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BBenenune

3a mocienHue ropl OMOJIOTHS Havalla IIPEeBPalIaThCs B HAYKY, «OOTaTylo JaHHBIMI.
Pa3zmMep GakTepuaibHOTO TEHOMa — MHJUTMOHBI HYKJICOTH]IOB, BBICIIIETO dKHBOTHOT'O — COTHH
MUWIIHOHOB WJIH MIJITHAP/BL. TpaHCKPUIITOMUKA, H3yJarolasi aKTHBHOCTh T€HOB, MTOJTy4YaeT
JaHHBIE O KOHIICHTPALUAX JIECATKOB Thicsiy MaTpuuHbiX PHK, nporeoMnka — 0 COTHSX ThICSY
MENTHIOB U 0€IOK-0ETKOBBIX B3aUMOIEHCTBHSIX. C TAKUM KOJMYECTBOM MH(POPMALIUU HEIH35
paboTaTh Bpy4HYIO, TOTOMY 00paboTKy HH(pOpMalnu He0OX0IUMO aBTOMATH3UPOBATh.

Hcxonnas nHGOpMAIUs poXKIAaeTCs B ThICSYaX IKCIICPUMEHTOB, HE3aBUCUMO
MIPOBOJIUMBIX IO BCEMY MUPY € Pa3HBIMH LEIIMU. [loydueHHbIe TaHHBIE SKCIIEPUMEHTATOP
CpaBHHUBAET CO BCEM Ha0OPOM yKe UMEIOIINXCS B OaHKe (OTHUM M3 TaKUX OAaHKOB SIBIISETCS
KpyIHEHInii 6aHK JTaHHBIX TeHHBIX TocieaoBarenbHocteit EMBL Nucleotide Databank [1]).
Hanpumep, onpeenus B ONbITE HYKJICOTHIHYIO MOCIISIOBATEIBHOCTh HOBOTO T€HA C
HEM3BECTHOH (PYHKITHEH, CCIIeIoBaTeh MOKET Y3HATh, UMEIOTCS JIH Y JPYTUX OPTraHU3MOB
MTOXO0’KUE TeHBI, U KaKyro (PYHKIIUIO OHU BBITTOJTHSIIOT. MOXET OKa3aThCs, 4YTO TeH YETIOBEKa,
CBSI3aHHBIN C KAKMM-IM00 3a00JIeBaHNEM, TOXO0K, HaIIpUMEpP, Ha OaKTepHaIbHBIN I'eH ¢
U3BECTHON (yHKIMEH. DTO JacT HUTh Ul AAJbHEUIINX MCCIeI0OBaHUHN 110 ONPEeICHUIO POIU
reHa B 3a0osieBanuu. Eciiu uccrieoBarens He Hailell B OaHKE OTKPBITON UM
MOCJIeIOBATEIBHOCTH, OH TIOCBIJIAET €€ TY/Ia, MOTIOIHSAS OaHK.

CyiecTByeT MHOKECTBO IPUIIOKEHUH, 00eCIIeUnBaIOIINX TOCTYI K TeHOMHOM
uHpopManuu 1 padboTe ¢ Hel, HO 3a4acTyl0 OHU HEJJOCTATOYHO YA00HBI, TM00 MPEIOCTaBISIOT
HEI0CTaTOYHO MIMPOKYIO (PYHKIIMOHATHHOCTD.

ITpoext Genome Query co3aas JuIs TOrO, 9TOOBI TOMOYb YUEHBIM HJIH MPOCTO
MHTEPECYIOMIUMCS TaHHOW TeMAaTUKOM JIIOASIM B PELIEHUN KaKUX-TH00 MOMCKOBBIX 337124,
MIPOBEPKE HEKOTOPHIX CTATUCTUYECKUX TUIIOTE3 WIM HAXOXKJICHUU MH(POPMAIIUN O TeHOME
yesioBeKa, o0ecreurBas y100HbIN JOCTYI U paboTy C FEHOMHOM MH(pOpMAaIUE, TpH 3TOM
MIPEOCTABIISS MIUPOKYIO (PYHKIIMOHATBHOCTD.

B Hacrosiee BpeMs B IPOEKTE MOJIEPKUBACTCSA MOUCK 33JaHHOM HYKJICOTHTHON

MOCJIEIOBAaTEILHOCTH B T€HOME UeJIOBEKA, KaK TOUHBIM, TaK U HETOUYHEIM, a TaKXKe



IIPEJOCTABIIAETCS aHHOTALMOHHAs MH(OPMAIIHsL O pa3IMYHbIX JIEMEHTaX FeHOMa YellI0OBEKa, B
YaCTHOCTH, O FeHaX.

