iHAMBIAYani3auis 403BONSE LOCATTU MaKCUMaIbHO MOXJIMBOIO [/1 AaHOro XBOPOro BiJHOB/IOKOYOIO eqekTy, Lo, B
KiHL,EBOMY pe3y/nbTaTi, CIpUsie NOJTIMWEHHIO PYXOBMX MOX/IMBOCTEN NaLieHTIB 3 KOHTpakTypamn[1,2].

®i3nyHa peabiniTayis € NOTY)XHUM NiKyBa/IbHUM 3aX0f0M, TOMY Ti 3aCTOCYBaHHs CMpWSiE CKOPOYEHHIO
TpuBasiocTi nepebyBaHHA MauieHTa y crauioHapi. OCHOBHMMM HacnigKaMu 3aCTOCYBaHHSA (hi3nYHOT peabiniTauii, sKi
CMPUAIOTb MOKPALLEHHIO AKOCTI XXMWTTA XBOPKX Ha reMoinito € CyTTeBe NPUTYMNEHHS, & TO 1 NOBHE MPUMUHEHHS
60/1b0BMX BiAYYTTIB, MOX/MBICTb PO3MOYaTU CaMOCTiiiHe MepecyBaHHs (CNoYaTKy y MeXax nasatu), BNAMBae Ha
aKTUBI3aUit0 (YHKLIT ypaKeHUX Cyrnobis Ta NOKpalleHHA TPOMikM M’A3iB, MOB’A3aHUX 3 YPAOKEHWM CYrnotom,
MOM'AIKLLEHHA  MCWMXOHEraTVBHOIO BM/MBY  Ha €eMOLiAHy cucTeMy BiA nepebyBaHHA Yy CheLianizoBaHOMY
remarosioriyHomy) crauioHapi. OkpiM TOro, HeobXifHO 3a3HauYUTK, LLO NPOrHO3W MOBEPHEHHS MalieHTa A0 3BUYHOro
XUTTA € CAPUATAMBMMM 3 TOUKW 30pY WOro couianbHOT aganTalii: B pesy/ibTaTi NOKpaLLeHHs PyX0BOi CMIPOMOXHOCTI,
naLieHT MoXe MpawtoBaTy, BUUTUCh, BIAMOUMBATY, PeasiizoByBaTh CBOT iHTENIeKTYasnbHi 3anuTu.

TakvuM 4YMHOM, (hisMyHa peabiniTauis fK CKNagoBa KOMIMMEKCHOT CUCTEMM JliKyBaHHS Cnpuse UinicCHOMY
npouecy BifHOBMIEHHA AK (DI3NYHOrO, Tak i MCUXOEMOLLIMHOTO CTaHy MauieHTa, a e CyTTEBO MOMIMWYE AKICTb XUTTH
0Ci6, XBOpUX Ha remodinito, JO3BOMSAE M BigUyTV NOBHOTY XUTTA.
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B.C.EAPAHOB, E.B.APAHOBA
XUTb B TAPMOHNW CO CBOVMW TEHAMI

CTaTTda npucesyeHa npobremMam pesynbTaTiB Po3LUNGPOBKA FEHOMY IOAUHU | CTBOPEHHIO OCHOB
NpPeanKTUBHOT MEAULIVHW.

CTaTbs noceslleHa Npo6iemMam pesybTaToB PaclUMgPOBKN reHoOMa U CO3aHNsl OCHOB MPeAUKTUBHON
MeNLVHBI.

Bpag 1M B Haw NPOCBELLEHHbI BEK KOMMbIOTEPOB, WHTEpHeTa, KOCMMUYECKMX MOMeTOB U BCeobLeit
rno6anmsaumm HainaeTcs YenoBeK, KOTOPbI He Crbllan O MOMHOM paclumMdpoBKe reHoma yenoseka. O6 aTOM MMpoBas
06LLeCTBEHHOCTL Oblfla TOPXKECTBEHHO OMoBelleHa 22 anpens 2003 r., kak pa3 B 50-neTHuil 106unein paclumgppoBKm
3HaMeHWTOl ABoViHOM cnmpann AHK. CaM rpaHAMo3HbIA MeXAyHapOAHbI MPOEKT, KOTOPLIA NpeacTasnsna coboi ata
nporpaMma, K Te co6bITMA, Ta TOHKa, KOTOPYK Mpeanoxuna MexayHapogHOMY KOHCOPLMYMY MpeycrnesatoLlas
yacTHas mpma «Celera Genomics», 3aCNy>KMBAOT OTAENbHOTO PaCCMOTPEHNS, JANIEKO BbIXOLALLEro 3a paMKu HaLlei
TEMbI.

[a, KHWra Hawein HacnefCTBEHHOCTWM MpoYMTaHa MOYTU MOMAHOCTHH (98%) M MOYTU TOYHO (BEPOATHOCTb
owmnbkn KIe). YTo >Kke Takoe «reHOM»? YT0 y>kKe [aso YenoBeyecTBY 3HAKOMCTBO C 3HUMKIOMELUEN
COBCTBEHHOM HacnefCTBEHHOCTU? W camoe rfaBHOe - YTO CyNMT UYeloBeKYy 3TO 3amnporpaMMUpOBaHHOE U
BbICTPajaHHOe ThICAYaMN yUeHbIX OTKpbiTMe? O6ellaeT AM OHO paid, T.e. u3basneHne OT 6GonesHeld, JOMryo
300POBYIO XM3Hb WNW, KakK B Cryyae MeyasbHO W3BECTHOW OBeYKM [lONNW, OHO TOMBbKO YCYrybuT MHOrue Yydxe
CYLLECTBYHOLLME MPOTMBOPEUUS 1 NPOGAEMBI HaLLeW XM3HWU? PaHO Man No3gHO No60e 60/bLIOE OTKPbITUE BLIXOAUT 3a
npesenbl akafeMUYeckKoi Hayku. CTaHOBACh BMNOJIHE CAMOCTOATES/IbHbIM, OHO HAYMHAET aKTUBHO BMELLMBATLCS B XM3Hb
obwectBa. He craHyT nm yxe B 6/wkaiwem 6yayliem ropsuse ronosbl, Takve Kak Te, KTO CerofHs rposutcs
K/IOHMPOBaTb YenoBeKa, Ha CBOM CTpax W PUCK TOProeBaTb reHaMu, MaHWMynMpoBaTb FeHOMaMy W yaydlatb
Ye/I0BEYECKYO nopoay?

Monpobyem pa3obpaTbCsi B 3TOM KIyOKe MPOTMBOPEYWil, 3arafiok ¥ HeAOMOMBOK, MOPOXAEHHbIX
LOCTVDKEHUAMY COBPEMEHHON TeHEeTMKWU. BCMOMHMM, YTO KadK[0e BblJAloLLEecs OTKPbITUE, KaXabli NPOpbIB HayKu B
6ECKOHEYHOCTb HEMO3HAaHHOI0 MMeeT ABe CTOpPOHbl. C OAHOM CTOPOHbI, OHO MPWUHOCUT 6naro, ¢ APYroi - TamT
CKPbITYHO OMacHOCTb. BOWCTMHY, HalM 3HAHWUA MHOXAT Hally CKopbb! ATOMHas 3Heprus, 31eKTpuyecTso,
KOCMOHaBTVKa TOMY fipKue npumepbl. HeuTo nofo6Hoe NPOUCXOANT CErofHsA C FEHOMOM YesoBeKa.

