®opma Ne 24

MIHICTEPCTBO OCBITU I HAYKU YKPATHU
HaunionanbHuil yHiBepcuTeT «3anopizbka moJriTexHika»

DakyabpTeT KOMII IOTEPHUX HAVK 1 TEXHOJIOTTHA

(moBHe HaliMeHyBaHHS (aKyJIbTETY)

Kadenpa nporpamumx 3aco0iB

(moBHe HaiiMeHyBaHHs KadeapH )

IHosicHIOBAJILHA 3alIUCKA

JI0 TUTIJIOMHOTO MPOEKTY (POOOTH)
OakanaBp

(cTymiHb BHILOI OCBITH)

Ha temy_JAOCJIJ/DKEHHA TA ITTPOT'PAMHA PEAJIISAIA AJITOPUTMIB
OBUYNCJIIOBAJIBHOI'O JIATHOCTYBAHHA 'EHETUYHUX
3AXBOPIOBAHb
RESEARCH AND SOFTWARE IMPLEMENTATION OF COMPUTATIONAL
ALGORITHMS FOR GENETIC DISEASE DIAGNOSIS

Bukonag(i1a): ctynent(ka) 4 kypcey, rpynu KHT-122
CroemiajprHOCTI 121 ImxeHepis IporpaMHOTro

(xox 1 HaliMeHyBaHHS CIIEL[IaTEHOCTI)

3a0e31eYeHHS

OcaiTHs mporpama (crerianizaiisi)
[HXKeHepisd IPOorpaMHoOro 3a0e3rneyeHHs

KHUPUJIEHKO M.€.

(ITPI3BUILIE Ta iniuiasm)

Kepisauk__ CYBBOTIH C.O.

(ITPI3BUILIE Ta iHimianm)

Penenszenr KOPOTKUM O.B.

(ITPI3BUILIE Ta iniuiasm)

2026



®opma Ne 25

MIHICTEPCTBO OCBITU I HAYKU YKPATHU
HauionaabHuii yniBepcurTeT «3anopizbKa noJiTexHika

(TToBHE HalitMeHyBaHHS 3aKJIa/ly BUIIOT OCBITH)

®akynsrer _ KHT

Kadenpa _nporpamuux 3aco0iB

CrymiHb BUIIOT OCBITH ___OaKaJiaBp

CroemanepHicTh 121 IHXKeHEpIs IporpaMHOro 3a0e3eueHHs

(xox 1 HaiiMeHyBaHHS)

Ocaitas mporpama (crnertianizaiisi)_ [mkeHepist mporpaMHOTO 3a0e3MeUYCHHS

(Ha3Ba OCBITHBOI IIpOrpamMu (crerianizamii)

3ATBEPIKYIO

3asinyBau kadenpu I13, 1.1.H, npod.
Cepriiit CYBBOTIH
“ ” 2026 poky

3ABIAHHH

HA JUIIOMHUI MIPOEKT (POBOTY) CTYJIEHTA

KNPUJIEHKA Muxaiina €BreHosuua

(TTPI3BULLIE, iM’s, 10 6aTbKoBi)
1. Tema npoekTty (pobotu) JdocaimpkeHHs Ta MporpaMHa peaizallis AJIrOpUTMIB
00YHMCIIIOBAJILHOTO JIIarHOCTYBAaHHS T€HETHYHUX 3aXBOPIOBAHbD.
Research and Software Implementation of Computational Algorithms for Genetic
Disease Diagnosis

KEPIBHUK MPOEKTY (poboTn)_j.T.H., mpodecop, CYBBOTIH Cepriit OnekcanapoBuy,

(HaykoBui cTymiHb, BueHe 3BaHHs, [IPI3BUILIE, iM’s, 10 6aTHKOBI)

3aTBEPKEH1 HAKa30M 3akKiiaay BUIIOi ocBiTH Bix “ 07 ” kBiTHA 2026 poky Ne _139

2. CTpoK MojaHHs CTYJICHTOM MPOEKTY (poOOTH) 10 yepBHs 2026 poky
3. Buxigni gaHi 10 0poekTy (podoTn) PEKOMEHI0BaHa JiTepaTypa, TeXHIYHE
3aBIaHHS

4. 3MICT pO3paxyHKOBO-TOSICHIOBAJIbHOI 3alMUCKU (MEpeNiK MHUTaHb, SIKI MOTPIOHO
po3poouTn) 1. AHami3 npeaMeTHoi o6sacti. 2. Po3poOka apXiTeKTypu HPOrpaMu.
3. Po3pobka mporpamu. 4. Ekcrutyaraitis, TECTYBaHHS Ta EKCIEpPUMEHTAJIbHE
JOCJIIJDKEHHS MPOTPaMHU.

5. [epemnik rpadiunoro Marepiany (3 TOYHAM 3a3HAYECHHSM 00OB’I3KOBUX KPECIICHb,
KUIBKICTh CITAMTIB, TIJIAKATIB)
Crnaiinn npe3eHTarrii




6. KoHCyNIbTaHTH pO3ALTIB IPOEKTY (POOOTH)

ITignuc, nata
phas 3aBJaHHs
1-4 OcHoBHa yacTHHA CYBBOTIH C.O., npodecop
HopMokouTpob KAJIIHIHA M.B., acuctent
7. Jata Buaaui 3aBnanfs « 20 » kBiTHA 2026 poKy.
KAJIEHJIAPHUN IIJIAH
No Ha3sBa eraniB AUMIOMHOTO CIPOK BHKOHAHH .
s/ npoexry (poSoi) €TaIliB MPOEKTY [prmriTka
( pobotH )
1 | [locranoBka 3aBaaHHsI pOOOTH. 1 TnxEeHb 3aBnanns, T3
2 | Anani3 nmpeaMeTHoO1 00J1acTi. 1 TuxaeHb Po3min 1
3 | Po3poOka apXiTeKTypu Mporpamu. 2 THXKJICHD Pozmin 2
4 | Po3poOka mporpamu. 3-4 TwxHI Pozmin 3
5 | Excrutyararnisi, TecTyBaHHS Ta €KCIIEpUMEHTAIIbHE 5 THKIEeHb Po3nmin 4
JOCTIIKEHHS TPOrpaMu
6 | OdopmieHHs TOSICHIOBAIBHOI 3aMTUCKU Ta TOKYMEHTIB 6 TUXK/ICHD Honatku
J10 HeT.
7 | HOpMOKOHTpOJb Ta pELEH3yBAHHS. 7 THKIEHB
8 | 3axuct pobotnu. 8 THXKIEHB
Crynenrt(ka) Muxaitno KUPMJIEHKO
(nimmc ) (Im’s TIPI3BUIL[E)
KepiBauk npoekry (pobotn) Cepriit CYBBOTIH

(‘mimgmic ) (Im’st ITPI3BULLLE)




PE®EPAT

ITosicHIOBaNIbHA 3aMKCKa 10 IUIUIOMHOI KBasTi(iKariitHoi podoTu OakanaBpa:

77 c., 4 Tabn., 24 puc., 2 gox., 10 mxepen.

I'EHETUYHI JAHI, I'EHETHUYHI 3AXBOPIOBAHHA,
JNIATHOCTYBAHHA, AHAJII3, AJITOPUTM, KOHBECP.

OO0’eKT IOCHIKEHHA — MPOLEC 1HXEHEpil MPOrpaMHOro 3a0e3MEeYeHHS
IPOrpaMHOTo 3a0€3MeUeHHs JIJIsl OTPAIIOBaHHS Ta aHAT13y T€HETUYHUX JaHUX.

[IpeameT noOCHIKEHHS — TMporpamMHi 3aco0M Ta aJIrOpUuTMU IS
OTIPAITIOBAHHS Ta aHANI3y TeHETUIHHUX JaHUX.

Meta poOOTH — TNPUCKOPUTH TIPOIEC J1IaTHOCTYBAHHS TE€HETHUYHUX
3aXBOPIOBAHb.

Marepianyi, MeETOAW Ta TEXHIYHI 3acO0U: CTPYKTypHE Ta 00’ €KTHO
OpIEHTOBaHE MpOTrpaMyBaHHA, MOBHM mHporpamyBaHHs Python, iHTerpoBani
cepenonuia po3podku nporpam Microsoft Visual Studio Code.

Pesynbratn. CTBOpEeHO MpOrpaMHy CHCTEMY 3a JOTIOMOTOIO0  SIKOT
BUKOHYETHCSI 00UMCITIOBATIbHUM aHAI3 TCHETUYHHX JIaHUX, SIKA pealti3ye aaropuTMu
00poOKM CEKBEHOBAHMX JIAHUX JJIS MOAATBIIOTO BUSBICHHS T€HETUYHNX BapiaHTIB
3 METOIO JIIarHOCTYBAaHHS TEHETUYHHUX 3aXBOPIOBAHb.

BucHoBok. Po3po0neno mporpaMHy CHCTEMY IS BUSBIICHHS TEHETHUYHUX
3aXBOPIOBAaHb, KA ABTOMATH3y€ Ta 3MEHIIy€ 4ac OOpOOKHM 3 J1arHOCTYyBaHHSIM
3aXBOPIOBAHb.

['amy3p BUKOpWCTAHHS — JIarHOCTYBaHHS TEHETUYHUX 3aXBOPIOBAaHb B
MEIUYHHX 3aKJa/1ax 3a JOTIOMOTOI0 CEKBEHATOPa Ta OOUMCITIOBAILHUX CUCTEM.

Exonomiuna edextuBHicTh. [Ipu BHKOpHCTaHHI pPO3pOOIEHOT CUCTEMU
BapTICTh JIarHOCTYBaHHS TCHETHYHHUX 3aXBOPIOBaHb I MEIUYHUX 3aKJIaJliB

3MCHIIIUTHCA.



ABSTRACT

Explanatory note to the dimploma qualifying work of the bachelor: 77 pages,

4 tables, 24 figures, 2 appendixes, 10 sources.

GENETIC DATA, GENETIC DISEASES, DIAGNOSIS, ANALYSIS,
ALGORITHM, PIPELINE.

Object of research — the process of processing and analyzing genetic data.

Subject of research — software tools and algorithms for processing and
analyzing genetic data.

Purpose of the work — to increase the efficiency of diagnosing genetic
diseases by automating the process of data processing and analysis.

Materials, methods, and technical means: structured and object-oriented
programming, the Python programming language, and the Microsoft Visual Studio
Code integrated development environment.

Results. A software system has been developed that performs computational
analysis of genetic data and implements algorithms for processing sequencing data
in order to identify genetic variants for the diagnosis of genetic diseases.

Conclusion. A software system for detecting genetic diseases has been
developed, which automates and reduces the time required for processing and
diagnosis.

Field of application — diagnosis of genetic diseases in medical institutions
using a sequencer and computational systems.

Economic efficiency. The use of the developed system will reduce the cost

of diagnosing genetic diseases for medical institutions.
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IEPEJIIK CKOPOYEHb TA YMOBHHUX ITIO3HAYOK

BAM - Binary Alignment/Map;

CLI - Command Line Interface;

CSV — Comma-Separated Values;

IDE - Integrated Development Environment;

NCBI — National Center for Biotechnology Information;
SAM - Sequence Alignment/Map;

SRA - Sequence Read Archive;

VCF — Variant Call Format;

WSL — Windows Subsystem for Linux.
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BCTYII

OmnpalltoBaHHsI T€HETUYHUX JAHUX € OJHUM 13 KJIIOYOBHUX 1HCTPYMEHTIB
Cy4acHOT MEIUITMHU Ta OOYMCIIOBAIILHUX METOJIB aHaNi3y JaHuX. BOHO MMpOKO
3aCTOCOBY€EThCSI ISl J1arHOCTYBaHHS TE€HETUYHUX CHAJKOBHX 3aXBOPIOBaHb,
aHa i3y MyTaliil y OHKOJOTii, po3pOOKOI0 Ta aHANI30M JIKAPCHKUX 3ac00iB Y
(dapmManeBTHIl, a TaKoX JUIS JIOCHIDKCHHS 1HQEKIIHHUX 3aXBOPIOBAHb.
BukopucranHs Takux METOIB J03BOJISIE€ BUSABIATH T€HETHYHI BIIXWJICHHS, IO €
OCHOBOIO JUIsl TOYHOTO Ta OE3MEYHOro MiarHOCTYBaHHS, a TaKOXK MPUAHATTS
OOTPYHTOBAHUX PIIlIEHb MO0 MOAAJBIIOTO JIIKYBaHHS MaI[i€HTIB.

Yepes po3BUTOK TEXHOJIOT1 3 BUIOOYTKY TeHETHUHUX JJAHUX, 3pOCTa€E 00CAT
JaHUX, 10 noTpedye edeKTUBHOI 0OpOOKM 3 MmopanbIIMM aHamizoM. Jyig goro i
BUKOPHUCTOBYIOTh QJITOPUTMU Ta IHCTPYMEHTH i poOOTH 3 JaHUMH, SKi
J03BOJITIFOTh OTPUMATH PE3yIbTaTH, MO OyIyTh BUKOPUCTAHHI IS TMOAAJIBIIOTO
aHamizy. Po3BUTKOM Ta JOCHIDKEHHSM JaHUX aJITOPUTMIB 3 1HCTPyYMEHTaMH, a
TaKO>X CTBOPEHHSIM HOBHX 3aliMalOThCsl HAYKOB1 OpraHi3allii Ta IHCTUTYTH, TaKl K
E€pponelicbkuii bioinpopmartnunuii [HcTuTyT Ta IHCTHMTYT bpoyna. 3a3zBuuaid 11l
METOJIM PO3paxoBaHi HA BUKOPHUCTAHHS IiJl KOHKPETHI 3ajadl Ta MEBHHUM 00csr
nanux. Kpim Toro, yci mpoiiecu 00poOKH Ta aHaJi3y 3a3BUYail po3/IICHI Ha OKpeEMI
KPOKH, IO YCKJIQJHIOE BHUKOPUCTAHHS Ta 30UIbIIyE BIPOTIIHICTh JIFOACHKOI
MOXUOKH, HAMPUKIIAJ Y BUOOP1 HEBIAMOBIIHOTO 1THCTPYMEHTY, III0 MOXKE BIUTMHYTH
Ha KIHIIEBUH pE3YJIbTaT, a CaMe Ha aHaJli3 Ta MOJAJIBITY 1IarHOCTUKY TEHOMY. Y CBOIO
yepry 4epe3 IIe BTPaya€eThCsl Yyac Ta pecypcH Ha OjiHiel poOoTH, sIKi MOTIIH OyTH
BUKOPUCTaHHI OLIbIT e(PEKTUBHO IS MOAANBIIMX aHaJi3iB Ta po3pobok. IIpomec
JUTSI OTIPAITIOBAHHS TAHUX

OO0’eKTOM JOCIHIKCHHS € MPOIeC 1HXKEHEpii MporpaMHOro 3a0e3MeueHHS
IPOrPaMHOTO 3a0€3MEUCHHS JIJIs OTPAIIOBAaHHS Ta aHAI3y TCeHETUYHUX JaHUX.

[Ipeamet pocmiKeHHsT — MPOTPaMHi 3aCO0U Ta AJITOPUTMHU 151 OOPOOKH Ta

aHaHi3y ITCHCTHUYHUX JaHHX.
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Meta poOOTH — TPUCKOPUTH TIPOIEC JIarHOCTYBAHHS TEHETHYHUX
3aXBOPIOBAHb LUISIXOM aBTOMAaTH3allli 0OpOOKH Ta aHaJI3y BEJIMKUX MACHUBIB JaHUX.
3aBnaHHs JOCHIJKEHHS — JJIS JOCSTHEHHS IMOCTaBJIEHOT METH y POOOTI
BUPIIIYBaJIKCs TaKi 3aBIaHHS:
-  OIIIHYTH Cy4YacHI METOAM Ta IPOrpaMHi 3aco0M 0OpOOKH Ta aHali3y
TCHeTUYHHX JaHUX;
- BHU3HAYUTH OCOOJUBOCTI ICHYIOUMX aJITOPUTMIB OOPOOKHM F€HETUYHHX

JIaHUX;

0o0patu MiIX0AW Ta aIrOPUTMU sl OOPOOKHU Ta aHAII3Y JIaHUX;

peanizyBaTy NporpaMHe PIIICHHS JI1 aBTOMAaTH3allil IpoLeCy aHali3y;

- TEPEeBIPUTH Mpale31aTHICTh Ta TPOrPaMHE PIIICHHS.

MeToaukoro NOCTI/DKEHHST € TMoeTanmHa oOpoOKa TeHEeTMYHHUX JaHuX 13
3aCTOCYBaHHSIM QJITOPUTMIB aHaNI3y MOCHIJOBHOCTEM Ta 1X MOJAJIBIIOMY
BUKOPHUCTAHHI Yy OOYMCIIIOBAJILHOMY JI1arHOCTYBAHHI T€HETUYHUX 3aXBOPIOBAHb.
PoboTa marume BUINIAI MOCHIZIOBHOTO MEPETBOPEHHS BIJ CHUPUX CEKBEHOBAHUX
JAHUX J0 TOTOBOI JUIsl aHaI3y TeHETHYHOI Bapiallli, sika OyJae BUKOpPUCTaHA st
MOJIJIBIIIOTO JIarHOCTYBAHHSI.

Crnepury 3aiiicHIOETECS OTpuMaHHs AaHuX y (opmari FASTQ, micis doro
BUKOPHUCTOBYETHCSI BUPIBHIOBAHHS MPOYHTaHh 3a €TAJIOHUM TE€HOMOM 13
BUKOPHCTAHHSIM ajropuTMy BHUpiBHIOBaHHS beppoy3a-Binepa, pesynprarom 4oro
ctae (aitt SAM skuit MicTUTBH 1H(OPMALIiIO PO BUPIBHIOBAHHS MOCIIIIOBHOCTEH 110
€TaJOHOMY TeHOMI1. 3a JJi moAanbiinoi poooTu SAM mepeTBopIooTh y OiHApHUMN
dbopmar, 1o poOUTH TPOIEC BUSIBICHHS TE€HETUYHUX BapiaHTIB IMIBUIIINM,
pesynbTarom sikoro € ¢aiin popmary VCF.

JliarTHOCTHKA TEHy JIOAWHM Ha MYyTallli BHKOHYETHCS 3a JOIOMOTOIO
MOPIBHSHHS 3 BIIOMUMH 0a3aMy T€HETUYHUX JIaHUX, 1110 JI03BOJISIE 3HANTH 3B’ 30K

MK BUSIBICHUMU MYTaHiHMI/I 3 TCHCTUYHHUMM 3aXBOPIOBAHHAMMU.
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1 AHAJII3 IPEJMETHOI OBJIACTI

1.1 CyyacHuii CTaH JOCJTiAAKYBAHOI 00J1aCTi

AHani3 TeHeTUYHHUX JAHUX — OJIMH 13 HApsIMIB Cy4acHOT OOPOOKHU BETHKUX
o6csriB iHGOpMaIlii, 1mo nepeadadae OTpUMaHHs, OOPOOKY Ta IHTEPIPETAIlII0 JaHUX
3 METOI0 X MOAAJBIIOTO BUKOPUCTAHHS Yy MPUKIATHUX 3anadax. Jlanuil mporec
BKJIIOYA€ K1JIbKA B3a€EMOIIOB’ I3aHUX €TaIliB, KOXKEH 3 SIKUX BIIIrPa€ BaXKIJIUBY POIb Y
dbopMyBaHH1 KIHIIEBOTO pe3yybTary.

[lepmmic eram € OTpUMaHHA TE€HETUYHMX JAHUX 34 JIOIIOMOTOIO
CHeliali30BaHUX TEXHOJIOr1H. Pe3ynbTaroM bOro nporecy € BeIuKi MAaCUBU CUPHUX
JaHUX, W0 TOTPeOYyIOTh MOAANBIIOI OO0pOOKHU. 3 PO3BUTKOM TEXHOJOTIN
CIIOCTEPITaeThCsl 3MEHIICHHS BapTOCTI OTPUMAaHHS JaHUX, HABEEHO HA PUCYHKY
1.1, 0 IPU3BOIUTH 10 3POCTAHHS iX 00CATIB, 1110 HaBeIeHO Ha pucyHKy 1.2 [1]-[2].

I'eneTnuni gaHi MOTpeOyrOTh BHOPSAKYBaHHSA, 30€piraHHs Ta MOAAJIBLIOL
0o0OpoOKHM JIsl OTpUMAaHHS KOPUCHOI 1H(opMallli, a depe3 MOCTIHHE 3POCTaHHS
00cAriB JaHUX YCKJIAJIHAETbCS Tpolec iX oOpoOKu Ta aHami3. 3HauyHI OOCATH
iH(opMallii BUMararoTh BUKOPUCTAHHS CIICIiali30BaHUX MIAXOIB 0 OpraHizarii
00YHMCITIOBAIBHUX TIPOIIECIB, a TaKOX 3aco0iB jyIs ix aBromarm3aiii. Kpim Toro,
o0poOKka TakuMx JaHMX T[epenadayae BHUKOPUCTAHHS PIZHUX aJTOPUTMIB Ta
IHCTPYMEHTIB, 1110 BUKOHYIOTh OKpeMI eTanu 0OpoOKH Ta aHalli3y, 4yepe3 10 BUHUKAE
1HII1a pobIeMa — He LTicHa poboTa.

