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BeedeHue. UccredosaHusi pa3Hbix aemopos o rnoucky accoyuayuli C/T-nonumopgpuama eceHa ACTN3
€ MOPhOI02UYECKUMU Xapakmepucmukamu rno3eonuinu rnpodeMoHcmpuposams erusHuUe daHHo20 MapkKe-
pa Ha CK/IoHHocmb K Habopy eeca, cmereHb MUHepanusayuu KocmHol mkaHu u 2ubkocms y criopmcmMeHo8
U HecriopmemeHo8, rpedcmassiowux pasiiuyHele rnoso8o3pacmHsie U smHudeckue epynnsi. Lens Hacmo-
Aujeeo coobweHuss — usydyeHue accoyuayuti C/T 3aMeHbl 8 anbga-akmuHUHe 3 CO cKenemHbIMU pasmepa-
mu y npedcmasumeriell 8yx sSmMHUYECKUX epyrr, npoxusarouwux Ha meppumopuu Poccuu. Mamepuarib! u
MemoOsl. B uccnedosaHuu rpuHsanu ydacmue 320 myxJuH. 220 Yyeriogek — amHu4ecKue pycckue, 8 eospac-
me om 16 do 37 nem, 3aHuMaroujuecs pasnudHbiMu gsudamu criopma; 100 yenoeek — 3mHUYecKUe KarMbiKU,
8 gospacme om 16 do 35 nem, uz komopsbix 50 Yerno8ek 8OWIIU 8 KOHMPOIbHYIO 2pyriry HeCropmMCcMeHo8 U
50 — crnopmcmeHb!, 3aHUMarowuecs pasnudyHbiMu eudamu criopmueHbix eduHobopcms. 'eHomun obpa3yos
eeHomHou [HK o nonumopgpHot cucmeme ACTN3 (rs1815739) 6bin onpedeneH MemoOoM MUHUCEKS8EHU-
posaHusi ¢ nocnedyrouleti demekuyuel rnpodykmoe memodom MALDI-TOF. AHmpornomempuyeckasi npogpamma
skrrodana usmepeHus 30 ripusHakoe rno memoduke, npuHamoud e HUW anmpononoauu MY umeHu M.B.JTomo-
Hocosa. Pesynismamsi u obcyxdeHue. [ns epynrbsl SmHUYeCcKUX pycckux myxduH (N=220) 6bir1u o6HapyXeHbl
docmosepHble ces3u eeHomurog 2eHa ACTN3 ¢ Komrnekcom Mopghonoaudeckux napamempos, xapakme-
pusyowux rornepeyHoe pasgumue ckesiema: ¢ WUpUHaMmu KocmHbix anugpusos (R=0.21, p=0.04) u c Oua-
mempamu mena (R=0.25, p=0.007). Hanu4ue d8yx mymaHmHbix T-annenel accoyuuposaHo ¢ ysenudyeHu-
eM KOCMHBIX pasmepos. Y KaiiMbIKog Hocumesu 08yx MymaHmHbix anneneli (ACTN3*TT) umerom 605buiyto
OnuHy merna u WuUpuHy 510Kkms, Yyem Hocumenu 2eHomuriog ACTN3*CT, ACTN3*CC (R=0.38, p=0.02). 3ak-
noqeHue. lNonyyeHHble daHHbIe MO2ym ceudemeribCmaosams O MOM, YmMO hbeHOMUNUYECKUE MPOSIBIEeHUSs
eeHa ACTN3 3asucsim He mosibKO OmM KOHKPemHo20 eeHomuria 0aHHO20 2eHa, HO makxe om 0cobeHHOoC-
mel obpa3sa XU3HU U 3mMHUYecKoU rpuHadiexxHocmu.