WTaK, reHoM - 3T0 BeCb HaCNeACTBEHHbIM annapaT Nt060ro opraHM3mMa, B TOM Uuc/ie U Yenoseka. "oBops
H6MOXMMMYECKMM A3bIkOM - 3T0 ero JHK, B (hbopme HenpepbIBHOI ABOIMHOM cnunpanu. PactacoBaHHas B 46 XpOMOCOM,
OHa NpUCYTCTBYET B KaXKAO0W KneTke yenoseka. O6LLas AMHA 3TON MMraHTCKOW Moseky/bl mopaxaet - 1.7 m! Coctout
OHa BCEro u3 4eTbipex GykB (HYKIeOTUA0B), YMCIO KOTOPbIX, KaK Ceiivyac TOYHO M3BECTHO, cocTaBnseT 3.1647-10 . Mo
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06beMy TaKoli TEKCT COOTBETCTBYET NpuMepHO 200 TomMam 3HaMeHWUTOR bpuTaHckoli aHumknonegun! CyTb nNporpaMmbl
«[eHOM uYenoBeka» KakK pa3 W CBOAWIACb K MPOYTEHWIO 3TOFO TEKCTa, K PacLuM(pOBKE BCEW HYKNEOTUAHOM
nocnegosatensHoctn AHK yenoBeka. Ha 310 noHago6bunock B 06uiein cnoxHoctn 6onee 10 net! 3ato Tenepb Wbl
3HaeM, 4TO y YenoBeka MmeeTcs Okomo 31 Tbic. reHoB. MpuMepHO NonoBuHa UX (6onee 15 ThiC.) Y>ke KapTWpOBaHa Ha
XpOMOCOMax, 2 ThiC. WAEHTU(ULMPOBaHLI (T.e. BbIICHEHA WX TOYHAsA MOJEKYNApHas CTPYKTypa), a HeKoTopble
BblJeNieHbl B YMCTOM Bufe. 1 3T0 TONbKO nepBble LiarM NOCTreHOMHOW 3pbll [eHOM AeKOAMpOBaH, HO OH elle He
npouutaH! MHOroe B ero nepBUYHOI CTPYKTYpe OCTaeTcs 3arafjouHbIM UM ManonoHATHbIM. Hanpumep, Tonbko 3-5%
BCEI rmraHTcKon uenoykn AHK BbiNOMHAET Kogupyrowwme GyHKUmMn. A 415 Yero Hy)kHa BCSi OCTa/lbHas Mosnekynal?

[Jpyraa TpyaHas npobnema: reHOB MHOrO, & YTO OHW [enaloT B OpraHu3Me, TOYHEE KakoBbl PYHKUMW KX
MPOAYKTOB, Hen3BecTHO. OTCloga IOrMYHOe MPOAO/KEHME MPOrpaMMbl - pasBuTUe (DYHKLUMOHANbHOM FEHOMUKM -
HayKu O B3aMMOZEWCTBMMN FEHOB ¥ MX NPOAYKTOB B MPOLECCax UHAMBMAYANbHOMO pasBMTusA (OHTOreHesa) B HOpme
M B naTonornn. Ecnm reHeTka m3yvaeT OTAeNbHble FeHbl U MPU3HaKW, TO MPULIEALIas el Ha CMeHy FeHOMUKa
nccnefyet CTPYKTYPHO-(PYHKLMOHA/IbHYIO OPraHM3aumio Lesoro reHoma, T.e. BeCb HaC/NeACTBEHHbIN annapat
Knetkun, ee AHK.

MapannenbHo ¢ FeHOMOM Ye/I0BEKA aKTUBHO U3Yy4anncb reHOMbI U ApYr1X OpraHu3moB, B TOM YUC/e BUPYCOB,
GakTepuin, APOMOKEN, HAaceKOMbIX (4po3oduns), YepBeil, pacTeHWid, pblb M MAEKONUTAOLWMX (TabOPaTOPHON MbILLN).
OTclofa eLle 0fHO MHTEPECHOe HarnpasfeHUs NOCTFeHOMHOM 3pbl - CPaBHUTENbHAA FEHOMUKA U ee OTBETB/EHMS -
nasieoreHoM1Ka 1 aTHoreHoMuKa. Nepeas 13yyaeT NPOUCXOXKAEHWE YenoBeka, a BTOpas - MPOoLecchl 3ITHOreHesa, T.e.
MPOMCXOXAEHNe Haumii 1 pac, UX pacceneHue Mo nnaHeTe. HakoHel, paclumMgpoBKa reHoma YenoBeka npusena K
BO3HMKHOBEHWIO TakOro MarumcTpasibHOTO HarpaB/ieHUs COBPEMEHHON HayKu Kak MOJIEKYNSAPHOW MeauLMHbI, B
OCHOBE KOTOPO ne>KaT MNpeacTaseHUss O FeHOMe YenioBeKa, KOTOpbI OTAMYaeTCs WHAMBUAYANbHOCTbIO
(Ka>KaplA YenoBeK MMeeT CBOM COGCTBEHHbIN, YHWUKaNbHbIA TeHOM), U NpodmnakTUYeckas HanpaBneHHOCTb
(0COBEHHOCTM reHOMa Ka>koro MOXKHO BbISICHUT b 384010 [0 3a60/1eBaHuns). Hidke Mbl BEPHEMCS K MOMEKY/IAPHON
MeauuMHe M paccMoTpuM ee 6onee deTanbHO. 34eCb e 06paTMM BHWMaHWe uuTaTefiell Ha TO HOBOE, YTO Ydke
MPUBHEC/N UCCNE0BaHMA TEHOMA B COBPEMEHHYO MeauLmnHy [1]:

- UOEHTUMULMPOBaHbl MYTaHTHbIE TFeHbl BCEX YaCTbIX HACMEACTBEHHbIX W MHOTMMX HEHACMeACTBEHHbIX
(MynbTUthaKTOpUanbHbIX) 3a60/1eBaHUiA, B BOSHUKHOBEHUW KOTOPbIX NMOBUHHbI KaK He61aronpuaTHble BapuaHTbl FeHOB
(annenwn), Tak 1 npoeoumMpytowwme (MoBpeXaatoLLmne) PakTopbl BHELLHENR cpepl;

- paspaboTaHbl YHMBEpCaNbHbIe METOAbl AUArHOCTUKM HacnefCTBEHHbIX Gone3Held;

- BHeJpeHbl W NOMYYUM LUMPOKOE MPUMEHEHME B KPUMUHAIMCTUKE METOAbl TOUHOW WAEHTUMKALMN
NNYHOCTW (METOZbl FrEHOMHOW AaKTUI0CKONNN);

- 33/10)KEHbl OCHOBbI 1 HauaThl LUIMPOKOMACLLTabHbIe UCCNefoBaHNsA N0 (hapMaKoreHeTUKe (MHAUBUAYaIbHOM
YyBCTBUTENbHOCTM K fIEKapcTBam) U thapmMakoreHoMuke (paspaboTke HOBbIX /IEKAPCTB HA OCHOBE (DYHKLMOHaIbHON
reHOMUKM);

pa3paboTaHbl Hay4Hble OCHOBbI W Ha4aTbl KAVHWYECKME UCMbITAHWUS MO FeHHOM Tepanun HacneiCTBEHHbIX U
HEeHaceCTBEHHbIX (OHKOMOrMYECKMX, HEKOTOPbIX MH(EKLMOHHbIX) 3a601eBaHWii;

BHEpPEeHbl 1M MPOAO/MKAIOT  aKTWBHO  pa3pabaTbiBaTbCA  METOAbl  TECTUPOBaHWS  HAC/eLCTBEHHOM
NpesLpacronoXeHHOCTH, 3a10KMBLUKE (YHAAMEHT NPeaNKTUBHOW (NpescKasaTenibHoM) MeULMHbI.

