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BBE/IEHUE. IPEJAPACHOJIO)KEHHOCTSD K PA3JIMYHBIM BUJIAM
OUSNYECKUX HATPY3O0K.

Ilpogpune «Muo-ckpuny»

CnopmusHasi zeHemuxa — Hogoe, OVPHO pazeueaiowjeecs HANPAGIeHue, 3aHUMaloujeecs u3yHeHuem
MONEKVAAPHBIX MEXAHUIMOB, ONPEOeTAIUUX PAZGUMUEe (PUULECKUX CROCOOHOCHEll Yen06eKa.

B nacmoswee epema naxonienvt danHvie 0 MoM, 4o UHOUBUOVATbHBIC PAZIUYUA 6 CHENeHU pA38UMUs mex
UTU UHBIX (DU3UYECKUX Ka4ecme Henoseka Mo2ym Ovimb 00YCl061eHbl 2eHeMUYecKuUMU NOauMophuzmamu.
I'enemuueckue norumopgusmbl — dmo eapuadenbible YiacmKu 2eHoMd, KOMopble 6CMpPeYaomcs 6 NOnYIayuu ¢
yacmomoii He menee 1%. Haubonee pacnpocmpaneHHbiMU NOIUMOPDUIMAMU 8 2eHOME YeR08eKd ABIAIOMCA
odnonykreomuonsle noaumopguzmut (SNP — single nucleotide polymorphism).

Ananusz cenemuyeckux ocobennocmett no36oasem Onpeoeiams cnenetb nPeopacnoioNiCeHHoCmU UHOUBUOA
K 3aHAMUAM CROPMOM U PA3IUYHBIM  GUOAM CROPMA, YMO Modcenm Obimb UCROAbL308aHO 0a  bonee
PayUoOHATLHO20 NOOBOPA NOMEHYUATLHO REPCREKMUBHBIX KAHOUOAMOE8 MPeHepamil t 05 6b160pa CRHOPMUBHO20
HANPAGTEHUA ACETAIOUUMU 3AHUMAMBCS CROPMOM. Pe3yibmamel cenemuyecko2o mecmuposaniss CHOpmemena
NO36OAIOM ONMUMUZUPOBAMb MPEHUPOSOUHBII Hpoyecc 3d cdem Ro0Hopa UHOUBUOYATLHOZO pedlcuMd U
UHMEHCUBHOCMU HAZPY3KU, paspabamsieams Hauboree ¢hghexmusnble nooxodbl K 80CCMAHOBICHUIO (opitbl
CHOPMCMENA nocle MpPeHupoBoK U COPesHOSAHUL, d MAKJCe Onpedenimb PUCK DA3GUMUS 603MONCHbIX
OCHOJACHEHUT U HeDAazonpUAmHLIX nociedcmeuil 014 300posbA. OOHO U3 BUAICHBIX HANPABICHUL COEPEMEHHOU
cnopmueHou Mmeduyumvl — Ighghexmuenvilt oMOOP MOROOBIX CHOPMCMEHOS8, HEPCHEKMUGHBIX NO  CEOUM
HACTCOCMBEHHbIM Kadecmeam O 3aHAMUA MeM Ul UHBIM 6UOOM CROPMA RPU MUHUMATLHOM pucke O
300poesbsl. Eue 00no akmyanbnoe Hanpagienue — onmuMuzays UHOUSUOYAIbHO20 MPEHUPOBOYHOCO Npoyecca
6 HENPopheccUoHaTbHOM CHOPME.

