IIIIIIII

CITOPTVBHBIU

TEHETMYECKWUI
NacropT

O\ Wil
NN \\ \ 1
‘‘‘‘‘‘



EHETUYECKU NACNOPT
NMOPTCMEHA

MHPopmauma o naumeHTe:

damunua

Uma

OTtyectBO

[arta poxaeHua

Mon

Pe3ynbtat aHanusa Ne:

[aTta Bblaauun:




OrNNABJIEHUE

KPATKOE 3AKNIOYEHUE PE3Y/IbTATOB CNOPTUBHO-TEHETUYECKOIO,

MEOUKO-TEHETUYECKOTO U HYTPUTEHOMHOIO TECTUPOBAHMUA ........ccirvrnniiiiiiiiiiriniisiniasssinensssnnnnns 3
KPaTKUIM CNOPTUBHO-TEHETUUECKMIM GHATIMB ..eeeuvreerureeiieeesieeesueeesreesssesesseeesssesessseessessnssessnsesssssesssessnseessnsessnses 4
KPATKUM HYTPUTEHOMHDBIN GHAJTMB ..eeeeiuvieeeieiieeeeetreeeeeteeaessseeeesassssesasssesessasseeesssssessssssesessnssessssssssssessnsssessnnsees 6
KPATKUN MEOMKO-TEHETUUECKMIM @HAMMS ceeiiurieeeeeiieeeeeiieeesstteeeessseeeessseeessssseeesssseesssssseeesssseesssssseesssnsseesssnssees 7
TEHETUMECKAS TABJTULLA........ciiiiiiiiiitiieiitinsieiitnasiesiesssisstesssssstessssssssnsssssssssssssssssssssssnsssssesnsssssssnsssssanns 8

KOMMNNEKCHbINA AHANTU3 PE3Y/IbTATOB CNOPTUBHO-FTEHETUYECKOIO TECTUPOBAHUA

N OLLEHKUN ®YHKLUOHAJIbHOTO COCTOAHMA .....ccuuiiiieeiiiiinniiiiirnneniisnssssiissssssisssssssisssssssssnsssssssnssssses 10
KomnieKcHbIM aHanm3 aspobHoit/aHaspobHOM BbIHOCAMBOCTM M CKOPOCTHO-CU/IOBbIX

XAPAKTEPUCTUK IMBILLILL ..eeeeeteeinnuiseeeeettenaieeeseestaesaaa e s eeeetesssaaseeeeeesssaaas s seesaaesanasssseesaeennsnnsssseeesensnnnnssssessennnnnn 11
McuxoreHeTUYECKMA aHAM3 MOTMBALLUIA K GU3NYECKMM HarpysKkam 1 Nopora BOCNPUATUA CTPECCA ............ 13

KOMMNNEKCHbIN AHANTN3 PE3Y/IbTATOB HYTPUTEHOMHbIX UCCNEQOBAHWUIA N OLEHKMK

COCTOAHUA MULLLIEBOTO CTATYCA ...cuiittiieiieiiuiiiaiitniisesiseiasisissesseestosstasstasssassssssssssssssssssasssnsssssssnssans 14
KomnieKcHbIN aHanM3 nokasaTesieit aHTPONOMETPUN, TEHETUKM KMPOBOro/ yrnesoaHoro obmeHa m
METABO0/INBMA PALA BUTAMUHOB. .. .eeveerurerereeereeteeseesseessaessseassessesssesssesssessssessseessessseessesssessssssssesssesssessssessseans 15
KomnieKcHbIN aHanM3 nokasaTesiei N1LLEeBoOi NepeHOCMMOCTH, FeHETUKM AETOKCUKALMM.

DEPMEHTATUBHAN QKTUBHOCTD MEUEHM ..eecvveeureeereeeeesseeiseesseeesseessesssessseesssessseessesssesssesssessssessesssesssesssessnsessennns 17

OBOBLUEHHbIE PE3Y/IbTATbl OLLEHKU COCTOAHUA 340POBbA U ®YHKUUOHA/IbHOIO

COCTOAHUA CMOPTCIMEHA ... ettt e e s e s s s e e a s s s aa s s e s s s aas s ansssansssannsns 19
Pe3ynbTaTbl OLEHKN COCTOAHMA 340PO0BbA MO NPeACTaBAEHHbIM AAaHHbIM YraybieHHOro
MEONLIMHCKOTO OBDCIELOBAHMS ..eeeeuvreeeieirieeeeitteeeeeittteessesseeeesasseeessasseeessasssesesassseeesssssesessssesesssssssssssssesessssseeen 19

KOMM/IEKCHbIA AHANN3 PE3Y/IbTATOB MEOUKO-TEHETUYECKOTO TECTUPOBAHUA

N AUHAMMUYECKUX NMOKASATE/IEM 3L,0POBDS ........cccvevererecrerreeeeesseessessessessessessessessesssessessessessesaens 20
KomnieKcHbI aHanM3 NporHo3a CEPAEYHO-COCYANCTBIX 3a00NEBAHMM .......vveeeerrieeeeerieeeeeciireeeecnraeeeesiaeeseans 20
KomnieKcHbIM aHanM3 NPOrHO3a CaXapPHOTO ANABETA TUMA 2 ..ciivcuiieeeeciieeeeeiieeeesrteeeestteeesssseneessseeeesssssaeessnns 22
KomnieKcHbIM aHanM3 NPOrHO3a N3OBITOYHOM MACCHI TEJI@ .uuveeeecrrreeeeirireeeairreeessareeeessasseeesssseseesssssseesssssesessns 23



KPATKOE 3AKTHOMEHUE

Pe3ynbTtaToB CNOPTUBHO-FeHETUYECKOTO,
MeAWUKO-reHeTUYECKOro U HyTPUreHOMHOro
TeCTUpoBaHuUA

B npoBeAeHHble reHeTUYecKme uccneaosaHuna cnoptcmeHa ©T-337/16 Bxoana aHanns cneayrowmx rpynn
reHoB (MpMBOAMM aHaN3 BCEX FPYNM reHos):

FEHbI, npnHMMatowme yyactTne B GOPMMPOBAHNN MblLLEYHbIX BOJIOKOH;

lEH pocTa;

lEHbI, yyacTBylowme B aHepreTM4eckom metabonmsme;

lEHbI, oTBEYatOWME 32 pPErynsaLUmIO NPOLECCOB a3pobHOM M aHa3POOHOMN BLIHOC/IMBOCTY;

FEHbI, oTBeYatowme 3a MeTaboIM3M YyrneBoA0B U }KUPOB U AETOKCUKALMIO OpPraHM3ma OT BPeaHbIX
BeLLecTs;

IEHbI, onpegensowme sPpPeKTUBHOCTb U PEryampylolmMe npespaLleHme 1eKapCcTBEHHbIX NpenapaTos
B OpraHu3me;

MEHbI, KOHTpOAMpYOLWME KNtoYeBble NOKAa3aTeNn 340P0BbA.

Bbl6Op AaHHbIX reHOB 06YCNOBAEH TEM, YTO AAXKE B C/Iy4ae Ha/IMUMA B HUX a/IbTEPHATMUBHbIX BAPMaHTOB,
MMeEeTCA BO3MOMHOCTb Y/yYLIUTb HECOBEPLUEHHYIO paboTy reHeTUYECKOro annapara U TeM CaMbIm:

YNYy4YWUTb NOKa3aTe M TPEHNPOBOYHOIO npouecca n CI'IOpTMBHOlZ YCNewHOoCTH,
ONTUMU3NPOBATb PALLMOHbI NNTAHWNA;

npeaoTBpaTnUTb 60ﬂe3Hb, WA OTOaNNTb BpemMA ee BOSHUKHOBEHUA, a TaKXKe CHU3UTb TAXKECTb
KANHUYECKUX npo;‘-aneHMﬁ.



KPATKUA CNOPTUBHO-TEHETUMECKUA AHANUS

FeH (ACTN3) «KOMMO3WUTHOIO COCTaBa» MbIWEYHbIX BOJIOKOH O-aKTUHWH-3 OTBEYAET XapaKTEepPUCTUKY
MbILIEYHbIX FPynn COOTBETCTBOBATbL TOMY WUAM MHOMY BUAY BbIHOC/AMBOCTU. [Npu aHanuse BbiABAEH
reHotun T/T, 4to o06ycnaBAMBaeT HaAMuMe «MEAJIEHHbIX» MblIlEYHbIX BOJIOKOH, XOPOLUYHD
nepeHOCMMOCTb Harpy3oK Ha BbIHOCAUBOCTb. BEPOATHO CHMXKEHUE CKOPOCTHO-CUJIOBbIX KAYecCTB.

Fen (AMPD1) AM®-ne3ammHasbl KoaMpyeT ageHo3MHMoHodochaT-ge3amu- Hasy, cneuuduyHbIn ans
CKeJIeTHbIX MbllL, 6enoK, yyacTBylowMin B obecnedyeHMm Mbllilbl ObICTPOM M CaMOM CUIbHOM
3Hepruen. ABnAeTcs BaXKHbIM MAPKEPOM B3PbIBHOM 3HEPIMU — KOCBEHHbIM MapKepom aHaspobHom
BbIHOCAMBOCTU. BbliABneHHbIN reHoTun T/T yKasbiBaeT Ha BEPOATHbIE CHUMKEHWA MePeHOCUMOCTU
dU3NYECKUX HArpy30K 3a CYET MOHUMKEHHOTO YPOBHSA paboTbl AM®/ (sHepreTnyeckoe obecneyeHune
MbILLEYHOro BO/IOKHA U CO3/laHMe pe3epBa BO BpeMsa BOCCTaHOBNEHMA).

FeH (ACE) aHrMOTEH3MH-KOHBepTUpYIoWwero ¢epmeHTa. MpoayKT AaHHOIMO reHa OKasbiBAeT BMSAHME KaK
Ha a3po6HYI0, TaK U Ha aHasPO6HYIO BbIHOC/AMBOCTb. BbifiBNEHHbIN NpK aHanuse reHotun D/D no reHy
ACE 0Ka3blBaeT NoNOXKUTENbHbIN 3OPEKT B C/ly4ae BbINOJHEHUA CKOPOCTHO-CUIOBBIX YNPasKHEHUI B
aHa3pPO6HbIX YCIOBUAX.

FeH (PPARA) perynnpyeT metaboivM3m UMNUA0B B NEYEHN U CKENETHbIX MbILLAX, a TaKKe romeocrtas
rNoKo3bl. [eH 3afelicTBOBaH B perynsauMyM Beca Tefa M BOCNAAUTENbHOro npouecca nocpeacTsom
KOHTPOAA 3KCMPECCUN FreHOB, BOB/IEYEHHbIX B NEPOKCUCOMANbHOE U MUTOXOHAPUAIbHOE OKUCAEHME,
TpaHcnopT MK, cuHTE3 AMNONPOTeMHOB, KaTaboamsam TpUraMuepuaos M obmeH daKkTopoB
BocnaneHua. [pu MccnesoBaHUMM OAHHOTO reHa OTK/OHEHWI He BbiiBAeHO. benKoBbI MpPoayKT
AAHHOTo reHa paboTaeT MONHOUEHHO, YTO CNocobCcTByeT OTCYTCTBUIO €ro BK/JaZa B PUCK Pa3BUTUA
HapYyLLUEHWUI yr1eBoOAHOIro obmeHa, 1 He BAUsieT Ha GU3NYECKYIo paboToCcnocobHOCTb.

FeH (PPARD) yyacTByeT B perynsiunmn B-oKUCNeHUS KUPHbIX KUCAOT U 0BbMeHa XonectepuHa, TeM caMbim
onpezensa ypoBeHb aspobHON BbIHOCAMBOCTU. NpU UCCNef0BAHUM LAHHOIO FeHa OTKIOHEHWI He
BblfiB/ieHO. bBenkoBbii NPOAYKT [AaHHOrO reHa paboTaeT nosHOWEHHO. [loNOAHUTEsNbHbIX
npevmyLLecT8 AnA CNopTCMeHa He BbIABAEHO.

FeH (PPARG) y4acTByeT B perynsauuu reHoB, CBSiI3aHHbIX C CMHTE30M TPUIAMLEPUOOB B KayecTse
PEe3epBHOIO0 WCTOYHWKA 3SHEpPrMn B aspobHom pexkume. [lpu nccnegoBaHUM OAHHOTO reHa
OTKNOHEHUI He BbiABNEHO. bBenKkoBblI NPOAYKT AaHHOro reHa paboTaeT MOJIHOUEHHO.
LJOnNoONHUTENbHBIX NPEMMYLLECTB ANA CNOPTCMEHA HE BbIABAEHO.

Fen (UCP2) yyactByeT B BbipaboTke GepmeHTa, MpenATCTBYHOLWEro BbipaboTKe WMHCYAMHA KneTKkamu
NoAXKeNyA04YHOM Kefesbl B YCI0BMAX NOHUKEHUA YPOBHA caxapa. Mpu nccnefosaHuM AaHHOTO reHa
BblABNEeH BapuaHT Val/Val, yTo oKasbiBaeT NONOKUTENbHOE BAMAHME HA MNOBblWeHWEe GU3NYECKOM
pPaboToCnOCOBHOCTU U BbIHOC/AIMBOCTU, CBA3aHHOE C «MOHWMMKEHWEM PacCeMBaHWUA 3HEPIUU» B BUAE
Tenna v 3KOHOMM3aLMelt IHepPreTUYeCKUX PecypCos.

FeH (UCP3) koaupyeT pa3obluatowmii 6enok 3, NpUHUMAaOLWMI yyacTue B TEpMOpPEryasLmm, TpaHcnopTe
XMPHbIX KUCAOT, MNoAAEepKaHWUM TOMEeOCTa3a F[/IlOKO3bl U HEeNTpanM3aumMm peakTUBHbIX Gopm
Knucnopoga. Hanuuma sapuanTa C/T No paHHOMY reHy CBS3aHO C BEPOATHbIM CHUMEHWEM
NepeHOCMMOCTU AANTENbHBIX GU3UYECKMX Harpy3oK.

