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XKbirkpinapdarbl myKbiM KyanalmbiH aypyrnap xaHyaprnapObiH OeHcaybifbiHa, CENeKUUSIIbIK XYMbIC-
mapdbiH muimodinieiHe XeHe criopmmbiK KondaHbllyblHa alumapribikmat ecep emedi. byn 3epmmeyde
KasakcmaHObIK XbliiKbliapObiH eki nonynsyusicbiH0a — KocmaHal myKbiMbl MeH Adal murniHde — anmai
beneaini mymauyusi 6olibIHWa 2eHemukaribsik MOHUMopUHe xypaidindi: HYPP (SCN4A), PSSM1 (GYS1), GBED
(GBE1), HERDA (PPIB), LWFS (EDNRB) xoHe Grey/menaHoma (STX17).

AHanus yuw 0epekmep XublHMbIFbIH KammblObl: 1630 XbIKbIHbIH 2eHomunmepi xxoHe 65 XblnKbIHbIH
moriblK 2eHoMObIK cekseHuprieyi BR10764999 «)Kbirikbl wapyawbinbifbiHOa cenekyussbsiK npouecmi muimoi
backapy xxeHe eeHOoHOMbI cakmay mexHonoausinapbiH a3iprey» 6ardaprnamachl asicbiHOa; 96 XblKbIHbIH
Oepekmepi BR22885681 «KocmaHal myKbiMbiHbIH 2eHOGhOHObIH cakmal omblpbin, Adal xeHe KocmaHal
JKbIIKbIIapPbIHbIH 26HeMUKarbIK pecypcmapbiH backapyObiH KondaHbicmarbl 8dicmepiH xemindipy» 6ardap-
namachbiHbIH asicbiHOa asibiHObl. AnFauwKbl €Ki XubliHmbikma 68 974 SNP kKapacmbipbiiiObl, OHbIH iwiHOe
SCNA4A xoHe PPIB eeHOepiHiH no3uyusinapbi 6050bl. baprnbik xaHyapnap peghepeHmmi annesib bolbiHwa
2omo3u2ommel 60510b1. YwiHwi XubiHmMbikma EquCab3.0 eeHoMbIHOarbl 6apribiK anmbl 2eH mekcepindi, bipak
ewkaHdal aybImKy aHblKmanmaobl.

Hamuxenep kepcemkeHdel, 3epmmerieeH Ka3akcmaHObIK XbliKkbliapda amarsnfaH Mymauyusinap
myndem xok. byraH eki ghakmop biKrnan emyi MyMKiH: 6ipiHwideH, 6y mymauyusinap kebiHe wemendik myKbiM-
Oapda (American Quarter Horse, American Paint Horse, aybip xyk mykbiMOaphbl, unuyyuaH) maparsraH, an
onap KasakcmaHra okeniHbezeH, ekiHwiOeH, dacmypri epkiH xalbibiM xardalibiHOa maburu cypbinmarny
rnamosnoeusisnbiK annens0epdiH cakmary MyMkiHOieiH memeHdemedi.

TytiHOi ce30ep: XbinKbl Wapyawbiiblfbl, 2eHemukKasnbIiK aypynap, Kocmanat mykbimbl, Adal myKbi-
mbl, SNP eeHomunmey, eHoMObIK cekgeHupiey, eHemukarnbsik Mymauyusl.
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FeHemuyecku obycrnoeneHHble 3abonegaHus y nowadeld enusom Ha 300p08be XXUBOMHbIX, 3¢hhek-
mueHocmb rnremMeHHol pabomsbl U criopmueHoe ucronb3o08aHue. B daHHom uccriedosaHuu npogedéH eeHe-
muyeckuli MOHUMOPUHe wecmu Mymauul, cesisaHHbIX ¢ 3abonesaHusmu: HYPP (SCN4A), PSSM1 (GYS1),
GBED (GBE1), HERDA (PPIB), LWFS (EDNRB) u Grey/menaHomot (STX17), 8 nonynayusx kasaxcmaHcKux
nowadel — Kocmanalickol nopodsl u Adalickoeo murna.

AHarnus eknodyan mpu Habopa daHHbIx: 2eHomuribl 1630 nowadel u rnosiHo2eHOMHOEe CEeK8EHUpPO8aHUe
65 nowadell omobpaHHbIX 8 pamkax npoekma [lpozpammbl BR10764999 «Paspabomka mexHornoaul
3¢hheKmuBHO20 yripasrieHuUsi Ce/IeKUUOHHbIM MPOUECCOM U COXpaHeHUs1 2eHOghoHOa 8 KOHegoocmee», OaH-
Hble 96 fowadel , omobpaHHbix 8 pamkax ripoekma lNpozpammbl BR22885681 « CosepwieHcmeosaHue cy-
wecmsyrowux Memodos yrpasneHusi 2eHemu4YeckuMu pecypcamu adalicKux u KocmaHaulickux nowadel ¢
coxpaHeHuem 2eHooHda KocmaHatickol nopodkly. B nepebix 08yx Habopax paccmampusanocb 68 974
SNP, exmovas nosuyuu 8 SCN4A u PPIB. Bce xuesomHble oka3anucb eoMo3ugomamu rno pechepeHmHbIM
annenaMm. B mpembem Habope npogepeHsbl 8ce wecmb 2eHO8 Mo KoopOuHamam 8 eeHome EquCab3.0; HU 8
OOHOM crly4ae OMKIIOHeHUl om peghepeHca He 8bISIBIIEHO.