Hna ghopmuposanua u peanusayuu CnOpmusHo20 NOMEHYUANA MO2YN UMEMb 3HAYEHUe NOAUMOPPUIMbL 6
a00bIX CEHAX, B06TEHCHHBIX 6 NPOYECCHI adanmaquu opeanuImMad K gbuauqecxuM HAZPY3IKAM. Hocreonue ()aHHbIG,
HOTVYECHHbIE 8 xode MOACKVAAPHO-2CHENUYECKUX ucmedoaaﬂuﬁ, OMKpPbBLIY Oonbuiue B803MOJICHOCMU O
paspabomku u RPUMeHeHUs QUASHOCIMUYECKUX KOMNIEKCO8, HARPAGIeHHbIX 1A petienie MeouKo-2enemuyeckux
npobiem 6 cnopme. B Hacmosaugee epems uzgecmuo oOonee 220 cenos, noaumopdhuzmvl 8 KOMOPHIX
ACCOYUUPOBAHLI C npedpacno_.-m;);ceHHocmbm K CHOpmHSHOﬁ desmenvrocmu. 1 enemuveckue ocobennocmu
Op2aHU3Ma  MO2YM  GIUANL HA NPOASNEHUE BbIHOCAUBOCHU (KAPOUOPECnUPpamopHol WU MbIeyHOl),
CKOPOCIMHO-CUTOBblEe  Kadecmea (OblcmMpomy, 63pbIGHYIO UM aDCOTIOMHYIO  CUTY), CMeneHb pazeumis
MYCKYAGMYpbl, MPEHUPYEMOCHb U 0ZPAHUYEeHUEe (DUUYecKoll JesmerbHOCHU (PUCK paszeumus sunepmpoguu
MUOKAPOQ 18020 HCeTYOOUKA, CepOeyHOll HeOOCMAmoYHOCMU, apummull, 3a0oresanutl oy 1 ckerema). K
HUM OMHOCAMCA 2€eHbl, omeedaroufue 3d gbop.wspo&am;e U passumue MyckKyaianypel U creiemd, cepc)elmo—
COCYOUCMOll U QbIXAMENLHOU CUCHIEM, IHEPLeMUYecKo20 0OMeHd, 20pMOHANLHBIL CINAMYC.

Ckenemiubvle MbIUIYBI HEN0BEKA COCINOANT U3 IMPEX OCHOBHLIX MUNOE MbIIHEYHBIX BOTOKOH, PA3IUYAIOWUXCA
CEOUMU COKPAMUMETbHBIMU U MemaboauiecKumu Xapakmepucmurkamu.

I «Meonennviey morueunvie éonoxkna (MB) mednento coxpawgaiomes, MedieHHo YMOMIAWMCAH, npeobaadaem
AHA3IPOOHDL 2NUKONUS3.

Ha «Ilpomescymounvien mbiuieutvle 6orokna (I1B) - Gbicmpo cokpawaomes, MeoieHHo YMoMIAIOMCH,
CMEWaHHBLL A3POOHO-AHAIPOOHBIIL 2TUKOIU3.

Ild/x «Bvicmpoien mbiweunvle sonokua (BB) - bvicmpo cokpauwaromest, bvicmpo ycmarom, npeobaadaem
aapobHbLl 2IUKONU3.

Tlo cocmasy Mblueunvlx 6010KOH ¢ DONLULOL Q0IEL BEPOSMHOCHIU MOHCHO ONPEOEUNtb
npeodpacnonodceHHoCmb K pusuyeckoil deamenvHocmu. Pezyibmamer buoncuu ckenemusbix Mol



8bICOKOKGATUPUUUPOGAHHBIX CHOPICMEHOE Cauldenmenbemsyiom o npeobaadanuu MB y cmaiiepos, a bB —y
cnpunmepos/cunosurxos. Cnedosamenvro, COCMAE MbIlUEYHbIX BOTOKOH ABTIACIMCA IHAYUMBLM MAPKEPOM
nPeopacnonodCeHHOCHU K NPOAGTEHUI0 TOKATbHOU (Mblie HOll) pabomocnocobHocm.

Tax kax dna kaxcooeo euda cnopma xapakmeper ceoti HAbop ONMUMATLHBIX (DUUYECKUX, OUOXUMUYECKUX
U usuonOcUMeCKUX NAPAMEMPOS, 0N ONpedeNeHUs HANPAGIeHUs CROPMUSHOU  OeamenbHocmu U
CHeyuanu3ayiy 8 OMOenbHoOM sude CRoOpma mpedyemca KOMNIACKCHbI AHATU3 HAO0PA 2eHeMUYeCKUX MapKepos,
OnpeQeNTIOUUX NPEOPACROTONCEHHOCb K PAZHBIM (hopMam uzuiecKoli akmugHoCcmu.