KnitoueBble cnoBa: criopmugHasi aHmpononoausi, ACTN3, Mmopgboriocudeckue rnpu3Haku, My>XHUHbI pyc-
CKue, My>X4YUHbl KaliMbIKU

LWMX cekpeumto ropmoHa pocta (GHRL) 1 ob6ecneun-
BaoLLMX omsmonorndeckne acpekTbl ropMoHa poc-

Beegenue

Mo gaHHBIM pas3nuyHbIX UccnegoBaTenen pocT
yenoBeka B 3HauYMTENbHON cTeneHn — ot 60% a0 80% —
reHeTM4yeckn getepmuHupoBaH [Karasik, Cohen-
Zinder, 2012]. B HacTosilee BpeMs onybrnvMKoBaHbI
pesynbraTel 20 nonHoreHomHbIx (GWAS, — genome-
wide association studies) nccnegosaHuin, KoTopbie
BbIABUNM okono 390 reHeTUYecKknx MapkepoB, acco-
LMUPOBaHHbIX C AnnHon Tena vernoeeka [McClellan,
King, 2010]. 3HaunTenbHy0 YacTb BbISIBIIEHHbIX Map-
KepoB NpeACcTaBnsoT cO6oM OQHOHYKIEOTUAHbIE 3a-
MEHbI B reHax, BOBMEYEHHbIX B pa3BuUTUE CKeneTa u
MUHepanuaauumto koctHon Tkanu (VDR), perynupyto-

Ta Ha opraHuam yenoseka (GH1, GHRHL).
BoNbWWHCTBO U3 BbISBMEHHbBIX B NO406HOro
poda CKPUHWMHIOBLIX UCCMEe4OoBaHUAX nonMmopguns-
MOB SBMAIOTCS OOLLMMM A4S eBPONENCKNX 1 a3mnarc-
KX MONynsauMmn, YTO CBUOETENbCTBYET O Hanmuum
yHMBEpCarbHbIX TEHETUYECKMX MapKepOoB, AeTEPMU-
HUpPYIOLWMX onpefeneHHyo anuudy Tena [Fu et al.,
2011]. NonHoreHoMHbIE NccriegoBaHMs Takke NO3BO-
NS0T BbIABUTb HOBbIE CBA3W U B3aMMHOE BMMSHWE
pasHbIX CMCTEM opraHuaMa apyr Ha gpyra. OgHum
13 NofoOHbIX NPMMEPOB SABMSETCHA MIIEAOTPONHbIN
apbekT reHa anbga-aktuHnHa 3 (ACTN3) Ha pas-
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BUTNE KOCTHOM N MbllleYyHon TKaHen. C/T-3ameHa B
reHe anbga-akTMHMHa 3 XOpoLIO M3BECTHA KakK MO-
NeKynspHO-reHeTUYEeCKNn Mapkep CNOPTUBHOM YC-
NeLHOCTN B LMKNMYECKUX BMaax crnopta. Mcecneno-
BaHus no noucky accouuaumn C/T-nonumopdumsma
reHa ACTN3 c mopdonornyeckumm xapaktepucTu-
KamMu no3BOfNAN NPOAEMOHCTPMPOBATL BAUSHUE
OaHHOW MyTauuMm Ha CKINOHHOCTbL k HAabopy Beca, cTe-
NeHb MMHEpPanNM3auumn KOCTHOW TKaHW U TMOKOCTb Y
CMNOPTCMEHOB N HECMNOPTCMEHOB, NPEACTaBNSAOLLNX
pasnuyHble NONOBO3PACTHbIE U 3THUYECKUE rPYNMbl
[Kim et al., 2014; Yang et al., 2011; Zebrick et al.,
2014]. B aTou cBA3W NpeacTaBnsAeTca akTyarbHbIM
nccneposaHue accouunaumin C/T 3amMeHbl B reHe anb-
¢ha-akTUHUHA 3 CO CKerneTHbIMKU pasMepamu y npea-
cTaBuTENen pasnuyHbIX 3THUYECKUX Fpymnmn, NpOXu-
BalOLLMX Ha TeppuTopun Poccun.

