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21006 yoveig pov

Xpijoro ka1 Katepiva,

OTA AYATUEVA HOV AOEPPLA,
Kwveravrivo kou Hlia,

6ToVG AvOpATOVS TTOV UE GTHPIEAY,
Evdoxia kou Oavdon,

kot oty Luna

WG EAGYIGTO EVYAPIOTH

YIa TV AVIOIOTEM] TOVS DITOGTHPISH.



EYXAPIXTIEX

Emboud va exppdom tig Oeppég pov guyoplotieg 6e OpIGUEVOVS OVOPOTOVS, M
GLUPOAN Kol 1) GLUTAPACTOCT] TOV OMOIWV MTOV TOAVTIUN Kol KaBOopPloTIK) TNV

EKTTOVIOT TNG TOPOVGOC TTLYLUKNG SoTpPNG.

[dwitepeg evyapiotiec, opeilm, TpwTIGT®S, GTOV KOONYNTH HoL Kot EMPAETOVTIO TNG
TTUYLOKNG Hov datpPng, koplo Iewpyro I'kapa, Avarinpot) Koabnynty Moplokng
Buoloyiog g Awtiypnong Ooardociwv Oniactikev kot IxBvooamobepdtov yo v
EUMGTOGVVI OV LoV £0€1EE avaBETOVTAG LoV TNV EKTOVIOT OVTNG TG EpYaciag, KaBmg
Kot to. pEAN NG €EETOOTIKNG EMTPOMNG MOV, amoTEAOLUEVN amd Tovs AbBavdcio
E&aoddxtvro kot I'pnydpro Apovtlia yio T moAVTIEG GUUPOVAES KOL TNV EMLGTNLOVIKTY|

ToVG KaBodynon.

Kpivo, erniong, amapaitnto va eK@pacm ek TV TPOTEP®V TV 0ANOIVY| LoV eKTiUnoM
TPOG T VLOAOUTAL LEAT TNG EMTPOTNG, Y10 TNV TPOGEKTIKY] AVAYVOGCT TNG EPYACIOG OV,

Y0l TIG TOAVTULES VTOOEIEELS KOl TIG EDGTOYEG TOPATNPTCELS TOVS GTO GUVOAD TNG.

Evyapiotieg Ba Beha emiong va ekppdowm oe dAovg Tovg KaONYNTEG Kol OAEG TIg
kaOnyntpieg Tov TpuMqpartog Newmoviog IxyBvoroyiag ko Yddtivov IepifdAiovtog yia Tic

TOAVTILESG YVADGELS TOL HOL HETEOWS AV Ko™ OAN TN SLAPKELN TWV GTOLODV LOV.

Evyopiotd elxkpivd Toug YOvelG oL Yo TNV oAOYLYN Oydmn Kot VTooTNPEY] TOvg
ola ovtd T YPpOVia. Eipon evyvopmv amévavtt 6Ty OIKOYEVELL IOV TTOV GTEKETOL TAVTOL
Otmha pov Ko otnpilel TIg emMAOYES Kol TIC ATOPAGELS LoV, OIVOVTAG LoV EATion Kot
dvvoun va tpoomaf® yio To kaAvtepo. TELog, Ba NBeda va evYOPICTIC® TOVG PIAOLG

LoV Yo TN 6THPIEN Kol TNV Tapovsio Tovg otn {on Hov.
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[TEPIAHYH

O mnyoevromopdg (Echolocation) 11 Procovap (biosonar) eivor pa @UGLOAOYIKN
dwdkacio, Katd TNV omoio opiGpuéve €101 £Y0VV TNV KAVOTNTA VO TAPAYOLV MYNTIKA
KOpoTo Kot vo avtthappdvovtal to TEPPAAAOV HE TNV MYD TOL OVTOVOUKAGTOL Kot
eMOTPEQPEL.  Xpnowonoteitar and mANOmpo SEOPETIKOY €8OV OT®OG Ol Ta
000VTOKNTMON KoL TIG UIKPEG VUYTEPIOES, LEPIKEG LVYOAES KO OPIOUEVA TTTNVE, OTOV 1|
opaon gival meproptopévn N avemapkng. Extypndton 6t ota £idn mov £xovv avamtouéel Tov
nyoevromoud epeoviletar cvuykivovoo €£EMEN dNAadN Ol OpyaVIGHOL AVTOl TOV OgV
€XOVV KOVTIVI] GLUOYETION £XOVV OVOTTTOEEL aveSAPTNTO KOWE YOPAKTNPIOTIKA Y10, VOl
TPOGOPUOCTOVV GE TOPOUOIEG AVAYKES. LTV TOPOVCO. £pyacia yivetor 1 mwpoomadeia
aviYveLoNg LOVOVOUKAEOTIOIK®Y  TOALHOQOPOIoHdY  (SNPS)  petald  dbpopmwv
OTOVOLAMT®V pe Paon v avamtvén N Oyt TOv MNYOEVTIOMICUOD ¢ &EEMKTIKO
YOPOKTNPIOTIKO pE  PlOTANPOPOPIKN 0avAALGY. XKOmMOG elval 1 OlEpevVNOT TG
eEeMKTIKNG Topeiag TOv UNYavVIoHoL OAAG Kot 1 O1ehpuvoTn NG YOVIOLOUOTIKNG
BipAoypapikig mAnpoeopiag yw TOov  Myoevtomcopd. Amd PAceElc  O£OOUEVOV
ypnooromonkoy OAOKANPO  YOVIOIOHOTO  OlAPOPMOV  VOYTEPIO®MV, KNTWODV Kot
euAmOTLPA®V Kal €yve M gvBuypAuoT ©¢ Tpog Tov wmomotapo. Me Tevikevuéva
Ipoppicd Movtého kot adyopifpovg mpoPreyng PBpédnkav oe moleg Béoelg oto
yovidiopo  eUeovioviol  LOVOVOUKAEOTIOKOL TOAVUOPPIoUOL, OV  K®IKOTO0HV
TPOTEIVEG KoL av aAAGLoVY Ta apvoééa mote va ekTiunOel kot  mbavn enidpaocn twv
petaAldEewv ota yovidla, evd pe to mpdypoauua Blast eréyyOnkav eav ta moapomdveo
SNPs eppaviCovtoar kot oe aAlo toyoaio €idn. Toa oamoteléopota £0e1&av otabepéc
OPOPES O TTPOS TNV EULPAVICT] TOV NYOEVTIOTIGHOD (O UNYAVICHOD, DTOONAMDVOVTOGS £TG1

mhav cvykAvovoa eEEMEN ota €1dM pe nyoevtomiopo. IToALol amd ToVg U GLVOVLIOVG
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TOAVHOPPIoHOVG Ppédnkay Ge Yovidia Tov £X0VV OTTIKOAKOLGTIKES Asttovpyieg Kot Oa
UTOPOVGOV ONAOOT VO CUGYETIGTOVV LE TNV UNYAVICUO TOL MYOEVIOMIGHOV, OT®S TO
SLC24A1, NOD1 xor to SERPING1. Ta €idn pe nyoeviomopd @dvnkov vo £Xouv
avortuéel KoATEPOLS apvvTikovg unyoviopovg (SASH1, NOD1) kot pmyavicpovg
pvOuong (SERPING1, G6PD, CREB3L2, MYO1A). EmumAéov, epgaviCouv Kot pio Ko
ovoyétion oty avantuén kot Aertovpyion vevporoyikmv pnyavicpmv (PAIPL) kot
dpaoctmprotitov ATP (MAP3K19, GABRQ). Ot petoArd&elg deiyvouv 0Tt ta €11 O dev
€xovv Myoevtomicud {omG va otapdtnoov Kamote va £(0vv TOGT TOAD avayKn T
GLYKEKPLUEVOL YOVISIXL YioL TNV OKOT Kol TV Opaon kot v e&eliybnikov dtapopeTikd.
Avtifeta, ta €idn Y0pig NYOEVTOMIGUO £YOVV KPATNOEL TNV KOAVTEPN TPOGAPUOYN GTO
ewg (SLC24A1). O nmyoevtomioudg amotehel €vag OpKETO YPNOIUOG UNXOVIOUOS Yo
duapopa €10M oLV LOLV GE OTANTNTIKE KOl LOVASTKA EVOLALTUATO. TNV TOPOVCa, EPEVVAL
Bpétnkav molvpopeiopol o€ pEPIKE VEQ OMTIKOOKOVGTIKG YOVidlo 7ov Oev £xouvv
napotnpnOel oe dAheg pekéteg pe Nyoeviomcopd, av kot 1 akpipng Asttovpyio TOVG GTOV
UNYoViIo o xpetdleTon TEPUITEP® JEPELYNOTN, DGTE VO EKTIUNOEL KOADTEPQ 1] EEEAIKTIKN

mopeia Tov.

AéEeig  khewdwd:  Hyoevtomiopdg, povovovkieotidikoi  molvpopeiopoi  (SNPS),

cuyKAMvovca eEEMEN
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1. EIZAT'QI'H

1.1. Hyoevtomopudg

O nyoevromoudg (Echolocation) v Piocdvap (biosonar) eivar pio uGLOAOYIKA
dwdkacio, KaTd TNV omoia optopéva €101 EYouv TV KAvOTNTO VO OVTIAAUBAVOVTOL TO
epPdALoV pe Tov Y0 OTOV 1 Opaom €lval TEPLOPIGUEVN 1] AVETOPKNG, OTMOG 6€ oA
vepa N T voyta avtiototya (Jones, 2005). Ta €idn avtd Tapdyovy MyMTikKd KOUOTO TOV
ovoudlovtar khk (click) kot péom tov avtidaiov (echo) pumopovv va avtihapupavovral
Onpapota, UTOdIo Kot vo TPOSovVaTOAMLOVTaL GTO YDPO OKOUO Kot ympic TNV OpaoT o€

okotevovg Protomovg (Parker et al., 2013; Wei, 2021).

Ta {do pe NYoeviomoud pmopodv va avtiAnebovv mdco poakpld Ppickovior o
QVTIKEILEVE, LETPAOVTOGS TIS POVIKES KABLGTEPNGELS LETOED TNG EKTOUTNG YOV KOt TNG
emotpogng tovg (Jones, 2005). H kdpio Aettovpyion ToL MYOEVTOMIGHOD €ival o
TPOCAVATOAG OGS KOt 0 VITOAOYIGUOG TG BE0MS TOL aTtdoL G GYEon Le To TEPBEALoV,
oV KOl TOAAEG VOYTEPIOEG KOl OEAPIVIOL YPTCILOTOLOVY EMIONG TOV UNYOVIGUO Y10, TOV
EVIOTIOUO OVLGOAKPITOV OPYAVICU®Y, TNV OvVOYyvdPlon Tov &idovg Kabdg kot tnv

ToyOTTO M Ko TNV KatevBvven tov Onpauatog (Fraser et al., 2020; Jones, 2005).

e katdotoon npepiog ot opyavicpot ypnoyorotodv cuvnbws o Plocdvap yio TV
avoyvmplon Tov TEPPAAAOVTOG, TV TpooTacio. amd £xBpovg Kot yio v ovalntnon
TpoPNg 6e pakpwvn andotacn (Ladegaard et al., 2019). Ot dpactipiot Onpevtéc e avty
NV 101010 avyvedovv katl TAnctdlovv to Onpapa, avédvovtag tov puiud mTopaymyng
Nyov 6060 mAnoialovv, dote vo €yovv Koivtepn ewova (Fraser et al., 2020). O
nyoevtomiopdg eival pio EVEPYEIOKA OmOLTNTIKY OldKaGio, e TNV ondoTACT Kol TO

péyebog tov avtikelévov va tailovv onpavtikd poro (Brinklev et al., 2022).
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‘Exet emmmBel 611 0 nyoevtomiopnog o pmopovoe va givar eupémc d100ed0UEVOC LETAED
TV OV, TOavoév Ady® TG avaykng TOAL®Y EW0®V GTNV TPOGAPUOYN G€ BLOTOTOVG LE
pewwpévn opaon (Jones, 2005), pe ta (do cvvRBwc vo evtomifovtal (e GLYKEKPIUEVOL
YOPOKTNPIOTIKE OGS PIKPA HATLO, S1EVPVIEVO EEMTEPIKO OVTI KO TOPAY®YY| MOV
vyning ovyvotntog (Liu et al., 2023) oAhd Kot acvupeTpio. 6€ PEPIKEG TEPIMTMOCELS
(Lanzetti et al., 2022). Av kat vdpyovv apKeTa £i0M TOL TAPAYOLV YEVIKA YOV VYNANG

ovyvoTNTAG, OEV EY0oLV O TNV 1810TNTA TOL NYoeVTOmIouov (Jones, 2005).

1.2. Eidn pe nyoevromiopod

O mnyoeviomiopdg éxer eEehybel oe mOAMMOMAEC Yeveég OMOVOLAMTOV HE TNV
UEYOADTEPT, TOAVTAOKOTNTA TOV OTIS VUYTEPIOEG KOl TIG 000VIMTEC PAANIVES, OV KOt
GUUOMOVO LLE TPOCPATEG EPEVVES, AMAEG LOPPES NYOEVTOTIGLOD YPNGLULOTOIOVVTOL ETIOTG
ad ToAG vOKTOPa €101 Ow¢ ornAatomovito, (cave swiflets) kot edatomovAta (0ilbirds)
(Brinklev et al., 2013), ka1 amd pikpd voytopio Ondactikd 6mmg ot puyorés (Gould et al.,
1964), tpoktikd (He et al., 2021, p. 20), evd £yel eviomotel oKOUM KOl O PEPIKOVG
okovtloyopovg (Gould, 1965; Olson, 2013). Mepwkoi Toproi GavOpwmol, peTd omd
TOAVYpOVN €EACKNON, OMOKTOVV L0, LOPPT] NYOEVIOTICUOD TAPAYOVTOS MYOVS LE TO
oTOH, EVO TopoTPNONKOY KOTA TNV O1adtKacia flocdvap eVEPYES EYKEPAAIKES TEPLOYES
OV YPNOLULOTOLOVVTAL PLGLOAOYIKA Yoo TV Opaon (Thaler et al., 2011; Thaler and
Goodale, 2016). EEehktikd pmopei va vidapyovy dlopopéc 6Tov TpOTo xpnone Hetatd
TOV E10GV AOY® TOV SLUPOPETIKMV EVOLIUTNUATOV 0ALE Kot eEALTIOG TOL HEGOV O10000NG

nyov (aépag M vepd) (Brinklov et al., 2022).