VY 3B’43Ky 3 LIMM BUIUIMBAE HEOOXIAHICTh MOEAHAHHS PI3HUX IHCTPYMEHTIB
Ta QJITOPUTMIB Yy €IWHHM Y3TOHKEHHM TMporlec, Mo 3abe3ledye MOCIHiI0BHE
BUKOHAHHS BCIX €TamiB 0OpoOKM maHuWX. BilCyTHICTH Takoi y3TOMKEHOCTI MOXKE
MPU3BECTH J0 TPYAHOIIIB y Mepeiadi JaHUX MK eTarlaMu Ta 3aTPUMKHA Y BUKOHAHHI1
o0uKrCIIeHb Yepe3 Hey3rOIKEHICTh MK HUMHU.

OCHOBHI TOHSATTS, MOB’A3aH1 3 0OPOOKOIO Ta AHAJII30M F€HETUYHUX JaHUX:

- TEHeTUYHl JlaHl — 1H(popMalliid Npo JIOAWHY, IIO0 MICTUTh B1JIOMOCTI
BIIOMOCTI Tpo OynoBy Ta (GyHKIIOHYBaHHS OpraHi3My;

- CCKBCHYBAaHHS — IIPOLICC BI/I,Z[06YTKy TCHECTUYHUX OAaHHUX,



13
- cupl JgaHi — mnepBUHHA 1HoOpMaIls, OTpUMaHa B pe3yabTari
CEKBEHYBaHHS, sIKa MOTpeOye 00poOKH;
- 00po0Kka JaHUX — CYKYIHICTh METOJIB Ta omeparliii, CIpsiMOBaHUX Ha
OYUIIICHHS, IEPETBOPEHHS Ta MATOTOBKY JaHUX JI0 aHAI3Y;
- aHaJli3 reHEeTUYHUX JAHUX — MPOIeC AOCIIKCHHS 00pOOICHUX JTaHUX

3 METOIO BUSIBJICHHS 3aKOHOMIPHOCTEH, 3MiH 200 0COOIMBOCTEHA.

Cost per Human Genome

$100,000,000
S10.000.000 i t————
Moore’s Law
$1,000,000

swo00 ——mo —

$10,000

\
'> National Human (:monn

$1,000 S

genome.gov/sequencingeosts
$100
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of depositied geno
=

*.”’*'J 1‘*"3 1# 'ﬂﬁn 1"0": '1“15' 1“"'3 '1"-“1'“

date

deposited genomes

Pucynok 1.2 — 3pocTanHs 00CSTiB TCHETUYHUX JTaHUX [2 ]
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1.2 O icHyrO4HX pilieHb npoodaeMu

1.2.1 Incrpyment Fastq2vef

Fastq2vcf — mporpaMuuii KoHBe€Ep JJIs aHANI3Y JaHUX CEKBeHyBaHH:. JlaHuii
IHCTPYMEHT OpP1€EHTOBAHUI Ha aBTOMATHU3all110 MTPOLIECY EPETBOPEHHS CUPUX JTAHUX
y pe3yapTari aHami3y, 10 3HAUYHO CIPOILy€ BUKOHAHHS OOYMCIIOBAIBHUX 3aiad,
Omok-cxeMa HajaHa Ha pucyHky 1.3 [3].

Fastq2vct 3ab6e3neuye iHTErpaIiio AeKUIBKOX 1HCTPYMEHTIB 00pOOKH TaHUX
y MeXax €IMHOro npouecy. Lle 103BoIsle BUKOHYBaTH NOCIIIOBHICTh Olepanii 6e3
HEOOX1THOCTI PYYHOIO 3aITyCKy KOXKHOTo OKpemoro etamy. OJHI€I0 3 KIIFOYOBUX
0COOJIMBOCTEH € MPOCTOTA Y BUKOPUCTAaHHI, IpOrpaMa cama BUKJIMKA€ KOMaHAU IS
0OUYHMCIICHHS, 10 3HWKY€E BUMOTH JIO KOPUCTYBaYa.

[HCTpYMEHT BUKOPHCTOBYE JAEKUIbKAa aJrOPUTMIB AJI aHaNi3y pe3ylbTaTH
SKUX 00’ €qHaH1 JJIA MIJBUIICHHS Y3TOMKEHOCTI Ta HaJIMHOCTI OTPUMAHUX JaHUX.
3o0kpema, GopMy€eThCs SIK HaO1p pe3yIbTariB 17151 KOKHOTO OKPEMOTO aJITOPUTMY, TaK
1 pe3ynbTat, OTpUMaHM Ha iX MEepeTHHI.

Fastq2vcf nae moxnuBicTh HanamtyBaHHs. KopucTtyBau Moxe 3MiHIOBaTH
napamMeTpu oOpoOKHM BIAMOBIHO JI0 MOCTABIICHOI 3ajayi, a TAaKOXK PO3IIUPIOBATH
(YHKIIOHANBHICTh IUIAXOM JIO/IaBaHHS HOBUX I1HCTPYMEHTIB. A  3aBISKH
ABTOMaTUYHOMY (POPMYBAHHIO Ta 30€PEKEHHIO KOMAH]l BUKOHAHHS 3a0€31e4y€eThCS
MOYJIMBICTh TTOBTOPHOTO 3aIlyCKy OOYMCIIEHb 3 OAHAKOBMMH IapameTpamu, IO €
BOKJIMBUM aCIEKTOM TIPU POOOTI 3 BEIUKUMHU OOcAraMu AaHuX. BukopucTaHHs
nporpamHoro 3acoOy Fastq2vcf mnepenbadae miATOTOBKY BXITHHUX JaHUX Ta
HaJaIlTyBaHHA KoH(DIrypamiiiHuii ¢aiiiB, crepiry 3amoBHIOETbCS txt daim 3
BXIJHUMU JaHUMU 1 MICIS 4YOrO T€HEpPYIThCS CKPHUIITH, K1 OyqyTh BHKOHYBaTH
poboTy.

Bonnouac, HE3BaKaro4u Ha BHUCOKHU piBEHb aBToMarusarii
oOuncioBaibHOrO0 KoHBeepa, Fastq2vcf He 3a0e3nedyye MOBHOLIHHOTO KepyBaHHS

BUKOHAHHSM MPOIIECiB. 30KpeMa, BIJICYTHI 3aCO0M MOHITOPUHTY Ta aBTOMAaTHYHOTO



15
BITHOBJICHHSI OOUYMCJIEHb Yy pa3i NOMWIOK, M0 YCKIAIHIOE BHKOPHCTAHHSA

IHCTPYMEHTY Mpu 00pOoOIIi TaHUX.

Sample n
l Sample 2 FastQ FastQ
Pair 1 Pair 2
Sample 1 FastQ
Pair 2
FastQ FastQ
Pair 1 Paic 2 ~ S fastq
Y
: QC, BWA | QC, BWA QC, BWA
’—» QC_mapping.sh alignment | alignment alignment
A
N Merge J
BAM file,

Coordinate sorter,

Mark duplicates,
fastq2vcf —B—> | PrecCalling.sh Indel-based realignment & base
quality recalibration,

Data compression

Sample 1,2, .., n

1

C Variant calling by GATK
UnifiedGenotyper, HaplotyperCaller,
SAMtools, and SNVer

Variant.sh l

Variant filtering

v

Consensus variant call set vef

v

Variant annotation
by ANNOVAR & VEP

Pucynok 1.3 — brnok-cxema Fastq2vct [3]

1.2.2 Inctpyment SeqMule

SeqMule — nporpaMHuii KOHBEEpP JJIsI ABTOMATU30BaHO1 OOPOOKH BEIMKUX
HAOOPIB JaHMX, SKUW MPU3HAUYEHUH JI1 BUKOHAHHSI TIOBHOTO IUKITY aHATI3y CHPHUX
JaHUX [0 OTPUMAaHHsS OYIKyBaHOTrO pe3ynbTaTy [4]. 3araipHa cxema poOOTH

BKJIIOYAE €TaIu MonepeaHboi 00poOKH TaHUX, BUKOHAHHS aJITOPUTMIYHOTO aHAIIi3y



16

Ta OTPUMAaHHS MiACYMKOBOTO pE3yJIbTaTy, OJIOK-cCXxeMa 300pakeHa Ha PUCYHKY 1.4

[4].

INPUT/OUTPUT WORKFLOW TOOLS USED/AVAILABLE
FASTQ => Phred score checking
' QcCassessment : FastQC

BWA-backtrack, BWA-MEM,

BAM <= Initial alignment Bowtie, Bowtie2, SOAPaligner,
SNAP
Remove
BAM <= duplicates Picard Tools
4 &
GATK local
SAMtools realignment GATKLite
VarScan
SOAPsnp GATK quality GATK 3
Freebayes recalibration SAMtools
) : VarScan
variant callin .
& ﬁ!teringg GATK variant SOAPsnp
calling and filtering Freebayes

1 intersection or union

[
VCE <= I ssample separation : VF _
) svariant normalization 1 GATK CombineVariants
| *variant extraction :
1, :
ySamplemerging_ _ _ _ _ _ I
IXT Variant annotation ANNOVAR
<= :
(Not included)
Variant reduction
[TAlignment summary |
HTML report | sVariant statistics | VCFtools
PG <= | *Mendelian error rate | mendelFix
TXT | *venn digram showing | VennDiagram
| overlapping of different VCFs 3

- mandatory steps
====_ optional steps

Pucynok 1.4 — brok-cxema SeqMule [4]

SeqMule 3a0e3neuye iHTErpaLi0 BETUKOI KIJIBKOCTI OKPEMHUX MPOTPaMHUX
IHCTpYMEHTIB y MeXax €IUHOTO aBTOMaTH30BaHOTO mporecy. Lle mo3Bomse

BUKOHYBATH MOCIIOBHICTh 00YMCITIOBATILHUX OTepalliii 6e3 HeoOX1JHOCTI py9IHOTO
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3aIyCKy KOXXHOTO OKPEMOTO eTamy, IO 3MEHINYE CKJIaJHICTh pOOOTH s
KOpUCTyBaya Ta 3MEHIIYE MHMOBIPHICTh MOMWJIOK IPH BHUKOHAHHI CKJIQIHUX
00YMCITIOBAIBHUX 3a/1a4.

OcobnuBictio SeqMule € BUKOpUCTAaHHS KUTBKOX aJIrOpUTMIB 0OpOOKH Ha
OJTHOMY M TOMY 3K €Talll pa3oM 3 Pi3HUMHU IHCTpyMeHTamu. OTpuMaHi pe3ysbTaTH
PI3HUX AJTOPUTMIB 3 IHCTPYMEHTAMHU MOPIBHIOIOTHCS Ta CYMDKHI MOEIHYIOTH, IO
J03BOJISIE OTpUMAaTH OLIBII TOYHHUM pe3yabrar. Alle yepe3 TakuxX MiaXia AJis
BUKOHAHHSI TaKOro 3aBJaHHS 3pPOCTalOTh BUMOTHM JI0 anapaTHOro 3a0e3redyeHHs.
BukopucTaHHs [E€KUIBKOX alIrOpUTMIB 3 1HCTPYMEHTAMHM NPHU3BOAUTH JI0
301IbIICHHS Yacy BUKOHAHHS Ta YCKJIQJHEHHS MIPOLIeCy OOUUCIIEHb.

SeqMule mniaTpumye pgomarkoBi (yHKIi, BKJIIOYAIOYHM aBTOMATHYHE
nonaBaHHsl iHGoOpMalli A0 pe3yabTaTiB, TeHEpalild CTaTUCTUYHUX 3BITIB Ta
ctBopenHs HTML-penopriB. @opmMye JIOTH JJIsi KOXKHOTO €Tary BUKOHAHHS, 1110
3a0e31neuye MOXKIIMBICTD BIJICTEKYBaHHS MPOLECY Ta A1arHOCTUKH IMOMUJIOK y pasi
iX BUHUKHEHHs. BUKOpHCTaHHS MporpaMHOTo 3aco0y nepeadavyae HajdalTyBaHHS
KOH(pirypariiHoro ¢aity y sKkoMy 3aJaloThCs BXIJTHI JaHl, 00paHi aJropuTMu
pa3oM 3 mapaMeTpaMH BHKOHAHHS, MICIs YOTO 3allyCK KOHBEEpA 3IIHCHIOETHCS 32
JIOTIOMOTOI0 KOMaHHOTO 1HTepdeiCy, pe3yJIbTaToM sIKOTo Oy/e HaJaHUMN y BUIIISI
CTPYKTYpPOBaHOTO (hailiry pa3oM 31 3BITOM.

Otxe, ocobnuBicTh SeqMule BuKopuCTaHHS MapaieabHOro OOYMCICHHS Y
o0poO11i 3 aHajmi3oM JaHUX 3 TMOMAJBIINM OO0 €IHAHHSAM PE3yJbTaTiB 3aJJIsd
MiBUIICHHS TOYHOCTI OTPUMAaHMX [J@aHUX, 3 YUM NPUXOAUTH JONATKOBE
HaBaHTaXCHHS Ha arapatHe 3a0e3MeueHHs IS MATPUMaHH BUKOHAHHS JCKIJIBKOX

pOOIT OJHOYACHO.

1.2.3 IlopiBHSIHHSA iCHYIOUMX NPOTPAMHHUX 3aC00IB

Jlns po3poOKM BJIAaCHOTO MPOTrpaMHOrO 3acol0y MOTPIOHO MPOBECTH
MOPIBHSUIBHUH aHAJ3 CyYaCHHUX pillieHb. 3aBASKH SKOMY MOXHA BUSIBUTH CHJIbHI Ta

cnabKi CTOPOHM, BUBHAYUTU OCHOBHI OOMEXKEHHS, SIKi MOYKHA BIOCKOHAJIUTH.



18

BynyTe mnopiBHIOBaTMCh ICHYIOYl I1HCTpyMeHTH, Taki Ak Fastq2vef Ta
SeqMule, 1o peani3oByl0Th aBTOMATH30BaHI KOHBEEPH OOPOOKM CEKBEHOBAHUX
nanux. [lopiBHsHHa Oyne BigOyBaTHCS 3a TaKUMH KPUTEPIsIMA SIK PIBEHb
aBTOMATHU3aIlii, CKJIAAHICTh BHKOPUCTAHHS, MOHITOPHHT MPOIIECIB, BUMOTH JO
pecypciB, KUIBKICTh aJITOPUTMIB, HaJIAIITYBaHHS.

OOpanHi KpuTEePil ISl TOPIBHSIHHS 3yMOBJICHI crienn]ikoro 3a1a4 0OpoOKu
TeHOMHHX JaHUX, SIKI XapaKTepHU3YIOTbCS BEIMKUMH oOcsramu iHQopmaiii Ta
BUCOKMMHM BHMMOTaMHU JI0 TOYHOCTI pe3yibTariB. Bumoru 10 oOUMCIIOBATIBHUX
pecypciB BU3HAUYAIOTh MOKJIMBICTh BUKOPUCTAHHS IHCTPYMEHTY Ta 0€310CepEeaHbO
HAaBaHTAKEHHS Ha PI3HMUX amapaTHUX 3acoOax. PiBeHb aBromaru3allii Ta HassBHICTh
3ac001B MOHITOPUHTY IIPOIIECIB € KPUTHYHHMM IS 3a0€3IMeUeHHs CTaOlIbHOCTI
BUKOHAHHS OOYMCIIEHb, OCOOIMBO MpU POOOTI 3 JOBTOTPUBAIUMHU 3a/Ia4aMHU.
BuxopucTtanHs IeKUIBKOX aIrOPUTMIB BILUTUBAIOTh HA TOYHICTH 1 HA/IIMHICTH aHATI3Y.
Kpurepiii ckinagHOCTI BUKOPHUCTAHHS XapaKTEpU3y€e PIBEHb 3PYYHOCTI poOOTH 3
IHCTPYMEHTOM Ta 3yCWUIs Jis HaJalllTyBaHHsA Ta 3amycky. HamamtyBaHHS
XapakTepusye co00I0 THYUKICTh, 110 BITUBAE€ HA MOXJIMBICTb ajanTallli miJ pi3Hi

3aaaul. B Tabmui 1.1 HaBeaeHO MOPiBHSHHS.

Tabnuis 1.1 — [HopiBHAHHS (PyHKIIOHATILHOCTI TPOTrpaMHUX 3ac001B

Kpurepiit Fastq2vcf SeqMule
ABTOMaTH3aIs YacTroBa Bucoka
CkaHICTh
Cepenns Cepenns
BUKOPHCTaHHS
KiJibKiCTh anropuT™MiB Hesenuka 3HauHa
MOHITOPHHT MTPOIIECiB BincyTniit Jlorn
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[Tponowxenns Tabmwmmi 1.1

Kpurepiii Fastq2vef SeqMule
Bumoru 1o pecypcis [TomipHi Bucoxki
HanamryBanus Cepenne Bucoke

[TopiBHsiHHA HaBeAeHl y TaOmumi 1.1, TOKa3yrTh, IO PO3MISAHYTI
IHCTPYMEHTH MalOTh CYTT€BI BIAMIHHOCTI 3a psjgoM KputepiiB. Fastq2vcf
XapaKTepU3YyEThCS YAaCTKOBOIO aBTOMATH3allil0, OCKUIBKHM 3a0e3rleuye BUKOHAHHS
OCHOBHHX €TamiB 00OpOOKH JaHMX, MPOTE€ HEMAE BOYIOBaHUX 3aCO0IB MOHITOPUHTY
Ta KEepyBaHHSIM IpouecamMu. Y CBol uepry, SeqMule wmae Buiiii piBeHb
aBTOMAaTHU3allli 3a paxyHOK MIATPUMKHU JIOTYBaHHS, IO JO3BOJISIE BIJACTEXKYyBaTH
MpoIleC BHUKOHAHHS Ta BIPOBAKY€ IHTETPAIlilO0 MapajelbHOTO OOYMCICHHS, IO
3a0e3neuye MIATPUMAHHS OUIBIIOI KUIBKOCTI 1HCTPYMEHTIB Ha OJHOMY €Talli
00poOKkM Ta aHami3y. BogHouac 13 1iuM 11€ IPU3BOJUTH /10 301JIBIIEHHS amapaTHUX
BUMOI, ocoOmuBo mopiBHIotoun 3 Fastq2vcef. SeqMule wmae Oinbmn rHyuKe
HaJAIITyBaHHS, Yepe3 OUIbIITY KUTbKICTh IHCTPYMEHTIB, 10 I03BOJISIE POOUTH O1IIBIII
TOYHUH Ta JeTadbHUM aHaIlI3, aJie Yepe3 1€ CTA€ BAXKUYUM Yy BUKOPUCTaHH1, OCKUIbKU
KopucTyBau Oyzne Oulblie HaBaHTaxeHuil 1Hpopmaiiero, konu Fastq2vef €

MPOCTIIIMM Y BUKOPUCTAHHI, TPOTE Ma€ 0OMEKEH1 MOKITUBOCTI.

1.3 Onuc 0CHOBHHUX BUMOT

1.3.1 ®opmyBaHHs BUMOI HA OCHOBi aHAJII3y ICHYIOYHX pillIecHb

Ha ocHOBiI mpoBefeHOTO MOPIBHAJIBHOTO aHai3y NPOrpaMHHUX 3aco0iB
Fastq2vcf Ta SeqMule BH3HaUMMO KIIIOYOBI XapaKTEPUCTUKH, SIKI JOIIIBHO
BUKOPHUCTATU TIPH PO3POOIII BIACHOTO POTPAMHOTO 3aCcO0Y.

Fastq2vcf xapakrepusyeTbCsi BITHOCHOIO TNPOCTOTOIO BUKOPHCTAHHA Ta
MOMIPHUMU BUMOTaMHU 70 OOYMCIIOBAILHUX pPECypciB, 0 3ade3mnedye HOro

JOCTYIHICTh JI0 IIMPIIOTO KOJa KOpHCTyBadiB. ToMy BapTo BpaxoBYyBaTu
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CHPOIICHUH MiJX1J, a cCaMe 10 HAJAIITYBaHHS Ta KIJIbKOCTI BUKOPUCTAHUX 3aCO01B
7151 0OpOOKHM 3 aHAJII30M JIaHHUX.

SeqMule Maxx BUCOKHMIA piBeHb aBTOMAaTHU3allli 00poOKU JaHUX, MIATPUMYE
3HA4YHY KUTBKICTh aJTOPUTMIB Ta 3a0€e31edy€e MOXINBICTh MOHITOPUHTY BUKOHAHHS
3a paxyHOK JIOTYBaHHS, IO Ja€ KOHTPOJb HaJl BUKOHAHHSIM JOBrOTPHUBAIHMX
MPOLIECIB.