Takum obpa3som, y kazaxcmaHcKux sjowadel He 0bHapyXeHo HU 00HOU u3 uccriedo8aHHbIX Mymauud.
Bo3moxHble npuquHbl 3ako4Yaromcs 8 criedyouwem: 80-rnepebix, 0aHHbIe eapuaHmbl XapakmepHbl Ors
3apybexHbix nopod (American Quarter Horse, American Paint Horse, msi»kenogossbi, nunuyyuaHsl), Komopsble,
8eposimHo, He 3aeo3usnucb 8 KasaxcmaH; 80-8mopbix, mpaduyuoHHas cucmema ce0b00H020 8binaca
criocobcmeyem ecmecmgeeHHOMY ombopy, CHUXasi 8ePOSIMHOCMb 3aKPErIeHUs rnamosio2udeckux annened.

lMony4eHHble pe3ynibmamel cgudemernbcmeayom o0 eeHemudeckol Yucmome KocmaHatckol nopodbl
u Adalickoeo muria rno 0aHHbIM Mymauusm U nod4épkusarom 3HadyeHuUe mpaduyUuoHHbIX Memodo8 KOHe800-
cmea 6 noddepxaHuu ycmouyueocmu nonynsayud.

Knrodeebie cnoea: koHeeodcmeo, 2eHemuyeckue 3abornegaHusi, KocmaHatickasi nopoda, adalickas
nopoda, SNP-ezeHomurnuposaHue, 2eHOMHOE CEKBEHUPOBaHUE, 2eHemuYeckasi Mymauusi.

GENETIC MONITORING OF HEREDITARY DISEASES IN HORSES OF THE KOSTANAY AND ADAI
BREEDS: FREQUENCY OF MUTATIONS IN SCN4A, GYS1, GBE1, PPIB, EDNRB AND STX17
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Hereditary diseases in horses significantly affect animal health, breeding efficiency, and athletic
performance. This study conducted a genetic survey of six well-known mutations associated with equine
disorders — HYPP (SCN4A), PSSM1 (GYS1), GBED (GBE1), HERDA (PPIB), LWFS (EDNRB), and
Grey/melanoma (STX17) — in two Kazakh horse populations: Kostanay breed and Adai type.

The analysis included three data sets: genotypes of 1630 horses and genome-wide sequencing of 65
horses selected within the program BR10764999 “Development of technologies for effective selection mana-
gement and preservation of the gene pool in horse breeding”; data of 96 horses selected within the program
BR22885681 “Improvement of existing methods of managing the genetic resources of the Adai and Kostanay
horses while preserving the gene pool of the Kostanay breed”. In the first two datasets, 68,974 SNPs were
examined, including loci in SCN4A and PPIB. All horses were homozygous in terms of reference alleles. In the
third dataset, all six genes were assessed according to the EquCab3.0 genome coordinates, with no deviations
from the reference genome detected.

These findings demonstrate the complete absence of the tested mutations in Kazakh horses. Two
factors may explain this result: first, the mutations are predominantly found in foreign breeds (American Quarter
Horse, American Paint Horse, draft breeds, Lipizzaner), which were likely never introduced into Kazakhstan;
second, the traditional free grazing management system promotes natural selection, reducing the probability
of preserving deleterious alleles within local populations. The results indicate the genetic purity of the Kostanay
breed and the Adai type with respect to the identified mutations, and emphasize the importance of traditional
horse-breeding practices in maintaining population stability.

Key words: horse breeding, genetic diseases, Kostanay breed, Adai breed, SNP genotyping, genomic
sequencing, genetic mutation.
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Kipicne. XKbinkpl WapyalwbinbIiFbIHAAFbI TYKBIM KyananTbiH aypynapabl 3epTTey MaHpbl3abl 605bin Tabbl-
nagpel, cebebi onap >xaHyapnapAblH, AeHCaynbifblHa faHa eMec, COHAau-aK CenekuMsnbIK >XYMbICTapablH
TMimMAiniriHe XeHe CNOPTTbIK KonaaHblinybliHa acep etedi. COHfbl OHXbINAbIKTapA4a Monekynanblk reHeTuka
apictepi SCN4A, GYS1, GBE1, PPIB, EDNRB xaHe STX17 reHgepiHaeri aypy TyablpaTbliH MyTauusanapasl
Jon aHblkTayFa MyMmkiHAOiK 6epai. byn BapmaHTTap apTypni natonoruvanapmeH 6arnaHbICTbl: OynibIKeT
ancTpodusinapbl, 4epMaTonorusanbIK aypynap XeHe TyC NUrMeHTauuAachbiHbIH, Oy3binbicTapsbl (Mbicansl, cyp
TYCTi XblnKbinapaarel menaHoma) [1, 13-65 6.). CoHbIMeH KaTap, COHfbl Xblngapbl XYpri3inreH xaHa 3epT-
Teynep XblfKbl FeHOMbIHAAFbI TYKbIM KyananTbiH aypynapablH MOneKynanblk HerisaepiH TepeHipek cunatrayra
MYMKiHZiK 6epgi [2, 10-22 6.; 3, 1113-1124 6.].