1.2.1. Kntddn
Amd 1o Bohdooia Onraotikd poévo ta odovrokntmdn (Odontoceti) onmg dehpivia,

QLONTAPAS, POKALVES, LTEAODYKO KOl QOAOLVO LOVOKEPOG PN OLLoTOloVV Procdvap (Au,
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2012). ITpmdtn onuavtikn omodelén NYOEVIOTIGUOD 6To 060VTOKNTOdN £yve T0 1960 g
épeuva Katd TV omoio dSEAPIVIa TPOGAVATOMGTIKAV Kol AEPUYAV TEXVITO EUTOIOL LLE
TOMYMEVA TO, LATLOL TOVG, XOPIC SNAadN Vo ypnoipomomoovy v dpacn tovg (Au, 2012).
XOyypoveg perétec €yovv deifel OTL Ta deA@ivid pmopohv Vo YPNGULOTOGOVV

NxoevTomiopd e 6TOY0VG eUPéLetag Told tépav Tov 100m (Ladegaard et al., 2019)

O NYoeVTOMIOUOG EMTPENEL GTIG 0OOVTIMTEG PAANLVES VO, TPOCAVATOAGTOVY GE LEYAAN
Ba6n 6mov 1 6paom givar dvokoAn (Liu et al., 2018) kat vo tpocaprdsovv T GLYVOTHTA
oV Brocovap yio tov KatdAinio opyavioud otdyo oto kvuviyt (Madsen et al., 2013). O
puOudg pewwvetal pe v ovénon g ondotaons Kot Tov aplfpod ONAAcTIKGOV TOL
YKpOLT, KOOGS ekTidtan 60Tt Tpootadody va unv tpopdéovy to Onpapa Kot avtaArlalovv
mAnpoopiec pneta&d toug avtiotoyo Kowvmvikorolovtog (Barrett-Lennard et al., 1996).
2t (oo autd TopaTnPovVIOL Ot PHEYIGTOL PLOLOT NYOEVTOMIGHOD GTO KUVIYL MGTE VO
KatapEpvouy va akolovdncovy tov otdyo (Johnson et al., 2006; Verful et al., 2009), evd
glval €vog TOAD GNUOVTIKOS UNYOVIGHOS Yo, TNV avalnTnomn Tpoens, TPOcOEPOVTUG

peydAn akpifera tinpoeopiog (Wright et al., 2021).

AOY® OVTIKPOLOUEVOV EPUNVEIDV TOV OTOMOOUATOV OPYOOKNTOV TOPAUEVEL
aGoENG TOTE Kol TAG eEEMEAV aKPIPAOG 01 PAALAVES TNV 0KOT LYNANG GLYVOTNTAG TOV
oyetiletal pe TOV NYOEVTOTIGUO, oV KOl EKTILATOL o cuYKAIvovsa eEEMEN ot Yovidla

0KONG KoL TNG OXETIKNG Tpwteivng prestin (Liu et al., 2018).

H akon tov knt@ddv etvor moAd gvaicOntn Kot £€govv 610 PEYEAO KEPAAL TOVS TO
“melon “, éva BloakovoTikd MI®Oeg OpYOVOo Kot LEGO EGTIOGNG - AVOYVAPLONG TV N DV
OV YPTCLUOTOLEITOL GTOV NYOEVTOMIGHO, CUUPAALOVTOC DGTE 1) AKOVGTIKY EVEPYELL VL

pE€EL OO TO KEPAAL, 6TO TEPIPAAAOV pe TN pikpoTepn andAeta (Liu et al., 2018).
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O)Lot 01 060VTOKNTEG TOAPAYOLV GNLLOTH NYOEVTOTIGUOD YPTCUOTOIDOVTOS £va 1} dVO
Cevyn eovikav yelldv mov Bpiokoviotl oTig pwvikég dtodove. Koatd t didpkelo Tov
nyoevtomicpov gueoavifovtar Evtoveg dOVNGELS OTIG PVIKES BOAakeg, Kupimg oto Skl
pépog (Brinklev et al., 2022). KéOe ki mpofdrietar amd Toug BOAmKES HEGH g 0000

YOLNANG TUKVOTNTOC 6TO TETOVL Kal oo ekel oto vepd (Thomas et al., 2004).

1.2.2. Nuytepioeg

2OuQove  pe  EPEVVEC OMOKAEIOTIKA ol KkpéS voytepideg (Microchiroptera)
YPNOIOTOL0HV Nyoevtomiopd (mepimov 1200 €idn), mapdyoviog Mo HEcw Tov Adpuyya,
evd 1o yévog Rousettus amod tig peydieg voytepideg (Megachiroptera) kot kdmoto AL
GUYYEVIKA €101 YPNOUOTOOVV £val €100C HETAYEVESTEPOL ECEAKTIKG MYOEVTOTIGLOV
HEG® TNG YADGGOG 1) TOV GTEPOV TOLS ovTiotoya (Boonman et al., 2014; Brinklov et al.,

2022; Jones and Holderied, 2007).

H duikpion tov vuytepddv yivetow eite HOpEOALOYKE 1) OO TIG OLPOPETIKES
GLYVOTNTEG TOV EKTEUTOVV O VOYTEPIOES, ELPOVILOVTOG GTATIOTIKA CLLAVTIKES SLOPOPES
otV évtoon petad tov dapopetikmv ewdov (Fraser et al., 2020; Gannon et al., 2001;

Gruden et al., 2016).

Ot vuytepideg Kvovuv To oOTIO TOLG MOV KAT® avedpTnTo Kot UTOpPovV va
VROAOYIGOVV TV OVOY®OT amd TS Olapopég Eviaons mov Aaupdvovv og kébe avti
(Jones, 2005). KaBopilovv v optlovTio Kot KOTAKOPLOT YOVIL TOV 6TOY®V 0o Tig
SPOPEG BTNV £VTOGT TOL YOV OV AapPaveTal o KAOe apti, eV Kot eVOEIEelg oyeTIKd
pe To péyebog Tov GTOHYOL KoL TV VO TNG EMPAVELNS OO TIG KOPLPEG KOIAIEG GTO PACLLOL

cvyvotntv ¢ Nyovs (Brinklev et al., 2022).

Institutional Repository - Library & Information Centre - University of Thessaly
04/09/2026 10:32:05 EEST - 216.73.216.250



Av Kot o1 voytepideg EKTEUTOVY GLVEXOUEVOVS NYOVG Y10 TNV UETAKIVIION TOVG, M
OLIPKELDL TNG EKTOUTNG UEUDVETOL GTO KLVNYL, TAPAYOVTOG TPOGOPUOGUEVO YPIYOPO,
ovyva ko ovvropa myntika kopoto (Pollak and Casseday, 2012). Ot vuytepidec
TAPAYOVV SUPOPETIKEG GLYVOTNTES Y10 TO. OLLPOPETIKA £ION-0TOYOL TOV KLVNYLOD, EVD
YPNOLOTOOVV TOV MYOEVIOTIGUO Yoo Vo Ppouv KpE €viopa Kot €ival Kaveg va

aviyveELGOVVY SoPOPES 6TO EVPOG 6TOYOL ce 10—12 vavodevteporenta (Jones, 2005).

O Nyoc ta&devet pe 340 pétpa avd SeVTEPOLETTO GTOV OEPQ TPOS TO OVTIKEILEVO KO
oM o, ETOREVOG Hor KaBuotépnon 2 YIMOGTAOV TOV dELTEPOAETTOV OVTIGTOLXEL GE
€0pog 34 ekatootmv (Jones, 2005), pe v tonobesio Tov avtikelévou vo tpocdiopiletan
oe kabeto xor oplovtio eminedo (Pollak and Casseday, 2012). TToAléc vuytepideg
kaBopilovv Vv kaTakOpLET YoVia (avOY®on) TV 6ToY®V EpunveDOVTS TO LoTifa Tov
TPOKOAOVVTOL OO TOVG NXOLG TTOV OMOVPYovVTOL 0td TOV TPOVO (tragus), EVO KOUUATL
déppartog oto e€mtepkd avti (Jones, 2005). Te chykpiomn Ue TIG VUXTEPIGES TTOV eV £XOVV
NYOEVTOTIGUO, 0 KOYAlaG elval onuaviikd LeEYaADTEPOG o€ oyxéomn e 10 pEyehog tov
Kpaviov ko1 facikn pepPpdvn, 6mov Aapupavel ydpa 1 Kodkoroinon cuyvotntag, stvat
UEYOAVTEPT] YOl TIG VOYTEPIOEG MYOEVIOTMIGHOV GE GUYKPIoN Ue OAa Ta AAA OnAaocTikd

(Kossl and Vater, 1995).

1.2.3. Zxavt{oyorpot kot puyoréc

Awdpopa €10 poyoing kot okavtloyolpov £xovv mapatnpnel va xpnoiLorolovy Eva
GUGTN O TPOGAVATOAGHOV TOV BacileTon STV NY® Yo T ANYN TPOCHETMV AKOVGTIKMV
TANPOPOPLOV KaTd TNV €pguva Tov mepPdAroviog tovg (Brinklev et al., 2022; von
Merten and Siemers, 2020). Avtd to cOoua £xel vrootnprydel amd oALUYEG GTOVG
pPLOUODE POVNTIKOV EKTOUTAOV OTOV GLVOVIOUV VEOLG OIKOTOTOVS OlOPOPETIKNG

nohlvmAokotntog (Sanchez et al., 2019).
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"Exel mpotabel péoa amd Epeuves pe puyaléc 6Tl 0 YOG TOL TOPEYOLV XPNCUOTOLEITOL
YlO (oL YPIYOPN KOl KOVTIV] LOVO YapToypdenomn tov mepBEALOVIOS TOv GUVOOEVETAL
amd TNV pUpmLd yio tepartépo tAnpoeopnon (Gleason et al., 2023; Sanchez et al., 2019;

Siemers et al., 2009; Tomasi, 1979; von Merten and Siemers, 2020).

Méoa and épgvva €xovv Ppebel yioo dtbpopa €101 TNG LTOOIKOYEVELNS HVYOADV
Uropsilinae 6nog 1o €idog Uropsilus gracilis, 6tt ypnoiponotodv nyoevionicud e
TOPAY®YN VIEPNYNTIKOV NY®V ne v YAdooa (Liu et al., 2023), emPePfardvoviog Tig
apykég vrobéoelg Pfrocdvap yio dtdpopeg puyaréc omd to yévog Sorex (S. vagrans, S.

cinereus, S. palustris) kot Blarina Brevicauda (Gleason et al., 2023; Gould et al., 1964).

o tovg oxaviloyopovg to KOHPLO €100g MoV €xel amodeydel va mapdyel NyovS
pHeyaing ovyvomtag kol vo Oeswpeitor 0Tt ypnoipomotel myoevromopnd eivor o
okavt{oyolpoc g Madayackapng (Echinops telfairi) (Gould, 1965; Krubitzer et al.,
1997), mov xpnOYOmOIEL TOV NYOEVTOTIGUO Yo TNV KOTovOnon Tov TePBAALovTOoc, ToV
npocavatolopd oto okotddt (Olson, 2013) alid kot v mpootacio omd exfpovg Kot
APGEVIKOV oKavTLOYOpmV KOTA TN SLAPKEWD, TG AvVOTapaymYIKng meptddov (Sebeok,
1977). e dAha evivmdtogpla Omwg 0 Toinvodovtog (Solenodon Paradoxus), £yt Ppedei
CLUTEPIPOPE NyoevTOTIGHOD Yo €0peon tpoeng (Derbridge et al., 2015; Eisenberg and

Gould, 1966).

1.2.4. IItmva

O PLOVOL NYOEVTOTIGTES TTOL £XOVLV OvVOKOALEOET Lyt onpepa Kot dgv eivot OnAacTikd
elvat dVo opddeg TTMVOV: T0 EAadTovAo (Steatornithidae, Caprimulgiformes) kot apketd
eidn swiftlet (Apodiformes, Apodidae, Collocalliini, Aerodramus spp. kot Collocalia

troglodytes) (Brinklev et al., 2013), evtoriletar frocovap e mepinov 20 vdpyovta €iom
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nmvov (Brinklev and Warrant, 2017) kot éxet e&ehybetl Tovhdyiotov 2-3 @opég oTig
yevealoyieg Tmv Trnvav avelaptnta omd aiia €ion (Price et al., 2005; Thomassen et al.,

2005).

O mnyoeviomoudc towv TIMVOV TEplopileTar o€ YOUNAOTEPES GLYVOTNTEG TOL
akobyovtol and Tov AvOp®To, VITOINAMVOVTAG £vo. GUCTNUO OTOYOTEPNG OVAALGNG
(Brinklev et al., 2013). Ta movALd ¥PNGYLOTOLOVV TIG GUPLYYES TOVS Y10 VO TOPAYOLV
evpulovikd onuata Procovap, TOHTOL KAK, TOL TOVS EMTPEMOVYV Vo, POAALOVV CE

OKOTEWEG GTINAEG KOt OT)payYeES, te AMyotepn mieon apmaxtik®v (Brinklev et al., 2013).

Y épevveg kamoto €idn o0mwg A. hirundinacea ki Steatornis caripensis éroyav va
YPNOCLOTOLOVV NYOEVIOTIGUO KOBMG Efyavay amd Tn GTNALL TOVS OTIS O QPMTEWVES
GLVONKES TOL OVOLYTOV OVPOVOD, LTOONADVOVTOS OTL O NYOEVIOTIGUOC GUUTANPDVEL THV

opaomn avti va v vrtokadiotd (Brinklev et al., 2017; Fenton, 1975).

