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PE3IOME

MorekynapHO-TeHe TYeCKie MeTO/bI SIB/II0TCS HEOTbeM/IEMOJT YacThi0 COBpeMeHHOI MeAuuyHbL ITonuMepasHas IelHas peaKiys, CeKBeHN-
posanue 1o CaHrepy, ceKBeHIPOBaHIe HOBOTO IIOKOJIEHNS HAIIIIY LINPOKOe [IPYMEHEeHNe BO MHOTHX HAIIPAB/IEHNsIX: ANATHOCTUKA MH(EKIIMOHHBIX,
HAC/Ie[JOBAHHBIX, OHKOIOTMYECKNX 3a00/IeBaHmil, IIPeHATANbHBIN CKPUHUHT, U3y4eHle TOMMMOP()I3MOB, MOBBINIAIOIINX PUCKY Pa3BUTHUS MY/IbTH-
akTOpMaIBHBIX 3a00/I€BAHMII MU CIIOCOOCTBYIOLINX PasBUTHIO PU3NUECKIUX KaueCTB, HEOOXOMVIMBIX /I JOCTIDKEHMS yCIleXa B CIOPTUBHO-COPEB-
HOBATe/IbHOM JIesATe/IbHOCTI. BospacTaomuii Clipoc Ha TeHOTUIIMPOBAHIE MIOHIMAET Psifi 9TUKO-COLMA/IbHBIX BOIIPOCOB, 3aTPArMBAIOLINX CTEIIeHb
I07Ie3HOCTH TEHOTUIVMPOBAHNA 3[J0POBOTO YeI0BeKa 1 HAYYHON JOCTOBEPHOCTI MOTyYeHHBIX JAHHBIX C IIOMOIIbIO TECTOB, JOCTYITHBIX HAIPAMYIO
HOTpebuTeIIo.

B Hacrosiiem 0630pe IpyBefieHbl 1 CUCTeMATU3IPOBAHBI UCIIONb3yeMble CErOfHsI 1a60paTOPHO-ANATHOCTINYECKIE METO/bI MCCIIEJOBAHMSI HyKITe-
MHOBBIX KVC/IOT, HECYIUX BaXKHYIO MHGOPMAIINIO O 370POBbE YeTOBEKA, B TOM UICTIe B aClIeKTe peann3anuy Gpusnuecknx KauyecTs.

Kniouesvie cnosa: T11IP, cekseHrpoBanue 1o CaHrepy, CeKBeHUPOBaHMe CIefYIOLIero IIOKOMeHN)s, TeHOTUIIMPOBaHNE 3[J0POBOTO YeNoBeKa, ITH-
JecKie po6/eMbl TeHOTUINPOBAHISI, CIOPTUBHAsS TeHEeTHKA

KOHq)II]/IKT MHTEPECOB: aBTOPDI 3aAB/IAIOT 06 OTCYTCTBUN KOHCI)}II/IKTa MHTEPECOB.
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ABSTRACT

Sports

Medicine:
| research and practice [ ][]}

Molecular genetic methods are an integral part of recent medicine. Polymerase chain reaction, Sanger sequencing, next-generation sequencing are
widely used in many areas: diagnostics of infectious, inherited, oncological diseases, prenatal screening, study of polymorphisms that increase the risk
of developing multifactorial diseases or promoting development physical qualities necessary to achieve success in sports and competitive activity. The
growing demand for genotyping raises a number of ethical and social issues affecting the degree of usefulness of genotyping a healthy person and the
scientific reliability of the data obtained using direct-to-consumer genetic testing.

The review presents and systematizes the laboratory diagnostic methods used today to study nucleic acids that carry important information about

human health and physical qualities.
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OpHOJ M3 caMbIX AMHAMUYHO U OBICTPO pPa3BUBAIO-
IIMXCA OTpac/ell HayKM ABJIAETCSA TeHeTHUKa, B YaCTHOCTU
MeIMIVHCKAs TeHeTMKa. 3aBeplIMBIINIICA NPOeKT «[eHOM
4Ye/l0BeKa» I PaCIIMPAIOLMICA CHEKTP BO3MOXXHOCTEN
MOJIEKY/LAPHO-TeHeTMYEeCKIX METOIOB IO3BOMIWIN Cdop-
MY/IUPOBaTh NPUHINIIBI IepCOHNMUIMPOBAHHON U IIpef-
ynpexpamomeit MequnyHbl [1]. CerogHs HOCTYIIHO TeHO-
TUIIMPOBaHMe 3JOPOBOTO YeIOBEKA C L[eIbI0 JVATHOCTUKA
HACTIeICTBEHHOTrO 3a00/IeBAHNS Ha HOKIMHUYECKOM JTAIle,
pacdera pucKa BO3HUKHOBEHMS MY/IbTU(AKTOPUATBHO-
ro sabonmeBaHMs, a TaKXKe I aHAIM3a IPOUCXOXKIEHUS
VIU U3y4eHMs TTOMUMOP(U3MOB, CIIOCOOCTBYIOIUX PasBU-
THIO Pa3/IMYHbIX CHOPTUBHBIX Ka4eCTB VJIM IMMUTUPYIOLINX
nx. Takoe reHOTMIIMPOBaHME OCYILIECTB/IAETCA KaK IIO Ha-
IIpaB/IeHNIO Bpaya, TaK ¥ IO >KeJIAHUIO 3[JOPOBOTO Ye/IOBe-
Ka — HaIpsMylo morpeburenio. JJOCTYIHOCTb TeHeTHde-
CKOTO TeCTVPOBAHIS CTa/Ia BO3MOXKHA O/1arofiapst pasBUTHUIO
TaKUX TEXHOJIOTUI, KaK IIO/IMMepasHas IlelHasd peaxuus
(TILTP), cexBeHmpoBaHue o CsHTepy M CEeKBEHNMPOBaHIE
HoBoro nokoneHusa (Next Generation Sequencing (NGS)).
[TocKONbKY TeHeTHYeCKUX 3HAaHMII CTAaHOBUTCA BCe 06OJb-
Ille ¥ OHM BCe [Iy6iKe IIPOHMKAIOT B IPAKTUKY Bpadelt pas-
JIMYHBIX CHEIMaTIbHOCTENL, @ TAKXKe MCCIefoBaTeell MHOTTIX
mpoduieil, B TOBCEFHEBHO MPaKTUKe PabOTHI CIIelmaIm-
CTOB (hOPMUPYETCsE 1 HOBBIIT IOHATUITHBII allIIapaT, 1 Jaxe
HOBBII PO eCCHOHANBHBII A3BIK, B TO BpeMs KaK BO3MOX-
HOCTH OOy4YeHMst 3TUM HOBBIM 3HAHMAM CYILIECTBEHHO OT-
CTAIOT OT CKOPOCTY Pa3BUTHUA TEXHONOTHIA.

Iens uccnenoBanus: 0606IUT UMEIOIIECS HA CETOJ -
Hs1 0011[1e 3HAHVSI O METOO/IOT Y, BO3MOXKHOCTSIX I IIPYIMe-
HMMOCTH TeHeTUYECKIX METOROB 06C/IeOBaHMs 30POBOTO
YeJI0BeKa, B TOM YIIC/le — CIIOPTCMEHa.

1. MeTOoAbI FeHOTUNIUPOBAHNA

ITIP — 3T0 0opuH M3 OCHOBHBIX METOOB MOJIEKYIAP-
HOIl Omonormm ¥ MEeGULMHCKONM TeHeTMKM. BHempeHue
IIIIP B MeAMUUHCKYI0O IPAKTUKY IO3BONUIO OTKPBITH

HOBOe HampabieHue B MeguuyHe — [IHK-mmarnoctuky.
IIpenamoceIKamMu [/Is1 OTKPBITHS METOfA CTAIM HECKOJIBKO
COOBITHI.

Bo-mepssix, B 1957 romy Aptyp Kopubepr Bbimemmn
u3 6Gakrepun E. coli depmenr JHK-nomumepasy 1. Ve
B 1959 ropy yuenoro ymocrowny HobemeBckoit mpemun
1o ¢pu3nooruy u MeguLuHe [2, 3].

Bo-Bropsix, B 1969 romy Tomac JI. Bpok coobumn
06 06Hapy>KeHUN B TOPAYMX UCTOUHMKAX Vle/IoycTOHCKOro
Haumonanproro mapka HoBoro Bupma Gaxtepuu Thermus
aquaticus, KOTOpasi SIB/SIETCA 3KCTPEMaTbHO TePMOUIb-
HOIT U TeMIepaTypa Cpeibl OOMTaHUS KOTOPOI COCTABIsA-
et cebiure 55 °C. Thermus aquaticus B fanbHeIIIeM CTaHeT
uctouHnkoM TepmocTabunbhoit JHK-momumepassr (Tag
JHK-nomumepasa) [4].

