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AHHOTaAMSA

OTa KHUTA TOCBSIINIEHA TPUMEHEHUI0 OWOMH(MOPMATHKA B
TeHOMUKE, ONHON M3 Hambojiee OBICTPO pa3BUBAIINUXCH OOacTed
COBpeMeHHo# Ouonorun. bruonHpopmaTrka Urpaet KJIo4eByio poib
B aHaJM3e W MHTEPHpPETAlMM OTrPOMHBIX OOBEMOB T'€HOMHBIX
JaHHBIX, TIOMYYEHHBIX C TIOMOIIBI0O COBPEMEHHBIX TEXHOJOTHIA
CeKBeHUpOBaHWst. KHHUra OXBaThIBAET OCHOBHBIE  TPUHIIATIBI
OMOMH(OPMATUKHU, METOIBl aHaau3a TeHOMHBIX JaHHBIX, 4 TaKke
MpaKTUIECKUe acTIeKThl IPUMEHEeHUs1 OHOMH(MOPMATHKH B TCHOMHUKE.
Llenp KHUTY — TPENOCTABUTh YMTATENSIM KOMIUIEKCHOE TIOHMMaHKe
OMOMH(OPMATUKN B TEHOMHMKE M €€ MPUMEHEHWs B Pa3IMYHBIX
00J1acTAX OMOJIOrMU U MEIULIUHEIL.



Conep:kanue

['maBa 1. Beenenue B GMOMH(POPMATHKY ¥ TEHOMUKY
I'naBa 2. MeTonpl CEKBEHUPOBAaHUS Y TEHOMHBIX
JAHHBIX

KoHel 03HaKOMUTENBHOTO (pparMeHTa.

12

19



buorexHoJior
buonndopmaruka

B TeHOMMKeE:
TEOPHs U IPAKTHKA

I'naBa 1. BBenenue B
O0nouH(OPMATHKY U I'€HOMHKY

1.1. OcHOBHBIE MOHATUSA OMOMH(OPMATUKHN

BuouHpopmaTrka — 3T0 00/1aCTh HAYKH, KOTOpasi 3aHUMAaeT-
csl pa3paboOTKOI METO/I0B U MHCTPYMEHTOB JIs1 aHAJIM3a UHTEP-
npeTaluy OUOJIOrMYeCKUX IAHHBIX. TO OTHOCUTEIBHO MOJIONAs
00JIacTh, MOSIBUJIACH HA CTHIKE OMOJIOrvU, MH(POPMATUKU MaTe-
MaTUKU. UTPAET KJIIOYEBYIO POJIb B COBPEMEHHOI TEHOMUKE, I10-
CKOJIbKY MO3BOJISIET UCCIEJOBATENSIM aHAIU3UPOBATh TOHUMATh
OrpOMHBIE 0OBEMBI JAHHBIX, MOTYYEHHbIX Pe3yJbTaTe CeKBEHU-
POBaHUs1 FEHOMOB.

OnHUM U3 OCHOBHBIX MOHSTUN OMOMH(OPMATUKU SIBIISIETCS
KOHLETIUS reHoMa. ['€HOM — 3To MOJHBII Ha0Op reHeTUYecKoi



uHpopMarmu, cogepKaiieics B KJIeTKe Wik OpraHu3Me. YyeioBe-
Ka, HaIpuMep, COCTOHT OoJiee YeM 3 MUIITHApPIOB Map HYKJIEO-
THJIOB, KOTOpBIE KOAUPYIOT UH(OpMAIIMIO O Bcex Oekax u Apy-
T'MX MOJIEKYJIaX, HEOOXOMUMBIX IS )KU3HHU.