Ta ghatomovAlo Exovv pio acOUUETpN Ppoyyikn cvpryya (to 0e&l pépog emtpémet
TEPIGGOTEPT PO OEPO. GTNV TOPOUYWYN NXOV) LE TNV OO0 TOPAYOLV NYOEVIOTIGTIKA
KAMK Kot EEKvoUv pe TN cVOTOCY] TOV GTEPVOTPOYENK®OV HVMV TOL TEVIMOVOLV TNV
Tpoyein, TPOKAADVTOG TOVG ¥OVOPIVOLS PPoyytkovs NU-00KTVAIOVS OV VITOGTNPIfoVY
TIG KPOVIOKES GKPEG TOV EEMTEPIKMY TUUTOVIKGOV HEUPpavadv va apbpdvovtor (Suthers
and Hector, 1985). Ot duvdypeig Bernoulli mov dnpovpyodvtat amd tov aépa mTov péeL
péG® avolypatog tng ovpryyds mOAvVAOG TPOKOAOUV OOVNOT TOV ECMOTEPIKMOV KoL

eEOTEPIKOV TVUTAVIK®OV pepBpavov (Brinklev et al., 2022).

1.3. MovovovkAeotidikoi [ToAvpoppiopoi (SNPs)
"‘Evac molvpopeiopdg evog voukieotdiov (Single Nucleotide Polymorphism- SNP)

glval pol 01opopd pepovorévng Paong vovkieotdiov petald 6vo aAiniovyiov DNA
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(Yang et al.,, 2020). Ta SNP umopodv vo katnyoptomombodv ovéioyo pe tnv
VIoKatdoTaon voukAeoTiov ite wg petantooelg (C/T 1 G/A) eite og LeETAOTPOPES

(C/G, A/T, C/A 1y T/G) (Edwards et al., 2007).

Koabmhg 1 voukieotidikn Bdon givor 1 pikpdtepn pHovado kKAnpovopkotntog, to. SNP
TOPEYOVY IO CTUOVTIKY NYN HOPLOKAOV OEIKTOV OV &ivol YPNOLUOL GTN YEVETIKN
yoptoypdonomn, v kKiAwvomoinon 0Béong Pdost yaptn, TV 0ViYVELON GLCYETICEMV
Yovidiwv, TNV a&loAdyNnon TV YEVETIKOV GYEcemV UeTOED atOpmv kot tnv e£EMEN Tov

yovidrwpotoc (Syvénen, 2001).

Ta SNPs pmopodv va arrdEovv ta kodikomompeva apwvoléa (un cuvovoupo :
Missense- mapaymyn dlapopetikod aptvo&éoc, Nonsense - dnuovpyia evoc TpO®POL
K®dKoviov Teppatiopnon) | pmopel vo gival ctommAd xopig va aALAEOVY TO apvo&y
(cvvavoua) | arAmg va ueovilovtal 6TIg PN KOSIKOTONTIKES TEPLOYES. MTopovv va
EMMPEACOLV TN JPAGTNPIOTNTA TOV TPOAYMYEN (EKPPOCT YOVIdiov), TO ayyeAapOPOL
RNA (mRNA), ™ dwopopeomwon (ctafepdtnra) Kol TOV DTOKVTTOPIKO EVIOTICUO TOV
mRNA koM mpoteivodvy, pe amoTEAEGUN TNV O0POPOTOINGT TOV QUIVOTLTTMV KOl

SPOPWV AELITOVPYIDOV GTOV 0pYOVIcUO Kot oty e&glktikn mopeio tovg (Shastry, 2009).

1.4 Zvykiivovoa e£EMEN

H e&éMén Bewpeitonr cuvnBmg 6Tt TPOoY®WPA HEG® OmOKAIGE®V YOVIdIOV, TPMTEIVOV
ko tedkd eowvotonov (Clark et al., 2007; Hughes et al., 2010; Soskine and Tawfik,
2010), ®010060, TOPOUOL0, YOPAKTNPLOTIKG popel emiong va eglryfoldv cuykhivovta og
Goyeteg To&vounoelc Aoy Tapduolmy miEcemv euoikng exthoyne (Grant et al., 2004;
Hoy, 2012). H mpocapuootikn @owvoTumiky cOyKALo gival evpiéme S10000UEVT 6T

@OON, Kol TPOGPATO OTOTELEGHOTA Al O1dpopa Yovidla Exovv TTPoTeivel OTL avTd TO
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QoVOLEVO gtval apKeTd 1oYVPO MOTE Vo 0dNyel emiong og emavaiapPoavopevn eEEMEN oe

eminedo alAniovyiog (Parker et al., 2013).

2mv e€ehktikn Proroyia, n ovykAivovoa e£EMEN opiletar oG M drodikacio kaTd TV
071010 OPYOVIGHOT TTOV OEV £XO0VV KOVTIIVI] GLUGYETION AVOTTOGCGOVV aveEApTNTA TOPOHLOLOL
YOPOKTNPIOTIKA Y10 VO TPOGOPHOoTOOV og mapduoteg ovaykeg (Kasahara, 2010). Ot
HOPLOKEG HEAETEG YlOoL TNV €UPECT MNYOEVTOMICUOD YPNOGLUOTOOVV U0 GLYKPLTIKN
TPOGEYYION KOl LEAETOVV OYETIKG Yovidla Ommg Yo v tpwTeivn prestin (Li et al., 2010,
2017; Liu et al., 2022; Ren et al., 2018) 1 avalftnon Tpocapuoy®v G& Opyova Tov

oyetiCovtal pe v axon 0mmg o kKoyAiag (Davies et al., 2013; Gabora, 2013).

‘Exer mpotabei 611 1 cvuyrkhivovca popeoroyikn e€€MEN amodidetor 6e cuyKAivovoa
vrokatdotoon oto otpopa apwvotéov (Wierer et al.,, 2012; Zakon, 2002). Ot
GLYKMVOLGES VTTOKATAGTACELS OUIVOEEDY OVOQEPOVTOL GE OALUYEG OO OLOPOPETIKES
TPOYOVIKEG KATAOGTAGELS GTO 1010 Katay®wytkd apvold péoa og £va {evyog KAAd®V, VD
o1 TapdAANAeS VITOKATAGTAGELS OpilovTat MG aveEAPTNTEG OAANYES OO TO 1010 TPOYOVIKO
apvoéY. H dudyvoon avtikatdotaong apvoSémy HEcm oKDY PLik®V QUGTKOYTLUKOV
aAlayov Exel mpotabel g pa evaicOnn néBodog yio TNV aviyvevuon eMA0YNS o€ Yovidla

nov Kmdkomolovv tpmteiveg (Chai et al., 2020)

O nyoevtomopog Exet e&elyBel aveEdptnta TOVAAYIGTOV TEVTE POPEG GTO ONAACTIKA,
HE TNV TPOEAEVLCY] TOV VO TPOEPYETAL EVOEYOUEVMOG OO TOVG TEAELTOIOVS KOLVOUG
TPOYOVOLG TOV VOYTEPIO®MY Kol TOV 000VIOTOV QUANVAV, KoOIoTOVTOG TO £€vol
a&loonueinto mopaderypo g eEEMKTIKNG enovaAnyLoT)ToG TV poawvotvmev (Liu et
al., 2023). 'Epegvveg deiyvouv 0Tt M oOykMon Ogv gival pio omavie Sladtkocio Tov

nepropiletar og MOALOVG TOTOVG, 0AAG avtiBeta givor evpémg dradedopévn, cuvex®S
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Katavepnuévn kot ovvnbwg kabodnyeitar and T ELGIKY EMAOYN TOL dpa GE UIKPO

apOud Bécewv ava tono (Chai et al., 2020; Parker et al., 2013; Thomas and Hahn, 2015).

1.5. Zxomodg g epyaciog

O Myoevtomoudg gival £vog oNUAVTIKOG UNYOVIGHOG TOV TPOGOEPEL TN dSLVATOTNTA
avtiAnyng tov mepBaiiovtog yopig v opaon (Jones, 2005). IIpotabnke mpwv amd
neplocotepo and 60 ypdvia 0Tt givar gvpémg dladedopévog ota {ma (Griffin, 1958),
®o1000 €xel Ppebei 011 e€ehicoeTon ave&aptnta oe apkeTég yeveoroyieg Onlactikmv (Liu
etal., 2022, 2018). Avti n vdbeon Yo To TEPIGGOTEPO EION TAPAUEVEL GE pEYEAO Pabud
un dokpoaopuévn Adym G OLVOKOMOG TPOGOIOPIGUOL TNG TOPOLGING 1 U1 TOL

nyoevromopov (Liu et al., 2023).

BiMoypaikd ot peréteg OLOKANPOL YOVISIOUOTOS £IVOIL ELAYIOTES Y10 TOV UNYOVIGUO
TOV MYOEVTIOMIGHOV. XNV Topovoa epyacio yivetow 1 mpoomdbela  aviyvevong
TOAVLOPOPPICUADV UETAED OAPOPOV GTOVOLAMTAOV HE PAon TV avamTTvEn 1 O)l TOV
NYOEVIOTIGUOD MG EEEAKTIKO YOPOKINPIOTIKO, He TNV LIoBeot OTL 01 TOAVHOPPIGHOL
avtoi givon petadddéers. iveton Epguva yia TIg HETOAAAYEC GTOL OALOKATPOL YOVIOIDOLOTO
TV €OV, oe moleg Béoelg eppaviovior HOVOVOLKAEOTIOKOT TOALHOPPIGUOL, OV
KOOKOTO100V TPMTEIVES Kot av aAldlovv ta aptvocén dote vo ektiunel kot n mbovn
EMIOPOOT TOVG GTO YOVIOldL. XKOTOG €lvar M dlepevVNoN NG EEEMKTIKNG TOPEING TOL
UNovic o oAAd Kot 1 S1evpuvor g YoVISLoUATKG BIBAoypapikng TAnpoeopiag yio

T0L YOVIOLO TOV NOEVIOTIGLOV.
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2. YAIKA KAI ME®GOAOI

2.1. Emoyn eddv kot faon dedopévmv

['a v edpeomn TV TOAVUOPPIoUGV YpNoIoTomOnKe BLOTANPOPOPIKT OVAALON LE
aAAnAovyio oAOKANpov tov Yovididpatog (Whole genome sequencing — WGS). Ot
avOADoELC EMLTEAESTNKAV GE AE1ToVPYKO ovotnua Linux (Ubuntu 20.04.6 LTS, 64 -bit),

He O1popaL EO1KA TPOYPALUATO YEVETIKNG OVAAVOTC.

Ymv épguva ypnotlpomombnkay dimhod daPdopatog (paired) odinlovyieg amd
yovidrdpota, evoslkTikd yo 10 gidn pe nyoevromopod (3 evmdtvoeia, 4 voytepideg, 3
Bordooio Oniaotikd) kot 11 (4 gvAmdtoeia, 4 voytepides, 3 Baidooia Oniactikd)
avtioToro. GLYYEVIKA Ypig Tov unxavicpd. Amo Pacelg dedopévov Ommg tov NCBI
(National Center for Biotechnology Information) xouw to ENA (European Nucleotide
Archive) tov Evponaikod Ivetitovtov Brominpoeopikiic (EMBL-EBI), AMebnkov o
apyela and mepapota (SRA) oe popen FASTQ pe tig akatépyaoteg mAnpopopies. To
SRA elvan o gvpeio cvALOYN meEpopaTIK@OV oAiniovyidv DNA kot RNA mov
AVTITPOCHOTEVOVY TNV TOIKIALOUOPPIO TOL YOVISIOUOTOS 6 OA0 TO O0évipo G Comnc.
Méow oavtg g Pdong Oedopévav, o1 €PELVNTEG UTOPOVV  vo.  ovalnTicovV
LETOOEOOUEVO, VIOl OVTEG TIS OAANAOLYIEC YL VO EVIOMIGOLV TS OVOYVOGES TNG
axolovBiag yio Tepartépw avorvoelg (Leinonen et al., 2011). Ta nepiocdtepa deiypota

7oL ANEONKay dnpovpyndnkay amd aAiniovyion erodpevng yevidg (NGS), illumina.

Amd 1o €idn pe Myoevromioud ypnotporomndnkay omd evimdétuoera to Solenodon
paradoxus (SRX10914697), Sorex Araneus (SRX041636), Echinops telfairi
(SRX044029), and t1c vuytepidec to. Craseonycteris thonglongyai (SRX4501349),
Rhinolophus affinis (SRX24498502), Murina aurata (SRX4562095) Megaderma lyra

(SRX317135) ka1 téhoc amd ta odovtokntddn Physeter macrocephalus (SRX3230009),
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Orcinus orca (SRX188930), Tursiops truncatus (SRX200685) (Arnason et al., 2000; Di

Palma et al., 2005; Johnson et al., 2018; Li, 2023; Parker et al., 2013).

Ta €idn yopig evromiond mov emiéymkav Ntav ta Talpa europaea (ERX11888255)
Scalopus aquaticus (SRX4562103) Suncus murinus (DRX024929) Erinaceus europaeus
(SRX110140) ywo ta evhmdétvongro, Pteropus giganteus (ERX3372620), Pteropus
pselaphon (DRX240240), Pteropus vampyrus (SRX708163), Cynopterus sphinx
(SRX14404631) v t1g voytepioeg, Balaenoptera musculus (SRX21471882), Megaptera
novaeangliae (SRX2901266), Balaenoptera physalus (SRX11624434) ya to OaAddocio
Onlactica (Di Palma et al., 2005; Fouret et al., 2020; Gnerre et al., 2008; Johnson et al.,

2018; Nakajima et al., 2020; Striider-Kypke and Lynn, 2010; Wolf et al., 2022).

