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Annomayus. B cTaThe NpUBENEHbI PE3YNbTAThl UCCICAOBAHUN IO PELICHUIO IPO-
OJIeMbl BH3yaTu3allii JaHHBIX MIPOTPAMMHOTO OJioKa. J[aHHBIN OJOK SIBIISETCS 9aCThIO
MH(OPMALIMOHHO TIOMCKOBOM MuarHocTHUueckol cucteMbl «Passportgen». DToT 010K
MPEAOCTABIIET BPauy—/IMarHOCTy BU3yaJIbHbIC JAHHBIC O T€HETHUYECKUX B3aUMOCBSI3AX
JUAarHOCTUPYEMOr0 OpraHu3Ma.

Knrouesvie cnosa ecenemuueckue cemu, cemanmuyeckas cemnv, OpUeHMUPOBAHHbIE
epaghol

BBengenue

Hamu npeioxkeH MOy IbHBIN OJIOK, KOTOPBI MOMOTAeT B OKa3aHUHM MEJAULUHCKONW TIOMO-
I U BBISABJICHUSI JOIIOJHUTEIbHBIX OTKJIIOHEHUH, @ BO3MOXHO M JUIsl HA3HAYEHUS JIyUIlIero crnocoda
nedeHus nmanueHTa. [lanHbli 070K pa3zpabaThiBacTcs B paMKax MH()OPMAIIMOHHO ITOMCKOBOH ana-
rHoctudeckoi cucremsl (UITJC) «Passportgeny». Onepatop UITJIC — Bpau-TeHeTHK, B 00s13aHHO-
CTH KOTOPOTO BXOJUT MHTEPIIPETAIMS TOTYICHHBIX JaHHBIX B JMArHO3 U COCTABJICHUE PEKOMEH 1A~
LU 10 BBISBJICHHBIM Y MalMeHTa 3a00J€BaHUSAM, & TAKXKe BEPOSITHBIM OOJIE3HSIM C OTCYTCTBYIO-
IMMU KIMHUYECKUMH Tpu3HakaMu. PazpaOoTranHas METOAMKA JHArHOCTHPOBAHUS SIBIISETCS TPY-
JIOEMKOM U IpH €€ UCIOJIb30BAaHUM CYIIECTBYET BEPOSITHOCTh IPOITyCKa BPauOM—TEHETUKOM HEo0-
XxoauMoil nHpopmarmu. J{ist yckopeHus paboThl U COKpAIIeHHsI BpDEMEHH Ha MOCTAHOBKY IpeiBa-
PUTEIBHOIO auarHo3a YraposbsiM M.B. Obl10 npeioskeHo BU3yalu3UupoBaTh OT/EN MeHHbIX CETell,
Haxogsamuxcs B 0azax ganHbix UITIC «Passportgen». ['eneTnueckue cetu mpencTaBiisiiOT cOOOM
IpyIIy KOOPAMHUPOBAHO (PYHKIIMOHHUPYIOLIMX I'€HOB, 00ecreunBaroux GopMupoBanue GpeHoTu-
MMYECKUX MTPU3HAKOB OpraHu3Ma (MOJIEKYIISIPHBIX, OMOXUMHUYECKUX, PU3M0I0THYeCcKuX). [1,2]

ITocTanoBKa 3agaun

Ccpinasics[3] Ha yTBEpXKAEHHE O TOM, YTO C IMOMOIIIBIO TJ1a3 BocnpuHuMaetcs 90 % Bceit mo-
TydaeMoi nH(opMaium, OblJI0 MPUHATO PElIeHUE NPEACTaBUTh TeHETHUECKYIO CETh B BUJIE CEMaH-
TUYECKOH CeTH, YTO SBISETCS YCIO)XHEHHOW BEpCHEH Mpe/CTaBIeHUS OPUEHTHPOBAHHOTO Tpa-
¢a.[4] ITocae oO6paboTku nHGOpMaUK OYAYT MOJYUYEHBI CBSI3U T€HOB XapaKTePU3YIOIIUECs KaK:

* [Tonmwxkenue perymsiuu (Down-regulation);

* [Tosbrmenue perynsun (Up-regulation);

* Perynsauus (Regulation);

» CoBmectHas akcmpeccus (Co expression);

» Xummnueckast moaudukarus (Chemical Modification);

» ®usnueckas moaudukanus (Physical interaction);

* [Ipenckazannoe B3anmoericteue 6enkoB (Predicted Protein Interaction);

* [IpenckazanHoe B3aumoJieiicTBue TpaHCKpUNIMOHHBIX (akTopoB (Predicted TFactor Regu-
lation);

* llpyroe (Other).

