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A

Anroputm — dopmMann3oBaHHbIN Habop WHCTPYKUMIA, OMNUCHIBAOLMIA MNOPSA0K OEeNCTBUM
NCMONHUTENS AN OOCTMXKEHNA pesynbTaTa peLleHmns 3a4ayun 3a KOHEYHOE YNCIIO LaroB.

Anroput™m Hunpnmana—ByHwa (Needleman—Wunsch algorithm) — anroputm rnmo6ansHoro
BblpaBHUBaHUA ABYX nocnegoBaTenbHOCTEN (QUHaMuYecKoe rnpoepaMmuposaHue).

Anroputm Cmuta—BartepmaHa (Smith—Waterman algorithm) — anroputm nokanbHoro
BblpaBHUBaHUA ABYX nocnegoBaTesnibHoCTEN (QUHaMu4YecKoe rpoepaMmMupos8aHue).

AHHOTauua reHoma — npouecc fobasneHus 6Guonornyeckor WMHMOPMaLMN K U3BECTHLIM
HyKkneoTuaHbIM nocnegosatensHocTam AHK, npeanonaraet nonck unu npeackasaHue reHos, a
TaK Xe perynaTopHblIX 3MEeMEHTOB W MOBTOPOB. BbloenstoT CTPYKTYpHYH (naeHTudukaumns
FEHOMHbIX 3fIEMEHTOB: PaMOK CHUTbIBAHUSA, KOOUPYIOLMUX y4acTKOB, NOBTOPOB, MOTUBOB U Ap.)
N yHKUMOHanbLHYy (onpegeneHne BUMOXMMUYECKUX UM Buonornyecknx yHKUNn Gerkos,
YPOBHEWN 3KCMPEeCcCumn reHoB, a Takke MexaHM3MOoB ee perynsaumn n ap.) aHHoTauumio.

b

Ba3a AaHHbIX — COBOKYMHOCTb AaHHbIX, OPraHN30BaHHbIX ANst yAOO6HOro noncka n o6paboTku
XpaHnmon uHdopmMaumm ¢ nomolibto OBM. Haubonee kpynHble 6a3bl AaHHbLIX, FOe MOXHO
HanTn mHopMauui O HykneoTuaHblx nocnegoBaTenbHocTax OHK: GenBank, DDBJ, ENA
SRA, Ensembl, dbSNP.

BucynbdutHOE cekBeHUpoBaHuMe — obLiee Ha3BaHWe rpynnbl METOAOB, HaMNPaBIiEHHbIX Ha
n3yvyeHne natrepHa metunupoBaHus OHK. MNpeanonaraet obpabotky OHK 6ucynbdutom c
nocrneayrowumMm cekseHupoBaHnem. ObpaboTka GucynbpuTomMm NpuBOANT K KOHBEPTUPOBAHUIO
BCeX LMTO3MHOB (C), He 3alMLLeHHbIX MeTunbHoW rpynnon, B ypauun (U). MeTunmpoBaHHble
y4acTkM MOXHO BbISIBUTb C MOMOLLBIO CpaBHeHWA nocnegosatenbHocten OHK oo u nocne
0bpaboTku.

B

BbipaBHMBaHWe nocnepoBaTesibHOCTENM — Takas KOMMOHOBKA 3TMX MOCMNeAoBaTENbHOCTEWN,
KoTopasa nos3eonseT obHapyxuBaTb obnactm cxoAcTBa MeXAy HMMW, CBSAA3aHHble C  UX
CTPYKTYPHbIM, (QYHKLMOHAmNbHLIM WM 3BOJIOLUMOHHBIM  poAacTBoM (puc. 1). Mccnepyemble
nocnegoBaTenbHOCTM OObIMHO MpPeAcTaBnsalT cobor CTPOKM MaTpuubl, B cTONbLax KOTOpOW
HaxXOoAsITCA OOMHAKOBbIE MMM CXOAHbIE CUMBOSbLI UK nponycku (gaps). CywecTeyeT bonbLioe
4YUCNO anropuTMOB, WUCMNONb3yeMbIX ANS BblpaBHUBaHMA nocnegoBaTenibHocTen. VX MOXHO



pasgenntb Ha [ABe kKaTeropuu, B 3aBMCUMMOCTM O TOro, JrokanbHoe wnu rnobanbHoe
BblpaBHUBAHWE OHM MO3BOMAT NOMy4YMTb (CM. HMXKe). CyllecTBylowme anropuTMbl MOXHO
pasgenntb Ha MeaneHHble, HO TOYHble (HanpuMep, OCHOBaHHblE Ha AWMHAMUYECKOM
nporpammMmpoBaHum), nmbo 6Gonee addeKTUBHbIE, HO HE rapaHTUpylLWwme MonyyYeHne
onTumanbHoro peweHus. OHM OCHOBaHbl Ha 3BPUCTUYECKUX WU BEPOSITHOCTHBIX MeETOAax.
BaxHO NOMHUTL, YTO He BCerga ontumarnbHoe pelueHne Gruonornyeckn onpasgaHo!
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PucyHok 1 . MHOxecTBeHHOe BblipaBHuBaHne (MSA) HykneoTuaHbIX nocneaosaTenbHOCTEN.

BbipaBHMBaHMe rnobanbHoe — BblpaBHMBaHME MO BCEW [AOfIMHE BCeX WCXOAHbIX
nocrnegoBatenebHocTen. Hambonee pacnpoctpaHeHbl criegywowme nporpammbl:  ClustalW,
MUSCLE, Kalign, MAFFT v gp.

BbipaBHMBaHMe rnoKanbHOe — TMOUCK CPaBHUTENbHO KOPOTKMX CXOAHbIX obnacten B
npegenax AfIMHHbIX MNOCneaoBaTenbHOCTENW, B LENoM Janekux gpyr ot gpyra. HaubGonee
pacnpocTtpaHeHbl cnegyowme nporpammbl: BLAST, DIALIGN, MAFFT wn gp. OtgoenbHas
CNoXHas 3agaya — MOMTHOrEHOMHOE BblpaBHMBaHME, OObIMHO MNpU 3TOM  UCMOSb3YHTCA
anropuTMbl NIOKanbHOro BblpaBHMBaHUSA (Hanpumep, BlastZ, LastZ, MUMMER, MAUVE).

BbICOKOYpPOBHEBbLIN  A3bIK  MPOrpaMMMpPOBaHUMA —  A3blK  MPOrpamMmMMpoOBaHUs,
paspaboTaHHbIn  gnsa  ObICTpOTbI M ygobctBa  ucnonb3oBaHus. OcCHOBHas  4epTa
BbICOKOYPOBHEBLIX S13bIKOB — abCTpakuusi, T.e. BBEAEHNE CMbICIIOBbIX KOHCTPYKLMA, KPaTKO
OMUCbIBAOLWMNX CTPYKTYPbl AaHHbIX U OnepauuMuM Hag HUMW, ONMUCaHUS KOTOPbIX Ha MalUMHHOM
kKoge (MNU HU3KOYPOBHEBOM $I3bIKE MPOrpaMMUPOBAHNA) CIULIKOM ONMHHBLIE W COXHbIE ONiS
NOHNMaHUS.

r



FaMunbTOHOB NyTb B rpadye — NyTb, COAEPKALLMIA KaXKayo BepLUMHY rpada pOBHO OAMH pas.