2.2. Evbuypdppion odiniovyiodv (Alignment)

[Tpdto Ppa e avéivong nrav 1 evbuypaupon (alignment) tov odinlovyiov tov
apyeiov FASTQ pe 1o yovidiopa avagopdg mov £yve pécm tov bwa mem aiyopibpov.
To bwa mem eivar pio amd tovg Pacikods alyopBuovg tov mpoypdhupatog BWA
(Burrows-Wheeler Aligner, (Li and Durbin, 2009)), mov ypnoylomoteitar yw v
evBuypappon ko yaptoypdenon (mapping) oAiniovyuwv DNA og éva yovidiopa
avaeopds. Xvykekpipéva, to mem g BWA givan évag ypriyopog, axpipng adyopBpog
Yo ™ xaptoypdonorn aiiniovyioc DNA mov dwfalel oe éva yovidiopo avagopds,
EKTEADVTOG TOTIKY OTOlYION, TapAyovtag €LvOLYPAUUION Y10, SLPOPETIKG LEPT TNG
aAAniovyiog tpocmabmvtag va Ppet T BEon kdbe aAANAoVYinG 6TO YOVISI®LLO OVAPOPUC.
[Mpotwdtal yio T xopTOoYPAENGT CAANAOLYL®V LIKPOL ufkovg (Short reads), 0Tmg owTég
OV TPOKVTTOLV OO TEYVOAOYIEG AAANAOVYLIONG EMOUEVNC YEVIAS, Omw¢ To [llumina ko

10 amotéhecpa eivar éva apyeio SAM (Sequence Alignment/Map), 10 omoio TepLéyet Tig
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axkpPeic Béoeic v aAlinAovyidv Tov Ppébnikayv 610 Yovidiopa kot GALES ONUOVTIKEG

mnpopopieg (Houtgast et al., 2018; Vasimuddin et al., 2019).

Qc yovdiopo avagopdg (reference genome) ypnoyomombnke oAOKANPO 1O
yovdiopo tov wmmondtapov (Hippopotamus amphibius kiboko, GCF_030028045.1
(Ursing and Arnason, 1998). To mp®to amapaitnto Pripc Htav 1 avIiotoiyion
(Onuovpyio evpeTnpiov) ToL YovidudpoTog avagopds (reference.fa) mov rav o popen
FASTA o¢ «atéAnin popeny avayvopiong (prefix) tov  mpoypdupotog

(reference_indexed) pe tnv evtoAn:

$ bwa index -p reference_indexed -a bwtsw reference.fa

H emoyn -a bwtsw eivat 1 GUVICTOUEVT Y10 LEYOAO YOVIOUDUOTO, ETEDN EMITPETEL
o BWA va yepiotel ypriyopa kot omodotikd Tt peydAn mocoTnTo 0E00UEVOV TOL

eumepiEyetol oto yovidimpo (Lam et al., 2008).

$ bwa mem -t 15 -aM reference_indexed 1.fastq.gz 2.fastq.gz | samtools view -h -b -gq 30

@ 10 | samtools sort --threads 10 > file.above.mapQ30.bam

H mopamdve eviodr] ypnowwomoibnke pe to bwa mem yw v gvbuypdupion
aAiniovyiov DNA (a6 apyeio FASTQ og Cevydpa) e €va yovidiopo avagopds Kot
ot ovvéyeln emeepydotnkov To omoteAécpata pe 1o gpyoieio SAMtools yuo va
onuovpynBet éva apyeio BAM (Binary Alignment Map) mov mepiéyet pé6vo vymArg
moldtntag evbvypappicels (mapQ > 30). H MAPQ sivor pia BaBpoioyio mov deiyvel toco
aomoto po avayvoon (read) éxet evBuypapiotel oe pio cvykekpyévn Béon oto
yovdiopo. Yyniotepn iy MAPQ onuaivel peyodlvtepn eumotochvn oty axpifeio
g evBuypappong. H -t eivan ) emloyn mov kabopilel moca threads Ba ypnoiponomost

10 pdypappo. Ta threads eivar vTOAOYIGTIKEG HOVADES TTOL EMTPETOVY TNV TAVTOYPOVN
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EKTEAEOT TOAMATAGDV £PYACLOV. Xpnoiponowmvtag neplocotepa threads, emttvyydveton
TayvTEpa N vBuyphppion o€ £vay VTOAOYLIOTH HE TOALOVG emeepyactég | Tupnves. To
bwa mem mopdyel apyeio e popen SAM kot 10 -aM cvuPdier oMV amoELYN

AavOacpévev SITAGY evBVYPOUUICEDY KOl GTNV S1OTHPNON TOV ETKEPUAIOW®V.

H mpd evroln tov samtools petétpeye 1o apyeio SAM oe dvadika apyeic BAM
(Binary Alignment Map), d10Tnp@OVTOS TIG EXIKEQAAOES KOl PIATPAPOVTOS TOLOTIKL TIG
a&l0moTeC YapTOYPaPNoELS e okop = 30, amoppintovrag dSNAadY TIS XAUNANG TOLOTNTOGC
evbvypappicels. To SAMtools givar éva TOKETO AOYIGUIKOV Y10 TNV OVOAVOT Kol TO
yeplopo evbuypoppicemv Ko ivar og BEom va petatpénel g AAAEG LOPOES, Va TaStvouet
Kol vo ouyywvevel gvbuypappicelg, va agoatpet dumdotomo PCR, va dnupovpyet
TANpoopieg ava Bon oe popen| pileup, va karel SNP kot covtopeg mapailayég Kot vo
enopavilet tig evbvypoupiosig o keipevo (Li et al., 2009). H devtepn evrorr; SAMtools
Ta&IVOUNCE TO OMOTEAEGLOTA OVA XPpOUOcOUN Kot BEom, TpogTotudlovtog ta apyeio yio

TEPAUTEP® EMEEEPYATLN, OTOV TEAELDGOLV Ol LETATPOTES Y10, OAaL TOL £10M).

2.3. Beftools

Y1 ovvéyela ypnotpomomdnke to mpdypappa beftools (Danecek et al., 2021) yuo v
dnovpyia evog apyeiov BCF (binary call format) mov mepiéyet tig yevetikég mapoarioyég
(SNPs kot 11g pikpég elcaymyéc/dwaypaess - indels) and Oleg tig gvbuypappicels Tov

AVOADGEWMV:
$ beftools mpileup -f reference_indexed -v listH | bcftools call -mv - Ob -0 all_H.bcf

To beftools mpileup, dwaBdlel Tig evBvypappicelc and Ta apycic BAM yua kdOe BEon
TOV YOVIOUDUATOG KO OMILIoVPYEl pia cLALOYY dedopévev Bacet Tng evBuypdupuong yuo

KkéBe Paon oto yovidiopa. Xtn cvvéyeln vmoloyiomnkayv ot mhavdTTES YOVOTLTTOV,
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AVTITPOCHOTEVOVTAG TOGO GUVETN gival Ta wapatnpovpeva dedopéva pe toug mhovoig
durhoedeig yovotumove. O vtoAoyopog AopBavel vToym Tig W1OTNTEG YOPTOYPAPNONG
TOV OVOYVAOCEWDV, TI TOOTNTES TV PAcemv Kot TNV TOAVOTNTO TOTIKNG EGPAAUEVNS
evbvypapponc. To devtepo Prpa, beftools call agloldynoe tov o mbavd yovotumo vtd
v mopadoyn g ooppomiog Hardy-Weinberg ypnowonoiwvtag ouyvotnteg

aAANAOpOp@mV oV vItoAoyilovtot amd ta dedopuéva (Danecek et al., 2021).

To listH avaeépeton og apyeio .IXt ue v popen AMotag Olwv tov 0@V (path file
name), eved to -V YPNGLLOTOLEITOL Y10l TO PIATPAPICHO LOVO TV BEcE®V e TopaAlayEg
(SNPs «au indels), omoppintovioc tTig Pdoeic mwov dev mopovcidlovv TopaAloyEg
(matches). H ene&epyacio avtn yiveror oto BCF mov givon pukpdtepo og péyebog kot €16t

Bedtiwveton  amddoon g aviivong o€ oyéon pe v VCF popon.

Téhog, ekTEAEOTNKE 1 KOTAAANAN €VTOAT Yo TNV petaTpon) Tov apyeiov and BCF ce

VCF (Variant Calling Format):

$ beftools view all_H.bcf > all_H.vcf

2.4. Ene&epyacio VCF

>m ovvéyela, 1o apyeio VCF gidtpapiomke apaip@dvtag OAEG TIG TOPUALAYEG TOV
ntov elcaywyés kar dwaypagés (indels), kpatdviog pHOVo TOVG HOVOVOLKAEOTIOIKOVG
molvpoppiopovs pe axpin dedouéva oe KaBe maporiayn (tovAdyiotov 80%

TAnpoopiag) kat £Totl dnuovpyndnke to apyeio all.biallelic.08.maf.recode.vcf:

$ vcftools --vcf all_H.vcf --remove-Indels --max-missing 0.8 --max 0.05 --recode --

recode-INFO-all --out all.biallelic.08.maf

Ta apyela VCF eivor ypfiowwa ywoo omtikny embedpnon, emefepyacio pe

TPOCOAPLOCUEVO GEVAPLO KOl OC LOPPT OVTOAAOYNG OEOOUEV@V, EVED OTOTEAOVV L0
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LOPOPT EVPEMS YPNONG 0 d1APOP AOYIGUIKA TPpoypaupata BlotAnpopopikng (Zheng

etal., 2017). O apOpog twv SNPS vrodoyileton pe v eviorn :

$ grep -cv "#" file.vcf

2.5. GIm avaivon (General linear model)
Anuovpyndnke éva apyeio .tXt yio v opadomoinon twv WOV pe faon v xpnon N
OyL Tov NyoevTOMIoUOD YWPLopEvo pe tab (trait.txt) kot otn cuvéyeio ypnolporodnke to

npoypoppo TASSEL (Bradbury et al., 2007)

To TASSEL (Trait Analysis by aSSociation, Evolution, and Linkage) sivar éva
Aoylopkd mov ypnotpomotleital kKvupiowg yoo TV avaivon cvoyeticewv (association
analysis), tqv avdAvon eEehMktikdv oyécewv (evolutionary relationships) kot t yevetikn
ovvoeon (linkage) kot avamtdydnke yioo v S1EVKOAVVEN TNG AVAAVONG YEVETIKMOV
dedopévav, 6mmwg SNPS, Kot TOV EVIOTIGHO GUOYETICEMV PETOED YEVETIKMV OEIKTAOV Kol
eowotonov (Bradbury et al., 2007). To TASSEL &ivat évo oo ta 1o dSnpo@iif epyoaireio
v v mpaypotonoinon GWAS (Genome-Wide Association Studies), 6mov aviyvevovrtal
SNPs mov oyetiCovtar pe @awvotvmikés moporroyés (Leamy et al., 2017). Apykd

ypnoorombnke evtodn yia vo ta&vounbovv ta SNPs tov VCF avd 0éon (POS 7
YPOUOCOUN):

$ /tassel-5-standalone/run_pipeline.pl -Xmx50g -SortGenotypeFilePlugin inputFile

file.vcf -outputFile file_sort -fileType VCF

H T'evucevpévn Tpappiky Movtedoroinon GLM ypnoiponoleiton cuyva oe peréteg
oLoyéTiong o€ OA0 to yovidiopa yia va Bpefotv ot mapariayég DNA mov oyetiCovton pe
ovykekpipévoug eoawvotomovg (Clayton and Leung, 2007; Hilbe, 2011). H ypoppuxn

evtoAn tov tassel mov axoAovOnoe cuvdbaoce (combine3) ta yevetikd dedouéva amd To
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apxeio VCF (inputl) pe to @awvotumikd dedouévo omd to apyeio trait.txt (input2),
neplEyovtag uovo to Kowd dedopévo (intersect), yw v aviyvevon ovtdv TV
ovoyeticemv pe ypappukd povtéda (FixedEffectLMPlugin). ‘Exave 1000 petabéoeig yio
VO EKTIUNCEL TN ONUOVTIKOTNTA TV arnotelecudtov (nperm 1000) kot giltpope to

amoteléopato pe p-value peyadvtepo and 0.05:

$ /tassel-5-standalone/run_pipeline.pl -Xmx50g -forkl -vcf file_sort.vcf -fork2 -
importGuess trait.txt -combine3 -inputl -input2 -intersect -FixedEffectLMPlugin -
permute true -nperm 1000 -maxP 0.05 -endPlugin -export file_sort GLM.txt -runforkl -

runfork2

Mia axopa evrodn tov TASSEL éywve yuo 1o giktpdpiopa tov VCF apyeiov dote va

nepiéyet ta ID tov petoridEemv

$ /tassel-5-standalone/run_pipeline.pl -Xmx50g -vcf file.vcf -includesSiteNamesinFile

outliersList -export file_outlier -exportType VCF

[Mpaypatonomdnke ko 1 610pOwon bonferroni, mov ypnoonoteitar cuyvé oe GWAS
(épevveg ovoyétiong avotdinwv pe tepactio apdud SNPS) kot cuvtelel ot peimon
TV Yeudag betikdv amotedespudtov (Type | errors) (Emerson, 2020; Gao et al., 2010).
O ovvteheotc bonferroni o vroAoyileton Soupdvtag to eninedo onuavtikdOTnTag (UE TV
evtoAn] opioape p=0,05) d1é ta cvvolkd SNPs mov Bpebrkav (Napierala, 2012). H
eviod) onmuovpynoe éva véo apyeio VCF mepiéyovrag uoévo SNPS pe emimedo
ONUOVTIKOTNTOS LIKPATEPOL TOV O KOt EYIVE LE apyEl0 dEGUNG EVIOADV (Script) HEG® TG

YAdooog tpoypappatiopov Python 3.12 (Iap. 7.1).
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2.6. I1poPreym yevetikmdv maparilaydv SNpEF

To SnpEff givar éva frominpo@optkd Tpoypoppa yio TV avaAivot Kot v Tpofieyn
TOV EMATOCEMV YEVETIKOV Taporiaydv oto SNPs, oyoldlovtag pe Pdaon Tig
YOVIOLWUOTIKEG TOVG BECELS Kot To TPOPAETOUEVO OMOTEAEGLOTO OLPOPOVV YOVISLOL TTOV
KOOIKOTO0VUV TPMOTEIVEG, LLE TOVG AVTIGTOLYOVS YOVOTLTTOVS Vo Tpocdiopilovtal, dmote

etvan draBéaeg or TAnpogopiec. (Cingolani et al., 2012).