Heckonpko mospnee, B 1971 romy, Xbemnp Kremme
B coaBropcrBe ¢ Xap [o6unn KopaHoil my6nmkyeT cTaTbio
B Journal of Molecular Biology, B KoTOpOJ OH} OIMCBIBAIOT
TeXHOJIOTMYeCKuII mpouecc, cxoxuii ¢ I[TLIP [5].

B 1976 ropmy rpymmoli aMepMKaHCKUX y4eHBIX (Immmc
Yuen, [Jaup Snrap un xoH Tpema) 61 BbIie/IeH TePMO-
crabunbubit ¢epment [JTHK-monmmepasa mus 6axrepuu
Thermus aquaticus, aKTUBHOCTb KOTOPOTO COXPaHS/IACh
npu Temmneparype cpbime 75 °C. @epMeHT Iomy4na HasBa-
Hue Taq-mmonmmepasa [6].

B 1984 ropy Kapu Mynnuc Ha e>xerofHo KOHpepeHIn
xomnaHuy Cetus IpeAcTaBWI pe3ylIbTaThl aMIDIM(UKAINN
rera B-rmobuHa. Y>xe B C/IefyIOlieM FOLY OH C KOMaHZOI
paspaborunkosB Metopa IILIP momanm 3afBKy Ha IIaTeHT,
a B fiekabpe B >XypHase Science Obi1a Omy6IMKOBaHA €ro
nepsas cratbsa o IIIP. B 1993 ropy 3a oTkpeiTye MeTOfa
[P Kapu Mynnuc 6sin Harpaxxpen HobenesBckoit mpemu-
et mo xumunm [7].

Mertog IIIIP ocHOBaH Ha MMMTALUM IpPOLECCa PeIlIn-
kauuyu JTHK — xommnementapHoro moctpamsanusa JHK
MAaTpUILIbI, OCYLIECTB/IsIEMOTO ¢ moMolibio dpepmenta JHK-
nomuMepasbl. CyTb MeTOfa 3aK/II0YaeTCsI B MHOTOKPATHOM



KonupoBaHuy (aMIymmMuKaIumu) B IpobUpKe OIpereneH-
HbIXx yyacTkoB JJHK B mpoliecce MOBTOPAIOIMXCA TeMIle-
parypHbIX IMKIOB. Ha kakpgoM mnmxae aMIUIMQuKanm
CUHTEe3MPOBAHHBIE paHee (PPATMEHTHI BHOBb KOIMPYIOTCS
IJHK-nonumepasoii. brarogaps aToMy IpoucxoguT MHOTO-
KpaTHOe yBe/lndeHNe KOMM4YecTBa creruduueckux ¢par-
meHToB [JHK, 4TO 3HauMTeNbHO yIpollaeT HaTbHENIINI
aHaun3.

B mHacrosAmee BpeMsa UCIONb3yeTCA MHOXECTBO TH-
[I0B U BapMaHTOB npoBefeHus peakuuu: ITIIP ¢ ob6parHoit
tpauckpunuuesi, IIIJP B peanpHOM BpemeHnu, umgpposas
TP u T.z. [8]. O61MM MX IPUHINIIOM SB/ISETCA TO, UTO MC-
CTIeOBATENb UIIET B OMO/IOrMYeCKOM 00pasiie, CoepKaleM
HYKJIEMHOBYIO KUCJIOTY, TIpefIonaraeMble HYKIE€OTHUHbIE
TOC/IElOBATE/IBHOCTY, K KOTOPBIM IMEIOTCSI KOMIIZIEMEHTAp-
Hble MM JVarHOCTUYeCKMe TapaMeTpbl. VIHBIMM crroBamm,
9TOT MeTOf], PaKTUYeCK) He IO03BOJIAET MCCIENOBaTh Heus-
BeCTHbIE [T0C/IE[OBATEIbHOCTI HYK/IEMHOBBIX KUCIOT 60/Ib-
1IOTO pasMepa.

B xnmunndeckoit npaktuke I[P naBHO ABNAETCA pyTUH-
HBIM METOJOM AMArHOCTUKYU OAKTepPMaIbHBIX U BUPYCHBIX
uH}pEKINIT, METOZOM VMAEHTU(UKALMM TUIHOCTU U YCTa-
HOBJIEHUSI POJICTBA, METOJOM [MArHOCTUKU HAC/IENCTBEH-
HBIX 60JIe3HeNl ¢ M3BECTHOI MyTalyeil B TeHaX, MeTOJOM
MOHUTOPVHIA JIeKapCTBEHHOI TepaIyy OIYXO/IeBbIX 3a00-
JIEBaHWIA U JIp.

Cexsenuposarue no Caneepy

B 1977 ®. Canrepom 6b11M OIyO6NMMKOBAaHbI TPU CTaTbU
110 GBICTPOMY OIIpee/IeHNIO IEPBUIHOI [IOCTIEHOBATEIBHO-
ctu IHK. 9Ta TexHOMOIMA MOMyYM/Ia Ha3BaHMe ANIEe30KC K-
HYK/ICOTHJHOE CeKBEHIPOBAHNE, VTN METOJ OOpBIBA LI,
Obpasusr JHK it peakumm MOTYT IOATOTABIMBATHCS
IByMsA MeTomaMu. /s 1efieBOro ceKBeHMpPOBaHMA OIpenie-
JIEHHBIX YYaCTKOB MCIIONIb3YIOTCA IpaiiMephl, OrpaHMYNBa-
IOII[YIe COOTBETCTBYIOMIME YIACTKY T€HOMA, KOTOPbIe aMILIN-
¢unupytorcs. s HenpuiensHoro ceksennposanus JHK
(dparMeHTHpYeTCsT CIydaiHBIM 00pasoM U K/IOHUPYeTCs
B IUIa3MUJAX, KOTOPbIE MUCIIONB3YIOT I TPaHCHOpPMALIUN
Esherichia coli. Bropoit MeTof CbIrpaj LieHTPaIbHYI0 POJb
B pacimm¢poBKe TreHOMa deoBeka [9-11].

Ob6a MeTO#a VCIIONB3YIOT MHOIOYMC/IEHHBIE MATPUILIBL,
Ha KOTOPBIX IIPOMCXOAUT CeKBeHMpoBaHue. CaM mporiecc
CEKBEHIPOBAHNUA COCTOMT M3 IOBTOPHBIX LMKIOB J€Ha-
TypaLuy HUTU-UIAGI0HA, OTXKNIA HpPaiMEpPOB U MUX 9/I0H-
raumm. B KaXoM LMKIe peaknusA CUHTe3a IpaiiMepoB
IIpepBIBAETCST CAyYaliHBIM 00pasoM IIpU BK/IIOYEHUN Me-
YeHHBIX (IyOPOXPOMOM AUAE30KCUHYKIeoTHA0B (AxHTD).
B ormure ot pesoxcumuykiaeosuprpudocdaros (pHTO)
B ggHT® oTCyTCTByeT TMAPOKCUIbHAS IPYIIA B 3’-10MI0-
JKEHNU 1e30KCUPUOO3DL, 1 9TO IPUBOGUT K HEBO3MOXXHOCTH
IIPUCOEAVHEHNSI C/IE[YIOLIEr0 HYKIeOTHAA 1 OOPBIBY LieIliL.
B xoHeuHOIT TOuKe peakuyy 06pa3yeTcsi CMech U3 OFHOHU-
TeBBIX ()parMeHTOB pasHOIL J/IMHBI C METKaMU COOTBETCTBY-
omux TepMuHanbHLIM ATHT®. Ilponecc cekBeHUpOBaHMA
3aBepIIaeTCss pasfielieHneM OJHOHUTEBBIX (PPArMeHTOB
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IIpY ITOMOIIY BBICOKOPa3peIIalollero KanuuUIApHOTo reflb-
anektpodopesa. B Hacrosmee BpeMst JAHHBIN MPOLIECC aB-
tToMatusupoBat [12]. lerektupoBaHue GpparMeHTOB IPONC-
XO[UT Ha JalbHEM KOHIle KallMJLipa 38 CYeT PErUCTPalumn
YeTHIPEXI[BETHOTO CIIEKTPa SMUCCUM IIOCTe BO3OYXKe-
HIA (QIyOpeCcLeHTHBIX METOK, IPOXOAAIINX depe3 Jasep.
[Tony4eHHBIe JaHHDBIE NEPEBOAATCA B IMOC/IENOBATEIBHOCTD
ocHoBaHuit JJHK ¢ moMombio crieriuanbHOro IporpaMMHO-
ro obecrevyenns.