BpaxoByroun mepeBarn nmmx JBOX 3aco0iB, MPU PO3poOIll MPOTPAMHOTO
3aco0y JOLUIBHO JO/IaTH Takui HaOlp (QyHKIIIOHATY:

- BHUCOKHUU pIBEHb aBTOMAaTH3aIlii;

- HasBHICTH 3aCO01B MOHITOPUHTY BUKOHAHHS MIPOIIECIB;

- ONTUMI3allid BUKOPUCTAHHS 00YHCIIIOBATILHUX PECYPCIB;

- 3MCHIICHHS CKJIQTHOCTI BUKOPUCTAHHS,

- CIIPpOIICHHA HAaJIAIITyBaHHA.

1.3.2 ®opmyBaHHA PYHKUiIOHAJIbHHUX BUMOT

Ha ocHOBI mpoBeaeHO aHamidy ICHYIOUMX pilieHb CchHOpPMYyEMO
GYHKIIOHAIBHI BUMOTH JI0 MPOTPAMHOI0O 3aco0y OOpOOKM JaHMX 3 MOJATbIINX
aHaJI30M Ta JIIarHOCTYBAHHIM F€HETHUYHUX 3aXBOPIOBAHb, IKUM Oy7ie peani30ByBaTH
ABTOMAaTU30BaHUI KOHBEEP IMEPETBOPEHHS BXIAHUX (QaWIiB y CTPYKTYpOBaH1
pe3yJbTaTH.

[Tporpamuuii 3aci0 MoBUHEH 3a0e3MeuyBaTH MOBHUN LMK OOPOOKH — Bif
OTpUMaHHA BX1HUX (hailsiiB 10 GopMyBaHHS KIHIEBOTO 3BITY Y 3py4yHOMY (opMarTi.

OTpumaHHS BXITHUX JaHUX:

-  3aBaHTAXXEHHS JaHUX 13 30BHIIIHIX JDKEPEI 3a 1IeHTU(IKaTOpOM;

- miaTpumMka pobotu 3 daitnamu y popmari FASTQ);

- MOXJIMBICTb IIPOIYCKY €TaIly 3aBaHTaXCHHS.

[TigroroBka JOMOMDKHUX JaHUX:

- aBTOMaTHYHE 3aBaHTAXEHHS HEOOX1IHUX (alIiB;

- TepeBipKa X HasIBHOCTI MEPE] 3aITyCKOM;
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- TIATOTOBKA JIAHUX JO MOAJBIIOI 00pOOKH.
O06pobOka gaHuX:
- BUKOHaHHS BUPIBHIOBAaHHS BXIJTHUX JIaHUX;
- MEpEeTBOPEHHS pe3yJbTaTiB y MPOMIXHI (hopMaTH;
- COpTyBaHHs Ta IHJIEKCAIlisl pe3yJIbTaTiB.
I'enepartist pe3yabraris:
- (opmyBanus ¢aitnis pesyasrari y popmari VCF;
- MIATPUMKA CTUCHEHUX (HOpMaTiB JaHUX;
- 1HAEKcaIlis pe3yJabTariB JJIs IIBUIKOTO JOCTYITY.
[lopiBHSIHHA JaHUX:
- TOpIBHSHHS OTPUMAHUX PE3YNbTATIB 13 30BHIIIHIMUA HA0OpaMU JaHUX;
- BUJAUJICHHS CIIIJIbHUX 3aIlHCIB;
- MOXJIMBICTb (PUIBTpAIlii 32 3aJaHUMHU TTapaMeTPaMH.
dopmyBaHHS 3BITIB:
- 00’eIHaHHS pe3yNbTaTIB y TaOJMYHY CTPYKTYPY;
- EeKCIIOpT pe3yJbTariB y CTPYKTypOBaHUI (opmar.
ABTOMAaTH3AIlis IPOIIECY:
- TIOCJIJIOBHE BUKOHAHHS BCIX €TaIliB y MeXaxX OIHOTO 3aIyCKY;

- MiHIMI3aIlis PyYHOTO BTPyYaHHS.

1.4 ®opmajbHa MOCTAHOBKA 3a1a4i

VY npaniii poOOTI po3DISIAATUMETHCS 3a7ada aBTOMAaTH30BaHOI OOpOOKU
JaHUX, SKa TOJSITaTUME Y TEPEeTBOPEHHI BXITHUX JaHUX Y CTPYKTypOBaHUU
pe3yNbTar 13 MOAABIINM aHATI30M.

Jle BXiHI J1aHi:

- ¢aiimm y popmari FASTQ);

- 1aeHTH(}IKaTOp HAOOPY JAHUX JIJISl 3aBAHTAKEHHS,

- JIOTOMDKHI (aitim.

Buxigni naHi:
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- (paiin pesynprari y popmari VCF;

- MiJCYMKOBHH 3BIT y TaOMUYHOMY (popmarTi, 1110 MICTUTH CTPYKTYPOBaHI
JTaHl.

CyTh 3amadi mojsrae B peamisalilii MmporpaMHOTO 3acoly, sSkuii Oymie
3a0e3neuyBaTy TMOCIIOBHE BHUKOHAHHS €TamiB OOpOOKM MaHMX, BKJIIOYAOUU
MIJTOTOBKY BXIJTHUX JIaHHMX, iX 0OpOOKY, (hopMyBaHHS pe3yJbTaTiB Ta CTBOPCHHS
3BITY 13 MiHIMaJbHUM BTPYYaHHSM KOPUCTYyBada, 3a0€3MeUyl0odd KOPEKTHICTh Ta
KOHTPOJIb BUKOHAHHS €TaIliB 0OpOOKH.

Kpurepii o1iHIOBaHHS SIKOCTI C(POPMOBAHUX PE3YJIBTATIB:

- KOPEKTHICTh 0OpOOKHM JaHUX HA KOKHOMY €Talll;

- TIOBHOTa OTPUMAHMX PE3YJIbTATIB,;

- e(eKTHBHICTh BUKOPUCTAHHS OOUHCIIOBAIIBHUX PECYPCIB;

- 3PYYHICTh BUKOPHUCTAHHS MPOTPAMHOTO 3aCO0Y.

OcHoBHI 3aBaHHs Ha POOOTY:

- IpoaHaji3yBaTH ICHYIOUIl PIIICHHS Ta BUSHAUUTH MEPEBar i HeAOIIKH;

- po3po0JeHHS CTPYKTYpPHU NPOrpaMHOTO 3ac00y y BUIIISIAI MOCIIIOBHOTO
KOHBEEpa 0OpOOKHU JaHUX;

- peaiizallisi aBTOMaTH30BaHOTO MPOIECYy 0OPOOKHM JaHMX, 110 BKIIOYAE
3aBaHTaXeHHsI, 00pOOKy Ta popMyBaHHS pe3yibTaTIB;

- 1HTerpaiis 30BHIIIHIX IHCTPYMEHTIB y €IUHUHN TIpoLieC 00pOOKH;

- peamizaiiisi MeEXaHI3My TIOPIBHSHHA OTPUMaHUX pe3yJbTaTiB 13
30BHIIIHIMHA HAOOpaMHU JTaHUX;

- ¢opMyBaHHA CTPYKTYPOBAHOTO 3BITY;

- 3a0e3mneyeHHs 3py4YHOro 3aMyCKy IpOrpaMHOro 3a0e3MeUeHHS.

111 Ha po3pOOKY:

- CTBOPUTHU aBTOMATHU30BaHMI MpoIiec 0OpOoOKH Ta aHAIII3Y JaHUX;

- po3poOHMTH MporpamMHe 3a0e3MeUeHHS 31 3MCHIICHOIO CKIIAIHICTIO
BUKOPHUCTAHHS,

- 3a0esmeuyyBaTd  BIJITBOPIOBAHICTh  PE3yJAbTaTiB  OOpPOOKM  TIpHU

ITOBTOPHOMY 3allyCKy 3 OIHAKOBUMMU IMapaMCTpaMu;
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- ONTHUMI3yBaTH BUKOPUCTAHHS OOYHCIIOBAILHUX PECYPCIB IIpuU 00poOII

BEJIMKUX OOCSATIB JIaHUX.

1.5 BucHoBku 10 po3ainy 1

[Ticnst mpoBeneHHS aHaM3y MOpeaMeTHoi objacTi Oyja0 BH3HAUEHO, IO
nporec 0OpoOKH TeHETUYHHUX XapaKTEePU3Y€EThCS BETUKUMHU obcsaramu iHdopmartii,
a 3 KOKHUM POKOM 00’€M daHuX crae e OutbimuM. OCHOBHUMHU IIpoOjIeMaMH €
HEOOXI1JIHICTh OOpOOKM 3HAUHMX MAacCHUBIB JJaHMX, a TAKOX BIJICYTHICTh IIJIICHUX
pillieHb, MO 00 €HYIOTh YCl €Tanmu OOpOoOKHM Ta aHamily B €IUHUN 3pydHHM
iHcTpyMeHT. 1[0 yckiajHIO€ BHKOPUCTAHHS OKPEMHX IMPOTPaMHUX 3aco0iB Ta
M1JIBUIIY€ CKJIQJHICTh OpraHi3alii mporecy o0poOKH.

byno mnpoanamizoBaHO ICHYIOYM TMPOTPaMHI 3acO0M JJisi  BUPIIICHHS
3a3HadyeHuX npobiem, Taki Ak Fastq2vct SeqMule, siki peanizyroTh aBTOMaTU30BaH1
KOHBEEpH 0OPOOKU CEKBEHOBAHMX JTaHUX. BOHM T03BOISIIOTH 9aCTKOBO 1HTETPYBATH
OCHOBHI €Taru 00poOKH Ta 3MEHIIUTH KIIBKICTh PyUHHUX Jid. Byno 3’sgcoBaHo ixHi
nepeBar 3 HEOOJIIKaMM 1 Ha OCHOBI LbOro Oyno cpOopMyabOBaHO BUMOTH 10

PO3pOOITIOBAHOTO MPOTPAMHOTO 3ac00y Ta MOCTABJICHO 11111 Ha PO3POOKY.
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2 PO3POBKA APXITEKTYPH ITIPOT'PAMU

2.1 3arajibHa CTPYKTYypa nporpamMmu

ApxiTekTypa po3poOIIOBaHOI MporpaMu Mae 0azyBaTHCS Ha MOAYJIBHOMY
miaxoai 10 OOpoOKM TEeHETHMYHHMX JaHWX, M0 3a0e3rneuyBaTHMe pO3IiICHHS
(GYHKITIOHATBPHOCTI HAa OKpEMi JIOTIYHI KOMIOHEHTH. Takui MiaXiJ T03BOJHTH
MIIBUIIATH MacIITabOBaHICTh, CIPOCTHTH MIATPUMKY CHCTEMH Ta 3a0€3MCUUTH
MO>KJIUBICTh IOBTOPHOTO BUKOPUCTAHHS OKPEMHUX E€JIEMEHTIB.

CucrteMa Mae peaidyBaTH MalIuIaiiH, SKuid Oyzie 3M1MCHIOBATUA MOCT1OBHE
NEPETBOPEHHS CHPUX TEHETHMYHUX JaHUX JI0 CTPYKTYPOBAHOIO pe3yJbTary 13
nojagpuM aHamizoM. OTKe JIoTiYHA CTPYKTypa MOBUHHA SIBISTH cOo00K0 HAOIp
B32€MOIIOB’SI3aHUX €TaIliB, KOXKEH 3 SIKMX BUKOHYE OKpeMy (DyHKIIIIO IEPETBOPEHHS
JAHUX.

Etamn 3aBaHTa)keHHSI JaHUX — BIJNOBIAA€ 32 OTPUMAHHS BXIJHUX JAHUX 13
30BHIIIHIX JKepel. JepenaMu MoKy Th BUCTYIIATH JIOKaIbH1 (aitiu abo BijiasieHi
cxoBumla. TakoX BUKOHY€TbCS 0a3oBa IMEpeBipKa JOCTYMHOCTI JaHUX Ta ix
BIJIMOBIHOCTI O4IKYBaHOMY (pOopMary.

Etan nmonepennroi oOpoOKHM — BIAMOBiNAE 3a MEPBUHHY OOPOOKY /aHUX,
BKJTFOYAIOYM TEPEBIPKY 1X SKOCTI, OUUIICHHS BiJl HEKOPEKTHUX a00 MOIIKOIKEHHUX
3aIKCIB, a TAKOX MPOBEACHHS BIANOBIAHOTO (popMary ajis MOAaIbIIOl 00OpOOKH.

Etan 00poOku — BiAMOBiZa€E 32 MEPETBOPEHHS JaHUX IO 3a/1a4l CHCTEMHU.
O6poOka Mae BKJIIOYATH TpaHCPOpPMAIIII0 3aCTOCOBYIOYM  CIElIaIi30BaHUX
aJTOPUTMIB.

ETan ontumizaiii — BiIOB11a€ 3a CTPYKTYPYBaHHS OTPUMAaHUX PE3YJIbTaTIB,
iX copTyBaHHS, IHJIEKCAIlll0O Ta OnTuUMI3alio i edekTuBHOro moctymy. Ilo
JI03BOJIUTH MiJIBUIIATH TTPOAYKTUBHICTh MOMABIITNX ONEparliil Hal TaHUMHU.

Etan ¢dopMyBaHHsA pe3ynabraTiB — Ha LbOMY €Tall pe3yiabratd 00poOKu
MPUBOIATHCS A0 KiHIIEBOTO (hOpMaTy, 3py4HOTO IS 30epeeHHs a00 MOAaIbIIOTO

aHami3y.
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Etan ananizy — BiamoBizmae 3a J0JaTKOBY OOpPOOKY Pe3yibTaTiB 3 METOIO
y3arajibHeHoi iHQopMallii, BHIBICHHS 3aKOHOMIpHOCTeH abo dopMyBaHHs
BHCHOBKIB Ha OCHOBI OTPUMaHUX JTaHUX.
Etan 36epexeHHs JaHUX — BIIMOBIAA€ 3a 30€pekeHHS pe3ybTaTiB 00poOKH,
110 3a0€3MeYUTh MOXIIUBICTH IIOBTOPHOTO BUKOPUCTAHHS PE3YbTATIB.
Etan kepyBaHHS BUKOHAHHSIM — BIATOBiJIa€ 32 BUKOHAHHS, OPKECTPALIiO
BCIX CKJIaJIOBUX cucTeMHu. KOHTpoIo€e 3amyck mporeciB, KOHTPOJIb X BUKOHAHHS,

00poOKy TOMHIIOK Ta 3a0e3MeYeHHs KOPEKTHOI MOCI1IOBHOCTI OOPOOKH JaHUX.

2.2 OyHKUiOHYBaHHS POrPpaMu

@OyHKIIOHYBaHHS MMPOrpaMu Mae 3a0e3rnevyBaTd MOBHUM Ta MOCHIIOBHHUM
npouec 00poOKH FeHETUYHHX JJaHUX, TOYUHAIOYH BlJl OTPUMAaHHS BX1THUX JIaHUX Ta
3aBepuIyIoud (POPMYBaHHIM PE3YAbTaTIB, MPUAATHUX JIJIs TTOAAJIBIIOTO aHAJI3y Ta
iHTeprperanii. IIporpamMa mnOBHHHA peai30BYBaTH JIOTIYHO BIIOPSIKOBAHUN
KOHBE€Ep 00pOOKH, y IKOMY KOXKEH €Tall € 3aJI€KHUM B1J] pE3yJIbTaTiB NONEPEIHbOTO
Ta 3a0e3Meuye MiAT0TOBKY JaHUX 0 HACTYIHHUX MEPETBOPEHb.

Ha mnouatkoBomy erami mporpama MOBMHHa 3a0e3nedyBaTH MpHUIloM Ta
3aBaHTKEHHS BXIJHUX JaHUX. BXIIHUMH JaHUMH MalOTh OyTH pe3yJIbTaTu
CEeKBEHYBaHHS, MIPEICTABICHH] Yy BUMNISAAI Ha0OpiB reHeTHUHUX naHux. [Iporpama
Ma€ 3IACHIOBATU TEPEBIPKY HASABHOCTI JAaHMX, iX JOCTYMHOCTI, ITUTICHOCTI Ta
BIJIMOBITHOCTI BU3HAYEHUM BUMOTaMm 710 ¢opmaty. Y pasl HEBIANOBIAHOCTI TaHUX
BCTAHOBJICHUM KpUTEPIsSIM TMporpaMa IOBUHHA 3a0e3riedyBatd (popmyBaHHS
MTOBITOMJICHB TIPO MOMUJIKY Ta IPUIMTMHEHHS a00 KOPEKI[it0 TOJATbIIIOT0 BUKOHAHHS.

[Tics 3aBaHTaXEHHS JaHUX MIporpamMa MOBUHHA BUKOHYBATH iX MOMEPETHIO
00poOky. [lanuii eram Mae nependauuT aHaM3 SIKOCTI BXIAHUX JTaHHUX, BUSBICHHS
HEKOPEKTHOI ab0 MOWKOMKeHOi 1H(dopmallii, pa3oM 3 iX yCyHEHHsSM alo
BumpaBieHHsM. [IporpamMa moBMHHa 3abe3meuyBaTd OYMINCHHS JaHUX BiJ

HenmoTpiOHO1 iH(dOpMaIlii, a TakoXX TMPUBOAUTA JO BIAMOBIIHOTO BUIVISY,
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HEOOXITHOTO JJIsi TOAANBIIOI OOpOOKW. VY pe3ynpTari IIbOTO €Talmy MaroTh
dbopmyBaTHCs MIATOTOBJICH] JIaH1, III0 BIAMOBIAal0Th BUMOTaM TOYHOCTI Ta MIOBHOTH.

HactynHum eramnom ¢yHKIIOHYBaHHS MpoOrpaMud Mae OyTH BCTAHOBJICHHS
BIJIMOBITHOCTI MDDK OTPUMAaHMMH JaHUMH Ta TOPIBHSUIFHOIO Moaemmo. [Iporpama
MOBUHHA 3a0€3MeuyBaTh BU3HAYEHHS MO3UIIl KOKHOTO €JIEMEHTa JaHUX BiIHOCHO
0a30BO1 CTPYKTYpH, a TAKOXK OIIHKY KOPEKTHOCTI TaKOTO 31CTaBlIeHHs. Pe3ynprarom
BUKOHAHHS IThOTO €Tally Ma€ OyTH CTPYKTypOBaHWW HAOIp JaHUX, IO MICTUTH
1H(opMaliro PO po3TallyBaHHS €JIEMEHTIB Ta iX XapaKTECPUCTUKH.

[Ticms  cTpykTypyBaHHS TIporpamMa IIOBUHHAa BHKOHYBAaTH OOpOOKY
OTpPMMAaHUX JIaHUX 3 METOI0 iX BIOPSAJAKYyBaHHA Ta onrtumizarii. Lleit eranm mae
BKJIFOUATH CHCTEMATH3AIlI0 JaHUX 3a BU3HAYCHUMHU KPUTEPIsIMHU, 3a0e3MedeHHs
IIBUJKOTO JOCTYIly JI0 OKpeMHX (parMeHTiB 1HQopmamii. Pesynprat — 1€
MirOTOBJICHH] JaH1 Y BUIJISA/Il, IPUIATHOMY JJISI TOAAJIBIIIOTO aHAII3Y.

VY HacTynmHOMY eTarmi mporpama 3A1HMCHIOE aHalli3 MiATOTOBICHUX JaHUX 3
METOI0 BUSIBJICHHS BIJIMIHHOCTEW BiJ 3pas3ka. Lleit mporec Mae mnepenbavaru
MOPIBHSHHS OTPUMAHUX JaHUX 13 0a30BOI0 CTPYKTypOIO Ta BU3HAYCHHS
HEBIAMOBITHOCTEH, 1110 MOXYTh CBIIUUTH MPO HASIBHICTH 3MiH. [Iporpama moBuHHa
3abe3reuyBaT (iKcallilo TaKUX BIAMIHHOCTEH, iX Kiacudikalliro 3a BU3HAYCHUMHU
O3HAaKaMM Ta OLIHKY JIOCTOBIPHOCTI. Pe3ynabrarom 1poro eramy Mae OyTu HaOip
CTPYKTYPOBAaHUX JAAHUX, IO MICTATH 1HPOPMALIIO PO BUSABIEHHI BIAXUICHHS.

[Iporpama moBuHHa 30epiraTd OTPUMaHHI pe3ylbTaTH Ta 3abe3medyBaTH
3aMMC JaHMUX y BIAMOBIIHOMY (pOopMaTi 3 ypaxyBaHHSIM BUMOT JI0 iX MOJAIbIIOTO

BHKOPHUCTAHHA.

2.3 Budip aaropurmy 00po0dku

2.3.1 Aaroputm CmiTta-YorepMaHa

Anroputm  CwmiTta-YoTepMaHa € KIACUYHUM  METOJIOM  JIOKAJIBHOTO
BUPIBHIOBAHHS PSJAKIB, SKHHA BUKOPUCTOBYETHCS I BU3HAYCHHS HANOLIBII

MOMIOHUX JUISHOK MIDK JBOMa MOCHIZOBHOCTAMH. (OCHOBHOIO OCOOJIHMBICTIO
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aNTOPUTMY € T€, 10 BIH HE HAMAraeThCsl BUPIBHATHU IMOCIIIOBHOCTI MOBHICTIO, a
3HAXOAMTH JIUIIIE T1 PparMeHTH, SIKI MalOTh HAMOUIBIITY CXOXICTB [5].

