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HOJIMOP®I3MU I'EHIB TA IIBUJIKICHO-CHJIOBI AKOCTI
CHHOPTCMEHIB

AnoTauis. [Ipu BuOGOpi ciopTUBHOI crieriaizalii Jy>ke BaXXJIMBO BPaxoOBY-
BaTW T€HETUYHY CXWIbHICTh JIIOJUHU JI0 BUKOHAHHS PI3HUX HaBaHTaxeHb. [[ro
1H(pOopMaIliI0 MOXKHA OTPUMATH, BUKOPUCTOBYIOUHM Cy4YacHI METOJIU MOJIEKYJISIPHOT
reHeTuky, 3acHoBani Ha JIHK-texnonoriax. [loniMopdi3m TreHiB i1 HOro BIIUB Ha
MIBUAKICHO-CHJIOBI SIKOCTI CIOPTCMEHIB € aKTyaJlbHOI TEMOI0 B CIOPTHBHIN
reHetuill. KoxkHa mrogumHa Hece B €001 yHIKajdbHy T€HETUYHY 1H(OpMAIlo Ta
nporpamy it ii peamizamii. Skmo mopdodyHKIioHanpHI, (i3WYHI, MCUXIYHI Ta
IHTENIeKTyanbHl 3I0HOCTI JIOAMHUA (POPMYIOTBCS 1 BUSIBISIOTBCA Y TMpOLEC]
BUXOBAHHS, TO TEHETUYHI OCOOIMBOCTI OpPraHi3My MOKHA BUSIBUTH BiApasy MicIs
HApO/UKEHHS JUTWHU. Po3mm@poBKa TeHOMY JIOAWHH JO3BOJISE BHSIBUTH
cnenu@ivyHi TeHH, TICHO MOB’S3aHI 3 PO3BUTKOM Ta MPOSIBOM PIZHUX (I3UUYHHUX
AKOCTe. Y cCTarTi NpoaHaidi30BaHI TEHETWYHI moaiMopdi3Mu, MOB’sA3aHl 3
PO3BUTKOM (DI3UYHUX SKOCTEH CIIOPTCMEHIB, SIKI BIAHOCATHCS IO TAKMX OCHOBHUX
rpyi: noxaiMopdi3mMu, MOB’s3aH1 31 CTPYKTYPOIO Ta (PYHKIIEK CKEJIETHUX M’ S31B;
noriMop(i3MU 3alMaJIbHUX Ta pernapanifHuX peakilii CKeIeTHUX M’ SI31B; MOIIMOP-
bi3mMu, Mo OepyTh ydacTb y KOHTPOJI apTepialiIbHOTO THUCKY; MOJIMOpQi3MHu,
MOB’5i3aH1 3 TMOTJIMHAHHAM KHCHIO; TIOMIMOPGI3MH, SIKI € PeryjsTopamu eHepre-
TUYHOTO MeETaboi3My; MOMIMOP(hI3MHU, fAKI KOHTPOJIOIOTH EKCIIPECII0 TEHIB;
noiMopdi3MH, [0 MOAYJIOITh KIITHHHI CUTHaJIbHI muisixu. IlIpoananizoBaHo
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JOCITIKEHHSI BITYM3HSHUX Ta 3apyODKHUX HAYKOBIB Yy cdepl MOJEKYJISIpHO-
TeHETUYHUX JOCHIPK€Hb, BHM3HAUYE€HO OCHOBHI MOJIMOP(I3MU TE€HIB, SKI
JI03BOJISIIOTH TOYHIIIE MPOTHO3YBATH CHOPTUBHUI MOTEHIIal. 3a pe3yjbTaTaMu
NOIIYKOBOI'O aHaji3y BAXKJIMBE 3HAYEHHS Y CIOPTI MarOTh MOMIMOP(}I3MU TaKHX
reriB sk ACTN3, COTLI1, MCT]1, IGF2, CNTF, BSF-2, AGTR1, FOCAD, UCP2,
AMPDI1, TPKI1, GALNTI13, MED4, CREM, ACVRI1 Ttomo. Inrerpais
TEHETUYHUX JOCTIHPKEHb BIJKPUBAE HOBI MOMJIMBOCTI JJI1 PO3YMIHHS ajarra-
HIAHUX TPOIECiB y crnopTi. TakuM YMHOM, Cy4acHi JOCSTHEHHS MOJIEKYJISPHOT
FEHEeTUKU Ta 1AeHTU(IKalisd TeHIB, 1[0 BIUIMBAIOTh HA CIOPTUBHI JOCATHEHHS
BIIKPMBAIOTh HOBI MOXJIMBOCTI IS aHaizy (PI3MUYHMX SKOCTEH CIOPTCMEHIB,
ONTHUMI3alliI0 TPEHYBAIBLHOTO MPOLIECY.