ITpu nomomu cexBeHupoBaHMA 10 CaHTepy MOXKHO
«IIPOYECThb» paHee «He IPOYNTAHHYIO» IOCTIeJOBAaTeIbHOCTD
ot 700 o 1000 m.H. [13]. HecMOTps Ha HEBBICOKYIO IIPOU3-
BOJUTEIBHOCTD, METOJ, OCTACTCA aKTya/lIbHBIM U IIPYMEHS-
eTCs ISl HeCKONbKMX Liefieil: 1) Bamupanmsa pe3ynbTaToB,
IIOTyYeHHBIX B XOZe CeKBEeHMPOBAHMA HOBOTO ITOKOJICHNS;
2) oxBar obyacTeil TeHOMa, KOTOPbIE IIOXO TTOKPBIBAIOTCS
OpyruMu ciocobamn ouenku JTHK; 3) cekBennpoBanme ma-
JIBIX YYaCTKOB T€HOMA J/Is MAEeHTU(UKALNY MYTALWIL 1 T10-
mMopdu3MoB [14].

Cexsenuposarue H06020 noxonenus (NGS)

PeBomioliyisi TeXHONOTMM CEKBEHMPOBAaHMS Havanach
B 2005 ropy, Korfa 61 Omy611KOBaHBL IBe CTAThI C OIIN-
CaHMeM CeKBEHMPOBAHMA IIyTeM CUHTe3a M MY/TbTUIIIEKC-
HBIJT METOJ, CEKBEHMPOBAHMS C MICIIO/Nb30BAHEM IIOTIOHNUSA
[15, 16]. BaxxHOe OTIM4YMe CEKBEHUPOBAHUA CIEAYIOIIETO
ITOKOJIEHMSI 3aK/TI0YAeTCsl B TOM, YTO TEXHOJIOTM IIpoLiec-
ca ommpaeTcs He Ha KIOHMPOBaHME BEKTOPOB, a Ha Om-
61MOTeKy 1 aHaIU3 KOPOTKUX ¢parMeHToB (32-250 m.0.
1o cpaBHEeHMIO ¢ 650-800 11.0. Ha KaNM/UIAPHBIX CEKBEHa-
TOpax).

Iosnenuit texHonornit NGS 1mo3Bo/mmiao 3HaYUTETLHO
CHU3UTH CTOMMOCTD aHa/1m3a resoma. Ha pacumposky re-
HOMa B IpoeKkTe «[eHOM 4e/oBeKa» MOTpe6OBamoCch 3 M-
MMapha JONIapoB, HO IIPU MCIIO/Nb30BAHUM TEXHOJIOTMUI
NGS anamornyHble 10 06beMy JaHHBIE MOXHO HOTYyYUTDb
MeHee 4eM 3a 1% CTOMMOCTM BBIIICYKa3aHHOTO IIPOEKTa.
3HauUTe/IbHOE YCKOpEHMe IIPOIecca, ero aBTOMATH3alsd
M KOMMepLyanusanys IO3BOJWIN CHUBUTH TEXHOJIOTMIO
CeKBeHMpoBaHMA reHoma 3a 20 et co 100 000 go 1000 gon-
napos (puc. 1).

CywecTByeT HECKONbKO KOMMEpUYeCKUX CHCTEM pe-
ammsanuu NGS. DTu cexBeHAaTOpHl TaK)Ke HAa3bIBAIOTCS
CeKBEHATOpaMy BTOPOTrO IMoKoneHus. K akTMBHO MCIIONb-
3ylOMMCcsT Ha pbiHKe ItaTdopmam oTHocsarcs: Illumina,
CIIA (MiSeq, HiSeq, NextSeq), ThermoFisher Scientific,
CIIA (IonGeneStudio S5 Plus), MGI, Kutain (MGISEQ-200,
MGISEQ-2000, DNBSEQ-T7). IToka meHee BocTpeOGOBaHbI
cucteMbl nupocekBeHypoBaHus or Roche, IlIBestmapus
(GS FLX, 454) u Applied Biosystems, CIIIA (TexHomorus
Solid, B HacTosI1I[ee BpeMst KOMITaHMs TPUHAIIEXUT Thermo
Fisher Scientific).

B HacTos1ee BpeMs TakKe pa3pabaTbIBAIOTCA U BHEAPSI-
I0TCsI KOMMepUeCK/e CEKBEHATOPBI TPETbEro IMOKONIeHNS —
CHCTeMBI OJHOMOJIEKY/IIPHOTO CeKBEHIPOBAHUA B PEeXKUMe
peanpHoro Bpemenn (Single Molecule Real Time Sequencing
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(SMRT-cexBennpoBanue)). Ero npenMymecTBoM ABsAeTCA
oTKa3 oT HeobxopumocTu mposegerus [P Ha arame mpo-
OOIOTOTOBKY, YTO YCTpaHseT PUCK ommMOOK U He Tpebyer
HOPOrOCTOAIINX peakTuBos [17].

[TIpenno>xeHO HECKONIbKO MOAXOMIOB K CeKBEHUPOBAHUIO
TPeTbero IOKONEHMA: 3K30HYK/Iea3HOe CEeKBEeHMPOBaHIIE,
CEKBEHNMPOBaHIE CUHTE30M, CEKBEHMPOBAaHME C MUCIIONb-
30BaHMEM HAHOIIOp M TPAaHCMMCCHOHHAs 3/MeKTPOHHAA
mukpockomusi [18]. Hambomee xoMmepuecKu YCIHeELIHOI
spiasiercst  kommanust Oxford Nanopore Technologies,
Bermkobpuranmsa  (cekBenaroppl  MinlON,  GridION,
PromethION), ucnone3aytomas Texxonoruto HaHonop. CyTb
MeTOfa 3aK/T0YaeTcAd B CUUTHIBAHUN IIOC/IENOBATeIbHOCTH
IOHK no mepe ee mpoxoxeHus depe3 6enKoBble HAHOTIOPHI,
3aKpeIUIeHHbIe Ha IMOMMMepHoil Membpare. Tum asotnucro-
TO OCHOBaHNs, IPOXOJSAIIEr0 Yepe3 HAHOIIOPY, MOXKeT OBITh
ompepeieH 6marofapsi pasIMYAOMNMC U3MEHEHNAM I10-
TOKA MIOHOB, KOTOPbIe PETUCTPUPYIOTCA KaK NEKTPUIECKIIA
cursan [19].

Texuonornu NGS no3Bo/sII0T IPOYUTATh OOIBIINHCTBO
paHee HeM3BeCTHBIX Y4acTKOB JJTHK, BKII0YAONX 9K30HbI,
MHTPOHBI, a TaKXKe IPOaHA/IN3NPOBATh UX TPAaHCKPUITOM
(PHK); oM Hamum IMpoKoe IIPYMEHEH)e B Hay4HO-VIC-
CTIeflOBATEeIbCKOI paboTe 1 KIMHINYECKOI TPAKTHUKeE: IIOJTHO-
TeHOMHOe CeKBeHUpoBaHue (denovo 1 peceKBeHUPOBAHNUE),
MeTareHOMHOE€ CeKBEHMpOBaHMe, ceKBeHMposaHne PHK
U M3y4YeHUe SKCIIPecCU T'eHOB, IOMTHO3K30MHOe U TapreT-
HOe CeKBEHUPOBAHU LA NOMCKA KIMHUYECKM 3HAYMMBIX
MyTanuit 1 monumop¢usmos [20].

Sports

Medicine:
| research and practice [ ][]}

2. leHoTUNIIpOBaHNE YeTOBEKA

B guHaMMYHO pa3BUBAIOLIEICS 06/IACTY USYUEHISI T€HO-
Ma 3[[JOpPOBOTO Ye/I0BeKa U MaI[ieHTa IPUHATO BBIAE/IATD He-
CKOJIPKO HAaITPaB/IEHMIT 9KCIIEPTHO-FUATHOCTUYECKOI pabo-
TBI C IIPMMEHEeH)eM MeTOJIOB leHeTUYeCKOro aHanm3a [21].