Npadp — mHOXecTBO BepwmH (y3noB), coeanHeHHbIX pebpamu (gyramum), MOXeT ObiTb Kak
OPUEHTUPOBAHHBLIM (pUC. 2), TO eCTb UMEeTb HanpasBneHHble pebpa, Tak U HEOPUEHTUPOBAHHbLIM,
ecnu HanpaeneHve pebpa He 3ajaétca. HeopueHTUpOoBaHHbIN rpad Ha3blBaeTCH CBA3HbIM B
TOM Cryyae, €Cnv U3 KaxOoW ero BepLuMHbl MOXHO OOCTWYb MOyl ApYrylo BepLUMHY,
nepegsurascb no pebpam. Teopus rpadoB LUMPOKO NPUMEHSAETCA MPU pPeLleHUU pasfnnyHbiX
OnonHdopmaTnyeckmx 3agad, Hanpumep, npu cbopke reHoma (rpac ae bpénHa).
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PucyHok 2. HecBA3HbIN OpUEHTUPOBaHHbIN rpad.

lpach pe bBpénHa — OpUeHTUPOBaHHbLIA rpad), OMUCHIBAKOWUN MEPEKpbITUS  Mexay
nocnegoBaTenbHOCTMW  CMMBOJSIOB  (HanpuMep, HYKeoTUAHbIMM NocreaoBaTerlbHOCTAMM).
BepLumnHbl Takoro rpadga siBnsawTca k-mepamu. Pebpo coeauHsaeT ABe BEPLUUHBI B TOM criyyae,
ecnun k-mepbl B 3TUX BeplunHax nepekpbiBatotTcs Ha k-1 cumeon (k-1 cyddumke coBnagaet ¢ k-1
npegukcom).
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PucyHok 3. MNMpumep rpada ae bpénHa ons ABOMYHbIX NocnefoBaTeNlbHOCTEN ASIMHOM TpU CUMBOSA.

a

AuHamMunyeckoe nporpaMmupoBaHue — crocob peLleHnsi CIoXHbIX 3afay, npeanonaratoLuii
nx pasbreHne Ha Habop Gonee MPOCTbIX MepekpbiBaloLWMXCs nopsagad. Kaxpgas nopgsagava



npn 3TOM pellaeTca OoAunH pas, I'IOJ'Iy‘-IeHHbIIZ I'IpOMG)KyTO‘-IHbII?I pe3ynbTaT COXpaHAeTCA, 4YTO
Nno3BOJ1A€T COKPAaTUTb BpEMA peLleHnA.

U

UHTepnpeTupyemMbii A3bIK MPOrpaMMMpPOBaHUA — $3blK NMPOrpaMMUPOBaHUS, B KOTOPOM
NCXOAHbIN KOA nporpamMmMbl He NpeobpasyeTcs npeasapuTenbHO NOMHOCTBIO B MaLUMHHBIN KOA,
Kak B KOMMUIIMPYEMOM SI3blKE, @ UCMOSHSETCHA MOCnefoBaTerNlbHO C MOMOLLBbK CrneunanbHOm
nporpaMmmbl-MHTEpPNpeTaTopa, T.e., PakTUYeckn, “nepeBoanTCs” Ha MOHATHbLIN MaLLMHE A3bIK MO
Mepe BbIMNONHEHUS.

McxoaHblM Kop — TeKCT nporpammbl Ha OAHOM U3 S3bIKOB NporpammupoBaHus. B cnydae
NHTEPNPeTUPYEMbIX A3bIKOB TEKCT ABNAeTCs nporpammon cam no cebe, a nporpammy,
HanucaHHyl0 Ha KOMMUIMPYEeMOM £3blke, CHavana Heobxooumo nepeBecT B OGUHaPHbLIN
NCNONHSAEMbIN hann (CKoMNUnNMpoBsaTb).

K

Knacc cnoXHocTu 3agayun — MHOXECTBO BblYMCIIUTESbHBIX 3a4a4, MPMMEPHO OAMHAKOBLIX MO
CIMOXHOCTV BbIYUCIMEHUS, T.e. ANA PeLUeHUs KOTOpbIX TpebyeTcs MNPUMEPHO OAuHAaKoBOe
KONMYECTBO PecypcoB.

KomaHpgHas cTtpoka — cnoco® B3anMoaencTBuSA € KOMMNbIOTEPOM 63 NCNONb30BaHMS MbILIN U
rpagmyeckoro nHTepdgenca ¢ NOMOLLbIO HanNMCaHUs creunanbHbiX KOMaHO B OKHe TepMuHana
(komaHgHOWM cTpokK). Yalle Bcero KomaHgHasi CTpOka accouMMpyeTcsl C KOMMbTeEpaMn nof
ynpaeneHnem UNIX/Linux, xota n B Windows, n B8 Mac OS oHa Toxe eCTb.

Komnunupyembin s3blk NpOorpaMMMpPOBaHUA — SI3blK NPOrpamMMUPOBAaHMS, UCXOOHBIA KO
KOToporo npeobpa3syeTcsi KOMMUNSTOPOM B MaLUMHHBIA KO U 3anucbiBaeTcs B daiin, 1 Nnylb
MOXXET MUCMOMHATHLCS.

Komnunsauusi ucxogHoro Koga — TpaHCNAUMUS NPOrpamMMbl, COCTABIEHHOW Ha WMCXOA4HOM
A3blke MPOrpaMMMpOBaHUSl, B SKBMBANEHTHYD MporpamMmy Ha HU3KOYPOBHEBOM Si3blke
(MaLLUWMHHO-OPMEHTUPOBAHHOM $i3blke), ONM3KOM MalMHHOMY Koay. [pyrMMu crioBamu, 3TO
nepeBof NporpamMmbl U3 (OOPMbI, MOHATHOM YenoBeKy, B hopMy, NOHATHYIO KOMMbIOTEPY.

KonBenep (pipeline, workflow) — cnoco6 peleHnsa KOHKpeTHbIX 3agad no obpaboTke
AaHHbIX, C MOMOLb 00beauHeHns nporpaMmm 6onee obLiero HasHa4YeHWss B LIEMOYKY TakuM
obpasom, u4TOObI MHGOpMaUUs, BblgaBaemMasi OAHOW MpoOrpaMmoR, nonagana Ha BXoA
cnegyoLlen.



KoHTur (contig) — Habop nepekpbiBatoWmMxca nocnepoBaTenbHocten dgparmeHtoB OHK
(pnooB), NOMNyYeHHbIX U3 OAHOro BMOMOrMYecKoro UCTOYHUKa (OpraHuama, TKaHW, KreTku) B
pe3ynbTaTe CEeKBEHNPOBAHUS.

M

MalKHHBIN Kog (MaLUMHHBIA S3bIK) — cucTeMa koMaHa (Habop kKO4oB onepauunin) KOHKPETHOM
BbIYUCNIUTENBHON MalUMHbI, KOTOpPas MHTEPNPEeTUpPyeTCca HENOCPEACTBEHHO MPOLIECCOPOM UMK
MUKPOMNPOrpaMMamMm 3TON BbIMUCTIUTENBbHON MaLLUHBI.

O

OMbI (OMMKM) -- COBOKYMHOCTb JaHHbIX Lienoro opraHusama. CambiMy pacnpocTpaHeHHbIMU
SIBMIAIOTCS FeHOM  (COBOKYMHOCTb BCEW TeHeTnyeckon uHdopmauun), TPaHCKPUMTOM
(COBOKYMHOCTb BCEX TPAHCKPUMNTOB) Y MPOTEOM (COBOKYMHOCTb BCEX BENKOB OpraHMama).

OMMKCHbIe faHHble -- OaHHbIE, nony4vyeHHbIe nNpn aHanmi3e oMoB (OMI/IKOB)

M

MokpbITUe HyKNeoTUAAa — KONMYECTBO pa3, KoTopoe Bbin NpounTaH HykneoTua B npoLecce
cekBeHupoBaHus. OTcroaa MOXHO NOCYMTaThb, HaNnpuMMep, CPeAHee NoKpbITUE FreHoMA.