BOT Mbl 1 MOZOLLUMN K CAMOMY FN1aBHOMY - MPEAUKTUBHOM MELULIMHE U €e MPAKTUYECKOMY MPUIOXKEHUIO -
TECTVMPOBAHWIO TEHOB MPEeLpPAcrofOKEHHOCTH.

UTo >Ke Takoe MpegukTuBHas MeauuMHa? 3TO OfHO W3 HanpasfeHWii COBPEMEHHOI MOMeKyNnsapHOi
MeJWLMHbI, KOTopas M3yyaeT BO3MOXKHOCTb MPOrHO3MPOBaHUA (npeasuieHus) 3abofeBaHUs Y 4YenoBeka Ha
OCHOBe UCCNeA0BaHNA MHAMBMAYaNTbHBIX 0CO6eHHOCTeli ero reHoma [2]. Bo3HMKNa OHa CYLLUECTBEHHO paHbLUe, Yem
6bin pacluMppoBaH reHOM YenoBeka, ewe B 1977 r. TepMUH «MpPeAnKTMBHAA MeAMLMHA» NPessIoKMI (paHLy3CKuii
yyeHblii, naypeat Hobenesckoi npemumn [hk.[Jocca, BHECLUUI peLuatoLLunii BKNad B OTKPbITAE U U3YyYeHNe 3HAMEHUTOrO
HLA nokyca - rnaBHOro n0Kyca aHTUIreHHOl MMCTOCOBMECTMMOCTY YenoBeka. 1o ero MeTKOMY BbiCKasblBaHWiO: «Ha
MPOTSXKEHWUW CTONETWI MeaMLMHA NbITanack neunTb 60ne3Hn. Ceilvac ee rnaBHas Lenb - NPejoTBpaTUTL 3a60/1eBaHMS.
[ns 3Toro HeO6XOAMMO HayuuTbCS NPeACcKasbiBaTb UX BEPOSTHOCTb. [epBbIi Lar B 3TOM HaMpaBneHUU yxxe caenaH -
NPeayKTVIBHAA MeauLMHa pogunack». Mpy aTOM yueHbI Men B BUAY YAWBUTE/bHbIE U A0 CMX MOP MaIONOHATHbIE
accoumauun onpegeneHHbIX BapuaHToB (anneneil) reHetuyeckoro fiokyca HLA ¢ HekoTopbiMM 3a60/1eBaHUSMM
(caxapHbIM L1abeToM, GPOHXUA/IbHON acTMOW 1 Ap.).

CerofHsa, Korfa pacluvgpoBaH BeCb TeHOM, BO3MOXHOCTU UCCMef0BaTb TeHHble accoumaLun pasiMuHbIX
3a00/1€BaHNIA CUIbHO BO3POCAM. BaXHO OTMETWTb, YTO AN1S KaX4oro 3abonesaHus CnegyeT TeCTUpPOBaTb He BCe
M3BECTHbIE TeHbl, a TOMbKO Te, KOTOpble KOHTPOMMPYIOT MPOLAYKTbl (6enku, (epMeHTbl), HenocpescTBeHHO
BOB/IEYEHHbIe B TOT WM UHOM NaTONOIMMUYECKMiA npouecc. YnCno Takmx reHoB Jaxke B Ciyyae MynbTU(aKTOpUaibHbIX
3aboneBaHUii, K KOTOPbIM OTHOCATCS BCe Haubonee pacrnpocTpaHeHHble 60Me3HN  (CepaeyHO-CoCcyamCTbIe,
OHKOJIOTUYECKMe, MCUXMYECKME W Ap.), BeCbMa OrpaHuyeHo. Hambonee o6LUMpHas rpyrna reHoB, TaK HasbiBaemas
reHHas ceTb, OnpefeneHa Ans cepAaevHo-cocyancTbiX 3a6oneBaHuii - okono 200 reHoB. MeHHble CeTu Apyrux 6onesHel
MeHee MHOTOUUC/IEHHBI U cofepxkaT okoso 40-50 reHos.

YuacTve pasHbIX FeHOB B pa3BUTUM NGO NaToNorMv Aaneko He OAMHAKOBO. [pakTWYecKu Ans Kaxaow
60Me3HN MOXHO BbIJENUTb T[N1aBHbIE TEeHbl, MPOAYKTbl KOTOPbIX WrpaloT K/IYEBYHO pPO/b B MHMLMALMN

8



NaTo/MorMyeckoro npouecca, ¥ BTOPOCTEMNEHHble, YbW MPOAYKTbl UrpatoT AOMOMHUTENbHYIO pofib. [py 3TOM, reHbl,
KPUTWUYHbIE 4N OAHOrO 3ab0nieBaHUs, 41 APYTOro MOryT 0Ka3aTbC MEHEE BaXKHbLIMM.

UeMm >xe 06bACHWTb, YTO MPOAYKTbI FEHOB MOTYT BAUATL W LaXe B OMNpefeSieHHbIX YCI0BMAX MPOBOLMPOBaTb
60ne3Hb? [leno B TOM, YTO, Kak BbIACHWIOCH B MPOLECCe pacluMpPOBKM CTPYKTYpbI reHoma, Monekyna AHK kaxgoro
YenoBeka YHWKanbHa. B Hell MMeeTcsd MHOXECTBO Pas/MYHbIX BApPUAHTOB HYK/EOTUAHbLIX MOC/eLOBATelbHOCTEN,
XapaKTepHbIX WMEHHO AN JAHHOT0 MHAMBUAYYMA. OHM OCOOGEHHO MHOFOYMCNEHHbI Ha YPOBHE CAy4aliHbIX 3aMeH
€0UHWNYHBIX BYKB, HYKIEOTUAO0B. B 006LLei CNoXXHOCTU Taknx 3aMeH (MOIMMOP(3MOB) Ha BECb TEHOM HACUMUTHLIBAETCS
npuMepHo 4 maH. OKono 2.5 MAH NOAMMOPQM3MOB MPUXOAMTCA Ha CMbIC/IOBYHO, KOAMPYIOLLYHO 4acTb FeHOMa.
Hepeako 3Tu 3ameHbl MPUBOAAT K U3MEHEHWAM B CTPYKType MPOLYKTOB COOTBETCTBYHOLMX TEHOB; COOTBETCTBEHHO
MEHSIOTCA M MX PYHKLUMOHa/IbHbIE CBONCTBA. CMEKTPbl reHeTUYEeCKNX NOMMMOP(M3MOB 3aBUCAT OT reorpafmueckunx
YCNOBWIA, AWeTbI, PACOBOW (3THUYECKOI) NPUHAANEXHOCTU U Ap. U BO3HWUKAIOT B pe3y/ibTaTe ecTeCTBEHHOro otbopa. B
OnpefeneHHbIX YCI0BUAX OHU MOTYT NpegpacnonaraTb WM, HaNpoTUB, NPENATCTBOBATL Pa3BUTMIO 3a60/1eBaHUIA.