FeH (PPARGC1A) oanH 13 OCHOBHbIX peryiatopos metabosvMama AMnuaos U yrnesogos. MNpu aHanuse
AAHHOTO reHa 3HAaYUMbIX U3MEHEHUI He BbIABAEHO, YTO 0OyCnaBAMBaeT GU3NONOTNYECKUIA YPOBEHD
paboTbl faHHOrO ¢epmeHTa, CNOCOOCTBYET OTCYTCTBMIO BK/Aaga NPoAyKTa AAHHOFO reHa B PUCK
pa3BUTUA HapyLLUEHWUI yrneBoAHOro obMeHa, U He BAMAET Ha dU3nYeckyto paboTocnocobHOCTb.



FeH (GSHR) KoanpyeT ceKpeTopHbI peLenTop ropMoHa pocTa. MrpaeT posib B sHepreTMyeckom obmeHe

W perynaumMmM maccbl Tena. Mpu uccnefoBaHWM OAHHOTO reHa WM3MEHEHWs He BbIsiB/IEHbI, 4YTO
0b6yCcNnaBAMBAET CPeaHNI POCT, XapaKTepPHbIN AN NONyAALUN.

Ha ocHOBaHMM KOMMNIEKCHOro aHanusa reHos, Hanauuune reHotuna T/T no reHy ACTN3 1 reHoTuna
Val/Val no reHy UCP2 yka3biBaeT Ha MOTEHLMaNbHO BbICOKYIO aspobHY0 NPOU3BOAUTENbHOCTb U
npeapacnoNo}KeHHOCTb K Harpy3kam Ha BbIHOC/IMBOCTb.

Heobxoanmo yuntbiBaTb Hanunumne reHotnna C/T no reHy UCP3 m reHotuna T/T no reHy AMPD1, yto
MOXKET NPUBOAMUTb K CHUKEHUIO PU3MYecKkon paboTocnocobHOCTH, BbIHOC/IMBOCTM U NEPEHOCUMOCTHU
$U3MYECKMX Harpy3okK B C/ly4ae HeJO0CTaTOYHOroO Neproaa BOCCTaHOBAEHMA.

FeH cnopTueBHOI motuBauum (HTR2A). MNpu aHanu3e gaHHOro reHa BbifAsaeH C/C - BapuaHT, KOTOPbIN

CBA3bIBAIOT C MOHWMMKEHHOM 3KCMpPeccuen reHa, 4YTO MOXKET MPOABAATLCA B TeHAEHUMAX K
AEenpeccMBHOM CMMNTOMATMKE M HU3KOW CaMOOLIEHKE, MOHUMKEHHOM CTPeccoyCcTOMYMBOCTbIO, HO U
YKa3blBaeT Ha Ha/iMuMe reHeTUYecKn OOYCNOBAEHHOM TAMM K 3aHATUAM CMNOPTOM W MOy4YeHue
Y4,0BNETBOPEHHOCTU OT TPEHUPOBOYHOTO NPOLLECCA U OT AOCTUTAEMbIX PE3YNbTATOB.

Pe3ynbTupylowas uHGopmauma 0 HacNeACTBEHHO 3aKpenieHHbIX GU3N0NOrNYECKMX KauecTBax, BANAIOWMX
Ha CNOPTUBHYIO YCNELWHOCTb, NpuBeaeHa B Tabnauue Ne 1.

CsopHas Ta6nuu,a HacneaACTBEHHO 3aKpen/ieHHbIX ¢M3MOIIOI'W~IECKMX Ka4yecTs,

B/INAKOWNX HA CMOPTUBHYIO YCNELWHOCTb

Tabauya Ne 1

YCNOBHbIM OLLEHOYHbIA MOKA3ATE/Ib BPOXAEHHOM YCMELLUHOCTW B CNOPTE
NMOKA3ATE/Ib
OueHb HU3KWUIA CpegHuii Bbiwe cpegHero BbicoKui
AHaspobHas
BbIHOC/IMBOCTb
A3apobHan
BbIHOC/IMBOCTb
CKOpOCTHbIE
KauyecTBa
Cunosble
KayecTBa
Poct
AHTUCTpeccoBas
YCTOMYMBOCTb
3AKAKOYEHUE
CnopTUBHO-TEeHETUYECKUH aHAAM3 nokasbiBaeT CpeAHiolo
3P PEKTUBHOCTD TPEHUPOBOYHOrO TMPOLLECCA HUIKOU U CpPEeAHEeM
UHTEHCUBHOCTM, BKAIOHAKOLLEro npevMmyLLecTBeHHO passutTue
BbIHOCAUBOCTMU U CKOPOCTHO-CHUAOBBIX XAPOAKTEPUCTUK, A TAKXKe

NOBbILLEHUE PE3UCTEHTHOCTU K CMNOPTUBHOMY NCUXOIMOLLUOHAABHOMY
CTPECCY M CKOPOCTU MPUHATUA pelleHun. HeoBXxoAMM AOCTATOYHbBIN
OTAbIX, MOKQA3AHbl BOCCTAHOBUTEAbHble MeponpuaTua. Bo3MOXHble
nepcneKkTuBbl CBA3AHbI C PALMOHAAbHbIM MOCTPOEHUMEM TAKTUYECKOMU
CXEMbl UrPbl — NEPEBOA B AAUTEAbHbIE PO3bIrPbILLK.



KPATKUA HYTPUTEHOMHbIA AHANUS

Ha ocHoBaHUM pe3ynbTaTOB KOMMJIEKCHOrO reHeTU4YeCKoro OGCHBAOBaHMﬂ BblABJ/I€HbI:

- reHotun C/T no reHy BCMO1, accOLUMMPOBaHHbIA C MeTaboIM3MOM BUTaMMHa A,

- reHotun Val/Val no reHy UCP2, cBuaeTenbCcTBYIOWMIA O NPENMYLLLECTBEHHOM BOBJ/IEYEHWUU IMNUA0B B
SHepreTUYecKnin npouecc.

CyLLecTBeHHbIX Bapuaunin B reHax 1 ¢asbl AeTOKCUKALMKU He 0BHapyXeHOo, YTo NO3BONAET NPUMEHSATb

pa3HoobpasHoe NuTaHMe 6e3 cepbe3HbIX OrpaHUYEeHUA.

YuntbiBaa gaHHble reHeTUYECKOoro aHaansa, 1 HeobxoaMMOCTb YepeaoBaHUA AUHAMUYECKUX HarpysokK c

CUNOBOIN BbLIHOCAMBOCTbIO, C aKLEHTOM Ha nociefHue, CNOPTCMeHY LesecoobpasHo napannesbHoe

ynoTtpebneHne pyHKLMOHANbHbIX MPOAYKTOB NUTAHMUA CAeAyoLMX KNaccoB:

1. KpeaTuHcoaepKallMxX NPOAYKTOB (KYpCOBOM MPUEM HEBbLICOKUX A03);

2. NPOAYKTOB, YCUIMBAIOWMX aspobHy0 BbIHOC/AMBOCTL (NpeobnafjaHue YrneBoAoB C  HU3KUM
TIMKEMUYECKUM  MHAEKCOM, L-KapHWUTMH; BO3MOXHO  Yr1eBoAHOe  HacbllleHMe  nepes,
COpEeBHOBAHUAMM);

3. CpPeAcCTB 3KCTPEHHOM KOMMEHCcaL MM 3Hepro3aTpar (yrneBoaHo- 31eKTPOINTHbIE PacTBOPbI) U CPeacTB,
ONTUMM3UPYIOLLUX MOCTHArPy304HOE BOCCTaHOBEHUE (reiHepbl);

4. cpeACTB NUTAHUA C aHTUKaTaboanyeckum appekTom (aMUHOKUCNOTbI C

pa3BeTB/IEHHON Lenblo);

5. 6a30BbIX MPOAYKTOB MNUTaHUA (BMTaMWHO-MWHepasbHasa rpynna, Omera, nuWeBble BOJIOKHA,
3CCeHLMabHble aMUHOKUCIOTbI) C 06A3aTe/IbHbIM BK/HOYEHMEM Ha NMOCTOAHHON OCHOBE BUTAMUHA A
BBMAY He0CTaTOYHOW PaboTbl reHa 6eTa-KapoTMH MOHOOKCUAA3bl.

PesynbTupyrowaa uHGoOpmMauus O  BPOXKAEHHbIX OBMEHHbIX  npoueccos, Tpebylowmx
MHAUBUAYANbHOTrO NoA60pa NULLEBbIX PaLMOHOB, NpuBeaeHa B Tabaunue Ne 2.

CsopgHan Tabaunua BpoXaeHHbIX 06MeHHbIX NPOL,eccos,
Tpebylowmx nHaMesuayanbHoro nog6opa NULLEBbIX paLMOHOB
Tabauya Ne 2

YCNOBHbIA OLLEEHOYHbIA NOKA3ATE/1b BIMAHUA OBMEHHOIO NPOLLECCA
MOKA3ATE/Ib HA 300POBbE U CMTOPTUBHYIO YCMNELWHOCTb

OuyeHb HU3KUM Husknit CpegHuit Bbiwe cpegHero BbiCcOKuM

3¢ PeKTUBHOCTL
*uposoro
obmeHa

3¢ PeKTUBHOCTL
yrnesopHoro
obmeHa

3AKAIOYEHUE

HyTpureHeTU4eCKMH  QHOAM3  MOKA3bIBAET  AOCTATOYHO
BbICOKME BO3MOXHOCTU OPraHU3MA HEUTPAAU3OBATb HEAOCTATKM
COBPEMEHHOIO NUTAHUS, TEM HE MEHee, NOKA3bIBAeT 3HAYMMOCTb
nepexoAd HaO MHAMBUAYAAbHbIE PALLMOHBI MUTAHUA AASl MOBbILLEHUS
CNOPTUBHOM YCNELLUHOCTM.



KPATKUA MEAUKO-TEHETUYECKUI AHANU3

PUCKU ANA 340POBbA, CBASAHHbIE C 3SAHATUEM CINOPTOM

a) FTeHeTUYeCKUn pUCK pasBUTUA apTepUabHOMN rMNepTeH3nn
Ha ocHoBaHWMM aHanu3a rpynnbl reHOB, aCCOLMMPOBAHHbIX C Pa3BUTUEM NEPBUYHONM apTepuaibHOW
rmnepteHsun (runeptoHundeckon 6osesHU) B KOTOpyo BXOAAT reHbl NOS3 (reHotun 5/4) u ACE
(reHoTvn D/D) BbIABNEHO 3HAYMUTENbHOE MOBbIWEHWE BKNAAa AaHHbIX TEHOB B PUCK €e pasBuTus.
Hannuve uameHeHWM NO AaHHbIM reHam MoXeT GOpPMMPOBATb TMMEPTOHMYECKMIA TUM OTBeTa
CepAeYHOCOCYANCTON CUCTEMbBI Ha PU3UYECKYIO HarpysKy.

6) FeHeTUYECKNM PUCK CUHAPOMA BHE3AMNMHON KOPOHAPHOKN CMepTH
Ha ocHoBaHWM aHanusa reHoB F5, F2, ITGB3 BblABNEHO OTCYTCTBME BKAA4a LAHHbLIX FEHOB B PUCK
pPa3BUTUA CUHAPOMA BHE3AMHOM KOPOHAPHOM CMEpPTH.

B) FeHeTUYeCcKnin pucK Habopa N3bbITOYHOM Macchbl Tena
Mpyn aHanu3e rpynnbl reHoB, OTBeYaloWMX 3a Perynauuio yrnesogHoro obmeHa Ha pasinyHbIX
yposHax (PPARA, PPARD, PPARG, PPARGC1A, UCP2), sbiasneH reHotun Val/Val no reny UCP2, 4To
0bycnaBnMBaeT MOBbIWEHHbIA FeHeTUYeCKMn PUCK Habopa M36bLITOYHOW Macchbl Tena B C/ayyae
AncbanaHca noctyniaeHue yrnesoaos v 3K1POB C NULLEN U UX BOBAEYEHME B SHepreTuyecknin obmex
(CHMXEeHA NHTEHCMBHOCTU M KPaTHOCTU TPEHMPOBOK).

r) FeHeTUYECKMI PUCK Pa3BUTUA caxapHoro AuabeTa 2 Tuna (B Bo3pacTe crapiue 40 nert).
Mpwn aHanMse rpynnbl reHOB, OTBEYAOWMX 33 Perynsaumio yrneBogHoro obmeHa Ha pasiMyHbIX
ypoBHsX (PPARA, PPARD, PPARG, PPARGC1A, UCP2) sbissneH reHotun Val/Val no reny UCP2, 4to npu
KOMMJIEKCHOM aHann3e obycnaBaNBaeT HU3KNI PUCK Pa3BUTUA caxapHOro anabeta 2 TMna B 3pesiom
Bo3pacte (nocne 40 neT).

Pe3synbTupylowaa uHpopmaumsa O MNPOrHO3e PUCKA Pa3BUTUA pPALA reHeTUYeCKU OBYCNOBAEHHbIX
60n1e3Heil, CBA3aHHbIX CO CMOPTOM U BAMAIOLLMX HA CMOPTUBHYIO YCMELHOCTb, NpuBeaeHa B Tabauue Ne
3.