Martepuaasl 1 METOIBI

B nccneposaHuu npuHany yyactne 320 Myx4dumH.
220 4enoBek — 3THNYECKNE pyCcCKue, B BO3pacTe OT
16 po 37 net, 3aHMMatoLmecs pasnuyHbIMM BUgamm
cnopTta; 100 YenoBek — 3THUYECKMNE KarNMbIKK, B BO3-
pacTe oT 16 go 35 ner, ua koTopbix 50 4enoBek BOLL-
N1 B KOHTPOMbHY rpynny HecrnopTcmeHoB u 50 —
CMOPTCMEHbI, 3aHUMaoLLMECH PA3NUYHBIMWU BUaaMU
CMOPTMBHbIX eanHobopcTs. [Ind uccnegoBaHus re-
HOTMNa MCMbITYyEMbIX B KayecTBe BMonornyeckoro
mMaTepuana ucnonb3oBanu cockob 6ykkanbHOro
anuTenusa n obpasubl BEHO3HOM KpoBU. BbiaeneHune
reHomHon OHK nposoannu npun nomowm kommep-
yeckoro Habopa peareHtoB «[JHK-akcnpecc» (OO0
«Jlnutex», Poccus). NreHotun o6pasuos reHomHon [JHK
no BbibpaHHOW nonumopdgHon cucteme ACTN3
(rs1815739) 6bin onpeneneH METOAOM MUHUCEKBE-
HUPOBaHUA C nocnegyoLwen getekumen npogykToB
metogom MALDI-TOF (OOO «Jlutex», Poccus). An-
TponoMeTpuyeckas nporpamma BKMYana mamepe-
Hua 30 npusHakoB No meToauke, npuHaTon B HAU
aHTpononorun MI'Y umenn M.B.JlomoHocoBa [byHak,
1941]. Cratuctmyeckytro o6paboTKy AaHHbBIX NPOBO-
AWy C UCMOMNb30BaHMEM MnakeTa NpuKnagHbIX Npo-
rpamm STATISTICA 8.0. Bce ucnbityemslie 6binm
NPOUHMOPMUPOBAHBI O LIENsAX U MeTodax uccnego-
BaHWs 1 danv cBoe MH(opMUpoBaHHOE cornacue.

Pe3yabTaThl M 00CY:KIeHHE

npOBeﬂeHHble paHee unccrnegoBaHnd no3BoJidA-
0T NpeanonioXnTb, YTO OOHOHYKNEOoTUAgHaA 3aMeHa

Tabnuua 1. YacToTbl BCTpe4YaeMoCTu reHoTunoB reHa

ACTN3 B rpynnax o6crnefoBaHHbIX MY>XYUH
3THUYECKUX KaNMbIKOB U PYCCKUX

['enoTHnel Kanmbiku, Pycckue,
HCCIIeI0BAaHHOTO reHa n n
ACTN3*CC 26 (26.0%) | 83 (37.7%)
ACTN3*CT 47 (47.0%) | 107 (48.7%)
ACTN3*TT 27 (27.0%) | 30(13.6%)
Bcero 100 220