Kaw4oBi caoBa: renu, mnoaiMopdizMu, MBHAKICHO-CUJIOBI  SIKOCTI,
CIIOPTCMEHHU.
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GENE POLYMORPHISMS AND SPEED-POWER QUALITIES OF
ATHLETES

Abstract. When choosing a sports specialization, it is very important to take
Into account a person’s genetic predisposition to perform various loads. This
information can be obtained using modern methods of molecular genetics based on
DNA technologies. Gene polymorphism and its influence on the speed-strength
qualities of athletes is a relevant topic in sports genetics. Each person carries unique
genetic information and a program for its implementation. If the morphofunctional,
physical, mental and intellectual abilities of a person are formed and manifested in
the process of upbringing, then the genetic features of the organism can be detected
immediately after the birth of a child. Decoding the human genome allows you to
identify specific genes closely related to the development and manifestation of
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various physical qualities. The article analyzes genetic polymorphisms associated
with the development of physical qualities of athletes, which belong to the following
main groups: polymorphisms associated with the structure and function of skeletal
muscles; polymorphisms of inflammatory and reparative reactions of skeletal
muscles; polymorphisms involved in blood pressure control; polymorphisms
associated with oxygen uptake; polymorphisms that are regulators of energy
metabolism; polymorphisms that control gene expression; polymorphisms that
modulate cellular signaling pathways. The research of domestic and foreign
scientists in the field of molecular genetic research was analyzed, and the main gene
polymorphisms were identified that allow for more accurate prediction of sports
potential. According to the results of the search analysis, polymorphisms of such
genes as ACTN3, COTL1, MCT1, IGF2, CNTF, BSF-2, AGTR1, FOCAD, UCP2,
AMPD1, TPK1, GALNT13, MED4, CREM, ACVRL, etc. are of great importance
in sports. Integration of genetic research opens up new opportunities for
understanding adaptive processes in sports. Thus, modern achievements in
molecular genetics and the identification of genes that influence athletic
performance open up new opportunities for analyzing the physical qualities of
athletes and optimizing the training process.
Keywords: genes, polymorphisms, speed-power qualities, athletes.

IMocTtanoBka npo6Jiemu. [lonimMopdi3mMu TreHIB BiAITPalOTh BaXIUBY POJIb Yy
PO3BUTKY (I3MYHUX SKOCTEH CIOPTCMEHIB, TaKUX $AK BUTPUBAJIICTh, CHUJIA,
THYYKICTh, IIBHJKICTh, HEPBOBO-M’S30Ba KOOPJMHALlIS, OCKUIBKM TE€HETHYHa
iHpopMmarliss BU3HAYa€e 1HAUBIAYabHI (Hi310J10TIUHI Ta O10XIMiYHI OCOOIMBOCTI
opraHizMmy. Y CHOPTHUBHIA T€HETHI IOCHIIKYIOTh MOJIMOP(}I3MH NEBHUX TCHIB
MOB’s13aH1 3 YCIIIIHICTIO B PI3HUX BUJAX CIOPTY, 30KpeMa y MIBHAKICHO-CHJIOBUX
nucruiutiHax. Born He € enuauM hakTOpoM, ajie y TOETHAHH] 3 IHIIIMMHU aCTICKTaMH,
TAaKUMH SIK XapuyBaHHS, MICUXOJIOTIYHA MiITOTOBKA Ta SIKICTh TPEHYBaHb, MOXKYTh
3HAYHO BIUIMBAaTH Ha pe3yibratd. Bimomo monan 70 momiMopdi3miB TeHiB,
OB’ I3aHUX 3 BUCOKUMU (PI3UYHUMHU SIKOCTSIMU CITIOPTCMEHIB.

Ha cporogHi reHeTMUHUNA MPOQUIb €NITHUX CHOPTCMEHIB 3aJUIIAETHCS HE
HOBHICTIO OXapaKTEPU30BAHUM, OKPEMO KOKEH MOIIMOP(PI3M poOUTH OOMEKEHUI
BHECOK y €TITHUI COPTUBHUN (eHOTUI. ToMy, po3riisfaloy rpyny TeHeTUIHIX
MapKepiB NMEBHUX (I3UYHUX SKOCTEH CIOPTCMEHIB, CI1J aHaJIi3yBaTH MOJIMOPQHI
BapiaHTH, 110 KOJYIOTh PI3HOMAHITHI MPOAYKTH, 3aJlydeHl A0 PI3HOMaHITHHUX
KJIIITUHHUX TPOIIECIB.

AHaNi3 ocraHHiX aocaigxkeHb i myoOJikauniii. [lomiMopdizmu TeHIB €
BapiamisiMu B cTpykTypi JAHK, ski BrnmBaroTh Ha (QyHKIIOHYBaHHS OLIKIB 1
dbepMeHTIB, BIAMOBINATBLHUX 3a (PI3UYHI MOMXKIUBOCTI. Y KOHTEKCTI PO3BUTKY
IIIBUIKO-CHJIOBHX SIKOCTEH CIIOPTCMEHIB Il TEHETHYHI OCOOJIMBOCTI MPOSBIISIOTH
M’SI30BY CHJTY, BUOYXOBY MOTYKHICTh, IIBUAKICTb CKOPOUEHHS M’ sI31B, BITHOBJICHHS
iCJIsl HAaBaHTAXXEHHS Ta 1HII (izionoriuHi mpouecu. Lle miaTBepmkeHo HayKOBUMU
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poboTaMu Cy4yaCHUX BITUM3HSHUX Ta 3apyODKHUX JOcHigHUKIB (A. MareeBchka-
Ckpenpo, I1. LHemuxk, 5. Unnpkuii, M. CaBuyk, B. Cmosnka toiio) [1], 1ie Benukwmii
Tporpec y po3yMiHHi TeHEeTUYHOTO JIeTEPMiHi3My CTaTyCy CIOPTCMEHA. [XHiil BKas
OXOIUTIOE  (pyHIAMEHTalbHI BIAKPUTTS B MOJIEKYJSIpHINA Ol0JIOrii, TIeHEeTHI,
CIIOPTUBHIN (1310JI0T1i Ta G10MEIUIIIHI.