Hannume y yenoseka HebnaronpuATHbIX BapuMaHTOB rEHOB, MPUBOAALLMX K MOSABAEHUIO (PYHKLMOHAIBHO
ocnabnieHHbIX reHonpoayKToB (6enkoB, (hepMEHTOB), B KOHEYHOM CYETE, W JIEKWUT B OCHOBE HacfefCTBEHHOM
NpeapacnofiOKeHHOCTU YenoBeKka K TOMY WAM MHOMY Hefyry. Kakablii 4enioBeK FeHeTMYeCKU HEernoBTOpUM W,
COOTBETCTBEHHO, AN K&XAOr0 M3 Hac XapaKTepeH CBON YHWKaslbHbI/i GMOXMMUYECKUA NOPTPeT, KOTOpbIii U
npefonpefenseT BPOXAEHHYHO (HacneACTBEHHYO) NPeapacronoXeHHOCTb K TeM WM UHbIM 3a60/1eBaHUAM. YBbl, Kak
3TO HU NECCUMMUCTUYHO 3BYYUT, 60/IE3HM BbIOBMPAIOT HaC eLle 40 POXKAeHNs!

Takum 00pasoM, reHbl NPeApPacrofIOKEHHOCTM - 3TO BapuaHTbl FeHOB (anfienn), COBMECTUMbIE C
HOPMasIbHbIM XO[0M OHTOreHe3sa, HO Ha 60siee MO34HMX CTaAUAX Pa3BUTUA B HEGNArOMPUATHBIX YCNOBUAX OHU
NPVBOAAT K pa3IMyHbIM 3abosieBaHunsM [3].

M3yyeHne nonnmopr3MoB TeHOB MPeSpacnonioOKeHHOCTV U COCTaBNseT OCHOBY MNPeAVKTUBHOM
MeAVLUHBL. TecTupya MOAMMOP(U3MbI TEHOB, BbISCHAS CWUMbHbIE WK Cnabble 3BeHbS CBOEro reHoMa, Mbl MOXEM
Yy3HaTb Kakas MaTonorns M C Kakol BeposTHOCTbIO OXWAaeT Hac B 6yayllem. Uem feTasibHel Mbl aHanusupyem
COBCTBEHHbI reHOM, TeM 6O/bLLE LLAHCOB HalTV B HEM (DYHKLMOH&/IbHO OCMabneHHble, MyTaHTHbIE FeHbl, CMOCO6HbIe
CMpOBOLMPOBaTL TO MM WMHOe 3abonesBaHvie. ABTOpP 3HaMeHWUTON fgoiHoi cnupan AHK naypeaT HobeneBckoli
npemun [HK.YOTCOH Tak 06pa3HO BbIpasusl 3Ty MbICNb: «BbiN0 NMPUHATO CUMATATb, YTO Halla cyAbba CKpbITa B HALLIMX
3Be3gax. OfHaKo Tenepb Mbl TOYHO 3HAEM, YTO OHa 3anmcaHa B HalMX reHax». TeCTUPYA WX, Mbl MOXeM 3arfsHyTb B
Hawly cyfbOy, OLEHUTb cnabble U CUbHbIE CTOPOHbI CBOEIO FEHOMaA W, COOTBETCTBEHHO, CBOEr0 3[0POBbS.

OfHaKo MoKa reHeTUYecKoe TeCTMPOBAHME MO3BOJIIET TOMIbKO BbIIBUTL MMEIOLLMECS B FEHOME TEHAEHLMM K
NOSIBNEHWIO NATONOrNM, NOBbILLEHHYHO YYBCTBUTENIbHOCTb YeN0BEKA K TEM UM UHbIM 3a60/1eBAHUAM, HO OHO He CTaBuT
OKOHYaTe/IbHbIA AnarHo3. Tem He MeHee, Ha OCHOBE 3TOW MH(OPMaLMM 1N COBPEMEHHOrO BpayebHOro OnbiTa MOXHO
HamMeTUTb MyTU paHHeld MNpoUNaKTMKM W C MOMOLLbIO KOppekuun ocnabutb HebnaronpuaTHble 3ddeKTb
(hYHKLMOHANIbHO HEMOHOLEHHbIX FEHOB. Mbl He MOXEM MCNPaBsATb HALUW FeHbl, HO Mbl YXKe B CUMIax BAMATb Ha UX
(heHOTMNMYECKME MNPOSABMEHUA. [eHeTUYECKOe TeCTMpOBaHMe AO/HKHO MOMOYb YesIOBEKY XKXWUTb B FapMOHMU CO
cBoMMKn reHamun! HeaaBHO B 3apy0eXKHON MeAMLMHCKON Hayke NOSBUNOCL HampasieHvie «NepcoHO(MLMPOBaHHAN
NpounIaKT1Ka», NPeLCTaBnstoLLee COBORA, MO CyTU, Ty XXe NPeAUKTUBHYIO MeanLmHy. OCHOBHO yrop, OfHaKO, B Heli
[lenaeTca He Ha [AMarHOCTMKY MpefpacrofiokKeHHOCTVM YenoBeka K  TOMY WM MHOMY  KOHKPETHOMY
MYNbTU(AKTOPUa/IbHOMY 3a60/1eBaHUIO (4NF 3TOro, KakK Mpasws/o, elle HefoCTaTOYHO [AaHHbIX), & Ha BblSIBNEHME
(hYHKUMOHAIbHO  HEMOJHOLEHHbIX  aifienieil TeHOB MpeApacnofiodKeHHOCTU. 10 AaHHbIM - @HFIMACKUX  YYeHbIX,
ocnabneHne nx HebaronpUATHOrO atheKTa C MOMOLLBI0 ANETHI, 06pa3a XXU3HWU, NEKAPCTBEHHBIX U MULLEBbIX 106aBOK
MO3BO/SIAET YENOBEKY «BbIUFPaTb» 14 feT aKTUBHOW NONHOLEHHO XU3HU!