MOHO BBICTPOUTH B3aUMOCBSI3b MOHATHSI U OTHOIICHUsS. [IOHSATHS B 3TOM 4acTHOM CiTydae
MPEJCTaBIAIOT co00i 6a3y 3HaHMH (ITOJHOE OMMCAHUE M'eHa — YYAaCTHHUKA Pe3yJIbTaTOB MCCIIEI0Ba-
HUS) TIPEACTaBICHHYIO B KadeCTBE BEPIIMH, a OTHOIIEHHUS OYAZyT OTOOpakaTh XapakTep CBS3H
MEXy T€HaMU U TPEJICTaBJIEHbl B BHJIE COCJUHMUTENbHBIX Ayr. TONIMIMHA BEPIIUH U JJIUHA JTyTH
JOJDKHA TIPEIOCTABIATh HH(OPMAIMIO 0 HANMEHOBAaHUH T'€Ha, MPUHAIIISKHOCTH €r0 K ONpeIeeH-
HOMY y4acTKy XpOMOCOMBI, @ BUJ] CBSI3U, 0003HAUEHHBI ONpPEEICHHBIM [[BETOM, IPHUBI3aH K Xa-
pakTepy cBsi3u. [locie 00paboTKH TaHHBIX MpOrpaMMa JIOJDKHA BHIBOJUTH Ha KpaH HECKOJIBKO BU-
JI0B TIOJIE3HON MH(OPMALIUU:

1. Cnmcok TeHeTHYEeCKHX CEeTeH MPEeICTaBICHHBIX B BUE MTOJIBUKHOTO H300paKEHUS IS
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Cepus 4.

Xumndeckoe MAallIMHOCTPOCHHUEC U MHIKCHCPHAA 3KOJIOT U

YTOUHEHHsSI BUJA CBS3M MEX]ly T€HaMHU OJJHOTO 3a00JIeBaHUsI.
2. BcnbiBaroliee OKHO € KpaTKUM OIMCAaHUEM I'eHa.
HccnenoBanusi M pe3yaibTaThl

Ha pucyHnke 1 MOXXHO yBHIIETh ITPUMEP UCXOMHBIX JAHHBIX 10 T€HETUYECKOMY 3a00JICBaHUIO CUH-
IpoMa AJbIiopTa.

Crofme ] Crofms? Crofms 3 Crofme 4 Crofims 5

*edges

COL4A3 COL4Aas 4 11 c 1.0 o 0.0
CCL4nRd4 COL4nL4 11 . .
COL4AS COL4AS 11 c 1.0 a 0.0
COL4A3EP
COL4RA3EP
LOC387911
LOC387911
HOTCH2Z MNOTCH2
COL4RA1 COL44l
CCL4Re COL446
BUB3 BUB3
KIF11 EIF11
ZWINT ZWINT
CCL4A3BP
COL4AS
CCL4A3BP
COL4AS

CCL4RS COL4A3
COL4AS COL4R4
BUB3 COL4AS
COL4nS COL4h6
COL4AS FIF11
COL4AS ZWINT
COL4R4 COL4A3
CCL4nl COL4h4
LoC387911
COL4RS i4 -0.6 o 0.0
COL4AS NOTCH2 4 4 c -0.6 o 0.0
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Pucynok 1. Cnncok renos (1, 2 cTos10uk) ¢ BUugamMm cBsizeii (CToJI0uK 3, rae i — xapakrep

CBSI3U MEKTY FeHaMI/I)

BBICTpOI/IM JIOTUKY, OCHOBBIBAACH HA IPUHIUIIAX OPUCHTUPOBAHHOTO rpaq)a:

1.

Jnist 3a1aHusi MHOXKECTBA BEPILIWH, HEMOCPEICTBEHHO JOCTH)KUMBIX M3 BEPIIUHBI V, HC-
HOJIb3YIOT JIMHEHHBIN OJHOHAIpaBIeHHbIM cnucoK. Kaxkaplil sneMeHT (reH) Takoro
CIIMCKa BKJIIOYAET JAaHHbIE (HEKOE YMCIIO XapaKTepU3YIollee BUJI BIUSIHUSA) U yKa3aTelb
Ha CIIEAYIOIIUHI 31eMeHT crucka. CIIMCOK B LEJIOM 3a/1aeTCsl YKa3aTeleM Ha ero NepBbli
3JIEMEHT (roJioBy cniucka). [locnenHuil aneMeHT crucka CoAep KUT "MycToi" yKka3aTensb.
3anaercs A BEPUIMHBI V €€ CIHCOK CMEXHOCTH. B oTaenbHOM cTonbiie conepkaTbes
JTAHHBIE AJIEMEHTOB CIHFCKAa HOMEpa BEPIIWH, ISl KOTOPBIX B OPUEHTHPOBAHHOM Tpade
€CTh JIyra u3 v B U (v—u). Ciucok CMEXHOCTH BEpUIUHBI (V) 0003Ha4a0T L(V).
OTMeTnM, 9TO CITUCOK CMEKHOCTH BEPIIMHBI MOXKET IPH HEOOXOTUMOCTH JIOTIOJTHSATHCS.
Jlnist 3TOrO B MOC/IETHEM BIIEMEHTE CIUCKa "MyCcTOR" yKaszaTesb 3aMEHsETCs yKa3aTeaeM
Ha 100aBJIsieMbIi 3JIEMEHT, KOTOPBI CTAHOBUTCS MOCIIEIHUM AJIEMEHTOM CIHCKa ¢ "my-
CTBIM" yKa3aTeleMm.