CsopHas Ta6m4u,a NMPOrHO30B pAAa reHeTu4YeCKu 06yCﬂOBI’IEHHbIX
60ﬂe3HEﬁ, CBA3aHHbIX CO CNOPTOM U BAUAOLWNX HA CMOPTUBHYIO YCNELWHOCTb

Tabauya Ne 3
BEPOATHOCTb PA3BUTUA HAUBOJIEE BAXHbIX 3ABO/IEBAHUIA
NMOKA3ATE/1b
OueHb HU3KUM Husknit CpegHuii Bbiwe cpeaHero BbicoKkuit
Kappauo-
naronorus

MU36biTouHaa macca
Tena

CaxapHbiii gnaber
2 Tuna*

*- OLLeHKa pucKa pa3suTus 3abosesaHua B Bo3pacTe ctaplue 40 net

3AKAKOYEHUE

NMpU KOMNAEKCHOM QHAAM3E 3HAYUMBIX F€HeTUYEeCKMU OGYCAOBAeHHbIX
PHUCKOB pa3sBUTUA 3a60AeBaHUY, NMPUBOAALLLUX K CyW,eCTBeHHbIM
OrpaAHU4YeHUAM NpU 3aHATUAX I'IpOd.)eCCMOHOAbeIM CNOPTOM He BbIABAEHO.



TEEHETUYECKAA TABJ/IULA

CymmapHble pe3ynbTaTbl reHeTUHECKOro TectTa npuBeaeHbl B Tabanue Ne 4.

CsoaHas Ta6nv|u,a pe3y/aibTaTtoB reHeTU4eCKoro 06CHEAOBaHMﬂ

Tabauya Ne 4

FEHbI

SYHKLUWN TEHA

WT/WT
nonyna-
LIMOHHbI
BAPUAHT

WT/VAR
MPOMEKY-
TOYHbIN
BAPUAHT

VAR/VAR
M3ME-
HEHHbIN
BAPUAHT

FEHO-
™n

ACTN3
RS1815739,
R577X

(1747 C>T)

feH KoaupyeT 6enok anbda-akTUHUH-3,
KOTOpbI ABnAeTcA OCHOBHbIM
KOMMOHEHTOM Z-NNHUIN MbILLIEYHbIX
CapKOMepoB, a TaKXKe  onpegenset
pa3BuTUE BbICTPbIX MbILIEYHbIX BOJIOKOH Il
TMna. Anbda-akTMHMH-3  cTabunusupyet
COKpPATUTENbHbIM  annapaT  CKeNeTHbIX
MbIWL, M yyacTByeT B  Pa3/INYHbIX
MeTaboIMYeCKNX NpoL.eccax.

VAR/VAR

T/T

AMPD1
RS17602729,
34 C>T

MpoayKToMm reHa asaseTca cneunduyeckas
CKeNeTHO-MblILLEeYHas afleHO3WH-
MoHodocdaTaesamnHasza (M-usodpopma),
yyacTBylOWaA B pAge OUMOXMMMUYECKUX
npoLeccos asoTucToro obmeHa.
Hepoctatok ¢epmeHTa B CKeJIETHbIX
MblWLAX ABAAETcA OA4HOW W3 Hambonee
pacnpocTpaHeHHbIX MPUYKH
MeTaboIMYeckon mmonaTmm.

VAR/VAR

T/T

ACE
RS4340, 1/D,
INTRON 16

leH AHIMMOTEeH3NHNpeBpaLlatoLLero
depmeHTa (AMD — nepsblii CNOPTUBHbIN
reH) WrpaeT  BaKHeMlwWwyw posb B
PErynsiumMio  apTepuanbHOro  Aas/ieHUA.
Kpome sToro ydyacteyeT B noadepaHuu
6anaHca 31eKTPOUTOB.

VAR/VAR

D/D

PPARA
RS4253778,
2528 G>C

leH KoaupyeT peuenTop, aKTUBUPYeMblid
nponndepaTopamm MNepoKcUcom Tuna A,
KOTOpbIiA perynavpyet meTabonnsm
NMNNO0B B NEYEHWN U CKENETHbIX MbILWLAX, a
TaKXe TrOMeocTas  [/Il0Ko3bl.  TaKXke
3a4eiCcTBOBaH B perynsauMM Beca Tena M
BOCMa/UTE/NIbHOTO MpoLecca nocpeacTBom
KOHTPOAA 3KCMPECCUN FeHOB, BOB/IEYEHHbIX
B MEPOKCUCOMANbHOE WM MUTOXOHAPWANb-
HOe OKuCAeHue, TpaHcnopT MK, cuHTes
NIMNONPOTENHOB, KaTaboansm Tpuranuepu-
0B M 06MeH paKTOpoB BoCNaneHus.

WT/WT

G/G

PPARD
RS2016520,
294 T>C

leH KoaupyeT peuenTop, aKTUBUPYyeMbI
nponandepaTtopamu nepokcmcom Ttmna D,
KOTOPbIM BbINO/IHAET  PYHKUMMU no
perynsiuMmM reHoB, BOBJ/IEYEHHbIX B -
okucneHme MK n obmeH xonectepuHa.
Perynvpyet aMnuaHeln npodunb, CHUMKaeT

KO/IMYeCTBO KMPOBbIX OT/I0XKEHWUM,
onpeaenset YyBCTBUTENIbHOCTb K
WHCYAUHY. BHOCMT 6onblwoli BKAag B
obecneyeHne  aspobHbIX  TPEHMPOBOK.

Tak)Ke 3awmuiaeTr MUOUMTbI OT anonTos3a,
BbI3BAHHOIO OKUCIUTENIbHbIM CTpeccoMm, C
nomoLlbto yBe/n4yeHunA JKCnpeccunun
KaTa/Jia3bl.

WT/WT

T/T




FEHbI

OYHKUMU TEHA

WT/WT
nonyna-
LIMOHHbIN
BAPUAHT

WT/VAR
NMPOMEY-
TOYHbIN
BAPUAHT

VAR/VAR
M3ME-
HEHHbIN
BAPUAHT

FEHO-
™n

PPARG
RS1801282,
PRO12ALA

leH KoaupyeT peuenTop, aKTUBUPYEMbIN
nponndepatopamm NEPoOKCMCOM Famma.
Ero ¢yHKUMKM 3aKAoyaloTca B perynsauuu
reHOB, CBA3AHHbLIX C aKKyMyasaLMen Kupa
(cuHTe3 TPUIrANLEPUAOB),
andodepeHUMpoBKOM agMnoumTos "
Munobnacros, YYBCTBUTENBHOCTbIO K
WHCY/IMHY, aKTMBHOCTbIO 0CTe0b6aacToB U
OCTeOKNacToB (perynaums pocta). Haanume
BapuaHTa Pro/Ala (Ala/Ala) Aaet
NPeMMmyLLecTBO B CKOPOCTHO-CUIOBbIX
BMAAX crnopTa, obycnosneHHoe
noBbILWEHNEM yTUAN3aumUm rIOKO3bl
KNeTKamu opraHuMama (npenmmyLiecTBeHHO
CKEeNEeTHOM MYCKynaTypon).

WT/WT

Pro/Pro

ucpP2

RS660339,
ALA55VAL
(-866 G>A)

leH KoampyeT pasobuwatowmii 6enok 2 -
bepMeHT, npensaTcTBYlOWMA  BbipaboTke
WMHCY/IMHA  KNeTKamMu  MogyKenyaouyHomn
)enesbl.

VAR/VAR

Val/Val

UCP3
rs1800849,
-55C/T

leH KogupyeT pasobuatowmnii 6enok 3 -
OTHOCALLUICS K cemelicTay
MWUTOXOHAPWAIbHbIX TpaHCnopTepos
aHMOHOB M y4yacTBYeT B pa3obLieHun
AblXaHuA n OKUCUTENbHOTO
dochopunnposaHus. IToT 6enoK yyacTeyeT
B TPaHCMOPTUPOBKE KUPHbIX KUCNOT (B
BUAE MUX MOHU3UPOBaHHbLIX ¢opm) U3
MUTOXOHAPWUANBHOIO MaTpUKCca Ha
HapPYXHYI0 CTOPOHY BHYTPEHHel
membpaHbl.  YyacTByeT B  npoueccax
MUTOXOHAPUANbHOMO 6uoreHesa n
Tepmoperynaums. AccoummnpoBaH c
OXMPEHMEM U  NpUYMHAMKU  Pa3BUTUA
AnabeTa.

WT/VAR

c/T

PGCIA
(PPARGC1A)
RS8192678,
GLY482SER

MpoayKkT reHa - KoaktmeBatop 1 anbda
peuenTopa  akTuBaTopa NepoKCUCOM,
UrpaeT KAYEBYD po/sb B MeTabonnsme
KNeToK MuoKapaa. KoaKtueaTtop MHOMmMx
ALEPHBIX PELLENTOPOB (TPAHCKPUMLMOHHbIX
¢dakTOopOoB), TakMX Kak PPARA, PPARG, 1 _
peuenTopos acTporeHa "
MWHEpPasIoKkopTMKoMaos. feHotun Ser/Ser B
COBOKYMHOCTK C reHoTMnom Prol2Pro reHa
PPARG2 sBnanca goctoBepHbiM GaKTOpPOM
pPUCKa  WHCY/NIMHOPE3UCTEHTHOCTU  NpwU
caxapHom anabete 2 Tuna.

WT/WT

GLY/GLY




KOMNAEKCHbIA AHANWU3

Pe3ynbTatoB CNOPTUBHO-reHEeTUYEeCKOro TeCTMpoBaHUA
N OUEHKHU d)yHKLI,I/IOHaﬂbHOI'O COCTOAHUA

PaboTocnocobHOCTb crnopTCMeHa MPOABAAEGTCA B Pas/MUHbLIX BMAAX MbIWIEYHON AeATENbHOCTU MU
3MOLMOHANbHO-BO/IEBbIX PEAKLMAX.

dusnyeckas U NCUXO3IMOLMOHA/IbHAA PaboTocnocO6HOCTb — 3TO KOMIMJIEKCHOE MOHATUE, 06YC/NoB/IEeHHOe
psaaom ¢aKkTopoB, cpeam KOTOPbIX OCHOBHOE 3HayeHMe MMEIOT YpoBeHb PpU3NYECKOro pa3BUTUA, COCTOAHUE
3[10pOBbsA, Macca Tesla, MOLLHOCTb, EMKOCTb M MPOU3BOAUTENIbHOCTb SHEPreTUYECKMX NPOLECCOB, COCTOAHUE
HEeNPOMbILIEYHOro annaparta, NCUXMYECKOe COCTOSIHUE, MOTMBAUMA M T. M. 3Ha4YMMOCTb 3TUX (GaKTOPOB B
npouecce paboTbl onpeaenaeTcA ee XapaKTepom, BMAOM, MHTEHCUBHOCTbIO W MPOAOMKUTENbHOCTbIO. Ho
6a30BbIM  3/1eMEeHTOM, OMnpedenAlWMM  BO3MOXHOCTM  CMOPTCMeHa, 6biTb  Angepom  ABAAKOTCA
MHAMBUAYaNbHble 0COBEHHOCTM reHeTMYecKoro annapara.

KomnnekcHoe paccmoTpeHue pe3ynbTaToB CNOPTUBHO-reHeTMUECKOro TecTUPOBaHMA BK/KOYaNo: aHanu3
BPOXAEHHbIX NoKasaTenei aspobHOM U aHasPOBHOMN BbIHOCAUBOCTU, CKOPOCTHbIX M CUNOBLIX XapaKTepPUCTUK
MbILLIEYHOM TKaHW, BPOMAEHHbIX MOKasaTefneil CNOPTMBHbLIX MOTMBALMIA B COYETaHUM C OLLEHKOMU
dYHKUMOHaNbHbIX NabopaTopHbIX MNoKasaTenen obmMeHa YrAeBoAOB, XMWPOB, TFOPMOHOB, OTAe/bHbIX
MeTaboNTOB B MOKOE W B YC/JAOBUAX MAKCMMaNbHbIX Harpysok. TakoW noaxof Mo3BOAUA MNOAYYUTb
[OKa3aTeNbCTBa BANAHUA BPOXKAEHHbIX MOKasaTenel sHepreTMyeckoro obmeHa, reHeTUYeCKnX ocobeHHoCTen
MbILLEYHON TKaHW Ha BO3MOMKHOCTU CnopTcmeHa 6bICTPO NPOrpeccnpoBaTth AULLbL B ONpeae/ieHHOM ChneKTpe
CMOPTUBHBIX AMUCUMMANH. MpN 3TOM 3HaHWE TeHEeTUYECKUX HI0AHCOB MO3BONAAM AaTb HEOOXOAMMble 3HAHMA
AN TpeHepa Mo UHAMBUAYANbHOW KOPPEKLUN BUAOB, 06beMOB U NPOA0/IHKUTENbHOCTU TPEHNPOBOK.
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KOMNAEKCHbIA AHANWU3

A3pobHoit/aHaspobHO BbIHOCIMBOCTU
U CKOPOCTHO-CUI0BbIX XapPaKTEPUCTUK MbILLILL

Kak aHaspo6Has BbIHOCAMBOCTb - CNOCOBHOCTb BbINOMHATL PaboTy B HECKUCIOPOAHOM peXMme, Tak U
a3pobHaA BbIHOC/IMBOCTb — CMOCOBHOCTb BbINOJIHATL PaboTy C UCMOb30BaHUEM Kucaopoaa basupytoTca
Ha T/IMKOAU3e, NIMNOAN3E U MPOTEO/SN3e BO BCEX MX MHOTOYMC/IEHHbIX BapWaHTax B3auMMO3aBUCUMbIX
OTHOLWIEHMI, MNPUBOSALMX K MNPEUMYLLECTBEHHbIM  PEAKUMAM LUMKAA TPUKApOOHOBbLIX  KUC/OT,
neHtosopocpaTtHOro UMKAA, KpeaTUHPochaTHOro MmexaHu3ma, [/IlOKOHeoreHesa W ap. Bce atn
B3aMMOOTHOLUEHUSA M TMPEMMYLLECTBA 3aKpenneHbl Ha TeHeTUYEeCKOM YPOBHE, Yallle BCEro HOCAT He
[ONONHAIOWMIA, @ B3aMMOMCKAIOYAIOWMIN XapaKTeP U ONpeaensadT B KOHEYHOM uTore cneumduyeckue
0CODEHHOCTN 3HeproobmeHa M yPOBHS a3pobHOM, aHa’pPOOHON, cneunasbHOW, CUAOBOM, MCUXUYECKOWN
BbIHOC/IMBOCTN. BpoKAEHHble CKOPOCTHO-CU/IOBblE CBOWMCTBA B 3HAYWUTE/NIbHOW Mepe 3aBUCAT OT
COOTHOLLEHUSA BbICTPbIX U MeANEHHbIX MbILLEYHbIX BOJIOKOH.