JpyruM BaXHBIM TOHATHEM OWOMH(POPMATUKU SBIISAETCS
KOHIICTIIHS OMOJTOTMUecKOoi Oa3bl JaHHBIX. Bronornyeckas 6asa
JAHHBIX — 9TO KOJUIEKIMsI OMOJIOTMYECKUX TAHHBIX, TAKMX Kak
TeHOMHbIE TIOCJIeJOBATEIbHOCTU, CTPYKTYpBl OEJTKOB U Jpyrue
OMOIOTMYECKHE JIaHHBIE, KOTOPbIE XPAHATCS B KOMIBIOTEPHBIX
cucTeMax MOryT ObITh AOCTYITHBI JUIsl aHAJIM3a Moucka. buosno-
T'MYeCKHe UTPAIOT KJIIUEBYIO poiib OMOMH(OPMAaTHKE, MOCKOIb-
Ky OHM MIO3BOJISIOT UCCIIEA0BATENISIM CPAaBHUBATh AHAIU3UPOBAThH
JAHHBIE U3 Pa3HBIX NCTOYHUKOB.

BbronHpopMaTiKa Takke HCIOJIb3YyeT Pa3JIMYHbIE AJTOPUT-
MBI M METO/IBI JJTs1 aHAJIN3a OUOJIOTMYeCKUX NaHHbIX. OIHUM U3
HauOoJIee PacpOCTPAHEHHBIX METOJIOB SIBJISIETCST METO]] CpaBHE-
HUS TIOCJIEI0BATENIbHOCTEM, KOTOPBIM MO3BOJISIET MCCIeI0oBaTe-
JsM cpaBHUBaTh nocienoBarensHoctd JJHK mnm GenkoB omnpe-
JEJATh UX CXOACTBO pa3nuuusl. [JpyruM BaxXHbIM METOIOM IPO-
THO3UPOBAHUS CTPYKTYPbI OCJTKOB, MIPEJICKA3bIBATh TPEXMEPHYIO
CTPYKTYpy OeJika Ha OCHOBE €ro aMMHOKHUCJIOTHOM MOC/Ie10Ba-
TEJIbHOCTHU.

BI/IOI/IHCI)OpMaTI/IKa HNMECT MHOTI'OYUCJICHHBIC TTPUMEHCHUSA B



Pa3IMUHBIX 00JACTsAX, TAKMX KaK MEIUWIIMHA, CEJIbCKOE XO3M-
cTBO 1 3Kosorusi. Hamprmep, GnonHgpopMaTrka MOXeT ObITh HC-
TNIOJIb30BaHa JUTsl pa3pabOTKM HOBBIX METONOB JiedeHus 3a0ore-
BaHWM, IPOrHO3UPOBaHUS 3(PPEKTUBHOCTU JIEKAPCTB aHAIN3a
JAHHBIX O PaCIPOCTpaHEHWH 3a00IeBaHui. B celbckoM X03s1i-
CTBE COPTOB PACTEHUU KHUBOTHBIX, YPOXKANHOCTH CEJIbCKOXO35M-
CTBEHHBIX MPAKTHK.

B 3akmouenun, GuonHpOpMaTUKa — 3TO 00JIACTh HAYKH, KO-
TOpas Urpaer KJIOYEBYIO POJIb B COBPEMEHHOU reHoMMKe. OHa
TIO3BOJISIET UCCIIEIOBATENSIM aHAJIM3UPOBATh U TIOHUMATh OTPOM-
HbIe 00bEMBbI JAHHBIX, TTOTyYSHHBIX Pe3y/IbTaTe CEKBEHUPOBAHMUSI
T€HOMOB, UIMEET MHOTOUHMCJICHHbIE TPUMEHEHHSI Pa3IMUHbIX 00-
JIACTSIX. CJIEYIONIEH TJIaBe Mbl paCCMOTPUM OoJiee IOgpOOHO Oc-
HOBHBIE METO/IbI AJITOPUTMbI OMOMH(POPMATUKHY.

1.2. Ucropus pa3BUTHSI TEHOMUKU

[eHoMuKa, Kak OTAeNbHAsE OONACTh HAyKH, MMEET OTHOCH-
TeJIbHO HEeJ0JTrYI0, HO OypHYIo ucropuio. E€ passutue 6b110 00y-
CJIOBJIEHO JIOCTWXKEHUSIMHU B 00JIACTH MOJIEKY/ISIPHOI Onosioruu,
MH(pOPMATUKH U TEXHOJIOTUM. B 3TOM rI1aBe MBI pacCMOTPUM OC-
HOBHBIE 3Tallbl Pa3BUTHUS TECHOMUKH UX 3HAYEHUE J1JIS1 COBPEMEH-
HOW OMOMH(OPMATHKHU.