NMupocekBeHMpoBaHMe — METO[ CEKBEHWPOBAHUA TMyTEM CUHTE3a, OCHOBAHHbLIN Ha
obHapyxeHun nnpodocgatoB, 0CBOOOXKOAKLMXCA NPY NPUCOEaUHEHUN K pacTywen uenu OHK
HYKNeoTUAOB MNpW MOMOLLM XeMOMiOMUHecueHunn  (pucyHok 4): (A) | — npuroToBreHue

OHK-6unbnmotek (dpparmeHtaumss reHomHon [OHK u npuwwmBaHne agentepos); Il —
amMynbcuoHHasa TP, B pesynbTate KOTOpPOW nony4varT cdepbl C MPUKPENSEHHbIMU K HUM
knoHamu ogHon monekynosl OHK; Il — nomeweHne cdep Ha crneumanbHyto MNOAMOXKKY C
A4yerikamn Takum obpasom, 4ToObl B KaXKOOW sfYenke okasanacb ogHa cgepa. (B) MNpouecc
CEKBEHMPOBaHUA: B KaXXAOM UUKIe B A4enKky [o6aBnAeTcs TONMbKO OOWH HyKNeoTud, ecnv OH
npukpennsetca [OHK-nonumepason k pactywen uenm [OHK, npoucxoaut ocBoboxaeHue
nupodochaTta, BCTynawwWero B peakunmio C (EPMEHTHOM CUCTEMOWN, COCTOAWEN u3
AT®-cynbypunasbl n niouyundepassbl, B pesynbtaTe KOTOPOW BbICBOOOXAAETCS AETEKTUPYEMbIN
BUOUMbIN cBeT. Takmm oOpasom, cBeT obpasyeTcs B TOT MOMEHT, Korga goOaBreHHbIN
HYKNeoTua COOTBETCTBYET MEpBOMY HECnapeHHOMY OCHOBaHWIO MaTpuyHOW monekynsl OHK.
OcHOBHasi CNOXHOCTb — MPOYTEHME TOMOMOSIMMEPHbIX MocneaoBaTenbHOCTeN, T.K. C
yBENnMYEHMEM Yncna NpUcoeguHAEMbIX OO4HOBPEMEHHO HYKNEOTUAOB NMHTEHCMBHOCTbL CBEYEHUSA
BO3pacTaeT HepaBHOMEpPHO.
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PucyHok 4. OCHOBHbIE NPUHLMIMEI MMPOCEKBEHUPOBaHWS.

MonynpoBogHUKOBOE CEeKBEeHMpPOBaHWEe — METOA4 CEeKBEHMPOBaHMS MyTEM CUHTE3a,
paboTaloLnin, Kak 1 NMPOCEKBEHNPOBAHME, C MOMOLLIbIO OBHaPY>XEHNSI NPUCOEONHEHNS KaXXa0ro
cnegywowero Hykneotnga. OcHoBaH Ha wugee, 4YTO MpUM  NPUCOEOMHEHUM HyKneoTuaa
OHK-nonumepason k pactywen uenoyvke [HK BbicBO60OXOaeTCs MOH BOAOPOAA, U3MEHSAOLLNI
pH pactBopa.

P

PacctosiHne JleBeHWwTenMHa (pedakUMOHHOE pPacCTOsIHAE, PacCTOAHWE pPedaKkTUPOBaHUS)
Mexay ABYMS CTPOKaMM — MUHUManbHOE KONMMYECTBO Onepauuini BCTaBKM OOHOrO CUMBONA,
yAaneHnss oOHOro CUMBOMIA WM 3aMeHbl OAHOIO CUMBONA Ha ApYyron, HeobxoaumbiX Ans
npeobpa3oBaHUs OAHOM CTPOKN B APYTYIO.

Pekypcusi — cM. pekypcusi.

PechepeHc (pecbepeHcHas cbopka, pedepeHCHbI reHom; OoT aHrn. reference — Ha4yano
OTCY€Ta, 3TanoH, obpaseu) — obWUI penpe3eHTaTUBHBIA MPUMEP FEHETUYECKOro Koda Toro
WM MHOTO OpraHuama, XpaHsawmmnca B undposom Buae. Hanpumep, ans reHoma yenoBeka Ha
OaHHbIN MOMEHT nocnegHas Bepcus pedepeHca — GRCh38/hg38 (Genome Reference
Consortium human genome 38), Bbiweawas B aekabpe 2013 roga. C kaxgon cregyoLlen
BEPCUEN YTOUYHSIETCS MocneaoBaTenbHOCTb reHoMa (rnaBHbIM 06pa3oM, B TakMX CIOXHbIX AN
cOopKN yyacTKax, Kak LeHTpoOMepbl 1 Tenomepbl). Tem He MeHee, eCTb HEKOTOpbIE TPYAHOCTH,



CBSi3aHHble C NepexoaoM MeXdy BEepcUsiMM, T.K. FeHOMHble KOOpPAMHaTbl AN HUX MOryT He
coBnagarhb.

Pup (read, npouteHune) — otaenbHas nocnenoBaTesibHOCTb HYKNEOTUAOB, NOyYeHHas B
pe3ynbTaTe CEKBEHNPOBAHUS.

C

Cb6opka reHoma — o06beanHeHne 60NbLLOro Yncna pMaoB B 04HY (XPOMOCOMA) UM HECKOSbKO
(koHTWrK, ckadpdonabl) ANMHHBLIX NOCNeaoBaTeNbHOCTEN, B pe3ynbTarte 4ero ormkHa ObiTb
BOCCTaHOBIIEHA WCXOAHasi nocnegoBaTeNnbHOCTbL reHoma. BbigenawT cbopky de novo
(pucyHoK 5), mpu KOTOpOW nocnegoBaTenbHOCTb COOMpaeTcs TONMbKO Ha OCHOBE MMEHLLUXCS
KOPOTKMX TMPOYTEHUA, U COOPKY C ucnonb3oBaHuem pedepeHca, npu KOTOpPon puabl
BblpaBHMBAOTCA Ha YyXe cobpaHHbI reHOM Toro xe wunu 6nuskoro Buaga. Cbopka reHoma de
novo ABMNSIETCA BeCbMa CINOXHOW 3adayen, ANA ee pelleHus UCnonb3dyeTcs GonbLlioe Yncro
pas3nnyHbIX anropuTMOB, MHOTME M3 KOTOPbIX OCHOBaHbI Ha peLleHnn 3aga4mn nomcka duneposa
nytm B rpade ge bpénna. MNpumepbl nporpamm (accembnepo): MaSuRCA, SPAdes, Velvet,
SOAP-denovo 1 gp. HecmoTps Ha CroXHOCTb, 3agava COOpKM ABMASIETCA NULLL NEPBbIM LLArom
B M3Y4YeHUM reHomMa opraHm3ama.

CeKBeHMpOBaHVIe — onpepenexHune I'IepBI/I‘-IHOIZ CTPYKTYpbI 6|/|ononvlmepa.



a) Multipde copies of genome

PucyHok 5. OcHOBHbIe 3Tanbl CEKBEHMPOBaHUsi U cbopku de novo reHoma: parmeHTaumus AHK, Boigenexve
dparMeHToB NoAxoAsLEen AN CEKBEHMPOBaHUA ANWHbI, 3aTEM — COBCTBEHHO CEKBEHMPOBAaHME,
pe3ynbTaToM KOTOPOro ABMsieTCs BoNbLUIOEe YNCMO KOPOTKMX PUAOB, KOTOPbIE YXKe NporpamMmmHO cobupatot
CHavana Jo KOHTWUroB, a 3aTtem — 1o ckapdonaos.