1. ITporHOoCTMYeCKOe M [OKIMHMYECKOe TeCTUPOBaHUE
M03BOJISeT OLIEHUTh PUCK BO3HMKHOBEHNA TeX VU VMHBIX
reHeTUYeCKNX 3a00IeBAHMII IPU OTATOLIEHHOM CeMeTHOM
aHaMHe3e, a TaKKe MPeNpacloNoKeHHOCTb K HEKOTOPBIM
MmynabTidaKToOpranpHbIM 3aboneBannam. Ocoboe MecTo 3a-
HUMAIOT guardoctmdyeckue nanenu (game — ITLP B Bumge
MUKPOMATPUILIbI), OMAaTHOCTUPYIOIIVE IIpefpacloIoxeH-
HOCTb K HAC/TENCTBEHHBIM ()OpMaM OHKOIOTMYECKUX 3a-
6oneBanmit. Kpome 3Toro, paspaboTaHbl My/IbTUTEHHbIE
maHemt NGS (kommanmsa yRisk ananmmsupyer Myranum
B 44 reHax) u zp. [22].

2. Tect Ha HOCUTENBCTBO. BONMBIIMHCTBO HAC/IEeNCTBEH-
HBIX 3a00/IeBaHNIT HOCAT ayTOCOMHO-PELIeCCUBHBIN XapaK-
Tep, ¥ MX KOMn4ecTBo mpesbimaet 1600 [23]. Hocurens pe-
LIeCCUBHOTO a/I/IeNs, KaK IPaBWIO, He MCIIBIThIBAeT HUKAKUX
CUMIITOMOB TPOSIB/IEHNS 3a60/IeBaHMsI, OGHAKO, Korga oba
pomMTeNs SABJIAIOTCA HOCUTENEeM MYTAaHTHOTO TeHa, Y HMX
ecTb 25%-11 pUCK POXKAeHUsT pebeHKa C TeHeTUYEeCKUM 3a-
6oneBanneM. Takoe HampaB/IeHNe TECTUPOBAHNS OTYINIO
Ha3BaHNe MPeKOHIENIIMOHHOTO CKpuHUHTa. Ero pexomeH-
AyeTCsl IPOXOAUTH MapaM, IVIAHUPYIOLUM GepeMeHHOCTb,
TaK KaK OyAYIIUX POAUTeIeil IPOBEPSIIOT Ha HOCUTENTbCTBO
Hanbosee pacpoCTpaHEHHBIX TeHETUYECKIUX 3a007IeBaHMIl
IJ1A KOHKpeTHoW mnonynauuu. [Ina >xurenein Poccum sro,

Puc. 1. lnHaMuka nameHeHns LeHbl Ha nccnenoBaHvie reHoma yernoseka. M3 [51] ¢ usmeHeHnsamu
Fig. 1. Dynamics of price changes for the study of the human genome. From [51] with modifications
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HaIpuMep, MYKOBUCIIMIO3, CIMHA/IbHAs MbIIIEYHas aTpo-
¢ust, HelIPOCEHCOPHAsT HECHHAPOMATIbHAsL TYTOYXOCTb, (e-
HIWIKeTOHYPYS, TUPO3VHeMuUA 1-ro Tuma u ap. [24].

3. IMarHOCTMYeCKOe TeCTMpOBaHNE II03BOJIAET WJEH-
TUQUUNPOBATh TeHeTHIeCKOoe 3aboneBaHNe Y UelOBeKa
¥ TIOATBEPAUTD NpeIIoaraeMblii AMarHO3, A TAKXKe Lie/IeHa-
[IpaB/IeHHO TIOZ00OPATh TAPIETHYIO TEPAIINIO B 3aBUCHMOCTI
OT TUIIA MYTaI[¥ KOHKPETHOTO MallMeHTa.

4. ®apMakoreHeTMKa IO3BOJIAET OLIEHUTDH OTBET U IIO-
mobpaTh HAVIYYIIYI0 TEPAMMIO I KOXAOTO KOHKPETHOTO
MalyenTa B 3aBUCUMOCTY OT HOMMMOpdu3Ma reHoB 61o-
tTpaHcopmannm kceHobMoTMKOB. Hampumep, reHermde-
ckie (aKTOpBI OMpERENIT Ko 53-54% BapuabenpHOCTH
I03BI Ha3HaYaeMoro BapdaprHa, a KIMHMIECKIe HaKTOPbI
OIIPENENSIIOT BapnabeTbHOCTD T03BI TOMBKO Ha 17-21% [25].

5. IlpenaranmpbHOe TecTMpOBaHNUE II03BOJIAET HEMHBA-
3suBHBIM MeTomoM aHanmusa JHK mmoga B xpoBu Martepu
VWM TPAagVIVIOHHBIMM MHBAa3UBHBIMM METOHAMM C IIOCTIe-
OYIOIIVMM KapUOTUINMPOBaHMEM BbIABUTD TSKENTYI0 XpPOMO-
COMHYI0 IATOJIOTMIO IUIOAA Ha PaHHUX CPOKaX GepeMeHHO-
ctu [26].

6. IIpeMIIaHTalIMOHHOE T€HETUYECKOE TeCTUPOBAHME
(TIT'T) B XOpe IMpOBeneHNsA IKCTPAKOPHIOPATIBHOTO OIION0-
TBOPEHNUS MMeeT IPOPUIaKTUIECKOE 3HAYEHe: B IOTOCTD
MATKI [IEPEHOCATCS TOIBKO 3[,0pPOBbIe IMOPUOHBI, He HeCy-
1111€ XpPOMOCOMHBIX aHOMAJINIf, YTO yMeHbIIAeT PUCK CIIOH-
TaHHBIX a0OPTOB U POX/EeHUsI pebeHKa ¢ TeHeTHYecKoil
natosnorueit [27]. Takxe Takoe TUIMPOBaHVE IPOBORUTCS
mapaM, y KOTOPBIX POXKEEH pebGeHOK C Hac/Ie[CTBEHHBIM
VI OHKOJIOTMYECKMM 3a60/IeBaHmeM, it KOTOPOTO paspa-
60TaHBI 9KCIIEpMMEHTATbHbIE TOAXO0NbI K Tepanuu [28, 29].

7. CKpVHMHT HOBOPOXIEHHBIX IO3BOJIAET Ha PAHHUX
JTaIax AMATHOCTUPOBATH T€HETUYECKOE 3ab0/IeBaHNe 1 BO-
BpeM: HauaTb €T JIedeHue py Hamudany Tepanviu. B Poccun
BCe HOBOPOXK/IEHHBIE IIPOXOMST 0053aTe/IbHbIIT HEOHATAIIb-
HBIII CKPMHUHT Ha 5 3a60/meBaHumiL: MYKOBUCLUTO3, bennn-
KeTOHYPMs, [a7TAKTO3eMM, alp€HOTeHUTAIbHbIN CUH/IPOM,
BpOXAeHHbII runoTrpeos [30]. B Mockse ¢ 2017 ropa ciu-
COK 3a00JIeBaHMIT [I/IsI HEOHATA/BHOTO CKPMHMHTA PACIIN-
pun 1o 11 Ho30/10THiA.

K 2021 rony 1o gaHHBIM peecTpa IeHeTHYeCKOIo TeCTH-
poBanus (Genetic Testing Registry (GTR), CIIA), nobpo-
BONIBHO cobOmpamoniero MHGOpMAuno O paspabOTaHHBIX
OVMAaTHOCTMYECKUX TAaHeNIAX y MX IPOM3BOAUTENell, 3ape-
TUCTPUPOBAHO 77 377 BUJOB TECTUPOBAHUA I aHA/IN3A
yesioBedecKoro reoma. Ilo cpapaenuio ¢ 2012 rogom Komu-
4eCTBO pa3spabOTaHHBIX M 3aPETMCTPUPOBAHHBIX B TaHHOM
peecTpe TeCTOB BO3POC/O B 74,5 pasa: B 2012 ropy B peectp
Bxoauno TonbKo 1 038 TecToB. BOMBIIMHCTBO BUIOB TECTH-
pOBaHNUA HallpaB/IeHO Ha M3ydeHNe MyTaluil B OOHOM reHe,
Ha BTOPOM MecCTe — IaHeNIy, JMArHOCTUPYIoIIMe M3MeHe-
HUA B TeHaX, UTPAIOIUX POJIb IaTOTeHe3e OHKOIOTMYEeCKIX
3aboneBanui [31].