Poxnenne reHoMuUku



Konnenmms reHomuku 3apoauiack B 1980-x romax, xoraa
yu€Hble Hauald M3y4yaThb CTPYKTYpYy U (PYHKIMIO TeHOMa Iie-
JIOM, a He OTAeJIbHBIX TeHOB. TepMuH "reHOMUKa" OBbLT BIEp-
Bble UCTOJIb30BaH 1986 rony Tomacom Pan3unHckum, amepukan-
CKUM redetukoM. OaHako Tonbko 1990-X romax reHoOMHKa Hada-
Jla IPUHUMAThL (POPMY OTIETBHON HAYYHOM JIUCHUIIIUHBI.

[Tpoekt "['eHom uenoBeka"

OJHUM W3 KJTIOYEBBIX COOBITUN B UCTOPHM TCHOMMKH CTajl
3armyck IIpoekra "'enom yenoBeka" (Human Genome Project,
HGP) 1990 rogy. D1oT MeXIyHApOIHBI MPOEKT UMEN 1IEJIbIo
pacigpoBath MOCIEJOBATEIBHOCTh HYKJIEOTHIOB BCETO T€HO-
Ma yesioBeka. Pabora Haj MpoeKToM 3aHsiia OoJiee AecsATH JieT
u 3aBepimiaack 2003 TIpoekT ogHuM Hambosiee aMOUITMO3HBIX
YCHEIIHBIX HAyYHBIX IPOEKTOB UCTOPUU, €TI0 PE3YJILTATHI OTK PbI-
JI1 HOBbIE BO3MOKHOCTH [IJIs1 IOHUMAHUSI TeHETUYECKUX OCHOB
YeJIOBeUECKUX 3a00JIeBaHU.

Pa3Butye TeXHONIOrMi CEKBEHUPOBAHUS

OpHuM U3 KITIOUEBBIX (DaKTOPOB, CIIOCOOCTBOBABIIIUX PA3BU-
THUI0 TEHOMMKHM, CTaJIO TOsABJIEHNE HOBBIX TEXHOJIOTMI CEKBEHU-
poBanus [IHK. TlepBbie MeTOIB! CEKBEHUPOBAHMS, pa3padOTaH-
Hble B 1970-X romax, ObUTH Me[UIeHHBIMU 1 ToporumMu. OIHaKO



C TOSIBJICHUEM TEXHOJIOTUH, TaKUX KaK CEKBEHHUPOBaHHE HOBO-
ro nokonenus (Next-Generation Sequencing, NGS), Bpemsi cTo-
UMOCTb 3HAUUTEJIFHO COKPATUJIMCh. DTO MO3BOJIMIIO UCCIIE/IOBA-
TeJISIM U3y4aTh TEHOMBI Pa3JIMYHBIX OPraHU3MOB Oecrperie/IeHT-
HBIX Maciradax.

bronHgopmaTrika 1 reHOMHKa

Pa3BuTre reHOMHUKH TECHO CBSI3aHO C Pa3BUTHEM OMOMH(OP-
Matuku. bronHpopmarrka obecrieunBaeT METOObl U UHCTPY-
MEHTHI [Tl aHAJIM3a UHTEPIPETAIMU OONBIINX 0OBEMOB FeHOM-
HbIX JaHHBIX. C MOSBJIEHUEM HOBBIX TEXHOJIOTMI CEKBEHMPOBA-
HHS1 KOJIMYECTBO JIAHHBIX SKCIIOHEHIMAIBHO YBEIMUMIOCh, OMO-
MH(pOPMATHKA CTajla KIIOYEBbIM (PaKTOPOM B NMOHMMAHUU ITUX
BbronHpopmaTrueckye Mo3BossOT UCCIEA0BATENSAM BbISBIIATH
TeHEeTUYECKUE BapUaHThl, CBS3aHHbIEe 3a00JI€BaHUSMU, MTPEACKa-
3bIBaTh (PYHKLIMU T€HOB U3y4aTh BOIOLIMI0 TEHOMOB.