Onemaik Toxipnbe KepceTkeHOeWn, aTanfaH MyTauusanapblH Tapany Xuiniri ap Typni TykbiMgapaa
anTapnblktan esrepegi. Mbicanbl, HYPP/SCN4A myTtauusicel American Quarter Horse TykbiMbIHBIH halter
GarbiTbiHAAFbl xeninepiHae 29,9%-fa geniH xetedi [4, 556-564 6.]; PSSM1/GYS1 mMyTauuscel ayblp XYK
TykbiMAapbiHaa 36%-Fa geniH kesgeceqi, an kBotepxopcTtapaa wamameH 10% geHrenivge tapanfaH [5, 129-
144 6.]. GBED/GBE1 mytauusacel American Quarter Horse neH American Paint Horse nonynaumanapbiHga
TacbiMangaywbinbik xuiniri 8—11% apanbiFbiHAa aHbikTanfaH [6, ¢.228-233]. HERDA/PPIB myTaumscel cupek
Ke3aeckeHiMeH, kenbip kBoTepxopc xeninepiHae 3—6%-fa xetegai [7, 572-580 6.]. LWFS/EDNRB myTauuschl
American Paint Horse nonynsumsceiHga 21,6% reteposurotTtap yneciHe TeH, an frame overo To6bIHbIH iWwiHae
6yn kepceTkiw 89,5%-fa geni xeTeqi [8, 93-102 6.]. An STX17 reHingeri gynnukauumsa cyp TyCTi TykeiMaapaa
(nnuuunaH, aHaanys) Xorapbl XuinikTe kesgecin, kenbip nonynauuanapaa annensaik xuinik 0,83 gexreniHe
xeTkeH [9, c. 306-309]. >KakbiHaa xyprisinreH 3eptreynep STX17 MyTaLMACbIHbIH FreHOMAbIK KeLlipMe caHblHa
GannaHbICTbl XaHa ynrinepiH cunaTtrtagpl [10, 223-227 6.; 11, 112-124 6.], 6yn annenbaiH MenaHoMameH
GannaHbICbIH TEPEHipeK TyCiHyre MyMKiHAiK 6epeai.

KasakctaHga gacTypni Typae eHiMai XKbinkbl WapyawbinbliFbl 6ackiM. HerisiHeH Xbinkbinapabl epkiH
XanbineiMaa ycray Tacini kongaHbinagbl, 6yn Taburn ipikTeyre xargan xacangbl: anci3 xaHyapnapablH emip
Cypy XoHe yprak 6epy MyMKiHAir TeMeH, an 9KcTepbepi Hawap aunrbipriap kebiHe eTke eTkisinedi. OCbIHbIH
HOTMXECIHAE TEK Te3iMAj XKaHe eHIMAj anfbipriap faHa TyKbiM kangbipagbl [12]. MyHaan Tabusm xxeHe xacaHapl
ipikTey MexaHu3Maepi naTtonornansiK annensgepaid cakrany MyMKiHAIMNH asantagbl XaHe MonynaunsHbIH
reHeTuKanblK TYPaKTbIfbIFbIH KAMTaMachl3 eTefi.

CoHbimeH Oipre KasakctaHga COHfbl XKblngapbl CMOPTTbIK XKbIfKbl LWapyallbibiFbl 6encenai gambin
kenegni. Ocbl makcatTa XX facblpga weTenaik anrbiprnapabl nanganaHy apkbinbl KocTaHam XblfnKbl TYKbIMbl
wbirapbingpl [13]. Byn TyKbIM XKoFapbl XXYMbIC KabineTTinirimeH, Te3iMainiriMeH xxaHe cnopTTbiK OarbiTTa Konga-
HblnybIMeH epekiieneHeni. An bateic KazakcTaHHbIH Taburn epekiuenikTepiHe (KyaH, )XeHe KeH amnbinsimaap)
GenimaenreH, epekiue TesimainiriveH TaHbinFaH Agan Tuni kaneintacTsl [14]. Byn eki nonynauusa kasipri TaHaa
KasakctaHgarbl €H MaHbl3abl Xblflkbl TOMNTapbIHbIH, Oipi Gonbin caHanagbl, opi onapdblH reHeTuKanblk
XafaanblH 3epTTey FbifbIMY TYPFbla FaHa eMec, NpakTuKanbIK XXafbiHaH Aa MaHbI3abl.

OcbifaH 6arinaHbICTbl Oyn 3epTTeyaiH MakcaTbl — KasakCTaHAabIK XKbIKbl nonynaumanapbiHga (KoctaHanm
TYKbIMbl XoHe Again Tuni) TykbiIM KyananWTblH antbl Oenrini aypyabiH (HYPP/SCN4A, PSSM1/GYS1,
GBED/GBE1, HERDA/PPIB, LWFS/EDNRB, Grey/STX17) [15, 102-107 6.] Tapany XwuiniriH aHbIKTay >aHe
KasakcTaHgarbl CopTThIK NEH eHiMA XbIfKbl LUapyallbinbIfbiHA bIKTUMaI CENEKUMANbIK Toyekenaepai oaranay.