Oco60e MeCcTO B T€HETUYECKOM TECTUPOBAHMU 3aHMU-
MalOT MCCIeNOBAHNUA, CBA3AHHBIE C BBISABICHUEM IIpel-
PAacIIONOKeHHOCTe!l 3[JO0POBOr0 4Ye/lOoBeKa K YCIEHUIHOMY

T. 11 Ne4 2021

OCYII[eCTB/IEHUIO PAas/IMIHOI [esATebHOCT, HAllpUMep 3a-
HATHIO OIIpefie/IeHHbIM BUoM criopTa. Kak mpasuiio, Taxoit
BN TECTUPOBAHUA HOCTyHeH HaHpHMyIO HOTpe6VITeHIO
M B HACTOSILINII MOMEHT He TpebyeT IOCpefHNIeCcTBa Bpa-
Ya-crenquanmncra. Tlomumo TE€CTOB, HOCTYHHI)IX Hapr{MyIO
motpebureno, B mpodeccuOHANTBHOM COObIecTBe IIpef-
IIPMHMMAIOTCA IIOIIBITKM OLI€HKU reHeTYeCKO BapVIaéeHb'
HOCTU «CIIOPTMBHbBIX» T'€HOB y BbICOKOKBaIII/I(i)I/ILU/[pOBaH-
HBIX CIIOPTCMEHOB, 3aHVMMAIOMINXCA PA3INIHbIMU BUAMU
CIIOpPTa, C Lie/lbl0 M3y4eHUA OCOOEHHOCTell MeTabonmama
U IPERPACIIONOXEeHHOCTH K 3a60/IEBaHIAM OIIOPHO-/IBUTA-
Te/IbHOTO aIlllapaTta U CepheYHO-COCYAUCTON CUCTeMBI [32].

3. TeHOTUIIMIPOBaHMeE C LIE/TBIO ONPeeTeHN

MOTeHIaNa pasBuUTUs GpU3NMIYECKNX KayecTB

[ToxasaHo, YTO HEKOTOpPbIE JIOAM C POKIEHMs obmaza-
10T OIpefie/IeHHbIMYU (U3NYECKUMI KadeCTBaMl, KOTOPBIE,
B CBOIO OYepellb, CBS3aHbI CO CHOPTMBHBIMM JOCTMKEHU-
aMu [33]. YacTMYHO M3MEHYMBOCTH M HAC/IENCTBEHHOCTD
OTBeYaIoT 3a ¢usuyeckye, GU3NONIOTNYECKIe ¥ AHTPOIIO-
MeTpUYeCKIe XapaKTEPUCTUKI Ie/I0BeKa, KOTOpPbIe HE0OX0-
IVIMBI I BOCTVDKEHNA CIIOPTUBHOTO YCIIeXa, X OHU MOTYT
HacnmenoBaThesa [34]. Ha cerogua mssectHO 60mee 155 re-
HETNYEeCKMX MapKepoB, CBSI3aHHBIX C pasBUTHEM Qusnye-
CKIX Ka4eCTB B T.4. y cnopTcMeHoB [35]. Ilpenmomnaraercs,
4TO OFHOHYK/IeOTHAHbIe Tonmumop¢usmsl (Single Nucleotide
Polymorphism (SNP)) npsiMo miu KOCBEHHO MOTYT BIMUSAThH
Ha CIOPTMBHBI pesynbraT. Hampumep, momumopdusm
R577X rena anpda-akrunnza-3 ACTN3 (C > T npusogut
K ToMy, 4To apruHuH (R) msmenserca Ha cron-kofoH (X))
ACCOIMMPOBAH C HU3KOWM LOJIEN COfep>KaHusl OBICTPO CO-
KPALIAIIINXCS MbIIIEYHBIX BONOKOH. CopepykaHue ObI-
CTPBIX MbIIIIEYHBIX BOJIOKOH B/IMsIET HAa CKOPOCTHO-CUIOBBIE
IoKasaTe/y CIOPTCMEHOB, Y YeM MeHbIlle TaKUX BOJIOKOH,
TeM HIDKE BEPOATHOCTb TOTO, YTO AT/IeT HOObETCs ycIexa
B CKOPOCTHO-CMJIOBBIX BUjax cropra [36]. OgHako pasnb-
HejlllMe MCCIEeNOBaHMs IOKasamy, YTO HOHCEHC-BapuaHT
R577X He BHOCKT peLIAIOLINIT BK/IAJ] B Pa3BUTHE «OBICTPBIX»
U «MeJJIEHHBIX» MbIIIEYHBIX BOTIOKOH. YeTKas accormanus
mexnay renoturiom ACTN3 u Bapuanueit peHOTHIIA TTO KPU-
TepUsAM «CKOPOCTb—CHIa» IPOCTIEXMBAETCS BCETO TONBKO
B 1-3% ciy4aes [34, 37, 38].

[Tomumo rena ACTN3 y 3MUTHBIX CHOPTCMEHOB Hau-
6onee msydennl momumopdusmsl B reHax ACE, ADRB2,
ADRBI, NOS3, HIFla, ACTN3, ADRA2a, ADRBI1, AGT,
VDR, VEGFA, HIFla, BDKRB2, LEPR, PPARG, SOD2,
APOE, AGT, TNE CKM. KpaTkas XxapakTepUCTMKa Te€HOB
mpejcTaB/ieHa B Tabmuie 1.

3HauYNTeNIbHBII MHTEpPeC IpeNCTaB/IseT aHaIU3 TIeHe-
TUYeCKON WHGOpPMALMI [jIsI BBIBIEHMSA HaUYMHAIOLINX
CIIOPTCMEHOB, CIOCOGHBIX K BBICOKMM [JOCTVDKEHUSM.
Ha rno6anpHOM pbIHKE IIPeACTABTIEH PSIfi KOMIIAHUIA, TIpef-
JIaTaIOIIMX TeHeTNYeCKoe TeCTUPOBaHNe HalPAMYIO IIOTpe-
OUTEN0 C Ie/bI0 BBISIBIEHNS CIOPTUBHBIX CIIOCOOHOCTEIL.
KonmmuecTBo opranmMsanuii, mpejjaraolux TaKyl YCIyTy,
C K&X[IBIM TOJIOM YBEINYMBAETCA, B TOM 4KC/Ie ¥ B CBA3U
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E Tab6bnuma 1
D
XapaKTepUCTHKA F€HOB, M3yYaeMbIX Y SMUTHBIX CHOPTCMEHOB.
I ITo matepuamam [39] c uBMeHeHMAMMU
C Table 1
A - o
Characterization of genes studied in elite athletes.
L Adapted from [39] with modifications
p
Ne
/i Ten Onucanne GpyHKIUM reHa u 6emka
I ACE TeH aHTMOTEH3MHIIPEBPAIIAIOLIero PepMeHTa; KaTalMn3npyeT Iepexofl aHrMoTeHsnHa-1 B anrnorensus-II, pe-
TY/IUPYIOLNIL COCYAUCTBIN TOHYC U Iepy3Nnio TKaHe
2 ADRAZA TeH a-ampeHopelenTopa, TUI 2a. OIocpenyeT AeiiCTBIe HeJPOTPAHCMUTTEPOB B IIPOLieCCaX MHTUOMPOBAHMS

aleHMIaTHMK/IA3bI C yIaCTUEM G-6en1koB

Tens! B-afpeHopelienTopos, bl 1 1 2. ObecnednBaoT epefady CUTHATOB SHOTEHHBIX KaTeXOTaMIHOB,

3 ADRBI1, ADRB2 g, .
PeryIMpPYIOT YITIeBOAHDIIL U XXUPOBOIL 0OMEH ITyTeM aKTUBALUM afjeHIIATIMK/Ia3bl ¢ yaacTueM G-6elKoB

Ten aHTMOTEH3UHOT€eHa, ABIAKOMIET0oCA NpeAIIECTBEHHNKOM aHIMOTEH3HA 1 u aHTMOTEeH3MHa 2, o6pa3y10-
NXCA 3 aHI'MOTEH3NHOI€Ha IIpY aKTUBalN peHI/IH-aHI‘I/IOTeHI&I/IHOBOﬁ CUCTEMBI. AHTMOTEH3UH 2 IIpUHN-
MaeT y4acTue B pEryaAannmy CoOCyaCToro TOHyca B po/iy Ba3OKOHCTPUKTOpPa, CHOCO6CTByeT Bpra60T1<e aJ/ib-
AOCTEpPOHA

