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ABTOMATUSALIA NMPOLECY NOLUYRY
FEHIB Y TEHOMI NTIOAUNHW

Po3pobus: M.B. NMauc

KepisHuk: C.M. MockBiHa




Meta. MeTotlo AaHOi poboTU € NiABULLLEHHA ePEeKTUBHOCTI aBTOMATM30BaHOI 0O6POOKKM Ta MOLUYKY

reHeTUYHoI iHpopmaLii B pO3nodieHUX cMcTemax.

O6’ekT pocnipXeHHAa. [lpouecn nowyky CcnaboCTPYKTYPOBaHOI TreHeTUYHOI iHpopmauii vy

po3noAifieHoMmy 064MCctOBaNbHOMY CEPEeA0BULL.

Mpepamet pocnigXeHHA. [pegmeTom AOCNIAKEHHSA € MeToAM 0OpODOKM Ta NOLWYKY AAHUX B BENUKUX

MacmBax reHoma JtoAMHU Y PO3MoAiNIeHOMY 06UYMCIIOBAIbHOMY CEPEAOBULL.

HaykoBsa HoOBM3HA. Po3pobaeHnit meTo NoLyKy reHeTUYHOI AaHUX AK
CNabKOCTPYKTYPOBAHUX AaHUX BE/IMKOI PO3MIPHOCTI, AKMN Ha BigMIHY Bij,
ICHYHOUMX, BUKOPUCTOBYE iEPApPXiYHE rpynyBaHHA AaHUX, WO A03BONAE

ONTMMI3YyBaTU AMUCKOBUIM NPOCTIP Ta SMEHLIMUTM Yac MNOLLYKY.




BUMOI'N TA OBMEXKEHHA

*  OCHOBHWI poboumnit popmat reHomy — VCF (Variant Call Format) Bepcin 41 1a 42;
*  BUKOPMCTAHHA PO3MNOAi/sIeHOro niaxoay Ao 3beperKeHHs reHeTUYHOI iIHpopMaLii;
*  MOXMBICTb 3AiMCHEHHS MOBHOTEKCTOBOIO NOLUYKY MO MHOXWHI pannis;

°*  MOX/IMBICTb BUKOHAHHA aHANITUYHUX 3aNUTIB 3 arperaTHUMM GYHKLIAMK;

* 0OMmeXKeHHSA No Yyacy Ha BUKOHAHHA 3anuTiB — 5 CeKyHA;

*  Ki/IbKICTb reHOMIB — TUCAUI.

Requirements




3PA3OK VCF-©AUNY

gCHECM POS ID REF ALT QUAL FILTER INFO FOEMAT NMA13785

1 loele rs37e34251%9 COGCCETTECARRGECOGCECCE C 100 PASS AC=43972;2F=0.9932011;2N=5008;HN5=25I
1 14555 rs531646e71 T A 100 PASS AC=T735;AF=0_.147564;AN=5008;N5=2504;DP=32081;EAS AF=0_/
1 14504 rs541340375 & = 100 PASS AC=T739;AF=0_147564;AN=5008;N5=2504;DP=2323]1;EAS AF=0.I
1 14330 rs75454623 A = 100 PASS AC=2415;AF=0_482228;AN=50008; H5=2504;DP=4223]1;EAS AF=0
1 15211 rs78e0180% T = 100 PASS AC=3050;2F=0._00302c; AN=5008; N5=2504 ;DP=32245;EAS AF=0
1 15274 rseZe3ed4d7 2 =, T 100 BASS AC=1739, 3Z10;AF=0_3247244, 0.640374;2AN=5008;N5=2504;DF=
1 15044 rs564003018 = A 100 PASS AC=41;AF=0_0081865;AN=5008;N5=2504;DP=32566;EAS AF=0_/
1 15774 rs374023747 = A 100 PASS AC=e0;AF=0.0113808; AN=5008;N5=2504 ;DP=22735;EAS AF=0._I
1 15820 rsZe91315 = T 100 PASS AC=2z05¢6;AF=0.410543;AN=5008;H5=2504;DP=14333;EAS AF=0
1 15303 rs557514207 GZ 100 PBASS AC=2209;AF=0_441034;AN=5008; H5=2504;DP=7012;EAS AF=0._|
1 12845 rs533090414 C = 100 PASS AC=4787;AF=0_951877;AN=5008;N5=2504;DP=4700;EAS AF=1;.
1 30923 rs80e731 = T 100 PASS AC=4365;AF=0_872404;2N=5008;N5=2504;DP=13565;ER5 AF=0
1 432358 rsZ200543160 T C 100 PASS AC=3317;AF=0_.782143; AN=5008;H5=2504;DP=17078;EAS AF=0
1 52238 rsZ2ed3l1z277 T = 100 PASS AC=4ele;AF=0_321725;AN=50008;H5=2504;DP=3078;EAS AF=1;,
1 54712 rasbeB8327205 T ITTTC 100 PASS AC=2904;2F=0_573872;AN=5008; N5=2504;DP=2078B;EAS .
1 551c4 rs3081274 C A 100 PASS AC=46Z4;AF=0_923323;AN=5008;N5=2504;DP=12085;EAS AF=1
1 5532Ze rs3107975 T C 100 PASS AC=230;AF=0_0455265;2N=5008;N5=2504;DP=16857;EAS AF=0
1 55545 rsZg83%e308 C T 100 PASS AC=11358;2F=0_233217;AN=5008;H5=2504;DP=15018;EAS AF=0
1 572592 rs201418760 C T 100 PASS AC=1e3;AF=0.033746;AN=0008;N5=2504;DP=20130;EAS AF=0_.
1 e2777 rs52840130%9 2 T 100 PASS AC=1284;AF=0_256353;AN=0008;N5=2504;DP=20257;EAS AF=0_i