Meta cTaTTi nojsrae y TEOpETUYHOMY aHalli31 TOCHII)KEHb BUBUEHHS POl
aJICJIBHOTO MOJIMOP(I3MY Y PO3BUTKY IIBUIKICHO-CHJIOBUX SIKOCTEH CIIOPTCMEHIB.
JIist TOCSTHEHHSI MOCTaBJIEHOT METH BUKOPHCTOBYBAJIMCS HAyKOBO-TIOLIYKOBUMN
METOJT TOCITiPKEHHS.

Buknang ocHoBHoOro marepiaay. 3a Cy4acHHMMH JOCTIIDKCHHSIMHU BCi
TeHETUYHI MOMMOpQi3MHU, OB’ A3aH1 3 PO3BUTKOM (DI3MUHUX AKOCTEH CIIOPTCMEHIB,
MO>KHA B1IHECTH JJ0 CEMU OCHOBHHX I'PYII: MOMIMOP(13MHU, OB’ s13aH1 31 CTPYKTYPOIO
Ta (YHKLIEIO CKEJIETHUX M A31B; MONIMOP(]I3MU 3alaJbHUX Ta pernapaiiifHux
peaxiiil ckeleTHUX M A31B 1]l Yac Ta Micisd TPEHyBaHb; noiximMopdizMu, o 6epyThb
y4acTh Y KOHTPOJI1 apTepialbHOTO TUCKY; MOJIMOP(}I13MH, IMOBSI3aH1 3 TOTJIMHAHHAM
KHCHIO; TOJIMOP(]I3MH, SIKI € PEryiasTopaMyd EHEPreTUYHOro MeTadoJi3My Ta
KIITUHHOTO TOMEOCTa3y; MoiaiMop(]i3Mu, sfKi KOHTPOJIOIOTH EKCIPECII0 TEHIB,
noiMOPdi3Mu, 110 MOTYJIIOIOTH KIITUHHI CHTHABHI nUTsxu [1].

Cepen nomMop(bBMlB TeHiB, TMOB’s3aHi 31 CTPYKTYPOIO Ta byHKITI€O
CKEJIETHUX M s31B, $KI BIUIMBAIOTh HA IMBUAKICHO-CHJIOBI XapaKTEPUCTHKU
BuokpemitoroTh Taki reHn: ACTN3, COTL1, MCT1, IGF2, CNTF. I'en ACTN3
KoJIye O1710K anb(a-akTUHIH-3, SIKUM € OLTKOBUM KOMIIOHEHTOM Z-JIiHi1 capkomepy
BOJIOKOH CKEJIETHUX M s31B, fiKa 3’ €AHye TOHKI HUTKH, II0 MICTATh aKTHH, 1
crabumizye ckoporimBuid amapar M s3iB. ACTN3I ekcrnpecyeTbesi y MIBHAKUX
BosiokHax tumy I, e Bifirpae BaXIuBY pojib y CTBOPEHHI BUOYXOBHUX 1 MOTYKHHUX
M’SI30BUX CKOpPOYEHb. Asienib 577X MICTUTh 3MiHY MOCIOBHOCTI, sIKa MOBHICTIO
3amo0irae BHPOOJICHHIO (DYHKITIOHAJIBHOTO OUIKa o-akTHHIHY-3. JlocmimKkeHHs
aBCTpaiiiicbkux HaykoBLiB moka3zano, mo reHotunm ACTN3 RR € sckpaBo
BUPAXCHUH Y MBUIKICHO-CUJIOBUX SKOCTSIX CIIOPTCMEHIB, HABiIMiHY BiJl TCHOTHITY
ACTNS3 XX, sixkuit He MaB MicIie y )KOHOTO 3 oiimmiiiiB [2]. Taki x pe3ynbraTu
Oynu MiATBEPIKEH1 JTOCTITHUKAMHU 32 Y4YacTIO €IITHUX (PIHCBKUX CIIOPTCMEHIB-
cupuHTepiB [3], emiTHUX TIpelbKUX JIerkoatiaeTiB [4], CHIIOBHX CHOPTCMEHIB
emitaoro piBag CIIIA [5], pociiicbkux CHOpPTCMEHIB-CHIOBHKIB [6], iTamiichKkux
riMHacTiB [7], TaiiBaHChKMX TUTaBIiB-cpuHTEpiB [8], i3painbebki cnpunTepu [9],
pociiicbki KoB3aHsApi Ha KOpoTkii mucranmii [10], moabChKI CHOPTCMEHH,
opieHTOBaHi Ha criry [11], 1 SMMOHCHKI criopTcMeHH cripuHTepy [12].

I'en COTLI1 3a pe3synpTaTaMu JOCIHIIKEHb TAKOXX Ma€ BIUIMB Ha (i3W4HI
SAKOCTI CropTcMeHiB. BiH koaye OU10K, 1m0 3B’si3ye HUTKOMOAIOHUM akTuH (F-
aKTWH), KWW PEryJilo€ aKTUHOBUU THUTOCKeneT. Lleit G170k Takok B3aeMoi€ 3
MapTHEPOM T10 3B’ SI3YBAHHIO S-JIIMOKCUTEHA3HU, IKUH € TIePIIUM aKTUBHUM (hepMeH-
TOM O10CHHTE3Yy JICMKOTPIEHY B JICMKOIMUTAaX. Y JTOCIIKEHHI 3arajJlbHOr€HOMHO1
acomianii (GWAS) anenr COTL1 rs7458 T OyB y rpyni SNP, sikuii nmoBsizyBaiu 3
IIBHU/IKICHO-CHJIOBUMH SIKOCTSIMH criopTcMeHiB [13].