3epTTeyaiH MakcaTtbl

3epTTeyain makcatbl — KasakcTtaHablk Xbifkbl nonynaumsnapbiHga (KoctaHanm xeHe Agan TyKbiMbl)
TyKbIM KyanamtblH antbl 6enrini aypyra (HYPP/SCN4A, PSSM1/GYS1, GBED/GBE1, HERDA/PPIB,
LWFS/EDNRB, Grey/STX17) xayanTbl MyTauusnapablH, Tapany XuiniriH aHblKTay XaHe onapblH, CNOPTTbIK
api BHIMAJ XbINKbl LIApyaLLbINbIFbIHA bIKTUMaN cenekunanslk TayekenaepiH 6aranay.

MingeTTepi:

1. KasakctaHabIK XbINKblnapablH, Heriari eki nonynaumsiceiHaa (KoctaHan xaHe Agan TyKbiMbl) reHeTu-
KanblKk Matepuangap XuHay XXeHe onapfa Tangay Xyprisy.

2. SCN4A, GYS1, GBE1, PPIB, EDNRB xaHe STX17 rengepiHaeri 6enrini mytaumanapabl aHbIKTay.

3. AnbinFaH gepektepai (SNP reHoTunTey XeHe ToMNbIK reHOMAbIK CEKBEHUPEY HATWDKENepi) canbICTbl-
Py apKbifibl MyTauusinapably Tapany xuiniriH 6aranay.

4. 3epTTey HOTWXKENEpPIH Xanbikapanblk FbINbIMUA EPEKTEPMEH CanbICTbIPY apkbinbl KazakcTaH Xblnkpl-
napbIHbIH reHeTHKanblK epekLwenikTepiH cunartray.

5. AKbinkpl WwWapyalbinbifbiHAa CeNnekUMAnbIK XYMbICTbI XeTinaipy xaHe YNTTblK reHooHAThI cakTay
YLWiH FbIIbIMW HETi3genreH yCbIHbICTap »acay.

Martepuangap meH agictep. 'eHemukasbiK apuaHmmap. AHann3 yLiH XblnKblnapgarel 6enrini anthbl
TYKbIM KyananTbelH aypynap Tangangel: HYPP/SCN4A, PSSM1/GYS1, GBED/GBE1, HERDA/PPIB,
LWFS/EDNRB, Grey/STX17. byn myTtauuanap kKasipri Tan4a Xblkbl FEHETMKACbIHAA €H, XXWi 3ePTTENETIH XaHe
KIMUMHMKanbIK TYPFblAaH MaHbl3abl Hyckanap 6onbin caHanagbl. Onap apTypni aypynapra xxayanTbl: OynwbikeT
KbI3METiHiH, Oy3blnbicTapbl, FMUKOreH MeTabonuamiHiH naTonorusnapbl, Od9HEKep YhnacbiHbIH anci3airi,
coHpamn-ak TyC NUrMeHTaunscbiMeH 6ainaHbICTbl NeTanbai Xxargannap.

ATtanfaH MyTauusnap enemMaik agebueTTe KeHiHEH cunaTTanfFaH >XeHe onapdblH, kuiniri 6enrini
TykeiMaapaa 3eptrenred [1, 13-65 6.]. Meicansl, HYPP myTtauumscel (SCN4A) kBoTepxopc TyKbiMbiHAA [4,
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c.556-564], an PSSM1 (GYS1) ayblp XyK TykbiMaapbiHaa [5, 129-144 6.] Tapanfanbl 6enrini. GBED (GBE1)
MyTaLUMACkl KBOTEPXOpCTap MeH MerHT-xopcTapfFa ToH [6, ¢.228-233], HERDA (PPIB) 6enrini xeninepae
bankanagpl [7, 572-580 6.], LWFS (EDNRB) nenHT-xOpcTapiblH overo ynriciHgeri nonynsuusnapsiHaa
kesnecegi [8, 93-102 6.], an cyp Tyc neH MenaHoMameH GannaHbicTbl STX17 MyTauuacsl AMNULLMAH XoHe
aHpanys TykelMAapblHAA XoFapbl Xuinikke ne [9, 306-309 6.].

1. HYPP (runepkanuemusansik Mep3imai napanuy). Kanuire cesimMtanblKTbiH XXOfFapblnaybliHa 6anna-
HbICTbI DYNWBIKET AUChYHKUMACBIMEH BannaHbICTbl By3bInbIC, HATMXKECIHAE NapanuyTiH Mep3iMai wabybin-
aapbl. Makcattel reH SCN4A Gonbin Tabbinagbl, on OyNWbLIKET HaTpUA apHanapbiH koatanabl. On
OOMWHAHTThI TYpAE TyKbIM Kyanangpi.

2. PSSM (nonudocdopunasaHbl cakTantbiH OYNWLIKET aypybl). Byn aypy kemipcynap anmacybiHblH
Oy3binybiHa GarnaHbICTbl OYNLWBLIKET BMCi3airiH XXeHe 3akpiMAaHyabl Tyablpagbl. MakcaTTel reH — OyniibIK
eTTepAe MUKOTEHHIH XXnHanybiMeH 6annanbicTel GYS1. On AOMUHAHTTLI TYpAE TyKbIM Kyananabl.