HepCHeKTI/IBI)I I'€HOMHUKU

Ceroans reHOMHUKa SIBJISETCA OHOM U3 HanOoJiee JMHAMUYHO
pa3BUBaIOIIUXCS 0OacTell 6uonornu. Pa3BuTre HOBBIX TEXHO-
JIOTUI CeKBEHUPOBAHUS U OMOMH(POPMATUUECKUX HUHCTPYMEH-
TOB OTKPBIBAET HOBbIE BO3MOXHOCTH [Jis1 IOHUMaHUsI T€HETU-
YEeCKMX OCHOB 3a00JIeBaHUI pa3pabOTKU MEPCOHATM3UPOBAHHOM
MeIUIIMHBL. [ €eHOMUKa TakKe MMeeT 3HAYUTE/IbHbIE MePCHeKTH-



BBl B 00JIACTU CEJIbCKOTO XO35WCTBA, SKOJIOTUHM OMOTEXHOJIOTUH.
B crepyomux rmaBax Mbl paccMOTpuM OoJiee TIOIpOOHO OMO-
nH(pOpPMaTUYECKHE aCTIEKThl TCHOMUKHU UX MPUMEHEHHE Pa3/iny-
HBIX 00J1aCTSIX.

1.3. 3nauenue OMOMH(MOPMATHKYN B TEHOMHKE

B npeapiayimx riaBax Mbl paCCMOTPEIA OCHOBHBIC TIOHSITHSI
OronH(pOPMATHKN ¥ TeHOMUKHU. Tereph JaBaiTe MOrOBOPHM O
TOM, KaK 3TH JIBe 00JIACTH TepeceKanTcss OnonHMOpMaTHKa T10-
MOTaeT HaM MOHSITh TEHOMBI JKMBBIX OPraHU3MOB.

['eHOMUKA — 3TO M3yYeHUEe TEHOMOB, KOTOPbIE MPEICTABIISIOT
co00i MOMHBII HA0OP TEHETUIECKOTo MaTepuasa opranusma. [e-
HOM YeJIOBEKa, Halpumep, COCTOMT M3 Ooliee yeM 3 MuuIhap-
JI0B Map HYKJICOTU/IOB, KOAUPYIOT MH(OPMAILIHIO O BceX OesKax U
APYrUX MOJIEKYJIaX, HEOOXOMUMBIX ISl KU3HU. OHAKO, aHAIN3
TAKOTO OrPOMHOTO KOJIMYECTBA JIAaHHBIX CJIOJKHAs 3a1a4a, Tpedy-
I0IIIAs1 CHIeIUATbHBIX HHCTPYMEHTOB METOJIOB.

VIMeHHO 371ech Ha TIOMOIITh MPUXOAUT OMonH(popMaTrka. bruo-
VMH(pOpMaTHKa MPEAOCTABIISIET HAM MHCTPYMEHTHI /11 aHAJIA3a
Y MHTEpIIpeTaly TeHOMHBIX JaHHbIX. C MoMoIIpio 6uonHdOp-
MATHKHU Mbl MOKEM:

Onpenenuts rensl: buonHgopmaTrka MoOMoraeT HaM orpeze-



JIUTh T€HBI B TCHOMEC M IIOHATHb UX (pYHKL[I/IIO

AHanu3upoBaTth 3KCIPECCUI0 reHoB: bruonHpopmaruka nos-
BOJIIET HaM H3y4YUTb, KaK I'€Hbl SKCIIPECCUPYIOTCSA B Pa3HBIX
YCJIOBUSIX M TKAHSX.

[Mpenckazarb cTpykTypy OenkoB: buonHgopmarrka nmomora-
€T HaM TpefcKa3aTh OeNKOB, KOTOpble KOAMPYIOTCS TeHaMH, U
MOHATH UX (PYHKITHIO.