1555



KypHan «IlepcnekTuBY Ta iHHOBaLil HAYKU»
(Cepis «Ilemarorika», Cepis «Ilcuxosiorisi», Cepiss «Meauuaa»)
Ne 12(46) 2024

I'ew MCT1 xomye MOHOKapOOKCWIATHHM TpaHcmopTep 1, sSKuil OuIbII
MOIIUPEHUN B OKUCHUX M’ 5130BUX BojiokHax Tumy |. Hocii minopnoro amenst T
MaioTh Ha 60—65% HUXKYY MBUIKICTH TPAHCTIOPTYBAHHS JIAKTATYy Ta BIJYYBaIOTh
OUIbIII HAKONMWYEHHS JIAKTATy B KPOBI M1J YaC BUCOKOIHTEHCUBHUX TPEHYBaHb 3
OOTSKEHHSAMM, IOPIBHSHO 3 HOCISIMU ajnenst A. Y TOCHIIKEHH] MOJIbChbKUX YYEHHX
Oyino mokazaHo, mo aienb MCT1 T acowmiroeTbes 31 COPUHTEPCHKUMHU BHIAMU
CIOPTY B PELECUBHIN r€HEeTUYHINA MOJIEN, a TeHOTUN | [ OyB OUIbII MOMIMPEHUM Y
cnopTcMeHiB Ha BuTpuBanictb. Takum unHoMm, MCT1 A1470T moxe Oyt oauH
nosiMopdi3M, SKUI BIUIMBAE HA CHOPTUBHY CHPUHTEPCHKY MOTYXHICTh Y
OJILCbKOMY HacesieHHi [14].

Bucoxka nommpenicts nommopdizmy reny IGF2 rs680 GG cepen cipunTepiB
1 cTpuOYHIB BHUIIOTO PIBHS JOBEIH 13palbChbKl JOCIIIHUKU. [HCYJIHONOIOHMH
daktop pocty 2 (IGF2) € 6inkoBuUM ropmoHoM, sikuit pazom 3 IGF1 Takox Bigirpae
KITIOUOBY POJIb Y 3pOocTaHH1 Ta nudepentiaiii ckenetaux M’ s3iB. IGF2 ctpykTypHO
1o110HMIA 10 THCYITIHY Ta JII€ SIK PETYIIOIYHMA PICT, IHCYTTHOTOIIOHUHN 1 MITOTEHHUN
dakrop. IGF2 xonmyetscs renom IGF2 (posramyBanus: 11pl5.5). HocnimkenHs
ben-3akena mokazanm, mo yactora reHotumy rs680 GG Oymna 3Ha4HO BHIIOIO CEpeT
JIETKOATJIETIB 1 CTPUOYHIB MOPIBHSHO 3 BaXKKOATJIETAMHU, & TAKOXK CEpEJ] CIPUHTEPIB
1 CTpUOYHIB BHLIOTO PIBHS MOPIBHSAHO 3 Ba)KKOATJIETaMU BHILOTO piBHA. X0Y
OKpeMHuil MOoJIMOp(i3M HE MOKE BH3HAYUTH CIIOPTUBHUN YyCHIX YU HEBAady,
pe3yabTaTH LBOTO JOCIIKEHHS CB1IYATh MPO MOTEHLINHY BaXKJIMBICTh MOJIMOP-
¢izmy IGF2, ToI0BHIM YHHOM I10JI0 IIBUIKICHUX CIIOPTUBHUX pe3yJbTaTiB [15].

Ha ¢yHkiuionyBaHHsS HEPBOBO-M S30BOi CHCTEMU MOKE BILUTMBATH IIUITIapHUIMA
Heriporpodiuauii pakrtop (CNTF), sxuii ekcnpecyeTrbcsi B THaIbHUX KIITHHAX
IeHTpaabHOoi Ta nepudepuunoi HepBoBoi cuctemu. CNTF ctumynioe excrpecito
T'eHIB, BUKWBAHHS KJIITHH a00 AudepeHIliaiio B PI3HUX TUNaX HEHPOHHUX KJIITHH.
JlocmiKeHHS 3aKOPAOHHMX JTOCTITHHMKIB MToKa3anH, 110 3amina C/T (rs41274853) y
reHi CNTFR (posramryBanusa: 9p13.3) Moxke BIUIMHYTH Ha IIBHAKICHO-CHJIOBI
sakocTi cioptrecmena. ['enotun TT OyB 3HAUHO OUIBIIT YaCTHM cepell MIKHAPOTHUX
CIPHUHTEPIB, HIXK Y KOHTPOJIBbHIN rpymi. KpiM TOro, y 40J0BIKIB, SIKI HE 3aiMaIOThCS
crnoprtoMm, Hocli reHotuny TT nporeMoHCTpyBalld 3HaYHO OUIBIILY CHITY PO3TMHAHHS
HIT 1 €)EKTUBHICTh BEPTHKAJIBHUX CTPUOKIB. Y CI 11 COCTEPEKEHHS BKa3ylOTh Ha
Te, 10 SNP rs41274853 Moxe OyTH MOB’sI3aHUI 31 CTaTyCOM HIBUAKICHO-CUIIOBHX
SIKOCTeH criopTcMeHiB [16].