CekBeHupoBaHue PHK (RNA-seq) — onpegeneHue nepBuYHOM CTPYKTYpbl Monekynbl PHK.
Moo aTmM MOXeT nogpasymeBaTbCA Kak cekBeHupoBaHMe MPHK, Tak wn onpegeneHue
nocnegosatensHocTn Hekoaupyowmx PHK. CoBpemeHHOe MOMHOreHOMHOE CeKBEHUPOBaHUe
PHK ocHoBaHO Ha npsiMOM cekBeHnpoBaHun coparmeHToB KAHK

CekBeHupoBaHue no CaHrepy — MeTo[ CEKBEHMPOBAHMSI NEPBOro NMOKONIEHUS, N3BECTEH Kak
““meTon TepMMHATOPOB”, “Auae3okcu-mMeTon” unn “meTon obpbiBa uLenu”, 6bin npeanoxeH .
CaHrepom B 1977 rogy (Ho6enesckas npemus no xumum 1980 r.). OcHoBaH Ha MCMNONb30BaHUK
OnOe30KCMHYKNeoTnaoB aAngd tepMmuHaumm uenu B xoge lMNMUP. MNpu aToM B pesynbtate peakumm
nonyyaeTtcss Habop Konu OgHOro doparMeHTa, OTNYaKLWMXCS OMHOA Ha OOWH HYKNeoTua,
npuyem KparvHUIA HYKNeoTua Ha KaxaoM w3 (parMeHToB oOKasblBaeTcs dyopecueHTHO
(mepBoHa4anbHO — pagMoKaTMBHO) MedeHbiM. B coBpeMeHHOM BapuaHTe Kaxabid COpT
HYKNMeOTMAOB MeTAT cBoer  (ryopecLeHTHOM MeTKOW, [JeTekumsa  dpnyopeceueHuum
OCYLLECTBIISIETCS B XOA4€E KanunnsapHoro anektpodopesa (pUCyHOK 6).
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https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BA%D0%B2%D0%B5%D0%BD%D0%B8%D1%80%D0%BE%D0%B2%D0%B0%D0%BD%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%9C%D0%A0%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%9D%D0%B5%D0%BA%D0%BE%D0%B4%D0%B8%D1%80%D1%83%D1%8E%D1%89%D0%B8%D0%B5_%D0%A0%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%A0%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%9A%D0%94%D0%9D%D0%9A
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PucyHok 6. OCHOBHbIE NpUHLMNbI CEKBEHNPOBaHUA No CaHrepy.

CekBeHupoBaHue cnegywouwero (HoBoro) nokoneHus (NGS, Next Generation Sequensing)
— TEXHOJSIOrMsi CEKBEHMPOBaHUSA (MOXET ObITb OCHOBaHa Ha pasHbIX MeTogax), NO3BOMALLAs
OAHOBPEMEHHO “npounTtaTtbh’ cpady Gonbwoe uyucno dparmeHto OHK. Mpn atom 3a oguH

pabounin UMk npubopa nNpoucxoguT nonyveHne oT coTeH Merabas Ao rurabas HykKneoTUAHbIX
nocnegoBaTenbHOCTEMN.

CUHTEHMA - 3TO CTPYKTYPHOE CXOACTBO rPYnMn CUENNeHNss reHOB Yy OPraHn3MoB pPasHbIX
buonormyecknx BMAOB. B 4acTHOCTWM, B reHomax 4enioBeka U MbIN M3BECTHO HECKOJIbKO
OECATKOB CMHTEHWYHbIX rpynn reHoB. Hannune peHoMeHa CMHTEHMM NO3BONAET COKPaTUTL Kpyr
nmoucka MecTa fnokanusauum UCcrnegyemMoro reHa Ha XpoMoCcoMax, orpaHnymnBas ero obnacrtbio

N3BECTHbIX FeHOB, NPMHAANEXaLmnX K KOHKPETHOM CUHTEHMYHOWM rpynne (CM. Takke CUHTEHHbIV
6noK).

CucteMHasa 6uonorusa — MexaucuuninHapHoe Hay4yHOoe HanpaeneHue, obpasoBaBlleecs Ha
CTbike OuonorMm 1 NporpamMMUpPOBaHUS, OPUEHTUPOBAHHOE HA WU3yYeHMEe  CrOXKHbIX
B3aMMOAENCTBUI B XXUBbIX CUCTEMAX.

Cuctema KOHTpoOJNs BepCUM — KOMMbIOTEPHASs CUCTEMA YMNpaBNEHUS BepCUAMU ansos,
nosponstouiasa B nbdonn MOMEHT 0OpaTUTLCS K NPOM3BOSIbHOW BEpPCUM 3TMX (hannoB, a Takke
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http://humbio.ru/humbio/genexp/0010e036.htm
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yrnpasnswowas M3MeHeHUsiMU, MNOCTYNarwLWMMU OT HECKOSbKMX MOoNb3oBaTenen CUCTEMbI.
Mono6BHbIe cMCTEMBbI NCNOMB3YIOTCH B TaKMX U3BECTHbLIX NporpamMmmax obLuero nonb3oBaHus, Kak
dropbox, fAHvpgekcOuck, HO cyuwecTByloT W 6Gornee cneuvannavpoBaHHble CUCTEMBI,
ncnonb3yemMble Ans ynpasneHus BepCcusiMyM TeKCTOBbIX dannos, Hanpumep, Git nnn SVN.

Ckadcponp (scaffold, c aHrn. “cmpoumernsHbie neca”) — cepusa KOHTUIoB, PAcNONOXEHHbIX B
npaBuUNbHOM  MNOpsiAke, HO HeobsA3aTenbHO COEAMHEHHbIX B  OOHY  HEMnpepbIBHYHO
nocreaoBaTenbHOCTb.

CKpMNT — pasHOBMAHOCTb NPOrpaMmbl, HaNMCaHHasa Ha UHTEPNPETMPYEMOM A3blke (@ 3HAYWT,
He Tpebylowasa cneuvanbHON KOMNUNSAUMKM) U uchnonb3yeMass OGuonHdopMaTukamun Ans
aBTOMaTM3auun CBOMX 3agau.

(>

®OUHUWINPOBAHHLIA reHoM — nonHasa nocnenosatensHocTb [HK Bcex xpomocom 6e3
pa3pbIBOB, C BbICOKMM KQ4€CTBOM U HU3KMM NPOLIEHTOM OLLUMGOK.

®dopmartbl pannoB, MCNoNb3yeMble B bMonHcgpopmaTuke:
bcf — Binary VCF, npegcrtaenset cobon cxatbin vef dpann.

bam — 6uHapHasa (cxaTtasn) dopma sam-cpopmaTa, NO3BOMSAKLWAS KOMMAKTHO XPaHUTb
NMHOPMaLMIO O BblpaBHMBAHMM NOCeL0BaTENbHOCTEN.

bed — TekcToBbLIN (pann, nNpeaHasHaYeHHbIM AONA  XpaHeHus uHdopmauun o6
aHHOTauMM reHoma, BKMYaeT Tpu obs3aTenbHble Nons (XpoMOcoMa, KoopauHaTta
Ha4ana gparMeHTa M KoopauHaTa KoHUa) U OeBATb AOMOMHUTENbHbBIX, KOTOPbIE MOTyT
cogepxaTb pasnnyHyo nHopmaumo o 3agaHHoM yyactke [HK.

csv — Comma-Separated Values, npegcraBnaetr cobon TekcToBbi dopmat ans
npeacTaBneHns TabnmyHblX AaHHbIX, rae cTonbubl Tabnuubl pasgeneHbl 3anaTbiMu.

fasta — TekcToBbIN d)OpMaT XpaHeEHUA OaHHbIX O nNOoCnegoBaTesiIbHOCTAX, KakK
HYKNeoTuAHbIX, TakK U aMWUHOKUCIOTHbIX, NpeacTtaBfieHHbIX B BuAe Oﬂ,HOGyKBeHHOFO
koga. Kaxxgass nocnegoBsaTenbHOCTb B cbaﬁne Ha4ynHaeTCcAa C onncaHnda B oAHY CTPOKY

(Bblg€NEHHOro  3Hakom  “>”), 3aTeM  uMOET  MNPOU3BOJSIBHOE  YMCMO  CTPOK
nocrnenoBaTesfibHOCTU.
fastq — TekcToBbIN bopmMaT, MO3BONAOLWMIA XPAHUTL HE TOMbKO HYKNEOTUOHYHO

nocrnegoBaTesibHOCTb, HO M AaHHble O kadectBe (phred quality score) kaxgoro us
HykneotngoB. CocTouT M3 noBTOpsOWMXCS ONOKOB CTPOK, nepBas 4acTtb Oroka
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3

coOepXuUT unaeHTUdmkaTtop nocrnenoBaTenbHOCTM, HauYMHaLWMUCA C¢ cumBona ‘@’
Mocne aTon CTPOKU 3anucbiBaeTCcs nocrefoBaTenbHOCTb HykneoTnaos. BTopas yactb
6roka Takke cooepXuT aeHTUdUKaTop NocnefoBaTenbHOCTU, KOTOPLIN NpeaBapsaeTcs
CUMBOSIOM ‘+’, Ha CreayrLmux CTpokax Onoka yxe ugyT CUMBOSbI, OMUCbIBaOLME
kauyecTBO (phred quality) kaxxgoro HykneoTmaa.

