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AHoOTaNIis

Meroro gaHOi KypcoBoi poOOTH € aHaji3 ICHYIOYHX MoJIMOp(i3MiB
HYKJIEOTH/IIB Ta MOCIIJOBHOCTEH JaHII0KKIB MiToxoHApianbHoi JJHK mnroxeit 3
PI3HHUX reorpaiyHUX PEerioHIB.

Po3pob6ieno 6a3y ganux st 30€peKeHHsI MOCHIIOBHOCTEH JaHIIOXKKIB
mitoxoHapianbHoi JIHK mromeit mo moxonsTh 3 BU3HAYEHUX TreorpadiyHux
perioHiB. BuzHadeHi 3a3mayieriib JaHi MOCTIOBHOCTEH OyJ0 IMIIOPTOBAHO B
CTBOpEeHY 0a3y naHuX. BHUKOHAHO aHasi3 MOCTIJOBHOCTEH BITHOCHO PI3HHUX
reorpadiuHUX PETiOHIB.

OTpumaHi pe3y/IbTaTh MPE3CHTOBAHO y BUIJIsI TaOIuUIlb y popmari .XISX,
IO CYTTEBO MiJBUIIYE 3PYUHICTh 1X BUKOPUCTAHHS Ta OOPOOKH.

Po3pobneno 6azy panux qiis  30epekeHHs JIONMyCTUMHUX BapilaHTIB
nomiMopdizmiB  HykieotuaiB  mitoxoHapianeHoi  JIHK.  Ilomepeanno
MiJTOTOBJICH] Ta MPOBaJiIOBaHI JaHi OyJo0 IMIIOPTOBAHO y po3pobiieHy 0a3zy
nauux. IIpoaHanizoBaHO MOKJIMBI MOTIMOP(DI3MH HYKICOTHIIB (HEHTpabHi Ta

NaTOTCHHI MyTaIlii).

Kaw4oBi ciaoBa: aHamiz JnaHmokKiB — MitoxoHapianbHoi  JIHK,

noyiiMopdi3MH HYKJICOTH/I1B, HEUTPaJIbHI Ta MaTOT€HHI MyTallii, 0a3a 1aHuX.



Beryn

Ha cporognimHiii neHb, OaraTo pI3HUX 3aXBOPIOBAHb JIIOJCHKOIO
Opra”i3My BHMKJIMKaHI MyTalisiMd B MOCHIAOBHOCTAX HykieotuaiB JIHK
MiToXoHApik.  JledekTn  MITOXOHApIAJIbHUX  (QYHKIIA  BKpall  piaKo
TIarHOCTYIOTHCSI CBOE€YACHO Ta BUKJIMKAIOTH 0araTto cepio3HUX XBOPOO, Y TOMY
gucil IykpoBuid miaber, xBopoOy IlapkiHcoHa, XBOpoOuW cepiisi, XBOpOOy
Anbrreiimepa 1 pak ([1]).

Cepen ocHOBHUX ocoOnmBocTed wmiToxoHapianeHoi JIHK mronunan
BUJIUISIIOTH B1JICYTHICTh KOMOIHATOPHOT MIHJIMBOCTI. Tak sIK MITOXOHApiajibHA
JHK ycnankoByeTbcs y OUIBIIOCTI BUMAJKIB MO MATEPUHCHKIN JIHII, TO
pekoMOiHaIiiiHi noaii BificyTHI. TakuM YMHOM, TOCJIJIOBHICTh HYKJICOTH/IIB
3MIHIOETBCS 3 HACTYIIHUM TIOKOJIHHSM JIMIIE 3a PaxXyHOK TIOCIiJOBHOTO
HakormmueHHs myTartii ([1],[2]).

CyuacHii MeIWIIMHI Mai)ke HE BIJIOMO METOJIB BHUIIPaBJIEHHS a0o
KOMIIEHCYBaHHS LIUX MYTalliil Ta nepe0adyeHHs MaToJIOTIYHUX 3aXBOPIOBAHb.

B Toii ke yac, BUCOKI TEMITM PO3BUTKY T€HETHYHOI HAyKH HAOJIMKAIOThH
NEPCIIEKTUBA HOBUX BIIKPHUTTIB. 3pOCTae KUIBKICTh 1H(pOpMaIii, [0 CTae
JOCTYITHOIO 3aBJISIKM T€HETHKaM-HAyKOBIsIM. BoHa moTpelye 3pydyHUX METOMAIB
0o0poOKHM, SKI 3MOXYTh JO3BOJIUTH CHCTEMAaTH3yBaTH, JOCTIIWTA Ta
BUKOPUCTOBYBATH OTPUMaHy iH(OpMAIIifo.

Pesynpratn maHoi poOoTH OyayTh KOPUCHHUMH B TIPOIECI JOCIHIIKEHB
MyTamii  mitoxoHapiaapHaux JIHK, m03BONSTH CHPOCTUTH  JIOCTYyH 10
CTpYKTypoBaHOi iH(OpMaIlii Ta CyTT€BO 3MEHIIWTH Yac, BUTPAYCHHWA Ha Il
00poOKy.

BpaxoByroun HaBeneHy Bulle iHGOpMAIIito, 3a mem)y NaHoi poboTh OyIo
MOCTaBJICHO aHalli3 JOMYCTUMHUX MYyTalliii B CTPYKTypl HOCIIIOBHOCTEH
HYKJIeoTua1B MiToxoHapianekHoi JIHK mroncbkoro opraniamy Ta mHOpIBHSIHHS

JAHLI0XKKIB TIOCII1ZIOBHOCTEH 3a pI3HUMHU reorpadiyHuMU perioHaMu.



Axmyanvuicms memu:

O06pana npoOiemMaTuka BiioOpakae rocTpl NpodJIeMH CYy4acHOI T€HETHKH,
sKa pO3BUBAIOYUCH IIBUIKUMU TEMIIAMH HAJIa€ JIIOACTBY Bce OuIblIe iHpOopMalii
PO CTPYKTYpy TeHOMa, MOro (yHKIIOHAJBHICTh Ta MOXJIUBI MyTauii. Jlns
00OpOOKHM TakMX BEJIUKUX 1H(OpPMALIWHUX IJIACTIB HEOOXIAHI CydacHi 3pydHi
METOJIM, SIKI Ha CbOTOJHI MOXKE€ 3alpOIOHYBATH JIMILE Tady3b 1HPOpMaLIHHUX
TEXHOJIOT1H, a came po3poOKa 0a3 TaHUX Ta aHaJli3 CTPYKTYpOBaHOI iH(popMaIlii.

BianosigHo 10 MeTH, OyiIu OCTaBJIEHI HACTYIIHI 3A80AHHS.

1) po3poOuti CcTpyKTYypy ©0a3u JgaHux JUisi 30CpeKEHHS Ta aHali3y
JaHIIOKKIB ~ MiToxoHapianbHoi JIHK, immopryBatm Hajmani jgaHi
MIOCJTIZIOBHOCTEH JIAHITIOKKIB Y PO3p0o0JIeHy 0a3y JaHuX;

2) BUKOHATH JETalbHMHA aHaji3 MOCIIJOBHOCTEH HOCIIB 3 Ppi3HHUX
reorpadiqHUX perioHiB;

3) po3pobutu 0a3y maHuX Isg 30epiraHHs AOMYCTHMHX MOIIMOPQI3MiB
HYKJICOTHIB, BHUKOHATH IapCyBaHHS, BalliJlallif0 Ta IMIOPT JaHUX Y
po3pobiieHy 0a3y JaHuX;

4) mpoBecTH aHalli3 JOMYyCTHMHX IMOMIMOPGI3MIB: MOpaxyBaTH KiIbKICTh
NATOTEHHUX  MYyTallii Ta KUIBKICTh HEUTpaJlbHUX  MyTallid Yy
MOCTIIOBHOCTSIX ~ HYKJICOTH[IB, BH3HAYUTU KUIBKICTh  MOXJIMBUX
noJIMOPQi3MiB.

B mporeci po3poOku BUKOPUCTOBYBATH JaHi 3 3araJibHOAOCTYIHOI 0a3u
naanx MitoMap ([3], [4], [5]) Ta nani mocminoBHOCTEH MiToxoHapianbpHOT JTHK
HOCI1B 3 I1’sITH perioHiB MicuieBocTi Capaunist Ta miciieBocTi Cepenabporo Cxomy,
110 TTOTIEPETHBO OYIU HaaH1 HAYKOBUM KEPIBHUKOM.

Cmpyxkmypa pobomu:

Po6orta ckimaga€eThes 3 TPHOX PO3JLITIB.

VYV mepmioMy po3auii po3poOisieTbes 0aza JaHUX A 30€peKeHHsS Ta
aHasi3y JaHIoKKiB MiToxoHapianbuux JIHK mo pizuum reorpadiunux perionax

(Capaunii Ta Cepennboro Cxonay). Hamaerbcst onuc cTpykTypu 0a3u JTaHUX Ta



po3po0KK TporpaMHOi peaiizaiii JACTalbHOTO aHaji3y MOCIIJOBHOCTEH 3a
pizHuMH perioHamu. IlocmigoBHOCTI HykieoTuaiB MmiToxoHapiansHoi JIHK
MOPIBHIOIOTHCS MONAPHO MK COOO0I0, BU3HAYAETHCS TUKHUM TUI Cepell 3a1aHOTO
perioHy, 3HaxXOMSIThCS BIJACTaHI IMOCTIJOBHOCTEH 10 ©0a30BOi IMOCIITOBHOCTI
(mitoxonapiaasHoi €Bu ([6], [7], [8])). Pe3ynbratn anamizy HamaHuX TaHHX
NOJAThCA y BHIIAAI Tabmuib Qopmary .XISX Ta rictorpam po3mHoiliB
BIJICTAaHEN MIK MOCJI1JOBHOCTSAMHU.

VY npyromy po3ziii ONMUCYIOTHCS BUMOTH JI0 TaHUX, 110 TOBUHHI HEOOX1aH1
JUTSL TOIAIBIIOTO aHaMI3y AOMYCTUMUX MOJIMOP(i3MiB HyKIeoTH 1iB. Ha ocHOBI
IIUX JTAaHUX PO3po0IsieThes 0a3za qanux. Hagaerbes onuc oTpuMaHHs HEOOX 1 THUX
JaHUX. BUKOHaHHA po30opy HTML-cropinok (mapcyBanns). OnNUCYHOThCS
oOpani TexHosorii. [IpoBoaUTHCS MIATOTOBKA JAaHWUX JI0 aHAI3Y: BaJidallis Ta
IMIIOPT OTPUMAHUX JAAHUX MICIs TAPCYBaHHS.

Y TpeThoMy pO3AiTI BUKOHYETHCS aHaji3 JOMYCTUMHX IMOJIMOPQi3MiB

HYKJICOTHIB Yy TIOCIITIOBHOCTI MiToXoH piansHoi JIHK.
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PO31JI 1: Anani3 nanuroxkkiB MitoxonapiaabHol JTHK mroaeit 3 pizHux
reorpagiyHux perioHis

1.1. Anani3 npenMeTHoi 061acTi

MirtoxoHapii SIBASIOTH COOOI KPUTHYHO 3HAYYIY CKJIQJIOBY OpraHen
KIITUHU JIIOJICBKOTO OpraHi3My: BOHHU BHUKOHYIOTh BXKIUBY (YHKIIIIO
MeTa0OoIIYHOTO  TIPOIECY, PEryiioloYM  KIITHHHUA pICT Ta  OKHCHO-
BigHOBIIOBaHui ctaH kit ([1], [9]).

BupimansHy podab MITOXOHIpPIi TpatoTh y BUPOOHHULTBI €HEprii 3a
JIOTIOMOT'OF0 TIPOIIECY IEPETBOPEHHS MOJIEKYJI OpPTaHIYHUX PEUOBUH Ha KITITHHHY
€Hepriro 'y BUmsiAl aneHo3untpudocoproi kucinotu (ATD). PesynpraTom
OKHCHIOBaHHSI OCHOBHUX TOKMBHHX MPOAYKTIB (BYTJIEBOIIB, O1JIKIB Ta KUPIB) €
AT® sk TOJOBHE YHIBEpCaJbHE JDKEPEJIO SHEPTii I MPSAMOTrO BUKOPHUCTAHHS
krituaamu ([9]). B momanbimomy eHeprist TpaHCHOPMYETHCS Yy MEXaHIUHY
(CKMBJICHHS JUIS M S30BUX KJIITHH) Ta O10€JIEKTPUUYHY C€HEprito (KUBJICHHS IS
HEPBOBUX KIIITHHAX).