HccnenoBaTh 3BOMIOLMI0 TEHOMOB: BI/IOI/IH(i)OpMaTI/IKa ITO3BO-
JIACT HaM U3YYUTb TCHOMOB U ITOHATH, KaK OHU MCHAJIUCH CO BPEC-
MCHEM.

BbuouHdopmaTiKa Takke urpaet KJIo4eByio poJib B pa3padoT-
K€ HOBBIX METOJIOB JieueHus 3aboneBanuil. Hanpumep, ¢ nomo-
b0 OMOMH(MOPMATUKHN MBI MOXKEM:

OnpenenuTh reHeTUYeCKre TPUUUHBI 3a00seBaHmil: bruonn-
(popmaTrika momoraet Ham ornpeAeIuTh 3a00JIeBaHri U pa3pado-
TaTh HOBbIE METO/IbI JICUCHUS.

Pa3paborarh nepcoHaIM3UPOBaHHYI0 MeIUITMHY : BruonHpop-
MaTvKa TMO3BOJISIET HaM pa3padoTaTh MEAUIMHY, KOTOpasl y4u-
THIBA€T UHAWBUYaJIbHbIE TEHETUYECKHE OCOOSHHOCTH TallMeH-
Ta.



B 3akmouenny, OMonH(pOpPMaTHKA UTPAaeT BAKHEHIITYIO POJTh
B F€HOMMKE, MPEAOCTaBIsAsl HAM MHCTPYMEHTHI IJIsl aHaau3a 1
MHTepHpeTalyy reHOMHbIX JaHHbIX. C nmomMotipio 6uonHgopma-
TUKU MBI MOXEM IOHATh I'€HOMBI KMBBIX OPraHU3MOB, pa3pa-
60TaTh HOBbIE METOMBI JIeUeHHS 3a00IeBaHMI YITyUIIUTh HaITy
KU3Hb.

B cnenyronieit riaBe Mbl pacCCMOTPUM OCHOBHBIE MHCTPYMEH-
THl ¥ METOAbl OMOMH(OPMATUKH, WCIOb3yeMble B TEHOMHUKE.
Msl1 y3Haem, Kak 6uorH(MOpPMaTHKa MOMOIraeT HaM aHaJIU3UPO-
BaTh T€HOMHBIE JAHHBIE OHA UCIIONB3YETCS MPAKTUKE.



I'naBa 2. MeTo bl CeKBeHHMPOBAHMA
U FeHOMHBIX JJAHHBIX

2.1. TexHomorun CCKBCHUPOBAHWA HOBOI'O ITOKOJICHUA

B npeapinymieil maBe Mbl pacCMOTPENIA OCHOBbI T€HOMUKH
¥ BaKHOCTh cekBeHupoBanus [JJHK B noHumanuu pyHkmm re-
HOB HX ponu opranusme. Tenepb nepeiinem K 00CyKISHHUIO TeX-
HOJIOTMM HOBOTO IOKOJIEHHUSI, KOTOPbIE PEBOTIOLMOHU3UPOBAIIN
00J1aCcTh TIO3BOJIWIIM UCCIIEAOBATENSIM aHAIM3UPOBATh TEHOMBI C
OecrpeneIeHTHON CKOPOCTBIO TOYHOCTBIO.

Ucropus cexkBenupoBanusa JTHK

I[NepBoie TexHonmorum cekBenupoBanusi JHK Obimn pazpado-
Ta”bl B 1970-X romax U OCHOBBLIBAJIUCH Ha MeTonie Makcama-1 mi-
6epra Canrepa. DTU METO/IbI MO3BOJISI CEKBEHUPOBATh KOPOT-
kue ¢pparmentsl JHK, HO 1ocTatouyHO MEIJIEHHBIMU TPYAOEM-
kumu. B 1990-x Obia pa3padoTaHa TEXHOJOTHSI OCHOBE KaIlkJl-
JISIPHOTO 37IeKTpopopesa, KoTopasi Mo3BoJIslIa Oosiee JUIMHHbIE C
6oubliiieit ckopocTbio. OTHAKO, 9TH BCe ellle ToOporuMu TpedoBa-
JI 3HAYUTEJIbHBIX PECYPCOB.