[TpoekT npenocrasisieT BeO-cepBUC AJIS MOTYUYEHHUS BBIIICYKa3aHHON HH(pOpMAIuy, a
Taioke Web-API, Benércs pazpaboTka OHOIMOTEKH Pean30BaHHBIX AJITOPUTMOB JUIS IOUCKA
10CJIe10BATEIbHOCTEH.

OnHoit n3 0CHOBHBIX 00J1acTeil OMOMH(pOPMATUKHU ABJISIETCS aHHOTAlUA TeHOMOB. B
KOHTEKCTE TeHOMUKH aHHOTAIIMsI — MPOLIECC MAPKUPOBKU T'€HOB U IPYTHX OOBEKTOB B
nocnenosarenbHocty JJHK. K anHOTanuu reHoMa OTHOCST olucaHue (yHKIMOHAIbHBIX U
CTPYKTYPHBIX XapaKTEPUCTUK T€HOMA, MECTOHAXOX/IEHUE KOJUPYIOLUX YJYaCTKOB I'€HOB B
T€HOME, PETYJISITOPHBIX 3JIEMEHTOB, PETYIMPYIOLIUX TPAHCKPUIILUIO U Apyrue pyHKIUN reHoMa,
oco0eHHOCTeH (QYHKIIMOHUPOBAHHUS T€HOMA, B YaCTHOCTH, TKaHECTICU(UIHOCTH IKCIIPECCUU
T'CHOB, TaK Ha3bIBAEMBIX MPO(UIIEH NX HIKCIPECCHH, B3aUMOCBSI3eH MEX Ty TeHaMHU H JPYTUX
(YHKIMOHAJIBHBIX CBOMCTB FeHOMA.

MBI pacCMOTPUM YacCTHBIN Cllydail JaHHOMH 3a/1aun, a UMEHHO — [IOJydeHne HHPOpMaLuu
0 MOCJIEA0BATEIBHOCTH HYKJIEOTHIOB 110 €€ MECTOIIOIOKEHUIO B TECHOME YEJIOBEKa.
HccnenoBareinss MOXKET HHTEPECOBATh, KAKME I'€HbI HAXOJATCS B XPOMOCOME WIIM €€ YacCTH.
Jpyrum npumMepoM SIBIIIETCS CIEAYIONas CUTyalus: NalUeHTa IPOKAPUOTUITMPOBAIIN
(YCTaHOBMJIM €Tr0 KapHOTHII, TO €CTh KOJIMYECTBO U MOP(OIOTHI0 XPOMOCOM) U YBUJIENH, UTO Y
HEro NOoTepsiHa YacTh KOPOTKOTO IIJIeYa, CKaxeM, 18-if XpoMocoMbl. YKa3aB MIPUMEPHBIi
JIMara3oH MOTEPSIHHOTO Y4acTKa, XOTEIOCh Obl y3HATh, UEM TaKas MOTeps IPO3UT.



ITocTanoBKa 3agauun

3amada COCTOUT B TOM, YTOOBI TPOBECTH aHAJIN3 CYIIECTBYIOIIUX PELICHUN 3a1a4H O
MOJIy4YEHUH MH(POPMALIUH O TOCJIE0BATEIbHOCTH HYKJIEOTHIOB 110 €€ MECTOIOJIOKEHUIO B
IeHOMeE YeJIOBEKa U, 110 pe3ysibTaTaM 0030pa, IPUHSTH PEeLIeHHe O J00aBIeHUH JaHHOM

(GyHKIMOHATBLHOCTH B paMKax mpoekra Genome Query.



O030p cymiecTBYHOIIMX penieHul

Jlnst 0630pa ObLIH BEIOpaHBI HAN0O0JIE€ U3BECTHBIE CEPBHCHI, O3BOJISIOIINE TTOTYIUTh
nH(popMalnio 06 yuacTke reHOMa 4eJIoBeKa Mo ero mo3uiuu. Takke CylIeCTBYET psiJl CEPBUCOB,
HCIOJIB3YIOUINX T€ )K€ 0a3bl TaHHBIX, YTO U PACCMOTPEHHBIE, TO3TOMY OHU HE ObUIH BKJIFOUYEHBI

B 0030p.

Ensembl

Ensembl [2] siBiisieTcst COBMECTHBIM HayYHBIM IIPOEKTOM EBpOIEHCKOr0 HHCTUTYTA
ouounndpopmaruku (EBI) u Wellcome Trust Sanger Institute, koTopslit 6611 3amytieH B 1999 roay
B OTBET Ha MpeCcTosAIIee OKOHYaHue npoekTa «I'enom uenosekay [3]. [Tocie 10 ner
CylIecTBOBaHHMA, 11eNbI0 Ensembl ocTaercst o6ecrieqnTs EeHTpaIM30BaHHBIN pecype s
TCHETUKOB, MOJICKYJISIPHBIX OMOJIOTOB U JAPYTHX MCCIIEIOBATENICH, U3yJarOIIUX TeHOMBI HAIIIETO
COOCTBEHHOTO BUJIa U APYTHX MO3BOHOYHBIX opraHu3MoB. Ensembl siBisiercst oqHuM U3
Han0oJiee U3BECTHBIX Opay3epoB s MOUCKA TEeHOMHOW WH(OpMaInu.