gff/gtf — General Feature Format/General Transfer Format, TekctoBbin ¢opmar,
ncnonb3yemMbl ANs ONUCaHUsA reHoB, NOBTOPOB U Apyrux xapaktepuctuk OHK, PHK u
OenkoB, cooepXxuT OeBATb 0b6s3aTenbHbIX nonen. B uenom, noxox Ha bed dopmat, HO
OoTnM4yaeTcs NOpsiAKOM nonen n 6onee XeCcTkon CTPYKTYPOW.

newick — TeKkcTOBbI hopMaT, MO3BOMSKOWMIA XpPaHUTb dunoreHeTu4eckne (U He
TONbKO) AepeEBbS C ANNMHAMN BETBEMN, UCNONb3ys KOMOMHaLUUM CKOBOK 1 3anaTbiX.

sam — Sequence Alignment/Map dopmart, npegHazHa4YeHHbIN Ana xpaHeHnsa 6onbLmnx
BblpaBHUBAHWA NOCNEA0BaTENBHOCTEN.

vef — Variant Call Format, npeacraenset cobow TekCToBbIN (hanrn, coaepxaLinin CTPOKK
C MeTaumHdopmMmaumen (HaumHatowmecs ¢ ‘##), CTpoKy 3aronoBka (HaunMHaeTcsa ¢ ‘#') n
CTPOKU C JAHHBIMU, B KaXXAOM U3 KOTOPbIX XpPaHUTCS MHGOPMaLMsa O NO3nNLMN B reHOMe
(obsizaTenbHO — HOMEpP XPOMOCOMbI M KoopauHaTa Ha HeWn, pedepeHcHas
nocrneaoBaTenbHOCTb, NOCMNeA0BaTENbHOCTL BapuaHTa). Kpome Toro, B KaXaown CTpoke
BO3MOXHO XpaHeHWe OOMONHUTENbLHON MHopMauun (Hanpumep, O KavyecTBe BapuaHTa,
06 obpasue unu reHotune). Kak npasuno, B 4aHHOM hopmaTte XpaHAaTca pesynbTaThbl
SNP-calling.

OBpuUCTUKA (3BPUCTUYECKUA anrOpUTM) — anropuTM peLLEeHUst 3agadn, He UMEIOLLMIA CTPOroro
o6ocHOBaHMA (ero NpaBuUNbHOCTb BO BCEX Cryvasix He AoKa3aHa), NO3BOMSOWMNA AOCTAaTOYHO
ObICTPO nony4vaTb MPUBNMKEHHOE pELUEHUE CIOXHOM 3agayvn (MNU TOYHOE, HO B YaCTHbIX
cnyyasx). MMpn 3TOM BO3MOXHO, YTO B OTAESNIbHbLIX CIyyYasx 3BPUCTUYECKMI anropuTm MOXeT
AaBaTb HEONTMMANbHOE UMK JaXe HEBEPHOE peELLEHME.

AunnepoB nNyTb B rpade — 3TO NyTb, NPOXOAALMN NO BCeM pebdpam rpada ToNnbko OAMH pas.

OK30MHOEe CeKBeHUpoBaHUue -- CTpaTerns CeKBEHMPOBaHUSA Bcex Benok-KoanpyoLmx reHoB B
reHome (T. e. 3k3omMa), npegnonaratowas BbIbop Tonbko Tex yyacTkoB [JHK, koTopble kKoanpyoT
0enkun (9K30HOB) M MX MOCIEeAyLEE CEKBEHNPOBAHNE
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B

BLAST (Basic Local Alignment Search Tool) — anroputm, ('(_)
onybnukoBaHHbln B 1990 rogy, 6bin paspaboTaH gns GbICTpOro > NCBI
NpMbnn3nNTEnbHOro (3BPUCTUYECKOrO) noncka B 6asax AaHHbIX 6enkos B ] AS"F
unm rnocriegoBaTeNbHOCTEN OHK (Hanpumep, Nucleotide, > o )
http://www.ncbi.nim.nih.gov/nuccore/). B HacToswee Bpemsa nog

Ha3BaHnem BLAST ob6beOuHEHO Lenoe CEeMENCTBO MpOrpamm, CneumanmavpoBaHHbIX MNog
pasnuyHble BUAbl AaHHbIX.

C

ChIP-seq -- meToa, ucnonb3yembii Ana aHanusa JHK-6enkoBbix B3auMOL4eNCTBUA U NOMCKA
NnoTeHUManbHbIX CanToOB CBA3bIBaHUSA Oenka

CNV (copy-number variation) — BapuauuMss 4ucria KoM — BWUL TFEHETUYECKOro
nonumopdunamMa, K KOTOPOMY OTHOCAT pasnuMyna MHAMBUAOYaNbHbIX FEHOMOB MO YUCAY KOMWUR
XPOMOCOMHbIX CErMEHTOB pa3MepoM OT 1 ThiC. 4O HECKOMbKMX MITH. nap ocHoBaHuh. CNV
BO3HUKAKOT B pesynbTate HecOGanaHCUPOBaHHbIX XPOMOCOMHbIX MEPeCcTpoek, TaKUX Kak
aeneunn v gynnvkauum.

CRISPR (Clustered Regularly Interspaced Short Palindromic Repeats) -- npsiMmble MOBTOPbI U
pasgensiowmne Mx yHukanbHble nocneposatenbHocTn B [HK Gaktepun n apxewn, KoTopble
COBMECTHO C acCOLMUPOBaHHbIMW reHamu obecrneydvBaloT 3alnTy KNeTKU OT YyXepOAHbIX
reHeTmdeckmx anemeHToB (6akTepmodpbaroB, nnasmug). B HacTosiwee Bpems paspaboTaHbl
cnocobbl BbICOKON3GUPATENBHOIO akTUBUPOBAHUSA U MHIMOMPOBaHMA reHoB, Gasupytowmecs Ha
3TON cucTeme.

G

Gap — (1) paspbiB unu nponyck B nocrnegosatenbHoctn [OHK, (2) y4actok, nm6o
OTCYTCTBYIOLNIA B UCCneayemon nocneaoBaTenbHOCTU, MO0 HEN3BECTHbIN.

Git — pacnpepeneHHas cuctema KoHTponsi Bepcui. OHa nos3BonsieT
pernctpmpoBaTb M3MeHeHust B harnax, 4obaBnsaTb K HAM KOMMEHTapuu, u,
npy HeobXoOMMOCTK, BO3BpallaTbCA K CTapblM BEPCUAM 3TUX (OalIioB.
PacnpegneneHHo cuctema HasblBaeTcsa MNOTOMY, YTO Yy  KaXaoro
nonb3oBaTensl pPeno3uTopusl XpaHUTCA TMOfHask MWCTOPUSA  U3MEHEHUN
dannos. MNogobHbI Noaxo4 NO3BONSET NErko BOCCTaHaBMMBaTb OCHOBHOM
peno3uTopuii (Kak MpaBuio, PacrnosioKeHHbI Ha CcepBepe) B Crnyyae ero
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https://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%91%D0%B5%D0%BB%D0%BE%D0%BA
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yTpaTbl, @ TaK e OOHOBpPeMeHHO paboTaTb HECKONbKMM rpynnamM nioden B paMkax OfHOro
npoekTa.