Kinpka THCSY MITOXOHAPIN MPUCYTHI B KOXKHIM KJIITHHI JIFOJICHKOTO Tija.
KimitiHM ceprieBUX Ta CKEJIETHHUX M S31B 1 MIANUIYHKOBOI 3aJI03M MICTSTh
HAHWOLIBITY KUTBKICTh MITOXOHIPiH, 00 caMe UM M’si3aM HeoOXiHa IiIBHIICHA
KuTeKicTh eHeprii ([9]).

Miroxonapianpra JIHK wmae 37 reHiB Ta ICHye HE3alIeKHO Bif
po3tamoBanoi y sapi kmituan JJHK.

JIHK MitoxoHapii cKIaga€eThes 3 KUIBIIEBOT MOJIEKYJIH, IO MICTUTh Yy c0O01
16569 map mykieorunis ([9]).

ITatonoriuni myTanii mitoxonapianpHoi JIHK mnpusBoasts no mosBu
3aXBOPIOBAaHb IIEHTPAIHLHOI HEPBOBOI CHCTEMH, CKEJIETHUX Ta CEPIIEBUX M'SI3iB,

HUPKH, ITEYIHKN, CHIOKpUHHKX 3a5103 ([1]).
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KoxHuii 13 BIIOMHUX CHHAPOMIB, CIHPUYMHEHHX MNOPYIICHHIM
(yHKIIOHYBaHHS MITOXOHJPii, BA3HAYAETHCS MEBHOIO MYTALI€I0 TAKUX THUIMIB:
3aMiHH, BUJAJICHHS a00 BCTaBKU HYKJICOTHiB y nocaimoBHocTi ([10]).

[cHYIO4i YOTHPY BUIW HYKJICOTH/IIB IIO3HAYAIOTHCS HACTYITHUM YHHOM

1) Anenin (mo3HAYalOTh JIITEPOIO A);

2) lluto3in (mo3HayaroTs jgiteporo C);

3) I'yanin (rmo3Ha4aroTh Jiteporo G);

4) Tumin (mo3HavyaroTh JiTeporo T).

OTxe, y 3amuci MOCIIJOBHOCTI HYKJIEOTHAIB MiToxoHpiaiabHoi JIHK
JIOJUHU 3yCTPIYalOThCS JIMIIE I[i YOTHPH JIITEPH, IO IMO3HAYAIOTh OKPEMi
HYKJICOTHIM Ta X KOMOiHaIIii.

JIMKAM TUTIOM TMEBHOTO PETiOHY HA3WBAIOTh MOCIIIOBHICTh HYKJICOTH/IIB,
3HAYCHHS SKUX HaWOUIBII PO3MOBCIOJKEHE Ccepell YCIX IOCHiIOBHOCTEH
mitoxoHapianbHoi JIHK HoCIiB mo moxomaare 3 1soro perioHy. ToOTo e
3HAYCHHS, 110 3ycTpivaroThes Haiuacrime ([10]).

[TomymnsipHa TeHETHYHA HayKa MPOTIOHYE CYYaCHHWKAM HACTYIHY BEpCiO
noxo pkeHHs MitoxouapiansHOoi JIHK. 3a miero Bepciero, mitoxonapiansny JTHK
JIOMA yCHAAKyBJIM BiJ €IWHOI Tpapoaudku MiToxoHapiansHoi €BH, 10
MelKayia 0JIM3bKO JTIBOXCOT THUCSY POKIB TOMY Ha TepuTopii Adpuku. Xoua €Ba
Oyna HE €IWHOI0 TMpallypKoio mroned, iHmi wmitoxouapianeHi JIHK =He
30epernuchk ([6], [7]). [TocminoBHicTh HyKJIeoTHAIB MiToxoHapianbHOI JITHK €81

MPUIHATO Ha3WUBaTH 0A30BOIO MOCIITOBHICTIO.
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1.2 Po3po6Oka cTpyKTypu 06a3u JaHuX

1.2.1 Bumoru 10 ganux

Jnist nocmimkeHHsa Ta aHanizy mitoxonapiansHux JIHK HocIiB 3 pi3Hux
reorpadiyHUX perioHiB Oyia0 0OpaHO YaCTHUHY BCHOTO JIAHIFOKKA HYKJICOTHU/IIB,
10 BIAPI3HAETHCS HAUOUIBIIIO Bapialli€ro.

JlaHII0)KKY TIOCITIZIOBHOCTEN HYKJICOTHIB ISl MOJAIBINOI poboTu OyIiio
HAJJaHO HAyYKOBMM KepiBHMKOM. Takoxx Oyna HamaHa iHdopMalis 1010
KUTBKOCT1 HOC11B KOXKHOT IMOCIITOBHOCTI Ta PET10HIB i MICIIEBOCTEN TTOXOIKEHHS
HOCIiB (H01aTOK A).

B nporieci po6otu 6yno BU3HAYEHO, AKI camMe J1aHl MaroTh 30€piratuch y
0a3l Ja”ux:

1) oKepeso MOCIiI0BHOCTI (BepCist MOCIIOBHOCTI): IIECTU3HAYHHIA 3aITHC,
10 OJIHO3HAYHO MO3HAYA€ MOCIII0BHICTD;

2) FASTA (dbopmar 3anucy JaHIIOXKKY MOCTIIOBHOCTI HYKJICOTHIIB, IO
BUKOPHCTOBYEThCS y OioindopmaTui ([11]));

3) po3TalntyBaHHS OCIIIIOBHOCTI B MOJICKYTi;

4) MOBXKUHA €T TOCII1TOBHOCTI,

5) KUIBKICTh HOCIIB IMOCII1TOBHOCTI;

6) IOXO/I’KEHHS HOCIiB (PETiOHM Ta MICIIEBOCT1);

7) naHi mpo 6a30BYy MOCIIIIOBHICTh Ta JUKHH THII,

8) pe3ynbTaTd aHami3y HaJaHUX JaHUX (PO3MOJLIM BIIHOCHO 0a30BOi
MOCJTITOBHOCTI Ta JWKOTO THWITY, TOMApHI PO3MOAUIH, XapaKTEPUCTUKH 10
PO3MOILITIB).

OTpuMaHi MOCTIAOBHOCTI HAJIEKAIU 0c00aM, IO MOXOWIIH 3 T'SITH PI3HUX
perioniB MmicuieBocti Capaunii Ta mictiieBocti Cepeaaroro Cxomy (po3moain mo
perioHam He HazgaHo). [ToXomkeHHs HOCITB OJHO3HAYHO BH3HAYAETHCS JBOMA

XapaKTepUCTUKAMU: 3HAYEHHSIM PET10HY Ta 3HAYEHHSIM MICLIEBOCTI.



13

CkrnagHicTh 3a7a4l MoJisArajga B TOMY, IO AJIs IESIKUX MOCTiJJOBHOCTEN HE
OyJi0 1ocToBipHOI iH(pOpMalll Mpo MOXOJXKEHHS iX HociiB. Hampukman, mpo
nociiAoBHICTh 3 Bepciero «J01415» BinmoMo, 110 BOHA Hajlekayia I’ STHAILSTH
oco0aM, TakoX BIJJOMO, 110 111 0cobu nmoxoauinu 3 CapauHii, ajge 3 came SKOro
perioHy - HeBioMO (MOXKITUBI BapianTH perionis: A, B, C, D).

Tomy mpu nojanbiIoMy aHalli3i, AaHl MPO HOCIIB TaAKUX MOCHiAOBHOCTEN
MarTh OyTH BIJTHECEHI K JI0 KOKHOTO 3 3a3HAYEHUX PEriOHiB, TakK 1 JO BCi€l
miciieBocTi CapiuHisi pa3oMm.

AHaJi3 TaHuX TPOBOJUTHCS SIK JJIsI KOKHOTO 3 PET1OHIB OKPEMO, TakK 1 J10

yCIX PErioHIB Ta MICIIEBOCTEH Pa30OM.

1.2.2 Onuc pensiiinoi moaeni

BignoBigHo mo BuMmor mo maHux, Oyina cnpoektoBaHa ER monens 6a3u
JTaHUX JUIsI 30epeKeHHsT Ta aHalli3y JIAHIIOKKIB HYKJICOTHIIB HOCIIB 3 PI3HUX
perioHiB (1oxatok b).

ER moxaens mictuth 7 cytHocteit: Bimomocti, IlocmimoBHicTh, Oco0a,
Perion, MicueBicth, 3agaua, Po3noaian.

Ha ocnoBi ctBopenoi ER mozeni Oyma moOynoBaHa pensiiiitia MOJIeb 10
0a3u nanux (momaTok B).

Jlexinpka 3B'S3KIB TUITy «0arato-go-0araTb0x» 3YMOBHJIN CTBOPCHHS
JOJTATKOBUX PEJSIINA 31 3B’SA3KOM THIY «0araTo-m10-0JHOTO» 3 MOYaTKOBUMHU

peALISIMU Y pelsiiHii Moeni. Bcroro pensiiiiaa Moaeab MicTUTh 10 pensiii.
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= Gen_info = Sequence

PK | idGen_Info PK | version ) Person
length fasta PK |idPerson
placed_in_mol carriers FK | version
Eva_fasta FK | idGen_Info

Pucynok 1.1 — Pemamii «Gen_Info», «Sequence», «Personx»

1) Pemnsuis «BimomocTi» (Gen_Info)
2) Pemsis «ITocmigoBricTs» (Sequence)
3) Pemsmist «Ocoba» (Person)

VY pensmii «BigomocTi» HasBHI atpubytn «id BimomocTti» (idGen_Info),
«nokuHa  mocmigoBHocTi»  (length),  «posmimieHHS B MOJCKYJIi»
(placed_in_mol), «06a3oBa mocaimoBuicTe» (Eva_fasta). VYci arpubytu €
000B’s13xk0BuMH. Kittouem y pemsiii «Bigomocti» € atpudyt «id Bimomocti». Y
aTpuOyTi «06a30Ba MOCTIOBHICTH» 30€pIralOThCs JaH1 JIAHITIOKKA TIOCII1IOBHOCTI
HYKJICOTHIIB MITOXOHAPiAIbHOT €BH.

VY pemsnii «[locaimoBHICTE» MICTAThCS aTpuOyTH «Bepcis» (Version),
«FASTA», «kinbkicTh HOCIIB» (Carriers). Yci atpubytu y AaHiil pensiii €
o0oB’si3koBuUMHU. Kmrouem y pemsmii  «[locmioBHICTE» BUCTyHae aTpuOyT
«Bepcis». AtpubyTt «id Bimomocti» y pensmii «IlocmigoBHICTE» Ma€e poib
30BHIITHBOTO KJII0Ya Ta TMO3HA4yae 3B 30K 3 peisrieto «Bimomoctiy. OmHa
MOCJTIJOBHICTh MOJKE€ MICTUTH JIUIIE OJHI BIJIOMOCTI, ajie IO OJHUX W THX CaMHX
3HAY€Hb BIJIOMOCTEH MOXKYTh BIJHOCHTHCH JIEKUIbKA TOCIHITOBHOCTEH. Tomy
tabmni «BimomocTi» Ta «lloCHiZOBHICTE» IMOB’SI3aHI MK COOOK 3B’ SI3KOM
«OJIVH 10 0araTtbox».

ATpubyT «id HOCis» (idPerson) 3 pensiii «Ocoba» € KTrodeM i€l pessiii.

s pensamis mow’s3ana 3 pensmieo «IlocmimaoBHICTEY 3B’SI3KOM  «OJHWH 10
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0aratb0X», TOMY 1110 Y IOCJIIJOBHOCTI MOX€ OyTH JEK1JIbKa HOCIIB, aJie y OJHOTO

HOCISI MOYKJIMBA HAABHICTB JIMIIE OAHIET ITOCIIITOBHOCTI.

= Region
Person_region - Locality
PK | idRegion
PPK,FK | idPerson PK [ idLocality
region_name
PPK,FK | idRegion name_loc
FK | idLocality

Pucynok 1.2 — Pensrii «Person_region», «Region», «Locality»

4) Pemsiist «Perion» (Region)

5) Pensuis «Micueicte» (Locality)

6) Pensiist «Ocoba_perion» (Person_region)

VY pensnii «Perion» kimodeM Buctynae atpuOyT «id periony» (idRegion).
Takosx HassBHUI aTpUOyYT «Ha3Ba periony» (region_name).