[TpuHmmn podotu BiIOYBAETHCA 3a JOMOMOIOK METOJIB JUHAMIYHOTO
nporpaMmyBaHHs. Y mporieci oOuncieHHs (OpPMYEThCS MaTpUL OLIHOK, Y SIKIH
KOKHA KJIITUHKA BioOpaskae HalKpamnuii MOXIJIMBHIA PEe3y/IbTaT BUPIBHIOBAHHS JIJIs
BIIMOBITHUX MiAMOCTimoBHOCTeH. Ha BimMiHy Bim TOOanbHUX alTOPUTMIB, Y
JAHOMY BHUNAAKy 3HAYCHHS HE MOXYTh OyTH MEHIIMMH 3a HYJb, IO JO03BOJISE
nepepuBaTH HEBUT1IHI BUPIBHIOBAHHS Ta MMOYMHATH HOBI.

OTxe mepeBaror0 aqropuTMy € BHCOKAa TOYHICTh, ajie¢ HEAOJIK IIe BHCOKA
004K CITIOBaIbHA CKIIAJAHICTB, 1110 0OMEKYE BUKOPUCTAHHS aJITOPUTMY JJisi 00pOOKHU

BEJIMKUX OOCATIB JaHUX.

2.3.2 Aaroputm Hinnimana-ByHnma

Anroputm Hinnmana-ByHiia € meTogoM mo0aibHOTO BUPIBHIOBAHHS
PAIKIB, SKUW 3a0e31euye 3HaAXO/KEHHS! ONITUMAJIbHOTO BUPIBHIOBAHHS MIXK JBOMa
MOCIIIOBHOCTSMU 10 BC1H iX M0BKUHI. Ha BiIMiHY BiJl TOKQJILHOTO MIIXOAY, JaHUN
aJTOPUTM BPaXOBY€E BC1 €JIEMEHTH MOCIAOBHOCTEH [6].

Anroput™m 0a3yeTbCs Ha METOAI JWHAMIYHOTO MpOTpaMyBaHHS Ta
BUKOPUCTOBYE MATPHUIIO OIIHOK JJIsi BU3HAUCHHS HAWKPAIIOro pe3ysbTary s
BIAMOBIAHUX TiApsAakiB. Ilicis 3aBepiieHHsS OOYMCICHb BHKOHYETHCS 3BOPOTHE
MIPOXOJIKEHHS, SIKE I03BOJISIE BITHOBUTH ONTUMAJIbHE BUPIBHIOBAHHS BIJIIIOBIIHO 10
3a1aH01 QYHKIIIT OIIIHKH.

OcHoBHa mepeBara ajarOPUTMY € OTPUMAHHS TIOOATHHO ONTHMAIBLHOTO
pileHHs, 1o poOUTh HOTro rapHUM BUOOPOM /1JIs 3a]1a4 OPIBHSHHS PSJIKIB, aHAITIZY
TEKCTOBUX JaHUX Ta MOUIYKYy MoaiOHOCTeW MiX psaakamu. Hemomik — BHCOKa
o0OuKCITIOBaIbHA CKIIAHICTh, IO MPU3BOIUTH /10 BUTPAT Yacy Ta aM’siTi mpu poOOTi

3 BEJIUKHUMH 00CSITaMU JaHUX.
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2.3.3 Aaroputm bappoysa-Biiepa

Anroput™m bappoy3za-Binepa 3acTtocoByeTbest st €PEKTUBHOTO TOIIYKY
HIAPAIKIB Y BeTUKUX HaOopax naHux. OCHOBHA i/ied — MOTMEpEIHE TePEeTBOPEHHS
BXIJTHOTO PsJIKa 3 IMOAAIBIIOK MOOYIOBOI 1HACKCHOI CTPYKTYpH, IO JO3BOJISE
3HAYHO MPUCKOPUTH oreparii nomyky [7].

[TepetBopennst bappoysa-Binepa momsirae y meperpymyBaHHS CHMBOJIB
psAZlKa TaKMM YHHOM, 110 OJTHAKOB1 CUMBOJIM PO3TAIIOBYIOThCS nopyd. Lle cTBoproe
CIIPUSATIMBI YMOBH JIJISl TOAQJIBIIIOTO CTUCHEHHS Ta 1HACKCAllll JTaHUX.

IlepeBaramu J1aHOTO MIJIXOAY € BHCOKA IIBHJKICTH IOINIYKY Ta TOMIpHE
BUKOPUCTAHHS TaM’sATi, 1[0 POOUTH HOTO MPUIATHUM i POOOTH 3 BEIUKUMU
oOcaramu nanux. [IIupoko 3acTocoByeThes y 3aadax oOpoOku psaakiB. Hemomik —
HEOOX1THICTh TOTEPEIHhOI OOpOOKM JaHMX, IO MOXE BHMAaratv JOAaTKOBHX

00YHCITIOBAIBHUX PECYPCIB.

2.3.4 O0rpyHTyBaHHS BUOOPY AJTOPUTMY

Jlns BU3HAUEHHSI HaWOUIBII JOIIIBHOTO aJrOPUTMY OOpOOKH AaHUX Oyiio
MIPOBE/ICHO TMOPIBHAHHS PO3NISIHYTUX MIJXOMAIB 32 OCHOBHUMHU KPUTEPISIMHU: THUII
BUPIBHIOBAHHS, TOYHICTh, IIBUAKICTh BUKOHAHHS, BHUKOPUCTAHHS TIaM ATi,

PUIATHICT IO BENUKUX MaHuX. [lopiBHSHHS HaBeaeHo y Tabmwui 2.1.

Tabnuis 2.1 — [opiBHSHHS anTOPUTMIB 00POOKHU

Kpurepiit Cwmit-Yorepman | Hignman-Bynm Bappoy3-Binep
. ITomryk-
Tun BUpIBHIOBAHHS JlokanbHe I'moGanbHe . '
1HJIeKCaLlls
Tounictb Bucoka Bucoka Bucoka

[IIBuakicTh Hwusska Hwuzbka Bucoxka
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ITponoxkenns Tabmui 2.1

Kpurepiit Cwmit-Yorepman Hinnman-Byamr | bappoys-Binep

[IpunatHicTh 10 O0OMexeHa OoOMexeHa Bucoka

BCIMKHNX JAaHUX

[Tonepennst 06poOka Hi Hi Tax

Anroputmu Cwmita-Barepmana ta Himnmvana-ByHina, mompu iX BHCOKY
TOYHICTh, MOTPEOYIOTh 3HAYHOT OOUMCIIOBAIBHOI CKIAJHOCTI, IO YCKIAIHIOE iX
BUKOPHUCTAHHS Y 3a/1a4aX MacoBO1 OOPOOKH JTaHUX.

Orxe, He3BaXKaroul Ha HEOOXIIHICTh MOMNEPEeaHbOI OOpOOKH, aIrOpUTM
Bbappoy3a-Binepa € HaitOu1b111 mpyugaTHUM U1 peaizallii cuicTeMu 0OOpoOKH TaHUX

3aBJSIKM BUCOKIM IIBUJIKOCTI MOLIYKY Ta MIOMIPHOMY BUKOPHCTaHHI 1am’sITl.

2.4 Bulip moBH nporpamMmyBaHHS

2.4.1 MoBa nporpamyBanHns Python

Python  BucokopiBHEBa  MoOBa  MporpamyBaHHS, sIKa  aKTUBHO
BUKOPHUCTOBY€ETbCS JIIsi OOpOOKM JaHMX Ta aBToMaTru3aiii mponeciB. OnHIe0 3
OCHOBHHUX OCOOJIMBOCTEN MOBH € MPOCTUI Ta 3pO3yMUIHI CHHTAKCHC, 110 JI03BOJISIE
HIBUJIKO PEaTI30BYBAaTH CKIIAIHI aJTOpPUTMH [7].

Cepen nepeBar Python BapTo BUAUIUTH BEIUKY KUIBKICTH O10J110TEK AJIs
0o0poOKHM JaHUX, 30KpeMa IHCTPYMEHTIB UIisi poOOTH 3 psakamu, Qaitmamu Ta
CTaTUCTUYHUMHM MeTojaMu. Kpim Toro mo0pe mMiaAXoauTh ISl 1HTErpamii 3
30BHIIIHIMH MPOTPaMaMu Ta MOOYJI0BH KOHBEEPY POOOTH 3 JTaHUMHU.

Henoniku — HU3bKa MIBUAKICTh BUKOHAHHS Y TIOPIBHSIHHI 3 KOMII1IbOBAaHUMU
MOBaMHU TmporpamyBaHHsA. lle Moke OyTH KpPUTHYHMM TIpH BHUKOHAHHI

OOUYHCITIOBAILHO CKJIaAHUX 3ada4.
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2.4.2 MoBa nporpamyBanus R

R MoBa mporpaMyBaHHS Ta CEPEIOBHIIE JIJIsI CTATUCTHYHOTO aHAITi3Y TaHUX.
OcHoBHa 0COOIMBICTH MOBH € OpIEHTAIIISl HA aHAJI3 Ta Bidyamizalito iHdopMmarlii,
o poOuTh ii 3pydHOIO IsI pOOOTH 3 PI3HUMHM HaOOpaMH JaHUX 1 POOUTH ii
MOMYJISIPHOIO Y HAYKOBUX JTOCIIDKEHHIX Ta aHATITUII [8].

Cepen mepeBar R BapTo BHAUIMTH HASBHICTh BETUKOI KUIHKOCTI
CTeI[iali30BaHNX IMAKETiB NI CTATUCTUYHOTO aHalli3y, MAlTUHHOTO HAaBYAHHS Ta
00poOku nanux. MoBa Mae po3BUHYTI 3ac00M MOOYI0BU 3ac00M MOOY10BU rpadikiB
1 Bi3yajizaiii pe3ysbTaTiB, 10 J03BOJIAE€ €()EKTUBHO MNPEICTABISATH PE3yIbTaTh
nocnimpkenb. Kpim Toro, mupoke BHUKOpUCTaHHS R y HaykoBOMy cepenoBHILI
3a0e3neuye OCTyN OO0 3HAYHOI KUIBKOCTI T'OTOBHX O10J10TEK Ta 1HCTPYMEHTIB.
J103BOJIsI€ MIBUAKO BUKOHYBATH CTaTUCTUYHI OOUHCIIeHHS 6e3 HeoOX11Ho1 peaizalrii

CKJIQJJHUX MAaTEMaTUYHHUX aJTOPUTMIB HA HU3bKOMY PiBHI.

2.4.3 MoBa nporpamyBanns C++

C++ xoMmmisbOBaHa MOBa TMporpaMyBaHHsS, ska 3abe3redye BUCOKY
MIPOAYKTUBHICTH Ta HU3bKE BUKOPUCTAHHS am’ ATi. [IInpoko BUKOPHUCTOBY€ETHCS IS
peanizaiii OOYMCIIIOBAJbHO CKJIQJHUX aJITOPUTMIB Ta CHCTEM, J€ Ba)KJIuBa
IIBHIKICT BUKOHAHHS [9].

OcHOBHa  0OCOONMMBICT  MOMJIMBICTb ~ HU3bKOPIBHEBOTO  YIIPABIIHHS
pecypcamMu, 110 J03BOJISIE ONITUMI3yBaTH BUKOPHUCTAHHS T1aM’ STi.

Cepen mepeBar MOBH CJIiJ] BII3HAYUTH BUCOKY IMIBUAKICTb BUKOHAHHS, IO
pOOUTH TPUIATHOIO IS peaiizailii aJropuTMIB OOpOOKHM pPSAJIKIB Ta BETUKHUX
00YHCITIOBAJILHUX 3a1a4.

Henonikamu € BHCOKMII PU3MK MOMWIOK TpU PoOOTI 3 HaM’ STTIO, IIO
MPU3BOJUTH 0 11 BUTOKIB. Pa3oM 13 TUM Mae MEHIY KUIBKICTh CIeliali30BaHUX

010610TeK I aHaJ3y JaHUX, CTATUCTUYHUX OOYHMCIIEHb Ta 0OPOOKHU JTaHUX.
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2.4.4 O0rpyHTyBaHHSI BHOOPY MOBM NPOrpaMyBaHHS

Otxe, 3 ypaxyBaHHSIM OCOOJMMBOCTEH IOCTABICHOI 3aJadi, J0 MOBH
MporpaMyBaHHSI BUCYBAIOTHCA TaKi OCHOBHI BHUMOTH: MOXJIUBICTh €(EKTUBHOI
poOOTH 3 BEMUMKUMHU OOCSITamMHu JIaHHWX, 3py4Ha 00poOka (ailyniB, aBTOMaTH3aIls
BHUKOHAHHS MOCIOBHUX €TariB 00pOOKH, a TAKOXK HAIBHICTH O10110TEK /1715 aHATI3Y
JaHUX 1 B3a€MOIII 13 30BHINTHIMHU TTpOTrpaMamMu.

BaxxnuBoro Cki1aioBOI0 € HEOOX1IHICTh 3aIllyCKy 30BHIIIHIX YTHUJIIT 4Yepes
KOMaHJIHUW PsIAOK, OOpOOKM pe3yibTaTiB 1X BHKOHAHHS Ta oOpraHizaiii
MOCJIIIOBHOCTI BUKOHAHHS OTEpalliif, 110 BUMarae BiJi MOBHU IporpamMyBaHHS
HAsSIBHOCTI 3aCO01B JIJIsi pOOOTH 3 CHCTEMHUMH BUKIIMKAMH Ta MPOIECAMH.

Moga nporpamyBanHs Python xapakrepu3y€eThcsi IPOCTOTOI0 CHHTAKCUCY Ta
Ma€ BEJMKY KUTBKICTh 010J110TeK 11t poOOTH 3 TaHUMHU Ta 3py4Hi 3ac00U 1HTeTrparlii
3 IHIIAMH 1HCTPYMEHTAMHU, 10 POOUTH ii YHIBEPCAIBHUM PIIIEHHSAM ISl IIUPOKOTO
KOJIa 3aj1a4

MoBa mnporpamyBaHHs R opieHTOBaHa Ha CTaTMCTMYHUNA aHami3 1
Bi3yasti3zallito JaHuX. BoHa Mae 3HauHy KUIbKICTh CIE1allI30BAHUX MAKETIB, OHAK
MEHII MpUJaTHA ISl PO3POOKH MOBHOIIIHHUX MPOTPaAaMHUX CHUCTEM Ta peaizarlii
aNTOPUTMIB 3araJIbHOTO MPU3HAUYCHHSI.

Moga C++ 3a0e3neuye BUCOKY IBUAKICTH BAKOHAHHS, BOJIHOYAC CKJIQ/IHIIIA
y BUKOPUCTaHHI Ta Ma€ MEHIIY KUIbKICTb 010J110TeK isi poOOTH 3 JaHWUMHU, IO

0COOJIMBO BAKIIMBO IS L1€1 pOOOTH.

Tabnuis 2.2 — [TopiBHSAHHS MOB IPOTpaMyBaHHS

Kpurepiit Python R C++

[IBuakicTs Husska Hwusbska Bucoxka

bi6niorexu Bucoka Cepenns Hwuzbka
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[Tponowxenns Tadnwui 2.2

Kpurepiii Python R C++
_ ' Cucremne
[Ipu3HaueHHs VYHiBepcanbHa Amnaniz
porpaMyBaHHs
Po6ora 3
ABTOMarMyHa | ABTOMAaTUYHA Pyuna

nam’ sITTIO

Po6ora 3
BEJIMKUMU Bucoka Cepenus Bucoka

JTAHUMH

OTxe, 3 ypaxyBaHHAM OCOOJMBOCTEW IIOCTaBJIEHOI 3ajaadi, JO MOBHU
IPOrpaMyBaHHs BHUCYBAalOThCA TaKi OCHOBHI BHMOTH: MOXIIMBICTH pPOOOTH 3
BEJIMKMMH OOCsSraMHu JaHHMX, 3py4Ha oOpoOka (aiiiiB, HAasIBHICTH O10110TEK AJIs
poOOTH 3 JJaHMMHU Ta iX aHaII30M, a TaKOK MOXKJIMBICTb IHTETpalii 3 1HIIUMH
POrpaMHUMHU KOMIIOHEHTaMH.

[IpoBeneHnii MOPIBHSAIBHUN aHaNI3 IOKa3aB, 110 MOBAa IMPOrpamMyBaHHS
Python Hait0inbpIl MOBHO BIAMNOBIA€E 3a3HAU€HUM BHMoraM. BoHa 3a0esnedye
3py4Hi 3aco0u poOoTH 3 aimaMu, MATPUMYE OOPOOKY BETUKUX OOCATIB JAHUX Ta
Ma€ MIUPOKUM HaOip O10M10TeKH, MO0 JO3BOJIUTH pealidyBaTd HEOOXiTHUN
(yHKLIOHAI.

He3Baxatoun Ha HWX4YYy IIBUAKICTH BUKOHAHHS Yy TIOPIBHSHHI 3
KOMITIJIbOBAaHWMH MOBaMU TMporpamyBaHHs, riepeBaru Python poGsts ii HaitO11b1I

JOIITLHUM JIJIs1 peajtizailii MoCTaBIeHOT 3a/aui.

2.5 Bubip cepenoBuina po3pooku
2.5.1 Visual Studio Code

Visual Studio Code — 11e n1erke Ta po3mrproBaHe CEPEIOBHUIIE PO3POOKH, SIKE
IIIMPOKO BHKOPHUCTOBYETHCS JJI HAIKMCAHHS MPOTPAMHOIO KOAY PI3HUMH MOBaMH

mporpamyBaHHs, 30kpemMa Python. OcHOBHOIO 0COONMMBICTIO € MOMYyJIbHA
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apxiTeKTypa, fKa JO03BOJSE PO3IMIMPIOBATH (PYHKIIOHAIBHICTh 32 JIOMOMOTOIO
BEJIMKOI KUIBKOCTI IIATIHIB.

Cepen mnepesar Visual Studio Code BapTo BUAUIMTH BUCOKY IIBHUJIKICTH
po0oTH, 3pyyHHUIl Ta 3pO3yMUIHN 1HTEpeiic, IHTErpallio 3 CUCTEMaMHU KOHTPOIIIO
BEpCIi, a TAKOX MIATPUMKY BEIMKOI KIJTBKOCTI PO3MIUPEHD ISl pOOOTH 3 JIaHUMH,
Docker, 6azamMu nmaHuX Ta IHCTpyMEHTaMHu po3poOku mairuiaiHiB. Kpim Ttoro,
CEepeNoBHUINE MIATPUMYE I1HTETPAII0 3 TEPMIHAJIOM, IO CIPOIIye poOOTYy 3

KOMaHHUM PSJIKOM Ta aBTOMATH3allii0 MPOIIECIB.

2.5.2 PyCharm

PyCharm — me cmemianizoBaHe CEpeIOBHUIIE pPO3POOKH MJisi MOBHU
nporpamyBanHs Python, ske 3a0esneuye mupokuii Habip 1HCTPYMEHTIB st
PO3pOOKH, HATTATOJIKEHHS Ta TECTYBaHHS IIPOTpaMm.

Ho nepear PyCharm Hanexars mmOoka iHTerpaiis 3 Python, moTyxHi
3aco0u aBTOAOMOBHEHHSI KONY, MATPUMKA POOOTH 3 BIPTYaJTbHUMHU CEPEIOBUIIIAMH,
a TaKOXX 1HCTPYMEHT JJig poOoTH 3 0a3zamMu naHux i BeO-po3pobku. Cepenosuiie
TaKOXX J00pe MiIAXOAWTHh Il pOOOTH 3 BEIMKMMU MPOEKTAMHU Ta CKIIAJHUMU

CTPYKTYpaMH KOJy.

2.5.3 Cursor

Cursor — 11e cy4acHe IHTETPOBaHE CEPE/IOBUINE PO3POOKH, MOOyIOBaHE Ha
ocHogi Visual Studio Code, sike po3muproe HOro MOXKIJIMBICTE 32 paXyHOK 1HTETparlii
MTYy4YHOro i1HTeNeKTy. OCHOBHOIO OCOONMBICTIO € miaATpuMKka Al-acucteHTa ajis
HaIMMCaHHs, aHaJi3y Ta pe(aKkTOPUHTY KOIY.

Cepen nepeBar Cursor BapTo BUAUIUTH MOKJIUBICTh aBTOMAaTUYHO1 FeHeparlii
KOJy, TIOSICHCHHS CKJIQJIHUX (PparMEHTIB MporpaM, a TaKoX JIOTOMOTY Yy TOIIYyKY
MIOMUJIOK Ta omTUMI3allii anroputmiB. Ile 103BoisS€ 3HAYHO MPHUCKOPUTH IPOIEC

PO3pOOKH, 0COOIMBO MPHU POOOTI 31 CKIAAHUMU 3aJa4yaMu oOpoOku maHux. Kpim
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toro, Cursor marpumye OubIIicTs po3mupers Visual Studio Code, 1o 3a6e3neuye
THYYKICTh Ta 3pY4HICTh Y HaJIAINTYBaHHI CEPEIOBUIIIA.