TexHomoruu CCKBCHHUPOBAHWA HOBOI'O ITOKOJICHUA

B 2005 rogy 6bu1a pa3zpadboTaHa reppasi TEXHOIOTHsI CEKBEHU-
POBaHMs1 HOBOTO MOKOJIEHU S — 454-nMpo-CeKBEHUPOBaHUE. JTa
MO3BOJIsIJIa ceKBeHnpoBaTh Kopotkue pparmenTsl JJHK ¢ Bbico-
KO cKOpOCThIO ¥ TouHOCTHIO. 2007 Solexa (teneps [llumina), ko-
TOpasi OoJiee JIJIMHHBIE eltie OOJIbIICH

CeronHs cylecTByeT HECKOJIBKO TEXHOJOTMI CEKBEHHPOBa-
HUSI HOBOT'O MOKOJICHU I, BKJIIOYAS:

[llumina: onHa U3 HaubdoJIee MOMYISPHBIX TEXHOIOTUI CEKBe-
HUPOBAHUsI, KOTOpas MO3BOJIsIET cekBeHupoBarh Ooee 100 I'6
JTAHHBIX 3 OJIVH 3aITyCK.

Life Technologies: TexHoJOTMS1, KOTOpasi MO3BOJISIET CEKBEHU-
poBatb 6onee 10 ['6 qaHHBIX 32 OMH 3aIyCK.

PacBio: TexHonorus, KotTopast HO3BOJISIET CEKBEHUPOBATh 0O-
nee nauHHble pparmeHTs [JJHK ¢ BHICOKON TOYHOCTBIO.

Oxford Nanopore: TEXHOJIOTHs1, KOTOPasi HO3BOJISIET CEKBEHU-
posarts IHK B pexume peanbHOro BpeMeHHU € MOMOILBIO HAaHO-

nop.

[Ipenmy1ecTBa TEXHOIOTMN CEKBEHUPOBAHUS HOBOTO MOKO-



JIEHUA

Texnonornu CCKBCHUPOBAHUA HOBOI'O IIOKOJICHUA HMCIOT
HECKOJIBKO IMPEMMYIIECTB IIEPE] TPAAUITHUOHHBIMH TCXHOJIOIUA-
MM CEKBCHUPOBAHUA:

Bricokag CKOPOCTh: TEXHOJIOTMN CCKBEHUPOBAHW A HOBOI'O I10-
KOJICHUA ITO3BOJIAIOT CECKBCHHUPOBATbL I'CHOMBI C 6ecnpeueneHT—
HOM CKOPOCTBIO, YTO ITO3BOJIACT HCCICOOBATCIIAM aAHAJIMU3UPO-
BaTh OOJIBIIIOE KOJIMYECTBO HJaHHBIX 3a KOPOTKOC BPEMHI.

Bpicokasi TOYHOCTb: TEXHOJIOTMHA CEKBEHMPOBAHUSI HOBOIO
MOKOJIEHHsI TIO3BONIAIOT cekBeHupoBarh JITHK ¢ BbicOkoil TOU-
HOCTBIO, YTO TO3BOJISIET MCCIIEIOBATENSIM OOHAPYKUBATh JIAKe
HeOOoJIbIIIMe U3MEHEHHS B TEeHOME.

Huzkasi cTOMMOCTb: TEXHOJIOTUM CEKBEHHWPOBAHMS HOBOTO
MMOKOJICHUS 3HAYMTEeJIbHO cHMkaioT ctomMocth [IHK, uyto nmena-
eT ero Oosiee TOCTYIHBIM 711 UCCleioBaTeield U KIIMHUYEeCKUX
MIPUIOKEHUI.