VY pemsmii «MiclieBicTh» KIOYEM BHCTyIA€ aTpuOyT «id MicieBoCTI»
(idLocality). Takosk HassBHHI aTpUOYT «Ha3Ba MiciieBocTi» (name_loc).

3riJIHO BUMOTaM JI0 JIaHUX, Y MICIIEBOCTI 3HaXOAATHCA JACKUJIbKA PEriOHiB.
JIuBIISTUMCh HA Te, 0 OJWH PETiOH MOXHA BITHECTH JIUIIIE 10 OJHIET MICIIEBOCTI,
3B’SI30K MK pensmisMu «MicueBicTh» Ta «Perion» BHU3HAYAETHCS K «OJHH JI0
0aratbox».

Pensittis «Ocoba_perion» 3’sBISETHCS Mics nepeTBopeHHss ER Mozeni B
pensuiiay Moaenb. Pemsii «Perion» ta «Ocoba» MmoB’s3aHi 3B’ I3KOM «0arato
710 0araTboX». 3 OJTHOTO PETiOHY MOYKE MOXOUTH JeKiIbKa HOCIiB MOCIIIOBHOCTI
Ta OJJHOTO HOCISI MH MOYKEMO OJJHOYACHO BIJTHECTH JI0 ACKIJTBKOX PET10HIB (3TiTHO
BUMOTaM JI0 JaHuX). B yTBopeHiil pensiii HasBHI 1Ba aTprOyTa, KOXKEH 3 SKUX
CTaHOBUTH YAaCTUHY KJF0Ya PEJIAII] Ta BUCTYIIA€ B POJIi 30BHINTHLOTO KiTto4a: «id
Hocisi» (idPerson) moka3sye 3B’si30k 3 pensmiero «Ocoba», a «id perioHy»

(idRegion) - 3 pensiero «Periony.
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= Distribution
Region_task PK | idDistribution
PPK,FK | idRegion nameDist =
‘ Moda
PPK,FK | idTask dist PK | idModa
mat_spod value
— — ser_quadr FK | idDistribution
PK | idTask T
wild_type_fasta min
coeff_var
FK |idTask

Pucynok 1.3 — Pensmii «Region_task», «Task», «Distribution», «Moda»

7) Pensis «3amaua» (Task)

8) Pessimist «Posmoainu» (Distribution)

9) Pensmis «Moga» (Moda)

10) Pensuis «Perion_3amagya» (Region_Task)

Pensamis «3amada» MICTHTh HaHl PO JUKUN THI JJISI TOCTaBJICHOT 3a/1a4i
(atpubyT «aukmit Tam»y (Wild_type fasta)). Kmrouem 1€l pensmii BUCTymae
atpuOyT «id 3amaqi» (idTask).

Pemsmii «Perion» Ta «3amayay moB’sg3aH1 MK 00010 3B’ SI3KOM «0arato 10
Oaratbox», TaK SK OJIHA 3ajJadya MOXe OYTHM TOCTaBlieHA 10 CIOJy4YeHHS
JIEKUTBKOX PET1OHIB OJJHOYACHO, Ta B OJHOTO PETIOHY MOKe OYTH JACKIIbKa 3a/1a4
(oxpema, Ta B CyKyITHOCTI 3 iHIMMH perionamu). Came 1ie nmpu rnepetBopeHHi ER
MOJCNI Yy PENAMiHY MOJENb CIOPUYUHUIO CTBOPEHHS HOBOI pemsiii
«Perion_3amawa». B yrtBopeHiit pemsmii «Perion 3amada» mnpucyTHI JBa
aTpulyTa, KOKEH 3 SKMX CTAHOBUTH YACTHHY KJIFOYA PEJISIlii Ta BUCTYIAE B PO
30BHIIIHBOrO Kiroua: «id 3agagi» (idTask) mokasye 3B’S30K 3 PEISLI€ErO

«3amayan, a «id periony» (idRegion) - 3 pensiiero «Periony.
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VY pemsnii «Po3noaiin» MICTUThCA 3araibHa 1H(OpMAILis Mpo KOXEH 3
MOXJIMBUX PO3MOAUIIB TOCHIJOBHOCTEM Ta PI3HI XAPAKTEPUCTUKH LUX
pPO3MOMLIIB, IO TO3HAYAOTHCA AaTPpUOyTaMH «MaTEMaTUYHE CITOiBAaHHS
(mat_spod), «cepenHbO KBaapaTH4HE BiAXHJICHHsS» (Ser_quadr), «MmiHiMaiabHe
3HaYeHHs» (MIN), «MakCUMallbHe 3HAYCHHs» (Max), «Koe(illieHT Bapiarmii»
(coeff_var). Kmrouem panoi pessiii BucTymae atpuOyT «id posmominy»
(idDistribution). Takox mpucyTHI aTpuOyTH «Ha3Ba po3noaiay» (nameDist) Ta
«3HaueHHs1 po3noaiay» (dist). Jlana pensiist moB’si3aHa 3 pedIieo «3agadar
3B’SI3KOM THIYy «OJUH JI0 0araThOX», TaK SK OJWH PO3MOJII MOXHA BiTHECTH
JUIIe 10 OAHIET 3adadi, ajge y 3ajadi, 3riJHO 3a3HAYE€HUM BHUMOTaM JO JIaHHX,
MOKe OyTH JIEK1IbKa Pi3HUX po3noaitiB. Llew 3B’ 130k mo3Havyae 30BHINTHIN K04
«id 3amaui» (idTask).

Pensamis «Moma» yTBopeHa micis neperBopeHHs ER moneni Ha pensiiviny
MoJIeNbh 3 0araTo3HavyHOTO aTpuoOyTy «Moma» pensiii «Po3noginm». Y omgHOTO
pO3MOATY MOXKE ICHYBaTH JIeKiJIbka MOJ| (HaWMOIIMPEHIMUX 3HA4YeHb
PO3IOLTY), TOMY 3B 30K THUITY €OJIMH JI0 OaraThox» 3 peisiieto «Po3mominmy
3yMOBHB ITOSIBY 30BHIIIHBOT0 Kito4a «id posmoaiay» (idDistribution). Kpim toro,
y pensnii npucyTHi aTpuOyTH «3HadeHHs» (value) ta «id moam» (idModa), o

TaKO)K BUCTYTIA€ KIIOUEM JIaHOI pesIsIIii.

1.2.3 Bub6ip minsoBoi CKB/I

Jlns  30epeeHHs HEOOXITHUX JaHUX OyJ0 BHKOPHCTAHO CHCTEMY
kepyBanHs 0azamu ganux (CKBJ) MySQL. OcHoBHI mepeBarm MOTO BHOOPY
CKB/I:

1) MySQL mocraTHpO IIpocTa Ta 3pydHa y BUKOPUCTAHHI;

2) icHye JOCUTh 0araTo JOCTYITHUX PECYPCIB JUIsS ONIaHyBaHHS;

3) HasBHA JCTalbHA JTOKYMCHTAIIIS;

4) BUTbHUH JOCTYII BIIKPUTHH JIJI1 HEKOMEPI[IHHOTO BUKOPUCTAHHS.
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1.3 IlporpamHuii 3aCTOCYHOK

1.3.1 BuxopucraHi TeXHOIOT1i

IMmopt Ta anHanmiz gaHux y 0aszy JaHUX OYyJIO peasli30oBaHO 3a JI0MOMOTOI0
MOBH NporpamyBanHs Java. Bu6Gip Oyio o0ymMoBII€HO niepeBaram Ii€i MOBH.

OcHoBHI niepeBaru Java HaJl iHITUMH MOBaMHU IIPOTpaMyBaHHS

1) Benuka KUIbKICTh KOPUCTYBAYiB, @ TOMY HasIBHI SIKICHI JIOKYMEHTaLli Ta
Oararo maTepialiB 100 POOOTH 3 JAHOIO MOBOIO MPOTPaMyBaHHS;

2) 3pYy4HICTh Y MIAKITIOYEHHI 10 0a3H JIaHUX;

3) cy4acHuU# Ta 3pO3YMIJMI CHHTAaKUC MOBH, IIO JTI0O3BOJISIE HE BUTpAaYaTH
Yyac Ha MOINYKH NUIAXiB MpOrpaMHoi peami3allii, a 6e3mocepelHb0 BUKOHYBAaTH
MOCTaBJICH1 3aBIaHHS.

Jlns  IMOOpTy OTPHMAaHUX pPe3yJbTaTiB aHalizy OyJo BHUKOPHCTAHO
oi0mioreky Apache POI. L{x 6i6mioTeka A03BOJIsSIE CTBOPIOBATH, 3MIHIOBATH Ta
BigoOpakatu Qaitin Microsoft Office 3a momomororo mporpam Java ([12]).
Omnepytoun 6ibmiorexkoro Apache POIl, Oymu ekcrmopToBaHi IMOMEPEIHBO

3reHepoBaHi JaHi y (ainu 3 po3mupeHasM XISX.

1.3.2 CtpykTypa nporpamu

ApXiTeKTypa IpOrpaMHOTro 3aCTOCYHKY CKJIAJIa€ThCS 3 HACTYITHUX KJIACiB:

1) Main;

2) DataBase;

3) Sequence;

4) DistSeq;

5) Pairs;

6) Tasks;

7) toExcel.
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Y xmaci Main, mo € BXiIHOK TOYKOK NPOTpPaMH, BiJOYBAETHCS
IMIIOPTYBaHHS HAaJaHUX JAHUX, Y (aiil 3 pO3MMPEHHAM CSV, y HEOOXIIHY IS
noAaibIoi poOOTH CTPYKTYpy JHaHux Sequence. Takox y LbOMYy Kiacl
3HAXOAATHCS BUKIMKHU (DYHKIIM TONOMDIKHUX KJaciB (10JaBaHHA 1H(pOpMaIllii 10
0a3u JaHuMX, IMepeaady 3TreHepoBaHUX posmoainiB y kimac toExcel mis
MIOJIAJIBIIIOTO TX aHaAI3y Ta BUBEIACHHS y (aiin).

Kmac DataBase sigmosigae 3a B3aeMoairo 3 0a3or maHux. Mertoau
JOCTYITHI B TAHOMY KJIaci JIO3BOJISIOTH i’ €THATUCS 10 0a3H JaHUX, 3aHOCHUTH
TyJI1 HEOOX1H1 JIaH1, Ta TaK0XX 00upaTu iHpopMallito 3 0a3u JaHUX L1010 PI3HUX
perioHiB Ta 6a30BOi MOCIiTIOBHOCTI.

Y xkmaci Sequence peaini3oBaHO CTPYKTYpy JMdaHUX, HEOOXiTHY s
3pYyYHOCTI IMIOPTYBaHHS JIaHMX 3 HaJaHoro daimny, B Qopmati CSV, y
po3po0bieny 6a3y manux. Lleit kimac mictuts 3HadeHHs Bepcii Ta FASTA ([11]).

Knac DistSeq nonomarae y Bu3HaueHHi BiZICTaHEH, a came: 3a JJOTOMOT 00
i€l CTPYKTYpPH [laHUX pEali30BaHO OTPUMAHHS MJaHUX JJis MOJAJBIIOTO
3HAXOKEHHS BiAcTaHed H0 0a30BOI MOCHIIOBHOCTI Ta MOCHIZOBHOCTI JTHUKOTO
TUIy. Y IbOMY KJaci MICTSAThCS 3HAYEHHS BEpCii, MOCHIIOBHOCTI, KUIbKICTb
HOCI1iB Ta 3HAYCHHS BiACTaH1 70 6a30BO1 MOCIIJOBHOCTI a00 JUKOTO THITY.

V xiaci Pairs peaiizoBaHO CTPYKTYPY JaHHX JJIs 3HAXOHKEHHS MMOMapPHOT
BIJICTaH1 MK ITOCTiJOBHOCTSIMH HYKJICOTH/IIB Ta TOJAJIBIIOI pOOOTH HaJ HUMH.
Le#t xinac mictuth iHGOpMaIltito mpo 3HaueHHs Bepcii, FASTA, kinbkocTi HOCIiB
Ta JaHi PO BIJCTaHI JI0 1HITUX TOCIIIOBHOCTEH.