AnpiovpynOnke po faomn dedopEVOVY LE TO YOVISI®UO OVOPOPAS TOV ITTOTOTOLOV:

$ java -jar snpeff.jar build -gff3 -v reference

To tehkd VCF pe 11g mAnpogopiec, Toug oxoAlacpovg yio to. SNPS kot to yovidia

OMNUIOLPYHONKE LE TNV TOPAKATO EVTOAN:
$ java -jar snpeff -jar ann reference file.vcf > annotated.vcf

["a v gvpeot TV B10THTOV TOV YOVISi®V ypnoiponomonkay ot BAcels 0edopEVmV
NCBI (Sayers et al., 2022), genecards (Stelzer et al., 2016) a1 uniprot (Coudert et al.,
2023), mote va Ppebodv ol eMIPACEIS TOLC KoL 1 OPOPETIKOTNTO GTOVG SVO

UNYOVIGHOVS TOL LEAETHONKAV.

2.7. Blast

To BLAST (Basic Local Alignment Search Tool) tov NCBI ypnoyonoteitat yio ™
GLYKPLON OAANAOVYIDV VOUKAEOTOIOV N TPOTEIVOV pe PACELS OEO0UEVOV YVOGTMOV
aAAnAovyldv, dote vo BpebBodv ot mo mapouoleg N oYETIKEG alAnAovyies. Avalntd
TEPLOYES OUOLOTNTOG OVAPESH GE pio aAAnAovyio €66d0v (query) kot oAAnAovyieg
ava@opdg o€ pia Baon dedoUEVeV, EVD aVIXVEVEL TOTIKES OLOIOTNTEG OVTL Y10l GUVOALKN

TOVTION, EXTPETOVTOG TI GUYKPLOT CAANAOVYLOV IE LKPpE Kova Tunipota 1 potifa (Korf
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et al., 2003). To Blast 2.16.0+ (Camacho et al., 2009) ypnoyomombnke yio tnv edpeon

SNPs oTig 1d1e¢ Béoelg Tov Ppébnkay ot U GLVAOVLLOL TOAVLOPPLIGHOT TV YOVIdI®V.

Ta xoppdtia wov ypnoomomdnkay frav 100 Bdcoeic voukAieoTidimv mpy Kol HeTd
avtioToryo omd TIC YN GUVAOVOUEG UETOAAMYES Kol CLYKPIONKOY [E TO YOVIOLOMHOTO 2
nmvaov, to. Steatornis caripensis (nyoevtomopog) (GCA_013398225.1), Nyctibius
grandis (ympic nyoevtomopo) (GCF _013368605.1) (Feng et al., 2020; Gilbert et al.,
2020). EmumAiéov, ocvykpiOnkav kot to €idn pe myoevtomopd Typhlomys cinereus
(GCA _023101885.1), Sorex fumeus (GCF _029834395.1), to Stenella coeruleoalba
(GCA _951394435.1), Phocoena Phocoena (GCF_963924675.1) (Cossette et al., 2023;
He et al., 2021; Steward et al., 2010) ko ta €idn ywpic nyoevromicud Balaenoptera
acutorostrata (GCF_949987535.1), Mus musculus (GCF_000001635.27), Eschrichtius
robustus (GCF_028021215.1) xou Balaenoptera ricei (GCF_028023285.1) (Bayona-
Bafaluy et al., 2003; Morin et al., 2023). To koy1p0 tov oAAnrovyidv (dnpovpyia query)
éywe pe v ypnion tov loyiopkov bedtools 2.28.0 (Quinlan and Hall, 2010)
dnuovpyodvtog véa apyeion FASTA, pe yovidiopo avapopac (reference.fa) tov

mmondtapo kat ta onpeio twv SNPS mov Bpédnkav amd to snpeff (bed.txt):

$ bedtools getfasta -fi reference.fa -bed bed.txt -fo bedresults.fa

Ta yovidiopata tov ewdav (file.fna) etowdomrav wg Pipiodnkeg (database) yio va

dwPactodv amd 1o BLAST pe v extédeomn e oakoOAovOng evToAnc:

$ makeblastdb -in file.fna -dbtype nucl -parse_seqids -out database

Ev cuveyeia, n evtodn) tov BLAST oclykpve tig adAnlovyieg tov kdbe gidovg pe Tig
KOUPEVEG aAANAOLYiES TV YOVISI®V KOl 0 ToL OMOTEAEGHATA TG OvAALGNG Ppébniay

TUYOV LOVOVOLKAEOTIOKOT TOAVLOPPICLOL OTIG pLeAETOEVES BETELS:
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$ blastn -query bedresults.fa -db database -task blastn -dust no -reward 1 -penalty -3 -

gapopen 5 -gapextend 2 -evalue 0.00001 > results.txt
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3. AIIOTEAEEMATA

Me v dnuovpyia tov VCF apyeiov, vroroyiomkay to cuvoiikd SNPS amd 6Aa ta
€idn. Ta SNPs o10 cOvoro frav 20.252.446, dpa yw to bonferroni correction to a
vroloyiotnke 0,05/20.252.446 = 2,46883759 x 10°. "Eto1, kparidnkav pdvo to SNPS pe
EMIMEDO ONUAVTIKOTNTOG UIKPOTEPO amd TO o, dnAadr| vmoAoyiotnkav 232 SNPS pe

OTOTIOTIKOG CNUOVTIKT O1apOopd.

3.1. Xapoakmpiopoc SNPs

H avdivon GLM éd6moe mAnpopopieg yio ta. SNPs twv 100V ¢ tpog v 0¢om Kot to
YPOUOCOLA OAAAYNGS, TO £100C TNG LETAAAAENG, KAODS KoL TNV CLYKEKPLUEVT] TOPAALOYT
tov voukieoTdiov (ALT) og oyéon e To avTiGTOL(0 TOV YOVISUOUATOG TOV ITTOTOTOLLOV
(REF). To SnpEff édwaoe ko mepartépm mAnpopopieg v Béon tv SNPS 6to yovidiopa
Kot yuo. To yovidlo mov ennpedlovv ot TOAVUOPPIGHOT aVTol TV VOUKAEOTOI®WY, TV

TO0TNTO KO TNV KOSIKOTOIN oM TOVG.

Xmv  mapodoo €peguva  evtomiommkav 12 tOmovBécelg  LOVOVOLKAEOTIOKAOV
TOAVLOPPIoUADV. Zuykekpluéva, omd ta 232 SNPs Bpébniav 47 cuvavopeg (23,27%) kot
16 un ocvvovopeg (16%) petarrdéels. Ta mepiocodTEPO NMTAV GTA VIPOVIO KOl OTIC
Oloyovidlakég meployég te 56 petadiayég yo tov Kabe tomo (55,44% ochvoro). Atydtepor
LLOVOVOVKAEOTIONKOT TOALHOPPIGHOL eppavioTnKay og avdvtn yovidw (2,97%) kot og
apetdopactn mepoyn and Béon 3 (2,48%), pe ta televtaio SNPS va popdalovran og
dAdec moikideg Béoelg (2,5% oVUVoLo) OTMG EVOOYOVIOLOKA, AUETAPPUCTN TEPLOYN S TNV
omoilat  OMpovpyNOnke kwOWOVIO £€vapéng, kol o€ TEPLOYEG GLPPOPNG, OTWG

nmapovcralovtal otov [ivaka 1 kot oto Zynua 1.
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Hivakag 1: ZuyvotnTeg Yo Tovg TOTOVE KOt TO GUVOAO TV LOVOVOUKAEOTIOIKADY TOAV LOPPIGUDV

7ov Ppébnkav oty £pguva.

YOYVOTNTES NETUAAOY DV

Tomoc/Ileproyn SNPs % m0606T0 TOV ApOpég SNPs
GVvOLoV

Ivtpévio (intron) 27,72 % 56
2uveVLLO (Synonymous) 23,27 % 47
Koatdvtn yovidro (downstream gene) 5,45% 11
Awryovidlaxmn meployn (intergenic region) 27,72 % 56
Apetappaotn mepoyn S (5 prime UTR) 0,50 % 1
Mn cuvavopo (missense) 7,92 % 16
Apetappaoct neproyn 3 (3 prime UTR) 2,48 % 5
Avévtn yovidio (upstream gene) 2,97 % 6
Apetdopaoctn meployn S, ELEAvion 0,50 % 1

Kodtkoviov Evapéng (5 prime UTR premature
start codon gain)

Evdoyoviduokd (intragenic) 0,50 % 1

[eproyn cvppagng & wrpdvio (splice region 0,50 % 1
&intron)

[eproyn ovppapng & cvvadvopo (splice 0,50 % 1

region &synonymous)

Number of SNPs

intron

o
|
!
|

SYNOonYmous
missense
downstream gene
upstream gene

3 prime UTR

Type of substitutions

5 prime premature start codon
intragenic
splice region & intron

splice region & synonymous

Yympae 1. Awypoppoatiky opadoroinon tov cuvorov tov tonwv SNPS g avaivong.
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MetpiOnkov kot ot OlQOPETIKEG  LOVOVOUKAEOTIOKEG TOPOAAAYEG OvVAL  TIG
Srapopetikég Paoetg yio ta 232 SNPS padi pe Tig TepUTACELS TOL EVIOTIGTNKE 0EVTEPOG
EVOALOKTIKOG TOAVHOPPIGHOG OTIG 101G Baelc (112 eppdvicay de0TEPO TOAVLOPPIGUOD).
And Tg 314 avIIKATOOTAGELS TOV VTOAOYIOTNKOV, TOPATNPNONKAY GULVOAIKA Ot
neplocotepes and kutooivn (C) (114 ovvoro) Kol GLYKEKPIUEVE Ol TEPIGGHTEPEG NTAV
a6 kvtocivn og Bouivn (T), 65 oe apBuod, Evd avTioTOr(0 AMOTEAEGLOTO ELPAVICAY KoL
ot Ttopardayég and v yovavivn (G) (79 cvvoro) oe adevivn (A) pe 51 avTikoTooTAoEL,
He TIC vTOAoumeg HETAALAEELG VO PpiokovTal o€ GYETIKA YaunAd tocootd. H Bouivn (61
oLVOAO) ka1 adevivn (60 GVVOAO) EPEAVIGAV AKPIPDOG TO AVTIGTPOPX OTOTEAEGLLOTOL LE
aVTA TNG KLTOGIVNG KOl TNg yovavivng avtiotolya, pe v Oupivn vo petotpéneton 38
QOpEC amd KuTooivn Kot 1 adevivn 36 eopég amd yovavivn (Iliv. 2). Ot avtikataoTtdoelg
TV Bacewv NTav To cVYvEG HeTald Tov 101wV opddnv alntodywv facewv dniadn Tov
movpwvav (A, G) kat Tov mpyudvav (T, C), He TIg AVTIKATUCTAGELS TOV SLUPOPETIKMOV

opad®V va. kupaivovton Tepimov and 11-20 (Zy. 2).

Iivakag 2: XOvoAo GVTIKOTOCTACEDV TMV VOLKAEOTIOIKMV Pdcemv yio 6Aa ta SNPs. Amo
aploTePd TPog Ta 6e&1é paivovtat Yo KOs VoukAEoTido EexmploTd Ot OVTIKOTOGTACELS KOl GTO

TEAOG TO GUVOLO Yo TNV KAOE PaoT. Me KOKKIVO YpdO GaivovTol Ol TEPIGGOTEPES TAPOAAAYEC.

C G T 2vvolo
13 36 11 60

- 21 65 114
18 - 10 79
38 12 - 61
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Yvvolkég Avtikataotdoelg NovkAeoTidimv

114

79

65
60 61

51

36

28
21 18
13 11 I
C

Novkieotidwa

G T

EA mC mG =T m30volo

Tynpoa 2: AwypoppaTiKy] OTEKOVIGN TOV GUVOMKOD oplfloy TMV OVTIIKOTACTAGE®Y TOV

VOUKAEOTIOIOV Kot Tov KAbe cuvorov. Me pmle amewoviletor 1 Adgvivn,, 1 KvTOGivi e

TOPTOKOAL, 1 Yovovivn e Tpdoivo, n Bopivn pe Kitpvo Kot To GUVOAO UE YKPL.

A6 avtd To OedOMEVO OYETIKA HE TOLG OeopoVS LOPOYOVOL, (aiveTon OTL

EUPOVIOTNKAV TEPIOCOTEPES TEPIMTOGELS avTikatdotaong and G, C oe A1 T, dnAadn

vqpyav 154 amd 1oyvpovg deopovc vdpoyovov oe acbeveic (49%). Avtibeta, 99

TEPMTMGELS LANPYOV 0md acOevelc mpog 1oyvpovs (32%). ATd 1GYVPOVG GE 1GYVPOVS

dradn and G oe C M 10 avrtiotpopo vmoAoyiotnkav 39 (12%) ko and acbeveic oe

acbeveig dSnhaodn 22 and A oe T 1 to avtibeto (7%) (Zy. 3). 1o Zynua 4 yopilovio ta

SNPs pe Bdon t@v 300 TOT®V ETEPOKVKAIKNG APMUOATIKNG OPYAVIKNG EVOONG, TOVPIVES

(A,G) kau mopyudiveg (T,C).
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AcBevnc

YUvoAo Avtikataotaoewv NoukAeoTiblwy o€
AcBevn

7%

loxupr oe loxupn
12%

m AgBevng oe loxupry  ® loxupn oe AcBevry  m loxupn o loxupry  ® AcBevrg og AcBevn

Xympa 3: [Tocootd avTikatdoto.ong GLVOLOL VOUKAEOTIOMV GYETIKA LE TNV OAALYT TOV OEGUMV
V3PoYOVOL. Ot PETAALAYEG 0O TOVS 1YLPOLE TPOG aobeveic deopodec vdpoyovov (G,C o A T)
eatvovtol pe moptokal ypopo, acbeveilg oe oyvpovg (A, T oe G,C) pe umhe, oyvpol mpog

oyvpovg (G-C) pe mpdotvo kot 1oyvpoi Tpog acbeveic (A-T) pe pop.