B reHe anb@a-akTMHuHa 3 SBMNSEeTCS MapKepoMm He-
KOTOPbIX MOpPOnorMyecknx ocobeHHoCTeN yenose-
ka. B Tom uncne, nog BNmMsHMEM JAHHOMO reHa Haxo-
OuTCsa pa3BuTHE CKeneTHom TkaHu [Yang et al., 2011],
4YTO, B CBOK O4Yepedb, BnuseT Ha hopMUpoBaHue
onopHo-ABuratensHoro annapara [Kim et al., 2014;
Zebrick et al., 2014]. B aton cBA3n Hamu ObIno mc-
cnepoBaHo BnusHue C/T-nonumopdwmnsma reHa
ACTN3 Ha ckeneTHble pasMmepbl B ABYX rpynnax Myx-
UYMH: 3THUYECKUX PYCCKUX N KaIIMbIKOB, MpeumyLle-
CTBEHHO CMOPTCMEHOB. YacToTbl BCTPEYaeMoCTu re-
HoTunoB reHa ACTN3 B nccnegoBaHHoOW Bbibopke
npeacTaBrneHbl B Tabn. 1. YacTtoTbl BCTpe4aemMocTu
B rpynnax obcneaoBaHHbIX STHUYECKMX KarMbIKOB U
PYCCKMX UMEKT HEKOTOPbIE pasnuuns. Tak MOXHO
OTMETUTb CHUXeHMe BCcTpedyaeMocTu TT-reHoTmna u
yBenu4yeHvme Hocutenen reHotuna CC B rpynne aT-
HUYECKMUX PYCCKUX CMOPTCMEHOB MO CPaBHEHUIO C
Kanwvbikamu. Pycckue cnopTCcMeHbl, NpUHSBLLNE y4a-
CTMe B JaHHOM MCCneaoBaHuu, NpeacTaBnsoT B OC-
HOBHOM BuAbl CNOPTa, HanpaBneHHbIe Ha pa3BuUTHE
CKOPOCTHO-CUMOBbIX KayecTB (pasnu4yHblie BUAbI
CMOPTUBHLIX eanHOBOpPCTB, rpebnst Ha Gargapkax u
KaHo3, 6er Ha 100 m). lNoBbIWEHNE YaCTOThLI BCTpe-
yaemocTn reHotnna CC B gaHHOW rpynne 3akoHO-
MEPHO U XOPOLLO COrfacyeTcs C OaHHbIMU APYruX
oTeyecTBeHHbIX uccrnegosatenen [Druzhevskaya et
al., 2008].

Bo3moxxHO, 3TO faeT HeKOTOpoe NpeacTaBneHne
0 pasnuuuax B pacnpegeneHny reHoTUNoOB Mexay
OBYMSI 3THUYECKUMW TpynnaMu, OgHaKo CTOUT OTMe-
TWUTb, YTO rpynna 3THUYECKNX PYCCKUX npeacTasre-
Ha B OCHOBHOM crnopTcMeHamu. B aTon cBAsn, Ha-
Ontogaembln CKOPOCTHO-CUINOBOK OTOOP 06YCroBIEH
He 3THOPAacOBbIMW Pa3NUYMAMKU, @ OCOBEHHOCTAMMU
cchopmMmpoBaHHbIX Bblbopok. Mpu pasgenennn rpyn-
nbl 06CNefoBaHHbIX KarIMbIKOB HA CMOPTCMEHOB (Npe-
UMYLLIECTBEHHO €OMHOBOpPLIbI) N KOHTPOJSbHYIO Ipymn-
ny, 4YacToTbl BCTpe4aemMocTu reHoTunoB reHa ACTN3
oKasanucb NpakTUYeCkn NOEeHTUYHBIMK pacnpegene-
HWIO B reHepann3oBaHHON BbIOOPKE KarMbIKOB.

[ns rpynnbl STHAYECKUX PYCCKNX MY>KYMH-CMOPT-
cmeHoB (N=220) 6binin obHapy»KeHbl JOCTOBEPHbIE
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Pwuc. 1. Pe3ynbraTbl AMCNEPCMOHHOMO aHannsa avameTpa Tasa no reHotunam reHa ACTN3 y aTHnyeckux pycckux (p=0.02)
O6o3HayeHnsa. Mean — cpeagHee apudmeTmyeckoe 3HaveHve npusHaka, SE — kBagpaTtunyeckas owmnbka cpegHen