Knac Task mictuts MeToaH 15l 3HAXOJKEHHS BiJICTAHEH ITOCITIIOBHOCTEH
MEBHOTO pErioHy 10 0a30BOi MOCHITOBHOCTI, JMKOTO THIy Ta TOMAPHUX
BifcTaHeii. Ha OCHOBI mMX [MaHMX peai30BaHO METON /IS BU3HAYCHHS
PO3MOJIUIIB MO0 BiJICTAHEHW Ta BU3HAUCHHS 1X XapaKTEPUCTUK. Y TaHOMY KJaci
TaKOX pEaJi30BaHO METOJ PO3paxyBaHHS TUKOTO TUITy HAa OCHOBI HaJaHUX
MOCJTITOBHOCTEH 3 TIEBHOTO peTioHy. TakoX HasBHI METOIM IS PO3paxyBaHHS

XAPAKTCPUCTHUYIHUX 3HAYCHb BUSHAUYCHUX pOSHOI[iJ'IiBZ MaTEMaTHYHHX CHOI[iBaHB,



20

CepeIHbOKBAIPATUYHUX BiIXMJIEHb, MAaKCHMAJIbHUX Ta MIHIMAJIbHHUX 3HAYEHB
PO3MOJLTY, MOKIIMBHX MOJI Ta KOE(II[IEHTIB Bapiallii 3Ha4€Hb JAHOTO PO3MOJILITY.

VY knaci toExcel peamizoBaHO MeToau HEOOXIiAHI ISt E€KCIIOPTYBAHHSI
OTPUMAaHUX IICIs aHAMi3y AaHuX y (daitn 3 posmupeHHsM XISX. MeToau HasiBHI y
[bOMY KJIACl JO3BOJISIOTH CTBOPUTH TaOuwuili y ¢opmari XISX 31 3HAUCHHSIMU
MOTMapHUX BIJICTaHEW MK MOCIITOBHOCTSIMHU, 31 3HAYEHHSIMU BiJICTaHEH 3aIaHUX
MOCJIIIOBHOCTEH /10 TUKOTO TUITY Ta 0a30BOi MOCIIJOBHOCTI, Ta 3 1HGOPMAIIIEI0

1010 XapaKTEPUCTUK PO3TOILIIB.

1.3.3 AHamiTH4HI METOIU

[Tonepennbo oTpumaHi naHi OyJ0 IMIIOPTOBAHO J10 Po3poOJieHOi 0azu
naHux. [[7s moganeIoro anani3zy Heo0XiaAHO OyJI0 OTpUMATH JIaHi 3a IOMTOMOT OO

3anuTiB SQL 3 6a3u gaHuX 3a MEBHUMHU reorpadiyHuMU perioHaMU.

SELECT Region_GenBank.Sequence.version, fasta, COUNT(DISTINCT Person.idPerson)
FROM ((Region_GenBank.Sequence INNER JOIN Region_GenBank.Person ON Sequence.version = Person.version)
INNER JOIN Region_GenBank.Person_Region ON Person.idPerson = Person_region.idPerson)

INNER JOIN Region_GenBank.Region ON Person_region.idRegion = Region.idRegion

WHERE region_name = "MiddleEast"
GROUP BY Region_GenBank.Sequence.ve on;

Pucynok 1.4 — 3anut moBoro SQL s otpumanns indopmaiiii o periony “MiddleEast”
(Cepenniit Cxin)

Ha ocHOBI oOTpHMaHUX TIOCIIIOBHOCTEH BH3HAYAETHCA JHWKWAW THII,
BJIACTUBUH 3aJJaHOMY PETIOHY: I KOXKHOI TIO3WINi B IOCIIJOBHOCTI
BUPAXOBYETHCS 3HAYCHHS HYKICOTHIY, IO 3YCTPIYA€ThCs y BHUOIPII pErioHy
HalJacTiIIe.

Bincrani mo 6a30Boi MOCTIAOBHOCTI Ta JAWUKOTO THIy BHPaXOBYIOTHCS

HAaCTyITHUM YHHOM: JUIsl KOXKHOI MO3UIII B MOCTIJOBHOCTI IOPIBHIOETHCS
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3HAYEHHS HYKJICOTUY 31 3HAYEHHSIM HYKJICOTH1Y Ha TOTOXHI1H mo3uii y 0a30Biit

MOCJIIJIOBHOCTI @00 AUKOMY THIII.

- ArrayList<DistSeq> distWild(ArrayList<DistSeq> sequence, String w) {

ArrayList<Part2.DistSeq> dist = new ArraylList< >()
[1 wild = w.toCharArray()

t counter = 0
(DistSeq entry : sequence) {
(int i = 0; i < wild.length; i++) {
(wild[i] != entry. {i1) 4
counter++
}
}
DistSeq thisone = createDistSeq(entry.ve! ‘ counter)
dist.add(thisone)
counter =

Pucynok 1.5 — Meton mist o04mCIICeHHS BICTaHEH TOCIITOBHOCTEHN 10 JUKOTO THITY

[TonmapHi BifgCTaHI 3HAXOIATHCS 3a JIONMIOMOTOKO IMAPHOTO IOPIBHSHHS
HYKJICOTHIIB Y KOXKHIM TOCIIIIOBHOCTI 3 33J1aHO1 BUOIPKH.

Posnoninu BigHOCHO 06a30BOi MOCHIOBHOCTI, JTUKOTO THUITY Ta MapHOTO
MOPIBHSHHS PO3PAaXxOBYIOThCS Ha OCHOBI OTPUMAaHHMX BIJIMOBIIHUX 3HAYCHD
BijicTaHed. JIJisi KOKHOTO 3HAYEHHs BiJICTaHI PO3PaXxOBYETHCA KUTBKICTH HOTO
oTpuMaHHsA. ba3zyrounch Ha OTpPHUMaHUX peE3yJIbTaTax PO3IMOJALIB BIIHOCHO

BiJICTaHEH, PO3PAXOBYIOTHCS PO3MOIIN HMOBIPHOCTEH.
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ArrayList<Integer> rozpodilWild(ArrayList<DistSeq> sequence){

ArraylList<Integer> rozp = new ArraylList< >()

- sizeRegion = 1

yr(DistSeq entry: sequence){
(int k=0; k<entry.
sizeRegion++;

counter =0
(int i = 0; i<sizeRegion; i++){
(DistSeq entry: sequence){
(i == entry. ance ) {
r(int k=0; k<entry.
counter++

}
rozp.add(counter)
counter = @

1 rozp;

Pucynok 1.6 — MeTton myist 00YMCIICHHS pO3TOIiTY BIIHOCHO BiJICTAHEH MOCIIIOBHOCTEHN 10
JTIUKOTO THITY

Otpumani [aHi MICAS PO3PAXyHKY PO3MOJLIIB BHKOPUCTOBYIOTHCS [IJIS
MOAANBIIIOT0 BUSHAYCHHS XapaKTEPUCTHUK ITUX PO3MOJILTIB:
1) OOuyucneHHS 3HAYCHHS MAaTEMaTHYHOI'O CIOMIBaHHS (CepeIHbOTO

3HAYCHHS) 32 HACTYITHOIO (HOPMYIIOKO:

m; = ) iL*p;, (1.1)

i=1
e [ — 3HAYeHHsI 3MIHHOI PO3IIO/ILIY;

P; — UMOBIPHICTb 3MIHHOI PO3IOALTY.
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BignosigHo 10 ¢popmyiu, Oyjao CTBOPEHO MPOrpaMHUNA KO/ 3aCTOCYBAHHS

METO/ly BUPaXOBYBaHHs MaTEMaTUYHOIO crofiBaHHA (puc. 1.7).

> matSpodivW(ArrayList<Double> chastka){

> matspod =0.0;

r(int i =0; i<chastka.size();i++){
matspod += (double) i *chastka.get(i);

matspod;

Pucynoxk 1.7 — Meton myist 0OOYHCIICHHS] MAaTEMaTUYHOTO CTIOJIIBAHHS JIJISl 33/IaHOTO PO3MOILTY

2) OOuMclaeHHS 3HAYEHHS CEepPEAHBOKBAJAPATHUYHOTO BIIXHMICHHSI 3a

JIOTIOMOTOF0 HACTYyITHOT (POPMYJIH

1
0; = Z(i —m;)? xp; (1.2)
i=0

Jle [ — 3HAa4YCHHS 3MIHHOI PO3IIOIiIY;
M; — 3HAYCHHs] MATEMAaTHYHOTO CIIOJ[iBAaHHS;
P; — IMOBIPHICTH 3MIHHOI PO3MOJILITY.

BiamosinHo 10 ¢opmynu, Oyio CTBOPEHO MPOTPAMHUN KOJT 3aCTOCYBAaHHS

METO/Iy BUPaXOBYBaHHSI CEPEIHbOKBAIPATUIHOTO BiaxuiieHHS (puc. 1.8).
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serQuadraticW( matspodiv, ArrayList<Double> chastka){

guadratic =
helpq =

( i =0; i<chastka.size();i++){
helpg += (( ) i - matspodiv) * ((d ) i - matspodiv) % chastka.get(i)
}

quadratic = Math.sqrt(helpq)
quadratic

Pucynok 1.8 — Metox [utst 0OUMCIICHHS cepeTHbOKBAIPATUYHOTO BiIXVIICHHS JUTSI 3a/IaHOTO
po3MoaiTy

3) OGuumceHHs Koe]illieHTy Bapiailii 32 HACTYITHO (OPMYJIOH0:
CTi//77li, (1.3)

A€ M; — 3HAYCHHA MaTEMAaTUIHOT' O Cl'IOI[iBaHHSI pOSHO,Z[iJIy;
O; — 3HAYCHHA CCPECAHBOKBAAPATHYIHOI'O Bi,Z[XI/IJ'IGHHSI pOSHO,IIiJIy.

4) 3HaxopKkeHHs MakcuMmanbHOro (puc 1.9) ta MinimansHoro (puc 1.10)

3HA4YCHbDb.

1t maxW(ArrayList<Integer> rozp){

't high = rozp.get(0);
(Integer integer : rozp) {
(high < integer) {

high = integer;

high;

PI/IcyHOK 1.9- Merton s OOYHCIIEHHSI MAKCUMAJIBHOTO 3HAUCHHS JJI 3aJaHOTI'O pOSl’IOI[iJ'Iy
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nt minW(ArrayList<Integer> rozp){

't low = rozp.get(Q);
(Integer integer : rozp) {
(low > integer) {
low = integer

Pucynok 1.10 — Metos st 009HCIIEHHST MIHIMAITBHOTO 3HAYCHHS JUTSI 33IaHOTO PO3IOJILTY

5) OGuHcaCHHS MOJT PO3MOILTY 3a TOTIOMOT'OK0 HACTYITHOT (hOPMYJIH:

m = {i: maxp;}, (1.4)
ne [ — 3HaueHHs 3MIHHOI pO3IOIiNy;
P; — IMOBIPHICTH 3MIHHO{ PO3MOJLIY.

BignosigHo g0 ¢opmyinu, 6yia0 CTBOPEHO MPOrpaMHUN KO/ 3aCTOCYBaHHS

METO/y BHpaXxOByBaHHSI MOKIMBHX Mo (puc.1.11).

ArraylList<Integer> modaW(int max, ArrayList<Integer> rozp)<{
ArrayList<Integer> moda = new ArraylList< >():

nt i =0; i<rozp.size(); i++){
if(max == rozp.get(i)){

moda.add(1i);

Pucynok 1.11 — Meron At 0GUUCIIEHHS] MO/ JJIS 33/IaHOTO PO3MOALTY
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1.3.4 TlpeacTaBieHHs pe3yJabTaTiB peaii30BaHUX METO/IIB

3a gomomororw 6iomoteku Apache POl Oyio peanizoBaHO METOIU st
CKCIIOPTYBaHHS OTPUMAHUX JIAHUX B MPOILIECi aHali3y y Tabnuii ¢popmary XISX.
Huxye HaBegeHO MNpPUKIAIM CTBOPEHUX TaOiulb s BHOIpKH

MOCJT1IOBHOCTEM 3 MICIIEBOCTI CepenHboro Cxony.