Cepen MapkepiB, 1110 OepyTh y4acTh y 3alajbHUX 1 penapaliiHux peakuisx y
CKENIETHUX M s3aX IMiJ Yac 1 Mmicyis TPEHYBaHHS Ta K1 BIUTMBAIOTh HA MIABUIIICHHS
IIBUIKICHO-CUJIOBUX XapaKTEPUCTHUK BiTHOCSATD IHTEPIICHKIH-6. BiH TakoX BIOMUM
Ak B-ximitunaui crumymorounii pakrop-2 (BSF-2) Ta intepdepon Oera-2, €
IUICHOTPOITHUM IIMTOKIHOM, SKUW Oepe ydacTh y pI3HOMAHITHUX O10JIOTTYHHX
GYHKIISIX, BKITIOYAIOYHN PETYIIAIi0 qudepeHIitoBanHs, mposidepartii 1 BUKUBaHHS
KIIITUH-MIIIEHEH, 1 KOHTPOJIb IMyHHOI BiAmoBiai roctpoi dasu. [lomimopdizm -174
C/G (rs1800795) y mpomoropi renHa IL6 (posramyBanns: 7p2l) 3wmiHIOE
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TPAHCKPUMIIAHY BIANOBi/b. ICHye TeHETMYHO OOYMOBJIEHA PI3HMISI B CTYIEHI
BinmoBial IL-6 Ha cTpecoBl MOAPAa3HUKKM MDK OKPEMUMHU OCOOaMH, MPUIOMY
BUSIBJICHO, 10 ayiesib C acoOIIOEThCs 31 3HAYHO HWKYUMHU piBHAMU IL-6 y mma3mi.
Hocaigauku Pyi3 Ta in. BuB4anu moxiMopdizm IL6 -174 G/C y eniTHUX KaBKa3bKHX
1CMIAHCHKUX CIIOPTCMEHIB-40J0BIKIB. YacToTu renotuny GG 1 aneni G Oysiu 3Ha4HO
BUIIMMH y CHJIOBHUX criopTcMeHiB [17]. V mociipkeHH] MONbChKUX CHOPTCMEHIB
BU3HAYMIIH, 1110 ajiejb G MOXe CIIPUATH CIIPUHTCHKUM BUAaM cropty [18].

Sxumo Opatu noaiMopdi3mu, 10 OepyTh Y4acCTh y KOHTPOJII apTepiaabHOro
THUCKY, TO OCHOBHUM €()eKTOPOM PEHIH-aHI1O0TEH3MHOBOT CUCTEMH € aHT10TeH3uH I,
KUl 1ie yepe3 aBa ocHoBHI pernentopu: AGTRI1 (1o gie sik BA30KOHCTPUKTOD) 1
AGTR2 (3 cyauHOpo3mMprOBaIbHOIO (yHKIIEW). OCTaHHINH KOAYEThCS TEHOM
AGTR2 (po3zramyBanns: Xq23). JlocaikeHHs 3a y4acTIO SITTOHCHKUX, POCIMCHKUX
1 IOJIbCHKUX JIETKOATJIETIB CIIOPTCMEHIB MOKA3aJI0 3HAYHO BUIILY YacToTy ajuens Cy
CIIOPTCMEHIB, HIK Y KOHTPOJIBHIH rpyti [19].

Hpyrum mapkepowm 3 1i€i rpynu € reH FOCAD (postamryBanns: 9p21.3), mo
Koaye dhokanare3uH, kUi Oepe y4acThb y mnpostideparrii eniteniaJbHuX KIITHH 1 i€
K nyxJmHENM cynipecop. FOCAD BrumBae Ha 4acTOTy CEpLEBUX CKOPOYEHB Yepe3
o6miH MiouutiB, epekT FOCAD moke 3MIHIOBAaTUCS 3 BIKOM, TaK SIK 3MIHIOETHCS
IIBUJIKICTh OHOBJICHHSI KapJ{IOMIOLUTIB 3 BIKOM. AHaji3 TE€HETUYHUX HPOPiIiB
eJIITHUX POCIMCHKUX COPTCMEHIB Moka3as, 1o anenb C FOCAD rs17759424 6yna
OB’ sI3aHa 31 CTaTyCOM IIBUAKICHO-CHJIOBHX sIKOCTel crioprecmena [20].

[lomo monimMopdizMiB, MOB’sI3aHUX 3 MOTJIMHAHHSAM KUCHIO — reH EPASI, €
(bakTOpOM TPAHCKPUIIIIIi, SIKUK BIJIIrpae KJIHOYOBY pojb y NUIIXY (pakTopa 1HIyKIIil
rinokcii (HIF) y kpoBi, sikuii BiIMOBIAa€ 3a aKTUBAILIIO eKCIIpecii reHiB Y BiAMOBIIb
Ha rinokcito. EPAS1 Bigirpae BaXJIWMBY pojib y TOMEOCTa3l KaTeXxoJaMiHIB Ta
MITOXOHJPiM, Yy KOHTPOJII CEpPLEBOr0 BHUKHUIY Ta PEryJsiii epUTPONOECTHHY.
Jocmmkyroun yactotu BapianTiB reHa EPAS1 (takox Bimomoro sik HIF2A ; micie
posramnyBanus: 2p21-pl6) y cmopremeniB crnpuHTepiB 3 I[lombmii ta Pocii
JOCIITHUKY BHUSBWIIH, 110 ajem rs1867785 G ta rs11689011 C nepeBuniyBaiu y
CHIOPTCMEHIB cripuHTEpiB [21].