Henonikamu € 3aJI€KHICTD Bl IHTEPHET-3’ € THAHHS 1711 poOoTH Al-yHKIIiH,

1o € equHor ocoonusicTio Bix Visual Studio Code.

2.5.4 O0rpynTyBaHHs BUOOPY cepel0BHINA PO3POOKH

Jljig BU3HAUEHHS HalOUIbLI AOLIIBHOTO CEPEIOBUILA PO3POOKHU ITPOBEAEMO
MOPIBHSJIBHUN aHAN3 PO3IITHYTHX BapiaHTIB 32 OCHOBHMMM KpPUTEPISIMU, IIO
0e31mocepeIHbO BILUTMBAIOTH 13 OCOOJIIMBOCTEN MOCTaBiIeHO1 3aa4l. OCHOBHA yBara
OpPUAUIAETbCS  MIATpUMIN  MoBH  Python,  MoxnuBOCTI  poO3IMIMpEHHS
(PYHKIIOHAIBHOCTI 32 PaxyHOK IUIAariHiB, poOOTI 3 KOMaHIHUM PSAKOM, 3aco0am
HaJIaro/)KeHHs IporpaM Ta MPOAYKTUBHOCTI CEPEOBUILA, OPIBHSIHHS HABEJIEHO Y
tabmum 2.3.

Visual Studio Code 3abe3rneuye BUCOKY THYUYKICTh 32 PaxyHOK CHUCTEMHU
PO3IIMPEHb, 110 A03BOJsIE MATpUMKY Python, mokpaiieHe aBTOAONOBHEHHS, a
TAaKOXX 1HCTPYMEHTU i poOoTH 3 (aiinamu Ta TepmiHaioM. KpiMm TOrO,
CEPEIOBUILE XAPAKTEPU3YETHCSI BUCOKOK INBHJKICTIO POOOTH Ta HEBEIUKUMHU
BUMOTaMH JI0 PECYPCiB.

PyCharm namae motyxxHi BOymoBaHi 3acobu jyisi po3poOku Ha Python,
BKJIFOYAIOYM ABTOAOINOBHEHHS KOAY, HAJaro/PKeHHs Ta YIPABIIHHSA INPOEKTAMHU.
Pa3om 13 Tun, ga"e cepeoBULIE € OUIBII PECYPCO3aTPATHUM 1 MEHIIIUM THYYKHUM Y
HaJAlITyBaHHI, 110 MOXE YCKJIaJHIOBaTHU POOOTY y BHUIIAJKaX, KOJIM HEOOX1THO
aKTUBHO BUKOPHCTOBYBATH 30BHIIIHI IHCTPYMEHTH.

Cursor € CydacHUM CEpPEJIOBUILIEM PO3POOKU 3 IHTEIPOBAHOKO MiATPUMKOIO
IITYYHOTO 1HTEJIEKTY, IO JO03BOJII€E aBTOMAaTM3yBaTH HAlHUCaHHSA KOOy Ta

OTPUMYBATHU IMOACHCHHA 10 HBOTO.
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Tabmuus 2.3 — [opiBHSIHHS cepenoBUIL pO3POOKH

Kpurepiit Visual Studio Code PyCharm Cursor
[TigTpumka Python [IpucyTths [IpucyTtusa [IpucyTtHs
KinpkicThb marifis barato OOMexeHo bararo

Tepminan BOynoBanmii BOynoBanuit | BOynoBanuii

Al-miiarpuMka [IpucyTtHs Bincytas [IpucyTtHs

[IpoBenenuii mopiBHAILHUN aHAJI3 MMOKa3aB, 1m0 cepenoBuie Visual Studio
Code HaiiOUTBII TIOBHO BIANOBINA€ 3a3HAU€HUM BHUMoraM. BoHo 3abesmnedye
HEOOX1AHY THYYKICTb, JO3BOJISE 3pYYHO MPALIOBATH 3 30BHIMIHIMHA 1HCTPYMEHTaMU
gyepe3 TepMiHaJd Ta Mae€ JIOCTaTHIA Hallp (PyHKIIIOHAJIBHMX MOMIIMBOCTEH s
peaitizallii mocTaBJIeHO1 3a1a4i.

HesBaxatoun Ha HasBHICThH ajbTepHATUBHUX pilleHsb, Visual Studio Code €
HaWOUIbII  30aJaHCOBAaHUM BHUOOPOM 3 TOYKH 30pu  (DYHKIIIOHAJIBHOCTI,
MPOYKTUBHOCTI Ta 3PYYHOCTI BUKOPHUCTAHHS, 110 OOYMOBIIOE€ MOr0 JOLIIBHICTh

BUKOPHUCTAHHS Y JaH1i poOOTi.

2.6 Bumoru 10 TeXHiYHUX Ta NPOrPaMHHX 32C00IB

2.6.1 Bumoru 10 TeXHiYHHUX 32C00iB

OckisibKu po3po0ITIOBajIbHA CUCTEMA Tiepeidadae 00poOKy BETUKUM 00CSTIB
JaHuX, 30KpemMa poOory 3 (ailaMu 3HAYHOTO PO3MIpY Ta BHUKOHAHHS
0OYMCITIOBAILHOTO CKJIAJIHMX OIlepallii, J0 TEXHIYHMX 3ac0o0iB BHCYBaIOThCS
BUMOTH IIIOJI0 JIOCTAaTHHOI OOYMCIIOBAIBHOI MOTYXKHOCTI, OOCSTY OIEpaTUBHOI
nam’sTi Ta MBUIKOCTI JOCTYIY O JaHUX.

Jlist 3a0e3neueHHss BUKOHAHHS POOOTH TPOTpPaMHOI CHUCTEMHU HEOOXiaH1
BIJIMTOBIJTHI aniapaTHi PECypCH:

- mpouecop 3 yactoror He meHme 3.0 ['T';
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- omeparuBHA Mam’ATh He MeHie 8 ['0;
- BiIBHE Micle Ha AucKy He MeHe 20 ['0;

- OararosaepHHil mporecop He MeHIie 4 siep.

2.6.2 Bumoru 10 nporpaMHux 3aco0iB

3 omsiay Ha Te, IO CHUCTEMa peajizye OOpoOKy IaHuX Yy BUITIIIL
MOCJIJOBHOTO KOHBEEpY Ta Tepeadadae I1HTErpalilo pi3HUX IPOrpaMHUX
KOMITOHEHTIB, JI0 MPOTpaMHUX 3acO0IB BHUCYBAaIOTHCS BHUMOTHM IIOJO IMiJATPUMKH
aBTOMAaTH3allii MpoIEeCiB, pOOOTH 3 BEIUKUMU (daiyiaMu Ta B3a€MOI1 13 30BHIIITHIMU
1HCTPYMEHTaMH.

Jlns  (GyHKIIOHYBaHHS CHUCTEMHM HEOOXIJIHE BIAMOBIIHE MPOTrpaMHe
3a0€e31eUeHHS.

- omeparliiiHa cucteMa Linux;

- moBa nporpamyBanHs Python 3.12+;

- cepenonuiie po3podku Visual Studio Code;

- BCTaHOBJICHI CHeIiaNTi30BaHi IHCTPYMEHTH ISl 0OOpOOKU JaHUX.

2.7 BucHoBKHM 10 po3ainy 2

VY npyromy po3nuti Oyia0 pO3IISTHYTO OCHOBHI TEOPETHUYHI Ta MPAKTUYHI
CKJIQJIOB1, HEOOX1AH1 JUIsl PO3POOKH MPOTPAMHOTO PIlIEHHS OOPOOKH T€HETUYHUX
JAHUX BEJIIMKOTO O0cCATy 3 mofadbliuM  (OopMyBaHHSIM  pPe3yibTariB Y
CTPYKTypOBaHOMY (popmari.

[IpoBeneno ors anropuT™MiB 0OpOOKU PSIAKIB 1 BUPIBHIOBAHHS, TaKHX SIK
anroputmu Cwmita-Yorepmana ta Hignmana-ByHina, a Takoxx po3missHyTO MIXiA Ha
oCHOBI nepeTBopeHHs bappoy3a-Binepa. BuznaueHo ixHi 0CoOIMBOCTI, IepeBaru Ta
OoOMEXeHHS, IO JO03BOJWIO C(HOpPMYBATH YSBJICHHS MPO ICHYIOUl MIAXOAU IO
00poOKH Ta aHaJi3y MOCIIIOBHOCTEN JaHUX 1 OLIIHUTH iX €(heKTUBHICTh IPU POOOTI

3 BEJIMKUMU oOcsaraMu iH(opmariii.
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Jnsa Toro mo0 oOpatu MOBY IporpaMyBaHHs Oyi0 mpoaHaiizoBaHo Python,
R Ta C++ 3a TakuMM KpUTEpIsIMH, K MBUIKICTh BUKOHAHHS, HAABHICTh 010J110TEK,
crieniams3aiiisi, piBeHb KOHTPOJIIO HaJl pecypcaMu, oOpoOKa BETUKHUX JaHUX 1 poOoTa
3 (aitnamu. Ha 0CHOBI MpoOBeEHOTO MOPIBHSIBHOTO aHami3y Oyslo OOIpyHTOBAaHO
BUOIp MOBH MporpamyBaHHs Python sik onTUMaabHOTO IHCTPYMEHTY, 110 3a0e31edye
OaylaHC MK 3PYyYHICTIO PO3POOKH, THYYKICTIO Ta CICIMiali3aIli€lo mpu poOoTi 3
BEJIMKUMH HAOOpaMH JTaHUX.

Byno BU3HaYeHO BUMOTH /10 TEXHIYHHX Ta MPOTpaMHUX 3aco0iB. OmucaHo
anapaTH1 XapaKTepUCTUKHU, HEOOX1/IH1 JJIsl CTa0UTbHOI pOOOTH KOHBEEPY 3 OOPOOKH
BEIUKUX (DailyliB, a TaKoXK MporpaMHe 3a0€3MEUEeHHs, BKIIIOYAIOYM OTepaliifHy
CHUCTEMY, CEpEeIOBHIIE PO3POOKH, BEPCII0 MOBH MpPOTpaMyBaHHS Ta HEOOX1THI
IHCTPYMEHTH JUIsl pOOOTH 3 TEHETUYHUMHM JTAHUMH Ta (pailylaMu BETMKOTO 00CHTY.

OTtxe, y pe3yibrari 0ys0 chOPMOBAHO TEOPETUUHY Ta TEXHOJIOTTYHY OCHOBY
JUIsL peani3alli MpOrpaMHOrO pllIeHHs, 1[0 3a0e3leuye BUKOHAHHS KOHBEEPY
0oOpoOKM TEHETUYHUX JaHMX, I1X aHali3 Ta TMOoJaJbIlIe NPEICTABICHHSI Y

CTPYKTYPOBAHOMY BHUIJISI]II.
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3 PO3POBKA ITPOI'PAMHA

3.1 3arajgpHa apxiTeKTypa CUCTEeMH

Apxitektypa po3pobseHoi cuctemu moOyroBaHa 3a  IPUHLUIIOM
MOCJIIIOBHOI OOPOOKH JTaHUX, 10 pealli3ye KOHBEEPHY MOjeNib BUKOHaHHS. Takuit
MiaXia mependadae MPOXOMKEHHS BXITHUX JaHUX 4Yepe3 PSJl B3a€EMOIOB’SI3aHHUX
€TariB, KOJKEH 3 IKUX BUKOHY€E OKpeMy (DYHKIIII0 POOOTH 3 TaHUMHU.

OCHOBHOIO 17I€€I0 apXITEKTYpU € TOETalHe MEePEeTBOPEHHS JaHUX, Bij
MMOYaTKOBOTO HECTPYKTYPOBAaHOTO a00 HAaMiBCTPYKTYPOBAHOTO BUIVISAY IO
KIHIIEBOTO CTPYKTYpPOBaHOTO pe3yabTary. llpu 1npoMy KOKEH HACTyMHUW eTan
BUKOPHUCTOBY€E pE3YJIbTaTH MOMEPEIHBOTO, 10 3abe3nedye JOTIYHYy IITICHICTh
IIPOLIECY Ta CIIPOILY€E KOHTPOJIb BUKOHAHHS MTAUILIANHY.

3anponoHoBaHa apXITEKTypa OpiEHTOBaHA Ha pOOOTY 3 BETUKUMH 00CSITaMU
JTaHUX, TOMY KITFOYOBHM aCTIEKTOM € BUKOPHUCTAHHS OOYMCITIOBAJIBLHUX PECypCiB. 3
III€I0 METOI0 O00poOKa OpraHi3oBaHa TaKUM YHHOM, 00 YHHUKATH IOBHOTO
3aBaHTAKCHHS JaHUX y TaM ATh 1 3a0e3MeYuTH iX moeTamHe ompaioBaHHs. Lle
JI03BOJISI€ TIABUIIUTH TMPOAYKTUBHICTh CUCTEMU Ta 3a0€3MeUuTH ii CTaOUIbHY
poOOTY HaBITH MPU 3HAYHUX 00CITAaX BXIAHOI 1HPOPMAITITO.

IIle onHI€0 BaXIMBOIO OCOOJIUBICTIO ApXITEKTypU € i IpocToTa Ta
posiuproBaHicTh. KoHBeepHa MoOfENIb J03BOJISIE JIETKO MoAUQIKYyBaTH abo
JIOTIOBHIOBATH OKpeMi eTanu ©0e3 HEeOoOXIAHOCTI CYTTEBUX 3MIH Yy 3arajbHIN
CTpyKTypi cuctemu. lle 3a0e3mneuye THYUKICTh y TOJAIBIIOMY pPO3BUTKY
IPOrPaMHOTO 3a0€3MEUCHHSI.

CucreMa CKIIaIa€ThCs 3 TAKUX €TaIliB pOOOTH 3 JaHUMH:

- eTal 3aBaHTAXKEHHA JaHUX — 3a0e3ledyye OTPUMAHHS HEOOXITHUX
daiiniB 13 30BHIMHIX mxKepen. Ha mpoMy etami 371HCHIOETBCS aBTOMAaTH30BaHE
3aBaHTAXCHHS JTaHHX;

- eTam 34YMTyBaHHs JaHUX — BIATOBITA€ 3a BIAKPUTTS Ta IOETAITHE
YUTaHHS BXITHUX (QailmiB. 3a0e3neuye KOPEKTHY poOOTy 3 QaiaamMu BEITHKOTO

00csry 6e3 HeO0OX1THOCTI X TTOBHOTO 3aBaHTAXKEHHS Y TIaM STh;



39

-  eTanm MmomepenHboi OOpOOKM — BKIIIOYAE OYHUINCHHS, MEPEBIPKY Ta
MIATOTOBKY JaHUX J0 MOAAIBIIOro aHamizy. Ha 1ibomy eTami naHi IpUBOASTHCS 10
yHi(pikoBaHOTO hopmMary, 1110 CIPOIIYE iX 00pOOKY;

- eTam aHali3y JlaHuX — peaji3ye OCHOBHY JIOTIKy pOOOTH CHCTEMH.
[Tepenbauae BUKOHAHHS Oomepalliid Haj JaHUMH BiAMOBIIHO JI0 MOCTAaBJICHOT 3aa4l
Ta OTPUMAaHHS MPOMDKHUX a00 KIHIICBUX PE3yJIbTaTiB;

- eran (QOpMyBaHHS pe3yJdbTaTiB — BIANOBITAE 3a CTPYKTYpPYBaHHA
OTPUMaHUX JaHUX Ta iX 30epeKeHHS Yy BUIVIAAl BHXIIHHX (aiaiB abo 3BITIB,
MPUAATHUX JIJIS1 TOJIAJIBIIIOT0 BUKOPUCTAHHS.

Bzaemonis MDK eTamamMu 3QIMCHIOETHCS ITOCIIZOBHO, ¢ BHXIJHI JaHl
KOXKHOTO €Taly € BXIJIHUMH JUIsl HACTYIMHOTrO, HaBeAeHO Ha pucyHky 3.1. Taka
oprasizaiis 3a0e3nedyye 3p03yMily JIOTIKY ()YHKIIOHYBAHHSI CUCTEMH, CIIPOIIYE il

TECTYBaHHS Ta MiABUIIY€E HAIIMHICTB.

3apaHTaKeHHS
IOaHIX
(TeHeTHYHI JaHi,
pedepenc)

A 4

YUnTaHusa JaHIX
(Indopmaris 3
TeHeTHYHHX JaHHX )

v
Tlonepenns
0bpobka
(BHpiBHAHHI JaH1 [10
3pa3Ky)

A

Ananiz qaHux
(PesymeTarH aHATISY)

A

DopmyBaHHA

pe3yaLTaTy
(3BIT 3 HiarHOCTHKH)

Pucynok 3.1 — B3aemonist Mixk eTarnamu
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3.2 PeaJjizanis OCHOBHHX eTamiB CHCTEMH

3.2.1 ETan 3aBaHTaKeHHA JAHUX

ETan 3aBaHTa)XeHHS TaHUX € IOYATKOBUM y pOOOTI CUCTEMH Ta BiJIMOBIAA€E
3a OTpUMMaHHS BXIMHOI 1H(opMalii 13 30BHIMHIX kepedl. Ha mpomy erari
(dopmyroThbcst Bci HeoOX1/1H1 AaHi, K1 OyIyTh BUKOPUCTAHHI y MOAAJBIIIH 00poOIi.

BxigauMu gaHuMuM IS IIBOTO €Tamy € iAeHTHdIKaTopu HAOOPIB JaHUX 3
SKUX HEOOX1THO oTpuMaru iHdopmalliro. Ha oCHOBI ITuX JaHUX cHUCTEMa IHIIIIOE
MPOIIEC 3aBAHTAXKECHHS BIIMOBIAHUX (aiiIiB 13 BIIJIAJICHUX CEPBEPIB a00 CXOBUIII.

OkpiM OCHOBHUX BXIJIHUX (ailliB, Ha I[LOMY €Tall TaKOX MOXe
3MIIACHIOBATHCS 3aBaHTAXKEHHS JOMOMIXHUX PECypCiB, HEOOXITHUX JIJIi KOPEKTHOT
pobotu cucteMu. /o Takux pecypciB HajiexKaTh €TaJIOHHI MOCIIIOBHOCTI, 1HJEKCHI
dbaiinu Ta 1HII CITy)00B1 JaHi, K1 BAKOPUCTOBYIOTHCSA 1] Yac MOaJIbIioi 00poOKH.

VY mporeci BUKOHaHHS 31MCHIOETHCS Tiepefaya 3aluTiB JO 30BHIIIHIX
JoKepes1, oTpuMaHHs GaiiiiB Ta 30epekeHHs y JoKalbHiIH (aiinoBii cuctemu. [lepen
MIOYATKOM 3aBaHTAXKEHHSI BUKOHYETHLCS MEepEeBipKa HAIBHOCTI HEOOX1MHUX (ailimiB y
cxoBulll. Y pasl, sSKmo ¢Gaiad BXKE ICHYIOTb, IOBTOPHE 3aBAaHTAKEHHS HE
3MIACHIOETHCS. Takuil miaxia J03BOJUTh YHUKHYTH JAyOJIFOBaHHS JaHUX, 3MEHIIIUTH
Jac BUKOHAHHS MPOTPAMH.

OxkpiM  0e3MocepeHbOr0  3aBaHTAXKEHHS, Ha I1[bOMY €Tafli MOXe
BUKOHYBATUCS JOJaTKOBAa 00OpoOKa oTpuMaHuX (paitniiB, 30kpeMa iX po3maKyBaHHSI.
Ile nmo3Bonse 3abe3meunTH TOTOBHICTH JaHUX JO HACTYIHOTO eramy 0e3
HEOOX1THOCTI TOJIATKOBUX MEPETBOPEHb.

BaxxnnBoro XxapakTepuCTHUKOIO IbOTO €TaIly € MOro OpieHTaIls Ha poOoTy 3
BEJIMKUMH 00CSTaMH JaHUX. 3aBaHTAXKCHHSI BHKOHYETHCS MO(DAMIIOBO, 10 J03BOJISE
Kpaimie  KepyBaTH  BHUKOPHCTOBYBaTH  PECYypCM  CHCTEMH Ta  YHUKATd
nepe3aBaHTAKEHHS TTaM’SITi.