Mo cTpyKType n GyHKLUM Pa3MYaloT 4Ba TUNA MbILUEYHbIX BOJIOKOH: 6bICTpOCOKpaLatowmecs — bbicTpble
W CUNbHble, CNOCOBHblE pPa3sBMBaTb OOMbLIYID CKOPOCTb M CUAY MbILWEYHOTO COKPALWEHMA, HO He
NpUcNocobaeHHble K ANUTENbHOM Harpyske, U MeANEHHO COKPaLLalowmecs, MeHee CUbHble U BbICTpblE,
HO crnocobHble paboTatb B AauTenbHOM pexunme. OTAenbHble TUMbl BOJMIOKOH OT/IMYAIOTCA TaKKe
MeXaHM3MaMK aHeproobpasoBaHus.

Pa3nnualoT TpM TUNA MbIWEYHbIX BOJIOKOH: MenJieHHble HeyTomasemble (okucautenbHble 1 Tuna);
6bICTpble HeyTomMAsemble (OKUCAUTENbHbIE MAW MPOMENKYTOYHble 2-a TWNa); b6bICTpble yToMAAeMble
(rnukonuTMyeckue 2-6 Tuna).

PE3Y/IbTATbl UCCNELOBAHUN

B rpynny reHoB, OTBEYalOWMX 3a CKOPOCTHO-CWIOBbIE MOKasaTenn W aspobHyro/aHaspobHyo
BblHOCAMBOCTb, Bowan 10 reHos (ACE, ACTN3, AMPD1, PPARA, PPARD, PPARG, UCP2, UCP3, PPARGCIA,
GSHR).

CnopTUBHO-reHeTUYECKUIA aHaNNU3 AaN CnefyloLLyo KApTUHY:

feH (ACTN3) «KOMMO3WTHOTO COCTaBa» MbIWEYHbIX BONOKOH _-aKTMHMH-3 OTBEYaeT XapaKTepUCTUKY
MbILLIEYHbIX TPYMMN COOTBETCTBOBaTb TOMY WAM WMHOMY BMAY BbIHOCAMBOCTW. [pu aHanuse BbiABAEH
reHotun T/T, uto o6ycnaBauBaeT HanMuMe MeAJIEHHbIX HEYTOMIAEMbIX MbllLIEYHbIX BOJIOKOH
(oKMcnUTEeNbHbIE 1 TMMA), XOPOLLYIO NEPEHOCUMOCTb Harpy3oK Ha BbIHOCMBOCTb. BO3MOXKHO CHUXEHME
CKOPOCTHO-CUNOBbIX KayecTB.

feH (AMPD1) AM®-pge3amuHasbl KoaupyeT aAeHO3UMHMOHOGO- cdaT-Ae3amuHasy, crneumduuHbin ana
CKeNeTHbIX MbllL, 6eN10K, y4acTBYOLWMA B 0becneyeHnn Mblilllbl 6bICTPONA U CAMOW CUNBHOM SHEPTUEN.
fBnaeTca BaXKHbIM MapKePOM B3PbIBHOM 3HEPIMM — KOCBEHHbIM MapKepPOM aHaspO6HOM BbIHOCANBOCTM.
BbifiBNeHHbIN reHoTUN T/T yKasblBaeT Ha BEPOATHOE CHUMKEHUA NEePEeHOCMMOCTM GU3MYECKUX HArpy3oK
33 CYET MOHMKEHHOro YpoBHA paboTbl AM®/ (a3HepreTuyeckoe obecreyeHmne MbILLEYHOTO BOJIOKHA U
CO34aHue pe3epBa BO BPeMA BOCCTaHOBAEHMSA).

FeH (ACE) aHrMOTEH3MH-KOHBepTUpYtowero ¢epmeHTa. MpoayKT AaHHOrO reHa OKasbiBAeT BAMAHME KaK Ha
a3po6HYI0, TaK M Ha aHaspPObHYIO BbIHOCAIMBOCTb. BbiAB/AEHHbIN Npu aHannse reHotun D/D no reHy ACE
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OKa3blBaeT MO/IOKUTENbHbLIM 3GPEKT B C/yYae BbIMOJHEHUA CKOPOCTHO-CUNOBLIX YMNParKHEHWUW B
aHa3PO6HbIX YCOBUAX.

FeH (PPARA) perynupyeT metabonvMsm AMNUO0B B MEYEHW UM CKENETHbIX MbIWLAX, @ TAKKe romMeocTas
rntoKkosbl. eH 334elCTBOBAH B perynsumMm Beca Tefa W BOCNAAUTE/IbHOTO npoLecca nocpeacTsom
KOHTPONA 3KCNPECcCUn reHOB, BOBJIEYEHHbIX B NMEPOKCMCOMANbHOE U MUTOXOHAPWANbHOE OKWUC/IEHME,
TpaHcnopT KK, CMHTE3 AMNONPOTEMHOB, KaTaboON3M TPUTANLEPMAOB MU 0O6MeH GaKTOPOB BOCMAEHUS.
Mpn uccnefoBaHMM [AHHOMO FeHA OTK/AOHEHWI He BbiABNEHO. BbenKoBbI NPOAYKT AaHHOMO reHa
paboTaeT NONAHOLEHHO. JONOAHUTENbHBIX MPEUMYLLECTB A/1A CNOPTCMEHA He BbIABNEHO.

FeH (PPARD) yuyactByeT B perynsiumm RB-OKUCAEHMA KUPHbIX KUCAOT U 0BbmeHa XonecTepuHa, TeM CaMbiM
onpenensa yposeHb aspobHOM BbiHOCAMBOCTU. [pU UCCNeaOBaHUM AAHHOTO FeHa OTK/IOHEHWUIM He
BblfiBNEHO. BeNKoBbIN NPOAYKT AaHHOrO reHa paboTaeT NOAHOUEHHO. JONOAHUTENbHbBIX NPEUMYLLECTB
ONA CNOPTCMEHA He BbIAB/IEHO.

FeH (PPARG) yyacTByeT B peryasummn reHoB, CBA3aHHbIX C CUHTE30M TPUTNLEPUIOB B KAaUeCcTBe pe3epBHOro
MCTOYHWKA SHEPTMKN B a3pobHOM pexmme. MNpu nccnegoBaHnm AaHHOTO reHa OTKAOHEHMI He BbIIB/IEHO.
benkoBbIt NpPoOAyKT AaHHOrO reHa paboTaeT MNOAHOUEHHO. [ONONHUTENbHbIX MNPEeUMYLLECTB A/A
CMoOpTCMEeHa He BbIABAEHO.

Fen (UCP2) yyactByeT B BblpaboTKe ¢epmMeHTa, NPENATCTBYIOWEro BblpabOTKE MHCY/AMHA KAeTKamu
NoAMKEeNY0YHOM Kenesbl B YCAOBUAX NMOHUMKEHUA YPOBHA caxapa. Mpu mMccneaoBaHUM AaHHOrO reHa
BbiABAEH BapuaHT Val/Val, 4To oOKa3biBaeT MNONOXKUTE/NbHOE BAWAHME Ha MNOBbileHWe (U3NYECKON
paboTocnoco6HOCTN M BbIHOC/AMBOCTM, YTO CBA3AHO C MOHUMEHUEM paccemBaHUA 3HEPrun» B BUAe
Tenna v 3KOHOMM3aLMel 3HepPreTMYeCcKUX Pecypcos.

Fen (UCP3) koampyeT pasobuwatowmii 6enoK 3, NpMHMMAIOWMI yyacTMe B TEPMOPEryAALMM, TpaHCNopTe
YKUPHbIX KNUCNOT, NOAAEPKaHMM FOMEOCTasa M0KO3bl U HEMTPaAAN3aLMM peakTUBHbIX GOPM KUCIopoaa.
Hannuma sapuaHTa C/T cBA3aHO C BEPOATHbIM CHUMKEHMEM NEPEHOCUMOCTU ANUTENbHbIX PUNUYECKUX
HarpysokK, B cBA3u ¢ AncbanaHcom NPoL,ECcCoB }KMPOBOro obmeHa.

FeH (PPARGC1A) oavH M3 OCHOBHbIX perynsTopoB metabonvsma AaMnuaos M yrnesogoB. Mpu aHanuse
OAHHOTO reHa 3HAYMMbIX U3MEHEHUIM He BblABMEHO, YTo o0bycnaBnmBaeT PpU3NOIOTMYECKMIA YPOBEHb
paboTbl AaHHOro pepmeHTa, cnocobCTBYET OTCYTCTBUIO BKaZa NPOAYKTa AaHHOIO reHa B PUCK pa3BUTUA
HapyLUeHMI yrneBoAHOro 0bmeHa, U He BAMAET Ha pu3MUecKyto paboTocnocobHOCTb.

FeH (GSHR) KoaupyeT CEeKpPeTOpPHbIN peLenTop ropMmoHa pocTta. MrpaeT ponb B sHepreTuyeckom obmeHe 1
perynaumm maccbl Tena. lNpu  nccnefoBaHMM [aHHOTO FeHa M3MEHEHMS He  BbIABNEHbI, 4YTO
obycnaBnmBaeT cpegHUi POCT, XapaKTepHbI 414 NonyAAauun.

3AKAKOYEHUE

Y cnoptcmeHa PT-337/16 umeeTcs NPeAPACNOAOXEHHOCTb K BUAGM CNOPTA C
NPEeUMYLLLECTBEHHBIM NPOSIBAEHUEM BbIHOCAUBOCTU. ONTUMAABHO BbIMOAHEHUE
ynpa>KHEHUH Ha BbIHOCAUBOCTb co cpeAHeH MHTEHCUBHOCTbIO;
LLEeA€COOOBPA3HO BKAIOYEHME SAEMEHTOB BbICOKOUMHTEHCUBHOINO TPEHMUHrd, a
TAKXEe TPEHUPOBOYHbIX CECCHUMU, HAMPABAEHHbLIX HA PA3BUTUE CKOPOCTHO-
CUAOBBIX XAPAKTEPUCTUK. HeobxoAMMO  y4YUTbIBOTD HEOBXOAMMOCTDb
YBEAUYEHUS MEPUOAA BOCCTAHOBAEHUS U COMPOBOXAEHUE €50 MPOAYKTAMMU
CNEeuUAAUIUPOBAHHOIO MUTAHMUS.




NMCUXOTEHETUYECKUU AHANTU3

MoTusauuit K pusnyeckmm Harpyskam
U nopora BocnpuAaTua crpecca

FeHbl moTUBaUUU U CTpECCOVCTOI’NMBOCTM.

3Ta YacTb UCCNEA0BAHNN NIEKNUT B OCHOBE GOPMMPOBAHNA UHAMBUAYANbHBIX HEMPOOMONOrMYECKMX MPOrpamMmm
Hedapmakonornyecko u dapmarkonornyeckor noagepxku. o 30% Helpobuonormyeckmx peaxumi
0bycnaBnMBaeTcA TeHETUKOW, B KOTOPOM LLEHTPasbHOE MeCTO 3aHMMAIOT reHbl ObMeHa CepoTOHMHA W
AodammnHa. CepoTOHMHOBAA CUCTEMA Y4YaCTBYET B MPOLLECCaX peryaauuun noseaeHuna CnopTcMeHa, BAUAET Ha
NCUXMYECKMIA NPOLLECC BOCMPUATUA HA CaMbIX OTBETCTBEHHbIX CTapTaxX M OTPAXKAeTCA Ha HAaCTPOEHWUW, YPOBHE
cTpecCa, Wu3mMeHAA JNYHOCTHble 4YepTbl WU BbI3blBaA TPEBOXHOCTb, arpecCMBHOCTb U UMMNYJIAbCUBHOCTb.
AncPyHKUMA CEePOTOHMHOBOM CUCTEMbI Yy CMOPTCMEHA MNPUBOAUT K arpeccCUBHOMY WM MaHUYECKOMY
nosefieHNto (B page cayyaeB aHTUCOLMaANbHOMY). CHUMKEHWE CEePOTOHWMHOBOW WHHEPBALMW MPUBOAMUT K
penpeccun. Hambonee ypaaunmBbiMM  Ha TPEHUPOBKAX ABAAIOTCA CMOPTCMEHbl C TaK Ha3blBaeMbIM
BPOXAEHHbIM CMHAPOMOM aAeduunTa YyAOBNETBOPEHHOCTM, B TO BpemMA Kak B nepuos Hambonee
OTBETCTBEHHbIX CTAPTOB MX NPEACTAPTOBOE BOJIHEHUE AOXOAUT A0 3anpeesibHblX BeAnYnH. UHaMBUAYyanbHble
nporpammbl  HedapMaKoorMyeckon u GapMaKoNOrMYeckonm KOPPEKLMU CHUMKAOT MOPOroBbl YPOBEHb
HaACTYNNEeHWA NaTo/NIOrMYEeCKOro CTpecca, M CNOPTCMEH YypaBHMBAET LUAHCbl Ha NepBeHCTBO. AHa/NN3 TEHOB,
aCcCOLMMPOBAHHbIX C PaboTON CEPOTOHMHOBBLIX PELLENnTOB U APYrMX, @ TaKKe reHoB, aCCOLUMMPOBAHHBIX CO
CTPECCOYCTOMUMBOCTBIO W ObICTPOTON MPUHATUA  pelleHus, MO03BOMAET COCTaBAATb  ONTMMaJibHble
WHAMBUAYA/IbHbIE MPOrPamMMbl KOPPEKUMW NOBEAEHWA W MOBbIWEHMA MOPOroBOrO YPOBHA BOCNPUATUA
cTpecca.