cBs3n reHoTunoB reHa ACTN3 ¢ KOMMIeKcom Mop-
donormyecknx napameTpoB, XxapakTepuayLmx no-
nepeyHoe pa3BuTUE CKeMeTa: C LUMPUHAMM KOCTHbIX
anmdmsos (R=0.21, p=0.04) n c gnametpammn Tena
(R=0.25, p=0.007). Hannune aByx MyTaHTHbIX T-arn-
nenew accoumMMpoBaHoO C YBENUYEHNEM KOCTHbIX pas-
MEpOB, @ HOCUTENW FreTEpPO3NrOTHOrO reHoTuna Ae-
MOHCTPUPYIOT HavMeHbLUNE 3HAYEHUS MPU3HaAKOB
(puc. 1). AHanorm4Ho, HambonbLiMe guameTpbl nney
W TPyaM XapaKTepHbl ANs HOCUTENEW ABYX MyTaHT-
HbIX annenen, a HaumMeHbLLNE — ANs reTepo3unroT. ATo
BEPHO U Ans nokasaTenem LWMPUHbI KOCTHBIX 3NMcun3oBs:
HocuTenn TT reHoTuna xapakTepusyloTcs 60nbLIn-
MW 3HaYEHUAMW OaHHbIX Pa3MepOB (LUMpUHA FOKTSH
74.1 Mmm y HocuTenen reHotuna ACTN3*TT n 72.6
MM y HocuTtenen ACTN3*CT).

CTaTMCTMYECKn Hecny4YanHbIX CBSI3e C Mpo-
OOMbHBIMM pa3mepamMu ckeneta (4nMHON Tena u Ko-
HeyHocTen) B 0b6cneqoBaHHON rpynne 3THUYECKUX
PYCCKMX MYXX4YMH 0BHapy>keHo He 6bino. OgHako Ho-
cutenu reHotuna ACTN3*TT oTnnyarTcs HeCKosb-
KO Gornbluen ANMHOW Tena no CPaBHEHMIO C HOCUTE-
namu ucxogHoro C-annenst (ACTN3*TT — 179.4 cwm,
ACTN3*CC — 178.2 cm n ACTN3*CT — 177.1 cm).

Taknum obpa3om, Ans PyCCKUX MYXYMH HOCUTE-
new AByX MyTaHTHbIX annenen reHa ACTN3 xapak-
TepeH GpaxMMOpPHBIV TUM TENOCIOXEHUS NO CpaB-
HEeHUIO ¢ HocuTensamu xoTsa 6bl ogHoro C-annens. Be-
pPOSITHO, OTCyTCTBME Bernka anbda-akTMHUHA 3 B KIeT-
kax (reHotun ACTN3*TT) B codeTaHnn C perynsipHbl-
MU PM3NYECKMMM Harpy3kaMmm MOXeT obycrnoBnmeaThb
NPenMyLLEeCTBEHHOE Pa3BUTME MOMEPEYHbIX pasMe-

pOB cKemneTa B Ka4ecTBe ajantauumn K HanpsKeHHON
MbiLeyHon paborTe.

UccneposaHme accoumnaumii reHa ACTN3 ¢ mop-
donormyeckummn nokasaTensmMu pasBuTUS ckeneta B
rpynne STHUYECKNX KanMbIKOB BbISIBUIN cneayoLime
Hecny4YanHble cBa3n. TT reHotun reHa ACTN3 acco-
LUUPOBaH C AnvMHON Tena u wunpuHom nokts (R=0.23,
p=0.06). [laHHaa TeHAeHUMs1 CTaHOBUTCHA CTaTUCTK-
Yeckn OOCTOBEPHOW B NoArpynne HeCcrnopTCMEHOB.
(R=0.38, p=0.02). Hocutenu gByx MyTaHTHbIX anne-
newt (ACTN3*TT) umetoT 60nblIyt0 ANUHY Tena u
LLUMPUHY NOKTSA, YeM HocuTenu reHotunos ACTN3*CT
n ACTN3*CC (puc. 2). B noarpynne cnopTCMeHOB
OOCTOBEpPHbIX CBSA3eN 0bHapyxeHo He bbiro.

OTcyTCcTBME AOCTOBEPHBIX Pasnmnyunin no octarb-
HbIM MoKasaTensm pasBuMTUA ckeneta MoXeT BbITb
CBSI3aHO, C OOHOW CTOPOHbI, C 3THOrEHETUYECKUMMU
npuyMHaMu, a ¢ Apyron — ¢ HEKOTOPOWN MasnovncreH-
HOCTbO BbIBOPKN 3THUHECKUX KaliMbIKOB.