[TonumopdHbie MapKeps! CAEAYIOIWMNX FEHOB MOT'YT UCIHOJIL30BATHCS U1l KOJIMYECTBEHHON OLIEHKU
ocobeHHOCTeH (PU3MUECKHX KaueCTB OpraHu3Ma:

ACTN3 Auba-akrunun 3 (norumoppusm R577X C>T),
HIF1A dakrop, nnayuupyembiii runoxkcueii 1 ansda (norumopguizm Pro582Ser C>T),

MSTN Muocrarun (noaumopgusm KI153R A>G),

AGT Aurunorensunoren (noaumopgpusm T704C T>C).

I'EHOTHII HAIIMEHTA U ACCOIIMUPOBAHHBIE
XAPAKTEPUCTUKHU ®PUZUYECKUX KAYECTB OPI'AHU3MA.

1. FeHbI U annenu, accoyuupogaHHbie ¢ NPedpPacrosioXeHHOCMbIO K
6biIcmpome peakyuu, cune u KoopOuHayUOHHbLIMU crioco6HocmsaMU y

CrmopmcMeHos.
AJLTeNTH I'enorum,
Ne I'en IHomumoppuszm BbISIBJIEHHBIH ¥
Cuibl/ckopocTH o6caeayemMoro
1 [|ACTN3 RSFIX(C=T) R (C), O6picTpOTA, cnna R/R (C/C)
2 | HIF1A Pro582Ser (C>T) Ser (T), OvicTpoTa, cuna Pro/Pro (C/C)
3 | AGT M268T (T>C) (C) cuna C/C




2. leHbI u annenu, accoyuupo8aHHbIe ¢ «bbICMPLIMU» U «MeOJIEeHHbIMU»
MbIWeY4YHbIMU 80JIOKHaMU.

AJL1eb,
acCOUMHPOBAHHbIIH AJlL1en,
. I'enoTun,
¢ «OBICTPBIMI acCOUUMPOBAHHbIH .
BBISIBJICHHBII
Ne I'en Hommopdusm MBIIIECYHBIMH ¢ «MEeJIEHHBIMH»
BOJIOKHAMH H MbIIIEYHBIMH y
o0cJIe1yemMoro
HapacTaHHeM BOJIOKHAMH
MBbIIIEYHOI MaCChI
1 ACTN3 RS77X CST R(C) X(T) R/R (C/C)
2 MSTN KI53R A>G G A A/A
4 HIF1A P582S C>T S(T) P(C) C/C

PE3IOME

IIpu nposenenuu JJHK-ucciaenoBanusi noumMopGusMoB BblllIeyKA3AHHBIX
TeHOB y 00cJIe[yeMOoro moJy4eHsbl cJeyruue pe3yiabTaThbl:

e [lpeapacno/io;keHHOCTh K 3aHATHIAM BHJIaMH CIHOPTa, TPeOYHIIMMHU
OBICTPOTHI peaKUHHU, CWJIbl H KOOPAMHANMOHHLIX CIOCOOHOCTEH BbIIE
cpeaneit (4 6ai1a u3 6 BO3MOKHBIX).

e CuenoBaTe/IbHO, (PU3NYECKHE CIOCOOHOCTH 00CJIeyeMOro IOJIOKHTEIbHO
aACCONMUPOBAHDBI ¢ BBIHOCIMBOCTBIO H CO CIPUHTEPCKUMHU W/ MU CHJIOBBIMH
CIIOCOOHOCTAMMU.

(Bugel  cropra, TpeOyromue  NPEMMYIIECTBEHHO  CHJIOBBIX  KadeCTB:
OOMMOWIIIMHT, TOPHOJIBDKHBIM  CIOPT, TPBDKKM C IIECTOM, CIOPTHUBHAA
rMMHACTHKa, MeTaHUe, XOKKeH ¢ 11ai0oi, TsKenas aTjaeTuka).

e [lpeapacnoiokeHHOCTH K  HAPAIIMBAHUIO MBIIIEYHOH  Macchl —
CTAHAAPTHAS, MOKHO OKHIAaTh MPUMEPHO OJMHAKOBOE COOTHOIIEHUE
«OBICTPBIX» U «MeUVIEHHBIX» MbIIIIEYHbIX BOJIOKOH.

e Bo3Mo:kHO paHHee BO3HMKHOBEHHE APTEPHAIBLHON  TIUNEpPTeH3HMH,
XapaxkTepu3yoleics THKeJIbIM TedeHueM u BTOPHYHOMH
runeprpopuyeckoii KApAMOMHUONATHEI.