4 AGT

Ten anonunonporenHa E, 6eka — Mapkepa M3MeHeHNs MeTaboNIM3Ma JIMIIONPOTeNHOB. Vccmenyercs mns
BBLABJICHISA TeHETUYECKOII IIPEPACIIONOKEHHOCTHU K aTePOCKIIepO3y, TMIIepX0IeCTePMHEMIH, 60/Ie3HY ATTbII-
5 APOE reiimepa, runiepnunonpotertemuy (IIIT), tui 3, nmemMudeckoit 60e3Hy cepALa, HapyIIeHNsIM HaMsATH Y 110-
SKIIBIX JIIOfIel, PacCeAHHOMY CKiIeposy. VcronbsyeTcs i MOp60pa AMeThl, pellleHns BONpPOca O Lieleco-
00pa3HOCTY Ha3HAYEHNA CTATUHOB. VIMeeT IIPOrHOCTUYECKYIO 3HAUVMOCTb IIPY YePeITHO-MO3TOBBIX TPaBMax
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Ten penenitopa 6pagykuHuHa, TMI B2. Onocpenyet felicTBye OpafKMHMHA — COCYAOPAaCIMPAIONIEro dak-
TOpa

6 BDKRB2

TeH, KOAMPYIOINIT CYOBENUHNLYY KpeaTHHKMHa3bl M-Tuma (MeimevHoro). Katanusupyer o6paTtumsiii mepe-
HOC ocTaTtka PpocdopHoit kucmorsl n3 AT Ha KkpeatnH ¢ o6pasoBaHyeM KpeatnH-¢pocdaTa. YpoBeHb Oenka
ompepenser 3¢ deKTUBHOCTD CyOcTpaTHOro GocopnmrpoBanHns B CKeeTHOM MycKynarype. benok cessan
C IIPOSIBIEHVSIMYI CHJIOBBIX BO3MOXXHOCTeIT

7 CKM

Ten dakTopa, MHAYLMPYEMOro TUITOKCHel 1a. 3aITycKaeT SKCIIPecCHio IeHOB, 00eCeYnBaONINX aHTMOTeHe3
U MOBBIIIAIOMINX a/JaNITALMI0 OPTaHU3Ma K YCIOBYAM I'MIIOKCUMY (B T.4. IJIMKO/INU3, POCT COCYHOB U fip.). Bapu-
aHT rs11549465 (G) accounnpoBaH C MOBBILIEHHBIM COlep)KaHMeM MeJIEHHBIX MbIIIEYHbIX BOIOKOH (He00-
XOOMMBI /1A HPOHBHGHI/IH BBIHOC/IMBOCTY, BOJIOKHa 1-ro TI/IHa)

8 HIFla

TeH penenitopa enTtiHa. IIpy CBA3BIBAHMM C JIEITUHOM ¥ LPYTMMM JIUTAHIAMM OIIOCPENYeT LeHTpaabHble
u nepudepndeckue 3¢ dekTs 3a cueT akTHBanuy curHanpHbix myreit JAK2/STAT3 u MAPK/FOS. B rumo-
TajlaMyce y4acTBYeT B Pery/LALMM allleTUTa, BbI3bIBas CHIDKEHMe NOTpebIeHns muum. Bauser Ha mporec-
9 LEPR CBI, OIIpefie/IAIONIIe KOCTHYIO MacCy ¥ CeKpeIio IUIOTaIaMO-TUII0(pU3apHO-HA/[IIOYeYHUKOBBIX TOPMOHOB.
Ha nepudepnn ycunmBaeT 0CHOBHOI 06MeH, BIMACT Ha PEIPOAYKTUBHYIO QYHKIMIO U GYHKIMY B-KIETOK
0CTpoBKOB JIaHTepraHca MOMPKeMTyLOYHOI JKee3bl, CIOCOOCTBYET CeKpeLiM MHCY/IVHA, SIB/AETCS IPOAHTHO-
TeHHBIM J BIIMAET Ha BPOXKJICHHBIIT 1 aJall TUBHBII MIMMYHUTET. ACCOLIMMPOBAH C MBIIIEYHOI Maccoil

Ten NO-cuHTassI 3. y‘{aCTByeT B CMHTE3€ OKCHUIa a30Ta SHIOTE/NNa/IbHbIMI KJIETKAMM, BbI3bIBaA paclIMpeHne
COCynioB

10 NOS3

Pery}mpyeT AKTUMBHOCTD I'€HOB, OTBE€YAKIIMX 3a o6MeH YITIEBOOB U JKMPOB. YcraHoBieHa accounanus Bapu-

11 PPA
RG aHTa rs1801282 ¢ 3¢ peKTUBHOCTDIO YCBOEHMSI YITIEBOLOB

TeH cynepoKcHAAMCMYTa3bl (MUTOXOHAPMAIbHOI). KaTamisupyeT peakuuio AUCMy Taluy, IpeBpalast Cymep-
12 SOD2 OKCHJI-aHMOH B IePeKUCh BOJOPOAa U Kucnopof. ObecednBaer paspylIeHNs aKTUBHBIX GOPM KUCTIOPOZA.
TeH accOLMMPOBAH C IIOKa3aTe/sAMNU OBICTPOTDI

Ten (baKTopa HEKpoO3a OITYyXO/IN. HpOBOCHaJ’II/ITeTIbH])H/UI LIUTOKNMH, ONVH 13 TUTOKNHOBBIX PETYIATOPOB Kjl€-

13 TNF . .
TOYHOI rUben U KIETOYHOTO OTBETA, B TOM YMCJIE€ B P€3Yy/IbTaTE (1)]/[31/[‘{6CKOI/I Harpys3km

Ten (baKTopa pocTa SHAOTENNA COCYLIOB. YBennuuBaeT IIPOHNIAEMOCTD COCYIIOB, KOIMYIECTBO KPOBEHOCHBIX

14 VEGFA
u muMdaTHIeCKUX COCY0B

10



C TeM, 4TO eUHbII CTAaHAAPT PeryIMpPOBaHNA TAKOTO THUIIA
TeCTMPOBAaHNA M WHTEPIpeTallMy IIOTYYCHHBIX [aHHBIX
B HACTOSAIIVIT MOMEHT OTCYTCTBYeT (puc. 2). CaenyeT oTMe-
TUTD, YTO IIOJIOBYHA KOMITAaHWIA, IIPeJOCTABIIAIOMINX YCIYTy
TeHeTHYEeCKOTO TeCTMPOBAHMA Ha IIPefipacIIONIOKeHHOCTD
K CIHOPTY HAIPSMYI0 MOTPeOUTENI0, He PacKpBHIBAIOT MH-
¢dbopmanuio o ToM, Kakie IOIMMOP(UMbL OHU UCCIERYIOT,
YTO JleJlaeT HEeBO3MOXKHBIM COIIOCTaB/ICHME U MHTepIIpeTa-
I[VIIO TIOJTyYeHHBIX pe3y/bTaToB [40].

OcHoBHast mpo6eMa MPOBOAUMBIX KOMMEPYECKUX Te-
CTOB, [JOCTYIHBIX HAIPSMYIO IOTPeONUTENIO, 3aKII0YaeTCst
B TOM, YTO aHa/IM3MPyeMble IMU KOPPe/LALVIN MeX/y TeHe-
TUYECKUM IIOTMMOP(GU3MOM M CIOPTUBHBIM YCIIEXOM JIMe-
10T HEJOCTAaTOYHYI0 HAay4HyI0 OCHOBY. Tak, omyOmumKkoBaH
Iy paboT, B KOTOPBIX IPOTHOCTHYECKIE IIAHeMN Ha OCHOBE
U3y4deHVs OMMMOP(U3MOB ITOABEPXKEeHbI KpuTHKe [41-43].
B cBsA3M ¢ 9TMM 0CO6YI0 aKTya/JbHOCTb MPUOOPETAIOT VC-
cefoBaHMA GEeHOTUIMYECKNX NIPOABICHNIT IPY MY TalUAX
B TeHaX, CBSI3aHHBIX C 3a00/IeBaHNSMIY, IPOSBILIOLVIMIUCS
B CyOKIMHMYECKOI (OpMe U CIIOCOOHBIMMU [aTh IIOTEHIN-
aJIbHbIe IPEeNMYIIeCTBa CIOPTCMeHy. VMerolmuecs HayYHbIe
TaHHbBIe CBUJETEIbCTBYIOT O TOM, YTO HET eIVMHOTO TeHe-
TUYECKOr0 IPOdUL, KOTOPbIT Obl TAPAHTIPOBAHHO Hpen-
ckaspiBan cnopTuBHBI ycnex. B GTR saperucrpuposan
TOJIbKO OJVIH TeCT C MAapKMPOBKOI «sport». B 31Ol manenmn
nsydaercs 21 ren merogom IIIP B peanbHOM BpeMeHM; IpH-
YyeM 3Ta IIaHe/Ib HAIlpaBjIeHa He Ha OIpefie/ieHNe CIIOPTHUB-
HBIX BO3MOXKHOCTEII, IeTePMUHNMPOBAHHBIX TeHETHYECKN,
a Ha AMArHOCTVKY 3a00/IeBaHMIT VIN BapUATUBHBIX U3Me-
HEeHUII B TeHOMe, KOTOpble MOIYT JTMMUTHPOBATb 3aHATHE
CIIOPTOM W/IM [aBaTh IPEMMYIIECTBO B TPEHMPOBOYHO-CO-
PEBHOBATE/IbHO [IeATeIBHOCTI.