B HacTosLLee BpeMs Takoe TeCTUPOBaHWe LUMPOKO NPOBOAMTCA BO MHOTMX 1ab0paTopuaX 1 HayUHbIX LEEHTpax
mMupa. 3a pybeKomM OpraHM3yroTCA U YXKe aKTMBHO paboTatoT MHOTOUMC/IEHHbIE KPYMHbIE KOMMEPYECKWUe LEHTPbI U
thupmbl Tuna «Myriad Genetics» (CLLUA), «Genosense Diagnostic» (AscTpus), «Sciona» (Bennkobputanus), «Gendia»
(Benbrus). B Poccuu TecTMpoBaHWe reHOB MPeApacrnonoXeHHOCTM HayaTo B Havane 90-x rogos 6Ge3BpemMeHHO
yleawmm 13 >xusHu npodeccopom E.W.LLsapuem. B Hawein nabopatopuy oHO npoBoamTca ¢ 1994 r. B HacTosLee
BpeMs 3TO HanpasfeHue Y)XXe [0CTAaTOYHO LUMPOKO npefcTaBneHo B CaHKT-TeTepbypre, Mockse, Ye, ToMcke U B
HoBocubupcke.

Kak nokasasiv MHOrOYMC/IEHHbIE UCCMEf0BaHMA, K reHaM NpespacnosioeHHOCTU Hanbonee YacTo OTHOCATCA
reHbl, KOHTPOMMpYHOLWMe (epMeHTbl CUCTEMbl AETOKCWMKAUMKM, TreHbl OEeNKOB KNETOYUHbIX PELEenTopoB, W [eHbl,
UrpatoLLyie KNKYEBYIO PO/b B Pa3/INUHbBIX XMU3HEHHO BXXHbIX MeTabo/mMueckux LyKnax opraHusMa (Tak HasblBaemble
reHbl MeTaboMMUYECKUX «LLYHTOBY),

B nnaHe TecTMpoBaHWS HacfeACTBEHHOW NPeApacrnonoXeHHOCTU 0CO6EHHO 6OMbLUOA OMbIT HAaKOMMeH B
OTHOLLIEHWW TEHOB CUCTEMbI AETOKCMKaLMM (TaK Ha3blBaeMblX FeHOB MeTab0/11M3Ma), OTBEUAKOLLMX 33 Jerpajalmio u
BblBEE€HWEe U3 OpraHu3Ma BCeX WHOPOAHbIX BeLecTB (KCEHOOMOTMKOB), BK/HOYAA fleKapCTBEHHbIe Mpenapatbl,
NPOMbILUNEHHbIE W Apyrve BpefHOCTW. VIMEHHO 3TW TeHbl, TOUYHee WX MONMMOP(MHbIE BapWaHTbl, OMpesensoT
VHAMBUAY&IbHYIO PEaKLMI0 OpraHM3ma Ha pas/iuHble XMMUYeckue npenaparbl v NULLeBble NPOAYKTbI. "eHeTuueckune
NOMMMOP(M3MbI, KOTOPble MPMBOAAT K MOMHOMY OTCYTCTBMIO COOTBETCTBYHOWErO 6enka, AMbo K MOSBAEHWHO
(hepMEHTOB C U3MEHEHHOM, Kak npasuno, 60nee HW3KOW, YeM B HOPME, aKTUBHOCTBIO, CMYXKAT NPUUMHONW BbIPaXeHHO
VHOMBUAY&IbHOW  YYBCTBUTENIbHOCTM  OpraHW3Ma K  JIeKapCTBEHHbIM  MpenaparaM,  NPOMbILIEHHBIM 1

CeNbCKOXO03AACTBEHHbIM Afam 1 np.
MHOrouncrieHHble 3NNAEMUONOIMYECKe UCCef0BaHNA YKa3blBalOT Ha TO, YTO MNPakKTU4YeCKM BCE LLUMPOKO

9



pacnpocTpaHeHHble 60Me3HM, BKIOUas nout 90% Bcex pakoBbIX 3ab0MeBaHUid B TOW WM WHOM Mepe CBs3aHbl C
He6NaronpuATHEIMU BHELUHUMK (DaKTOpaMu, CPeau KOTOPbIX BUAHOE MECTO MPUHALMEXMT KYPEHWHO W MPOAyKTaMm
MUTaHUs. PasnnuHble XMMUYECKUE TOKCUHBbI, BO3LEACTBYS Ha OpraHu3mM, Taikoke MOMyT MpOBOLMPOBATb HAYaio 3Tmx
3aboneBaHuiA. eHbl MeTabonM3Ma KOAMPYHOT 6€/ik1, MO-pasHOMY HemTpanmsylowme KaHueporeHbl. [loatomy B
3aBMCUMOCTM OT OCOGEHHOCTE reHOMa pasnnMyHble WHAWMBMAYYMbI UM COXPaHSAT YCTOWYMBOCTL WMAK, HaobopoT,
06HapY>XMBAKOT MOBbLILLEHHYI0 YYBCTBMTENIbHOCTb K MOBPEXAAIOLMM areHTaMm. PYHKLMOHANbHO HEeMnO/HOLEHHbIE
BapuMaHTbl TeHOB MeTabo/M3mMa 06HApYXMBAtOT YETKYH acCcouMaluio C OPOHXManbHON acTMOM, pakoM Nerkux u
MOYEBOr0 Ny3bIps, Pa3NMYHbIMA aKYLLIEPCKUMM W TUHEKOMOrMYECKUMU 3a601eBaHMAMK (3HAOMETPUO30M, NPUBbLIYHBIM
HeBbIHALLMBaHKEM, NPe3Knamrncueit). B Halei nabopaTopuu NoKasaHo, YTO aHanW3 TakUX FeHOB eLle [0 NPOSIBEHNS
CAMNTOMOB  3a00fe€BaHUA  MO3BO/SET BbIABUTb B CEMbAX BbICOKOFO pWUCKA ML, C  HAaC/eACTBEHHOM
NPeLpacrnonOXeHHOCTbI0 K AaHHON MaTosiorMu WM HavaTb CBOEBPEMEHHYIO MpodunakTuky. Hanpumep, B ciyuae
3HOMETPMO3a pe3ynbTaTbl TEHETMYECKOro TeCTMPOBaHUA MOryT MoMoyb [4] B MporHose TeueHUss 6GOME3HW K
BbIpabOTKe TaKTUKM SIeHEHNS.