[Tonmp30BaTe s MOXKET YKa3aTh THII TEHOMAa, XpPOMOCOMY U JTMAIa30H B HeW. B pe3ynbprare
OyzeT nokaszaHa HH(popMaIs 06 IeMeHTax reHoMa B JAaHHOM ero 4acTH, a TaK)Ke BOKPYT Hee.

Ha puc.1 nokazano mosie BBoJa /Uil yKa3aHHUs HHTEPECYIOIIEro HAC yyacTKa, a Ha puc.2 —

pe3yibTaT paboThl cepBHUCa.

Search: Human = for chromosome 6: 133017695-133018000 | Go
e.g. BRCAZ2 or rat X:100000..200000 or coronary heart disease

Puc. 1 Ione 6s6ooa ¢ Ensembl



Chromosome 6: 133,017,695-133,018,000
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Jlanee, kak BUJHO U3 pUC.4 , MOXKHO MOJYYUTh OoJiee JeTalbHyI0 HHPOPMAIIHUIO:

Gene summary help|

Hame TAART (HGNC Symbol)
Synonyms TAL, TART, TRART [Te view all Esiembl genes linkss |5 the name dis haes |
CCos Thig gene iz a member af the Human CCDS get: CCDS5158

Gene type
Prediction Method
Alternative genes

Known proten coding
Gene C-:Jrllilll1l|1!__‘| both Ensermbl -:_]‘,'rlcbl,llm lransenpls and Hﬂ.ﬂa rmanual curalion, See aticla
This gene corresponds to the following database identifiers:

Havana gene: OTTHUMGQO0000015583 [view all lacations]

Contigs
EnsembliHavana g,

Fervaard strand
132 35,000 132 960,000 132,562 000 132 554,000 132,563 000 132,570,000 132373000 132,574 000 132,576,00

protein cod
133 865,000
2102k

1323%6,000 132 360,000 132,564,000 132,562,000 132,570,000 132973000 133574000

== Fleverse strand

132,552,000 EI.!?.BTE.DD

Export Image

Puc.4 Jlemanvuas ungpopmayus o blopanHom snemenme

C nomorkto Ensembl moxxuHO monyunTh nHpOpMAaIHIO 0 JoKycax [4], reHax u moBTOpax
[5], nonanarormux B 3aganHyro obnacth. K coxanenuro, HHGOpMAIIKs O FeHaX HeI0CTATOYHO
noJpoOHa — HET CBEJICHUH O KOAMPYIOIINX (9K30HAX ) U HEKOIUPYIOMIHMX (MHTPOHAX) y4acTKax

reHa, a 9TU CBCACHUA MOT'YT OBITh JOBOJIBHO ITOJIC3HBbI.



UCSC Table Browser

UCSC (University of California, Santa Cruz) Table Browser [6] o6ecrieunBaer goctym K
OI'pPOMHOMY KOJIMYECTBY AAHHBIX O I'CHOMAX pa3jMYHBIX OPraHUu3MOB. C IIOMOIIBIO JAHHOI'O
CEepBHCa MOKHO yYKa3aTb '€CHOM, XpOMOCOMY U I/IHTepeCYIOHII/Iﬁ HacC aualria3oH, a TaKXeE TUII
nH(pOpMAaINY, KOTOPYIO MBI XOTHM IMOy4UTh. HeoctaTkamMu TaHHOTO CepBHUCa SBISETCS
0O0JIBIIIOE YMCIIO HACTPOCK, KOTOPHIE HY)KHO 337aTh, OTPAHUYCHUS B TUIIE IMOTYyIaeMON
nH(popManuu (Heb3s 3a/1aTh HECKOJIBKO HHTEPECYIOIIUX HAC TabJIHII, IO KOTOPBIM OyIeT
BCCTHUCH HOI/ICK) n (i)OpMaT BbIIABACMOTI'O pE3yJibTaTa.