[MpeacraBneHHs CraboCTPYKTYpPOBAHUX OAHUX

CucTema MICTUTb AaHi 3 MHOXUHK axepen S = {S1 S, ..., Sy}
KoxKHE fKepesio AaHuUX MICTUTb NEeBHY KibKiCTb 3anucis Rg, = {‘rkl,‘rkz, e T | Sk € S}.

3anucu cknagatoTbea 3 xapaktepuctuk (nonis) P = {p4, 0o, ..., p1.}

YHiKaNIbHICTb 3aMUTYy rapaHTYETbCA KOMBIHALIEO NIAMHOMXUHM MOr0 XapaKTepuCTnk Py = {pdl,pdz, 1 Pdg | Pa € P}

3a4aua aHani3y JaHUX: 3HaNTK BCi AxKepena, B AKX NPUCYTHI 3aaaHi xapaktepuctnkn Py, = {sq, Sy, ...,S¢| s € S}




Mopaenb 30epiraHHA cCNadboOCTPYKTYypOBaHUX AaHUX

[laHi onncytoTbCA TPbOMA XapaKTePUCTUKAMMU

{P;, P,, P3}, TOMy rpad CKNnaga€eTbcA 3 TPbOX PiBHIB P1 V11 V12 V13 V14
KoKHa xapaKkTepuctunKa (piseHb rpada) onmncyertbes P2 V27 V22

MHOXWHO CBOI 3Ha4eHb. TaK, HanpuKknaa,

XapaKTepUCTUKA P; moxKe NpunmaTt 3HaUYEHHA i3 P3 V31 V32 O

MHOXWUHW {V11, V12, Vi3, Via}, Po> 3 MHOXWHM

{V21, V22}, d P3 3 MHOXWHHU {Vgl, ng}.




Peanisauis nowyKy 3 BUKOPUCTAaHHAM po3pobrneHol moaeni

MpUNycTUMO, LLO € MHOXMHA AaHUX (Moaesib AKOI MOKa3aHa Ha PUCYHKY), i AKLLO NOLIYK 3a4aHNN

MHOXXWUHOtO {V/; 3, V3,}, TO ByayTb 06paHi 06’ekTH, AKi BUAiNEHI Big OCHOBHOrO rpada Wrpmx-

NYHKTUPHUMU NiHIAMMN




EKcnepymeHTanbHi AocniaAXKeHHA

KinbKictb Posmip d¢amnnis | 3aranbHa KinbKictb
3aBaHTae- |y daiinosiii | 3anucis y daiinax, Po3amip 6a3u gaHux, Gb Yac BUKOHAHHA 3anuUTy, MC

HUX cucremi, Gb
daiinis MySQL Graph MySQL Graph

— 1,2 7,6 1,3 2 9 3
_ 2.4 15,2 25 24 2 3
_ 3,6 21 3,5 2,7 2 3
— 4,8 28,6 4,8 2,9 5 3
_ 6 36,23 6,5 3,1 5 3
n 12 70 11,4 3,3 13 3
n 18 118 17 3,6 12 4
“ 27 154 23 3,8 30 3




EKcnepyvmeHTanbHi AoCniAXKEeHHA
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7,6 15,2 21 28,6 36,23 70 118 154

KinbKicTb BXigAHMX 3aNK1CiB, M/H.