Version |Distance
M58059
M58064
M58103
M58104
M58104
M58105
M58106
M58107
M58108
M58109
M58110
M58110
M58111

ol AlUjw ovu oy O W = A

—

Pucynoxk 1.12 — [Ipuknan pe3ynpTaTy 3HaXOJKEHHS BiJICTaHEH MOCIII0BHOCTEH HOCIIB 3
micueBocTi Cepenaboro Cxomy 10 AUKOTO TUITY

VY 3pa3ky Tabnuiii, HaBemeHoi Ha pHCYHKY 1.12, 3a3HadyeHo Bepcii
MTOCTIIOBHOCTI JIaHIIOKKIB MiToxoHApianpHuX JIHK mroguHu Ta Bijmcranp Ii€l

MTOCTIAOBHOCTI J0 MOCIIIOBHOCTI TUKOTO TUITY MicieBocTi Cepenaporo Cxomy.
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M58059 M58064 |M58103 M58104 |M58104 M58105 M58106 M58107 |M58108 |M58109 |M58110 M58110 |M58111 M58112 M58113

M58059 0 5 z 8 8 9 8 7 9 8 9 9 12 9 6
M58064 5 0 4 7 7 6 7 4 6 5 4 4 9 6 3
M58103 7 4 0 7 7 6 7 6 8 5 8 8 1 8 5
M58104 8 7 7 0 0 9 4 7 7 10 1 11 16 9 6
M58104 8 7 7 0 0 9 4 7 7 10 1 11 16 9 6
M58105 9 6 6 9 9 0 9 6 8 7 10 10 13 6 5
M58106 8 7 7. 4 4 9 0 5 9 10 1 11 16 9 6
M58107 7 4 6 7 7 6 5 0 6 7 8 8 13 6 3
M58108 9 6 8 7 7 8 9 6 0 9 10 10 15 8 5
M58109 8 5 5 10 10 7 10 24 9 0 7 7 12 9 6
M58110 9 4 8 1 1 10 11 8 10 7 0 0 1" 10 5
M58110 9 4 8 1 1 10 11 8 10 7 0 0 1 10 5
M58111 12 9 1 16 16 13 16 13 15 12 1 11 0 15 12
M58112 9 6 8 9 9 6 9 6 8 9 10 10 15 0 5
M58113 6 3 ] 6 6 5 6 3 5 6 5 5 12 5 0

Pucynok 1.13 — Pe3ynbTat 3HaX0/KSHHS MOTIAPHUX BiJICTaHEH TIOCIIIIOBHOCTEH HOCIIB 3
micueBocti Cepennboro Cxomy

VY 3pa3ky Tabnuii, HaBeneHoi Ha pucyHKy 1.13, 3a3HadueHo Bepcii
MOCJIIZIOBHOCTI JIAaHIIOKKIB MiToXxoHapianbhux JIHK Ta momapni BiacTaHi mux

MOCIITOBHOCTEM, 110 HallexkaTh ocobam 3 Cepennboro Cxony.

BiactaHs 0 1 2 3 4 5 6 7 8 9 10
Po3noain
BiiHOCHO
6azosoi |0 4 4 14 6 9 5 3 1 0 1
Po3noain
BifIHOCHO
Hazoeoi
(vactka 0.0 0.085 0.085 0.298 0.128 0.191 0.106 0.064 0.021 0.0 0.021
Cepepg KBa
Mart cnog |BigxunexH Moaun MiH. Makc. Koed sap
4.085 1.922 3 0 14 0.471
Poznogin
BiAHOCHO
aumkoro_t1 |0 4 4 14 6 9 5 3 1 0 1
Posnoain
BiHOCHO
AWKOoro_T
(vactka 0.0 0.085 0.085 0.298 0.128 0.191 0.106 0.064 0.021 0.0 0.021
Cepeg KB
Mart cnog | BiaxuneHs Moam MiH. Makc. Koed sap
4.085 1.922 3 0 14 0.471
Posnoain
BigHOCHO
nonapHmx |2 9 28 41 102 115 177 154 164 115 67
Poznogin
BiHOCHO
nonapHu1x
(vactka |0.002 0.008 0.026 0.038 0.094 0.106 0.164 0.143 0.152 0.106 0.062
Cepena KBa
Mart cnog | BiaxuneHs Moam MiH. Makc. Koed Bap
7.057 2.664 6 0 177 0.377
Mocnigos

AMKoro_T | tictttcatggggaagcagatttgggtaccacccaagtattgactcacccatcaacaaccgctatgtatttcgtacattactgccagecaccatgaatatt

Pucynok 1.14 — Ilpuknan pe3ynbTaTy aHalli3y MOCIiIOBHOCTEH HOCIB 3 MiCLIEBOCTI
Cepennroro Cxony
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Tabnuns Ha pucyHky 1.14 BimoOpaxae TpuUKIa] pe3yJbTaTy aHamizy,
OTPUMAHOTO B HACJIIJIOK 3HAXOA>KEHHS BIICTAaHEH Ta PO3MOJLIIB, XapaKTEePUCTUK
110 HHX.

3a [0MOMOror 3a3HA4eHUX METOAIB OyJo MPOBEACHO  aHai3
MOCJIIJIOBHOCTEN HOCIiB, 10 MOXOJATh 3 PI3HUX TreorpadiuHux perioHis.
[IpoananizoBaHo BUOIpKH HACTYITHUX PET1OHIB:

1) yci HasiBHI TIOCTIIOBHOCTI;

2) perion A wmicrieBocti CapauHis;

3) perion B micueBocti CapauHis;

4) perion C micrieBocti CapauHis;

5) perion D mictieBocti CapauHis;

6) perion E micueBocti CapauHis;

7) micueBocti CapauHis (BKIIOYaKOYH yCi 11 perioHH);

8) micnieBocti Cepeaniit Cxi.

[Ticis oTpuMaHHS JOKYMEHTIB 3 PO3IIUPEHHAM XISX 7151 KOYKHOTO PETiOHY
3a pe3ysibTaTaMHu IpPOaHaJi30BaHUX METOIB, OyJI0 CTBOPEHO TiCTOrpaMH, IO
XapaKTEePU3YIOTh PO3IOALIN BIICTAaHEH MOCTIJOBHOCTEH KOKHOI BUOIPKH: 11010
pPO3MOALTY BiACTaHEHW IOCHITOBHOCTEH 10 0a30BOI IOCIHIJIOBHOCTI, IIOJO
PO3MOALTY BiJICTAaHEH MOCIIIOBHOCTEH 10 MIHUKOTO THIY, IOJO0 PO3MOJILTY
MONIAPHUX BIJICTAHEH IMOCIITOBHOCTEH.

OTtpumani B pe3yJbTaTi aHaJi3y TICTOrPpaMu NPEICTABIECHO B 10aTKy [ .

1.4 BucHoBk# 3a po3aiiom 1

Y nmanomy posmimi Oylio MpoaHami30BaHO TPEIMETHY 00JacTh Ta
PO3TIITHYTO OCHOBHI MOHATTS, IO HAJaJi BAKOPUCTOBYIOTHCS B pOOOTI.

Takox Oynu copmylbOBaHI OCHOBHI BHMOTH /O JaHHUX, SKI MarOTh
30epiratuch y ©0a3i JaHux g po3poOKM Ta aHadidy MOCHiIOBHOCTEH

miToxoHapianbHUX JIHK 0ci0, 1110 moxoasTe 3 pi3HUX reorpadiyHux perioHis.
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BianosinHo 10 copMylIbOBaHMX BUMOT, PO3POOJIEHO CTPYKTYypy Oasu
nanux. Hagano ommc o0OpaHHMX TEXHOJOTIM Uisi PO3pOOKH MPOrpaMHOrO
3aCTOCYHKY Ta HABEJEHO apXITEKTypy MpOrpamMHOro 3actocyHky. Kpim Toro,
HABEJICHO ONKUC AaHAJITUYHUX METOJIIB, MPEACTABICHUX Y MPOrpaMHiil YacTHHI1
poboTH.

Pe3ynbTaT aHasizy mociiIoBHOCTEH JaHII0XKKIB MiToXoHapiansHux JJHK
0ci0, 110 MOXOAATh 3 PI3HUX TeorpapiyHUX PETIOHIB MPEACTABICHO Y BUIJISIL

ricTorpam.
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PO31JI 2: Po3po0ka cTpykTypu 6a3u JaHUX A5l 30epesKeHHs

Nn0JIiMOpP(i3MiB HYKJICOTHAIB Ta IX MIATOTOBKA AJIA NMOAAJbIIOI0 AHAJI3Y

2.1 Po3po0Oka 0a3u naHux it JOMYCTUMUX MOJIIMOP(I3MiB MITOXOHIPiaIbHOI
JIHK

2.1.1. Coenudixkariisi BAMOT J0 JTaHUX

Jlesiki MyTallii HyKJI€OTUAIB MOXKYTh MaTH KiJbKa BapiaHTIB JOIYCTUMUX
3aMiH, 1110 HAYKOBO BU3HAYAIOTHCA K MOJIMOP(I3MHU.

ToukoBi 3aMiHU HYKJICOTHIIB SBJISIIOTH COOOI0 3aMIHY OJHOTO HYKJICOTH]LY
iHmMM. HykiieoTuan 3 pi3sHUX MO3HUIIIN MOXKYTh MaTH OJIHY, JIBl UM TPHU BapiaHTH
ToukoBux 3amin ([10]).

VY 6a31 qanux Mae 30epiraTUCh HaCTyIHA 1HQOpPMaILliS PO HYKICOTHIU:

a) JT0KyC (TO3HIIIs HYKJICOTUIY);

0) BCl MOXJIMBI BapiaHTH TOUYKOBUX 3aMiH HYKJICOTH/IIB Yy TTOCIIIOBHOCTI;

B) iHdopMaIlid UM BHUKIMKAE JaHa TOYKOBA 3aMiHa IaTOJIOTII, IO
CIPUYMHSAIOTH XBOPOOH.

Hani nns aHamizy 3ajdyydeHO 3 3arajibHOAOCTYIHOTO OHJIAMH pecypcy
MitoMap ([3], [4], [5]). Iudopmariito mpo gomycTrUMi MyTalii HaJaHO Y BUIJISI
TPHOX TAOJIUIHP HA CTOPIHKAX CaWTy: JB1 TaOJMIN 3 HEUTPATLHUMU MYTAIlISIMH
(3arasiom 16 THCSY pANKIB TaHWX) Ta OJHA TAOJNWIS 3 TaHUMH PO MATOTCHHI
myTartii (maike 500 psaki). Tabmuii po3mimeHo Ha BeO caidTi, OT)Ke BCi JdaHi
npeactasiaeHo y dopmari HTML, sxuii motpedye momanbinoi oOpoOKH Ta
MiATOTOBKH JIAHUX JI0 IMITOPTYBaHHS B 0a3y JTaHUX.

VY KOXHINA TaOIMI[I MICTUTBCS BiJ IECTH 0 OJMHAIUATA KOJOHOK 3
PI3HUMH JaHWUMHU, aJie BaXIIMBOIO 1H(QOPMAIIIEIO ISl aHAII3Y € JaHi JHIIe ABOX
kosoHok: Position Ta Nucleotide Change. Position mMicTuTh 3HAYCHHS MO3MIIT
aokycy Hykineotuay, a y Nucleotide Change mnpencraBieHo 3adikcoBaHi

BapIaHTH 3aMiH I[bOTO HYKJICOTHUTY.
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Jist momaneuioro 30epexeHHs y 0asl JaHUX Ta aHami3zy nommopgi3mis,
BKJIMBUMU € JIMIIE TOYKOBI 3aMIHU HYKJICOTH[IB, TOMY MyTallli BUAAJICHHS Ta
BCTaBOK HE IMpuiiMaioTbcs A0 yBard. Jlisg OJHIET MO3MLII HYKJICOTUIY

JIOTYCKA€ThCS MOKJIIMBICTh JEKUIBKOX (/10 TPHhOX) BapiaHTIB TOYKOBHUX 3aMiH.

2.1.2 [IpoexTyBaHHs 06a3u JaHUX

3riIHO BUMOTaM 70 JaHuX, Oyna crnpoekToBaHa ER Monens 6asu manux

11 30€pEeKEHHS JOMYCTUMHUX MoJIiMOp(i3MiB HykIeoTuaiB (puc 2.1).