>UvoAo SNPs
upyusivn o Mopunsivn - | :o:
v
&
]
2 ovpivn oz Novpivn - N ¢
]
3
I}
£ novptun o nupyusivn I <
'_
upyusivn oz Movoivr | 7>
0 20 40 60 80 100 120

AplOuoc SNPs

Yympa 4: Zovolwkd SNPS pe Baon pe faon Tov 0o TOT®mV ETEPOKVLKAIKNG AP®LOTIKAG OPYOUVIKIG

évoong, movpivee (A,G) ko mopyudiveg (T,C).
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Ol oVTIKOTOOTACES TOV TUPYIOIVOV KOl TOV TOUPWVAOV o€ 10100¢ TOHTOVG
eppaviomkav og peyolvtepo aptdpo, 103 kot 87 avtiototya, EVM 01 VTOKATOGTAGEL OO
TUPUISIVEG G€ TOLPIVEG NTOV PEYOADTEPESG, 72 GUVOAMK( A0 TO AVTIGTPOPO TOL giye 52
TOAVHOPPICUOVG. XT0 ZyNua 5 mapovotdleTor avorlvutikd o apBudg tov SNPS ya tig
cuvavopes Kot pn petoddayés. To meplocdtepa yoo TIG GLVOVVLUEG UETOAAAEELS
gvromiotnkay omd aAlayég movpivng o€ movpivn, dniadn 16 amd yovavivy oe adevivn Kot
10 otV avtiotpogn nepintmon. [Tapopoing, Kovid e aptBuo nrov ot Tupudiveg o 1010
apOUOTIKY EVeoT), SnAadn omd Kvutocivn o€ Bouivn 8 kat pe tov avamodo cuvdvacud 7
SNPS. ZT1g un GUVAVVUES, Ol AVTIKATAGTACELS NNTOV OAEG YOUNAES GE aplOud. Apedtepa

EVTOTOTNKAY TTEPIEGOTEPEG AALUYEG OO 1oYLPOVG o€ acbeveic deapovc VIPOYOVOL (Zy.

6).
NOUKAEOTIOIKEG AVTLKOTOLOTAOELG YLOL ZUVWVU AL KOLL LN
Juvwvupa SNPs
18 16
16
" 14
S 1
(%]
o 10
-0
3
=)
Q 5
<

10
8
7
5 5 5 5 5
4
3 3 3
2 2 2

1 5 I 5 1 I 5 1 1 I
| | . .- I | | |

A>G A>C A>T G->A G>C G->T C>A C>G C->T T->A T->G T->C

o N B OO 0

NOUKAEOTIOLKEC QVTIKATAOTAOELG

HSUVWVUPEG B M GUVWVUUEG

Tynpo 5: Aypoplotikny omelkovion Yo TIG VOUKAEOTIOIKES AVTIKOTAGTAGELS Y10 TOL GUVMVULLOL
(UTAe YpOUO) KOl U CLVAOVORO (TOPTOKOAL YPDOLO) HOVOVOUKAEOTIOKOVG TOAVLOPPLIGLLOVG.
®aivetar o apBpoc tov SNPS mov evtomiotnkov oTIg OVOADCELS KOL Ol GUYKEKPLUEVEG

OVTIKOTAOTAGELS VOUKAEOTIOIMV Y10l TIG 600 KT YOPiEC.
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Avtikataotooelg NoukAeoTISlwy yla JUVWVUEG KoL [N ZUVWVUUEG
HMETAAAOYEC

AcBevic oe AcBevn E 5
worone | —
10
oo ——
oot r o —

B Mn ouvwvupe B JUVWVUUEG

Yynpa 6: AvTikatdotaoT VOUKAEOTIOIMV GYETIKG LE TNV GALNYT TMV OEGUMY LOPOYOVOL, OTANOT
UETAALOYEG A0 TOVG GYVPOVS TPog acbevelg decpovg vopoyovov (G,C oe AT), acbeveic oe
oyvpovg (AT oe G,C) kat 0 GuvoLOoUOS TOVG. Mg TOPTOKOAL O1 U GUVAOVVIES KO LLE UTTAE Ol

GUVOVUUEG UETOALOYES.

3.2. Mn cuvedvopeg HeTaAAayEg

Ot 16 un ovvavoueg petarrayég mapovcsidlovion otov ivaxa 3. EpeaviCovion to
ypoudcous (CHROM) kot  6éon petdAraéng (Position of change) oe oyéon pe 1o
apyko6 yovidio tov mromotapov (Ref), kat 1o véo apvo&d mov dnpovpyndnke (Am acid
change). Ola. ta yovidia VTG K®OIKOTOOVV TPWOTEIVEG KOL OAEG Ol TOPOAAAYES
yapoktpiotnkoav "MODERATE" o¢ mpog v coPapdtnrta enidpacng and to SnpEFT,
onAaon evdéyetanr va aAAGEovv TNV Asrtovpyio TG TPOTEIVNG, OAAGL Oxl TOGO
KATOOTPOPIKA, One¢ kamoleg o coPapéc ("HIGH") mov Oa diékomtay v Tp®TEIVIKNY
aAAniovyio. Ztov Ilivaoka 4 mapovoidlovtal ovolvtikd Yo 10 Kafe €ldog ta

ovykekpipuéva un cvvovouo SNPS 6e avtéc Tig Béoeig kot yovidia.
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IMivokog 3: Mn cvvovoueg petodloyéc pe ta 16 gvtomiopéva yovidio omd to snpeff. daiveron 1o ypoudowpa, 1D, erinedo

GTUOVTIKOTNTOG P, YOVIdLa, 0pyIkd VOUKAEOTIOO avapopdg immomdTapov kot to. eviomcpuéve, SNPS pe tv 0éon mapailoyng Kot

TO VEO apvo&D.

CHROM D P _values |REEIALT Genes Position of | Am Acid | Position of | Am Acid
changel | changel | change?2 | change 2

NC 080186.1| SNC 080186.1 239684603 0 C |AT PAIP1 €.1022C>A| p.Thr341Asn|c.1022C>T| p.Thr34llle
NC 080187.1| SNC 080187.1 206900504 0 A|G SLC24A1  |c.1844A>G| p.Lys615Arg | c.1844A>G | p.Lys615Arg
NC 080188.1| SNC 080188.1 112831188 0 C |T,A| SERPING1 [c.1179C>A|p.Asn393Lys
NC 080189.1| SNC 080189.1 16487508 0 T|C CREB3L2 [c.1399T>C|p.Ser467Pro
NC 080189.1| SNC 080189.1 47207190 0 G| A NOD1 €.1088G>A| p.Arg363Lys [ c.1088G>A |p.Arg363Lys
NC 080191.1| SNC 080191.1 52585619 0 A|G SASH1 €.1456A>G| p.Met486Val [ ¢.1378A>G | p.Met460Val
NC 080192.1| SNC 080192.1 18116966 0 T |CA TDG €.1039A>G| p.Thr347Ala | ¢.1039A>T | p.Thr347Ser
NC 080193.1f SNC 080193.1 53171072 0 A |GT MAP3K19 |c.2742T>A|p.Asn914Lys
NC 080193.1| SNC 080193.1 87582884 0 T |CG INHA ¢.759A>C | p.Glu253Asp
NC 080193.1| SNC 080193.1 90315322 | 1.47E-99 | C |T,G| SMARCAL1 |[c.1021G>A| p.Val341Met|c.1021G>C|p.Val341Leu
NC 080197.1| SNC 080197.1 99355381 | 2.12E-103| C |T,G MYO1A €.2873G>A|p.Ser958Asn|c.2873G>C | p.Ser958Thr
NC 080201.1| SNC 080201.1 45203642 0 C |AT WDR88  [c.1164C>A|p.Asn388Lys
NC 080201.1| SNC 080201.1 46950818 0 G | A |LOC130838835/ ¢.196G>A | p.Val66lle
NC 080201.1f SNC 080201.1 57070476 | 1.7E-112 | G |AT BICRA €.460G>A | p.Alal54Thr | ¢.460G>T | p.Alal54Ser
NC 080203.1| SNC 080203.1 2518343 0 A |CG G6PD €.364A>C | p.Lys122GIn| ¢.364A>G |p.Lys122Glu
NC _080203.1] SNC 080203.1 4126462 0 A|G GABRQ .364T>C | p.Tyr122His

Mivaxag 4: Ta €ion wov evtdmice 0 GAANAOVYITAG, LE KOKKIVO TO €101 LE NY0EVTOTIGUO, e pol Ta 10n yopic. Paivoviol To
YOVidla Kol To VOUKAEOTIO 0VAPOPAS TOV ITITOTOTALOV, GLYKPLTIKA e T VOUKAEOTIdW otV 1010 B€om Yo Ta Sidpopa €10m. Me

TopToKOAM amekoviletal 1 kutooivn,(C) pe pumie 1 adevivn (A), pe Tpdoivo N yovavivn (G) kot pe kitpvo n Bvuivn (T). To N

(6omPO) AVOPEPETOL GE VOUKAEOTIOWN TTOV OEV EVIOTIGTNKAV GTNV dAANLOUYIoT, VD VITAPYOVY TEPMTMOGELG Yo £idn pe 2 SNPS.

Genes
PAP1

SLC24A1

SERPINGL

CREB3L2 [T

NOD1

M.novaeangiae

LOC130838835
BICRA

N G G G G G G G G
T T T T T T T T T
G G G G G G T T T
INHA T G c 6 6 T G G T T T T T T T T T
SMARCALL | C N T T T T T T N CG C C C C C C c
MYOIA [ C C C C C c C C T T T T T T T T
WDR88 | C C C C C c C C T
G G G G G G G
G

(@]
@O |®
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Movo ta €101 oT0 0TOl0 EVIOTIGTNKOV TOAVLOPPICLOL HETE TIC AVTIGTOLYICELS TOV
SnpEff kpatbnkav 6to 1€h0g. Lyeddv e OA T YOVIOLo PAVIKE EVOC OL0Y®PIGIOG OTO.
VOUKAEOTIO OVAUESH GTO 10T [LE NYOEVTOTIGUO KOl GE OV TA YOPIG Y10 TIG UT] GUVMDVUUEG
petoAdayéc. Ta 10N e NYOEVTOMIGUO 10V LOVOVOUKAEOTIOIKOVS TOAVHOPPIGHOVG GTO
yoviowa: SLC241, TDG, INHA, SMARCAL1 xot BICRA. Ta &idn yopic nyoeviomicud
elyav ota yoviow: PAIP1, SERPING1, CREB3L2, NOD1, SASH1, MAP3K19, MYO1A,

WDR88, LOC130838835, G6PD kot GABRQ (I1iv. 5).

IMivaxoeg 5: Epgdvion tov yovidiov e TOALOPPLIoHOVE Yol T 10T LLE TYOEVTOMIGHO KOl XOPIC.
[Mapovsiaovotl pe TopToKaAl Ypd U T YOVidla TV €100V oL epeavicay SNPS ce oyéon e to

YOVISI® UL, TOV UTTOTOTOLOV EVM LE TPAGIVO OVTA YMOPIC NYOEVIOTIGIO KOl LE TOAVLOPPLGLLOVCE.

2y tehevtoio GTAAN aivetol Kot 1 Ploynikn 101tnto ToL Yovidiov 6To KOTTOPO.

IMolvpoporopoi . Xopi Buoympucn
yolilgi(z)v g Hyogvromopog onavr(‘))ngw 1o 161)((’:11:‘:(1“
PARL / Buooteeon
SLC24A1 v Na/Ca
SERPING1 v Apvova
CREB3L2 v Metdoppaon
NOD1 v Apvova
SASH1 v Apvva
y e
MAP3K19 v dwcspopuvAinon
INHA v PuOpiotiko
SMARCAL1 v Evépyela
MYO1A v Mopuatkog
KWNTNPOG
WDRS88 v .
LOC130838835 v =
BICRA v Metaypaoen
GERD / Dosgopiiwen
GABRQ v Nevpkd cvonua
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Ta yovidio T@V U1 GUVOVOUOV PHETAALAYDV YopioTnKay pe Baon TV PLoymukr tovug
1010t Ta 1 Asrtovpyia 610 KOTTOPO cOHPOVA LE TIS Pdoelg dedopévav NCBI, genecards

Ko uniprot otov [livaka 5.

3.3. Blast ywo a\Aa €ion

Ytov [livaka 6 mapovsidovral ta anoteréopata tov NCBI Blast yio ta didpopa £idn
mov peietiOnkav. Ta yovidwa PAIP1, SLC24Al1, SASH1, TDG, MAP3K19, INHA
enpavicay idto voukieotidwn otig peletopeveg Béoelg aveEapta to €100¢ Kot TOV
nyoevroniopd. Ta vwéAoma yovidio Tapovciocay mapduola amoteréopata tov snpeff
([Iiv. 4) ®¢ TPOG TOVG LOVOVOVKAEOTIONKOVG TOAVLOPPIGHOVS Kot TV yp1ion 1 Oyt Tov

NYOEVTOTIGLOV.

Mivaxag 6: ITivakag pe ta €idn mov evromioe 1o NCBI BLAST, pe kdkkvo ta €101 pe nyoevIoniopo, pe pol to gidn ympic.
®aivovtol To yovidlo Kot 10, VOUKAEOTIOW OvVaQOPAG TOV WITOTATALOV, GUYKPLTIKA LE To. VOUKAEOTIOW oty 1w Béom v Ta
dtpopa €16M. Me moptokori ametkoviletar 1 kutooivn,(C) pe prie n adevivn (A), pe Tpactvo 1 yovavivn (G) kot pe Kitpvo n
Ovuivn (T). To N (dompo) avapEPETOL GE VOVKAEOTIOW TOV OEV EVIOTIGTNKAY GTNV OAANAOVYION, UE KOKKIVO, YPAUUOTO Eival

vovkAeotidia Stopopetikd omod ta avtictorya amotedésata Tov SNPEfT (kevipikd avorytd umie pe frocovap) g mpog ta SNPS

TOV YoVIdimv, Yo, ta. un cuvavoua SNPS.