Pe3ynbratoM BUKOHAHHS eTamy € Hallp JIOKalIbHO TOCTYNMHMX (pailniiB, 110
30epiratoThcs y (haityioBili CHCTEMH Ta MEPEAAIOThCS Ha €Tal 3UuTyBaHHA gaHuX. L1

(aiiiau € BUX1THOIO OCHOBOIO JIJIS MOJAJIBIINX [TEPETBOPEHD Y CUCTEMHU.
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JIist  neTanpbHOTO TIPENCTABICHHS TIPOILECY 3aBaHTAKEHHS JaHUX Ta
NepeBipKU HAIBHOCTI HEOOX1JHUX PECYyPCiB HABEICHO PUCYHOK 3.2, 110 BigoOpaxkae

MOCJIIJOBHICTh BUKOHAHHS OIepalliii Ha JTaHOMY eTalll.

lNepegipka HAABHOCTI
chainie

$aling HAREHI

N

Hi—¢

JaBaHTaMEHHA
ExigHWx dhannis

h

Mepesipka
[nonomisHux pecypcis|

Pecypen magemi

N

Hi—iv

JaBaHTaMEHHA
BXIOHWY pecypcis

MNigroToEka pecypcis

h

MNepenaya Ha eTan
322

Pucynox 3.2 — Etan 3aBaHTa)kK€HHS JAaHUX



42

3.2.2 ETan CTpyKTYpPyYBaHHS JaHUX

Etan 3uutyBaHHS AaHux 3a0e3mnedye OTpUMaHHS 1HGOpMAIli 3 BXIJIHHX
¢aiiniB Ta 11 IepeTBOPEHHS y BHYTPILIHE MIPEICTABICHHS, IPUAATHE IS TOJATbIIOT
00poOku B cuctemi. Ha 1isomy eTarii 341HCHIOETHCS MIATOTOBKA JIAHKUX J10 BAKOHAHHS
HACTYITHUX Omeparliid 6e3 3aMiHU iX 3MICTY.

Bxigaumu nanumMu € Qailin  oTpuMaHi Ha TMONEPEeTHBOMY  €Tarll
3aBaHTaxeHHs. L1 dalinu MOXKyTh MaTH 3HAYHUN OOCST, TOMY MPOIIEC 3UUTYBAHHS
OpraHi30BaHO 3 ypaxyBaHHSIM 0OMEXXEHb ONEPATUBHOT ITaM’ATi.

34NTyBaHHS BUKOHYETHCS MOCIIZOBHO, L0 JO3BOJSIE OOPOOIATH BEIUKI
MacuBM JaHUX 0e3 HEOOXITHOCTI MOBHOIO 3aBaHTAXKEHHS (aliny y mam aTb. Y
MpOLIECl 3YUTYBAHHS JlaHl IHTEPHPETYIOThCS BIANOBIAHO N0 IX CTPYKTYpU Ta
dbopmary, miciis 4oTo MEPETBOPIOIOTHCS Y BHYTPIIIHI 00’ €KTH a00 3amucH, 3 SKUMU
MPaIIoe CUCTEMA.

[IpencraBneHHss mpoliecy 3UUTYyBaHHS JIaHUX, BKJIIOUAIOYU iX MOETarHy
00poOKy HaBEAEHO Ha PUCYHKY 3.3, HI0 NOKa3y€e BHYTPIIIHIO JIOTIKY BUKOHAHHS

JAHOTO TIPOIIECY.

39HTYEAHHA
1HbOopMamT

ITopieEIHHET 31
FPAIKOM

DopryyEBaHHA
EHpPIEHIOBAHE

Jamac go sam

dafimy

b

Mepensua Ha eTan
3.2.3

Pucynok 3.3 — Eran cTpyKTypyBaHHS JaHUX
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OCHOBHUM 3aBIaHHSM IIBOTO €Tally, € MEPETBOPEHHS HECTPYKTYPOBAHUX
(GparMeHTiB JaHUX y BIOPSIKOBAHY MOJIEIb IIISXOM IX TIPUB’S3KHU 10 3pa3Ky. [
3a0€3IeueHHs] BUCOKOT IIBHUIKOCTI Ta TOYHOCTI OOpOOKH B CHUCTEMi peaji3oBaHO
aNTOpUTM BUPIBHIOBaHHSA bappoysa-Binepa. 3actocyBaHHS IThOTO aJTOPUTMY
703BOJIsIE  €EKTUBHO TMPAIIOBATH 3 BEIUKMMU MacHBaMH JaHUX 3aBISKH

BHUKOPHCTAHHIO CIEIIaIbHUX 1H/IEKCIB.

3.2.2.1 OyHKIIOHAJILHA apPXITEKTypa eTany CTPYKTYPYBaHHS JaHUX

Etan peanizye soriky nepeTBOpeHHs! BXiIHMX 00 €KTIB y CTPYKTypOBaHY
KOOpJAUHaTHY Mozensb. [Ipolec BKiItouae:

- oOuucmroBasnbHe BUpiBHIOBaHHS ((yHKuis align reads) — mopiBHSHHS
koxHoro @parmentry FASTQ 3 pedepeHcom, Bu3Hauao4um HOro TOYHE
MiclIe3HaxomkeHHsA. Pesynprar 3amucyetbess y ¢opmari SAM, sKuil MICTUTH
1H(pOpMAaIIiIO ITPO KOKHE CITIBHAI1HHS;

- imgekcamia (yukuis prepare reference) — cTBoproe 1HUPPOBY
CTPYKTYPY AJII MUTTEBOTO TIOLITYKY KOOPJIUHAT Ii]] Yac 3iCTaBICHHS;

- 3ICTaBJIeHHA Ta 00’ €qHaHHs naHuX (yHkuis align reads) — 3untyeThes
iH(dopmarlis 3 mapu BXiTHUX (ailyiB, TOPIBHIOE iXHI ()parMEHTH 31 3pa3koM Ta
3BOJUTH A0 CIIIBHOTO pe3ynbTaTy y popmari SAM;

- BIOPSIKYBaHHS Ta KOHBeprailisi — TpaHchopmariiss SAM-daitny no

KOMIIaKTHO1 O1HapHOi (hopMu.

3.2.3 ETan nonepeaHboi 00po0Ku JaHNX

Le#i eran npusHaueHui 175 TpaHcdopmallii BXiTHUX OIHAPHUX CTPYKTYp Y
(inanbHUI TeKcTOBUH 3BIT. OCHOBHUM 3aBAAaHHSAM € BUSIBJICHHS PO301KHOCTEH y
JaHUX Ta iXHSA Kiacudikaiis 3TiIHO 13 30BHIMIHIMU 0a3amu JaHuX. BxigHumu
JAHUMHU € CTPYKTypoBaHi 3amucu (opmary BAM, orpumaHi Ha MONEPETHHOMY

eTarl.
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[Iporpamua peasnizariisi 6a3y€eTbCsi Ha MPUHIUIIAX TOTOKOBOI OOPOOKH, 11O
3abe3reuye CTaOUIbHY pOOOTY CHCTEMH MpPH ONpAIfOBaHHI BEJIUKHX MAaCHBIB
iH(opMariii 6e3 epeBaHTaKeHHS onepaTUBHOI 1am’sTi. [Ipoiiec 06poOku BKIIIOUaE
MOCJIITIOBHE 3aCTOCYBaHHS aJrOpUTMIB (PUIbTpallii, MOPIBHAHHSA Ta HOpMai3arii

JaHUX, 300paXeHO Ha PUCYHKY 3.4.

JUHTYBaHHA

BXITHAX aHmE

Ananiz posbisHocTER

h 4

COPMYEAHHA CHPOTD
MACHBY OaHWX

h 4

ITpoMixHEEE Habip
OUTBOEHXY 2aMHCIE

AHOTYEaHHA 3
ECPH{(IKAIIED
irdopuanii

h 4

Ilepenana Ha eTan
324

Pucynok 3.4 — Etan nmonepenuboi 00poOKHM TaHuX

@dinpTpallis BUKOHYETHCS 3a MPOTPAMHO 33JaHUMU KPHUTEPISIMH, IO
JI03BOJISIE BUKJIIOUMTH HEPEJICBAaHTHI 3allUCH Ta 30CEPEIUTH OOYMCIIIOBAIbHI

pecypcu Ha IUIbOBUX CErMEHTax JIaHWX. YC1 omnepalli NpuBoIATh 1H(QOopMaIiio 10
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yHI(IKOBAaHOTO BUIVISAY, IO 3a0e3Mleuye CyMICHICTh Pe3yNbTaTiB 13 30BHIIIHIMU

aHAJTITHYHUMU CHCTEMaMH.

3.2.3.1 ®yHknioHaabHAa apXiTEKTypa eTany 00poOKHM JaHMX

Lle#t eTam 00’ eAHy€E KITIOYOBI OOUUCITIOBATIbHI MOIYJI1 IPOEKTY:

- momyk Bapiauiid (¢yskmis call variants) — BHKOPHUCTOBYE KOHBEED
beftools mis imenTHdiKaIii TOYOK BIAMIHHOCTI MK TEHOMOM TIaIliEHTa Ta 3Pa3KoM;

-  cuHTakcuuHuid  a”am3  (pynkmis  intersect with clinvar)
3MIIACHIOETHCS OPIBHAHHSA 3HAHEHUX MyTalliil 13 6a3oto ClinVar. Pe3ynbrarom yoro
ctae 3BIT y dopmari VCF, gakuil MICTUTh CTPYKTypOBaHUU Ta BiA(IITpOBAHUN

MepeTiK TeHETUYHUX Bapialliil, roTOBUI 0 (piHAIBHOTO aHai3y.

3.2.4 ETan anaJni3i Ta iHTepnperauii pe3yJbTaTiB

Lle#i eTan € 3aBepiIaIbHOIO CTaAIEI0 OOPOOKH 1HPOpMAITii, 1€ 3M1HCHIOETHCS
TpaHc(opMallisi BUSBICHUX BIIXUJICHDb Y KIIHIYHO 3HAYYIIMM J1arHOCTUYHUM 3BIT.
OCHOBHOIO METOIO0 eTramy € Bepu(ikalis 3HAWIEHUX 3alUCIB IUIIXOM iXHBOTO
ABTOMATU30BAaHOTO 3ICTABJIEHHS 3 MIOOAILHUMH PEECTPAMH MATOJOTIN, 300paxeHO
Ha PUCYHKY 3.5.

[Iportiec peanizoBaHo 3a JOMOMOTOK METOAIB PEIIALIMHOIO aHATI3y JaHUX.
Ha BigmiHy BiJ momepenHix KpokiB, Je BigOyBaiacs ¢izuyHa oOpoOka ¢aiisib, Ha
LIbOMY PIBHI CUCTEMA OTIEPYE BUCOKOPIBHEHUMH CTPYKTYpaMH JAHUX, IO JO3BOJISE
BUKOHYBAaTH TOYHE MOPIBHSAHHS 32 CYKYITHICTIO TapaMeTpiB.

KirouoBuM acmekToM eramy € ceMaThyHe aHOTYBaHHS, TOOTO KOXKHE
BUSBIICHE BIAXWICHHS 30aradyerbcs 1HGOpMAIIEI0 TPO TMOB’s3aHI 3 HUM
3aXBOPIOBAHHSI, HA3BH I'€HIB Ta CYKyIHICTh KJIIHIYHOT 3HauyocTi. Lle mepeTBoproe
Habip KOOPAMHAT y CTPYKTypOBaHy 0a3y 3HaHb, TOTOBY IS MPUUHATTS METUIHUX

pIIICHB.
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IligroToeka bazn
TIATOIOT i

IliAroTORKA JAHHE
MAIEETA

IMomyK cOiTEHER
IAMHCIE

h 4

D opMyEaHET
AHOTOBAHOTO 3BITY

h 4

SOepexeHHET

peIyIETATIE

Pucynok 3.5 — Eramn anamnizy

3.2.4.1 ®yHKIIOHAJbHA aAPXITEKTYpPa €TAIy AHAJII3Y

Jlorika miarHOCTYBaHHSI TEHETUYHUX BIJIXWUJEHb peali30BaHE dYepes
HACTYMHI NPOrpaMHi KOMIOHEHTH:

- 3aBaHTaxeHHA 3pa3ky (¢yskmis load clinvar) —  3miiicHIOE
Jecepiaizaiiio CTUCHYTUX AaHux 0a3u ClinVar. BuTiaryrotbces neBH1 arpuOyTH asis
c(hopMyBaHHSI OTTIOPHOI CTPYKTYPH JIJIsl TOPIBHSIHHS;

- miaroroBka BuOipku (pyHkiis load sample) — rotye nani orpumani Ha
NMOMEpEeHIX eTamax, J0 TMPOBEICHHS aHajizy, OQUIBTPYIOUd 3anucu  0e3
aJITEPHATUBHUX AJICIICH;

- JIarHOCTHKA T€HETUYHHX 3aXBOPIOBAHb ((PYHKIIIS compare) — BAKOHY€E
orepailifo BHYTPIIIHbOTO 00’ €THaHHS IBOX MacHBIB JaHuX. Lle 103BOJIsIE MUTTEBO
BijiciaTH Oe3rmedHi Bapiallii Ta 3aJUIIUTH JIMIIE Ti 3allMCH, 10 MalOTh 3adiKCOBaHE

KJIIHIYHE T1TBEPIKCHHS.
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KinueBum pesynbrarom ctae ¢aitn, QpiHaTbHUN JIarHOCTUYHMUNA 3BIT, L0
MICTUTh TIOBHMH TEpeNiK MiATBEPIUKEHUX T€HETUYHUX 3aXBOPIOBaHb i3

3a3HAYCHHAM KOHKPCTHHUX MTaToJIOTIH Ta FeHiB, 11O 10 HUX IIPU3BCIIN.

3.3 BucHOBKH 10 po3aiiay 3

Y  TperpoMy po3mimi  OylO0 BHKOHAaHO TMPOTpamMHy  peajizaiiro
00YMCITIOBAILHOTO KOHBEEpa JUIsl J1arHOCTYBAaHHS TE€HETUYHUX 3aXBOPIOBAHb.
Po3poOnena cucrema 3a0e3neuye MOBHUM LUKI OMpALIOBaHHA 1H(OpMarlii, sIKui
OyJI0 PO3/IUICHO Ha TaKl KJIFOYOB1 €TaIu:

- eTamn 3aBaHTaXCHHs JJaHUX Ta MIJATOTOBKH BXIJHUX JAaHUX — HA IIbOMY
MOYATKOBOMY €Talll 3/I1IMCHIOEThCSI OTPUMaHHS HEOOX1THUX JIJIsl aHaJli3y pecypciB, a
caMe reHEeTUYHUX JaHMX, sIKi OyyTh aHAJII3yBaTHCS Ta JOMOMDKHHUX PECypCiB, 110
3aCTOCOBYIOThCS VISl aHATI3Y;

- eTal CTPYKTypYBaHHS JIaHMX — BUKOHYEThCS 00poOKa HEOOPOOICHUX
JaHUX LUISIXOM X 31CTaBJICHHS 31 3pa3KOM 3a JOMOMOTI0I0 AJITOPUTMY BUPIBHIOBAHHS
Bbappoy3a-Binepa.;

- eran oOpoOKM AaHUX — 31MCHIOETHCS aHalli3 c()OPMOBAHOI CTPYKTYPH
JUIS. TIOITYKY TOYOK PO301KHOCTI 31 3pa3koM. 3aBASKH BHUKOPHUCTATH ITOTOKOBOI
00poOKM Ta IHCTPYMEHTIB (DUIbTpallii, cucTemMa 11eHTU(IKy€e MyTalii Ta GopMye ix
CTPYKTYPOBaHUX TEPEITIK;

- eTan JIIarHOCTUYHOTO aHali3y Ta IHTepIpeTallii — 3aBepIIaJbHUN eTarl,
Ha SIKOMY BUSIBJICHI BIAXWUJIEHHS aBTOMaTUYHO MOPiBHIOIOThCA 3 06a3oto ClinVar. 3a
JIOTIOMOTOI0 METOJIIB PEJISAIINHOrO aHaii3y JaHUX CHUCTeMa BH3HAUa€ KIHIYHY
3HAYYIICTh MyTalii Ta (GopMmye (piHAIBHUN 3BIT 13 MEPENIKOM MiATBEPIKEHUX
aToJOrIH.

Peamizamiss mux eramiB J03BOJNIMJIA CTBOPHUTH MacIITaOHE IIPOTpaMHE
pillIeHHs, SIKe aBTOMATH3y€ NUISIX BiJl OTPUMAHHS CHUPHX JAaHUX 10 (OpMyBaHHs

3pO3yMLJIOTO J1arHOCTUYHOTO BHCHOBKY.
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4 EKCIIIYATALIA, TECTYBAHHS TA EKCIIEPUMEHTAJIBHE
JOCJLIKEHHSA ITPOT'PAMMU

4.1 Onuc 3acTOCyBaHHA NPOTrPaMH

et migpo3nin Bu3Ha4Yae (yHKIIIOHAIBHE IPU3HAYEHHS PO3POOJICHOTO
MPOrPaMHOTO TPOAYKTY, YMOBH HOT0 eKCIUTyaraiii, TeXHIYHI OOMEeXEeHHsS Ta

METOAH, 11O 6y.]'H/I BI/IKOpI/ICTaHi pInIb: | p03B,$I33HH$I IIOCTAaBJICHUX 3aBAaHb.

4.1.1 Ilpu3HaYeHHS NPOrpaMu

[IporpamMa mnpu3HaueHa Uil aBTOMAaTW3alli MPOILECIB aHaji3y BEIUKHX
MacuBIB TE€HETMYHHMX JIAHUX Ta BHABICHHS pPO30LKHOCTEM Yy 1MPPOBUX
HOCIIJJOBHOCTSIX BITHOCHO e€TajoHa. OCHOBHUM (DYHKI[IOHAJIbHUM NPU3HAYEHHSAM €
oOuKcIIOBaIbHA 1IEHTU(]IKALlIA TATOJIOT1H Yepe3 MOPIBHAHHS PE3YJIbTaTiB aHAI3Y 3
0azaMy 3HaHb y HamiBaBTOMAaTUYHOMY pexumi. [Iporpamuuii 3acidé m03BOJIsIE
MIHIMI3yBaTl Yy4YacTh JIIOMMHU B PYTHHHUX OIEpallisX TMOPIBHSHHS IaHHUX,
3a0e3Meuyoud BUCOKY TOUHICTh PE3y/IbTaTIB.

UYepes cTpiMke 3poCTaHHS OOCATIB TCHETUYHUX JaHUX, IO T€HEPYHOTHCS
CYyYaCHHMHU CHCTEMAaMH CEKBEHYBaHHS, TPAAULINHI METOIU PyYHOi pOOOTH CTAIOTh
HEMOXJIUBUMHU. HeoOXiTHICTh BUKOPUCTAHHS  PO3POOJIEHOTO  MPOTPAMHOTO
IPOAYKTY OOTPYHTOBaHA TAKUMH (haKTOPAMMU:

- morpeba B 1HTerpauli po3pi3HEHMX 1HCTpyMeHTiB: IIpouec
J1arHOCTYBaHHS 3a3BMYail BUMarae BUKOPUCTaHHs Oararbox yTWIIT. Po3pobiena
nporpaMa o0’€IHy€ iX y €JMHHUIA KOHBEEP, 1110 J03BOJSIE YHUKHYTH IMOMHJIOK IIPU
nepeaayl JaHuX MDK eTarnamMu Ta 3a0e3MeYuTH IITICHICTh aHaJi3Yy;

- BHCOKa BapTICTh NOMIJIKH: Y MEAWUYHIN I1arHOCTHIN XMOHI MTO3UTHBHI
a00 XxuOH1 HEraTUBH1 PE3yJAbTaTH MOXKYTh IPU3BECTHU /10 HEMPABIIILHOTO JIIKYBAHHS.
ABToMaruzalisi eramy aHami3dy JO03BOJII€ YCYHYTH JIOACBKUN (akTop mnpu

imeHTrdIKaIil MyTaIrii.
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4.1.2 O0snacTh 3aCTOCYBaHHS

BpaxoByroun BukiiasieHi ¢hakTopyd HEOOX1THOCTI BIPOBAKEHHS, 30KpeMa
moTpeOy B aBTOMAaTH3aIli1 00pOOKH BETUKUX MAaCUBIB JJAHWX Ta MiHIMI3aIlii pU3HKIB,
NOB’SI3aHUX 13 JIIOACHKUM (DAKTOPOM, PO3POOJICHUM NPOrpaMHHUM MPOAYKT Mae
IUPOKY OONacTh MPaKTHYHOTO 3aCTOCYBaHHS. 3aBIsSKH YHIBEpCaJbHOCTI
peani3oBaHUX AQJITOPUTMIB BHUPIBHIOBAHHS Ta aHaji3y, CHUCTeMa MOXe OyTH
IHTETpoOBaHa B P13HI CErMEHTH, TAKUMH SIK:

- KJIHIYHA JIarHOCTHKA: BHKOPUCTAHHS MPOrpamMu SIK 1HTErpPOBAaHOIO
MOJIyJISl B CUCTEMAaX MIATPUMKHU MPUUHATTS MEIUYHHUX PIIICHb JJI1 aBTOMaTHU3aIli
PYTUHHHX IIPOLIECIB OPIBHSIHHS BETUKUX MOCIHII0BHOCTEN JaHUX;

- (bapMaKoJIOTiuHI TOCTIKEHHS: 3aCTOCYBaHHS AJITOPUTMIB JIJIsl aHAIIZY
JaHUX BIUTMBY clielU(iUHMUX MpernapaTiB Ha HU(poB1 Mojiei 010JI0TTYHUX CTPYKTYP
Ta BUSIBJIICHHSI 3aKOHOMIPHOCTEH Yy BIIXWJICHHSIX;

- IepcoHaji30BaHa MEIWLIMHA: CTBOPEHHS 1HAMBIAYaJbHUX LU(DPOBUX
npouliB HAa OCHOBI aHami3y BIAXWJIEHb BIJl €TallOHa JJIsi TPOTHO3YBaHHS

MOTEHIITHUX PU3HKIB Ta PO3POOKH MPEBEHTUBHUX 3aXO/I1B.