Ha puc.5 nokazan npumep ucnosip3oBanus Table Browser amst mony4denus: uHpopMaiu

0 I'eHax, MepeCCKaronmnxcsa ¢ yiaCTKOM 22-o1 XPOMOCOMBI YCJIIOBECUCCKOI0O rcHoMa, HaunuHaA €

33265750 u 3akaguuBasg 33266750 no3uiueii:

Table Browser

Use this program to retrieve the data associated with a track in text format, to calculate intersections betweer
Table Browser for a description of the controls in this form, the User's Guide for general information and sam
and usage. For more complex queries, vou may want to use Galaxy or our public MvSQL server. To examin
Credits page for the list of contributors and usage restrictions associated with these data.

clade: Mammal » genome: Human » assembly: Feb. 2009 (GRCh37/hg13) =

group: Genes and Gene Prediction Tracks ~  track: UCSC Genes - [ add custom tracks
table: knownGene ~ | describe table schema |

region: () genome @ position chr22:332656750-33266750 [ lookup ] [ define regions

identifiers (names/accessions): | paste list | | upload list |

filter: | create
intersection: | create
correlation: | create

output format: all fields from selected table + Send output to [ Galaxy [ GEEAT
output file: {leave blank to keep output in browser)

file type returned: @ plain text ) gzip compressed

[ get output ] [ summary/statistics ]

Puc.5 Ipumep ucnonvzosanus Table Browser



Kak BuaHO U3 puc.6 , noayyaemsble pe3ybTaTbl MHOTAA TPYJHO pa30oUpaTh:

#name chrom strand txStart txEnd cdsStart cdsEnd exonCount exonstarts
uc@a3amx. 2 chr22 - 32988541 33482889 320009678 33482647
ucBa3amy.2 chr22 - 320988541 33482889 329@9794 33482647
uc@d3iamz. 2 chr22 - 32988541 33454377 32989678 33482647

Puc.6 Pesynomam pabomer Table Browser

exonEnds
13
12
14

C nomorneio Table Browser Mo>xHO MOJTy4UTh MOAPOOHY0 HHYOPMALIUIO O TeHAX BMECTE

C UX KOAUPYIOIIMMHU U HCKOAUPYIOIIUMHU Y4aCTKaMH, O JIOKYCax, IOBTOpax U SNP mHorumx
OpraHu3MoOB, HO UIA KaXXA0I'0 BH/J1a 3JICMCHTOB HYKHO CO31aBaThb OT)I@J'IBHBII‘/'I 3alIpocC, a TaAKIKC

HCEAOCTATKOM SBJIACTCA TO, YTO IMOJIYYCHHBIC PC3YJIbTATHI HY>KHO B IIaJII)HeI\/JIIIIGM O6pa6OTaTI),

4TOOBI OHM OBUIH MPECTABJICHBI B YJOOHOM BHUJIE.

10
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32988541
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UCSC Genome Browser

UCSC (University of California, Santa Cruz) Genome Browser [7] mo3BoJsieT moay4arsb
HH(POPMAIIHIO O 33JaHHOM Y4acTKE XPOMOCOMBI, MPEIOCTABIISS MOJIH30BATEII0 BU3YaTU3aIIHIO
3aaHHOT'O y4aCTKa. KapTI/IHKy MOKHO YBCJIMYUBATh U YMCHLIIATH, TCM CaAMBIM paClInupAsa U1
Cy»as IMara3oH, TOT/Ia y4acTOK Oy/IeT MoKa3aH ¢ MeHee WiH 0oJiee mopoOHON HHpOopMaIuei o
COZIEPIKAIIMXCS B HEM 3JIEMEHTaX COOTBETCTBEHHO. J[Jsi KaXKI0r0 37IeMEHTa Ha KApTHHKE MOXHO
MOJIYYUTh €r0 aHHOTAIIUIO, B YaCTHOCTH, JOCTYITHBI aHHOTAIIMK T'€HOB U MOBTOPOB. Ho st
IMOJIYYCHUA HH(l)OpMaL[I/II/I 0 KOAUPYIOIINX U HEKOAWPYIOIMUX YUaCTKax I'CHOB NPUACTCA
Bocmosib3oBaThest Table Browser.

Ha puc.7 npencraien npumep oTodpaxkeHus: uHpopMaIiu 00 y4acTKe ¢ MO3UIUN

33265750 o 33266750 21-0if XpOMOCOMBI YEJIOBEYECKOTO TEHOMA.