PE3Y/IbTATbl UCCNELOBAHUN

F'eH (HTR2A) accoummnpoBaH C YpOBHEM CNOPTUBHOM MOTMBALIUN.

MNcuxoreHeTUUYeCcKUii aHanus Aan cneayrwyro KapTuHy:

l'eH peuentopa cepoToHMHa (HTR2A). Hannume sapumarTta C/C cBA3bIBAIOT C MOHMMEHHOW 3KCNpeccuei reHa,
06YyCNaBNMBasA CHUXKEHUE YYBCTBUTENbHOCTM PELLENTOPA K CEPOTOHMHY, YTO MOXKET NPOABAATLCA B TEHAEHUMAX
K AEenpeccMBHOM CUMNTOMATUKE N HU3KOI CaMOOLEHKE, MOHMXKEHHOW CTPECCOYCTONYMBOCTbIO, HO M YKa3bIBaeT
Ha HaNn4YMe reHeTUYeCKn 0byCNOBAEHHOM TAMM K 3aHATUAM CNOPTOM U NOJSIyYEeHUE YA0BAETBOPEHHOCTU OT
TPEHUPOBOYHOIO NPoLLecca 1 OT JOCTUraeMblX pe3ynbTaToBs.

3AKAKOYEHUE

Y cnoptcmeHa #T-337/16 uMeeTCAa NOBbLIWEHHbIA PUCK PA3BUTUA
CTPECC-CMHAPOMA HOA OTBEeTCTBEHHbIX COPEBHOBAHMAX, 4TO TpebGyeT
BHUMAHUA AAS PABGOTbI MCUXOAOrd, A TAKXKE MNPOBEAEHUS AOMOAHUTEABbHbIX
NCUXOreHeTU4eCcKmnx MCCAEAOBAHUM 7 AWHAMUYECKOro u3y4yeHus
CTPECCOYCTOMYMBOCTU  AA  YTOYHEHUSS  ACQHHOM  OCOBGEHHOCTHM 7]
HOopMUPOBAHUA UHAUBUAYAABHOU AHTUCTPECCOBOU NMPOrPAMMbI NOAFOTOBKM.
HaAn4me AGHHOro BAPMAHTA ACCOLMUUPOBAHO C reHeTU4eCKU O06YCAOBAEHHOMU
TATOM K 3CHATUAM CNOPTOM M TMNOAYYEHUMEM YAOBAETBOPEHHOCTU OT
AOCTUIOEMbIX PE3YAbTATOB.
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KOMMNNEKCHbIW AHANU3

Pe3ynbTaToB HYTPUreHOMHbIX UCCeA0BaHNMA
U OLLeHKU COCTOAHUA NMULLLEBOTrO cTaTyca

C6anaHcMpoBaHHOE NWUTAHUE — ABAAETCA OAHMM W3 BAXKHEWLMX KOMMOHEHTOB B obecneyeHuu
CMOPTMBHOM yCMewHoCTH. MNprem CnopTUBHOIO NUTAaHWA HaMpaBs/IeH, B MePBYI0 o4Yepeab, Ha yaydleHme
CMOPTMBHbIX PE3Yy/IbTaToB, NOBbIWEHWE CU/bl U BbIHOCAMBOCTU, YKPEMN/IEeHWEe 340pO0BbA, yBEAUYeHue
ob6bema mMbilwL, HopMmanusaunio obMmeHa BelecTs, AOCTUXKEHME ONTUMAIbHOW Macchbl TeNa, 1, B LLeJoMm,
Ha YyBe/MYeHMEe KauyecTBa W MPOAO/IKUTENbHOCTM U3HWM CNopTCMeHoB. B ocHoBe 60/blIMHCTBA
610006aBOK M CMOPTMBHOIO NMUTAHUA NEXUT PasAINYHOE KOMBUMHMPOBAHHOE coYeTaHue 6esiKoB, KUPOB
M yrnesogoB (B 3aBUCMMOCTM OT LM, C KOTopol ynotpebnsetca BAL wau cnopTMBHOe NUTaHue).
[ocTuKeHWe pe3ynbTaTa HanpPAMYIO 3aBUCUT TaKKe OT MHTEHCMBHOCTM MeTabo/nM3ma COOTBETCTBYIOLLMX
KOMMOHEHTOB MWTaHWA, KOTOpbliM Ha 50% onpedensetcA reHeTUYeCKMMM 0cobeHHOCTAMU
COOTBETCTBYIOWMNX GEPMEHTOB U PELIENTOPOB.

HyTpureHeTMKa - HayKa O B/IMAHUM TEHETUYECKUX Pas3/IMunii 4YenoBeKa Ha BOCMPUMMUMBOCTb
NUTaTe/IbHbIX Bel,ecTs. 3TO OTHOCUTCA K MaKpOoNUTaTeIbHbIM BelecTBam (6enku, yrnesoabl U Xupbl), K
MUKPOMUTATENbHbIM BellecTBaM (BUTaMMHbI, MUHEpPa/ibHble BellecTBa U GUTOHYTPUEHTbI) U cnocobam
NPUroToBAEHMA NULLM (BapeHoe, }KapeHoe, KoMYeHoe, cbipoe).
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KOMMNAEKCHbIN AHANAS

MoKa3aTtenen aHTPONOMETPUU, TEHETUKU
Xuposoro/yrnesogHoro obmeHa
n metabonusma paga BUTaMMHOB

Ha ocHOBaHMWM p[aHHbLIX OTEYECTBEHHbIX W 3apyberKHblX aBTOPOB OTMEYEHO, 4To Yy npubnusmtenoHo 20%
€BPOMENCKON MonyaAuMM NOoBbiWeHa 3PPEKTUBHOCTL YTUAM3ALMM  [NIHOKO3bl  KAETKaMM  OpPraHu3ma,
COOTBETCTBEHHO AAHHbIM NtoAAM Hanbonee LenecoobpasHo ynoTpebieHme cnopTMBHOro NuTaHMAa n BA/ Ha
yrneBogHOM ocHoBe. TaK e, y 5-7% npeactaButenein eBponenckon nonyaaumMm nosbllweHa 3¢ PeKTUBHOCTb
MmeTabonsma IMNuMaos, 4To 0bycnaBaMBaeT LLesecoobpasHOCTb YyNnoTpebaeHMa NUTaHMA C NPEeUMYLLECTBEHHO
KMPOBbIM KOMMOHEHTOM. Y 20% - CHUKEHA 3$PEKTUBHOCTL MeTaboM3Ma KMPOB, YTO B C/lydYae ynoTpebaeHus
NIMNUAHOTO NUTAHUA NPUBEAET K N3ObITOUHOMY HAKOMNEHMIO U OT/IOXKEHMIO KMUPA B OpraHn3me. FeHeTUYecKne
0COHEHHOCTU «NPenMyLLECTBEHHOTO» 3HeproobecneyeHms (3a CYET KMPOB WAWN YrNeBo[O0B) Y CNOPTCMEHOB
nexaT B ocHoBe 3$dEKTUBHOCTU TPEHMPOBOYHOIO NpPOLEcca B 3aBUCMMOCTM OT MPaBUIbHOIO COCTaBAEHMUA
YFNEeBOAHO-*KMPOBOW CTPYKTYPbl MUTAHMA.

PE3Y/IbTATbl UCCNELOBAHUN

B rpynny reHOB, OTBeYaloLLMX 33 PErynsaumio }Xnposoro obmeHa, metabonnsm ButTammnHa B12 u BuTammHa A,
Bown 8 reHoB (GCK, BCMO1, FUT1, PPARA, PPARD, PPARG, PPARGC1A, UCP2).

HyTpureHeTuueckuii aHanus 3¢pPeKTUBHOCTU TNIOKO30-}KUpoBoro obmeHa U metabonnMsma BUTAaMMHOB
NoKasan c/ie4yoLLyo KapTUHY:

FeH rekcokuHasbl IV (GCK), knoueBoro pepmeHTa rnnmkonusa. Mpu aHanM3e AaHHOTO reHa BbiBNEH BapUaHT
C/C, cBMAETeNbCTBYIOLWMI O HOPMaNbHO GYHKLUMOHMPYIOLLEM reHe, O0CTaTOYHOM Koanyectee GepMeHTa U
O HOPMasIbHOM YpPOBHE MOCTNPAHAMANbHOM W TOWAKOBOM [/IMKeMUU. B pesysbTaTe WHTEHCUMBHOCTb
rMMKOAN3a He HapylweHa, aJMMeHTapHoro 3sHeprogeduunTa B YC/IOBUAX aHA3IPOOHOW Harpysku He
HabntogaeTca, pasBUTUE CNPUHTEPCKUX CNOCOOHOCTEN CNOpTCMeHa He ByayT 3aBWMCETb OT OrpPaHUYEHWi
npouecca ravkonumsa. MNprvem MoHOCaxapoB (MpeAnoyYTUTENIbHbIA BAapUAHT — YIJI€BOAHO-3/IEKTPOJIUTHbIE
pacTBOpbI, coaepsKalme Koy U GpyKTo3y) Bo BpemMsa TPEeHMPOBOYHOro npouecca byaer apdektTnseH
[ON17 SKCTPEHHOM KOMMNEHcauumn aHeprosaTpar.

Mpu aHanuse reHa beTa-KapoTMH MOHOOKcuAasbl (BCMO1) BbiaeneH reHotun C/T accouMUMpPOBaHHbIN C
NOBbILEHHbIM FeHETUYECKMM PUCKOM HapyLUEHMI CMHTE3a BUTaMMHA A 13 6eTa-KapoTuHa.

Mpu aHanuse reHa Anbda-1,2-pykosuntpaHcdepasbl (FUT2) sbiasneH reHotun A/A, accoUMMPOBAHHbIN C
$M3M0N0rMYECKMM YPOBHEM BCACbiBaHMA BUTaMWHa B1l2 B KULWEYHWKe, 4TO ObYyCnaBNMBaeT OTCyTCTBUE
CHUKEHUA YPOBHA BUTaMMHa B12 npu ero 4OCTaTOYHOM NOCTYMNNEHUM B OPraHU3M.

FeH (PPARA) perynnpyet MeTaboM3m IMNNAO0B B MEYEHWN U CKENETHbIX MbILLILIAX, @ TAKXKe rOMeocTas rKo3bl.
Mpu nccnepoBaHUM AAHHOTO reHa OTK/JIOHEHUI He BbiABAEHO. benkoBbIi NPOAYKT AaHHOro reHa paboTtaer
NoNHOLEHHO. [lononHUTebHbIX TpebOBaHMI K USMEHEHUIO PaLMOHA NUTAHUA HET.

FeH (PPARD) vyuyactByeT B perynaumm [B-OKUCNEHMA MUPHbIX KUCAOT M obmeHa xosectepuHa. [pu
NCCNe0BaHNUN [AAHHOTO FeHa OTK/JOHEHWN He BbiABNEHO.benKoBbIM NPOAYKT AAHHOrO reHa paboTtaer
NONHOLLEHHO. [lononHUTENbHbIX TPeOOBAHMI K USMEHEHMIO PaLLMOHA NUTAHWUA HET.
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FeH (PPARG) yyacTByeT B perynauumn reHos, CBA3aHHbIX C akKymyaaumen Xupa (cuHtes Tpuramuepuaos). Mpu
nccneoBaHNM AAHHOTO FeHa OTKNOHEHWW He BbiABAEHO. benkoBbii NMPOAYKT AaHHOrO reHa paboTtaer
NOIHOLLEHHO. [loNONHUTENbHbIX TPEOOBAHMI K USMEHEHMIO PaLLMOHA NUTAHWUA HET.

FeH (PPARGC1A) oaMH U3 OCHOBHbIX PEryNATOPOB MeTabonnsma AMNuAoB 1 yrnesonos. Mpu aHanmse gaHHOro
reHa 3HaYMMbIX WM3MEHEHUI He BbIABAEHO, 4YTO 0b6ycnasAnBaeT GU3MONOTMYECKYIO aAKTUBHOCTb reHa.
[ononHUTENbHBIX TPeOOBAHUIN K USMEHEHMIO PALMOHA NUTAaHMA HET.

FeH (UCP2) yuactByeT B BblpaboTke d¢epmeHTa, MNpenaTCcTBYOWEro BblpaboTKe WHCY/MHA KAETKamu
NoAXKeNyao4YHOMN XKenesbl B YCNOBUAX MOHUMKEHWA YpOBHA caxapa. [pu noTpebneHun npoayKToB C
BbICOKMM coaeprKaHuem Kupa skcnpeccnsa UCP2 B 6enbix aaunoumnTax noBbIWAETCH, YTO CBUAETE/IbCTBYET
o BanAHUK UCP2 Ha ckopocTb metabonmsma. MNpu nccnenosaHnmn 4aHHOTO reHa BbiasaeH BapuaHT Val/Val,
CBUAETENbCTBYIOLWMIA O NPENMYLLLECTBEHHOM BOB/EYEHUN INNUAOB B SIHEPreTUYECKMN npoLecc.

3AKAKOYEHUE

Y CnopTCMeHa nNpeuMyLLEeCTBEHHOE BOBAEYEHME AMMUAOB B
3HepreTM4eckum oOOMeH. AAHHOMY CMOPTCMEHY ueAecoobpa3Ho B
AQAbHEHLWEM NOAOGPATb MEPCOHAAbHbIE PALMOHbI MUTAHUA, B KOTOPbIX
NPEeBAAUPYIOT CAOXHbIE€  YrA€BOAbl (MOABTOAEKCTPUH, COMMAONEKTUH),
CpeAHeLeno4YeyHble XUPbl C AKLEHTOM HA PACTUTEAbHble, CPEAU KOTOPbIX
OTACGBATb NPEANOYTEHUE MOAMHEHACHIWEHHbIM KAacca Omera 3. Mpu 3Tom
NPOBECTU AMHAMMYECKOE MU3y4YEeHUEe YPOBHA PPAKUUKA AUMOMPOTEMHOB M
aTeporeHHoro cpakTopa.