OxoHYaTEIBHO CIIOPTUBHOE HAIPABIICHUE JOJKEH BBIOpATh TPEHEP C yUETOM
pe3yJIbTaTOB TEHETHYECKOIO0 TECTHUPOBAHUSA M JIMYHOCTHBIX XapaKTEPUCTHK
Oyayliiero CroprcMeHa.

Haub6osee 3¢pdexkTuBHO OHeHUTH (U3MUYECKHE CIMOCOOHOCTH 4YeJIoBeKa
MO’KHO NPH OJHOBPEMEHHOM TeCTHPOBAHHMH M OLeHKe pe3yibTaros /IHK-
npoduieii «MHOCKPHH» U «IHEPrOCKPHH.

PEKOMEH/IALIAU

ls [Ipu 3aHATHSX CIIOPTOM YUUTBIBATh BBISBICHHbIE (pU3ndecKue
0COOCHHOCTH OpraHu3Ma.

2. PerysnsipHblii KOHTPOJIb YPOBHS apTepHaIbHOTO JaBJICHUS (MUHUMYM |
pa3 B MecsI).

3. Y3HU cepaiia MUHUMYM 1 pa3 B roji pH peryjsipHbIX 3aHATUSAX CIIOPTOM.

4. JIonoJHUTEIbHOE FEHETUYECKOE TECTUPOBAHUH 110 IPODUITIO
«ApTepualibHasi TUIIEPTEH3U» I BBISABICHUS OrPaHUYEHUHN VTS
3aHATUI CIIOPTOM CO CTOPOHBI CEPJEYHO-COCYIUCTON CUCTEMBI.

MNPUJTTOXKEHUE

Mcnonbsyebee mepMUHbI U COKpauweHus
ANNEND (ot rpeu. allelon - gpyr gpyra, B3aMMHO) - 0AUH U3 BO3MOXKHbIX BapMaHTOB reHa. Bce reHbl
COMaTUYECKMX KNETOK, 33 UCKNOYEHMEM FeHOB, PACNONOKEHHbIX B MONOBbLIX XPOMOCOMaX, NPeACTaBAeHbI
OBYMA annenamu, 0AuH U3 KOTOPbLIX YHACNeA0BaH OT OTUa, a APYroi — oT maTepu. 34eCb, B Y3KOM CMbICAE,
ncnonbsyeTtca Ans 0bo3HavYeHna onpeseneHHOro BapuaHTa NnoMMopdHOro rexHa.

FEH (rpey. genos - poa, poXKAEHUE, NPOUCXOKAEHUE) -MaTEPUANbHBIN HOCUTENL HACNEACTBEHHON
MHpOpMaLMK, NpeacTaBAAoWEer 13 ceba yyactok AHK, Hecywmit LenocTHyo MHGOPMALLUIO O CTPOEHUU U
0cobeHHOCTAX CUHTE3a 04HOW MONeKyNbl 6enka.

FEHETUYECKUIA NO/IMMOP®U3M — 3aech, y4aCTOK reHa Ana KOTOPOro B NOMNYAALMK cyLiecTByeT 6onee
OZHOr0 BapMaHTa HYKNeoTUAHOM nocneaosatenbHocTM. Hanbonee Yyacto BCTpeYatoTca 0AHOHYKNEOTUAHbIE
noanmop¢usmsl (SNP ot singlenucleotidepolymorphism) — 3ameHa ogHOro HykneoTUaa Ha Apyrol B
KOHKPETHOM TO4Ke reHoMa.

FTEHOTUN (rped. genos - poa, poXKAeHUe, MPOUCXOXKAeHUe + typos - oTneyaTok, obpaseu, Tun) - (34eck, B
Y3KOM CMbIC/1€) reHeTuHeckas MHGopMaLmaA, CoAepKaLLAACcA B Nape poaUTeNbCKUX annenei Kakoro-nnbo reHa
Yy AaHHOIO UHAVBUAYYMA.