3. GBED (rmukoreH Tapmaktany epMeHTiHiH Tanwbinbifbl). KynblHOapaarbl FMWKOreH anmacybl
Oy3bInbIn, anci3aikke, KypblCynapFra xaHe epTe )acTa enimre akeneTiH eniMre akeneTiH aypy. [nMukoreH mone-
KynanapblHblH TapmakTanybliHa xayan 6epetiH GBE1 reHingeri myTtaums. TykbiM KyanayLibinblK peLeccuBTi.

4. HERDA (TyKbIM KyanaWTbliH Aepmartonoruanblk aHoMmanus). XKbinkplnapablH Tepici eTe Hasik, Te3
3aKblMAAHaTbIH XoHe Haluap xasblnaTelH xaFgan. PPIB reHingeri mytaums. PeueccusTi TykbIM KyanayLbinbIK.

5. LWFS (eneTiH ak KynblH cuHapomsbl). Aypy ak TycTi 6enrini 6ip Typi 6ap KynbiHgapAa ilWeKTiH KanbinThbl
XKYMbICbIHbIH 60rMaybiMeH BainaHbiCcTbl. TyC XaHe ek AucdyHKumacbiMeH 6annaHbicTsl EDNRB reHingeri
MyTaumsi. TyKbIM KyanayLbinblK peLeCCUBTI.

6. CSPP (koHbloHKTMBanbIK akTonus). Kepy kabineTiHiH )ofanybliHa akenyi MyMKiH Ke3 TiHiHaeri gereHe-
paTtueTi e3repictep. Kenbip mapkepnep STX17 cusikTbl ke34iH XXaHe TiHAepAiH AaMybiHa KaTbiCaTbIH reHAepaiH,
MyTauusinapbiMeH 6annaHbICTbI.

Byn myTtaumsnapgbiH 6apneirbl EqQuCab3.0 (Equus caballus genome assembly) HyckackiHa calikec
reHoMapblK KOOpAMHaTTapbl aHbikTanFaH. KoopauHatTtapabl navganaHy TangayablH HaKTbINbIFbIH KAMTaMachi3
eTeqi, cebebi apTypni 3epTTey opTanbiKTapblHAAFbl AepekTepAi canbICTbipyFa MyMKiHAIK 6epeai (1 kecTe).

1 kecme — XbInKbl reHOMbIHAAFbI TYKbIM KyananTblH BapuaHTTapablH koopanHaTtTapel (EquCab3.0)

®eHoTtun / reH HGVS (c./p.) EquCab3.0 koopguHatTapsl
HYPP / SCN4A €.4248C>G (p.Phel1416Leu) chr11: g.15474228C>G
PSSM1/GYS1 €.926G>A (p.Arg309His) chr10: g.19203501C>T
GBED / GBE1 ¢.102C>A (p.Tyr34%) chr26: g.8667651C>A
HERDA / PPIB c.115G>A (p.Gly39Arg) chr1: 9.129307092G>A
LWFS / EDNRB €.353_354delinsAG (p.lle118Lys) | chr17:9.50503041_50503042delinsCT
Grey / STX17 4.6 kb gynnvukaunsi (MHTpoH 6) chr25: 9.6625295 6629872dup

HOepekTtep XublHTbIFbI 1. AHannsre BR10764999 «XKbInKbl WapyallbifbiFbiHAA CENEKUUANbIK NpoLecTi
Tnimai 6ackapy >xaHe reHoOHATEI CakTay TEXHOMNOrMAnapbiH a3iprney» fbifbiMU-3epTTey Xobackl ascbiHAa
XWHanraH gepekrtep eHridingi (cypet 1). byn xo06a KasakctaH PecnybnukacbiHaa XblfKbl LIapyaLlblbIFbIH
reHeTukanblk TypfFblga 3epTTeyre >oHe VYNTTbIK XbUIKbl MONynsunsnapbiHbiH reHOMOHAbIH KOopFayFa
GafbITTanfaH ipreni xxyMmblcTapzblH, 6ipi 6onbin Tabbinagpl.
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3eptTey OapbicbiHaa 1630 XbINKbIHbIH, FTEHOTUNTEPI anbiHAbI. YIrinep apTypi ainMakTapaarbl XbISKbl
LapyaLlbInbliKTapblHaH XUHanbIM, NONyNAuMsAnbIK anyaHablKTbl 6apbiHwa kamTyFa 6arbiTTangsl. FeHoTunTey
ywiH lllumina Equine SNP80K array TexHonoruscsl nanaanaHbiniabl, 05 XblfKbl FeHOMbIHbIH, 9pTYpP-i
GeniktepiHae opHanackaH oHaaraH MblH SNP MapkepnepiH KaMTuapbl )KeHe Kasipri yakblTTa nonynsunsanbik
reHeTUKanblK 3epTTeynepae eH Xui KongaHblinaTblH NnatgopmanapabiH 6ipi 6onksin caHanagpl.