UCSC Genome Browser on Human Feb. 2009 (GRCh37/hg19) Assembly
move [ <<< |[ << | < |[ > |[>> |[>>> | zoomin 1.5x ][ 3x | 10x || base | zoom out [ 1.5x || 3x ][ 10x ]

e - ‘Syrma V1 1 “pe
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Puc.7 Pezynomam pabomsr Genome Browser
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Ha puc.8 nmokasan npumep anHoranuu rena HUNK:

RefSeq Gene HUNK

RefSeq: NM_0143861 Status: Validated
Description: Homo sapiens hormonally up-regulated MNeu-associated kanase (HUNE), mRINA.
CCDS: CCD513610.1

CDS: 7' complete

OMIM: 606532

Entrez Gene: 30811

PubMled on GGene: HUNE

PubMAled on Product: hormonalty
GeneCards: HUNE

AceView: HUNE

Stanford SOURCE: NM_014586

Summary of HUNK

mRNA/Genomic Alignments
BROWSER | SIZE IDENTITY CHROMOSOME STRAND START END QUERY START END TOTAL
brouser | _7385 1680.0% 21 + 33246628 33376377 MM_B814586 1 7385 7385

el

Position: chr21:33245628-3337637
Band: 21g22.11

Genomic Size: 130730

Strand: +

Gene Symbol: HUNEK

CDS Start: complete

CDS End: complete

Puc.8 Annomayus cena HUNK

12



HNrToru 0030pa cymecTBYHOLIUX PelICHUH

B pesynbrare uccnenoBanusi paboThl BBIIICONHCAHHBIX CEPBUCOB OBLIO MPUHSTO
perieHue 100aBUTh B mpoekT Genome QUEry Bo3MOKHOCTD MOTy4YeHUsT HH(DOPMAITUHU O
MOCJICIOBATEIBHOCTH HYKJICOTHIOB TI0 €€ MECTOIOJIOKEHHIO B TCHOME YEJIOBEKa, ITOMY
MOCIIOCOOCTBOBAIO HECKOIBKO MPHYUH.

Kaxnp1if 13 pacCMOTPEHHBIX CEPBUCOB UMEET CBOU IIPEUMYIIIECTBA, HO TAKKE U
Henocratku. B Ensembl u Genome Browser orcytcTByet uH(OpMaiusa 00 3K30HaX U HHTPOHAX,
OHa MPHUCYTCTBYET TOJILKO B TabiMIIaX, HCHoib3ytomuxcs B Table Browser, Ho pe3yabTarsl
paboThI TaHHOTO CepBUCA TPYAHBI U IOHUMAaHHS, HHOTIa KX HEOOXO0IMMO 00paboTaTh u
peaCTaBUTh B Oosiee HarsiaHoM Buae. Ensembl u Genome Browser mpeacTaBisiioT pe3yabTar
paboThI B rpad)uuecKOM BHJIE, YTO OYCHB yI00HO IS TIOJIB30BATEIIS, HO €CIIH PE3YIbTAThI OYIyT
WCIIOJIB30BATHCS ISl TAIIbHEHIIINX UCCIICIOBAHHIA U €CJIH 3alPOCOB MHOTO, TO YKeJIaTeIbHO
UMETh BO3MOXKHOCTh aBTOMATH3AIIMU 00pabOTKH MOTy4YeHHON HH(OpMAIHH, a TAKKE UMETh
BO3MOKHOCTB OBICTPO HCITOJIB30BATh MOJyYSHHBIE PE3YIIbTATHI JIsl IPYTHX 3aIIPOCOB U
uccnenoBaHuit. J{is aTux eneit 6onee moaXOIsAIMUME SABISIOTCS pe3yabTaThl B TEKCTOBOM BH/IE.
Table Browser Bbiiaet pe3ynbraTel B TSKCTOBOM BH/IE, HO MTPOLIECC 3aJaHUs] HACTPOEK 3arpoca
HETPUBHUAJICH.

B npoexTe «Genome Query» pa3paboTaHbl U peaTn30BaHbl ATOPUTMBI I TOYHOTO H
HETOYHOTO MOMCKa HYKJICOTUHBIX MOCIIEI0BATENBHOCTEH, a TAK)XKe PelaeTcs psj Apyrux 3a1ad.
ITpoekT npenocrasiseT BeO-cepBuc U Web-API, Takke Benércs pa3paboTka OMOIHOTEKH
peaTM30BaHHBIX AITOPUTMOB ISl TIOMCKa TOCIeI0BaTelbHOCTeH. BhuTo pemeno 106aBuTh
BO3MOKHOCTH TTOJTy4eHHSI HH()OPMAIHH O MTOCIIE0BATEIPHOCTH HYKJICOTHIOB TI0 €€
MECTOMOJI0KEHUIO B TEHOME KaK, 4YTOObI UMETh 00JIee MOIITHOE CPEICTBO I UCCIIECAOBAHMM, 1
MIOJIb30BaTEIM MOTJIM OBl HCITOJIb30BaTh BCEIO OJMH MHCTPYMEHT JUIs PELIeHHs CBOMX 3a/1ad. Tak
KakK IpOoeKT mnpenoctapisier Web-API, Bo3MOXHO perieHue 3a1a4 ¢ 00IbIINM KOJUYECTBOM
3aIpoCcoOB, KOTOPHIE HE HY)KHO OyJeT BBOAUTH BPYYHYIO.