SLC24AL G G c

SERPNGL [ C| N N N N N c N N N N N

CREB32 | 1| ¢C T T T T T c c c| ¢ C
NODL T G T

INHA

SMARCAL1

T
C
MYO1A C
WDR88 c
G

G

LOC130838835
BICRA
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4. 2YZHTHXH

Mepwd amd to. SNPS gppavifovtor 6e pn K®OKOTOMUEVES TEPLOYES, EVA OAAL
ovpPaivouv otig mepoyés kmdkomoinong (Hagmann, 1999). Ta wipdvie Kot ot
Ol yovidlokég TePLOYES OeV  KMOWKOTOOVV  AUECH TPMOTEIVEG, OAAL pmopohv  va.
EMNPEAGOLV TNV £KPPOCT TOL Yovidiov, tn pOOON ™G YOVISIOKNG £KPPOONG KoL VoL
petafdiiovy TV petaypa®n N akopo  €xovv  mopatnpndei  vovkieotidukol
TOADUOPPIOUOL GE OVTES TIC TEPLOYES TTOL TpoKahovV acbévelec (Chen and Tian, 2016;
Jo and Choi, 2015; Yadav and Mohapatra, 2017). Xtnv épevva evtomiotnKov ot
TEPLGGOTEPOL TOAVLOPPIGHOL GTO, IVTPOVLI KO GTIG dL0yOVIOLaKEG TTEPLOYES, S6 GE aplOpd
v kBe meproyn. ToArég o apBud NTav kat ot cuvavoueg petariayés (47 SNPS), ot
omoieg dev emnpedlovy T0 YoVIdLoKO TTPoidv, SnAadn N TPOTEIVIK aAAnlovyio Kot Ta
voukAeikd o&éa dev petafarlovror (Shastry, 2009). Ot un cvvdvopeg PETOANGEELS
MPOKOAOVYV  OAAOY] o1V  oAAniovyio TV oUvoEEé®mv oG TPOTEIVNG HECH
AVTIKATAGTOONG EVOG KOIKOVIOL LE KATO10 TOV KMOWKOTOEL O1OUPOPETIKT) TPOTEIVY Kot
glvar ot mo onuaviikég yoo TV eEEMEN TV €OV Kol TV OlEPELNo TOV
dapoporomoewv ota yovidw (DePristo et al., 2005; Zhang et al., 2012). ' Ta €i6n oL

peretnOnkav Bpédnkav 16 pn cuvOVLLLOL LOVOVOLKAEOTIOIKOTL TOAVHLOPPIGLLOL.

2Oppova pe ta amoteléopata e £pevvag, Ta teptocotepa SNPS mov evtomictnray
670 oUVOLO mponpBay amd HETANTMOGES ONANON Omd PETOTPOTES HETAED TOVPIVAV Kot
mopydvev. Ot LETONTOGES oTo. ONAOocTIKG Kot WOoitepa OTIS KMOTKOTOMUEVES
TEPLOYES, OE €VOOYOVIOLOKEG TEPLOYEG KOl GE WIPOVIKL Evol TEPIGGOTEPO GLYVEG
(Rosenberg et al., 2003) Adoyo tov Boynmukov 1010TMTOV TOV PBAceov Kot v
yopmAdtepn amaitnon e gvépyeta yio v yovidtokn petaAiiayn (Ray, 2022), eved éyovv

Kot Aryotepn emidpaoT G6To YOVISlo 6 GYECN LE TIG LETAGTPOPES, EMTPEMOVTOS £TGL TNV
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dwatnpnon oe moAhéc yevieg (Guo et al., 2017; Lynch et al., 2023). H amapivoon g
KLTOGIvIG TG adevivng kat ¢ yovavivng (o&eldwon), elval amd TG T KOWEG Kot
avBopunteg PETAALAEEIS TOL YOVISIOUATOC 6TOV cOYYpovo koouo (Lewis et al., 2016;
Nguyen et al., 1992; Tolosa et al., 2019). Ot idieg avaroyieg BpEOnKav 6TIG GULVOVLUESG
Kol OTIC un ovvovoueg petodrayéc. Ilapopoing, 10 moc0oTO pETOAAOYNG Omod
VOUKAEOTIOWL pe 1oyvpovg deopovg vdpoyovov (GC) 49% oe vovkieotidwr pe mo
acOeveig decpovg (AT) Ntav peyaAdtepo AOY® TV 101wV PLOYNUIKOV UNXOVIGUOV, KOTL
oL NTav AvapeEVOUEVO BIBAOYPAPIKE Y10 AVTEG TIG GUYKEKPIUEVEG TTEPLOYEG Ol OTOLEG
elvan o mhovoleg og yovavivi kot kvtooivn (Bergman and Heide Schierup, 2021;
Ellegren et al., 2003; Galtier et al., 2001; Khrustalev et al., 2012; Pozzoli et al., 2008;

Webster et al., 2006).

Extipdrot 0Tt Ta dtdpopa €101 pe NY0evTomIopod £xouv eEEAMEEL SIPOPETIKA OpLoUEVAL
OTTIKOOKOVGTIKG YOVIOLOL TOV TOVG EMITPEMOVY TNV MO OTMOTEAEGLOTIKY, TOLOTIKY KoL
TayOTEPN TANPOPOPN O Y1 TO TEPPAALOV Kol TO OtkocvoTOoTHHO dtofimong Tov kdbe

€ldovg mov &gl drapopetikég amartroelg (Jones and Holderied, 2007).

2V mopovoa £peuva TapaTNPNONKE Evag O ®PIGUOS TOV YOVISI®MV aVALEGH GTO
€10M OV ¥PNOLUOTOLOVY NYOEVIOTIGUO KOl GE AT Ywpic, epeavifovtog dnAadn Kool
LLOVOVOVKAEOTIOIKOVG TOAVHOPPIGHOVS GTo Yovid Kotd v oOykpion Ttov Vo
wwmtov (Iliv.4, [Tiv. 6). Ta yovidia mov oyetilovtar pe v Tapayyn 1yov, TNV oKom
N v 6pacn Ponbodv mepiocdTEPO oV Olepediviorn Kot v e€nynomn avtig g

TOPOAAAKTIKOTNTOG,

To yovidro SLC24A1 kwdwomotel £va LEAOG TNG OIKOYEVELNG TPMOTEIVAOV EVAALAYNG

vatpiov/acPeoctiov kot mov e€aptdtor amd 10 kAo cvppove pe to NCBI, pe v
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KOIKOTomMuEVN Tpoteivn va moilet onuovtikd porlo oty avtailayn vatpiov/acPecstiov
OTOVG PMOTOVTOO0YEIG TOV AUPIPANCTPOEIBOVG YITOVA, HecoAaPOvToc oty e£mbnon
evOg 10vToG 0oPecTiov Kot VO 10VTOC KAAIOV G€ OVTAAAAY LA Y10 TEGGEPQ 1OVTA VATPIOL.
Amotelel KPIGILO GVOTOTIKO TOV KATOPPEAKTY KOL TNG OTTIKNG HETAYMYNGC, TTOL EAEYYEL TN
OLYKEVTIPMOOT 0GPESTION TV EEMTEPIKMV TUNHATOV KATA TN S1EPKELD TOV PMTOG KOl TOV
oKOTOVG, VA TavTOYpova Tailel factkd poOAO Gt SlodIKAGIO TPOGUPUOYNS GTO PMG.
Mepikég Epevveg £xovv amodeilel 6Tt PeTAALAEELG o€ aVTO YoVidio oyetilovTat dpeca pe
™mv acbévelo cuyyevong voytepvig Toplmong (Congenital Stationary Night Blindness)
(Neuillé et al., 2016; Riazuddin et al., 2010; Vinberg et al., 2015), 1 omoio givar pio
OVTOCOUKT TAON O 6TOV AUEIPANGTPOELDN] YITOVA TOV SOVGKOAEVEL TV OPOGT) T VOYTA
(Riazuddin et al., 2010). And T1c avaivoelg mopatprdnke OtL Olo To. €idn pe
nyoevronioud, ektdc amd v eaiowva, P.macrocephalus, spedavilov molvpoppioud kot
Bpétnkav un cvvovopeg petodddéels e avtd To yovidro. Eivar Aoykd va Bpebet avti 1
petoAlayn yovidiov o€ auTd T €101 MOV OGTO GKOTAOW OEV YPNGLUOTOOVV GYXEOOV
kaboAov v 6paomn tovg (Thiagavel et al., 2018). Ta Tov puonmpo 1 un petdAraén
{owg va. opeidetal 0NV S10POPETIKY SOUN TOV APPIPANGTPOEN Yrtdva, dNAadT GTOV
CYNUATICUO TOAAATADV CTPOUATOV HE YIYAVTIOL YoyyAlOKE KOTTOPO KATL TOL OV

enooviCetar oo GAho knTddn pe ot ™ popen (Bjergager et al., 2003).

To SERPING1 gumiéxeton pe tnv puduion tov Katappaktn kot 1 EAAeym odnyel o
KANPOVOUIKO ayyEloveELP®TIKO oidnua, coppova pe o NCBI. Xe épguva Bpébnke o011,
vevetikny mapaidayn oto SERPING1 petafdiier onuaviikd v evoicOncio otnv
EKQOAION NG WYPAG KNAidag mov oyetiCeton pe v nhkia otov dvBpwmo (Ennis et al.,
2008), aAAd ko og dAla Tapdioyo tov SERPIN éxovv eviomiotel cvoyetioeic e PAGPeg

patiov 6mwg 1o SERPINF2 tov omoiov ot petaArd&elg mpokaAolOVv yAOOK®LUO
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(Kodeboyina et al., 2020). Ta €idn pe nyoevtomcud €KTOC TOL PLGNTHPO ElYaV T, i1
VOUKAE0TIOWN e TOV ImoTdTANO, o€ avtifeon pe To €10n ywpig frocdvap Tov dev giyov
petaAdoyn, LITodEKVOHOVTOS ol TBav S1aopeTikn €EEMEN HaTIDV Yo kABE opado Kot
OTL 0 PUONTNPOG IOMG EYEL SLAPOPETIKO POVOTLTTO WS TPOG TaL PaTio. 'Eva axopa yovido
mov Bonbael otnv axon givar 1o G6PD, tov omoiov 1 vIEPEKPPACT TPOGTATEVEL OO TO
o0& MTIKO GTPES KOL TV AMAELN 0KONG TToL oyeTileTon pe v nhikio (Bermiudez-Mufioz

et al., 2020; Caroca et al., 2017).

To yovidto CREB3L2 mailer onuavtikd petaypaeikd poro otnv oviamtuén tov
VELPIKOV KLTTAP®V KOl TNV TPOGTAGio TOVG 0mtd to meptariovtikd otpeg (Sampieri et
al., 2021). TTohvuoppiopoi ce avtd dev Ppébnkav oto €idn pe nyoeviomoud. Eyxet
napotpnOel 6tL ot mpwteiveg CREB yevikd mollamiacialovtal 6to KOTTOPO OTOV O
opyaviopog deyeipetar pe o (Chaudhury and Wadhwa, 2009; Tan et al., 2008), evd
nailovv oNUOVTIKO POLO GTNV EKUAONOT KOl OTOUVIUOVELCT] TV JPOP®Y NYOV GE
Onlaotikd kar wnvé (Abe et al., 2015; Han et al., 2008). IMapopoing, 0 MYO1A
KOOKOTOlEL éva LEAOG TNG VTEPOIKOYEVELNS HVOGIVIG KOl AEITOVPYOVV MG HOPLOKOT
KvnTpes. Mepikég mpdopatec Epeuveg £x0uV OiEEL CLGYETIGHOVG TOV HETAAAAEEDY TV
YOVIOL®OV HLOGIVIG LLE VTOCMOOTIKY] EXIKPOTOVCO KOPMOT) OTWS KOl SUGAEITOVPYIO TOL
apeipinotpocidong yrtdva (Dosé et al., 2003; Friedman et al., 2020; McGowen et al.,
2020; Miyoshi et al., 2024; Sharma et al., 2023). 'Eva GAio mapdroyo to MYOT7A
oyetietal pe TNV KaAVTEPN Opoo 6T0 6KOTAdL 610, Baddooto Ondactikd (Williams and
Lopes, 2011; Yuan et al., 2021), motdoo Epevva. £xel dei&el 0TL oTnVY ovTibeTn TEPinT®ON
T YOVIOlo TG OPOGNG Y10 TO PMG OEV SLPEPOLY TOCO Y10 TO LVGTAUKOKNTMON KoL TO.
000VTOKNTMON 7oL KAvouy Pabiéc Poutiég kal £xovv ayxpoupatToyio, VO To yoviolo

yapoktnpiotnkov g yevdoyovida (McGowen et al., 2020). O pvontipag mTov Tavel 6
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peyaia adn, oty mopovca EPEVVO. ELPAVICE TOPOLOLN VOUKAEOTIOW e T €101 Ywpig
NYOEVTOTIGUO Kot OYL TOAVLOPPIOLOVG OTWS T, VITOAOITO 0OOVTOKNTMOT GTA TAUPOUTAVE®

yoviowa 6paong SLC24A1 ko SERPINGL.

Ta yoviolw NOD1 kot 10 mapdAioyo tov NOD2 eumiékovtal otnv ovoGOAOYIKN
amOKPLOT) O€ 10YEVELS, BaKTNPLOKEG KOt TOPACITIKEG AOIUDEELG. MeTaAAaYEC TV YOVIST®V
umopel vo. TPOKAAEGOUV O1Apopeg YEVETIKEG AGOEVEIES APTIOV OTWG YOALOOTEATMUN
(Leichtle et al., 2015) ko1 patidv 6mmg ovvopopo Blau (Kurokawa et al., 2003). To
yovioro SASH1 ovuPdrer otmv duova omd moboyoéva ko elvar €vag mlavog
0YKOKOTAOTAATIKOG unyoaviouds (Yu et al,, 2022). Kot yio tovg 00 apoviikovg
unyoviopots Bpédnkav SNPS ota €idn ympic nyoevromiopnd. Avtifeta, yio 1o yovidio
TGD mov apoapet ™ Bopivn and eopoarpéveg (evyapmaoelg C/T ko T/T (Cortazar et al.,
2007), Bpébnke Ot OAo. Tl €(0M LE MNYOEVIOMIGUO EUPAVIGOV LOVOVOLKAEOTIOIKOVG
TOAVLOPPIOUOVG, HE To BOAAoTI0. ONACGTIKA e NYOEVTOTIGUO VO, £X0VV SLOPOPETIKOVS

TOAVUOPPIEUOVS OO TOLG LITOAOITOVS OPYOUVIGHOVC.