MpyMepOM peLenTOPHOrO reHa MOXET ObITb PELenTOp MYXXCKUX MOOBLIX FOPMOHOB - afpeHO-peLenTop,
acCoLMMPOBaHHbI C pakoMm MpeAcTaTeNbHOW dkenesbl, WM reH peuentopa BuTammHa O, 06HApPYXXMBLUErO YeTKYHO
accouuaumio ¢ TakuM 4acTbiM 3ab6ofeBaHMEM Kak 0CTeonopo3 (6bicTpas MoTeps MWUHEpPasbHON MAOTHOCTW KOCTH).
MonekynsipHO-reHeTUYeCcKoe U1ccnesoBaHne 3TOro 3aboneBaHWs, MPOBELEHHOE B Halleil nabopartopuu, MO3BOAUIO
paspaboTaTtb W BHEAPWUTb B MPAKTUKY CXeMy O6CNefoBaHWA 1Sl pPaHHEro O6HapyXeHUs AWl C HaCNefCTBEHHON
npespacnonoXeHHOCTb. CpaBHMBasA YacToTy MOMMMOPMHBIX anneneid M COOTBETCTBYHOLLMX UM FEHOTUMOB MO FeHam
0cTeonpo3a y 60/bHbIX 1 B nonynsaumu CeBepo-3anafHoro peroHa Poccuu, Mbl MOKasanu LOCTOBEPHYHO accoLaLmio
HEMOJ/IHOLIEHHOCTY [BYX (YHKLMOHAIbHO HEMOMHOLEHHbIX FeHOB (reHa pelenTopa BUTaMuHa O W reHa KonnareHa) ¢
pa3BUTHEM 6ONE3HU. VI3yueHHbIe HaMK FeHbl HEMOCPeCTBEHHO BOBJIEUEHBI B MPOLIECCHI OCTEOTeHEe3a, XOTS MEXaHWU3Mbl
VX JeCTBUA pasnnyHbl. PelienTtop BuTamMmmHa b BAMSET Ha FOPMOHAbHYIO PErynALMI0 OCTEOreHe3a, a caM KonareH -
Ba)XHas COCTaBHas YaCTb KOCTHOW TkaHW. COrfacHoO HalMM [aHHbIM, aHau3 annenn aTux [Byx reHoB CrnocobeTyeT
BbISIBMIEHWNIO MPEAPacnoNIOKEHHOCTI K OCTEONOPO3Yy 1 COOTBETCTBEHHO paHHeli npodunakTuke [5].

TWUMUYHLIM NPUMEPOM FeHa NpespacroNOXeHHOCTU TPETbeld rpyMMbl (FEHOB-«LLUYHTOB») MOXET CYXWTb TeH
(hepMeHTa, OTBEYAIOLLLErO 3a MpeBpaLLleHe B OpraHu3mMe (OMEBOI KUCNOTLI, KpaiiHe BaXkKHOW ans meTabonusma psga
amMuHokmcnoT u AHK. ®yHKUMOHANBHO HEMOMHOLEHHbIE BapuMaHTbl 3TOF0 FeHa accoOLMUMPOBaHbl C CepaeyqHo-
COCYAUCTBIMU 3a60/M1€BAHUAMM, HapYLUEHUSAMMW PasBUTWS MO3ra y nniofa v gaxke ¢ 6onesHbio [ayHa, BbI3BaHHON
Ha/IM4YMEM NINLLHEN MaNleHbKO XPOMOCOMBI.

Cnncok 6onesHeli ¢ HacnefCTBEHHOW MpPefpacnofioXeHHOCTLIO, 1 KOTOPbIX Y)XKe peaslbHO FeHeTUYeckKoe
TecTupoBaHue B Poccum BKtoYaeT 60nee 25 HaMMEHOBaHUIA, B TOM YMC/E U ULLEMUYECKYHO 60Me3Hb cepaLa, caxapHblii
OvabeT, TUMepTOHUIO, paK MOJIOYHON >Kenesbl, JIEFKOTO W MPeACTaTe/lbHOM dkenesbl, 60/e3Hb Asblrelivepa,
HapKOMaHWI, BPOHXMa/bHYH0 acTMy, OCTEONOpo3, NapafoHTO3 N HEKOTOPbLIE ApPYTye.

MHOrofneTHe WMCCNEfOBaHMS B Halleil nabopaTopyu MO M3YYEHWIO TFEHETMYECKUX MOMMOP(U3MOB
MO3BOMNAM CHOPMYNMPOBATL MPeACTaBfeHne O reHeTWYeCKOM MnacnopTe Kak 06 uHavsuayanbHoi 6ase AHK-
JaHHbIX,  OTpa>Kawlleli  YHWKaNbHble  FEHETUYECKNe  0COBEHHOCTM Ka>K[0ro  YefioBeka,  €ro
Npespacnono>XeHHOCTb K TeM WU UHbIM HacNeACTBEHHbIM, My/bINU(aKTopUanbHbIM 1 ApyruM 3a601eBaHUAM
[6]. OauH 13 BapMaHTOB TaKOro FEHETMYECKOro MacnopTa paspaboTaH Hamu CreuManbHO A1 MOMOAbIX CYNpyros,
MNaHUpyrOLMX pebeHka. CoOrnacHo 3TOW TeHeTMYecKol KkapTe, 06a Ccympyra nocne MefUKO-TeHETUYECKOro
KOHCY/IbTUPOBAHUS [OMKHbI CAeNaTb aHaM3 CBOMX KapuoTMMOB (HAaGOpPOB XPOMOCOM), MPOMTW TecTMpOBaHWe Ha
HOCWTENbCTBO MyTaumiA Hambonee YacTbiX TFeHHbIX 60ME3HEN, TakMX KaK MYKOBMUCLMAO03, (HEHWUNKETOHYpUS,
remocmnus, MUOAMCTpotns [foLueHHa, HeKoTopble Apyrve. HakoHel, J>KeHLUMHe MpeanaraeTca Takke aHaau3
COCTOSHUSA TEHOB MPeApacnofiOKEHHOCTH, acCOLMMPOBAHHbIX C 4YacTbiIMW OCNOXHEHWUSIMU NpU  GepeMEHHOCTM.
ECTecTBEHHO, YTO MeAMLMHCKas 3HauYMMOCTb TakOW KapTbl B 3Ha4MTeNbHOW Mepe OnpefensieTcs KBamuguKavmei
cneLmanncTa, OLEHNBAIOLLEro pe3y/bTaThl MPeAVNKTBHOIO TECTUPOBAHMS.

K coxaneHnio, WMeHHO 3Ta CTOpOHA MNPeAVKTMBHOW MeAMLMHbI A0 CUX MOp OCTaeTcsl HavMMeHee
pa3paboTaHHOW. B 3HauMTeNbHO Mepe 3TO OMpedensieTcs TeM, YTO MNPeAUKTMBHOE TECTUPOBAaHWE HOCUT YMCTO
BEPOSATHOCTHBIA xapakTep. CerofHs OHO He AaeT OAHO3HAYHbLIX MPOrHO30B. Hanuuue OFHOrO0 WMAM HECKOMbKMX
(hYHKUMOHa/IbHO HEMOJIHOLEHHbIX anneneid ele He [OKasbiBaeT, YTO 4esioBeK 06s3aTenbHO 3a60/1eeT MMEHHO TOW
60ne3HbH0, reHbl KOTOPOIA TecTMpytoTes. K coxaneHuto, B MMPOBOIA MeuLIMHE MOKa IBHO He0CTaTOYHO MH(opMaLuy,
MO3BONAMOLLEN fenaTb NOA0GHbIE 3aK/THOUEHMS.