FETEPO3UIOTHbIN FTEHOTUN (FTETEPO3UITOTHOE COCTOAHMUE FEHA) — reHOTMR, cogepalluii pasHble
annenu ogHoro rexHa.



rOMO3UrOTHbIA FTEHOTUN (TOMO3WUIOTHOE COCTOAHUE MEHA) — reHOTUN, CoAepPKalLuit 0OAMHAKOBbIe
annenn o4HOro rexa.

MYNbTUGAKTOPUANBHBIE BONE3HWU (BONE3HU C HACNEACTBEHHOM NPEAPACNONOMEHHOCTbIO) —
60ne3HM, KOTOPbIE Pa3BMBALOTCA B pesyibTaTe B3aMMOLENCTBUA OnpeaenEéHHbIX reHeTUYEeCKNX paKTOPOB U
cneundUyecknx Bo3LencTBuiA GakTOPOB OKpYKaloLWwei cpeapl.

mMPHK — MatpuyHas puboHyknenHoBas Kucnota (cMHoHum — uHdpopmaumoHHana PHK, nPHK). Ucnonbsyetca B
X0Je TPAHCNALUMM KaK MaTpuLa ANnsa cMHTe3a 6enKos.

HYKNEOTUL — egyiHn4HOe 3BeHO monekyabl JHK. CywecTeyoT 4eTbipe TMNAa HYKNeOTUAO0B, COMETaHUE
KOTOpbIX GOopMUPYET HYKNEOTUAHYIO nocnegosatensHocTs AHK: A (ageHun), G (ryaHuH), T (Tumun), C
(uMTO3UH).

®AKTOPbI PUCKA — 0buiee HazBaHUe $aKTOPOB, HE ABAAIOLWMUXCA HENOCPeACTBEHHON NPUYUHONK
onpeaeneHHoi 601e3HU, HO YBEANUYUBAIOLLIMX BEPOATHOCTb ee BO3HUKHOBeHMUA. [ogpa3saenatotca Ha
moauduumpyemble (NnoBeaeHYecKne) n Hemoguduumpyemble (dusnonoruyeckue).

GEHOTMUN (ot rpedy. phainon - 06HapyKuBatoLWMIA, ABNAIOWMIACA M tyPOS - OTNEYaToK) - 0603HaYaeT BCHO
COBOKYMHOCTb NPoAB/AEHUI reHoTUNa (06LWKMIA 0BNUK OpraHn3ma), a B Y3KOM - OTAE/IbHbIE NPU3HAKK (deHbl),
KOHTpOAMpYeMble onpeaenéHHbIMU reHamu. NMoHATME GeHOTUN pacnpoCcTpaHAeTCA Ha Ntobble NPU3HaKK
OpraHusma, HauMHas OT NepBUYHbIX MPOAYKTOB AEeMCTBUA reHOB - Monekyn PHK 1 noaMnenTMaos v KoH4Yas
0COBEHHOCTAMMU BHELLHEro CTPpoeHusa, GU3N0N0rMUYECcKMX NPoLLeccoB, noseaeHus u 1.4, ®eHotun dopmupyeTcs
Ha OCHOBE B3aUMOAENCTBUA reHOTUNA U paaa GaKTOpOB BHELIHeM cpeabl.

BHumaHuro nayueHmoe
MpuseaeHHaa MHGOPMaLMA OCHOBaHA Ha AaHHbIX NOCAEAHMUX HAYYHbIX U KAMHUYECKWUX UCCNef0BaHWUIA B
AaHHOM 061aCTU M HOCUT UCKNKOYUTENIBHO CNPaBOYHbIN XapaKTep.

nepCOHaﬂbell;l Pe3ynbTaT reHeTU4eCcKoro MCcnegoBaHMA A0/1KeH NepenaBaTbCA Bam TonbKo nocne
npeaBaputTenbHbIX paB'bﬂCHEHHﬁ W KOHCYNbTUPOBaHWA C Bpa4YOM. OLI,EHHEI 3Ha4YMMOCTU TreHETUYHECKHMX
ocobeHHocTel Bawero OpraHn3ma Haxo4uTcAa B MCKAHOMY UTENLHOW KOmMnNeTeHUuMK Bpada UaM TpeHepPa N MOXKET
6bITb npounseengeHa TONbKO Ha OCHOBaHWK BCeu COBOKYNMHOCTH 3HaHuUM o Bawem 300p0BbE M o6pa3e HKU3HU.
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