnocTpoeHHMH MOCJIEOBATEIPHOCTH HYKJICOTHIOB
BaYKHOE 3HAYCHHE MMEIOT aJTOPUTMBI JJIl OLEHKH IMOoKa3a-
TeJIel KadecTBa Ui BCEX MHIMBHAYAJIBHBIX pHAOB. OmHIM
13 MyTell OLEHKHM KavyecTBa SIBJIICTCS MCIIOJIb30BAHKE aJIrO-
PUTMOB, OCHOBaHHBIX Ha K-Mepax.

OcHoBaHHBIE Ha K-Mepax MeTOmBl IEJIecoo0pasHoO Hc-
Nob30BaTh I 3(@(EKTHUBHOrO CO3MAaHHUS T'€HOMHBIX
cOOpOK.

IMporpamma KAT (k-mer Analysis Toolkit) moxer aHa-
JIM3UPOBATh [aHHbIE CEKBEHUPOBAHUS MJIS ONpENesIeHUs
YPOBHEH CilydailHbIX OMIMOOK, CUCTEMAaTHYECKUX OLIMOOK U
KOHTaMMHalmu. MHpopMmanus, mojydeHHas B XOHe 3TOro
aHaJIN3a, MOXKET [TOMOYb UCCIICNOBATEIISAM PEIINTb, CIICIYeT
JIA TIPONOJDKATH BHIIOJTHEHHE MOCJCHYIOINX 3amad, TaKuX
kak coopka reHoma. 3ateM KAT moxer mepenpoBepUThb
IIPOBEJICHHYI0 COOPKY Te€HOMa, ONpPENEeNIUB IIOJIHOTY M TOY-
HOCTb COOpKH 0e3 KaKWX-TMOO BHEIIHUX CIPABOYHBIX JIaH-
HBIX.

OObenHeHNEe PAaCCMOTPEHHBIX AJTOPHUTMOB B CIUHBIA
KOMILIEKC I03BOJISIET PELIUTb PN BaKHBIX MPAKTHYECKHX
U HAyYHBIX 3ajlad MO0 IOCTPOCHUIO IIOCJIENOBATESIbHOCTEH
HYKJICOTUIOB aHAIM3MPYEMOT0 IFeHOMa PasjIMYHBIX OObeK-
ToB. [loJTydeHHBIE pe3y/IbTAaTH SIBJISIOTCA MOJIC3HBIMH B
CJICOYIOMMX O0JIACTSX: MOJICKYJIsIpHasi OHOJIOTHs, TCHETHKA,
CeJIbCKOe XO03$ICTBO, MEIMLIMHA, OXpaHa OKpyKalollei cpe-
Ibl U APYTHX.

®duHaHcupoBaHue paboThbl

Pabora BpmosHeHa B paMkax [ocymapcTBeHHOTO 3aqaHus
Ne 075-00280-21-00 mo teme Ne 0074-2019-0013 Munu-
CTepCTBa HAayKH U BBICIIEro obopazoBanus PO.
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