LLenecoobpasHo  ynoTpe6AeHue  6a30BbIX NPOAYKTOB  MUTAHMSA
(BUTAMMUHO-MUHEpPAABHAs rpynna, Omera, NULLEBbIE BOAOKHA, 3CCEHUUAAbHbIE
AOMMHOKUCAOTbI) C 00653aTEAbHbIM BKAIOYEHMEM HA MNOCTOSAHHOW OCHOBE
NPUMEHEHME NOAUBUTAMMUHHbBIX NPENAPATOB, COAEPXKALLUX AKTUBHbIE OOPMbI
BUTAMMUHA A (PETUHOA, PETUHAAb U PETUHOEBAS KUCAOTA).

MocAeAyrOMH  AMHAOMMYECKMHA CKPUHUHI 3PP EKTUBHOCTU HOBOFO
pPeXuma MUTAHUSA, BKAIOYAIOLWLUIA KAAOPUMETPUIO, BMOMMMNEAAHCOMETPUIO U
AQBGOpPATOPHbIE NOKA3ATEAM, TMO3BOAUT YCOBEPLUEHCTBOBATb PALLMOHbI
NUTAHUS B NEPUOA TPEHUPOBOK PA3HOM UHTEHCUBHOCTHU M XAPAKTEPQA, A TAKXe
CNOPTUBHbIX COPEBHOBAHMUM.
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KOMMNAEKCHbIN AHANTU3 NOKA3SATENEN

Muwesoi NnepeHOCUMOCTU, FrEHETUKU O,EeTOKCUKALUM.
depmeHTaTUBHAA aKTUBHOCTb NMeYeHu

[JeToKcuKkauma - 3T0 MeTabonMYecKUin MNPoLEecc, KOTOPbIM MCMNOAb3yeT OpraHM3M ANA MNPEeBPALLEHUs U
YOaANeHUA TOKCMHOB, MONaBLIMX B OpraHM3m. bonblloe YMCNo TOKCMHOB MonagaeT B OpraHM3m C NULLEN nMau
ABNAETCA MPOMENKYTOUHbIM NPOAYKTOM obmeHa. [eToKcMKaums npoTekaeT B 2 aTana — ¢asy 1 u dasy 2.
MepBan ¢dasa AeTOKCMKaLuMK aBaseTca ammutupytowei. ®asa 1 - pepmeHTaTMBHOE BO3AENCTBUE HA TOKCMH
ONS CKopeWwero yganeHus U3 opraHmama. B 1 dase geTtokcnkaumnm, depmeHTbl M3BECTHbIE MOo4 Ha3BaHMEM
uMTOoXpomMbl P-450, MCnonb3yloT KUCOPOA, A1 U3MEHEHUA CTPYKTYPbl TOKCUYECKUX COEAMHEHWI, IEKapCTB
WU CTEPOUAHbIX TOPMOHOB. 1A AeTOKCMKALMKM 60/bLLIOro Pa3sHO06pa3ma TOKCMHOB OpPraHM3m Co3gaeT MHOro
BapuMaHTOB UuTOXpoma P-450, Kaxabih W3 KOTOPbIX 3aKpensieH reHeTudeckn. Hepeako npuxoamtca
CTa/IkKnBaTbCA ¢ adpdexkTamu, Korga papmaKkosorMyeckoe CpeacTso B OAHOM [03e Y OAHUX MOXKET MPUBECTU K
nepeno3npoBKe, Y BTOPbIX - K YaCTUYHOMY WUIM NOSIHOMY OTCYTCTBUIO 3GPEKTA; ¥ TPETbUX - K NapagoKCaNbHbIM
peakuMsaM Ha IeKapCcTBO. BUHOM ToMy MHAMBUAYA/bHbIE PA3/IMYMA B OTBETAX HA JIeKapcTBa, 06yC/NOBNEHHbIE
reHHbIMMU noAMmopduUImMamm, onpegensaomnx metabonmsm nekapcrsa, 3¢PEKTUBHOCTb UX BO3AENCTBMA U
TOKCUYHOCTb A5 OpraHn3ma. B aToi cBA3M pasinyatloT: cybcTpaThbl - 1IEKAPCTBA, XOPOLIO MHAKTMBUpYIOLLMeca
nopa, aencremem GbepmeHToB; MHTMOUTOPLI — MeA/IeHHO pa3naratolmecs eKapcTsa ¢ A0JITON UMPKYAALUMEN B
OpraHM3mMe; MHAYKTOPbl — JIeKapcTBa, MPUBOLALLIME K YBE/MYEHMIO BbipabOTKM depmeHTa, YCKOpeHHOMY
pacnagy, B pe3y/sbTaTe Yero JIeKapCTBO CTAaHOBUTCA HeaKTMBHbIM. [lpoBedeHue ¢apmaKoreHeTUuYecKmx
uUccnegoBaHUM B CMOpPTe  NO3BO/MAET  3apaHee MPOrHo3MpoBaTb  PapMaKONOrMyeckuii  OTBET  Ha
dbapmaKosiormyeckoe cpeacTso, a, CNeAoBaTelbHO, MHAUBUAYAIM3NPOBAHO NOAONTU K ero Bblbopy U pexumy
[03MPOBaHMA, a, B HEKOTOPbIX C/y4yasx M ONpeaeNUTb TAaKTUKY edeHusi, NpodUNaKTUKU MAM NOABOAKM
CnopTcmeHa.

PE3Y/IbTATbl UCCNELOBAHUN

B rpynny reHoB, oTBeYatowWMmx 3a 3¢¢EKTMBHOCTb npoueccos AeToKCMKauumu, sownnm 6 reHos.

HyTpureHeTuueckuii aHanus appeKTUBHOCTU AETOKCUKALMM NOKA3aN CNeAYIoWwyo KapTUHY:

FeH (CYP1A2) sBnsetca OAHUM M3 GEPMEHTOB CUCTEMbI AETOKCMKAUMM OpraHM3ma OT KCeHOBMOTMKOB.
Untoxpom CYP1A2 otBeyaeT 3a MmeTabonmsm KodpeuHa, ydyacTByeT B MeTaboaMyecKoWn aKTMBauuu
NPOKaHLLEPOreHHbIX reTePoLMKANYECKMX aMUHOB, 0bpasyloLmxca NpU TepmuyYeckol obpaboTke MULLM.
Mpu aHanuM3e p[AHHOTO reHa BbifABAEH BapuaHT *1A/*1A, 4To TOBOPWUT O BbIPANKEHHOM CHUNKEHUU
aKkTMBHOCTU depmeHTa. He pekomeHOyeTcA MpUem JIeKapCTBEHHbIX CPeACTB M3 Tpynnbl CybcTpatos B
KOMMJIEKCHOW Tepanuu € TaKMMU npenapatamy Kak umnpodoKCcaumH, UMMETUAMH, KNapUTPOMULVH,
3PUTPOMMULMH. BbIABNEHHbIN reHOTUN onpeaenseT Megd/eHHbI meTabosM3m KodeuHa, B CBA3U C Yem
pPEKOMEHA0BAHO OTKas3aTbCA OT ynoTpebneHunsa kKode wuam BbIbMpaTb copTa Kode 6e3 KodeuHa, anAa
CHWMKEHWA pUCKa PasBUTUA MHDAPKTa MUOKapaa.

FeH (CYP2C9) aBnsetca pepMeHTOM OKUC/IEHUA KCEHOBMOTUKOB. YYacTBYeT B YCBOEHUW BaXKHbIX SHAOFeHHbIX
COeANHEHWI, TaKMX KaK apaxnMAoHOBasA U IMHONEBAA KUCNOTA, 5-rmapoKkcntpuntamuH. Npu BbIABAEHHOM Y
BaC reHoTUNe PeKoMeHA0BaH WUHAMBUAYaNbHbIM Noabop A03upoBKM BapdapuHa, Kak HavyasbHON, TaKk M
nogaepxmeatowei. NMoabop Ao3bl BapdapunHa, Kak U Nocieayownin npuem NPoOBOAUTCA MO KOHTPOJIEM
Nevaliero Bpaya v obasatenbHOM KoHTpose MHO. He pekomeHayeTca NpMHUMMaTb BMecTe ¢ BapdapnHOm
npenapatbl M3 rpynnbl MHIMbUTOpPoB CYP2CI (bnyKkoHason, cynbpaHMnammuabl, ammoaapoH, NaHTONpPason,
omenpason). Mpu HeObX0AUMOCTU OLHOBPEMEHHOIO NpUema AMMOAOPOHA, 3TO AO/MKHO OblTb YYTEHO B
CTOPOHY CHWXXeHMA A03bl BapdapuHa. Mpu BbIABAEHHOM Yy BAc reHoTUNe HeobXoAMMO MUCMOJIb30BaTb
MWHMMAa/IbHbIE TEPANEeBTUYECKNE AO3UPOBKN NPENAPATOB U3 rPynnbl:
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® AHTMACTMATUYECKME NpenapaThl: 3UEYTOH,

® aHTUIMMNEepPTEH3MBHbIE CPeACTBa: upbecapTaH, N03apTaH;

® QHTUAENPECCaHTbl: AMUTPUNTUUH, GNIYOKCETUH;

® aHTMAnabeTMUeckMe npenapaTtbl: rAnMbypupa, Tonbytamug, ravnusug, rambeHknamug, ravmenupua,
HaTernAuHUA, PO3UTINTa3OoH;

® aHTUKOArynsaHTbl: S-BappapuH (R-BapdpapuH metabonusmpyerca CYP1A2);

* INYPETUKN: TOpacemua,

® MHIMBUTOPLI TMI-KO3H3MMA A (CTaTUHbI): pNyBaCcTaTUH;

e HMBM: auknodeHak, nbynpodeH, cynpodeH, NO0PHOKCUKAM, MeNIOKCMKaM, NMUPOKCUKAM, HanpoOKCeH
(v meTabonur S-HanpokceH-Nor), uenekokcub.

® NPOTUBOONYXO/IEBble CPeACcTBa: TaMOKcudeH (anbTepHaTMBHbIM NyTb metaboamama - CYP2D6),
uuknodpochamua;

® NPOTMBOCYAOPOKHbIE Npenapatbl: peHUTouH-4-0OH2.

FeH (CYP2D6) siBnsetca ogHUM M3 GepMeHTOB, Y4aCTBYHOLMX B meTaboansme KCEHOOMOTUKOB B OpraHM3Me.

MeTabonmsmpyeT 3K30reHHble KaHLLepPOreHHble HUTPO30COeAMHEHMA, B  OOAbLIMX  KOJAMYECcTBax
obpasyrouwmxca npu obpaboTke MNPOAYKTOB KOMTUAbHbIM AbIMOM, OOXapWBaHWM, KOHCEPBUPOBAHUU W
3aconke. Takxe meTabosM3npyeT HECKO/NbKO 3HAOreHHbIX BEeLWecTB, TaKUMX KaK CEepPOTOHMH W ramma-
aMMHOMac/AAHanA Kucnota. lpu aHanM3e [AaHHOrO reHa BbifBAEH BapuaHT wt/wt, 4to rosoput o
HOPMa/IbHOW aKTUBHOCTU PpepMeHTa N He TpebyeT NULLLEBOIN KOpPPEKLMN.

Fen (CYP17A1) sBnsaetca ogHUM M3 GepMeHTOB, y4acTBYlOWMX B MeTaboansme 3HAOTEHHbIX COeAUHEHUI B

opraHusme. KaTanM3npyloT MHOTME peaKkuMu, ydyacTBylowmue B mMeTabosM3me M CUMHTe3e XONecTepuHa,
CTepoMaoB M ApYyrMx AUNUAoB. fABAAETCA KAoYeBbIM  (GEePMEHTOM CTepoMAoreHesa: MpousBoan
MWUHEPaNIOKOPTUKOUAbI, TIIOKOKOPTUKOUAbI, aHAPOreHbl M 3CTPOreHsbl. Mpu aHanM3e 4aHHOTO reHa BbiAB/EH
reHotun A2/A2, cBUAETENbCTBYIOWMIA O CHUMKEHHON aKTUBHOCTM reHa. 3To TpebyeT peryasapHoro KOHTpos
YPOBHS NOJIOBbIX FOPMOHOB B X04€ TPEHUPOBOYHOTIO NpoLecca.

FeH (CYP2C19) koanpyeT depmeHT S-medeHUTONH rmapoKcmasa.
HopmanbHas akTMBHOCTb pepmeHTa. Mpu BbiBNEHHOM reHoTune *1/*1 npenapatbl U3 rpynn:

® TPULMK/IMYECKME aHTUAENPECCAHTbl (aMUTPUNTUIUH, KIOMUNPAMUH, UMUMNPAMWUH), aHTUAENPECCaHT —
CeNEeKTUBHbIN MHIMBUTOP 0BpPaTHOro 3axXBaTa CEPOTOHMHA LUTaNoNpam,

® aHTUAENPeccaHT — HrMbutop MAO moknobemuna,

® QHTUKOHBY/IbCMOHHbIE W AHTU3MENUNTUYECKMe CpeacTBa  -guasenam, nNpuUMMOoH, (GEHUTOUH,
¢deHobapbuTan, Hoppasenam, UHrMBUTOPbI MPOTOHHOM NOMMbI OMENpPasos, NAaHTOPA30/, SIaHCONPa30/,
pabenpason n a33omenpason),

* NpoTMBOMaNApUinHoe cpeacteo nporyaHun, HMBM anknodeHak n MHAOMETALMH,

® a Takxe: BapdapuH(LONONHUTENbHbIA MYTb MEeTabonn3ma), rMnKnasua, Knonugorpesn, nponpaHonon,
umknodpocpamua, HendpuHaBup, NPOrecTepoH, TEHMNOo3uA, TeTparMapokaHHabuHoA, Kapusonposgon,
BOPMKOHA301 U Apyrne, NPUMEHAIOTCA B 033X, PernaMeHTUPOBaAHHbIX B MHCTPYKUUM NO MeaAULUHCKOMY
NPUMEHEHMUIO.

feH (CYP2E1) koaupyeT depmeHT Lntoxpom P450 2E1, MOHOOKCUreHasa neyeHW, KoTopas SBAAEeTCA
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dbepmeHTOM nepeoit pasbl AETOKCMKALMM M OTBEYaeT 3a MeTaboInM3mM anKkorona (B OCHOBHOM MPU BbICOKUX
KOHUEHTpauuMsa nociegHero), a TaK¥e KCeHOBMOTMKOB (B TOM 4MC/le 33 aKTUMBAUMIO MNpemyTareHoB
TabayHOro AbiMa) M psAda NeKapCTBEHHbIX npenapaTtoB (aHecTeTMKU u TeodunnuH) ¢ obpasoBaHuem
nepekucu BogopoAa M cBoboAHbIX pagukanos. Mpogykuua CYP2E1 noeblwaetca npu guaberte,
roNoAaHuM u ynotpebaeHnMn ankorons M HAKOTUMHA. BbiAaBNEHHDbIN reHOoTUN 0bBycnaBAnBaeT OTCYTCTBUE
BKNaga NpoAyKTa AaHHOrO reHa B PUCK pa3BUTUA a/Ikoroansma.