Jla"HBIE O JTOKYCaX, MOBTOPaX, a TAK)Ke FreHaX U MX KOAUPYIOMIUX U HEKOTUPYIOIIHX
ydacTKax ObUTH B3STHI U3 TaOJUII, UCTIONB3ytonmxcs B Table Browser, mockoibky B HUX

COJEPIKHUTCS OTPOMHOE KOJIMUYECTBO MH(popMaIuu, B3stoe u3 GenBank.
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Peanu3zanusi COOCTBEHHOI0 pellieHUsl MOCTABJIEHHOM 3a1a4u

I[aHHBIG O PA3JIMYHBIX 3JICMCHTAX CYUTBHIBAKOTCA M3 Ta6HI/ILI, IIpU 3TOM CO3JAr0TCA
OK3EMINIAPBI COOTBETCTBYIOIHX KJIACCOB 3JICMCHTOB (FeHOB, IIOBTOPOB, J'IOKYCOB). Kamz[mﬁ
TaKOW 00BEKT UMEET HECKOJIBKO anI/I6YTOB, B TOM YHCJIC HAYAJIbHYIO U KOHCYHYIO ITO3UIIMHU Ha
XpomMocoMe, 0603HaanOH.[I/IC MECTOITOJIOKCHUEC JAHHOT'O 2JICMCHTA, HOMCP XPOMOCOMBI, UM

3JIEMEHTA U CIIUpalib, Ha KOTOPOH 3JIEMEHT HaXOJHUTCs, KOTOpbIe 00pa3yroT kiacc Location:

public class Location {
private int myStartindex;
private int myEndIndex;
private Chromosome myChromosome;

private Strand myStrand;

KonndecTBo 00bEKTOB HACUUTHIBAET COTHU THICSY, B YACTHOCTH, HECKOJIBKO JIECATKOB
TBICSTY TEHOB, KXK/IBIM M3 KOTOPHIX MOXKET COIEPKATh ACCITKUA SK30HOB M HHTPOHOB. [Ipu sTOM,
HYKJIEOTH/IHBIE MTOCIIEI0BATEIbHOCTH, COOTBETCTBYIOIINE AJIEMEHTaM, MOTYT niepecekarbes. s
TOTO YTOOBI 110 TIO3UIIUU B TEHOME OIPEICIUTh, KAKUE dJIEMEHTHI COJEPKAT TaHHYIO MTO3UIIHIO,
ObLT pa3paboTaH CIeAYIONIUI alrOPUTM:

BBoautcs cTpykTypa: BECh TEHOM JISJTUTCS HA XpPOMOCOMEI, a T€, B CBOIO OUYepe/ib, Ha
YJacTH JUIMHON B MIJITMOH HYKJICOTHJIOB (TOuHEe, B 2”°20), Tpy 3TOM MMOCIIeTHUE YaCTH HMEIOT
JIPYTYIO JJIMHY, 3aBUCSIIYIO OT KOJIMYECTBA HYKJIEOTUIOB B XpOMOCOME. TeM caMbIM MbI
MOJIy4aeM MacCHB U3 25 311eMEHTOB (110 YUCITY XPOMOCOM), KQXKIbIM 2JIEMEHT KOTOPOTO
IpesicTaBiIsieT co0ol pa3OreHrne XpoMOCOMbI Ha YacTH, a KaXKJasi 4acTh OTBEYAeT 3a
OTIpe/IeTICHHBIN Y9aCTOK TeHOMA. DTH YYAaCTKH OYIyT 3aMOJIHATHCS HHpOpMaIueil o0 aneMeHTax
(3K30HaX, MHTPOHAX, JIOKYCaX, IOBTOPaX ), MEPEeCeKarIINX NaHHbIH ydacTok. Ha puc. 9

[I0Ka3aHO HAYaJIbHOE COCTOSIHUE CTPYKTYPHI Ha IPUMEPE OAHON XPOMOCOMBI:
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Chromosome

e ——

Partl Part2? Part3
(empty Location) (empty Location) (empty Location)

Puc.9 Hauanvnoe cocmosinue cmpykmypbi

[Ipu cunThIBAHKHM T€HOMHOMN MH(GOPMAIIMH U3 TAOJINII, KKJIBIH CO3aHHBIA OOBEKT

YUUTBHIBAETCS B CTPYKTYpPE U pa30MBAET €€ Ha 04acTH, YTO MPOJIEMOHCTPUPOBAHO Ha puc.10:

Partl.2 Chromosome
{Gene;
Part1.1 Partl.3 papo Part3

(empty) (empty)empty Location) {empty Location)
Puc. 10 /lobasnenue ungpopmayuu o6 s1emenme