CTpyKTypHa cXxema po3noAi/ieHol aBTOMaTU30BaHOI CUCTEMMU

XmapHuiA npoeadoep
reHeTU4HWX hainie

NigcMcTema aGepiraHHA OaHux

Mogyne noeHoTeKCTOBOT
iHaexcaUl Ta NoWYKY
E f OaHWx
> Cepeic 3aBaHTaMEHHA
reHeTHYHWX hainie
Actar Apache Lucene
Apache
Cassandra

MNipcuoTema NoWyKy
OaHWX

MigcucTema obpobkm
Ta 3aBaHTaMEHHA
MipcucTema reHeTHYHMX thainie MapReduce nposainep
BMKOHAHHA
aHaNITH4HKX 3anMTie

Cuctema obpobky reHeTHSHO! iHhopmauil




UML-aiarpama nocnifoBHOCTI 3aBaHTa*XEeHHA AaHUX
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BUCHOBKM

* Po3pobneHnn metod MNOLWYKY FEHETUYHMX AAHMX AK CNabKOCTPYKTYPOBAHUX AAHUX BEIMKOI PO3MIPHOCTI,
AKMA Ha BIAMIHY Bif, ICHYIOUMX, BUKOPMUCTOBYE iEPApXiYHE rpynyBaHHA AaHMX, WO A03BONAE ONTUMI3YyBaTU
ANCKOBMIA MPOCTIP Ta SMEHLLUUTU Yac NOLLYKY;

 Po3pobneHa matemaTtyHa MOAE/Ib FEHETUYHOI iHPpopMaLii AK cnaboCTPyKTYPOBaHUX AAHUX, B OCHOBI AKOI
BMKOPUCTOBAHO rpadoBa i€papxiyHa CTPYKTypa AaHMX, WO A03BOJNAO OMNTMMI3yBaTU po3mip dainis H6asm
OAHUX;

* Po3pob6seHMIN anropuTM MOLWIYKY reHeTU4YHOoI iHbopmaLlii AK cnaboCTPyKTYPOBaHUX AaHUX, OCHOBAaHUI Ha
BMKOpPUCTaHi po3pobnieHnx B poboTi onepaLiii 06pobKn cnabocTpyKTypoBaHUX AaHUX, AKUA JO3BONB CYTTEBO
3MEHLLUUTW Yac MOLLYKY.

* Po3pobneHa aBTomaT30BaHa CUCTEMM MOLLYKY FEHiB Y FeHOMI NH0ANHN Be3 TOYOK BiAMOBM i3 MOMK/UBICTIO A0
MacLITabyBaHHA BiANOBIAHO [0 HABAHTAKEHHA CUCTEMM Ta MOMKAMBICTIO MOAA/NbLUOI MoAepHi3aLii Ansd
NPOBeAEHHA KOHKPETHMX 06UYMCIEHb HaA, FEHETUYHUMM AAHUMM.

* [lpoBeaeHO AOCNIAXKEHHS Ta MIATBEPAKEHO AOUINBHICTD BMKOPUCTAHHA pPO3P06AEeHOI aBTOMATM30BAHOI
CUCTEMM NOLLUYKY FeHiB y reHoMi NtoANHU




Mybnikauin

 JloknageHo Ha XLV perioHanbHa HayKoBO-TEXHiYHA KoHdepeHUis npodecopcbKo-

BMK/1a4aLUbKOro CKAaay, cniBpobiTHMKIB Ta cTyaeHTiB BHTY Ta onybaikoBaHo Te3M AONOBIAEW;

e [loknapeHo Ha XLVI perioHanbHa HAyKOBO-TEXHIYHA KOHPepeHuia npodecopcbKo-

BMK/a4aLUbKOro CKAaay, cniBpobiTHMKIB Ta cTyaeHTiB BHTY Ta onybsikoBaHO T€3M AONOBIAEW;

 OdopmneHOo aBTOPCbKE CBiAOUTBO Ha TeMy « ABTOMATU30BaHa cMctema 0b6pobKM reHeTUYHOI

IHbOpMaLLi».