['eneTnyna Bapiallisi B T€H1 €HJIOTENIalbHOI CUHTa3u okcuay a3oTy (NOS3;
posramryBanHs: 7q36; NOS3 renepye NO B KpOBOHOCHMX CyAMHaX) MOB’si3aHa 3
HNOTYXHICTIO 1 COPUHTOM. [[pO3/710BChKa Ta 1H. JOCHIIHUKU BUSBWIH, 10 4aCTOTA
anenst NOS3 152070744 T (momimopdizm -786 T/C) Oyna 3HAYHO BHUIIOK B
YKpaiHCBKUX CIIOPTCMEHIB TIOPIBHSIHO 3 KOHTPOJIBHOKO Tpymoro. [li pe3ymbratn
Oynu MiATBEpP/PKEHI B JIBOX HE3AJCKHUX JOCHIIKCHHSAX 1CHAHCHKUX EJITHUX
cropTcMmeHiB [22; 23].

Jlo moniMopdi3MiB, SKI € PErysITOpaMH €HEPreTMYHOro MeTaboji3My Ta
KIIITHHHOTO roMeocTasy BiHocaTh Taki rean: UCP2, AMPD1, TPK1, GALNT13.
OpnnauMm 13 (hakTOpiB, K1 OMOCEPEAKOBAHO MOB’A3aH1 3 MITOXOHIPIAJIBHIM OKHCHUM
dbochopumtoBanusM, € 6itok UCP2, sxuit Bimokpemiroe okucHe GocPOopuItoBaHHS
Bixl cuntesy AT® 3 enepriero, 1Mo po3CIIOEThCA Y BUTISAL Teruia. Po3’ennyrounii
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6110k-2 (UCP2) € ogauM 13 61JIKiB BHY TPIITHBOT MITOXOHIPiaJIbHOT MEMOpaHU, SKUH
Oepe ywacTh y BHUTpaTi e€Heprii, SKWH TMOJIeTIIye IIePEHECEHHs aHIOHIB 13
BHYTPIIIHBOI HA 30BHINIHIO MITOXOHJpiadbHy MeMOpaHy Ta 3BOPOTHHUH MEPEHOC
IPOTOHIB 13 30BHIIIHBOI HA BHYTPIIIHIO MITOXOHApiaibHy MeMOpany. I'en UCP2
(;roxanis 11q13.4) ekcipecyeThbest B 6araTb0X TKAHWHAX, 3 HAMOUIBIIOKO EKCIIPECIEIO
B ckenetHnx M s3ax. [lomimopdism C/T (rs660339) y reri UCP2 , mo npu3BoauTh
10 3aMiHM aMiHOKHMCIOT Ala55Val, Oyno onucaHo sk mMoB’si3aHe 31 CTaTycOM
CIIOPTCMEHIB CWJIOBMX Ta crnpuHTepiB: anenbr C (Ala55) OyB HaaMmipHO
IPEJCTABICHUN Cepe]l ITAIINChKUX CHIIOBUX CIIOPTCMEHIB [24].

[HIIUM ~ BaXXJIMBUM ~ PETyJIATOPOM EHEPreTUYHOrOo OOMIHY MSI31B €
aneHosuHMoHodocharaesaminaza (AMDJ). Lleir depMeHT 3Mmillye piBHOBAry
peakiii wmiokiHazu B Oik cuHTesy AT® nuisixom mneperBopeHHs AMOD B
iHo3uHMOHOGochar (IMD) 13 BuaineHusm amiaky. I'en AMPDI1 (posramryBanHs:
Ip13) mponykye i3odopmy M, wmioaneHinaTaeamiHazy, 1 EKCIPECYEThCS Ha
BHCOKOMY PIBHI MEPEBAXKHO B CKEJIECTHUX M S3aX JOPOCIOi JiroauHu. ['oMo3uroTn
st myTatii rs17602729 (34C>T; GInl12X) AMPD1 maroTh Han3BUYaitHO HU3BKY
akTuBHICT AMPD ckeneTHux M’si3iB, OCOOMHHM 3 OJHUM HOPMAJbHHUM 1 OJHUM
MYyTaHTHHUM aJieJIeM MaroTh IPOMIXHY aKTUBHICTb, & 0COOU 3 ABOMAa HOPMaJIbHUMU
anensimu  AMPD1 marote Bucoky axtuBHICTh. [ledpiuur AMPDI1 HeraTtuBHO
BIUIMBAE HA CIIPUHTEPCHKI Ta CUJIOBI MOKa3HHUKH [25].