AnblHFaH gepekTepain Heridinae KasakcTaH XblnKblnapbiHbiH reHeTUKanbIK KYpPblfibiMbl, CENEKUNANnbIK
epekLuenikTepi xxaHe TyKbIM KyananTblH aypynapra 6enimainiri septrengi. >KnHanfaH maccuB 3epTTey
XKYMBbICbIHbIH HEri3ri pecypcbl 60nbin Tabbinagbl xxaHe Keneci keseHaepae canbiCTeipMarnbl aHanma xyprisy
YWiH navganaHbingbl (2-kecte). 3eptreynep Agawn xaHe KoctaHanm TyKbIMbl XbIKbITapbl apackiHaa
Xyprisingi (cyper 2, 3).

2 kecme — BR10764999 xobacbiHaarbl XbInKblIapabiH, nonynauusanap 6onbiHwa 6eniHyi

YKbInKbl nonynauusachl XKbINKbl caHbl
Apan Tvni 209
KocTaHam TyKbIMbl 36
KeLim TyKbIMbI 107
Myramkap TyKbIMbl 305
HaimaH tuni 99
TyKbIMCbI3 301
YKabbl Tuni 573
Bapnbifbl 1630

3 cypem — KocTaHan TyKbIMbl XbIfKbIChI

2. [lepeKTep XUbIHTbIFbI. 3epTTeyaiH eKiHWi AepekTep XublHTbiFbl BR22885681 «KocTtaHawn TyKbiMbl-
HbIH reHoOHAbIH CakTam OTbipbin, Afan xaHe KocTaHal >XbINKblNapblHbIH FEHeTUKanblK pecypcTapbiH
GackapyablH KongaHbICTaFbl 94iCTepiH XeTinaipy» xobachkl asacbiHaa xuHangbl. byn xoba KasakctaHaarbl exi
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Heri3ri XbINKbl NonynsuusicbiHa — Agan TuniHe xxaHe KocTaHal TyKbIMbiHa — GaFbiTTanfaH, onapAblH reHeTu-
KanblK epeKLIeniKTepiH 3epTTey XoHe CenekUManbIK XyMbICKa FbibIMU HEri3aemMe Kypy MakcaTbiH Ke3aensi.

Koba weHbepiHae Bapnbifbl 96 XbINKbIHBIH YNrinepi anbiHbIN, reHOTUNTEY XYpridingi. Ynrinep aptypni
WapyallbinbiKTapAaH XuHanbin, Nonynauusanbik apTypRinikTi kamTyFa Ha3ap ayaapbingsl. [eHoTunTey aaici
petiHae lllumina Equine SNP80K array nanganaHsingsl, 6yn texHonorus GipiHLWWi AepeKkTep XubIHTbIFbIHAA Aa
konaaHbinFaH. Ocbinaniia, eki AepekTep XUbIHTbIFbl apacblHAafbl HaTwxXenepai Tikenew canbiCTbipyfFa
MYMKiHAIK 6epingi, 6yn canbiCTbipManbl reHeTUKanblK Tangay >Kypridy YLWiH ynKeH apTbIKWbInblK 60nbin
Tabblnagbl.

AnblHFaH gepektepaiH kemerimeH Afan xxeHe KocTaHan XbIfKbliapblHblH, reHeTUKanblK KypblibIMbIH-
Oafbl YKCacTbIKTap MeH albipMallbibIKTapAbl, COHAan-aK TYKbIM KyananTblH aypyrnapfa GamnaHbICTbl Ba-
puaHTTapablH 6onybl Hemece GonmaybiH 3epTTey ke3gengi. byn gepekTep oTaHAbIK XbIKbITapablH, Cenek-
umanbIK aneyeTiH 6aranayga epekwe maHbi3gpl (3-kecte).

3 kecme — CekBeHUpREHreH XblNKblnapablH, nonynauusanap 6orbiHwa 6eniHyi

AKblnkbl nonynaumnsacsl XKbinKbl caHbl
Apan Tuni 15
KocTtaHaw TyKbIMbl 10
Myframkap TyKbIMbl 20
Kabbl Tuni 20
Bapnbifbl 65

3. epeKkTep KUbIHTbIFbI. YLiHLWI AepeKTep XUbIHTbIFbiIHA Bapnblfbl 65 XbINKbIHbIH TONbIK reHOMAbIK
cekBeHupney (Whole-Genome Sequencing, WGS) gepektepi eHrisingi. byn gepekrep XublHTbifbl lllumina
nnatcpopmacbiHAa XOfapbl OHIMAINIKNEH anblHFaH >8He XbIfKbl FeHOMbIHOAFbl B6apnblK HyKNeoTuaTik
nos3vuusinapabl KAMTUTBIH €H TOMbIK reHeTHKarnblK aknapaTTbl YCbiHaAbI.

TonblK reHoMAbIK CekBeHuprey gepekrtepi 6enrini 6ip myTaumsnapgpl faHa emec, COHbIMEH KaTap
reHOMHbIH, Ke3 kerreH GeniriHageri xxaHa Hemece CMpeK Ke3feceTiH BapnaHTTapAbl aHblKTayFa MyMKiHAIK 6epe-
ai. byn agic nonynauuanelk reHeTMKada, Cenekuuanbik XXyMbiCTapda >kaHe TyKbIM KyananTblH aypynapabl
AnarHocTvkanayna KeHiHeH KkongaHbinagpl.