4.1.3 3acTocoByBaHi MeTOAH BUPILIyBaHUX 3aBIAHb

[Iporiec BUKOpUCTAHHS MPOTPAMHOTO TPOAYKTYy TOOymOBaHUN  3a
OPUHITMIIOM TOCIJIOBHOTO OOYMCIIIOBAIBHOTO KOHBeepa. Ponb kopucTyBaua
3BOJIUTHCSL JO MIATOTOBKM BXIJHUX TlapaMeTpiB, TOAI SK OCHOBHI e€Tamu
TpaHchopmarlii 1aHux BiI0yBalOTHCS B aBTOMAaTU30BaHOMY (popmari.

Cuenapiéi (QyHKIIOHYBaHHS MPOrpaMu BKJIOYA€ HACTYMHI TEXHOJOTIYHI
eTaru:

ABTOMAaTH30BaHE 3aBaHTAKEHHS Ta IMIITOTOBKA PECypcCiB. 3aBaHTAXKCHHS 3
M1JITOTOBKOIO BX1THUX JIAaHUX Ta JOMOMIXKHUX PECYPCIB A0 MOAAIBIIOT 0OPOOKH;

ANropuTMiuHE CTPYKTypyBaHHs naHuxX. Ha manomy erami BifgOyBaeTbcs

TpaHchopmallisi HEOOPOOIEHUX JaHUX 3 METOIO MOAANIBILIOTO aHAI3Y.
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AHamiz  BIOMIHHOCTEW.  3MIMCHIOETHCS  ABTOMATHM30BAaHMN  aHAII3
c(opMOBaHOI CTPYKTYPH JJIs MOITYKY PO301>KHOCTEH 13 3pa3KOM.

JliarHOCTYBaHHs TEHETHYHHMX 3aXBOpIOBaHb. Ha OCHOBI BHUSBICHHX
pPO30LKHOCTEW MK  JOCHIDKYBAaHOKO Ta  CTAJIOHHOK  TOCIHIIOBHOCTSIMHU
3MIMCHIOETBCS 1HTEpIpETAallis Pe3yJIbTaTiB aHami3y, 10 JT03BOJISAE 1eHTU(]IKyBaTH
MOTEHIII1H1 aToyorii 200 TeHETHYHI 0COOIUBOCTI.

Taka mozenb BHKOPHCTAaHHS JI03BOJIIE MiHIMI3yBaTH y4YacTh JIOAUHU B
obuucoBanpbHOMY Tiporieci. KopuctyBau yuiie iHIMIIOE 3aMyCK CHCTEMH, IICTs
4Ooro mporpama CamMOCTIHHO BHKOHYE MOBHHMW LHUKI TpaHc(hopMallii JaHUX — Bij

3aBAHTAXKXCHHA CUPUX JAHUX OO0 BI/II[a‘Ii T'OTOBOTI'O pC3YyJIbTary.

4.2 IHcTpyKUis Mo ekcIyaTauii nporpaMmu

4.2.1 KepiBHMITBO CCTEeMHOI0 Iporpamicra

JlaHuif TapO3AUT MICTUTH BIJIOMOCTI HEOOXiHI JiJIi BCTAHOBJICHHS,
HaJalITyBaHHs Ta 3a0€3ME4YeHHsI Mpale3laTHOCTI MPOrpaMHOTO KOMILJIEKCY B
YMOBaxX KOHKPETHOTO OOUHCITIOBATBHOTO CEPEOBHIIIA.

Jiist kKopekTHOTO (DYHKITIOHYBaHHSI OOUHCITIOBAIBHOTO KOHBEEPA HEOOX1THO
3a0€e3MeunTy HasABHICTh HacTynHoro 113:

- OC: Linux (pexomengoBano Ubuntu 24.04.2 LTS a6o Hogimie) abo
cepenoBuiiie Windows Subsystem for Linux (WSL);

- 1nTepnperarop MoBu: Python Bepcii 3.12 abo Buie;

- cuctemHi ytwinith: BWA nns BUpIBHIOBaHHS MPOYMTAHb BITHOCHO
€TaJOHHOI TOoCHiAoBHOCTI; SAMtools st oOpoOKH, COpPTyBaHHS Ta I1HAEKCAIll
reHeTUYHUX (aniB.

[Iporpama mMae MOIYIBHY CTPYKTYPY, IO BKITIOYAE:

- MOJIYJb YIPaB/IiHHS 30BHIIIHIMU BUKJIHKaMHU;

- MOJyJb MOTOKOBOI (DUIBTpALli] Ta MOUIYKY BiAXUJICHb;

- 0JIoK aHaMI3y AJIs 31CTABJICHHS JaHUX 13 023010 3HAHb.
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Bzaemonist MK MOAynasSiMU 3A1MCHIOETBCA 4Yepe3 CTaHAapTHI iHTepdeiicu
nepeaayl apryMeHTiB Ta GpaioBy cucTemy Il IPOMIKHUX pe3yiIbTaTiB.

J1Jist mepeBIpKU IPOrpaMHu Micisi BCTAHOBJICHHS cucTeMHoro I13 HeoOximHO
BHUKOHATH KOHTPOJIbHE TECTyBaHHS:

- METOJ: 3aIlyCK IPOrpaMH 3 1IeHTU(PIKaTOPOM TECTOBOTO HA0OPY JaHUX;

—  pe3ysbTar: YCHIIIHUM BBa)XXAEThCS 3aBEPIICHHS BCIX eTamiB 0e3
MMOMIJIOK Ta TMOsIBA BUX1AHOTO (paifiry 3BiTY report.csv.

[Iporpama 371iiCHIOE aBTOMAaTUYHE IPOTOKOIIOBAHHS BCiX €TaIrliB poooTu. Y
pa3i BUHUKHEHHS Henepen0aueHux 3001B, CHCTEMHHM POrpaMiCT MOXKE 3BEPHYTHUCS

10 (aiimy JIOTiB, JUIs aHAJI3y Ta CUCTEMHUX MOBIJJOMJICHb.

4.2.2 KepiBHHITBO nporpamicra

JlaHui Tiapo3AiT MICTUTh TEXHIYHI BIIOMOCTI MPO BHYTPIIIHIO TTOOYIOBY
Iporpamu, il XapaKTepUCTUKH Ta MPOTOKOJIM OOMIHY JaHWMH, 10 HEOOXITHO s
TEXHIYHOTO CYNPOBOY Ta MOMJIUBOI MOAUPIKALIIil MPOTPAMHOTO MPOAYKTY.

3BepHEHHS A0 mnporpamu 3aidcHIoOeThess depe3 CLI. Toukor Bxomy €
TOJIOBHHM MOAy/Ib main.py. @opmar BHKIHKY Iepeadadae mepenaqy KIoYOBHX
apryMeHTIB, 10 BU3HAYAIOTh 1IEHTU(]IKATODP 3pa3Ka JJIs aHai3y.

[Iporpama iHiliami3y€e CHCTEMHI BHUKJIMKM Ta MepeJae KepyBaHHS
MOCJTIZIOBHO KOXKHOMY €Tarty.

Bxingui gani:

- 1mudposi nocnigoBHOCTI y popmari FASTQ;

- eTaJioHHa MocHiAoBHICTH Y hopmari FASTA;

- 06aza kiiHiyHKX 3HaHb ClinVar y ¢popmari VCF.

Buxignai naui:

- CcTpykTypoBaHuii 3BiT y ¢opmari CSV, mo MicTuth iaeHTH(IKOBaHI
BIJIXWJICHHSI, HA3BU TTOB’ I3aHMX TATOJIOTIN Ta OIIHKY IXHBOI KJIIHIYHOT 3HAYYIIOCTI;

- (ailn mpOTOKOJIFOBAHHS, IO MICTUTH JETajbHI BIJOMOCTI PO Xij

BUKOHAHHA KOKHOI'O CTalry.
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VY mporieci excrutyarariii mporpama reHepye HaCTYITHI TUTTH TTOB1JOMJICHb:
- 1H¢opMaIliiiHi, CIIOBIIIEHHS PO MOYaTOK KOXKHOTO €TaIy;
- JIIarHOCTWUYHI, BHBIJ pe3yJbTaTiB POOOTH CUCTEMHHMX YTWIT Jis
MOHITOPUHTY MPOTPECY OOUNCIICHB;
- TIOBIJIOMJIEHHS IIPO MTOMUJIKHA, BUHUKAIOTh y Pa3i BIICYTHOCT1 BXIJTHUX

daiiniB, HEKOpEeKTHOTO hopMary JaHUX a00 30010 CUCTEMHUX BUKJIUKIB.

4.3 ExcriepuMeHTaJIbHI J0CJIi2KeHHA

MeTroro ekCrepuMEHTadbHUX JIOCHIKEHb € OI[IHKa Mpale3/1aTHOCTI
PO3pOOIEHOr0 MPOrpaMHOro 3a0€3MeUeHH JIJIs1 0OUMCIIIOBAJIBHOTO J1arHOCTYBAaHHS
TeHEeTUYHUX 3aXBOPIOBAHb, NEPEBIPKAa KOPEKTHOI peai3alii eramiB KOHBeepa Ta

BaJIlJallisl PE3yAbTaTIB aHAII3y MyTallli.

4.3.1 3arainbHa cxeMa eKCIIEPUMEHTY

ExcnieprimeHTanbHe JOCTIKEHHS PO3pOOJIECHOTO MPOrpaMHOro 3acoly
MPOBOIUIIOCS BIJTMOBIIHO JI0 TOCTIJOBHOT CXeMHU, IO BiJoOpa)kae OCHOBHI eTaru
1oro (yHKITIOHYBaHHSI.

Ha mepmomy erami 3mificHOBaiocs (hOpMyBaHHS TECTOBOTO CEPEIOBHIIA,
K€ BKJIIOYAJI0O BCTAHOBJICHHS Ta HAaNAIITyBaHHS MPOTPAMHOTO 3a0e3MeueHHs,
HEOOX1THOTO JJIsl BAKOHAHHS OOYHCIIFOBAIbBHOTO KOHBEEPA.

Hpyruii eran mependayaB 3alycKk MPOrpaMHOro 3aco0y 3 BIANOBIAHUMU
napamMeTpamMu, 1o 3a0e3neduyBayo iHiIiami3aiio nporecy oOpoOKM TeHETHYHHUX
JTAaHUX Y aBTOMaTUIHOMY PEIKHMI.

Ha 3aBepiiasiibHOMY eTani NpoOBOJUBCA aHa13 OTPUMAHUX PE3yJIbTaTIB, AKUH
BKJIFOUAB TIEPEBIPKY KOPEKTHOCTI BUKOHAHHS KOXKHOTO €Tamy KOHBEEpa, OIlIHKY

c(hopMOBaHMX BUXIIHMX JJAaHUX Ta iX BIAMOBIAHICTH O4IKyBaHUM pe3yjibTaraMm.
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4.3.2 BukopucTtaHe yCTATKyBaHHSI Ta IPOrpaMHe 3a0e3ne4eHHs

Jlns TpoBeleHHsA cepii eKCIepUMEHTIB Oyl0 BUKOPHCTAaHO HACTYITHE
armapaTHE Ta CUCTEMHE 3a0€3MeUCHHS:

- nenrpanbhHuii npouecop (CPU): AMD Ryzen 3 7330U, 4 ¢izuunux
spa, 00poOKka y 8 00UHUCIIIOBAIbHUX MTOTOKIB;

- rpadiunuit nponecop (GPU): AMD ATI 05:00.0;

- onepauiiiHa cucrema (OS): Ubuntu 24.04.2 LTS;

- cepenosuiie po3podku (IDE): Visual Studio Code.

4.3.3 BxigHi 1aHi 1J151 MPOBeIeHHS eKCIIEPUMEHTIB

BxigauMu maHWMH IS TIPOBEACHHS EKCTIICPUMEHTAIBHHUX JIOCIIKCHD
CJIyTYBaJIM BIKPUTI TeHETHUHI HAOOPH JaHUX, OTPUMAaHI 3 MIXKHAPOJIHOT 043U TaHUX
NCBI. [dani npexacrasneni y ¢opmari FASTQ, skuii BHKOPUCTOBYETHCS IS
30epiraHHsl pe3yJbTaTiB CEKBEHYBAHHS Ta MICTUTh SK caMl HYKJICOTH]IHI
MOCJIIIOBHOCTI, TakK 1 iIHPOPMAITIFO MPO SIKICTh iX 3YUTYBAHHS.

Ha pucynky 4.1 naBeaeHo ¢parmenToBanuii npukiaj crpykrypu FASTQ-
daiiny, skuil BKIIIOYaE CIy»)O0By i1H(MOpMAIIIO MPO 1AEHTU(IKATOP MPOUUTAHb,
HYKJICOTUIHY TOCTIIOBHICTh Ta MOKA3HUKHU SKOCTI.

@ERR15611259.1 1 length=94

CCCGGAGGAGCCTTTGCCCGCGTGTCAGACTCCATCCCTCCTCTGTCGCCACCGCAGCAGCCACAAGCAGGGGAGGACGAGGACGACTGGGAAT
+ERR156 1 le 94

+J4E=<KK7?7 ?L,B;K0)JID>I7I<)H=)=4) ) <HGAF7A*@HO@GF(, ) ?*18
@ERR1561125
GGAGGGATGGAGTCTGACACGCGGGCAAAGGCTCCTCCGGGCCCCTCACCAGCCCCAGGTCCTTTCCCAGAGATGCCTGGAGGGAAAAGGCTGAGTGAGGGTGGTTGGTGGGAAACCCT

Pucynok 4.1 — Crpyxrypa FASTQ daitmy

4.3.4 IlapameTpH 3anyCKy MeTOAIB i IpOrpaMHMX 3ac00iB

3amyck OOYMCIIOBAJILHUX METOJIB Ta MPOrPaMHUX 3aCO01B 31MCHIOETHCS

yepe3 KOHCOJNBHUH 1HTepdeic omepaiiifHol CHCTEeMH IUIIXOM BHKOHAHHS
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BIIMOBITHOT KOMaHau. Takuii miaxia 3a0e3mnedye rHyYKiCTh HATATYBaHHS MTPOIIECY
00pOoOKY JaHHUX Ta MOXKIIMBICTh aBTOMATH3AIll BAKOHAHHS MPOTPaAaMHOTO KOHBEEpA.

[Ipukinaz 3anmycKy nporpaMy HaBeJEHO HAa PUCYHKY 4.2.

$ python tes‘t‘.py‘ --run ERR15611259

Pucynok 4.2 — 3anyck oO04HCIIIOBaIbHUX METO/IIB

VY mporieci 3anycKy KOPUCTYBay Ma€ MOXJIMBICTh 3aaBaT MapaMeTpu, 110
BILJIMBAIOTh HA MOBEIHKY MPOrpaMu Ta OKpeM1 eTanu 0OpoOKH JIaHUX.

Onuc 0OCHOBHUX MapaMeTpPiB 3aITyCKY:

- -run ERRI15611259 - mapamerp, 1m0 BHU3HAYa€ YHIKaJIbHUUN
imeHTudikarop HaOOpy BXIOHUX MAaHuxX. Ha ocHOBI 1poro ineHtudikaropa
3MIACHIOETHCS] OTPUMaHHA a00 00poOKa BIIMOBITHOTO FT€HETUYHOTO MACUBY;

- --skip download — mapamerp, siKuil [103BOJISIE TPOITYCTUTH €Tal
3aBaHTAXCHHS BXIAHUX JaHUX. BUKOpHUCTOBY€ThCA y BHUIIAJKY, KOIM HEOOXIJIHI
(aiinu BXKe NPUCYTHI y JIOKAJIIBHOMY CEPEIOBHUIII, IO TO3BOJISIE 3MEHIIUTH Yac
BUKOHAHHS [TPOTPaAMHU.

TakuM 4YMHOM, BHUKOPHCTaHHS MapaMEeTpiB  3amycKy 3a0e3neuye

aJanTUBHICTh TPOTPAMHOTO 3aCO0yY JI0 PI3HUX CIIEHAPIiB BUKOPUCTAHHS.

4.3.5 Pe3ysibTaT BUKOHAHHSI IPOTPAMHOI0 32C00y

VY pe3ynbrari BUKOHAHHS PO3POOJIEHOTO MPOrpPaMHOro 3aco0y popMyeThCs
CYKYIIHICTh BUXIAHUX JIaHUX, 10 B1IOOPAXKaIOTh SIK TEXHIYHI Pe3ynbTaTh 00poOKH,
TaK 1 MACYMKH aHAJTITUIHOTO JTOCITIIKEHHS.

KitouoBuM pe3ynsraroMm poOOTH MpPOTrpaMu € 3BIT J1arHOCTYBaHHS, KU
MICTUTh  y3arajbHeHy 1H(oOpMaIlilo TMpo BHUABIECHHI PO30IKHOCTI  MIXK
JOCIIJPKYBAHUMU T€HETUYHUMM TOCIHIJIOBHOCTIMA Ta €TAJIOHHUM 3pa3KoM,
HaBeJeHO Ha pucyHky 4.3. VY 3BITI NOAAETbCS I1HTEPHpETalisi OTPUMAHUX

pe3yabTaTiB, IO JO3BOJISIE 3pOOWTH BHUCHOBKH IIOJI0 HASBHOCTI MOMJIMBHUX
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TeHeTUYHHUX BIAXWIEHb a00 marosoriid. [laHuil 3BiT € OCHOBHUM iH(OpMaLIHHUM
IPOAYKTOM CUCTEMHU Ta BUKOPUCTOBYETHCA JUISl MOAAIBIIOTO aHAi3y 1 MPUHHATTS
pIIlIeHb.

JlomaTkoBUM pe3ylnbTaToM € (aila KypHaly BHUKOHAHHS, SKUA MICTHUTH
JeTalibHy 1H(pOopMalliro PO BCl eTanu poOOTH MPOrPaMHOTO KOHBEEPA, HABEICHO Ha
pucyHky 4.4. Y HboMy (PiKCYIOTHCSI BAKOHAHHI OTIeparlii, mapaMeTpH 3aIyCKy, 4acoBi
XapaKTepPUCTUKH, a TaKOXX MOXIJIHMBI TOMWIKM abo momnepemkeHHs. Jlor-gaiin
3a0e3mneuye MOXKIIMBICTh KOHTPOJIIO KOPEKTHOCTI BUKOHAHHS MPOTPAMH, CHPOIILYE

MPOILIEC HAJIATO/KEHHS Ta MM1IBUIILY€ BIATBOPIOBAHICTh PE3YJbTATIB.

Pucynok 4.4 — 3mict (aiiny xypHaia BAKOHaHHS

3a OTpUMaHUMHU pe3yIbTaTaMUu EKCIIEPUMEHTAILHUX JOCTIKeHb Ta iX
aHai3i, MOXKHA MIATBEPAUTH YCHIIIHICTh MPAKTUYHOI peajizaiii po3poOiieHux
MeTOAIB Ta Mojeinei. Bepudikallis mnpaie3gaTHOCTI CTBOPEHOTO MPOTPaMHOTO
3a0e3MeueHHs Ha pealbHUX Habopax MaHWX 13 BIAKPUTHX MIKHAPOIHHUX
PETo3UTOPIiB 3acBiuMiia HOTO BUCOKY OOUMCIIIOBAIIbHY CTaO1IBHICTh 1 TOYHICTD.
CdopmoBani mporpaMoro AaHi Ta cliyk00B1 KypHau 0e3MocepeHbO BKa3ylOTh Ha
JOCSITHEHHSI METH, 1110 OyJsia MOCTaBJIeHa y BCTYIII.

Po3po6iieHa KOHBEEpHA apXiTEKTypa J03BOJIMIIA TOCITTU METH 32 PaxyHOK

YCYHEHHSI YaCOBUX BHUTpAT HA Py4HI omeparlii. 3aMicTh MOCIIAOBHOTO PYYHOTO
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3aIlyCKy OMNEPaTOpOM OKPEMHUX KOHCOJIBHHUX YTHJIT, KOHTPOJIO CTBOPEHHS
npoMiKHUX (paiIiB Ta iX KOHBepTallii, MporpaMHUN 3aci0 BHUKOHYE BECh ITHKII
00pOoOKM aBTOHOMHO 32 OJHY KOMaH/y BUKITUKY.