I'en TPK1 (po3zramryBanns: 7q35) € KITHUHHUM (EpMEHTOM, sIKUii Oepe
ydyacTb y peryisuii Merabosizmy TiamiHy. BiH (QyHKIIOHye sIK ToMoAuMep 1
Katayi3ye MepeTBopeHHs TiaMiHy (dopmu Bitaminy Bl) y Tiamiamipodocdar,
KoakTop s PepMEHTIB, BAKIMBUX y HU3I (yHIAMEHTAJIIBHUX MPOIIECIB, TAKUX
AK KIITHHHE JIMXaHHS, TJIKOJNITUYHI Ta EHEPreTHYHl MUISAXH, a TaKoXK Y
3a0e3IeueHH] CyOCTpaTiB JJII CHHTE3 HYKJIETHOBUX KUCJIOT, HyKJICOTHIIB, JKUPHHUX
KHCIIOT 1 cTepoiniB. Bimomuii psin nedexTiB TpaHCOpTy Ta METa0OII3My TiaMiHy —
y it rpyni aedextu rena TPK1 e nmpuunHoro cunnpomy nuchyHKIii Mmetabomizmy
TiaMiHy-5. Y eNITHUX POCIChKHUX CIOPTCMEHIB BusiBiieHO anenb TPK1 rs10275875
C sk TeHEeTUYHUI MapKep, OB’ I3aHUi 31 CTaTyCOM CHIJIOBOTO CIIOpTCMeHa [26].

binok, konoBanuii reHoM GALNTI13 (po3ramyBanus: 2q24.1), Takox Moxe
Opatu ydacTh y wmetaboisizMi Ta eHeprernunux nuaxax. GALNTI3 cunbHO
EKCTPECY€eThCs B MO3KY, B-kimiTuHax, HupKax 1 nedinii. [Ipu gocimipkeHH1 emiTHUX
AMACbKUX, aQpo-aMepUKAaHChKUX 1 SIMOHCBKUX CHOPTCMEHIB-CIPUHTEPIB
3apyOikHI HayKOBLI BUusBWIH, 110 aneiab GALNTI13 G nonimopdizmy rs10196189
A/G OyB 3HaYHO TMIEPEBUIICHUN y €ITHUX CIPUHTEPIB MOPIBHIHO 3 KOHTPOJILHOIO
rpymoro [27].

o HacTtynmHOi1 rpynu mojiMop(]i3MiB, sSKI KOHTPOJIOIOTH E€KCIIPECI0 TeHIB
[UIIXOM TepeOy0BH XPOMATUHY BITHOCHUTHCS OUIOK, SKHH KOIYETHCS TEHOM
MEDA4. ITIpoayKToM IIbOTO T€Ha € CYyOOUHUIIT MEIIaTOPHOTO KOMIUIEKCY 4, fKa €
KOMITOHEHTOM KOMIUIEKCY O1JKa, 1110 B3aemojiie 3 pernentopom Bitaminy D (DRIP),
1110 (PYHKITIOHYE SIK KOAKTUBATOD sAnepHoro penenropa. Kommiekc DRIP B3aemonie
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3 JIHK-3B’si3ytounmu reHHO-CTIeM(pIYHUMU TPAHCKPUIIIIIHHUMEU (aKTOpamMu st
moaytoBanHs TpaHckpumiii PHK-momimepaszoro Il 1 Takum uYmHOM 31aTHUN
aKTUBYBAaTH SJICPHI PEIENTOpH JIraHA-3aJI€KHUM CIOCOOOM. 3B’S3yBaHHS 3
JiraHjaMu 1HAyKy€e KOHGOpMaIliiHI 3MIHU B SIIEPHUX PELENTOPAX, 110 JI03BOJISIE
SIIEPHUM PEIENITOPAaM B3a€EMOJISTH 3 KiJTbKOMa TUIIAMH KOAKTUBATOPIB, TAKIMH SIK
DRIP, sK1 € KpUTHUHUMH JUIsl aKTUBaLi TpaHckpuruii. locmigauku €roposa Ta 1H.
nokazanu, mo reH MED4 (posramyBanusi: 13ql4.2) 1s7337521 T-anens
aCoOIIIIOETHCS 31 CTATYCOM €IIITHOTO cropTcMeHa [28].

He menm BakauBHM CIOCOOOM KOHTPOJIIO €KCHpecii I'eHIB € mepedyoBa
BOJIOKOH xpomaTuny. bimok WAPL e Ginkom, 110 3B'sI3y€ KOT€3WH, SIKUM CIIPHUsIE
PO3JIJICHHIO CECTPMHCHKOI XpOMaTHAM B MITOTUYHIM Tipodasi. KoresmHosi
KOMIUJIEKCH OEepyTh ydacThb y pO3TallyBaHHI BOJIOKOH XPOMAaTHHY B CTPYKTYpHU
BUIIIOTO TOPSAKY. bysno nmokaszano, mo nperienis 6i1ka WAPL crabinbHO 6510Kye€
kores3un Ha JIHK, mnpusBomuTh 10 Kimactepusarlii KOTe3WHY B aKClaJIbHUX
CTPYKTypax 1 BHKJIMKA€ KOHJICHCAIII0 XPOMATHHY B IHTEp(ha3HUX XPOMOCOMAX.
Kpim Toro, Oyino BUsIBIIEHO, 1110 perysisiis B3aemoii koresuH-J{HK 3a momomororo
WAPL € BaxxnuBo10 111 eMOP1OHAIBHOTO PO3BUTKY Ta MPOTPECYBaHHS KJIIITUHHOIO
nuKiy. Y wito3l onocepenkoBane WAPL BuBiibHeHHst kore3uny 3 JHK e
HEOOXIIHUM JUIsl HAJEXKHOI Ccerperaiii XpoMOCOM 1 3axuIla€ KOTe3WH BIJl
PO3IIETIIICHHS POTEa3010 Cemnapa3oro, TAKUM YHHOM YMOXKITUBITIOIOUN MITOTUIHHMA
BUX1J] Y TPUCYTHOCTI (DYHKI[IOHAJIbHUX KOT€3MHOBHX KOMIUIEKCiB. Y GWAS
POCIICBKHUX CIOPTCMEHIB, 110 OXOIUIIOE CIHOPTCMEHIB Ha CHJIy Ta BUTPHUBAIICTD,
Oyso mpurnyiieHo, mo reH WAPL (po3ramryBanns: 10q23.2) rs4934207 C anens OyB
MOB’SI3aHUM 31 CTATYCOM €JIITHOTO CHJIOBOTO CIIOPTCMEHA, IO OYJI0 MiATBEPAKEHO
B TOMY 7K JOCJIPKEHHI ITICIIs 3aCTOCYBaHHs KpUTEPiiB Kopekiii [28].