[Ipu nanbHeeM cunTHIBAHUM HH(OPMALIUK U3 TAOJIUI IPOUCXOAUT J00aBICHNE
MH(pOpMAIIUU O HUX B CTPYKTYPY, YaCTH pa3AeisSIOTCs Ha HellepeceKatolecs reHOMHbIE
YYacCTKH, COJEPIKAIINE CIIUCOK DJIEMEHTOB, IIEPECEKAarOIIMX ATOT yyacTok. Ha puc.11 nokasan
pUMep Takoro apobienus (cuutbiBaeTcs nHGpopmarus o Genel, mpu 3ToMm B CTPYKTYpe yiKe
MMeJICS y4acTOK, KOTOPBIN cojiepkai nHGOopMaIuio Tonbko o Gene2; B pe3yabpTare moiydaemMm

TPH HENepeceKaroIuXcs y4acTKa):
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. ¢ Gene2
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Genel Gene2

" S
Genel
Gene2

Puc.11 /[pobaenue yuacmxa npu cuumuléanuu H08oU uUHpopmayuu

B pesynbrare Takux 1efcTBUN MBI IOIY4aeM CTPYKTYPY, COCTOSIIYIO U3 OOIbIIOTO
YHCJIa HEMEPECEKAIOMINXCS yIaCTKOB (MOXKHO CKa3aTh, 1uana3oHoB). [Ipu 3anpoce nHpopmanuu
IUIs1 KaKO-T100 MO3UIMHK 33JaHHOM XPOMOCOMBI U3 CTPYKTYPbI BEIOMpAETCs HYKHBIN 2JIEMEHT
MaccHBa, COOTBETCTBYIOLIHH 3aJaHHON XpOMOCOME; J1ajiee, 10 3HAaYeHUIO X3II-(DYHKIIMH OT
3aJJaHHOH MMO3UIMHU (B TaHHOM cllydyae X31I-(QYHKIUS NpeACTaBIseT co00 Lelyto 4acTh OT
JeTICHHST YK CIIa, COOTBETCTBYIOMIETO MO3UINH, Ha 220) BEIOMpaeTcst Hy>)KHBIH y4acTOK, a B HEM,
C MIOMOIIIBbI0 OMHAPHOI'O TIOKCKA, BEIOUPAETCSI HYKHBIN y4acTOK, B KOTOPOM COJIEPIKUTCS CITUCOK

9JICMCHTOB, €T0 IICPECCKAIOIIUX. TeMm caMbIM MBI IoJIy4a€M MHTCPECYIOUIYIO HAC I/IH(I)OpMaI_[I/II-O.

B HACTOAIICC BpEMA PE3YyJIbTAT pa6OTBI BbIAACTCA B BUJC CIIMCKAa UMCH 3JICMEHTOB,
MepeceKaroInX 3aJaHHbIN TUana3oH Wik no3unuio. [1ockombKy pe3ynpTar B BUJE TEKCTa, a He
KapTUHKH, €r0 MOKHO HUCIOJIb30BATH JJIS MOCIEAYIOIINX 3alpOCOB U UCCIIEOBAHHM, IPU 3TOM
paboTy MO>KHO OyJIeT aBTOMaTU3UpOBaTh. Takxke ¢ momoiibio Genome QUery Mo>xHO MOJTyYUTh
6oJee neTanbHy0 HHGOpMAIUIO 00 JIeMEHTaX UM, K IPUMEPY, TIOCMOTPETh HEKOTOPYIO
HYKJICOTUIHYIO TTIOCIIE0BATENLHOCTE. [IprMeps! paboThI cepBUCca MPOAEMOHCTPHUPOBAHEI HA

puc.12-14:
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mencme Query

[ what chr22:41000000

[ -

This things can be found here:

Locus 22ql13.1
Intron #12 of mkl1

Pucli?2. Ilpumep pabomul cepsuca

m:ancme Chuery

| info HMGBT

| -

Wame:
hmghbl

Alzo known as:
qfugvi, hmgbl, cr625918, np_ 002119, hmgh:_hurman, nm_002128
Protein Ik

np_002119

Description:

high-muobility group box 1

Location:

chromosome 13
strand: -
indexes: 31039379 - 31032330

Total length:
6500 bp

Mumber of exons:
5

Mwmhar of introns

Puc.13 Jlemanvnas ungpopmayus o cene
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“Genome Query