3aKII04eHue

BrnusiHne reHa anbga-akTMHUHA 3 Ha pa3BuTMe
OMOpPHO-ABUraTenbLHOro annapaTa NPogeMOHCTPUPO-
BaHO B HECKOIMbKMX UCCeoBaHNsSX MO CMOPTUBHOW
reHeTuke. Tak, moKka3aHo, YTO HOCUTENW OBYX MyTaH-
THbIX T-annenen AeMOHCTPUPYIOT XyAllvMe nokasa-
Tenu rMbKOCTN N NOBbLILIEHHbIV PUCK MOBPEXOEHMS
CBSI30K MO CpPaBHEHMWIO C HocuTenamu reHotunos CT
n CC [Kim et al., 2014]. T-annenb accouunpoBaH
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Puc. 2. PesynbraTbl AUCNEPCUMOHHOMO aHanuaa AfvHbl Tena Mo reHoTunam reHa anbda-akTuHuHa 3 B rpynne
3THUYECKMX KarMbIKOB, He 3aHMMAalOLMXCSH CMOPTOM
O6o03HayeHus. Mean — cpegHee apudmeTMyeckoe 3HaveHne npusHaka, SE — kBagpaTuyeckas owmbka cpegHen

TakkKe C MOHWXKEHHOW MUHEepanbHOW MNOTHOCTLIO
kocTtun [Yang et al., 2011], a TT-reHoTun aBnseTtca
MapKepOM BbICOKOIO pucka HapyLUueHui npyu hopmu-
poBaHuu npukyca [Zebrick et al., 2014]. MNony4eHHbIe
HaMu JaHHble MOTYyT CBUAETENLCTBOBATL O TOM, YTO
deHoTMnmdeckme nposienenns reHa ACTN3 3aBucsT
He TONMbKO OT KOHKPETHOrO reHoTMna AaHHOro rexHa, a
Takke OT O0COOEeHHOCTEN obpasa XWU3HW U OT ITHU-
YEeCKOM NpUHaANeXHOCTU. ATO XOPOLLO cornacyeTcs
C OBOLLENPUHATEIM MHEHMEM O HacnegoBaHUKU KOMu-
YeCTBEHHbIX NMPU3HAKOB YenoBeka. B ganbHewnwem
uenecoobpasHo U3y4nTb BIUSTHUE JAHHOIO MOMEKY-
NSAPHO-TEHETUYECKOrO Mapkepa Ha mopdonornyec-
KMe nokasaTenu pas3BuUTUSA CKeneTa Y XeHLWUH, npu-
Hagnexawmx K pasnMyHbiM 3THUYECKUM rpynnam, u
Ha opMMpOBaHMe ONpedeneHHoro comatotTuna B
cBeTe nnenotponHoro BnusiHua ACTN3 Ha pa3BuTue
Pasfnn4YHbIX CUCTEM OpraHu3mMa.

baaromapHOCTH

WccnepoBaHve npoBefeHo npu noaaepxke
P®ON: rpaHT Ne 15-06-06901.

buGanorpadus

BbyHak B.B. AHtponomeTpus. M.: Yunearus, 1941. 368 c.
Druzhevskaya A.M., Ahmetov I.I., Astratenkova I.V., Rogoz-
kin V.A. Association of the ACTN3 R577X polymorphism with

power athlete status in Russians // Eur. J. Appl. Physiol.,
2008. Vol. 103(6), P. 631-634.

Fu J., Festen A.M., Wijmenga C. Multi-ethnic studies in
complex traits // Human Molecular Genetics, 2011. Vol. 20.
P. 206-213.

Karasik D., Cohen-Zinder M. Osteoporosis genetics: year
2011 in review // BoneKEy Reports, 2012. N 1. Article N 114.
P. 1-5. Doi: 10.1038/bonekey.2012.114.

Kim J.H., Jung E.S., Kim C.H., Youn H., Kim H.R. Genetic
associations of body composition, flexibility and injury risk
with ACE, ACTN3 and COL5A1 polymorphisms in Korean
ballerinas // J. Exerc. Nutr. Biochem., 2014. Vol. 18(2).
P. 205-214.