I'enn, sKi KOHTPOJIIOIOTH KIITHHHI CHUTHAJIbHI MIISIXH Ta PETYJIIOMTh
npodidepariio KIITHH, € KIOYOBUMHU TUICHOTPOTMHUMH (aKTOpaMH, SIKI MOXKYTh
COPUSITH TIONIT€HHOMY TMPOQIII0 CUIOBUX cHopTcMeHiB. OIHUM 13 TEHIB, SKi
B3a€EMOJIIIOTH Y TAKOMY IIISXY Apyroro meceHnkepa, € red CREM (po3ranryBaHHs:
10p11.21), axuit konye tAM®-uyTnuBuii MoaynsTop enemeHrta. Lle TpaHckpuri-
uiiHuil paktop bZIP, sikuii 3B’ A3y€ThCs 3 BIANOBIIHUM elieMeHTOM HAM®, skuit
MICTUTbCA B 0araThOX BIPYCHHUX 1 KIITUHHUX MpomoTopax. Lle BaxauBuiA KOMIIO-
HEHT onocepeakoBaHoi TAM® nepenaul curHaidy mij 4ac CrepMaTOreHETUYHOTO
UKy, a TakoX IHIIMX ckiaagHux npoueciB. CREM cuibHO ekcrpecyeTbesi B
s€4Kax, ceplli, MO3Ky, MIIILIYHKOBIH 3am03i Ta citkiBii. Jocmigauku Wang et al.
BusiBuin, 1o ainenb CREM A momimopdizmy 151531550 G/A OyB 3HaA4HO
MICPEBHIICHUH Y CIITHUX CIPUHTEPIB IMOPIBHIHO 3 KOHTPOJIBHOIO rpymoro [27].

I'em ACVRI1 B koaye penentop aktuBiHy A Ttumy IB (posramryBaHHS:
12q13.13). AkTtuBiHM € nuMepHUMH (aKTOpaMu POCTy Ta AudepeHiaii, gKi
HaJIeXaTh JI0 cynepcimercTBa Tpanchopmyrodoro dakropa pocty 6era (TGF-6era)
CTPYKTYPHO CIIOPIJTHEHUX CUTHAIBHUX OUTKiB. CUTHA aKTUBIHIB TIEPEIAETHCS Yepe3
reTepOMEPHHUI KOMIUIEKC PELENITOPHUX CEPUHKIHA3, IKUW BKIIOUAE IIOHAWMEHIIIE
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nBa perientopu tuny I ta aBa peuenropu tumy II. Ieit 6inok € perenropom Tutmy I,
HeoOximquuM i mepenadi cur”HamiB. Anens ACVRIB 1rs2854464 A panime
acoriroBasacs 31 30UIbIICHHSM M S30BOi CHUJIM Yy 3J0POBUX JIIOJICH, fAKI HE
3aiimaroThest crioptoM [29]. V mocmimkenHi cioptecMeHiB 3 €Bponu Ta [liBneHHOT
Amepuku 0yiio nokazano, mo anenb ACVRIB rs2854464 A nos’s3aHa 31 cTaTycoM
CIpUHTEpA Ta CHJIOBOTO CIIOpTCMeHa y kaBKkasiis [30].

BucnoBku. IlpoananizoBani jiTepaTypHi JaHi CBiA4aTh NpoO Te, IO HA
IIBUAKICHO-CUJIOBI IKOCTI JIFOJIMHU BIUTMBAE O€37114 aesIbHUX MOoIiMOp(}i3MiB I'€HiB.
[Torpu Benuue3HUN MOTEHIlA], TEHETUYHI TOCHIIKEHHSI HE MOXYTh 3aMIHUTH
OaratodakTopHUN TIX1A J0 PO3BUTKY CIIOPTCMEHA. YCIIX Yy CHOPTI 3aJIeKUTh BiJl
rapMOHIHHOTO TOETHAHHS (P1310JIOTTYHUX, TICUXOJIOTIYHUX 1 COIiaTbHUX (PaKTOPiB.
Takum 9yuHOM, 1HAWBIAYaT130BaHUM MiAX1/1, 3ACHOBAaHUH HA T€HETUYHOMY TTPOdIIL,
3IaTHUM 3MIHUTH M1IXOAH JI0 TPEHYBaHb 1 3pOOUTH CHIOPT OLIbII €(DEKTUBHUM.
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