GitHub — ocHoBaHHbI Ha Git Beb-cepBuc ansa pasmelleHus |T-npoeKToB U X COBMECTHOM
pa3paboTkn. C ogHOM CTOPOHbLI, NO3BONsET NyGrnmkoBaTb COBCTBEHHbIE pa3paboTku, C Apyron
— yntaTtb U KOMMEHTMPOBATb YyXne, a Takke 00beaAnHATL paboTy HECKOMBbKUX Mogen B O4HOM
NPOEeKTE.

Genome-wide association study (GWAS) — nccnegoBaHune cBA3W reHoTMNa ¢ pasnnyHbIMm
deHoTUNUYECKNMK Npu3Hakamu (B NepBY0 odyepedb, C HacneacTBeHHbIMU 3aboneBaHmaMn) B
macwrtabe Bcero reHoma. lpy 3TOM CpaBHMBAOT rEHOMbl NOAEN, NOABEPXKEHHbIX GonesHu
(cases), ¢ reHomamn 300poBbiIX ntogen (controls). B pesynbTaTe BbISABNAIOT OTNNYKS,
CTaTUCTMYECKN 3HAYMMO CBA3aHHbIE C pa3BuTeM 3aboneBaHus.

H

Hi-C - TexHonornsa gns oueHKM NpoCTPaHCTBEHHOW BNN30CTU NIOKYCOB B reHOME.

lllumina (paHee Solexa) — nnatdopma cekBeHMpOBaHMs, KOMMepunanusoBaHHaa B 2006
rogy. lNMpuHumMn paboTbl OCHOBaH Ha “CeKBEHVMPOBaHWWM MNyTeM cuHTe3a” (pucyHok 7): | —
npurotoBrneHne oubnunotek u3 dparmeHto OHK; Il — npukpennenne dparmentos OHK K
TBEpOOM Noasnoxke NpoToyHon syenku; Il — amnnudukaumna doparMeHToB C UCMONb30BaAHNEM
3’-6noKMpOBaHHbIX (PrYyOpPEeCLEHTHO-MEYEHbIX HYKNEeOTUAOoB, TaK, YTO Ha Kaxaom aTane
amnnudmkaumm Kk cuHTesnpyemon uenoydke OHK moxeT ObiTb NpucoeguHeH TONMbKO OAWH
HykneoTua. locne Kaxaoro wara amnangukaumm npomMcxoauT namepeHue gryopecueHumn. B
KOHLe Kaxkgoro umkra 6nokMpoBka C KOHUA pacTyLlen LenyM CHUMaeTCs, Tak YTo Janee Moxet
ObITb NpUcoeanHeH ele oauH Hykneotug v T. 4. [epBOHa4anbHO AaHHbIA METOA MO3BOSISAN
nocnegoBatenbHO “npovnTtaTth”’ okono 35 HykNeoTuaoB, Ha AaHHbIM MOMeHT — 6onee 200; npu
9TOM NapannenbHO MPOUCXOANT YTeHMEe OEeCATKOB MUIMMOHOB Takux hparMeHTOB.

(4] ! © Fragment DNA (£ ] (7} (c} o @ Attach DNA to
flow cell
: y B
Repair ends/ | 8§ v
o | o Ak A caihiing ‘ IR @ Perform bridge
I amplification
' L. = = | ki
G e * e 0 Ligate adapters l u
——" BA— ‘l‘l‘IH \"“ et \"“ 0 Generate dusterns
o 1 © select igated i g i
i 4, i
e e s DNA .‘ i i o (e i @ Anneal sequencing

primer
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@ Extend first base,
read, and deblock

o Repeat step above
G to extend strand

o Generate base
calls

PucyHok 7. OCHOBHble NPUHLMNbI CEKBEHNPOBaHNA TexHonoruu lllumina.

Indel — coGbITue, 3akniovaroLLeecs BoO BCTaBKe UMW yaaneHUn oqHoro U HeCKONbKUX Noapsia
NOyLWmMx 3NeMeHTOB nocriegoBaTenbHOCTU. [JaHHOe MoHsATME oGbeauHsieT insertion (BcTaBka
OOHOTO MNN HECKONbKMUX HYKNEOTUAOB, BMMOTb [0 KPYMHbIX (PParMeEHTOB XPOMOCOM,
cogepXalnx MWUNMMOHbI  HykneoTuaoB) u  deletion (noTeps oOHOrO WM HECKOMbKUX
HYKNEeoTUaOoB, BNMOTb A0 KPYMHbLIX hparMeHToB XpoMocoMm). B obLuem cnyyae npu cpaBHeEHUU
HECKONbKUX MOcneaoBaTenbHOCTEN HEW3BECTHO, Kakoe COoObITMe MNPOU30oLINOo — MoTeps
dparmeHTa unmn ero BCcTasKa.

lon Torrent — nnatdopma CekBEHMPOBaHUA criedyloLwero nokoneHus, soinyweHHas B 2010
rogy, OCHOBaHa Ha TEXHOMOrMm NonynpoBOAHWKOBOrO CeKBeHMpoBaHus. MakcumansHas anuHa
npouTeHusi coctaendeT oT 200 go 400 bp.

K

k-mer — nogcTtpoka puga (npoyteHus) anuHel k. Hanpumep 4-mepamu nocrnegoBaTtenbHOCTH
OHK ACCAGTA saenatotca ACCA, CCAG, CAGT, AGTA.

M

Mate pair sequencing — wmeToa, nosonswwmi nonydatb [OHK-6GuGnuotekn pgns
CEKBEHUPOBAHWSA, aHanorMyHble paired-end, HO C o4eHb GonblKMM pa3MepoM BCTaBkM (OO0
pecatkoB kuno6as). MNpu 3TOM CEKBEHMPYKOT TOMbKO OBa KOPOTKMX oparMeHTa no Kpasim
BCTaBkn. Takke M3BECTHO, Kakne u3 puaoB obpasyloT napbl, U cpedHee pacCTosiHUE Mexay
HUMMW (PUCYHOK 8).
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PucyHok 8. Cbopka yvactka [JHK ¢ ncnonb3oBaHnem KOHTUIoB, COOpaHHbIX U3 0BbIYHBIX KOPOTKUX PUAOB
(nMokasaHbl opaHXeBbIM), MpY NOMOLLM mate pair puaoB (MokasaHbl CUHUM).

Multiple sequence alignment (MSA) — MHOXeCTBeHHOe BbipaBHMBaHWe. OB6blYHO
ncnonb3yeTcs Ans MNOMCKa KOHCEepBAaTMBHbLIX PErvMoHOB B rpynnax nocrnegoBaTenibHOCTEN,
rMMNOTETUYECKN CBA3AHHbLIX 3BOMIOLMOHHO. MHOXECTBEHHblEe BblpaBHUBAHUS BbIYMCNUTESNBLHO
CNOXHbl N B OOMbLUIMHCTBE (hopmMynnpoBok ceoasTcsa k NP-nonHbiM 3agadam. Ha npaktuke
pewarwTca C UCnonb3oBaHWeM aBpuctudeckux MetonoB. [lporpammebl: ClustalW, Kalign,
MUSCLE, HMMER, MAFFT v gp.

N

NP-3apgaya — HedhopmanbHO roBop4, Takas 3agada, kotopas MoXeT ObiTb peLleHa 4OCTaTO4HO
ObICTPO (3a NoNMHOMUanNbLHOEe BpeMs), ECNK BCAKUI pas, korga koMmnbioTep byaeTt cTankmBaTtbhes
Cc HeobxoomMoCTbi0 BbliGOpa crneayowero wara, Hekun “opakyn” GygeT noackasbiBaTb emy,
KakoM n3 nyTenm peleHus npaBunbHbli. COOTBETCTBEHHO, TaK Kak B peanibHOCTU TaKoro
“opakyna” HeT, nouck pelleHusa 3agadn dyaet ropasgo 6onee AONrMM. YCKOPUTb MOUCK MOXHO
C MOMOLLbI HEKOTOPOro anroputma, KOTOpbIA MO3BONUT BCAKUM pa3 AenaTtb MNpaBUSibHLIN
BblGOp. Ha npakTuke, nogobHble 3a4ayum peLatoT, UCMOoSb3ys 3BPUCTUYECKNE METOADI.