Ecnu xonmuecTBO BepIIMH OPUEHTUPOBAHHOTO Tpada U3BECTHO 3apaHee, TO OPUEHTHPO-
BaHHBIN Tpad ymoOHO 3a1aBaTh B BUJAE CTPYKTYpbl. [10100HYIO CTPYKTYpy B TEOpHH
rpad0oB HA3BIBAIOT MAacCCHBOM JIMAECPOB. Takue CTPYKTYphl MaKCHMalIbHO d(PPEKTHBHBHI,
€CIIM pacCMaTpPHUBAETCSl HE UTOTOBBIM BapHAHT aHAJIM30B JIAaHHBIX, a OT/AEIbHOE 3a0oie-
BaHUs, BbIOpaHHOE U3 OMOIMOTEKH 3HaHUU mporpammel. [log MaccuBoM MMeeM B BUIY
MaTpHILy-CTOJIOeLI, JIEMEHTaMH KOTOPOH MOTYT OBITh HEKOTOPBIE OOBEKTHI (HAaIpuMep,
TeHbl ONpeeIeHHOro 3a0osieBanus). VX Ha3pIBalOT 31eMeHTaMu MaccuBa. Ywucio sie-
MEHTOB MacCHBa JIUJIEPOB PABHO YMCIY BEepIIMH rpada. DIeMeHTaMu MaccHBa JINJEpPOB
SIBJISTIOTCSI TIEPBBIE 2JIEMEHTHI CIIMCKOB CMEKHOCTH BEPIIMH OPHEHTUPOBAHHOTO rpada.

B cucreme mporpammupoBanusi Visual Studio Team System Obul HamucaH KOJ, KOTOPBIA
MO3BOJIMJI TMOJYYUTh BechMa HH(POpPMATHBHOE H300pakeHHE (PUCYHOK 2) BU3YyaIM3AIlMH T€HOB,
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Cepus 4. Xummuueckoe MallIMHOCTPOCHHE U MHKEHEPHAs SKOJIOTUs
YYacTBYIOUIMX B (OPMHUPOBAHUHM CHHApOMa AJbIopTa (HACIEICTBEHHOTO HedpHTa) — HaClel-
CTBEHHOI'0 3a00JIeBaHUsA, NPU KOTOPOM (YHKLHMS MOYEK CHU)KEHA, B MOYE NPHCYTCTBYET KPOBb;
CUHJPOM MHOTJIa COIPOBOKJIAETCS TIYXOTOW U mopaxeHueM ria3 [S]. UepHbIMU )KHUPHBIMU TOYKa-
MU M300pa)KeHbl FeHbI, UMEIOILNE BUJI CBSI3U, 3aMbIKatOLIecs Ha ceOsl.

COL4A4 CoLAAT

COL4AT

LOC3B7511
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Pucynok 2. [lpumep Busyanuzanuu

IIntocel maHHOrO MeTojaa BU3YyaJIM3alluU: HAIJIAAHOCTD, I/IH(1)OpMaTI/IBHOCTL, 6BICTpOI[€fICTBPIC CH-
CTEMBI B ILICJIOM

MI/IHyCBII IIpH IIOIIBITKEC OTO6pa)KeHI/I$I OOIBIINX T€HETUYECKUX CETEH HUACT IIOTCPA HANIAAHOCTH,
O6y0JIOBJI€HHa$I IJIOTHOCTBIO PACIIONIOKCHUA AYT C BECPIIMHAMU, a4 TAKKE IMPOHUCXOAUT 3aMCIJICHHUC
6BICTpOI[eI7ICTBI/I${ CHUCTCMBI.

[Tpumepsl MOJOOHBIX BU3YAIU3AIMHA ¢ UCTIPABICHHBIMH MHUHYCaMH MOYXHO YBUJETh B BeOcep-
Brucax VisANT [6], GNCPro [7] u B HeKoTOpBIX TTporpammax pecypca NCBI [8].
BriBoabI
[Tony4deHHBIE pe3yabTaThl O3BOJSIFOT PEKOMEH/IOBATh CEMAHTHYECKYIO CETh B KA4eCTBE OJI-
HOTO U3 BUJIOB PEIICHUs /ISl BU3yaIU3allii TeHETUYECKON CeTH.
BaarogapHocth
Bripaxkaem oTaenbHyI0 6J1aroJapHOCTh K.M.H. YTapoBy HUropro BukropoBudy 3a mpenocTaBlieHHYIO
BO3MOKHOCTh B YUaCTUH Pa3pabOTKU MporpaMMHOTO obecrieuenus «Passportgeny.
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