HykneoTtnau = 3aMmiHu
] ponyctuma , _
# noauuin H i # id_3amibm
* NoYaTKoBe_3Ha4YeHHA * 3HAYEeHHA_3aMiHu
* xBopoba

Pucynok 2.1 — ER Monenp 6a3u nanux i 30epexeHHs JOMyCTUMHUX TTomiMop(]i3MiB

Ha ocHoBi ctBopenoi ER moneni Oyna moOynoBana pensiiiiHa Moiens 10 6a3u
nanux (puc 2.2).
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Nucleotides

PK position

nucleotide

Changes

PK id_change
change

disease

FK position

PucyHoK 2.2 — PensiuiiHa moaenb 6a3n aaHux ans 36epexkeHHa 4onycTMMmnX nonimopdiamis

Pensmiitna Mojies MICTUTD 2 PeIsIIii:

1) pemsuis «Hyxneoruau» (Nucleotides);

2) pensis «3amiam» (Changes).

VY pensauii «Hykneotuau» HasBHI arpuOyT «mo3uiiis» (position) Tta
«rmovatkoBe 3HaueHHs» (nucleotide). Ob6umsa aTtpubyTH € 0O0OB’SI3KOBUMH.
Kitouem y pensiii «Hykneotuan» € aTpudyT «IO3UILIS».

Y pemsamii «3amiau» MicTAThesl aTtpuOytn «id 3amiam» (id_change),
«ro3utis» (position), «3navuenHs 3amiam» (Change) ta «xBopoOa» (disease).
ATpubyT «xBOpOOa» MO3HAYa€ HASBHICTH MATOJIOTiH, IMOB’S3aHUX 3 JAHOIO
3aMIHOI0 HYKIJICOTHAY. YCl aTpuOyTu y pesiii € 060’ s3koBuMu. Kirouem y
peisii «3aMiHn» € aTpuOyT «id 3amMiHm».

VY oAHOro HYKJIEOTHAY MOXKE OyTH 10 TPHOX PI3HUX BapiaHTIB TOUKOBUX

3aMiH, ToMy Ta0muil «Hykmeotuau» Ta «3amMiHU» TIOB’sA3aHl MK CO00O
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3B’SI3KOM THUIy «OAUH 10 Oaratbox». ATpuOyT mo3uuis y pensuli «3aMiHu»
BUCTYIA€ B POJI1 30BHILIHBOTO KJIIOYa.
st 30epexeHHs HEOOXIAHMX JaHUX OyJI0 BHKOPUCTAHO CHCTEMY

KepyBaHHs 0azamu gaHux MySQL.

2.2 Po3poOka mporpaMHOro 3aCTOCYHKY JJIsl TapCyBaHHsI, BaTiAallli Ta IMIOPTY

TaHUX

2.2.1 TexHONOT1YH1 3aCO0U AJI1 PO3POOKU MPOrPAMHOTO 3aCTOCYHKY

[Tig TepMiHOM «mIapcyBaHHs» MaeThcs Ha yBa3i po3oip HTML noxymenty
3a HassBHUMHU y HbOMY TETaMH.

[NapcyBanns Ta iMnopt y 0a3y gaHux OyJo peaizoBaHO 3a JOTOMOTOIO
MOBH IporpaMyBaHHs Java Ta 3 BUKOpUCTaHHSM 01010Tekn JSoup.

bibmioteka JSoup npusnauena aist pozdoopy HTML-cTopiHOk Ta 103BOsIsIE
po3mnapcyBatu HeoOXiaHI aaHi 3 popmaty HTML nis monaneiioi MaHimysmii 3
aumu ([13]).

[TinTrpumyroun ocHoBHi crenudikaii HTMLS, 6i6mioreka JSoup

OpIEHTOBaHa Ha THYYKICTb 1 MPOCTOTY BUKOPUCTAHHS.

2.2.2 ApXiTeKTypa IpOrpaMHOTrO 3aCTOCYHKY

ApXiTeKTypa IpOorpaMHOro 3aCTOCYHKY CKJIAJIa€ThCS 3 HACTYITHUX KJIACIB!
1) Main;

2) Parser;

3) Nucleotide;

4) DBConnect.
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Knac Main € BXigHOIO TOYKOIO TporpaMu. B 1ipoMy kiaci BinOyBarOThCs
BUKJIMKU PYHKII1H TONOMIXHUX KJIACiB, 34MTyBaHHs (aiiny B popmati HTML Ta
Horo nepenauy B kiac Parser.

Knac Parser BinmoBimae 3a po30ip Hamanoro HTML nokymeHnty Ta
BaJIJAIlI0 JAaHUX Y HbOMY Iepe] 3aHeceHHAM 1H(dopmarlii 10 6a3u JaHUX.

Kmac Nucleotide wmictute 3HaueHHS MO3MINI Ta 3HAYEHHS 3aMiHU
HYKJICOTHU]TY .

Kmac DBConnect sigmosizae 3a B3aeMonlio 3 0a3or0 ganux. Mertoau
JIOCTYIIHI B JAHOMY KJ1acl JIO3BOJISIFOTH MiJ’ € THYBaTUCH 0 0a3u JaHUX, 3aHOCUTH
JIaH1 PO 3HAYCHHSI TIO3UIIIH Ta 3aMiH HYKJICOTH/IIB, TO3HAYATH, K1 CaMe 3aMiHU

BUKIIMKAIOTb 3aXBOPIHOBAHH.

2.2.3 Onuc niporiecy napcyBaHHs

Jlani ipo MyTaIii HyKJICOTHAIB, 0 OyJU HajJaHl y TaOJMIIX HAa TPbOX
HTML-cropinkax, moTrpeOyBajau MiATOTOBKH, MapCyBaHHS Ta Bamigarii s
MOAANBIIIOTO IMIIOPTY B pO3po0IIeHY 0a3y JaHMX.

[I{06 3MeHIHUTH O0CATH JAaHUX Ta ONTHUMI3yBaTH IIBUIKICTb POOOTH, OYyIIO
MPUAHATO PIICHHS BIAKWHYTH 1HGOPMAITIFO 3 IHIINX KOJIOHOK ITICTIs 30epeKeHHS
HTML xoay moBHUX TaOJHUIIb € 10 TTAPCyBaHHS.

[Tin wac mpomecy mapcyBaHHS JaHi 3 TEPIIOi KOJOHKH, IO MICTHIIH
3HAUEHHS TMO3UIIN HYKJICOTHAIB y MOCIIJOBHOCTI, Ta JaHl 3 APYroi OTpUMaHOi
KOJIOHKH, IO MICTWJIM TOYAaTKOBE 3HAYCHHS HYKIICOTHAY Ta 3HAYCHHS MHOTO

3aMiHH, 3aHOCHIIUCH JIO CTBOPEHOI cTpykTypu nanux Nucleotide.

int position = Integer.parseInt(row.getElementsByTag( ).first().text());

String chan = row.getElementsByTag( ).next().text();

Pucynok 2.3 — Ilpuknajn GpyHKIii mapcyBaHHS Ta 3aHECEHHS JIaHUX 10 3HAYE€Hb CTPYKTYpH
JaHUX
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2.2.4 Onuc niporiecy Badifalii Ta iMIOPTY AaHUX

3a BU3HAYEHUMHU BUMOTAaMH, J0 YBaru He Opaivch BUJAAJICHHS Ta BCTaBKH,
TOMY MiCJIsl TapCyBaHHs, JaHl MOTPEOyBaIU MPOXOXKEHHS MEPEBIPKH.

[lepemiko/1010 CcTania HEBEIUKa MOTYXKHICTh KOMIT'I0Tepa B 00poOIieH1
BEJIMKOI KUIBKOCTI JaHUX. TOMY BECh OOCAT OTpUMAHUX MICIIS BIKUIAHHS TaHUX
OyJ10 MOJIIEHO HA KIJbKa YaCTHH, I[00 MOCTYMNOBO IMIOPTYBAaTH JaH1, Ta TAKUM
YUHOM 3MCHIIMTH HaBaHTAXXCHHs Ha OINEpaTUBHY IaM’SITh Ta MPOIECOP
KOMII ‘I0Tepa.

Jo po3pobneHoi 0a3u MaHUX 3aHOCWJIMCH TUIBKM JaHl MpO MyTallii,
3HAYCHHS SKUX 3aMiHSJIOCh HAa 3HAYEHHS OJTHOTO HYKJICOTUY (TOYKOBI 3aMiHH),

TOOTO JiaHi, 110 TPOUIILIIN BaJIiIAIIIFO.

(chan.contains("-")){
String validatingChan = .split(chan) [1];
String validatingChan2 = .split(chan) [@]
(!validatingChan.equals( ) & validatingChan.length()<=1 && validatingChan2.length()<=1) {

nucls.add(new Nucleotid(position,chan))

Pucynok 2.4 — Meton Banmiantii JaHuX JJIs TOAQIBIIOTO IMITIOPTY B 0a3y JaHHUX
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(LinkedHashSet<Nucleotid> nucleotidsSet) {
(Nucleotid currentNucl : nucleotidsSet) {
= con.createStatement();

String query2 =
+

PreparedStatement prepStmt = con.prepareStatement(query2)
prepStmt.setInt( 1, currentNucl. )

prepStmt.setString( ' .split(currentNucl. )[11)

prepStmt.execute()
b
atch (SQLException sqlEx) {
sqlEx.printStackTrace()

y {

{

.close();
(SQLException ignored) { }

Pucynok 2.5 — Meton mist iMoopTy mpoBalliIOBaHUX JaHUX 70 0a3H TaHUX

Ha pucynky 2.5 300pakeHO MpUKIAL METOIY IMIOPTYBAaHHSA NTaHUX O

0a3u naHuX (3aHECEHHS 3HAYEHHS MO3UIlINA Ta MOXKIMBUX 3aMiH).

2.3 BucHoBKH 10 po3ainy 2

VY nanomy po3aini chopmMyIb0BaHO OCHOBHI BUMOTH JI0 JTaHHX, [0 MAIOTh
30epiraTuch y 0a3i JaHUX JJIs TOJANIBIIOTO aHATI3y MOYKIIMBHUX MOTIMOP(}i3MiB.

Takox HaBeIEHO OMHC CTPYKTypu Oa3W JaHUX Ta MPOTPAMHOTO
3acTOCYHKY. KpiM TOr0, mpencTaBiaeHO OMKC MPOIECiB MapCyBaHHs, BaJliIamii Ta

IMITOPTY TO3UIlIN Ta 3HAYEHb TOYKOBHX 3aMiH y po3po0ieHy 0a3y JaHUX.
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PO31JI 3. AHaui3 JomycTUMHX N0JIiMOpP(i3MiB HYKJIEOTHAIB

3.1 Pe3ynbTaTH aHanizy noiaimMopdismis

[Ticna 3aHeceHHst yciei HeoOXinHOi 1H(MoOpMalii 710 0a3u gaHux, OyJo
MIPaxoBaHO KUIBKICTh JOMYCTUMHUX HEUTpajIbHUX TOYKOBUX 3aMiH 3a

nomnomororo 3anutiB MmoBoto SQL (puc. 3.1).

SELECT COUNT(DISTINCT pos) AS "HeutpanbHi Mytauii"
FROM GenBankl.Changes
WHERE disease = false;

100% S| 3841

ResultGrid HE ¢ FilterRows: Q Export: Hm

HeWTpanbHi MyTauji
9227

Pucynok 3.1 — 3anut SQL a1 3HaX0KEHHS KUTBKOCTI MOMIJIMBUX HEUTPATbHUX MYTaIliid,
CHPUYUHEHUX TOYKOBUMH 3aMiHAMU

Takox, 3a mormomMoror 3amuTiB MoBor SQL Oyno oTpuMaHO KiUJIBKICTh

MaTOreHHUX MYTallii, 1o OyJIu CIpUYMHEH] TOYKOBUMHU 3aMiHaMH (puc.3.2).

SELECT COUNT(DISTINCT pos) AS "laTtoreHHi mytauyii"
FROM GenBankl.Changes
WHERE disease = true;

100% £ 661

ResultGrid HE *tV FilterRows: Q Export: S

MaToreHHi MyTaLii
362

Pucynok 3.2 — 3anut SQL 17151 3HaXOKEHHS KUTBKOCTI MOXKIIMBUX MTATOT€HHUX MYTAIlil,
CIPUYUHEHUX TOYKOBUMHU 3aMiHAMU
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OTpHUMaHO HACTYIHI pe3yJIbTaTu:
a) 3arajJibHa KUIbKICTb HEWTpaJIbHUX TOYKOBUX 3aMIH CTAHOBUTH 9227
pI3HUX BapiaHTIB,

0) KUJTbKICTh TATOJIOTIYHUX TOYKOBUX 3aMiH CTAHOBUTH 362 BapiaHTa.