P

PacBio — nnatdgopma cekBeHuMpoBaHus, npenctaesneHHas B 2010 rogy, OcCHOBaHa Ha
TexHonorun “single molecule real time sequencing (SMRT)", ucnonb3yowen “zero-mode
waveguides” (ZMW) — amnemMeHTbl, NpoBoAsLME 3NEKTPOMarHUTHbIE BOSHbI ONTUYECKOro

AnanasoHa ¢ marnon aHeprnen. OHM No3BONAT “HabnogaTe” 3a a4erikon obbemom nopsiaka 20
sentormtpoB (102" nuTpos), OeTektupys npucoeauHenne [OHK-nonumepasoi eaMHUYHOMo
dryopecueHTHO-MEYEHOro Hykneotnaga K pactywen uenodke [OHK. TMpu npucoeanHeHum
HykneoTMaa nyopecueHTHad MeTka “oTpes3aeTca” nonvMmepason W MNoKuaaeT S4Yenky,
nponagas w3 nNONs 3peHnsa fgetektopa. Takmm ob6pa3oMm, [OeTeKTMpyeTcs  MOMEHT
NPUCOEAMHEHNS KaXOOro HykneotMga, a ero Tun onpegensdetcd TMNoM ryopecueHTHON
MeTKN. TexHonornsa no3sonsieT “dntatb’ anuHHble dparmeHTbl JHK (go 7 kuno6as). OcHoBHOM
ee npobnemon asnaeTca 60MbLLIOE YNCIO OLWMOOK YTEHUS.
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Paired-end sequencing — meToq, NO3BONAKOLWMUN CeKBEHMPOBATb 06a koHua monekynbl JHK
(pucyHok 9). NMpu aTOM OH cOXpaHsieT MHpopMaLMo O NPUHAANEXHOCTU PUOOB K OAHON nape.
Yyactok AHK mexay napHbIMM pugamu, KOTOPbIA HE CEKBEHMPYETCS, HasblBaeTcs “BCTaBKON.
Ee pasvmep MoxeT BapbuMpoBaTbCA OT HECKOMbKUX [OECATKOB [0 HECKONbKMX COTEH nap
OCHOBaHWI 1 3aBUCUT OT MeToAa NpUroToBrneHus BubnuoTeku, T.e., Kak NpaBuno, OH U3BECTEH.

READ 1

v

» I !
5 — - R : .
Y + + |.||.||I||II||IF’ﬁ_P'1'~H_H_'_H‘1"?"1‘1‘f“I'f_FH| t f 1 t 5r|

“
<
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PucyHok 9. Mpsaimon n obpaTtHbIn paired-end puabl.

Pairwise alignment — BbipaBHMBaHME [BYX MOcCnefoBaTeNbHOCTEN, MOXET ObiTb Kak
rmobanbHbIM, Tak W JoOKamnbHbIM. B OTnuynme OT MHOXECTBEHHOINO BbipaBHUBAHUSA MNapHOe
BblpaBHUBaHME 3EKTUBHO peELLAETCsl 3a NofMHoMuanbHoe Bpemsi. B cnyvae rnoGanbHoro
BblpaBHUBaHWA UCMNoONb3yeTcs anroputM HugnmaHa-ByHwa; B cnyyae nokansbHOro — anroputm
Cwmuta-BatepmaHa.

Perl — BbICOKOYpPOBHEBLIN WHTEPNPETUPYEMBIN  OUHAMUYECKUN  A3bIK
nporpaMMmMpoBaHusi, paspaboTaHHbin  Jlappy Yonnom, §MHIBUCTOM MO
obpasoBaHuio, cneyunanbHo ansg pabotbl ¢ Tekctom. CornacHo Jlappw, y Perl
ecTb [Ba AeBu3a: nepBbini — “EcTb Oonble ogHoro cnocoba ato caenatb”
(“There’s more than one way to do it’), BToponn — “[NpocTbie BeLM OOIMKHbI
ocTaBaTbCs MPOCTbIMU, A CrOXHble — CcTaTb BbINONHUMbIMKW (“Easy things
should be easy and hard things should be possible”). OTOT A3bIK LIMPOKO
npuMmeHancs (M 4Yacto A0 CUX NOop MpPUMEHSsieTCs) ANs aHanu3a  HyKNeoTUMAHbIX U
aMMWHOKMCNOTHBIX NOCrefoBaTeNbHOCTEN.

Phred quality score — oueHka KadecTBa NpPoOYUTAHHOrO HyKrneoTuaa

OHK, wu3HauyanbHO BBedeHHas Ana  aBToMaTu3auuMuM npouecca Q = —10 lﬂgw P
cekBeHupoBaHnsa [OHK B npoekte “l'eHom uyenoseka”. Phred quality

score Q onpegenseTcs Kak CBOMCTBO, NIorapudMMYeCKn CBA3aHHOE C BEPOATHOCTbLIO owmnbku P
npv onpefeneHnun faHHoro Hykneotuaa. Takum obpasom, 3HayeHne Q okasblBaeTCs paBHbIM
20 npy 99% TOuYHOCTU onpedeneHns gaHHoro Hykneotuaa v 30 — npu 99,9% TouHoCTW. OngA
XpaHeHus quality score ans Kaxgoro Hykrneotuaa B pyae ucnonb3yeTcs crneunaneHbli oopmart
fastq.

Python — BbICOKOYPOBHEBbI S3blK  MPOrpamMMMUPOBaHMS

obLlero HasHayeHWsl, OPUEHTVUPOBAHHLIN Ha MOBbILIEHNE a pgthon

npon3BoANTENIbHOCTU paspa60Tl-|MKa M 4YnTaemoCctTun Kopda.

17



Ha3BaHuve s3blka NPOM30LLIIO BOBCE HE OT BMAA NPECMbIKaIOLLMXCS: aBTOP Ha3Ban s3blK B YECTb
B6puTaHckoro komegunHoro Tenewwoy 1970-x «Jletatowmi umpk MoHTU ManToHay.

P-zagpaya — HedopManbHO roBopsi, 3TO 3ajaya, KoTopasi [OCTaTo4HO ObicTpo (3a
NoNMHOMMUanbHoOe BpeMsl) peLlaeTcs COBPEMEHHBIMU KOMMbIOTEPAMM.

R

R — A3bIKk nporpamMmupoBaHus Ans ctaTucTnyeckon odpaboTKm AaHHbIX, LUMPOKO
ncnonb3yeTtca ans o6paboTkn Guonornyeckux n GMoNHGopMaTUIECKNX OaHHbIX.

Roche 454 — nepBas apdeKkTMBHO UCMonNb3yemas Ha KOMMEPYECKONW OCHOBE
NGS-nnatdopma. lMpuHumn ee paboTbl OCHOBaH Ha MMPOCEKBeHMpoBaHuW. [onroe Bpems
Obina egnHcTBeHHon NGS-nnaTtdopmon, nossonsawwen nonyyYats puabl gnvHon oo 500 nH,
OCHOBHOM ee HeJoCTaToOK — B0oMbLIOe YMCMO OWNBOK NpU CEKBEHUPOBAHUN FTOMOMONMEPOB U
NMOBTOpPOB.

S

SNP (npomsHocutcs “cHun”, single nucleotide polymorphism) — OOHOHYKNEOTUAHLIN
nonuMmopunaM — oTnNnYna pasmepom B oauH Hykneotud (A, T, G unu C) B reHome (unu B
OPpYyron cpaBHMBAEMOW MOCMeAOBaTENbHOCTM) NpeacTaBuMTENeE OOHOMo BuAa WK Mexay
FOMOSIOTMYHBIMWN y4acTkaMM FOMOJSTOTMYHBLIX XpoMocoMm. [pegnonaraeTtcsi, YTO BCTpevaeTcs B
nccnegyemon nonynsiumMm ¢ yactotom 6onee 1%.