3AKAIOYEHUE

Mo pe3yAbTaTaAM TreHeTUHEeCKOIo MUCCAEAOBAHUSI Y CMNOPTCMEHA
CYLLEeCTBEHHbIX BAPMALMKA B reHax 1 cpasbl AETOKCUKALMU HE OBHApPYXEHO,
YTO MO3BOASIET TMPUMEHATb pasHoo6pasHoe nuTaHue 6e3 CcepbesHbIX
OrPAHUYEHUMN.



)BOBLUEHHbIE PE3Y/IbTATbl OLEHKN COCTOAHUA
340POBbA U DYHKLUMUOHA/IbBHOIO COCTOAHUA
CNOPTCMEHA

»
Pe3ynbTaTbl OLLEHKU COCTOAHUA 340POBbA MO AAHHbIM e
yrnybneHHoro megauumuHckoro obcnepoBaHua™ s

* — cocTaBnAeTCA TO/IbKO Ha OCHOBAHWUM AaHHbIX, NpeaoCTaB/e€HHbIX fbep,epau,meﬁ TeHHuca Poccun.




KOMNNEKCHbIW AHANN3 PE3Y/IbTATOB MEAUKO-
F’EHETUYECKOIO TECTUPOBAHUA
U AUHAMMUYECKUX NOKASATENIEN 340POBbA

KomnneKcHbiit aHann3 nporHo3sa cepAaeyHo-cocyaucTbix
3aboneBaHuM

Haubonee 3HauMmbiMmm ANnAa  CNOPTCMEHa ABAAKTCA Ccaeaylouine reHeTu4ecku OﬁyCﬂOBﬂEHHbIe

3aboneBaHuA: apTepuanbHana runeptoHns (Al), Tpoomb0o3bl, pUCK BHE3AMHOW CMEPTU, CaxapHbln anaber
2-ro TMna u u3bbIToYHasA macca Tena.

AT ABnseTcs Hanbonee pacnNpoOCTPaHEHHOM CepAeYHO-COCYAMUCTOM NaToNornel cpeam npodeccnoHanbHbIX

cnoptcmeHoB. o AaHHbIM OTEYECTBEHHbIX W 3apyberkHbiX aBTOPOB, YpOBEHb 3aboseBaemMocTu
Konebnetca or 10 go 25% (B 3aBMCMMOCTM OT YPOBHA MacCTEpPCTBA M BO3pacTa crnopTcmeHos). Al
pa3BMBaeTCA MNpUM B3aMMOLENCTBMU «reHOTUNa» € ¢akTopamMu, OKasbiBalOWMMK HebnaronpuAaTHoe
BO3JENCTBME HA CEpPAEYHO-COCYAMCTYIO CUCTEMY, CPEeAM KOTOpbIX Bedyllee 3HayeHue umeroT
dur3nYEecKMe M NCUX0-3MOLIMOHA/bHbIE Meperpysku, HenpaBuabHoe nNuTaHue (ynotpebneHne 60bLIOro
KO/IMYecTBa co/u), U3BbITOYHbLIN Bec M nNp. HacnepcrTBeHHas NpeapacnooKeHHOCTb K pa3suTuio Al
obycnoBneHa He6aronpUATHbLIM COYEeTaHUEM MYTALMA B FreHaX PEHMH-aHTMOTEH3WUH-a/1IbA0CTEPOHOBOM
CUCTEMbI, 3HAOTENMaNbHbIX GaKkTopoB, b-aapeHopeLenTopoB M Ap. Y CNOPTCMEHOB, Pa3BMBAOLLMX
BbIHOC/MBOCTb, CUHAPOM apTepuanbHON runepTeH3un Habnoaaerca pexke (10%). B otaMume oT Hux
TpyAHOynpaBasemoe nosbiweHWe Al 4alie BO3HWMKAeT Y CMOPTCMEHOB, TPEHUPYIOWMUX CKOPOCTHO-
cunoBble nokasatenn (26,7%). Koppekuusi obpasa KW3HW, NUTAHUS W Ha3HayeHuMe B Cay4vae
HEeobX0AMMOCTM TUMOTEH3MBHbLIX MPEnapaTtoB MOMOraeT CMOPTCMeHY Mu3berKaTb Pa3BUMTUA LaHHOro
CUHOPOMA NN YMEHDLLUNUTb TAXKECTb ero HpOHBﬂEHMVI.

PE3YNIbTATbl UCCNELOBAHUN:

1. B rpynny reHoB, OTBEYAIOLWMX 33 PEryAALMIO apTepManbHOro AaBAEHUA HA PA3/IMUHbIX YPOBHSAX, BOLIAN

2 reHa (NOS3, ACE).

MepuKo-reHeTUYECKUIA aHaNN3 NPEAPACNONOXKEHHOCTU K Al NOKasan cnepyowyto KapTUHY:

FeH aHpoTenmanbHoi NO-cuHTasbl (NOS3) oTBevaeT 3a paccnabneHne MbILEeYHOW CTEHKU KPOBEHOCHbIX

cocyfioB (cocyamucTtblii ToHyc). Mpu aHanuse y Bac BbifiBAeH reHoTUn 5/4, KOTOpPbIA accouMMpoBaH Co
CHUXXeHMeM ypoBHA pPaboTbl NO-CMHTasbl, YTO MPUBOAUT K IHAOTENNANbHOM AUCPYHKUMM COCYAOB,
CYXEHUIO UX MPOCBETA, NOBbILEHMIO APTEPMANIBHOTO AABEHMA U BEPOATHOCTM TPOMBO30B.

B cBA3M C 3TMM NOBbBILAETCA PUCK PA3BUTMA TaKMX 3ab0/1IeBaHUIN KaK UlLeMMyecKan 6one3Hb cepaua,
apTepuanbHas rmMnepTeHsusa, MHPapKT MUOKapAa U caxapHbli AnabeT 2 Tuna. PeKOMeHA0BaH KOHTPO/b
A/l, orpaHu4yeHMe HEHOPMWMPOBAHHOM (GU3UYECKON Harpyskm BCAEACTBME PUCKA Pa3BUTMA Cha3ma
KOPOHapPHbIX apTepuil.

FeH aHruMoTeHsuH-npespawaowero d¢epmeHta (ACE) urpatoT BaxkHellwylo ponb B meTabosMame

aHrMOTEH3MHA, BaXKHelwWwero $GakTopa peryasaumm apTepuanbHoOro gasneHus. BoiasaeHHbI reHotun D/D
XapaKTepM3yeTcs 3HaUNTENbHO NOBbIWEHHbIM coaepskaHnem AN B KPOBM, UTO CYLLLECTBEHHO NOBbLILWAET
PUCK PasBUTUA TaKUX CepPAEYHO-COCYAMCTbIX 3ab0NeBaHUM KaK rMnepToHM4YecKas 6ose3Hb, MHOAPKT
MWOKapZaa, rmnepTpodus NEBOTO KelyAouKa cepaLa, nwemmnyeckas 6o1e3Hb cepaua.



3AKAKOYEHUE

Y cnoptcmeHa #T-337/16 BbISBA€EH HECKOAbKO MNOBbILUEHHbIX FE€HeTUYEeCKUU
PUCK PA3BUTUA TMNEPTOHMYECKOU 60Ae3HU. Ha OCHOBAHMM ITUX AQAHHBIX MOXHO
OyAeT nNpOBEeCTU KOPPEAUUIO BPOXAEHHbIX MNOKA3ATEAEH APTEPUAABHOrO
ACGBAEHUA C AKTUHECKMMU ULUPPAMU U BHECTU KOPPEKTUBbI B CUCTEMY
MEAULLUHCKOTO U Me AUKO-OBMOAOrMHECKOro CONPOBOXAEHMS.

PekoMeHAOBAH KOHTPOAb AA B NEPUOA UHTEHCUBHbIX TPEHUPOBOK.

2. B rpynny reHOB, OTBEYAIOLLMX 33 CBEPTHIBAEMOCTb KPOBU Ha Pas3/IMYHbIX YPOBHAX, BOLWAM 3 KAOYEBbIX reHa
(F2, F5 u ITGB3,).

MepguKo-reHeTUYECKUiIA aHANN3 NPEAPACNONOKEHHOCTU K TPOMBODUAMM NOKa3an cneaylowyto KapTUHY:

FeH (F2) dakTOopa 2 CBEPTbIBAHUA KPOBM (MPOTPOMOWH) - B HEAKTUBHOW dopme MPUCYTCTBYIOWMIA B Naasme
KPOBW U ABNAIOWMINCA NpeawecTBEHHUKOM TPOMBUHA — BaXKHEMLLEro KOMMOHEHTA CUCTEMbI CBEPTbIBAHUA
KpoBw. MNpu nccneaoBaHUM 4aHHOTO reHa OTKNOHEHUI He BbifiBNeHO. [eH paboTaeT NOJHOLEHHO.

FeH (F5) ¢akTopa 5 cBepTbiBaHUA KpoBU (dakTop flegeHa). OcHoBHOM 6eNOoK, peryanpyowmin ceepTbiBaHMe
KPOBW, CNOCOBCTBYIOWMIA NepeBoay HeaKTUBHOro NPOTPOMOMHA B aKTUBHbLIA TPOMBUH, CTUMYANPYIOLWLNIA
dopmupoBaHue Tpomba. Mpu MccnenoBaHWM LAHHOTO TEHA OTKJAOHEHW He BbifBAeHO. [eH paboTaeT
NOJIHOUEHHO.

FleH (ITGB3) kKkogupyer 6enok 6eTta-3-MHTErpuUH (MemMbpaHHbIA  FIMKONPOTEUH, M3BECTHbIA  KakK
TpombouuTapHbIK raMkonpoTeunH llla). Ha membpaHe TpomboumtoB GPllla o6pasyetr komnnekc ¢ GPllb,
npeacrasaaowmin cobon TpomboumTapHbii peuentop ¢ubpuHoreHa, a TakKe daktopa BunnebpaHga wm
¢nbpoHeKTMHA. MpK NoBpeXAEHUM CTEHKKU cocyda TpombouuTbl, 6aarogapa NPUCYTCTBUIO Ha MembpaHe
[AHHOrO peLenTopa, B3aMMOAENCTBYIOT ¢ GUOPUHOrEHOM M1a3Mbl KPOBW, B Pe3y/bTaTe Yero NponcxoauT
ux arperauusa u popmupyetcs Tpomb. Mpu MccnesoBaHUM AAHHOTO FeHa OTKAOHEHWIA He BbiABAEHO. [eH
paboTaeT NO/NHOLEHHO.

3AKAKOYEHUE

Ha OCHOBGHWMM M3y4eHUss ABYX F€HOB TPOMOGOMUAMM Yy cnopTCMeHa PT-
337/16 oTCcyTCTBYEeT PUCK PA3BUTUA HAOCAEACTBEHHOU TPOMOBOOUAMKU. YUnTbIBAS,
4YTO B X0A€ hU3UHECKMX HArpy30K AQAGOPATOPHbIE NOKA3ATEAU CBEPTbHIBAEMOCTH
NoABEepXeHbl KOAEOAHUSIM, B pPSAE CAy4Yde, BbIXOASALLME 3A TPAHULLbI HOPMBI,
LeAeCOOOpPAa3HO NpPOBEeCTM B AGABHEULUEM TrEHeTUYECKME UCCAEAOBAHMUSA
HEeAOCTAIOWMUX FEeHOB TPOMOGOMUAMKU, B CAyHOE€ OTKAOHEHMU AUHAMMUYECKHUU
AQBOPATOPHBIN KOATYAOTM4E€CKUU CKPUHUHT (MPOTPOMOUH, BpeMsi CBEpPTbIBAHMS,
D-aAMMep U ApP.) AAS ONPEAEAEHUS KOPPEAALMOHHbIX CBA3eM C FE€HOTUNMOM M
LLeAecoo6pa3HOCTH HA3HA4YeHus NPOTMBOCBEPThIBAIOLLLUX MEeTOAOB
NPOOUAAKTUKM.




KomnneKcHbi aHanu3 nporHo3a caxapHoro amnabera 2*

*- oUEeHKa puUcka pa3BuTUA 3aboieBaHmMA B Bo3pacTe ctaplue 40 net

PE3Y/IbTATbl UCCNEAOBAHUN
B rpynny reHoB, OTBEYAIOLMX 33 PEryALMIO YIIEBOAHOTO 0BMEHa Ha PasNNYHbIX YPOBHAX, BOWJIN 5 reHOB
(PPARA, PPARD, PPARG, PPARGC1A, UCP2).