[ns pelieHns 3TOM CNOXHOW NpobiemMbl HayaThl WKMPOKOMACLUTAabHbIE MONYAAUMOHHbIE WCCNEeA0BaHNA MO
TECTUPOBAHMI0 BCEX BO3MOXHbLIX FE€HOB MPeApacronoXeHHOCTW y HaceneHus WcnaHgum (300 Thic. YenoBek) K
3cToHnn. B 6aHK gaHHbIX GYAYT 3aHeceHbl W pesynbTaTbl FEHETUYECKOro TecTupoBaHus 500 Thic. 6puTaHLeB. Mpu
3TOM MNIaHMPYETCS, YTO KaXKAbIA 13 HUX ByAeT HaXOAWUTbCS NOJ MEAVULMHCKUM Hab/HofeHNeM MPaKTUYeCKU 0 camoii
cMepTU. TOMBKO MOCMe 3TOF0 pe3ynbTaTbl MPOBEAEHHOTO FEHETWYECKOro TEecTMpOoBaHWS 6yayT pacKpbiThl U
COMOCTaB/IEHbI C faHHBIMN KOHKPETHOW MeANLMHCKOW KapToiA.

CornacHo 0606LLeHHOMY MUPOBOMY OMbITY MO NPEAUKTMBHOWM MeMLMHE CHavala peKOMeHALYeTcs NPOBOAUTb
MaccoBble WCCMef0BaHUA MO CPABHEHWMKO YACTOT (PYHKUMOHANbHO HebnaronpuaTHbIX BapuaHToB (asneneil) B
nonynsuMmM u y 60MbHbIX C TOW wnM WHOW natonorveid. Korga OydeT ycTaHOBNeHa ueTkas accoumauums
He6naronpuaTHOro ansens ¢ 3aboneBaHyeM, Ha BTOPOM 3Tane NPoOBOASAT NPeAUKTMBHOE FeHETUYECKOE TEeCTMPOBAaHME B
CEMbSX BbICOKOTO pUCKa, rae y>Ke ecTb NofobHble 60MbHble. HakoHeL, Ha TpeTbeM 3Tare, Npu Hauuum yoeauTenbHbIX
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[aHHbIX YeTKOl accoumaummn «reH-60/1e3Hb», MOXHO BbISBAATH MHAMBUAYANbHYHO MPeLpacrioNoXeHHOCTb K JaHHOMY
3abonesaHuio. K coxaneHuio, nofasnsiowiee GOMBLUMHCTBO YXE Mpef/iaraeMbiX reHeTUYeCcKnx TecTOB BCe eLle
HaXOAMTCA Ha MEepBOM YPOBHe. VX CpaBHUTE/IbHO HEMHOro Ha BTOPOM W MPaKTWYECKM HET Ha TPeTbeM YPOBHE.
Cuurtaetcs, 4To ewe notpebyetca He meHee 10-15 neT npexae, YeMm reHeTUYECKOe TeCTMPOBaHWE HACnefCTBEHHONM
MpeLpacronoXeHHOCTW LOCTUIHET TPETLEr0 YPOBHA U HAWAET LUMPOKOe NPaKTUYECKOe NpPUMEHEHNE.

Takum 06pa3om, CTPOro rosopsi, NPeAUKTUBHAA MefULMHA BCe elle HaXOAWTCA BHayane CBOEro A/IMHHOrO,
XOTA W CTO/b 3aMaHyMBOro nyTu. O3HayaeT Nv 3T0, YTO HYXKHO NPOCTO >KAaTb elle 10 f1eT, noka 6yAeT HakonseH
HeobXxoauMbliAi onbIT. KoHeuyHo, HeT. WccnefoBaHusi No NPeAMKTUBOMY TFEHETUUYECKOMY TEeCTMPOBAHWIO [OMKHbI
NPOAO/MKATLCSA ANA YTOUHEHWNS FEHHbIX CETe MyNnbTUAKTOPUA/IbHBIX U MOAUTEHHbIX 3a601€BaHUI, MOUCKA 1aBHbIX
reHoB, (PYHKLMOHAIbHO HEMOHOLEHHbIE BAPUAHTbI KOTOPbIX 3aMyCKaroT NaTtonorMyeckuii npowecc.

Celiuac, Korga cTano fiCHO, YTO KaXKAbli N3 HAC «3a/10)KHWUK» COBCTBEHHOrO reHoMa, B Camblii pa3 nogymarb 0
TOM, Kak 3aCTaBWTb ero paboTaTb Ha Hac, Ha Halle 340poBbe. [0 paclunpoBKM FreHOMa Mbl HUYEro He 3Hanu 06 ero
VHAVBUAY&IbHBIX OCOBEHHOCTAX U B UFPY MOA HAa3BaHWEM «KU3Hb» Wrpasiv BCAenyk. eHeTnyeckoe TeCTUPOBaHME
MO3BONSET 3arisHyTb HaM B HallW HACMefCTBEHHble 334aTKM W chenatb 3Ty urpy 60nee OCMbICNEHHON. OfuH u3
peatbHbIX MOAXOAO0B, MO3BOMSAOWMX YENOBEKY YXe CerofiHi HavaTb >XUTb B rapMOHWM CO CBOMMMW TreHamu -
YNOMUHABLUAACA  «MEPCOHUMMLMPOBAHHAA MNPO(MNAKTKa», HamnpaB/eHHas Ha KOPPEKUMI0  (hYHKLMOHAILHO
HEMOHOLLEHHbIX asnsieneil reHoB NpeapacnonoXeHHOCTH.

K coxaneHuto, Ha 3TOM NyTU UMEKTCS CepbesHble TPYLHOCTU HE TOMIbKO MEAMLMHCKOro, HO U COLMabHOro
nnaHa. BO3HMKaeT MHOrO MOPasibHO-3TUYECKMX W KOPUAMYECKMX BOMpocoB. Korga, B KakOM BO3pacTe cnegyeT
MPOBOAUTb reHeTUYECKOe TeCTUPoBaHNe? KTO0 MOXKET MMEeTb JOCTYM K ero pesynibrartam? MoryT, JO/MKHbI
NN 3HaTb O pesynbTaTax TeCcTUPoBaHUA BnM3KMe POACTBEHHUKN? Kak 1 rae 6yayT XpaHUTbCA pesynbTaTbl?
Bce 3TV CnoXHble BOMPOCHI aKTUBHO 0OCYXAAOTCA U AUCKYTUPYHOTCA Ha CaMbIX PasHbIX YPOBHAX. 19 BbIpaboTKM
Hanbosee B3BELLEHHbIX PELLIEHWA CO34aHbl CreLyaibHble KOMUCCUM, BKOYatOLLMe BeAyLUMX reHeTUKOB. B yacTHoOCTY,
COrflaCHO pPeKoMeHJauMaM Kommuccum EBponeiickoro obliectBa no reHeTuke yenoseka (2000, 2003) reHeTMYeckoe
TecTupoBaHue LOMKHO 6bITb Cyry60 [0OPOBOMbHBIM, MPOBOAMTLCA TOMbKO MPU HAMMYUMKU UH(DOPMUPOBAHHOIO
cornacusa 1 6bITb CTPOro KOHPUAeHUMaNbHbIM. K pesynbTaTaM TecTMpoBaHMs M0 COrMacuio naumeHTa MoXKeT
MMeTb JOCTYN TOMbKO CEMEWHbIA Bpay MW CheLuaiucT Mo MHTepnpeTauuy nosyyeHHbIX pesyibTaTos. OHu
HUKaK HE MOTYT W He JOM>KHbI CTaTb JOCTOAHNEM CTPax0oBblX KOMNaHWA nnv paboTogaTenei.