@ ®
HenTpaabHi 3amiHu  [NaToreHHi 3amiHu

Pucynok 3.2 — Jliarpama BiiHOLIIEHHS KUTBKOCTI HEHTPaJIbHUX 3aMiH IO KiTBKOCTI
NATOr€HHUX 3aMiH

Takox nBoma pizHMME 3anuTaMu MoBoro SQL Oyno o6paHo iHpopmariito
PO JOMYCTUMI MOMIMOP(}I3MU HEUTPATBHUX Ta MATOJOTTYHUX MYTAIlii.
Pesynbratu 3amuTiB Oyno 30epexxeHo y (aiimax 3 po3MMpPEHHSIM CSV.

[Tpuxiagu oTpUMaHUX pe3yibTaTiB HaBEEHO Ha pucyHKax 3.3 Ta 3.4.



Neutral_mutations

Mosuuia KinbkicTb nonimopdismis

3 1

2
3

—y

12
13
14
16

(SR \C T \C T \C TR \C N \C N \o BN ¢+

Pucynok 3.3 — [Ipuknan orpumanoro ¢ainy 3 iHGopMaIi€r Ipo KUTBKICTh JOMYCTHUMHX
HEUTpaTbHUX TOYKOBUX 3aMiH BITHOCHO KOXKHOT TO3HIIIT TTOCIITOBHOCTI

Patological_mutations

Position Number_of_polymorphisms

114 1
146 1
150 1
195 1
499 1
547 1
3308 2
3310 1
3316 1
3335 1
3336 1
3337 1

Pucynok 3.4 — IIpuknan orpumanoro ¢gaiiity 3 iHpopMalLi€ero Ipo KUTBKICTh TOMYCTUMHUX
MATOJIOTITYHUX TOYKOBHUX 3aMIH BITHOCHO KOKHOI ITO3UIIIT ITOCTIIOBHOCTI
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AHani3 10nyCTUMHUX NOJIMOP(i13MiB cepell 3aPiKCOBaHUX TOUYKOBUX 3aMiH
MOKAa3aB HACTYIIHI pe3yibTaTH:

Cepen HeWTpallbHUX Ta MATOT€HHUX MYyTalllld MepeBakHa KUIbKICTh 3aMiH
HYKJICOTH/IB Majia JIMIIE€ OJWH BapiaHT: 6663 TOUKOBI 3aMIHM CEpe
HEUTpaJIbHUX, 10 CTaHOBUTH 72,21% BiJ 3arajbHOl KUIBKOCTI 3a()iKCOBAHUX
HEUTpaIbHUX MYTaIlii, Ta 352 TOYKOBI 3aMiHU CEPEl TATOT€HHUX, 1[0 CTAHOBUTH
97,24% Bin 3arayibHOI KUTBKOCT1 MyTalliid 3 MaTOreHaMHU.

[TomimopdizmMu 3 nBoma BapiaHTamMu 3aMiH ckianu 1948 Bumaakis
HeWTpaapHUX MyTarid ta 10 BUMaAKIB MAaTOTEHHUX MYTaIlii, 110 CTAaHOBUTH
21,11% Tta 2,76% Bix 3arajibHOT KIJIBKOCT1 B1AITOBITHO.

Cepen maToreHHUX MyTalliid He OyJI0 BUSBJICHO MOJIMOPGI3MIB 3 TphOMa
BapiaHTaMU TOYKOBHUX 3aMiH. B Tol dYac sK cepei HEUTpalbHHX OyJo
3adikcoBaHo 616 BapiaHTIB TakKWX MyTallii 1o ckiamae 6,68% Bin 3araabHOT
KUIBKOCTI TOYKOBUX 3aMiH, III0 CIPUYUHIIIN HEUTPAJIbHI MyTaIlii.

OTtpumaHi pe3yabTaTH Bi3yallbHO MpeJICTaBlIeH] Ha pucyHkax 3.3 ta 3.4.

OaHa 3amiHa  ABi 3aMiHK Tpu 3aminn

21,11%

72,21%

Pucynok 3.5 — Jliarpama BiHOIIEHHS BapiaHTIB MoJiMOP(hI3MiIB cepe]] HeUTpaIbHUX MyTallii
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o @
OaHa 3amMiHa ABi 3aMiHK

97,24%

Pucynok 3.6 — JliarpaMa BiHOIIIEHHS BapiaHTIB MOJIMOP(I3MIB cepe/T MaTOreHHUX MyTaIlii

3.2 BucHoBK#H 10 po3ainy 3

Y nganomy po3aim Oyino MigpaxoBaHO KUIBKICTh MOKJIMBUX TOUYKOBHX
3aMiH, 10 CHPUYMHWIN HEWTpadbHI Ta TATOTEHHI MyTarlii, Ta KUIBKICTb
moJ1iiMop¢13MiB TOUKOBHUX 3aMiH (TaKOX y BIICOTKOBOMY CITiBBiHOIIIEHHI).

Hapmano pmiarpamm BigHONIIEHHS BapiaHTIB  moOMIMOp(i3MiB  cepen
HEHUTPATIbHUX Ta MATOTEHHUX MYTAIlli JJIs HATJISHOT Bi3yaumi3artii.

3 inopmarrii oTpuMaHoi B pe3yabTaTi aHATI3Y, MH MOXEMO CIIOCTEPIraTH,
IO KUTBKICTh HEUTPaJbHUX MYTalliil 3HAUHO MEPEBHUINYE KUTbKICTh MAaTOT€HHUX

MYyTalii.
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KpiM TOro, BaXJIMBO 3a3HAYUTH, L0 HE 3BAXKAIOUM HA BIACYTHICTb
noiMopdi3MiB (3aMiHU JIMIIE 3 OJAHUM MOXJIMBUM BaplaHTOM) Yy OLIbIIOCTI
TOYKOBHX 3aMiH, MOJIMOp(i3MHU 3 IBOMA Ta TPbOMa JOIMYCTUMUMHU BaplaHTaMu

3aMiH NPUCYTHI.
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BucHoBknu

Bucoki TeMnu po3BUTKY Cy4YacHOI HayKd B LIJIOMY, 30KpeMa I€HETHKH 1
0101HpOpMATUKH, TOTPEOYIOTh 3pYUYHHX METOJIIB OINpAaLtOBaHHs 1H(OpMAIIii, 110

JI03BOJISITH 320ILAJMTH Yac Ta 1HILI PECYpPCH.

Jlana poOoTa NponoHye pe3yabTaTH aHaJi3y JOIMYCTUMUX MYTalliil y CTpYKTYpl
NOCHIIOBHOCTEW HyKJeoTuaiB miToxonapiansHoi JJHK mroncekoro opranizmy Ta

NOPIBHSIHHS JAHIIIOKKIB MOCI10BHOCTEH 32 PI3HUMH reorpadiyHUMU PEerioHaMu.

Taki pe3ynpTaTv CTaHyTh KOPUCHMMH B TMPOLECI TOCTIKEHb MyTallii

mitoxouapianeaux JIHK 17151 HayKoBIiB-TeHETHKIB Ta 0101H)OPMATHKIB.

[To 3akiHueHHIO POOOTH OYJI0 BUKOHAHO YC1 TIOCTABJICHI BUIIIC 3aB/IaHHSA, a
came po3po0JICHO CTPYKTYpPY 0azu TaHWX JJis 30€pEKCHHS Ta aHaJII3y JIAHITIOXKKIB
miToxoHpianbHoi JIHK, iMmopToBaHo HajaHi 1aHi MOCTITOBHOCTEH JIAHIIIOXKKIB Y
po3pobiieHy 0a3y JaHuX Ta MPOBEACHO aHATI3 IMX IOCTIOBHOCTEH BiTHOCHO

pi3HUX reorpagiYHUX PETrioHIB.

Takoxx Oyno po3poOieHo 0a3y naHuX I 30epiraHHs JIOIMYCTUMHUX
noJ1iMop(i3MiB HyKJICOTHIIB, BAKOHAHO MApPCYBaHHS, BAJIAIIO Ta IMITIOPT JAHUX
y CTBOpEHy 0a3y JaHUX 1 MPOAHATI30BaHO iX.

PesynbTat aHamizy mociigoBHOCTEH JaHIIOXKKIB MiToXoHapianmbaux JIHK
0Ci0, M0 TMOXOASTH 3 PI3HUX TeorpaiuHUX PETiOHIB, MPEICTABICHO Y BUIJISAII
ricrorpam JJist Kpaioro BI3yaJlbHOTO CIIPUAHATTS iH(OpMAITii.

ITix yac poOOTH BUHUKAIM TICBHI TEXHIUHI TPYTHOII, HAa KIITAJIT JIMITOBaHO1
MOTY>KHOCTI KOMIIT FOTepa MpH PoOOTI 3 BETMKOIO KUTBbKICTIO nanuX. [IpoTte po3outts
JaHWX Ha JCKUIbKa YaCTHH Ta BIIKHWIAHHS HECYTTEBOI 1H(OpMAIlii JTOIOMOTIN
BUPIIIUTH ITI0 TIPOOITIEMY.

Jlanuii MpoeKkT Ta MOro TeMaTH4YHA AaKTyallbHICTh MAaloTh MEPCHEKTUBU
MOJAJBIIOro po3BUTKY. Hagani mimaHyeTbes peanizyBaTH JOAATKOBI aHATITUYHI
METO/IY, T0/IaTH Ta MPOAHAI3yBaTH JaHi MOCIII0BHOCTEN MiToxoHapianbHOI JJTHK

0ci0 3 1HIIKX reorpadiyHUX PETIOHIB, BKIIOYAIOUH Y KpaiHy.
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Hanani naHi mo/x0 KUIbKOCTI HOCIIB KOKHOI NMOCJTiJ0BHOCTI Ta iX PO3MOIiJI

3a perioHaMH MOXO/’KeHHS

Ne B mocnigoBHOCTI Perion MicuesicTh KinbkicTh 0ci6-HOCITB
(1 — sIKIIo He BKa3aHo)

J01415 A B,C,D CapuiHis 15

M58058 E Capninis

M58059 E CappiHis, 1,
Cepenniit Cxin |1

M58060 D Capninis

M58061 E Capninis

M58062 E Capninis

M58063 E Capninis

M58064 B,C E Capninis, 3,
Cepenniit Cxin |1

M58065 E Capninis

M58066 E Capninis

M58067 E CapuiHis

M58068 C Capninis

M58069 C E Capninis 3

M58070 C Capninis

M58071 D, E Capninis 2

M58072 D CapniHis

M58073 B,D,E CapniHis 3

M58074 A Capninis

M58075 E Capninis

M58076 A C Capninis 2

M58077 D Capninis

M58078 D Capninis
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M58079 C Capainis
M58080 D Capninis
M58081 D Capninis
M58082 E Capninis
M58083 B Capninis
M58084 C Capninis
M58085 D CapniHis
M58086 B CapniHis
M58087 C CapuiHis
M58088 B Capninis
M58089 B, D CapuiHis
M58090 B Capninis
M58091 B Cappinis
M58092 B CapuiHis
M58093 B CapuiHis
M58094 A CapuiHis
M58095 A CapuiHis
M58096 A CapuiHis
M58097 A CapuiHis
M58098 A CapuiHis
M58099 A CapniHis
M58100 A Capninis
M58101 A Capninis
M58102 A CapniHis
M58103 Cepenniit Cxifg
M58104 Cepenniit Cxifg
M58105 Cepenniit Cxifg
M58106 Cepenniii Cxif
M58107 Cepenniii Cxif
M58108 Cepenniii Cxif
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M58109 Cepenniit Cxin
M58110 Cepenniii Cxif
M58111 Cepenniii Cxin
M58112 Cepenniii Cxin
M58113 Cepenniii Cxin
M58114 Cepenniii Cxin
M58115 Cepenniit Cxin
M58116 Cepenniit Cxin
M58117 Cepennint Cxin
M58118 Cepenniii Cxin
M58119 Cepenniii Cxin
M58120 Cepenniii Cxin
M58121 Cepenniit Cxin
M58122 Cepennint Cxin
M58123 Cepenniit Cxin
M58124 Cepenniit Cxin
M58125 Cepenniit Cxin
M58126 Cepennint Cxin
Mb58127 Cepennint Cxin
M58128 Cepennint Cxin
M58129 Cepennint Cxin
M58130 Cepennint Cxin
M58131 Cepennint Cxin
M58132 Cepennint Cxin
M58133 Cepenniit Cxifg
M58134 Cepenniit Cxifg
M58135 Cepenniit Cxifg
M58136 Cepenniii Cxif
M58137 Cepenniii Cxif
M58138 Cepenniii Cxif
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M58139 Cepenniit Cxin
M58140 Cepenniii Cxif
M58141 Cepenniii Cxin
M58142 Cepenniii Cxin
M58143 Cepenniii Cxin
M58144 Cepenniii Cxin
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ER moaennb 6a3u qanux s aHaji3y JaHIIOKKIB MiToxonapiaabnoi JJHK