McClellan J., King M.C. Genetic Heterogeneity in Human
Disease // Cell, 2010. Vol. 141(2). P. 210-217.

Yang N., Schindeler A., McDonald M.M., Seto J.T.,
Houweling P.J., Monkol L. 6-Actinin-3 deficiency is
associated with reduced bone mass in human and mouse
/I Bone, 2011. Vol. 49. P. 790-798.

Zebrick B., Teeramongkolgul T., Nicot R., Horton M.J.,
Raoul G, Ferri J., Vieira A.R., Sciote J.J. ACTN3 R577X
Genotypes Associate with Class Il and Deep Bite
Malocclusions // Am. J. Orthod. Dentofacial. Orthop., 2014.
Vol. 146(5). P. 603-611.

KoHTakTHast nHcopmaums:

BboHdapesa dnbeupa AnekcaHOposHa:

e-mail: bondareva.e@gmail.com;

AHucumosa AHHa BukmoposHa:

e-mail: anna.anisimova.msu@gmail.com;

Xowmsikosa VipuHa AHamorbesHa:

e-mail: irina-khomyakova@yandex.ru;

loduHa Enera 3uHosbesHa: e-mail: godina@antropos.msu.ru.

Becmuux Mocxosckoeo ynusepcumema. Cepus XXIII

AHTPOTIOJIOTUA  Ne 3/2015: 71-75
noceauaemcs 260-remuro MIY umernu M.B. IomoHocosa



Acconmanyu C/T — nomumopu3sMa reHa anb(a-akTUHUHA 3 ¢ HEKOTOPBIMU MOP(OJIOTUYECKIMU IPU3HAKAMU 75

ASSOCIATIONS OF C/T POLYMORPHISM
OF THE ALPHA-ACTININ-3 (ACTN3) GENE
WITH SOME MORPHOLOGICAL CHARACTERISTICS

EA. Bondareva, AV.Anisimova, LA. Khomyakova, E.Z. Godina

Lomonosov Moscow State University, Institute and Museum of Anthropology, Moscow

Background. Investigations by different authors of the associations of C/T polymorphism of the ACTN3
gene with morphological characteristics showed the influence of a given marker on the possibility to weight
increase, the degree of bone mineralization and flexibility in athletes and non-athletes of different age and
ethnicity. Aim of the present paper was to study the associations of C/T replacement in the ACTN3 gene with
Skeletal traits in males of two ethnic groups of Russia. Materials and Methods. 320 males were studied: 220
Russians of 16-37 years old, athletes of different sports specializations; and 100 Kalmyks (16-35-year-olds),
half of them constitute a control group and another half (50 individuals) represented athletes of different
combat sports. Genotype of DNA samples for the polymorphic system ACTN3 (rs1815739) was determined
by a minisequencing method with the following detection by MALDI-TOF. Anthropometric program included
30 characteristics measured according to standard protocol of the Institute of Anthropology. Results and
discussion. For the Russian males significant associations were found between the ACTN3 genotypes with
morphological traits characterizing the development of skeletal parameters: with breadth of bone epiphyses
(R=0.21, p=0.04) and with body diameters (R=0.25, p=0.007). In Kalmyk males, the carriers of two mutant
alleles (ACTN3*TT) had higher stature and elbow breadth than the carriers of ACTN3*CT, ACTN3*CC
genotypes (R=0.38, p=0.02). Conclusion. The results of the study prove to demonstrate that phenotypical
expressions of the ACTN3 gene depend not only on specific genotype but also on ethnicity and way of life.

Keywords: sports anthropology, ACTN3, morphological characteristics, Russian males, Kalmyk males

AHTPOIIOJIOTUA  Ne 3/2015: 71-75 Becmmuux Mocxosckozo ynueepcumema. Cepusa XXIII
nocesauaemca 260-remuro MIY umernu M.B. Iomonocosa