4. ITYeCcKMe U COUMaNIbHbIE ACIIEKThI

TeHOTHIVMPOBAHI 3[OPOBOIO YeTOBEKa

C ZOCTYIHOCTBIO TEXHOTIOIMII BO3PACTAET HOTPEOHOCTD
B pelIeHUM STUYECKUX, COLMANbHBIX U IOPUANIECKUX BO-
IIPOCOB TeHeTUYeCKoro TecTupoBaHus. COINacHO oIpene-
neHmio HesaBucumoit skcnepTHOi rpynnsl EBporeiickoro
coBera (2004) reHeTMUECKOE TECTMPOBAHME — ITO MHO6OIT
TeCT, BBLAB/IAIOIINIL TeHeTUIeCK Y10 nHbopManyio [44].

CrefyeT OTMeTHTb, 4TO TreHeTMdecKass uHpopmarus
OT/INYAETCA OT BCeX APYTUX BUIOB MEOMIMHCKON MHQOP-
Maryy. JTO CBA3aHO C T€M, YTO IIPU eHETUIECKOM TeCTH-
POBaHMM MOXKeT PacKpbITbcsA KOHQMIeHIMANIbHAas UHPOP-
Manusi O POACTBEHHUKAX OOC/IeNyeMOro, HeysIednMOCTI
06HapY>KeHHOTO 3a60/IeBaHNsI HA €T JOKINHNIECKOM 9Ta-
e ¥ MOCENYIOLYe 38 3TUM ICUXOJIOTMYIecKue Ipo6IeMbl
IAIlJIeHTa, eBTeHNYeCKOe MCIIONb30BaHMe IIOTyYeHHBIX 1aH-
HBIX [45].

KoHceHcyc criennanucToB 3aKII09aeTCA B TOM, YTO TeHe-
TUYeCKash MHPOPMAIVSI YeJIOBEKa MOXKET MCIIONb30BATHCS
VI XPAaHUTbCA /IS CTIEAYIOINX LIe/IeNi:

1) AMarHOCTUKM ¥ OKa3aHMs MEIUIIVHCKON IIOMOIII,
BKJIIOYasl IIPOBefeHNe 0OCIeTOBAHMIT U POTHOCTIIECKOE
TeCTUPOBAHIUE;
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2) mpoBefieHUs] MEAMLMHCKUX, SIUeMUOTIOTMYECKUX
n leyI‘I/[X Hay‘IHI)IX MCCHeHOBaHHﬁ, TEHEeTNYECKUX MCCIen0-
BaHMI MONY/IALMIAL, @ TAKXKE aHTPOIOJIOTMYECKUX U apXeo-
JIOTMYECKUIX MCCTIEJOBaHMII;

3) cyme6HOI MeIMIVHBL U CY[OIPOU3BOACTBA II0 IPAXK-
OaHCKUM, yI‘OIIOBHbIM U1 UHBIM [I€JIaM;

4)B mO6BIX HAPYIMX Le/MSX, He IIPOTUBOPEUAIINX
Bceobuweit rexmapaunm o TeHOMe YeTOBeKa U IpaBax demo-
BeKa ¥ MeXXTyHapO[HO feK/Tapalyy O TeHeTUIEeCKNX JaH-
HBIX YeJIOBeKa, NpuHATOol B 2003 roxy [46].

O,E[HI/IM N3 9TMYECKUX BOHPOCOB TEHETUYECKOro TeCTu-
pOBaHI/IH ABIACTCA BOHPOC JICIIO/Ib30OBAHNA TECTOB, IIOCTYH-
HbIX HAIIPAMYIO OTPeOUTeNsAM 6e3 FeHeTUIECKOTO KOHCYIIb-
THpoBaHuA. lleHTpanbHYI0O ponb B 3TOM BOIIPOCE MIPaeT
II0JIE3HOCTb TAaKOTr'O BIa TeCTI/[pOBaHI/IH A HOTpe6I/ITeIIH
U BO3MOXKHOCTb CaMOCTOATENbHOM, 3a4acTyI0 HEBEPHOIA, MH-
TepHpeTaLU/II/I OAHHDbIX 663 y‘IaCTI/IH Bpaqa—reHeTMKa, a B Ha-
crosiitiee BpeMs 1 60jIee IIPOKOro KPyra BOBIEKAEMbIX B 9Ty
mpobreMaTrKy CrenuanucToB. Hampumep, mpu TecTupoBa-
Hyy reHoB BRCA 1 1 BRCA2, urparolmx posib B Pa3BUTHUM Ha-
CTIE[ICTBEHHOTO paKa MO/IOYHOI1 keresbl (PMOK), MoryT 6bITh
HpoaHa}II/ISI/IpOBaHI)I HE BCe BapI/[aHTbI MyTaL[MI?I B 9TUX I'€HaX
(metop ITLIP), u, cemoBaTenbHO, GyfieT BBIFAHO 3aK/II0UEHIE
0 HI3KOM pYICKe BO3HVKHOBEHIS OIIyXO/IEBOTO 3a00/IeBaHNL.
HPI/I 3TOM B TeCTI/IPOBaHI/II/I HE 6y11eT y‘II/ITbIBaTI)CH, OTATrOLIICH
IV aHAMHe3 y 3aKa34MKa, IPUHMUMAET /I OH KaKue-nbo mpe-
HapaTI)I, yBeanMBammme I CHIVDKaKoIIe pI/ICK paBBI/ITI/IH
OITyXO/M, HO TIpY TIONY4YE€HUM pe3y/lbTaTa C HU3KOW Bepo-
siTHOCTBIO pasButiss PVMDK manmeHT MoxkeT moTepsiTe 6nu-
TENIbHOCTb K CBOEMY 3[J0POBbIO B 3TOM aCIIeKTe 1 He 3HATb,
YTO HE TOJIBKO BI)IIHeyKa3aHHI)Ie T€HbI I/II‘paIOT pOIIb B paSBI/I-
TUM OHKOJIOTMY MOJIOYHBIX JKeJIe3.
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Puc. 2. Yncno kommepuecku [OCTYMHbIX TECTOB ANs aHanmsa no-
NMMOpPMU3MOB B reHax, UrparLLmMX posib B peanunsaummn CnopTUBHbIX
kayecTB. U3 [52] ¢ nameHeHuaMH

Fig. 2. The number of commercially available tests for the analysis
of polymorphisms in genes that play a role in the implementation of
athletic performance. From [52] with modifications
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PaCCManI/IBaﬂ 9TUKO-COLIMA/IbHbIC BOHPOCI)I TeHeTn4e-
CKOTO TECTMPOBAHMs 3[JOPOBOTO UeTOBEKA, Bpad CTA/IKM-
BaeTCcAad C ]IBYMH q)yHHaMeHTa}II)HbIMI/I HpaBaMI/I IIangMeHTa:
[IPAaBOM 3HATh IIOJIHYIO MEAMUIIMHCKYIO HH(OpMAaIMIo o cebe
U IPABOM €€ He 3HaTb.

B peweHun mogo6HBIX BOIPOCOB IPO(ECcCHOHATBHOMY
CO001I1[eCTBY ITOMOTaeT 3aKOHOJATEIBCTBO U PSIfi MEKAYHA-
POIHBIX JOKYMEHTOB, COflepXKaHIe KOTOPBIX ITOKA [aJIeKO
OT BO3MO>XXHOCTU HpI/IMeHHTb nx yHI/IBePC&HI)HO n Hepe,uKo
OTCTAaeT OT peajbHbIX MOTPEeOHOCTeI MPOeCcCHOHANTBHOTO
COOOIIIeCTBA U Y€TOBEYECTBA B IIE/IOM.