show chr21:18900000 - 19993035

chromosome 21
chr 21: 18900000 - 19993035 strand: +
=3

1 ccttaa ctzgca tctcta aaccat ttttcc ttccac ctt aacccc tcatcc ttteza

6l acttct zccctt toctta tatcta acttat asttoc toctoo Tttt attttt ttattt
121 ttattt atttat ttattt attttt taatoca cacosa atctos ctoctet coccca ct
181 aatsca gocctegc ttcoctcoce ttette acagsa aatoct casctt cacatt caccco ctgccoc
241 cagcat tatcc cattt tagtat ttacgt tttaca atocac tittct aacatc cttaca
381 ccacat tttctt gcacctt tcaasat acacts aaacct attttt taccaa ttttac ttaccc
361 agtoct ctocctt atoctt agttet tocttt LTttt LTttt tLtttt ttcoczca cacact
421 ctoegct ctotcz ccca ccggat tezcast tzaz atcaca gctcac tgcaas ctocteoc
481 ctcct ttca caccat tctcct gccctca cocctect coacta cet actaca tocc
541 toccac ctcacc cagcta attttt tfotat ttttas taazacza ¢ t ttcacc atstt
681 tcca atggtc tcaatt tocctga cctegt gcattecs cctooc ttooco tcccaa astoct
66l att acaggt gtgagc caccgc gcocc catzct tagttco tttttt cttttt tcccac
721 gctaaa ccagag accctt ttttte aaat agtttc gctcet taccca ct agtoca

781 gtogceg cgatct cggectec accgta acctcec accteoceo ¢ tt caagcg attctc ctacct
841 cagcct ccczaz tagcet acta caggca tgcgcc accacg cccagc taattt tttesta
981 tttttt actaca cac tttct tcatst tootcea ct tcttza actccocc zatctc
961 aggtga tccocco cacctt cctc ccaaaz toct attac aagcgt gaggca gcacgc

1821 cceoocc aaccag acaccc tttaat gocttas atcttec acttcoct aazatc ttoaac tcoctaat
1881 atcats cctccc accttt ctecatt ctocat cacacc ttctcocc ttaata tcacts agocct

Puc.14 Omobpasicenue nocnedosamenbHocmu HyK1eomuoo8

CxopocTh paboThI aropuT™Ma He ObLJIa TPOTECTUPOBAHA MPH OOJIBIIION HArpy3Ke Ha
cepep. Ha maHHOM 3Tare MOKHO JIMIIb CKa3aTh, YTO CYNTHIBAHUE U CO3J[AHNUE CTPYKTYPHI
3aHMMAIOT HECKOJIBKO CeKYH/, a TOUCK HH(OpMAIINH [Tl TUana3oHa JTMHON B IENTYIO
XpoMOCOMY — OK0JI0 50 MUJLTUCEKYH/I, B 3aBUCHMOCTH OT XpOMOCOMEI. B Orokaiiiiee Bpemst
CKOPOCThH aliTOpUTMa OyJieT OoJiee THIATeIbHO MTPOTECTUPOBAHA, KaK M CKOPOCTh PabOTHI BCETO

cepBuca.
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3aK/JII0YeHHue

B nannoii paboTe ObUT IPOBEACH 0030p CYIIECTBYIONUX PEIICHUN 33]]a4u OTPEICIICH ST
(GYHKIMOHATIBHOTO CMBICIIA HYKJICOTHIHOW MOCIEI0BATEIBHOCTH 0 €€ MECTOIOJIOKEHHIO B
TeHOMeE, pa3paboTaH U pealn30BaH COOCTBEHHBIHN aITOPUTM ISl PEIICHUS TIOCTABICHHON
3amaun. JlanHas GyHKIMOHAIBLHOCTH OblIa 100aBieHa B mpoekT Genome Query.

B nanpHelimem miaHupyeTcsl HCKaTh BO3MOXKHOCTH JJIsI ONITUMHU3AIMH aITOPUTMA TI0
MaMsTH ¥ BPEMEHH, a TAK)KE YBEITUYUTh KOJMYECTBO MPEAOCTaBIsieMOi HHGopMauu 00
ydacTkax reHoma. Takke mIaHupyeTcs peau3aiysi rpaduaeckoro npeicTaBIeHUs pe3ybTaToB

pa6OTBI JIIA boiee y,Z[O6H01"O IMOJIb30BAHUS CCPBHUCOM.
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I/ICHOJ'IBByeMbIe HCTOYHUKHU

EMBL Nucleotide Databank
http://www.ebi.ac.uk/embl/

Ensembl

http://www.ensembl.org/index.html

Human Genome Project
http://en.wikipedia.org/wiki/Human Genome Project

. Jlokycel

http://en.wikipedia.org/wiki/Locus (genetics)

. IToBTOpBI

http://en.wikipedia.org/wiki/Human genome#Repeat elements
UCSC Table Browser

http://genome.ucsc.edu/cgi-bin/hgTables?org=human

UCSC Genome Browser
http://genome.ucsc.edu/cqi-bin/hgTracks?org=human
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