SNP-calling — npouecc noucka SNP mexay ABYMSI M3BECTHbIMW MOCHEA0BATENIbHOCTSAMMU
(pedhepeHcom n obpasuom). Ha npakTuke BknovaeT B cebsi TakmMe aTanbl, Kak OLeHKa KavyecTBa
BXOOHbIX AaHHbIX, TPUMMUHT (YAaneHue nocrnenoBaTeNlbHOCTEN HU3KOro KavyecTBa, aganTepos,
KOHTaMuHauum n Ap.), BblpaBHMBaHWe puaoB obpasua Ha pedepeHc, SNP-calling (cpaBHeHue
pedepeHca n obpasua u BbisiBNeHne pasnunyatowmxcs ydvactkos [OHK), n 3atrem —
PUNbTPaUUIO NOSTYYEHHbIX Pe3ynbTaToB MO KayecTBY, (PYHKUMOHANbHOW 3HAYMMOCTU M T. M.
BkntouyaeT ucnonb3oBaHne Takux nporpamm, kak fastqc, trimmomatic nnmn TrimGalore, bowtie2
unn BWA, samtools. B pesynbtate nonyyatot davin B oopmaTte vcf, paboTa ¢ KoTopbim ganee
3aBUCUT OT LieNnen nccnenoBaHus.

SNV (single nucleotide variant) — Ttakke kak 1 SNP, 3To0 ogHOHYKNeoTUAHbIV NONMMopdn3M, HO
BCTpevarLminca B mccnegyemon nonyndumm ¢ yactoton meHee 1%. Kak npaBuno, Takue
BapuMaHTbl HEAOCTAaTOYHO XOPOLIO OXapakTepu3oBaHbl, Hanpumep, OOHapyXeHbl TONbKO Y
Of4HOro uvHAauBMAA. 3ayacTyld BO3HMKAKT CrOXHOCTM  pasgeneHna SNV u owmnbok
CEKBEHUPOBAHWSI.
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SOLiD (Supported Oligonucleotide Ligation and Detection System 2.0) — TexHonorus
BbICOKOMPOM3BOAMTENBHOIO CEKBEHMPOBAHMA NyTeM fnernposaHms (pucyHok 10), npeanoxeHa B
2005 rogy. OcHoBHasi ee OCODEHHOCTb 3aknw4yaeTca B TOM, YTO MpUCOeaAMHSEeTCA
OAHOBPEMEHHO MO [ABa Hykneotuga (T.e. cywectByeT 16 BO3MOXHbIX codeTaHuin). OHwu
KoAMpyloTCcs B BuAe matpuvubl npeobpasoBaHui 13 4-x uBetoB. OQHUM LIBETOM KOOUPYHOTCS:
napa HykneoTuaoB U OHa e B obpaTHoM nopsiake (Hanpumep, CA n AC), napa HykneoTuaoB u
KoMmnnemeHTapHas en napa (Hanpumep, CA u GT), napa HykneotMgoB u obpaTHo
KomnnemeHTapHas e napa (Hanpumep, CA n TG). [1na npeobpasoBaHnsa nocnegoBaTeNlbHOCTU
LBETOB B MOCNeO0BaTENbHOCTb HYKNEOTUAOB HY>XHO 3HATb OAWMH HYKNEOTUA M3 KaXKAOMW Napbl.
MpeumyiecTBOM MeToda SABMASETCA TO, YTO KaKAbl HYKNeoTUA 4uTaeTca OBaxdbl. ITO
yBenMuMBaeT TOYHOCTb MpouTeHus. HegoctaTtok — BBeAEeHME LBETOBOW KOAMPOBKM TpebyeT
ncnonb3oBaHusa cneunduyeckoro MO, YTO 3aMETHO YCNOXHAET XM3Hb BMOMHOopMaTHKam.
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SOLID™ substrate D base probes
*
N EASAARANARALARAL 3 Wiy
bead™ s adapter Template sequence 3 : I
itz |

0 15 |

rm
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Glass slide Cleavage site
1.Prime and ligate =~ 5. Repeat steps 1-4 to extend sequence
& - B W
Primer round 1 m £ m Ligatloncycle 1 2 3 4 5 & 7 ..incycles)
s o i ki s 8 i B e
Unhwrs:}]lsaq primar (m) l{;]’ * T T T 1= T T T T T T T T T IS
1 pm 4 g gl 3
-‘ PY adapter T4 Template sequence
6. Primer reset
2. lmage

Excite Puorescenca = - E E
e I Univorsal saq primer (n-1) »
i I TEETETYETER . & Primerneset 1. Mak off extended
-mmnuma- ' < saquance
.58 i :

. g s et T TE. T H L
3. Cap unextended strands
‘ Phosphatasa 7. Hepeat steps 1-5 with new primer
£ .
& s "
vy Primer round 2 m] basa shift
’ M b g
Uinivarsal saq primer (n-1) | T :
4. Cleave off fluor 2saqp AR cA €6 TC AA TA CC
Cleavage agent _*. m. .5, 58 S - LA L .

Flajsligny I314I51ﬁl”‘|l!41‘ﬂll1121314152‘-5-1.12,“24 EAJ EF )

1 Universal seq primer ()
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PucyHok 10. OCHOBHble NPUHLUMNBI CEKBEHMPOBaHUS TexHornorn SOLID.
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Synteny block (cuHTeHHbIW 6n0K) — HedOpManbHO roBOpPSA, KpynHOMacliTabHble
FOMOMOMNYHbIE YYaCTKM Mexay pasHbiMM reHomamu. PopmanbHO GNOK CUHTEHUWM CTPOUTCS
cregylowMm 06pasoM: HaxoAAaTCA TOMOSMOrMYHbIE Y4YacTKU Mexgy napon (Mnu 6onbLuvm
KONMMYEeCTBOM) F€HOMOB (3TO MOryT ObiTb Y4YacTKM C XOPOLUMM BblpaBHUBAHWEM MMM MPOCTO
reHbl). 3TW y4acTKM Ha3blBalOTCA AKOpsMU. [lanblue 3Ty AKOpS rpynnupytoTCst B CUHTEHM B0KM
No pasNMyHbIM MpaBunam 1 kaxgomy 6r1oky npucesamBaeTcs CBOW HOMepP AN KOMOMHATOPHOM
WHTepnpeTauMn 3agayn noncka reHomHblx nepectpoek. OguH 13 BO3MOXHbIX HabopoB NpaBun:
1) Akopsa OOMKHBbI HaxoauTbcs Bnvke OT yxe nexallero B 6noke sikops, yem Ha N bp, 2) B
6rokax pasHbIX OPraHM3MOB C OLHUM N TEM >Xe HOMEPOM fexaT OAHM U Te Xe AKOpPS.

Scale (mb)

PucyHok 11. CpaBHeHMe XpoMOCOoMbl X Mbiln U Kpbickl Npu nomoLuy nporpammbl NOAGG: 49 synteny
blocks.
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U

UNIX/Linux — cemMenctBo un3Ha4anbHO MHOrononb3oBaTeNbCKUX W MHOro3agaudHbiX
onepaumoHHbix cuctem (OC). Yalle Bcero mcnonb3yeTcs Ha cepBepax M BbIYUCIIUTENbHbIX
Knactepax, OJHaKO MOXeT yCTaHaBfMBaTbCA W Ha MepcoHanbHble KOMMbIOTEPbI B KadecTBe
anbTepHaTuBbl kommepyeckum OC (takum kak Windows). OcCOOEHHOCTBbIO 3TUX CUCTEM
ABnseTcsa mogenb paspaboTku. MNMockonbky OC MMET OTKPbITEIM MCXOOHbIN KO4, B UX CO34aHuUn
y4acTBYIOT MPOrpaMmMUCTbI-0O6GPOBONbLBI CO BCEro MvMpa. Brnpoyem, 4ncno Bepcuii Tak BENUKO,
4YTO eCTb M “3aKpbiTbie” BeTBU — Hanpumep, Mac OS, KoTopasi C HEKOTOPOro BpEMEHU BHE3arMHO
crana “notomkom” UNIX-cucrtem.
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