MeAguKo-reHeTUYeCKUIl aHaNnU3 NpPeApPacnosioKEHHOCTM K CaxapHoOMy Auabety 2 noKasan cieayowyio
KapTUHY:

FeH (PPARA) perynnpyet mMeTaboimM3m IMNNAO0B B MEYEHU U CKENETHbIX MbILLLLAX, @ TAKXKe roMeocTas roKOo3bl.
Mpu nccneaoBaHMM AAHHOIO reHa OTK/AOHEHUN He BbiAB/eHO. beslkoBbI NPOAYKT AaHHOMO reHa paboTtaer
MOJIHOLUEHHO, YTO obycnaBaMBaeT OTCYTCTBME BK/AafAa AaHHOIO BapuaHTa B MOBbIWIEHWE TEHETUYECKOro
pucka passutua CaxapHoro gvaberta 2 Tuna.

FeH (PPARD) vyuactByeT B peryasumm [-OKUCNEHUSA XUPHbIX KUCAOT M obmeHa xonecTepuHa. [pu
nccnegoBaHUM [AHHOTO FeHa OTKNOHEHWW He BblABAeHO. benKoBbi NPoAyKT AaHHOro reHa pabortaer
MOJIHOLLEHHO, YTO obycnaBavMBaeT OTCYTCTBME BK/Aaja OAHHOMO BapuaHTa B MOBbILEHWE FeHEeTUYECKOoro
pucka passuTtua CaxapHoro guabeta 2 TMna.

FeH (PPARG) y4acTBYEeT B peryasaumm reHoB, CBA3aHHbIX C aKKYMyAaUuMen *Kupa (cuHTes Tpuranuepuaos). Mpu
nccnefoBaHUM AAHHOMO reHa OTK/IOHEHWIA He BbIfiBNEHO, YTO 0bycnaBaAMBaeT OTCYTCTBME MPOTEKTUBHOMO
AencTeusA K passutuio CaxapHoro gnabeta 2 Tmna.

FeH (PPARGCI1A) oavH 13 OCHOBHbIX Perynatopos metaboansma MNnaos v yrnesoaos. Mpy aHaanse AaHHOro
reHa 3HaYMMbIX W3MEHEHWI He BbIABJAEHO, YTO 0OYCNaBAMBaET (GU3MONOTMYECKYIO aKTMBHOCTb reHa,
npMBoAA K  OTCYTCTBMIO  MOBbIWEHMA  FeHeTMYeckn  0BYCNOBNEHHOrO  pUCKa  pPas3BUTUA
WNHCYIMHOPE3UCTEHTHOCTMH.

FeH (UCP2) yuactByeT B BblpaboTke ¢epmeHTa, NPenaTCcTBYIOWEro BbipaboTKe WHCYIMHA KAETKamu
NnoaKenyaouHON Kenesbl B YC/NOBUSAX MOHWMMKEHWA YpPOBHA caxapa. lpu notpebneHMn npoayKToB C
BbICOKMM COAEP*KaHMEM XKuMpa 3Kcnpeccua UCP2 B Benbix agunoumTax NosbllLIAETCs, YTO CBUAETENbCTBYET
0 BAnAHMKM UCP2 Ha ckopocTb MmeTabonmnsma. MNpu nccnenosaHnn AaHHOTO reHa BbiasaeH reHotun Val/Val,
CBUAETENbCTBYIOWMIA O MNPeuMmMyLLeCTBEHHOM BOB/AEYEHUN JUMNUAOB B 3SHEPreTMYecKUin npouecc U
YBENNYMBAIOLLMIA PUCK PA3BUTUA CaxapHoro arabeTa 2 Tmna.

3AKAKOYEHUE

MpM KOMNAEKCHOM GHOAU3E T€HOB QACCOLMUPOBAHHBLIX C YIFA€BOAHbIM U
AVIMUAHBIM OBMEHOM Yy cnopTcMeHa PT-337/16 mmeeTca HUIKMKU PUCK PA3BUTUSA
caxapHoro aAuabeta 2 TMnA. Y4uTbiBAsA, Y4TO B Xo0A€ PHU3IMYECKMX HArpysok
AQBOpPATOPHbIE MOKA3ATEAU YTAEBOAHOIO U FOPMOHAABHOTO O6MEHa NOABEPIXKEHbI
KOA€OAHUAM, B PSAE CAYHAEB BbIXOAfLLUE 3A FPAHMLI HOPMbI, LLeAecoobpasHo
NPOBECTU AMHAMMHECKMU CKPUHMUHI TAIOKO3bl AO HArpPy3KM, 0 TAKXE BbIMOAHUTb
Npoby HO TOAEPAHTHOCTb K FAIOKO3e. DTO NO3BOAUT BOAEe TOYHO MPOrHO3UPOBATL
PUCK AMCOAAAHCA YTAEBOAHOTO OOGMEHAa U NPOBECTU KOPPEKLMUIO NMUTAHUSA C LLeAbIO
NPOOUAAKTUKM CAXAPHOro AMabeTa u oNnTUMM3ALUK SHEpPronoTpebAeHus.

TpebyeTca peryadpHoe npoxoxaeHne YMO u Tekywmux o6cAeAOBAHUU
AASl MOHUTOPUHIA AGHHbIX MOKA3ATEAEMN.
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KomnaeKcHbI aHann3 nporHo3a n3bbITOYHOMU Maccbl Tena

B pasBUTUM OXMPEHMUA reHeTUYecKne GaKTopbl UrPatOT AMOO NPUUNHHYIO, MO0 NpeapacnoNararoLLyo Posb.
M3meHUMBOCTb Macchl KMpa y 4yenoBeKka Ha 30-50% obycnoBneHa reHeTMYecKMmu daktopamu. FeHHble
MyTaUMK, KOTOpble MOFYT BbI3blBaTb OXXMPEHMUE, TaK¥Ke CnocobCTBYIOT Pa3BUTUIO CaxapHOro Aauabeta
BTOPOro TMNA W APYIMX SHAOKPUHHbIX 3a60neBaHUIA.

Hanbonee 4yacto 370 CBA3aHO C MyTaUMAMM B TreHax, KoAMpylOWMX OenKM CUrHasbHOW CUCTEMbI,
OTBETCTBEHHOM 3a PEerynaumio KOJIMYecTBa 3HEeprum, 3anacaemort B BUAE KUpa B opraHusme. Hanuuue
MYTaUMMA MPAKTUYECKM B /106OM 13 FTEHOB 3TOM LENOYKM BeAeT K Pa3BUTUIO CUHAPOMA OXKUPEHUA.

OXXnpeHUe y HoCUTeNen BCeX BbllLeyKasaHHbIX MyTaLMii CBA3AHO C nepeegaHuem. Jllogm NpocTo He NoayyatoT
CUrHasa O AOCTAaTOYHOCTU HaKoM/1eHNA 3HEPIrn B BUAE XKUNPa B XKUPOBbIX KNETKaX. HOQTOMy npn Haanvynn
MyTaLMA BO BCEX OCTaJibHbIX FeHax TpebyeTca KoppeKkuua noTpebneHMA nULLM BCEMM M3BECTHLIMM
cnocobamu.

3HaHne o BPOXAEHHbLIX MeéXaHNU3MaX HapyweHnA XNpoBoro O6M€Ha, npmneogAalEero K OXXMpeHuto, 0cob6eHHOo
Ba*XHO ANA TeX BUAO0B CNOpTa, B KOTOPbIX BEC MMEET NPUHUNNNANIbHOE 3HaYeHMNE. 3710 BCE BMAbI cnopTa C
BeCOBbIMM KaTeropnamu, 37O XyAOXKECTBEHHAA W CNOPTUBHAA TMMHACTUKA, MPbIXKKKWU Ha /blXKax C
TpamnsnHa, B AO/IMHY U BbLICOTY. OT pononHUTeNbHOro Beca 3amepgndAeTcA MaHEBPEHHOCTb, peakuua,
BbIHOCAUBOCTb. [NoHMMaHWe meTabonnyeckoro obmeHa nomoraet I'IOLI,O6paTb PaUunOHbI MUTAHUA.

PE3YNIbTATbl UCCNELOBAHUN

B rpynny reHoB, OTBEYAIOLLMX 33 PETYAALMIO XKMPOBOro 06MeHa Ha Pas3/INYHbIX YPOBHSAX, BOLAKU 5 reHOoB.

MegMKo-reHeTUYECKUiAi aHanu3 npeapacnoNoXKEeHHOCTU K M36bITOYHOM Macce Tesa NOKasan c/iegyowylo
KapTUHY:

FeH (PPARA) perynnpyeTt meTabonnsm AMnuaos B NEYEHU U CKENETHbIX MbILILAX, @ TAKKe rOMeOoCTa3 r/1H0KO03bl.
Mpu nccnenoBaHUM AAHHOTO reHa OTK/IOHEHUI He BbiABAEHO. benkoBbli NPOAYKT AaHHOro reHa paboTtaer
NONIHOLLEHHO, 4YTO obycnaBaMBaeT OTCYTCTBME BK/AaLa AAHHOMO BapuaHTa B MOBbILEHWE FeHEeTUYECKOoro
pucka Habopa U3bbITOYHOWM Macchl Tena.

FeH (PPARD) vyuyactByeT B perynaumm [B-OKUCNEHMA MKUPHbIX KUCAOT M obmeHa xosectepuHa. [pu
nccnefoBaHUM AaHHOTO reHa OTK/IOHEHUI He BbIAB/IEHO.
BenKkoBbI NPOAYKT AaHHOrO reHa paboTaeT NoAHOUEHHO, YTO 06yCcnaBAMBAET OTCYTCTBME BKNAAA AAHHOIMO
BapWaHTa B NOBbIWEHNE rEHETUYECKOTO PUCKa Habopa n3bbITOYHOM Macchl Tena.

FeH (PPARG) y4yacTBYeT B perynsaumm reHoB, CBA3aHHbIX C aKKyMynsUmMen Kupa (cuHTes Tpuranuepunaos). Mpwm
NCcCNefo0BaHUN [AHHOTO FEHA OTK/NIOHEHW He BbIABMEHO, YTO 0OYCNaBAMBAET OTCYTCTBME MPOTEKTUBHOIO
OENCTBUA K Pa3BUTUIO MHCYIMHOPE3UCTEHTHOCTW.

FeH (PPARGC1A) oaAnH U3 OCHOBHbIX PerynaTopos meTabosnvMsama nMnuaos u yrnesoaos. Mpu nccnegosaHum
AAHHOTO reHa OTKAOHEHWI He BbiABAeHO. eH paboTaeT NONHOLLEHHO, NPUBOAA K OTCYTCTBMIO NOBbILIEHUA
reHeTM4YecKkM 0bYC/NIOBIEHHOIO PUCKA Pa3BUTUS MHCY/IMHOPE3UCTEHTHOCTU M Habopa M36bITOYHOM Macchbl
Tena.

FeH (UCP2) y4yactByeT B BblpaboTke d¢epmeHTa, NPEnATCTBYIOWErO BblPpabOTKE MHCY/IMHA KNETKaMU
NnoayKenyAouYHOM Kenesbl B YCNOBUAX MOHUMKEHWA YPOBHA caxapa. pu notpebneHnn npoaykToB ¢
BbICOKMM coaepyaHueM xupa skcnpeccusa UCP2 B 6enbix aguMnoumntax nosbIWAETCA, YTO CBUAETENbCTBYET
0 BMAHUM UCP2 Ha ckopocTb meTaboansma.
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Mpu nccnenoBaHUM AaHHOTO reHa BbiABaeH reHotun Val/Val, cBugetenscreylowmii 0 NpenmyLLecTseHHOM
BOBJIEYEHUN NUNUAOB B SHEPreTMYECcKMiA NpoLLecc U yBenudunBaowWwmii puck Habopa M36bITOYHON Macchl
Tena.

3AKAIOYEHUE

Mpu KOMMNAEKCHOM daHAaAM3e Yy cnoptcMeHa PT-337/16 reHoB
ACCOUUUPOBAHHBIX C YTAEBOAHbIM U AUNUAHBIM O6MeHOM (PPARA, PPARD,
PPARG, PPARGCIA, UCP2) BbISBA€H MOBbILIEHHbIM FE€HeTUYECKHMU PUCK
pa3BUTUS M3OBITOYHOM MACCbI TeAd. B 3ToM CBfi3M pPEKOMEHAOBOH
WHAMBUAYOAbHbIK NOAGOP NUTAHUS, ONTUMUIUPYIOLLUKU NOCTYNAEHUE
YFA€BOAOB U XXMPOB C MULLLEN U UX BOBAEHEHNE B SHEPTreTUHECKUU OOMEH.

YuyutbiBasi, 4YTO B XoAe PUIMYECKUX HArpy3oKk AAGOpATOpPHbIe
NOKA3aTEeAU XKMPOBOFO U TOPMOHAAbBHOrO OOGMEHA NOABEPXKEHbI
KOAEOAHMAM, B pPAAE CAyHae, BbIXOAALLME 3A T[PAHULLI  HOPMBI,
LEeAeCOO6GpPAa3HO MNPOBECTU B AQAbHEWLUEM AMHAMUYECKUH KOHTPOAb
nokasareAen 6MOMMNEAAHCOMETPUU, YPOBHS AENTUHA, TPUTAUMLLEPUAOB,
ravuepoada, CXK B nepuoA TPEHUPOBOYHOrO MNpPOLLECCA U B MNEPUOA
KOHUKYA, KOTAQ CHUMAIOTCSA OCHOBHbIE OrpaHuyYeHus nutaHus. Koppeaauus
MEXAY MOKA3ATEeASMU NO3BOAUT OGOA€e TOYHO NPOrHO3MPOBATb PUCK
AUCOAAQHCA XUPOBOro 06MEHA U NPOBECTU KOPPEKLLMIO MUTAHUS C LLEAbIO
KAOK ONTUMU3ALUU SHEPronoTpebAeHus.
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