Taxuii miaxig He JUIe MiHIMI3yBaB HMOBIPHICTh BHHUKHEHHS MEXaHIYHUX
TIOMUJIOK OTIepaTopa Ha eTamnax 3iCTaBJICHHs, a i MOBHICTIO YCyHYB OYiKyBaHHSI Ta

POCTOi OOYMCITIOBAIEHOT CHCTEMHU MiXK 130JIbOBAHUMHU €TarlaMH PO3PAXYHKIB.
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BUCHOBKHA

3 MeTow  MIABUIIECHHS  IIBHUJKOCTI  JIarHOCTYBaHHS T'€HETUYHUX
3aXBOPIOBaHb, y POOOTI BUPIMICHO aKTyallbHY 3aa4y CTBOPEHHS aBTOMAaTH30BaHOTO
IPOrPAMHOTO KOMILJIEKCY JUIsi OOYHMCIIOBAJIBLHOTO JiarHOCTyBaHHs. OTpumaHi
pe3yabTaTH MIATBEPKYIOTh YCIHIIIHICTh BUPIMIEHHS MOCTaBIEHOI HpoOieMu, a
PO3pOOJICHHIA THCTPYMEHT € MIBUAKOAINHUM, HAIIMHAM Ta aBTOHOMHHUM PIIIICHHSIM
JUTSL aBTOMATH3allli CKJIaTHUX KOHBEEPIB 3 OOPOOKH T€eHETUYHHUX JAaHUX.

Cnepury Oyn0 TPOBEACHO aHaji3 CyYaCHUX METOJIB, aJTOPUTMIB Ta
IHCTPYMEHTAJIbHUX 3aC001B aHaIi3y TeHETUYHUX JaHUX. BcTaHOBIEHO, 110 1CHYOU1
pIIIICHHSI, HE T[IOBHOIO MIPOI0 3aJ0BOJLHSIOTH BHUMOTH OIIEPAaTUBHOCTI Ta
JOCTYITHOCTI Ha JIOKaJbHUX POOOYMX CTaHIISIX Yepe3 BHCOKY CKJIAJIHICTb
HaJAIITyBaHHS CEpElOBUINA, HAJMIPHI BHUMOTH JI0 CEPBEPHHUX pECypciB Ta
BIICYyTHICTh HAaCKpi3HOI aBTOMATH3allll, IO 3MINIye oOIepaTopa BpYyYHY
KOOpAMHYBaTH TMpoMikHi ¢aimu. Ile yiTko OOrpyHTyBajio Metry poOOTH Ta
MTBEPANUIIO HEOOX1THICTh PO3POOKH HOBOTO MPOTPAMHOTO 3a0€3MEeUEHHS 3 TOBHOT
aBTOMAaTHU3AIII€TO.

[Ticnst 4OrO AOCHIIKEHO Ta TEOPETUYHO OOIPYHTOBAHO BHOIP METOMAIB Ta
aJTOPUTMIB JJIsi YCYHEHHSI BHUSIBJICHUX HEIONIKIB ICHYHOUMX cucteM. Ha ocHOBI
MIPOBENICHOT0 aHajli3y c(pOPMOBAHO CTIMKUIA AJITOPUTM OOUUCITIOBATILHOTO KOHBEEPA,
0 BKJIOYaTUMe ajaroputMm bapoysa-Binepa nis mBUAKICHOTO CTPYKTYPYBaHHS 1
BUPIBHIOBAHHS  TOCTIJJOBHOCTEM Ta METOAM peNAliiiHOrO  aHamizy s
CEMaHTUYHOTO 31CTaBICHHS HaHuX. Takuil miaxij] 103BOJIUB 3aKJIACTH TEOPETUUHUIN
dbyHmaMeHT s MiHIMI3amii  0O0YHMCIIIOBAIBHOI  CKIIAQJHOCTI  MalOyTHBOTO
IPOTPaMHOTO 3aCTOCYHKY.

Crmparoyuch Ha aHaji3 ICHYIOUUX pPIlieHb Ta oOpaHui QyHKIiOHA, OYIIO0
CIIPOEKTOBAHO Ta TMPOTrPaMHO pPEaTi30BaHO aAPXITEKTYpy OOYMCIIOBAJIBLHOTO
koHBeepa MoBoI0 Python. IIporpama 3abesmneuye crabinbHe MOCTIJOBHE BUKOHAHHS
TaKUX €TaIiB KOHBEEPY: 3aBaHTAKCHHS JaHUX, 3UATYBAaHHS JTaHUX, 00poOKa JaHUX

Ta JliaFHOCTYBaHHH IFCHCTUYHUX 3aXBOPIOBAHL.
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Po3pob6nennii mporpaMHuii 3aCTOCYHOK OyJ0 IPOTECTOBAHO B OIEpaliiiiHii
cuctemi Ubuntu Ha nokampHOMY KOMIT'toTepi. Pesynmbraramu TecTyBaHHS Oyio
MIITBEP/KEHO CTAOUIBHICTh POOOTH 3aCTOCYHKY, a TAKOX YCITIIITHE aBTOMAaTHYHE
(dopMyBaHHS BUX1THOTO 3BITY Ta (paiiiy »KypHaly BUKOHAHHS.
3a pesyapTaramMu MPOBEACHO TECTYBaHHS Ta aHaJli31 OTPUMaHUX JaHUX OyII0
JIOBEJICHO, 110 TIOCTABJICHY METY POOOTH — 301TBIIICHHS IMBUAKOCTI J1arHOCTYBaHHS
3a JIOMOMOTOI0 aBToMaTH3allii — Oyno BukoHaHo. Lle MoxHa mATBEpAUTH 32 TUM, IO
orepaTop 3aIlycKae MpoIec BUKOHAHHS J1arHOCTYBAaHHA 32 PaXyHOK JIMIIE OJHIET
koMaH . [le MOBHICTIO YCYHYNO 3aCTOi BUKOHAHHS OOYMCIICEHb MK €TalmaMu Ta
3HU3UJIO PU3UK TTOMUJIOK JIFOJIMHU TI1J] 4ac PyYHOTO KepyBaHHs (aitiamu.
[lepcniekTHBOIO TOMANBIIMX JAOCHI/HDKEHb Yy I ramay3l MOJsSIralTh Yy
TEXHIYHOMY BIOCKOHAJICHHI MPOTPAaMHOTO KOMILIEKCY. OCHOBHHUMH HampsMKaMu
PO3BUTKY IIPOTPAMH € 1HTErpallis 3py4yHoro rpadigyHoro iHTepdency, po3mmpeHHs
nepeniky MiATpUMYBaHUX 0a3 3HaHb, a TakKoXK MOJajblla ONTUMIZALIS
OOYMCIIIOBAIBHUX  MPOIECIB  pa3oM 3  IHTETPAIli€l0  IIMPIIOTO  CIEKTPY
CHeIlajli30BaHUX 1HCTPYMEHTIB Ta anropuTmiB. [loganbiie BHIpoBajKeHHA Ta
MacmTalyBaHHSI I[LOTO 3aCTOCYHKY B MEIWYHY MPAKTHKY JO3BOJUTH CYTTEBO
MOKPAIIUTH SKICTh MPOBENCHHA MNPOQUIAKTUYHUX OIJISIB HACENEHHS, a TaKOX
3HAYHO MIABUIIUTH IIAHCH PAaHHLOTO JIarHOCTYBaHHS T'€HETUYHHX 3aXBOPIOBAHb,

10 BaXXJIMBO IJIA 36epe)KCHH$I KUTTHA.
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A.1 Tekct ¢aiiny main.py

import argparse

import subprocess
import logging

from pathlib import Path

from diagnosis import run_diagnosis

REFERENCE URL = "https://ftp.ensembl.org/pub/release-
110/fasta’/homo_sapiens/dna/Homo_sapiens.GRCh38.dna.primary assembly.fa.gz"

CLINVAR URL =
"https://ftp.ncbi.nlm.nih.gov/pub/clinvar/vcf GRCh38/clinvar.vcf.gz"

CLINVAR INDEX URL =
"https://ftp.ncbi.nlm.nih.gov/pub/clinvar/vcf GRCh38/clinvar.vcf.gz.tb1"

REFERENCE FASTA =
"Homo_sapiens.GRCh38.dna.primary assembly.fa"

log_file = "pipeline.logs"

logging.basicConfig(
level=logging.INFO,
format="%(asctime)s [%(levelname)s] %o(message)s",
handlers=[
logging.FileHandler(log_file),
logging.StreamHandler()

logger = logging.getLogger( name )

# 3amyCK KOMaH/



def run(cmd, shell=False):
cmd_str = cmd if shell else ' '.join(cmd)
logger.info(f"START {cmd str}")

subprocess.run(cmd, check=True, shell=shell)

# 3aBaHTa)XK€HHS T€HETUYHUX JaHUX
def download sra(run_id: str):
logger.info("Download SRA")

nan

subprocess.run(["prefetch", run_id, "--type", "sra"], check=True)
subprocess.run([
"fasterq-dump", run_1d
], check=True)
# 3aBaHTa)K€HHS Ta MIArOTOBKA pedepeHcy
def prepare reference():
logger.info("Prepare ref")

fasta = Path(REFERENCE FASTA)

if not fasta.exists():

gz = fasta.with _suffix(".fa.gz")

if not gz.exists():

run(["wget", REFERENCE_URLY])

run(["gunzip", "-k", str(gz)])

bwa_index files =
fasta.with suffix(".fa.amb"),
fasta.with_suffix(".fa.ann"),

fasta.with_suffix(".fa.bwt"),
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fasta.with_suffix(".fa.pac"),

fasta.with suffix(".fa.sa")

if not all(f.exists() for fin bwa_index files):

run(["bwa", "index", REFERENCE_FASTA])

# BupiBHioBaHHSs, (30upanns naszny) FASTQ -> BAM
def align reads(run_id: str):

logger.info("Align reads")

rl =f"{run_1d} 1.fastq"

2 =1"{run_i1d} 2.fastq"

sam = f"{run_id}.sam"
bam = {"{run_id}.bam"

sorted bam = f"{run_id}.sorted.bam"

run(f'bwa mem {REFERENCE FASTA} {rl}
shell=True)
run(f"'samtools view -Sb {sam} > {bam}", shell=True)

nn

run(["samtools", "sort", bam, "-0", sorted bam])

"nn

run(["samtools", "index", sorted bam])

return sorted bam

# BapianTtyBanss (momyk myraiiit), BAM -> VCF

def call variants(sorted bam: str, run_id: str):

logger.info("Calling variants")
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vef =" {run_id}.vct"
gz vef=f"{run id}.vcf.gz"

run(
f"beftools mpileup -f {REFERENCE FASTA} {sorted bam} | "
f"beftools call -mv -Ov -0 {vcf}",

shell=True

run(["bgzip", "-f", vet])

nn

run(["tabix", "-p", "vcf", gz_vcft])

return gz_vcf

# IlinBantaxkeHHs ta nepesipka ClinVar
def prepare clinvar():
logger.info("Prepare clinvar")
if not Path("clinvar.vcf.gz").exists():

run(["wget", CLINVAR URL])

if not Path("clinvar.vcf.gz.tbi").exists():
run(["wget", CLINVAR INDEX URL))

# IlopiBusuns 3 ClinVar, 3HaX0KEHHS MyTaIlii
def intersect with_clinvar(vcf: str, output dir="clinvar matches"):
logger.info("Intersect with clinvar")

Path(output_dir).mkdir(exist ok=True)
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run(|
"beftools", "isec",
"-p", output_dir,
vcf,

"clinvar.vcef.gz"

D

print("\n[INFO] Results:")
print(f" {output dir}/0000.vct -> only your variants")
print(f" {output dir}/0001.vct -> only ClinVar variants")

print(f" {output dir}/0002.vcf -> common variants (important)")

# OIIBTpyBaHHS 32 XPOMOCOMOIO
def extract chromosome(chromosome: str):
logger.info("Extract chr")

output = f'clinvar {chromosome}.vct"

run(
f"beftools view -r {chromosome} clinvar.vef.gz -Ov -0 {output}",

shell=True

print(f"[INFO] Saved chromosome-specific ClinVar file: {output}")

# OkpecTpallis eTamiB Ta 3alyCK 3aCTOCYHKKY
def main():
parser = argparse.ArgumentParser(

description="Fastq -> Sam -> Bam -> VCF > Diagnosis"



)

parser.add argument(
" _ _I.unl ' ,
required=True,

help="SRA Run ID"

parser.add argument(
"--skip-download",
action="store_true",
help="Skip SRA download step"
args = parser.parse_args()

run_id = args.run

if not args.skip download:

download sra(run_id)

prepare reference()

sorted bam = align reads(run_id)

vef = call variants(sorted bam, run_id)

prepare clinvar()

intersect with clinvar(vcf)

if args.chromosome:

extract chromosome(args.chromosome)
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logger.info("Start Diagnosis")
run_diagnosis("report.csv'")

logger.info("End Diagnosis")

—_n ".

if  name __main__ "

main()

A.2 Tekcr ¢aiiny diagnosis.py

import pandas as pd

import pysam

# 3aBaHTa)xeHHS 0a3M 13 3aXBOPIOBAHHIMU

def load clinvar(CLINVAR VCF):

data =[]

vct = pysam. VariantFile(CLINVAR VCF)

for record in vcf:
if record.alts 1s None:

continue

if len(record.alts) == 0:

continue

key = (
record.chrom,

record.pos,
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record.ref,

str(record.alts[0])

data.append({
"chrom": record.chrom,
"pos": record.pos,

"gene": record.info.get("GENEINFO", "unknown"),

"alt": str(record.alts),

"ref": record.ref,

"clinical_significance": record.info.get("CLNSIG", "unknown"),

"disease": record.info.get("CLNDN","unknown")
$)

vcf.close()

return pd.DataFrame(data)

# 3untyBaHHs Hamoro VCF 3 monepeaHporo eramny
def load sample(SAMPLE VCF):

data =[]

vcf = pysam.VariantFile(SAMPLE VCF)

for record in vcf:
if record.alts 1s None or len(record.alts) == 0:

continue

data.append({

"chrom": record.chrom,

n

pos": record.pos,
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"alt": str(record.alts),

"ref": record.ref

})

vcf.close()

return data

# IlopiBasiaas Hamoro VCF 3 6a3010 3aXBOPIOBAHb

def compare(CLINVAR VCF, SAMPLE VCF):
clinvar df = pd.DataFrame(load clinvar(CLINVAR VCF))
sample df = pd.DataFrame(load sample(SAMPLE VCF))

result = sample df.merge(
clinvar_df,
on=["chrom", "pos", "alt", "ref"],
how="inner"

)

return result

# Buknuk QyHKii 13 30epekeHHAM pe3ysbTaTiB AlarHOCTUKH 10 CSV
def run_diagnosis(CLINVAR VCF, SAMPLE VCF,
out_file="report.csv",):
report = compare(CLINVAR VCF, SAMPLE VCF)

report.to_csv(out_file, index=False)



JIONATOK B

Caaiian npe3eHTaunii
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MIHICTEPCTBO OCBITU I HAYKH VKPAIHU
HanjionaJibHHH yHIBepcHTeT «3anopisbKa HOJITEXHIKA»

Kadenpa nporpaMHux 3aco01B

| AMNAOMHA KBAAiChiKALFHA poboTa Bakasaspa
Ha Temy

AOCAIAXKEHHS TA MPOINPAMHA PEAAI3ALLS AQATOPUTMIB
OBYNCAKOBAALBHOTO AIQrHOCTYBAHHA FT€HETUYHMX 3AXBOPIKOBAHL

Vs

CTyAeHT rpynu KHT-122 Mixarnao KMPUAEHKO

KepisHWK
AT.H., Npodbecop Ceprir CYBBOTIH

2026

Pucynok b1 — Cnaiip 1

D / O0’€eKT DOCTiKSHHS \

npoLec iHxeHepil
/ Merta po6otu \ NPOrPAMHOro 3a6e3neyeHHs

NPOrPAMHOro 3a6e3MeYeHHs
30LIBIIHTH MIBHIKICT AAf OMPALLOBAHHS TO AHAOAI3Y
JiarHOCTYyBaHHS I'eHeTHIHIX Qe HETMYHMX ACHMX. /
3aXBOPHOBaHb 3d JJOIIOMOI'OKO
aBTOMATH3allii Ipolecy / \
0OpOOKH Ta aHaNi3y TaHHX. .

TIpeamer HOCHiIKEHHS

\ / IIporpamui 3acodm Ta

AITOPHTMH UII OOPOOKH
Ta aHali3y I'eHeTHIHHX
JaHHX

- /

Pucynok b2 — Cnaiig 2



73

Cy4aCHWIM CTAH AOCAIAXKYBAHOI
obAacTi

>

b
£

g

Cost per Human Genome

ot
1)

cumulative #
of depositied genomes
-
o
%

Moore’s Law 10°

IR L LR N S
date

deposited genomes

Pucynok b3 — Craiin 3

Orasa ICHYOUMX piLLIeHb

APBTOMATH3AIIIA HacTrOBa Brcoka
CKIaIHICTE BIKOPHCTAHHA Cepenns Cepenns
KinBKiCTE anropHTMiB Hepemka 3HaTHa
MomuiTopusr nponecie Bigeytaiil Jlorn
Bumorn 1o pecypcis TTomipHi Bucoki
HanamTyBaHHs CepemHe Brcoke

Pucynok b4 — Cnaiig 4



AHCOAI3 BUAMOT A POBOTH

PYHKLIOHOABHI BUAMOTM HedoyHKLIOHQABHI BUAMOTMA

Pucynoxk b5 — Cnaiin 5

CTpYKTYpQ NMPOrpasHOro 3abesneyeHHs

[eHeTHUYHI
ACHI
O6podbka
ACQHMX

AiarHocTtHka

AONOMDKHI

pecypcu

Pucynok b6 — Crnaiin 6
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Tin BHpIBHIOBAHHS
TounicTs
lIenakicTs
T BHpIBHIOBAHHA
Tounicte

Ienakicts

BibmioTexn

Ieuakicte
IIpizHaueHHA
Pobota 3 mam’ATTIO

Pobota 3 BemmKmmMn AaHHIMIL

BMGip aAropumtay

CMmiT-YoTepmaH

JlokansHe

Brcoxka

Hisepka

JlokansHe

Brcoka

Hizpka

Imodansae

Bucoka

Hizexa

Imodansae

Bucoka

Hizeka

Pucynok b7 — Cnaiin 7

B1Gip mosu
NPOrPAMYBAHHS

_

Bicoka

Hisexa

VHiBepcansHa

ABTOMAaTIYHA

Biicoka

Cepenna

Hiseka

Amnanis

ABTOMAaTHIHA

Cepenna

Pucynoxk b8 — Cnaiix 8
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Iomyx-1HneKcamnmsa
Brcoka
Bricoka

IMomyx-1H1eKcamsa
Bricoka

Bricoka

Huzeka

Biicoka

CHcTeMHe IporpaMyBaHHA

Pyana

Biicoka
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Cxemd dhyHKLLIOHYBAHHS NPOrpamMm

IHiLIaAizaLLg

3ACTOCYHKY

* 3amyck CHCTeMH IICis 3ABAHTCOKEHHS OGﬂMCNOBOAbHM AJQrHoOCTUKA
BHKIIMKY KOMaHIH ACQHMX N KOHBEED
KOPHCTYBAd9eM * PIHAABHWIA
* Baaemoms 13 XMAPHHM +Ilotoxroea Tpanchopmans: aHaaiz Ta
PeTO3HTOPIEM Ta ABTOMATHIHE noc71i10eHa TpaHchopMania reHepauis
3aBaHTAKeHHA PecypciB CHPHX JaHHX ¥ ALAKIA

CTPYKTYpPORaHHHA (hopMaT

Pucynok b9 — Cnaiig 9

CTpYKTypPa AQHMX

D PesyAbTar

AIQrHOCTYBOHHS

Pucynoxk b10 — Cnaiing 10
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BrcHOBKM

Y X0Al BUKOHQHHS pOB0TH BYAO YCNILLUHO AOCATHYTO MOCTABAEHO! METH — PO3POBAEHO
TQ NPOTECTOBAHO ABTOMATM3OBAHMIM 3AQCTOCYHOK AAS OBHMCAKOBAABHOIO
AIQrHOCTYBQHHS, LLLO BA3YETLCA HA MOAYALHIA APXITEKTYRI TA AATOPMUTMAX PODOTH 3
AQHMMM.

PeanizoBaHe nporpamHe pillieHHs 3a6e3nedye NoBHMM ABTOMATU3IOBAHMIM
NpoLEeC TPAHCHOORMALLT ACHMX AQ FrEeHEeRALLT AHAAITMYHMX 3BITIB, 3CBAAKM YOMY
BYAO YCYHYTO AIOACEKMIA OAKTOP TA ACCAIHYTO 30iAbLLUEHHS LLIBUAKOCTI
bopMYBAHHS 3BITIB 30 PAXYHOK BUAYHEHHSA MPOCTOIB MDK eTanamm poboTu.

MPOBAAYKEHO CUCTEMA CTBOPKOE YAOBKM AAS LLIBUAKOT IHTEPNPETALT AMYTALLIM |
MOE MOTEHLITA Y MOKPALLEHHI CY4ACHOT MeAMLIMH.

Pucynok b11 — Cnaiig 11