[IpuMeHeHre TEXHONIOTMI CEKBEHMPOBAHUA HOBOTO MOKOJIE-
HUA

TexHONIOrnM CEeKBEHUPOBAaHUS HOBOIO IIOKOJIEHUS HMMEIOT
IIMPOKOE MPUMEHEHNE B Pa3IMIHBIX 00JIaCTsX, BKIIOYAS:



I'eHOMUKa: TEXHOJIOrUM CCKBCHHUPOBAHN A HOBOI'O ITIOKOJICHU S
MO3BOJIAIOT UCCIICAOBATCIIAM aHAJIM3UPOBAThL TCHOMBI C 6ecnpe-
LIC,HCHTHOIU/I CKOPOCTBIO U TOYHOCTBIO, YTO IMO3BOJIACT 06Hapy)KI/I-
BaTb HOBBIC I'€HbI X (1)}/HKI_[I/II/I

Knunuyeckas reHeTUKA: TEXHOJIOTUU CEKBCHUPOBAaHWA HOBO-
I'o IMOKOJICHUA TMMO3BOJIAIOT KIMHHUIOUCTAM JUArHOCTUPOBATL I'C-
HeTUYeCKHe 3a00JIeBaHNs C BHICOKOM TOYHOCTBHIO 1 CKOPOCTBIO.

CuHreTrueckast OMOJIOrUs: TEXHOJIOI U CCKBCHUPOBAHUA HO-
BOI'O IOKOJICHHUA ITO3BOJIAIOT UCCIIEIOBATEIIAM ITPOCKTUPOBATL U
CO3JaBaTb HOBBIC OMOJIOTMYECKUE CHUCTEMBI C BBICOKOM TOYHO-
CTbIO CKOPOCTBIO.

B 3akiioueHue, TeXHOJOTMM CEKBEHUPOBAHUS HOBOTO IOKO-
JIEHUS1 PEBOTIOLIMOHM3UPOBAIN O0JIACTh TEHOMUKU U TIO3BOJIU-
JIA UCCNIeJOBATENsIM aHAIM3UPOBATh T€HOMBI C OecIpele/ieHT-
HOW CKOPOCTBIO TOUHOCTBIO. DTH UMEIOT IIMPOKOE NPUMEHEHNE
B pa3/IMUHBIX 00IACTAX OyAyT MPOJOIIKATh UTPATh BAKHYIO POJIb
pa3BUTHM OMOMH(POPMATUKY TEHOMUKHU.

2.2. Tunsl reHOMHBIX JaHHBIX 1 UX 0COOEHHOCTH

B nipeapinyineii rinaBe Mbl TO3HAKOMUIUCH C OCHOBHBIMU T1O-
HATUSMU TEHOMHKHU 1 OuonHdopmaTuku. Tereps naBaiite 00-



Jiee oAPOOHO PACCMOTPHUM THIThl TEHOMHBIX JIAHHBIX, KOTOpbIE
SIBJISIIOTCSI OCHOBOM JJTsI BceX OMOMH(POPMATHUECKUX aHATIM30B.

['eHOMHBIE JaHHBIE MTPEACTABIISIOT COO0I OrPOMHOE KOJIYe-
CTBO MH(OPMALIMM O CTPYKTYpe U (PyHKIIMY T€HOMA KUBbIX Op-
TaHU3MOB. DTU MOTYT OBITh TIOJYYEHBI C TIOMOIIBIO PA3TMYHBIX
METOZOB, BKJIIoUas cekBeHuposanue JIHK, MUKpouuIioB gpyrux
TEXHOJIOTUM. B 3aBUCHMOCTH OT MeTofla MOJyYEeHUsl XapakTepa
JAHHBIX, TEHOMHBIE MOXHO KJIAaCCU(PULIMPOBATh Ha HECKOJIBKO
TUIIOB.