HOCIIB 3 Pi3HUX perioHiB

i poanogain
= Mar_cnoaisaHHA

x cep_KBaap_BiAXWNeHHA
* MakCUMyM

% MiHIMyM

g Koedp_Bapiauii

mopa [1..n]

MocniposHicTb
# Bepcin - MicuesicTb
MICTUTb # id wi .
d * EASTA id_micuesocTi
* KinbKICTb HOCITB i Hassa micuesocti
=) BigomocTi 3HaxXoAUTLCA
# | id_sinomocTi i\
i - Ocob6a - PerioH
* [OBXUHA € HoCieEM noxoavTb 3
i # id_ocobu = i # id_periony
* po3aTallyBaHHA_B_MONeKyni
i HaaBa perioHy
N
€sa v
. Posnoginu - 3apava
: ; mae ) . CTaBUTLCA
# id_posnopginy pt H # id_3apauvi =
* HasBa_poanoainy A OVKWA_Tun
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Pensiniiina Moaesb 0a3u JaHUX VISl AHAJII3Y JAHIIOKKIB MITOXOHAPiaabHOI

Gen_info

PK

idGen_Info

length
placed_in_mol

Eva_fasta

JAHK HociiB 3 pi3HuX perioHis

= Moda

PK | idModa

value

FK | idDistribution

- Sequence - Person = Locality
PK | version PK | idPerson PK | idLocality
fasta FK | version name_loc
carriers
FK |idGen_Info
= Person_region - Region
PPK,FK | idPerson PK | idRegion
i i region_name
= Distribution PPK,FK | idRegion
FK | idLocality
PK | idDistribution
nameDist
dist
— Task “  Region_task
mat_spod
PK | idTask PPK,FK | idRegion
ser_quadr
wild_type_fasta PPK,FK | idTask
max
min
coeff_var
FK [idTask




Hoaarok I'
(000B’s13K0BMIH)

Pe3yabTaTn anadidy JaHuio:kkiB MmitoxonapiaasHaoi JJHK HociiB 3a

pi3HUMH reorpadgiyHMMu perioHaMu

Perion A micueBocti CapauHis:

0,8

0,6

0.4

02

o

I Posnoaia BIAHOCHO BiacTaHel Ao 6230BOI NOCAIAOBHOCTI

Mart cnoaisanHs: 1.259 Moan: 0
Cep kB BiaxuaeHHA: | .797 Min: 0
Koed sapiauii: |.427 Makc: 15
. I- =
0 | 2 3 4 5 6 7 8 9 10 1l 12 13 14 I5 16 17 18 19 20 21 22 23 24 25 26 27

08

0.6

0,4

0,2

B Poznoaia BiAHOCHO BIACTaHEH AC AMKOrO ™Y

MaTt cnoaisaHHa: 1.259 Moau: 0
Cep kB BiaxuaeHHa: | . 797 Min: 0
Koed sapiauiji: |.427 Make: 15
l I- —
0 | 2 3 4 5 6 7 8 9 10 1l 12 13 14 15 16 I7 18 19 20 21 22 23 24 25 26 27

08

0,6

0,4

0,2

Il Posnoair BIAHOCHO NOMAapHMX BiACTaHewH

2

5

6

MaTt cnoaisaHHs: 2.34 Moau: 0

Cep KB BiAXHAGHHA: 2.2 18 Min: 0

Koed sapiauii: 0,948 Makc: 105
0 | 3 4

7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27




Perion B micueBocti Capaunis:

53

B Posnoaia BiAHOCHO BiacTaHel A0 6a30B0OI MOCAIAOBHOCTI
Mar cnoaieanHs: [.233 Moau: 0
Cep ke iaxuaeHHs: |.647 Min: 0
I Koedy sapiauil: |.336 Make: 15
0,8
0,6
0,4
0,2 I
0 —mlm
0 1 2 3 4 5 6 7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29 30
B Po3noaiA BIAHOCHO BiACTaHeH AO AMKOTO TUMy
Mart cnoaisanus: |.233 Moau: 0
Cep ke eiaxuaeHHs: |.647 Min: 0
I Koedy sapiauil: 1.336 Makc: 15
0,8
0,6
6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29 30
B Poznoair BiAHOCHO NonapHUX BiACTaHel
Mart cnoaisanHsa: 2.302 Moam: 0
Cep ke BigxuaeHHs: 2.135 Min: 0
I Koed sapiaui: 0,927 Makc: 111
0,8
0,6
0,4
o 1 2 3 4 5 6 7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29 30




Perion C micuieBocti CapauHis:

B Poznoaia BiAHOCHO BiaCTaHeM A0 6a30BOT NOCAIAOBHOCTI

Mart cnoaisamma: |.179 Moau: 0
Cep ke BiaxuaeHHs: |.56 Min: 0
Koed papiauii: 1.323 Make: |5
0.8
0,6
0.4
0 1 2 3 4 5 6 7 & 9 10 Il 12 I3 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28

B PoznoaiA BIAHOCHO BIiACTaHel A0 AMKOTO My

Mar cnoaieanus: |.179 Moam: 0
Cep KB BiaXHACHHA: |.56 Min: 0
Koed eapiauii: 1.323 Make: | 5
0,8
0,6
0,4
0 1 2 3 4 5 6 7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 128

B Poznoaia BiAHOCHO NonapHKX BIACTaHeN

Mart cnoaieanHs: 2.236 Moam: 0
Cep kB BiaxuaeHHs: 2.077 Min: 0
Koed eapiauii: 0,929 Make: 111

0,8

0,6

0,4

0,2 I
. I-. [
0 | 2 3 4 5 6 7 8

9 10 11 12 13 14 I5 16 17 18 19 20 21 22 23 24 25 26 27 28

54



Perion D micueBocti CapauHis:
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B Posnoaia BiAHOCHO BiACTaHelM A0 6a30BOI MOCAIAOBHOCTI

Mar cnoaisanHs: |.69 Moau: 0
Cep kB BiaxuaeHHA: 2.588 Min: 0
Koed sapiauii: 1.53 1 Make: 15

0,8

0,6

0,4

0,2

. B=l = —
0O 1 2 3 4 5 6 7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29

B Po3znoaiA BIAHOCHO BiaCTaHel AO AMKOTO MY

Mart cnoaisanHa: | .69 Moau: 0
Cep kB BiaxuaeHHn: 2.588 Min: 0
Koed sapiauii: 1.531 Makc: 15
0,8
0,6
0.4
0,2
. =l = -
o I 2 3 4 5 6 7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29
B Poznoaia BiaHOCHO NONapHUX BiACTaHEN
Mat cnoaisamms: 3.165 Moau: 0
Cep kB BiaxuaeHHAa: 3.297 Min: 0
Koed sapiauji: 1.042 Makc: 109
0.8
0,6
0,4
0.2 I
o I 2 3 4 5 6 7 8 9 10 Il 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29




Perion E micuieBocti CapauHisi:

B Poznoaia BiAHOCHO BiACTaHelN A0 6230BOI NOCAIAOBHOCTI

Mat cnoaisanHa: 2.7 14 Moau: |
Cep kB BiaxuaeHHs: |.637 Min: 0
Koed sapiauii: 0,603 Makc: 8
0,8
0,6
0,4
02 I
o ]
0 | 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21
B Po3noaia BIAHOCHO BIACTAHEN AO AMKOrO TH ny
Mat cnoaisanHa: 2.7 14 Moau: |
Cep kB BigxuaeHHs: | .637 Min: 0
Koed sapiauii: 0,603 Make: 8
0,8
0,6
0 | 2 3 4 5 6 7 8 9 10 11 12 13 14 15 6 17 18 19 20 21
B Poznoaia BiaAHOCHO NonapHUX BIACTaHEN
Mart cnoaisaHHa: 4.967 Moau: 5
Cep k8 BiaxuaeHHa: 2.375 Min: 0
Koed sapiauii: 0,478 Maxc: 57
0,8
0,6
0,4
i I
0 | 2 3 4 5 6 7 8 9 o 11 12 13 14 15 6 17 18 19 20 21

56



Micueicts CapauHis:

B PoznoaiA BiAHOCHO BiaCTaHel A0 6a30BOT NOCAIAOBHOCTI

Mar cnoaisanHa: 2.319 Moau: |
Cep kB iaxuaeHHs: 2.082 Min: 0
Koed sapiauii: 0,898 Make: 16
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M PoznoaiA BIAHOCHO BIACTaHEN AO AMKOTO TRy

Mart cnoaisauns: 2.319 Moaum: |
Cep ke eiaxuaeHHs: 2.082 Min: 0
| Koed Bapiauii: 0,898 Makc: 16
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B PoznoaiA BiAHOCHO nonapHUX BiACTaHen

Mat cnopisanHs: 4.282 Moau: 4
Cep kB BiaxuaeHHs: 2.664 Min: 0
| Koed Bapiauii: 0,622 Makc: 431
0,8
0,6
0,4
0,2

10 12 14 16 18 20 22 24 26 2B 30 32 34 36 38 40 42 44 46 48 50 52 54 56 58 60 62 64 66 68

: Jillin..
6 8

0 2 4




58

Micuesicts Cepenniii Cxin:

B Posnoaia BiAHOCHO BiACTaHi A0 6230BOI MOCAIAOBHOCTI

Mat cnoaisaHHa: 4.085 Moam: 3
Cep k8 BiaxuaeHHA: [.922 Min: 0
Koed sapiauii: 0,47 | Makc: 14
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Bl Po3noaiA BiAHOCHO BiACTaHi A0 AMKOro TNy
Mat cnopisaHHs: 4.085 Moau: 3
Cep kB BiaxuaeHHs: 1.922 Min: 0
I Koed sapiauii: 0,471 Makc: |4
0,8
0,6
0,4
0,2 I
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2 34567 8 910111213141516171819202122232425262728293031 323334353637 3839404I 4-24344454647
Bl Po3noAiA BiAHOCHO NONapHUX BiACTaHeMn
Mat cnoaisanHs: 7.057 Moam: 6
Cep KB BiAXMACHHA: 2.664 Min: 0
| Koe¢ gapiauii: 0,377 Make: |77
0,8
0,6
0,4
0,2
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Vi1 HasgBHI MICIIEBOCTI:

I Poznoaia BiaHOCHO BiaCTaHel A0 6a30BOI MOCAIAOBHOCTI

Mat cnoaisanms: 3.034 Moau: 3
Cep kB BiaxuaeHHs: 2. 187 Min: 0
Koed sapiauii: 0,721 Make: 29
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I PoznoaiA BiAHOCHO BiACTaHel A0 AMKOro THRY
Mart cnoaisaHHsa: 3.034 Moam: 3
Cep kB BiaxMAeHHA: 2.187 Min: 0
| Koed papiauii: 0,721 Make: 29
0.8
0,6
0,4
02 |
o ||I Ii.
0 2 4 6 8 10 12 14 16 18 20 22 24 26 28 30 32 34 36 38 40 42 44 46 48 50 52 54 56 58 60 62 64 66 68 70 72 74 76 78 80 82 B4 B6 BB 90 92 94 96 98 100102104 106 108110112114116
B Poznoaia BiaHOCHO MonapHMX BiACTaHeM
Mar cnoaisanHs: 5.484 Moam: 4
Cep kB BiaxHaeHHA: 2.781 Min: 0
| Koed sapiauii: 0,507 Makc: 1023
08
0,6
0,4
0,2
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