Ochbl gepekTep XUbIHTbIFbIHAA SPTYPSi NONyNsAUManIapFa XaTtaTblH XXaHyapnap KaMmTbingsl. Op nonyns-
uusaaaH anblHFaH YNrinepaid, caHbl 3-kectefe kepcetinreH. byn ynecTipiniv 3epTTey GapbicbiHAa nonyns-
uusanap apacblHAafbl reHeTUKanbIK avbipMallbifbiKTapabl XeHe TyKbIM KyanaWTbiH aypynapfa GannaHbICTbl
BapuaHTTapAblH TapanyblH canbICTbipyFa MyMKIHAIK 6epai.

Hatuxenep. Hepekmep xubiHmbirbl 1. 1630 xbinkbiHbIH lllumina Equine SNP80K array apkbinbl
anblHFaH reHoTMnTey depektepi TangaHabl. XKannel 68 974 SNP nosvumackl 6orbiHWa Tekcepy Xyprisingi.
SCN4A xaHe PPIB reHgepiHae opHanackaH nokyctap 6omnbiHwa SNP manimeTtTepi kKormkeTimai 6ongel. Tan-
Oay HaTwxkeciHae Gapnblk aHyapnapaa ocbl nokycTap OonbiHwWwa xabarbl TUNTi annenbgiH, roMo3uroTTbl
Xarganel aHblkTangsl. byn gerenimis, 3eptrenren nonynsumsga HYPP (SCN4A) xxeHe HERDA (PPIB) aypy-
napbl ywin 6enrini mytaunanap kesgecnegi. byn HaTuxenep, acipece, ynkeH kenemgeri (n=1630) nonynsuus
ynriciHge, KasakcTaH >biNKblNapblHbIH, reHeTMKanblK KypbibiMbiHAA Oyn MyTauusinapiblH TapanmaraHbiH
alKbIH KepceTeai.

Hepexkmep xubiHmbirbl 2. KocbiMwa 96 xbinkel (Agan xeHe KocTaHaw TyKbiMbl) GOWMbIHLLA anblHFaH
aepekrep ge con lllumina SNP80K array unnimeH TangaHael. MyHaa ga SCN4A xaHe PPIB reHgepiHgeri SNP
nosvumsinapbl 6onbiHWa 6apnbIK XbINKbINAP roMO3UroTThl pedepeHTTi annernsre ne 6ongel.

Byn «kiwiripiMm, 6ipak mMakcaTTbl TypAe TaHganfaH Ton (CNOPTTbIK XoHe Te3iMAainikke bafbiTTanfaH exi
nonynsaunst) gepekrtepi GipiHWi x00aHbIH, HBTWKENEepiH pacTadbl: atanFaH mytauusanap KasakctaH Xbinkbl-
napblHOA aHbIKTaIFaH oK.

Hepekmep xubiHmbirbl 3. Byn Ton ywiH antel reH (SCN4A, GYS1, GBE1, PPIB, EDNRB, STX17)
OoMbiHWA 1-KecTefe KepceTinreH HakTbl HYKNeoTuaTi nosuvuusinap tekcepingi. Opbip nokyc GonbiHLWA
pedepeHTTi reHoMFa carkecTik GaFranaHabl.

CekseHupriey HomuxeciHoe:

SCN4A reHiHperi HYPP myTtauusce! (chr11: g.15474228C>G) tipkenwven;;

GYS1 reniHgeri PSSM1 myTtaumsacel (chr10: g.19203501C>T) aHblKkTanmagbl;

GBE1 reniHgeri GBED myTtauuschl (chr26: g.8667651C>A) ke3gecnegi;

PPIB reningeri HERDA myTtauusicsl (chr1: g.129307092G>A) TabbinFaH Xok;

EDNRB reHningeri LWFS myTtauumscel (chr17: g.50503041_50503042delinsCT) 6ankanvagpl;

STX17 reHiHgeri cyp Tyc NeH MenaHoMara xayanTbl gynnvkauus (chr25: g.6625295 6629872dup)
Tipkenmegi.

AFHM TOMbIK reHoMAbIK CEKBEHUPIeY AepekTepi OoMbIHLLIA Aa 3epTTenreH Xblnkpinapga oyn mytauus-
nap Myngaem aHblKTarnfaH oK.
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Tankbinay. 3epTTey HaTUXeNepi TekcepinreH mytaunanapabiH (SCN4A, GYS1, GBE1, PPIB, EDNRB,
STX17) kazakcTaHabIK XbINKblNapaa TorMblKTam XOK eKeHiH kepceTTi. byn manimeTTep ipi kenemaeri SNP ge-
peKTepiHiH XubIHTbIKTapbiHAa (68 974 SNP, n = 1630 xaHe n = 96) xaHe TomMblK reHOMAbIK CEKBEHUpneyae
(65 6ac) bipaewn pactangsl. HYPP, PSSM1, GBED, HERDA, LWFS xoHe Grey/menaHomara xayanTbl MyTa-
uuanapplH eLKancbiCbl aHbIKTanfFaH >oK.