2.2.1. 'eHOMHBIE TIOCIETOBATEILHOCTHA

[eHOMHBIE TMOCTIEAOBATEILHOCTU TPECTABISIOT COOOU JIU-
HerHble HyKJ1eoTuaoB (A, C, I'u T), KoTopble COCTaBIISIIOT FEHOM
’KMBOTO OpraHU3Ma. TH MOTYT OBITh TIOTy4Y€HbI C TIOMOIIBIO Me-
toaoB cekBeHupoBanus [JHK, Takux kak Canger-cekBeHUpOBa-
Hue Wi HoBoe nokojieHue (NGS). SBIISI0TCA OCHOBOM 151 BCEX
O1OMH(pOPMATUYECKUX aHAJIM30B, IIOCKOJIbKY OHU COfIEPKAT WH-
popmariuio o cTpykType (pyHKIIMU reHoMa.

2.2.2. DKCIPECCUOHHBIE JaHHbIE
DKCIPEeCCUOHHBIE TAHHBIE MPEICTaBIISIOT co00M MHpOpMa-

LIMIO O YPOBHE KCIIPECCUU F€HOB B PA3JIMYHBIX YCIOBUAX. JTU
MOT'YT OBITh MOJYYEHBI C TIOMOIIBI0 METOJJOB MUKPOYHMIIOB, CE-



kBeHupoBaHusi PHK (RNA-seq) win apyrux TeXHOJIOTUM. T103-
BOJISIIOT UCCIIEAOBATENSAM [TOHSATh, KAK T'€HbI PETYJIMPYIOTCS OTBET
Ha pasinyHble (haKTOpPbl, TAKME OKpYXKalolias cpena, 3aboeBa-
HUs JICUEHUE.

2.2.3. CTpyKTypHBIE JaHHbIE

CTpyKTypHBIE TaHHBIE MPECTABIAIOT OO0 MH(pOPMAITHIO O
TPEXMEPHOU CTPYKType OEKOB U APYruX OMOIOTMYECKUX MaK-
POMOJIEKYJI. DTU MOTYT OBITh TIOJyYEHBI C ITOMOIIBI0 METOIOB
PEHTTEHOBCKOM KpHcTauiorpauu, siAepHON MarHUTHOU pPe30-
HaHCHOM criekTpockomuu (FAMP) winM TeXHOMOrui. Mo3BOJIsI-
I0T MCCIIeIOBATENISIM MOHSTh, KaK OeJIKU JIpyrue OMoIornyecKue
MaKpOMOJIEKY/Ibl B3aMMOACUCTBYIOT JAPYTMMHU MOJIEKYJIAaMU BbI-
MIOJTHSIIOT CBOU (DYHKIIUU.

2.2.4. OyHKIMOHAILHBIE JaHHBIE

dyHKIMOHATbHBIE JaHHBIE MPEACTABISAIOT co00il nHpOopMa-
M0 0 (PYHKIMAX IeHOB U OEJKOB. DTH MOryT OBITh IMOJyYe-
HBI C TOMOIIIBI0 METO/I0B OMOMH(OPMATHKH, TAKMX KaK MPEACKa-
3aHre (DYHKIMA WM OEJIKOB Ha OCHOBE WX TOCJIEI0BATEIbHO-
CTell CTPYKTYp. MO3BOJISIOT UCCIIEA0BATENSAM MTOHSATD, TeHbI Oe-
K{ YYacTBYIOT B pa3/IMYHbIX OMOJIOTMYECKUX MTPOLIeCcax OHU pe-
T'yJIUPYIOTCS.



2.2.5. lHTerpatvBHbIE JaHHBIE

WHTerpaTuBHbIe JaHHBIE MPEACTABISIOT coO0O0N MH(pOpMa-
LIMI0, KOTOpasi OObEIUHSAET U3 Pa3IMYHbIX UCTOYHUKOB, TAKMX
KaK TeHOMHBIE T0CJIEJOBATEIbHOCTH, SKCIIPECCUOHHBIE JaHHbIE,
CTPYKTYPHBIE ¥ (DYHKLIMOHAJIBHBIE JAHHBIE. DTU ITO3BOJIAIOT UC-
clieloBaTessIM TIOHSITh, pa3lMyHble OMOJIOrMYECKUe MPOLIECCHI
B3aMMOJICHICTBYIOT OHU PETYJIUPYIOTCA.
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