K nambornee BaXHBIM [JOKyMeHTaM OTHOCUTCSL: 1) «Bce-
001I1ast JeKIapanysi O TeHOMe YelIOBeKa I IIPABax Ye/IOBEKa»,
mpuHsATtas Ha lenepabHoit accambrnee IOHECKO B 1997r.
[47]; 2) «KonuBennus Cosera EBpomnsl 0 3ammure mpas u 1o-
CTOMHCTBA YeTOBEKA B CBA3M C MPWIOKEHUAMM OMOTIOTMN
u MemuuMHbL: KOHBEHINS 0 IpaBax YenoBeKa 1 61OMennIy-
He» (mepBasi my6/vKauus B 1977 rony) [48]; 3) Pekomenparus
Ne R (92) 3 Komurera Munuctpos Coseta EBpormsl o mpo-
6/1eMaM IMAarHOCTUKY U MaCCOBOTO TeHETUYECKOTO 006 CTIeNno-
BaHWMA HAaCEJICHN A, HPOBOHI/IMOI‘O B IIe/IAX OXpaHI)I 3HOpOBbﬂ,
npuHATaA B 1992 ropy [49]; 4) MexpyHapoHas meKnapa-
oA O TEHETUYECKUX OAHHDIX, HpI/IHﬂTaH Ha reHepaHbHOﬁI
accam6bree OHECKO B 2003 rozy [46].

OCHOBHI)Ie HOCTyHaTI)I, SaHeKHapI/IpOBaHHI)Ie B BBIIIIE-
yKa3aHHI)IX ,HOKyMeHTaX, — 9TO HpOBe,E[eHI/Ie T€HETUYECKOTO
TeCTI/IpOBaHI/IH n HOHY‘ICHI/IC reHeTM4eCcKom I/IH(i)OpMaLH/H/I
Ha OCHOBe JOOpPOBOMBHOrO MHPOPMUPOBAHHOTO COTIACHS
(OUC) ot manmeHTa, [OOPOBOIBHOTO PEIIEHMS O IPOXOXK-
OeHNUn TeCTI/IpOBaHI/IH, peanmsaumm r[paBa 6I)ITI) VN HE 6I)ITI)
IpONH(POPMUPOBAHHBIM O pe3y/IbTaTe TeHeTUYEeCKOrO aHa-
nM3a, KOH(PUIEHIaNIbHOCTY TeHeTNdYecKoit nHdopManumn
O TAL[MEHTE.

ITo pesynbTaTaM IPOBENEHHOIO T€HETUYECKOTO HCCIIe-
OOBaHIA HE HOHYCK&CTCH HI/ICKPI/IMI/IHaHI/IH IIagMeHTa, €ro
TEHETUYECCKNE OAaHHbI€ HE OOJ/IXKHBI CIIy)KI/ITb IH/[MI/ITI/IPYIO-
muM ¢$akTopoM Ipu Beibope npodeccu, BUia CropTa, yB-
JIeYeHUA U T..O. BbIIHeyKaSaHHI)Ie HPI/IHLU/IHI)I n JIOKYMCHTI)I
KAaCalTCA HE€ TOJBbKO KIMHUNYECKNX T€HETUYECKNX TECTOB,
HO TaK)XXe TeCTMPOBAHUSA B 00/MacT CyAeOHO! MeRMIVHBI
Y HayYHO-MCCIIe0BATeNIbCKUX PabOT.

ABcTpanuitcknit MHCTUTYT cnopra (Australian Institute
of Sport (AIS)) 3afexkIapupoBas CBOIO TUIECKYIO ITO3NUINI0

Bknag aBTOpOB:
KapgpixoBa AHacracus VIropeBHa — IOArOTOBKA TEKCTA CTATb,
c6op 1 06paboTKa Marepuaa

Kommuckuit Anppeii BraguMupoBmy — IOAroTOBKa TEKCTA CTa-
TbI, peAaKTNPOBaHIe

®emenko Bragumup CepreeBu4 — IIOATOTOBKA TEKCTa CTATbI,
c6op 1 06paboTKa MaTepuaa

Orannncsss MKpTbrd TarmkoBMY — IOATOTOBKA TEKCTA CTATHM,
c6op 1 06paboTKa Marepuaa

3opeHko Amra BraguMupoBHa — IOJrOTOBKA TEKCTA CTAThM,
c6op 1 06paboTKa Marepuaa

ees Poman BapguMoBMY — IOArOTOBKA TEKCTa CTaTby, cOOp
u 06paboTKa MaTepyana
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10 TeHOTUIIMPOBAHMIO ABCTPANIMIICKMX CIIOPTCMEHOB.
HekoTopple MyHKTBI 13 Hee IPOLUTUPOBAHBI HIDKe [50].

1. TeneTnyeckoe TeCcTMpPOBaHME IPUMEHAETCS TOBKO
I/ MEIMLIMHCKYX IIe/lell TI0 HallpaB/IeHMI0 IPAKTUKYIOLIe-
rO Bpada U COIPOBOX/AETCsI 00I3aTe/IbHBIM MEIMUKO-TeHe-
TUYECKMM KOHCY/IBTMPOBAHMEM.

2. TeneTndeckoe TeCTMpOBaHMeE AJIA MICCIENOBATETbCKIX
1esel mpoBopuTca Tonbko ¢ IVIC ciopTcmeHa.

3. Tenetnueckast uHpOpMALUs He IIPEfOCTABIAETCS
TpeThVM JIMIAM, B TOM 4KCJIe TpeHepaM, epefada uHPOp-
MaIuy BO3MOXKHA, TO/IBKO eC/i 3To oroBopeHo B [IVIC.

4. TeneTnyeckoe TeCTMPOBaHME C LEIbI0 CIOPTUBHBIX
MCCTIeflOBaHNIT He OYAeT IPOBOANTHCS CIIOPTCMEHAM B BO3-
pacre o 18 nert.

5. TeneTndeckoe TeCTMpOBaHNe He OYAET UCIIOIB30BATh-
Cs1 1A BKJIIOYEHNSA WIM MICK/TIOYEHNsA CIIOPTCMEHOB M3 BbIC-
hIeil JINTH.

6. Tenerndeckoe TecTMpOBaHue He OYAET UCIIONTB30BATh-
€5 KaK METOJI, BbIAIB/IEHM A Ta/IaHTOB B CIIOPTE.

TeHeTIYeCKOE TeCTHPOBaHNUe OONIbIIIE He AB/IAETCS Y3KO-
CIIeNaM3pPOBAaHHON IPOILEAYpOll, KOTOpasd MOXKeT IIpo-
BOJIUTBCA TONbKO B KPYIIHBIX HAYYHBIX MHCTUTYTAX, Tellepb
OHO JOCTYIIHO OOBIYHBIM MALVEHTaM I SIB/LSIETCS HEOTHEM-
JIEMOJT YaCThIO MePCOHUDUIIMPOBAHHON MENUIVMHBI, IPUH-
L{UIIBI KOTOPOI 0COOEHHO BayKHBI B XOfie Pa3spabOTKI MH/M-
BMJYya/IbHON IIPOrpaMMBbl IIOATOTOBKM CIIOPTCMEHOB. Takoit
IIPOrpecc CTajl BO3MOXKEH 6/1arofapst CTpeMIUTEIbHOMY pas-
BUTUIO U YeLIeBI€HNIO MOJIEKY/IAPHO-TeHeTHYeCKIX MeTO-
mos uccnegopanus. lllnpokoe pacnpocTpaHeHne MOTYINUIO
reHeTN4YeCcKoe TeCTUPOBaHIe, JOCTYIIHOE HANIPSIMYIO IIOTpe-
OUTeNIo: OT AMATHOCTMKM BBICOKOTO PUCKA Pa3BUTHS HACTIE-
TOBAaHHBIX OIYXOJIEN 0 U3y4YeHV IOMUMMOP(PI3MOB I€HOB,
KOTOpBIe, [I0 MHEHUIO VICCIIEfOBaTeNell ¥ paspaboTUNKOB,
B HEKOTOPBIX C/Iy4asiX MOTYT ObITh 3HAYMMBI IIpK BBIOOpE
BMJA CIIOPTa C Y4€TOM I'eHOTHUIA. BMecTe ¢ JOCTYIIHOCTBIO
mepen podecCHOHaNTbHBIM COOOIECTBOM BCTAET MHOXKeE-
CTBO 3TMKO-COLMATbHBIX BOIPOCOB, OJHMM W3 KOTOPBIX
SIBJIAETCS BOIIPOC IOIE3HOCTY IIPOBOAMMOTO TECTUPOBAHMA
6e3 HasHauYeHMs1 Bpava-reHeTMKa. [Ipy reHOTUIIMPOBAHNYU
3Z0POBOrO Ye/I0BeKa HEOOXOAMMO BCECTOPOHHE IIOAXORUTD
K MHGOPMUPOBAHHOCT MAIYIEHTa O MIPOBOAMUMOIL IIpoLie-
Iype U ee pe3ynbTaTaX, O HayYHON JOCTOBEPHOCTM IIONY-
YeHHBIX JJAHHBIX U UX MHTePIpeTaLNN.
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