Byn kopbITbiHAbINAP 6enrini MyTauyuanapabiH reorpadusnblk XaHe TYKbIMAbIK epeKLlenikTepiMeH To-
nblk cavikec kenegi. HYPP xxeHe HERDA kebiHe American Quarter Horse xbinkbinapbiHaa kesgeceqi [4, ¢.556-
564], GBED >aHe LWFS — American Quarter Horse neHn Paint Horse xbinksinapbiHga [6, ¢.228-233; 8, ¢.93-
102], PSSM1 — aybip XyK TacyLubl TyKbIMAApAa XeHe kenbip cnopTThiK TykeiMaapaa [5, ¢.129-144], an STX17
MyTaLUMsAChl Cyp TyKbIMAbl (MMnuuumMaH, aHganys) xbinkpinapra ToH [9, ¢. 306-309]. KasakcTaHablK XblfKblnap-
Ja atanfaH MmyTauusnapablH KesgecneyiHiH anfawkbl cebebi — byn annenbaepaid HeridiHeH weTengik
nonynaumMsinapga kanbintacbin, KasakcTtaHra xyneni Typae akeniHoeyi.

EkiHwi maHbI3abl dakTop — KasakcTtaHgarbl 49CTypni Man wapyalbinbifbl Xargannapsbl. Keinksinapabl
€pKiH >anblnbimaa yctay Tabufmn cypbinTanyfa MyMKiHAIK 6epeai: AeHcaynbiFbiHAA akaybl 6ap ManablH, emip
CYPY 8He kebelo bIKTuManabifbl TOMEH, an 3KCTePbEPIIiKk HEMeCce eHIMAINiK canackl Halap anfeipnap ageTre
combinagbl. HoTnxkeciHae Tek eH TesiMAai )oeHe eMipLUeH XaHyapnap faHa TykbIM Kanabipagbl [12]. byn epek-
Wweniktep TyKbIM KyanamTblH NaToOMNOrvanbIK annenbaepain, cakrany XaHe Tapany MyMKiHAINH anTaprbikram
TemeHgeTeni.

KopbimbiHObI. 3epTTey HaTwkenepi KasakctaHgarsl KoctaHam TykbiMbl MeH AZal TUNIHOETI XbInKbl-
napia arvanfaH TyKbIM KyananTblH aypynapblH reHeTukanblk TypfblJaH TapanmaraHblH anFaktanabl. byn
JepeKkTep reHeTuKanblk Ta3anblKTbl faHa emMec, COHbIMEH KaTap KasakcTaHaafbl 48CTYPNi XblIfKbl LWapyallbl-
nblFbl TOXipMOenepiHiK TMiMAiniriH oe geanengenai.

CoHbiMeH Gipre, ocbl XyMbICTbIH OipHewe LekTeynepi 6ap. bipiHwigeH, 3epTTey Tek anTbl Genrini
MyTauusiFa barblTTanabl; 6acka cUpek KesfgeceTiH HeMece XXaHa NaTonorvanblK BapuaHTTap KapacTbipbisiFaH
XoK. EkiHWwigeH, 3epTTenreH nonyndumanap caHbl wekTeyni 6ongel: HeridiHeH KoctaHawm TyKbiMbl MeH Agan
TMNi kamTbinabl, an KasakctaHgarbl ©acka >XeprinikTi eHe OydaH monynsuusnap TonblK TangaHbagbl.
YwiHwigeH, lllumina SNP80K array TexHONOrusicbl KeH KenemAi Tangay Xypridyre MyMkiHAOiK 6epreHimeH,
GaprbIK bIKTUMAaI NaToreHai BapuaHTTapabl KamTbiMangpl.

Ocbl cebenTi, Kasipri XXyMbIC MUMNOTTbIK 3epTTEY peTiHAEe KapacTbipbinagbl. Angarbl ke3eHae 3epTreyai
keHewTin, KasakctaHgarel 6acka TykbiMaap MeH TUNTepAi, CoHAawn-aK TomnbIK FreHOMAbIK CEKBEHMPIEY Aepek-
TepiH nanganaxelin, 6acka 6enrini xeHe xxaHa MyTaLuManapabl TEKCEpY KaxeT. Ocipece, XanblkapanblK gepek-
Tep 6asanapbliHOa cunaTTanfaH KOCbIMLUIA reHeTuKarnblK aypynapfa KaTbiCTbl BanuvaauusnblK 3epTTeynep
XKYPrisy xocnapnaHyaa.

Kannbl anFaHga, 6yn xymbic KasakCcTaH bINKblNapblHbIH FeHeTUKanbIK TYPakTbiNbIFbIH KOPCETiN KaHa
Korman, 6onaluak cenekumanblk 6argapnamanapga TyKbiM KyanauTbliH aypynapAbl 6akbinay yiH fbinbiMm
Heri3 kananasbl.

KapxbinaHObipy mypanbl aknapam. byn xymbeic KasakctaH Pecnybnvkacbl Aybin wapyalbifbifb
MUHUCTPIIMN KapxblnaHabipaTelH BR22885681 «KocTtaHai TyKbiMbIHbIH reHOOHALIH cakTan oTbipbin, Adan
xoHe KocTaHam XbifKbiNapbiHbIH FeHeTuKanblk pecypcTapbiH 6ackapygblH  KondaHbICTafbl  94icTepiH
XeTingipy» xobachbl ascbiHAa Xy3ere acblpbingbl.
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