Mia amd tig 1010tteg tov mapaidyov tov WDRS8S, oniadr 1o DAWL extipdron ot
oyetileTon pe v ovupetpio aprotepd/de&id twv opydvmv (Coudert et al., 2023; Lesko
and Rouhana, 2020; Stelzer et al., 2016). Xto €idn pe myoevromiopd evromileTon
AGLUUETPIO apLoTEPNG KO OEELAC TAELPAS, DGTE VO EMLTVYYAVETOL KAAVTEPO 1 TAPAYMOYY|
YOV Kot 1 Ay g emotpepopuevng minpoeopiog (Kanwal, 2012; Laeta et al., 2023;

Lanzetti et al., 2022; Ramalho et al., 2015).

O mpotopykds poroc tov yovidiov PAIPL givar otn pvBuion g petdopoaong
aAMAETOpOVTOG HE TpoTEivEG Tov Ogouevovv POly(A), emmpedalovrog €10l ™

otafepdtnta tov mRNA kot v évapén petdepacns. Avtd 1o Yovidlo Kot 1 TPMTEIVN
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TOV GLVOEOVTOL TEPICCOTEPO LE KVTTAPIKESG Olepyaciec OTmG 1 Plocuvieon Tp®TEIVAY,
napd pe arcOnnplakég Aettovpyieg Omwe n axon 1 n 6pacn (Armengol et al., 2010), av
Kot LETOAAGEELG € 0VTO TO YOVIOI0 Popel Vo TPOKAAEGOVV OVATTTLELNKES VEVPOLOYIKES
SVOKOALEC TOV UTOPEL VO GLOYETIGTOVV LE OTTIKOOKOVOTIKEG Aettovpyieg (Wegler et al.,

2022).

To yovidio MAP3K19 evepyomotei t1g dpactnpiotreg décpevong ATP, kivdong kou
ewo@opLAimong tov npoteivov (Hoang et al., 2020). O nyoevtomiouds Exet Ppedel ot
elvar évog apketd domovnpog UNXOVIGUOC EVEPYELOKA Yo T, dldpopa €idn mov TOV
a&lomolobv, KabdC amatTeiToL 11 CLVEYNG TAPUYWYN TOAAMY NYNTIKOV KUUATOV E01KA
070 KLUVAYL 1] akOpo Kot otV Npepia dtav kovovikomolovvtat peta&d tovg (Currie et al.,
2020; Dechmann et al., 2013; Noren et al., 2017; Voigt and Lewanzik, 2012). Avaioya
pe 1o €100¢, aALA KLPIWG 01 000VTIMTEC PAALAIVEG, EKTIUATOL OTL £XOVV TNV IKOVOTNTO VO
TPOGOPUOCOVV KOl VO UELOGOLY amd POVES TOVG OPKETO TO UETOPOAIKO EVEPYELNKO
KO6TOG pewdvovtag Ty mapaymyn o&vyovov (Noren et al., 2017). v épevva Bpédniay
TOAVLOPPICUOL Yoo OAOL TOL KNTMON YL TO CLYKEKPIEVO yovidlo. To mapdAioyo tov
MAP3K1, eivon anapaitnto yio tqv axor| (Faridi et al., 2023) kot v avamntoén tov

apeipAnotposidong yitwvo (Mongan et al., 2011).

Ta akdAovOa yovidla Tov EUPAVIGOV TOAVLOPPIGHO GTA E10T LLE NYOEVTOTIGUO KoL TO
dupeco opdroya tovg, onaadn: ta INHA mov mapdyovv moAhamdid mentidkd npoidvra,
SMARCAL1 mov cuvelspépovv otig dpactnprotntes ehkdong kot ATPaong kot BICRA
T 07Ol EVEPYOTOLOVV TOV PLOUIGTH TG HETAYPAPNS, OEV GAVNKOY VO £XOVV KATOL
dupeon ocvoYETION WHE OMTIKOOKOVLGTIKOVS pnyavicpovs. H Astrtovpyio tov GABRQ
wephapPavel TNV ToOTEPT AVOCTAATIKY LETAOOGT] GTO KEVIPIKO VEVPIKO GUGTNA, EVHD

pikpoereiyelg tov mapordywv GABRAL kot GABRG2 mpokaAolv emtinyio Kot OTTIKY|

Institutional Repository - Library & Information Centre - University of Thessaly
04/09/2026 10:32:05 EEST - 216.73.216.250



37

avamnpio, AOy® ™G OAAOI®UEVIC LVEAMVOONG TOV VELPAEOVOV Kol TNG ETAKOAOVONG

atpoiag Tov ontikov vevpov (Zhang et al., 2023).

Ta €idn pe Myoevtomiopud @avnkay vo €0VV avamTOEEL KOAVTEPOVG OUVVTIKOVS
unyovicpovg (SASH1, NOD1) kot unyoviopovg pobuiong (SERPING1, G6PD,
CREB3L2, MYO1lA) mov oyetifovtar wupiwg pe Tovg 0@OaALOVE Kol  TOV
apeipAnotpostdn yrtova oAAd Kot to aetid. EmmAéov, epgavifouv kot pio kown
ovoyétion oty avantuén kat Asrtovpyion vevporoyikdv unyaviopdv (PAIPL1) kot
dpaoctmprotitov ATP (MAP3K19, GABRQ), éAMletyn tov omoimv icmg va TpokaAEGOUV
wpofAnuato otnv 6pact kot v akorn. H akon elvar amapaitntn yio Tov n)0evIomic o,
VO QOIVETOL OTL OKOMO, KO TO HATIO 10MG VO €lval O ONUOVTIKG 0TO TEPBAALOV
dwPiowong tovg yuoti €xovv e€eAiel opiopéva SUPOPETIKG YOVIOL TPOGTAGIOG Kot
avantuéng omd ta €idn yopic Procovap. Ot petorddéelg delyvouv Ot o €101 oL dev
€xovv Myoevromcpd {omG va otapdtnoov KAmote vo £(0vv TOGT TOAD avAyKn TO
GLYKEKPILEVO YOVIdLOL Yo TNV aKOTN Kot TNV Opacn kot vo eEeliynkav dopopeTikd.
Avtifeta, ta €101 YOPIg NYOEVIOMIGUO EXOVV KPATNGEL TNV KAADTEPT TPOCAPLOYT GTO

@m¢ (SLC24A1) kati mov glvarl Loyiko a@ov {oUV G€ 0IKOGLGTILLOTA TTOV VITAPYEL OPKETO.

ZOUTEPOUCUATIKG, EVIOTMICTNKAY OPKETOL LOVOVOUKAEOTIOWKOL TOAVUOPPIGHOT GE
yoviole mov elyav KAMOW GULGYETION HE OMTIKOOKOVLOTIKEG Agttovpyies. Avtd, o€
GLVOLAGHO LE TO YEYOVOS OTL TOL €101 OO SLOPOPETIKA OIKOGLGTNILATO ELYOV TOPOLOLES
VOUKAEOTIOKEG LETAAAAYEG G TTPOG TNV XPNOT 1 OYL TOV UNYAVIGHLOV TOV NYOEVTOTIG OV,
pog €0e1&e 0Tt mBavov vo vtapyel cuykAivovoa e£EMEN Yo Ta €101 OV PN GILOTOLOHY
NYOEVIOTIoUO KOl Ylo. VTA oL OV TOV Ypnolpomoovyv. To gupiuata g £pgvuvag
emPefardvovior and GALOLG EPELYNTEG TOV EKTLLOVV OTL VLAPYEL GVYKATVOVGO eEEMEN

Yo ovTd To SLapopa €101 o€ optopEVA YOVISLN KOl TPOEKLY AV OO TNV PUGIKY ETIAOYY,
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oV Kot Etvor akOpo ap@IAEYOUEVO TO TOTE OKPIPAS £YIVOV Ol SIPOPOTOUCELS Kol TOTE
enpaviotke to Procdvap (Jones and Holderied, 2007; Li et al., 2017; Liu et al., 2018;
Marcovitz et al., 2019; Parker et al., 2013; Shen et al., 2012; Thomas and Hahn, 2015). O
NYOEVTOTIGUOG OMOTEAEL YOPAKTNPIOTIKO «KOAOD GYESAGHOV» TNG PLGIKNG EEMENG Kot
glvar €vag apkeTd YPNOLUOG UNYOVICHOG Yo dtdpopa €idn mov {ovv og amouTnTIKE Kot
povadikd evorotuato (Jones and Holderied, 2007). v mapovca Epevva Bpédnkov
TOAVLLOPPICLOL GE PEPIKA VEQ OTTTIKOAKOVGTIKA Yovidia Tov dev Exovv mapatnpnel oe
GALec peléteg pe Myoeviomicopd, av Kot 1 akpinig Aettovpyia Tovg GTOV PNYAVIGUO

ypeLaletal TEPUITEP® dlEPEHVNOT, MOTE VoL EKTIUN el KaAbTepa 1 eEeMKTIKN TOPEiQ TOV.
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ABSTRACT

Echolocation or biosonar is a physiological process in which certain species have the
ability to produce sound waves and perceive their environment through the echoes that
are reflected back to them. It is used by a wide range of species, such as all toothed whales
and small bats, some shrews, and certain birds, when vision is limited or inadequate. It is
estimated that species which have developed echolocation exhibit convergent
evolution—meaning that these organisms, which are not closely related, have
independently developed common characteristics to adapt to similar needs. In this study,
we attempt to detect single nucleotide polymorphisms (SNPs) among various vertebrates
based on the development or absence of echolocation as an evolutionary trait, using
bioinformatic analysis. The aim is to investigate the evolutionary pathway of this
mechanism, as well as to expand the genomic literature regarding echolocation.
Databases were used to extract whole genomes of various bats, cetaceans, and
insectivores, and these were aligned with the genome of the hippopotamus. Through
GLM analysis and prediction algorithms, we identified the positions in the genome where
single nucleotide polymorphisms appear, whether they code for proteins, and if they result
in amino acid changes, allowing us to assess the possible impact of mutations on genes.
Additionally, some other species were compared at the end using Blast. The results
indicated a separation of mutations based on whether or not echolocation is used, thus
suggesting potential convergent evolution in species that use echolocation. Many of the
nonsynonymous polymorphisms were found in genes associated with audiovisual
functions, and thus could be related to the mechanism of echolocation, such as SLC24A1,
NOD1 and SERPING1. Species with echolocation appear to have developed enhanced

defensive mechanisms (SASH1, NOD1) and regulatory mechanisms (SERPING1, G6PD,
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CREB3L2, MYO1A). Additionally, they show a shared association with the development
and functioning of neurological mechanisms (PAIP1) and ATP-related activities
(MAP3K19, GABRQ). Mutations suggest that species lacking echolocation may have
gradually lost the need for these specific genes for hearing and vision, evolving in a
different direction. In contrast, species without echolocation have retained an optimal
adaptation to light (SLC24A1). Echolocation is a particularly useful mechanism for
various species that inhabit challenging and unique environments. In the current study,
polymorphisms were identified in some novel audio-visual genes that have not been
observed in previous echolocation studies, although their precise role in the mechanism

requires further investigation to better assess its evolutionary trajectory.

Keywords: Echolocation, Single nucleotide polymorphisms (SNPs), convergent

evolution
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ITAPAPTHMA

7.1. Python script yia. tqv edpeon twv SNPs ue to {nroduevo p
threshold = 0.05 / 20252446
input_file = ballelic_sort GLMZ1.txt'
output_file = filtered_output.txt'
with open(input_file, 'r") as infile, open(output_file, 'w') as outfile:
header = infile.readline()
outfile.write(header)
header_columns = header.strip().split(\t")
p_value_index = header_columns.index('p")
for line in infile:
columns = line.strip().split('\t")
if len(columns) == len(header_columns):
p_value = float(columns[p_value_index])
if p_value < threshold:
outfile.write(line)

print(f"Filtered data has been written to {output_file}")
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7.2. Aldayn oto VCF twv vovkieotiolwy yio kale gidog amod apiBuovg oe ypauuata oe

oyéon pe 1o vovkleotioro avapopdgs (oro 0,1,2 oe A, T,G,C)

def process_vcf(input_file, output_file):

with open(input_file, 'r") as vcf_file, open(output_file, ‘w") as out_vcf:

for line in vcf_file:

if line.startswith("#"):

# Write header lines as they are

out_vcf.write(line)

continue

# Split the line into columns

columns = line.strip().split(\t")

ref = columns[3] # Third column (reference allele)

alt = columns[4].split(',") # Fourth column (alternate allele(s))

# Process each genotype in the row

genotypes = columns[9:] # if Genotypes start from the 10th column

new_genotypes =[]

for genotype in genotypes:

gt = genotype.split(":")[0] # Get the genotype part (before the first ":")

alleles = gt.split('/")
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translated_alleles =[]
for allele in alleles:
if allele =="0":
translated_alleles.append(ref)
elif allele =="1"
translated_alleles.append(alt[0])
elif allele == "2" and len(alt) > 1:
translated_alleles.append(alt[1])
else:
# Handle missing or unexpected allele values
translated_alleles.append('.")
# Join the translated alleles with a slash
translated ='/".join(translated_alleles)
new_genotypes.append(translated)
# Create the result line with translated genotypes
result = "\t".join(columns[:9] + new_genotypes)
out_vcf.write(result + '\n’)
# Input and output file paths

input_vcf = biallelic_sort_outlier.vcf'
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output_vcf = processed_biallelic_sort_outlier.vcf'

# Process the VVCF file

process_vcf(input_vcf, output_vcf)
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