BmecTe ¢ TeM, yUnTbIBas HapacTaloLMiA MHTEpeC W, N0 CyTW, HEOTBPaTMMOCTb MAacCOBOrO FeHETUYECKOro
TeCTMPOBAHUA MHOTMe Yy4YeHble BbICKa3bIBAtOT BMO/IHE 0OOCHOBAHHbIE OMaceHuss 0 HEmMoAroTOB/IEHHOCTM 06LecTBa B
LIesIoM, €ro MpaBoBbIX W HOPUANYECKUX CYXO K peLleHWi0 BO3HMKarowyx npobnem. Slaypeat Hobenesckoli npemuu
cap Monb Hépc 06ecnokoeH Tem, YTO C HACTYMAEHUEM 3pbl MEPCOHU(ULMPOBAHHOW MEeAULUHBI U MPEBEHTUBHOIO
NeyeHust, Korga pebeHoK yxe Npu poxaeHW ByaeT nonyyatb reHeTUYECKMiA NacropT, BMOAHE peasibHbIM MOXET CTaTb
N «FeHeTUYecKWii anapTeng», T.e. OUCKPUMMHAUMA YenoBeka MO ero reHeTMYeckuM npusHakam. UTobbl
MpefoTBpaTUTb 3TO TEHETWYECKOe HEepaBeHCTBO, 3aKOHOAATEeNbCTBO [AO/MKHO WATW B HOTY C  NepefoBbiMU
TexHosorvamMu. TOMbKO B 3TOM Cllyyae MOXHO C034aTb OOLLEeCTBO, rae BCe 6yAyT paBHbl B Mpasax, HE3aBUCUMO OT
COCTOSIHWA FreHoMa, rae 6yayT yCTpaHeHbl BCE BO3MOXHOCTM FeHETUYECKOr0 HepaBeHCTBa.

WTak, 3pa TOpXecTBa MPEeAVKTVMBHOM MeAWUMHbI, OCHOBaHHOW Ha rEHETMYECKOM TeCTMPOBaHWUU
VHAMBUAY&IbHBIX FEHOMOB HeusbexkHa. Ho K Heli Hafo Cepbe3HO FOTOBUTHCS He TOMbKO 3[4paBOOXPaHEHVH0, HO U
BCEMY OOLLECTBY, €r0 MHOrOUMC/IEHHBIM UHCTUTYTaM. Y>Ke CEerofHs reHeTUYeCcKoe TECTUPOBAHME 3aC/yXKMBaEeT CamMoro
MPUCTA/ILHOr0 BHUMAHWUSA W MOLAEPXKN HE TOMbKO YYeHbIX, MeAMKOB, HO W OTBETCTBEHHLIX NUL, rocygapctsa. oka
OHO HOCWT Cyry60 BEepOATHOCTHbIA XapakTep W MO3BOASET MOAYYATb NWLLb BECbMA OrPaHWUYeHHY WH(OpMaLuo 0
nporHose Oyaywmx 6onesHeil. HO Mbl y)Xe MOXEM aKTMBHO BbISIBAATb MHOTOYMCAEHHbIE  (PYHKUMOHAIbHO
HebaronpuATHbIE BapuaHTbl TEHOB, UTPalOLWMX BaXHYKO PO/b B PALE OHKOMOTMYECKMX, MCUXUYECKUX U MHOTMUX
opyrvx 3abonesaHuid. W3BeCTHbl M YXe aKTMBHO BXOAUT B MEAULMHCKYK MPaKTUKy TECcTUPOBaHWe TreHOB
mMeTabonuama, Oonpefenstowmx OCOBEHHOCTW WHAMBUAYaNbHOMW YYBCTBUTENIBHOCTU K /IEKAPCTBEHHOW Tepanuu
(thapmakoreHeTnKa). J[locTaTo4HO XOpOoLWO pa3paboTaHbl M MyTW, MO3BOMAOLLME TMOMHOCTHIO YCTPaHWUTL WK, MO
KpaiiHeil Mepe, CBECTW K MWHWMYMY HeGnaronpuaTHbIi ah(eKT MHOTVX (YHKLMOHANBbHO HEMOMHOLEHHbIX [EHOB.
KOHeuHo, nonyyeHne reHeTMYecKoro rnacrnopTa COMPsSXXEHO CO 3HAYMTENbHLIMU MaTepuasbHbIMK 3aTtpatamu. OfHaKo
ObICTPOE pa3BUTUE HOBbIX METOAOB W TEXHOMOIMIA, B TOM UYMC/E MUKPOUMMNOB, NO3BOMSET HAAEATLCA Ha YAeLUeBeHne
TakMX Npouedyp YXe B HefanekoMm Oyayulem. [Mepexof OT AWMArHOCTMKM K MPOrHO3MPOBaHMIO 60ne3Hn (Yepes
TECTUPOBAHME) a OT HUX K MpejynpeXxaeHuto (KOMMNaekcy feve6HO-NpounakTUUecKux Mep) W fiedeHnto (CTporo
VHAVBMAYabHON (hapmakoTepanuu) - BOT BMOJSIHE 3pMMble TOPU3OHTHI NPEAUKTUBHOM MefuuMHbI. [TnaBHas LUenb
NPeLUKTUBHOM MeANLMHbBI CErOf4HS - HayUM Tb Ye/I0BEKA XXM Tb B rapMOHUM CO CBOMMM reHamu!
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T.0. BINNIOLWNLBKINIA
OCOBJ/IMBOCTI BUBUEHHS BM/IMBY BTOMU HA OPTAHI3M TYPUCTIB B YMOBAX MAH/IPIBOK

* Y cTaTTi HaBedeHO pesynbTaTWu [AOCNIA>KEHb, MeTa fKMX - MNOWyK Ta anpobauis MeTOoauK
BMMIPIOBAHHS BM/IMBY BTOMMW Ha OpraHisM TYpUCTIiB ByMoBax noxogy. OnucaHo nepenik NpuAHATHUX METOAMK,
AKUA BKNIOYAE: Cy0'€eKTMBHY OLHKY HaKOMW4yeHOi BTOMM; AUHAMOMETPI0; BM3HaueHHA AT i UCC; npoby
Apoupkoro, LOCNIA>KEeHHA KOHLeHTpaLil yBarm Ta NaTeHTHOro 4acy pyxoBoi peakuii. AnpobaLis HassaHUX
MeTOAMK NpoBOAMIaca Nif vac criesieo MaHApiBKM 3ayvacTio 8 TypucTiBy nedepy “ONTUMICTUUYHA”.

B cTaTbe cogep>KaTbCs pesynbTaThbl UCCMEA0BaHWMA, Lefb KOTOPbIX - MOUCK 1 anpobauust MeTOoaMK
N3MepeHUs BAUAHUA YTOMJIEHUA Ha OpraHusM TYPUCTOB B YCNOBUSAX noxoga. OnucaH nepeveHb BO3MOMKHbIX
MeTOAUK, B KOTOPbIA BXOAAT: Cy6beKTUBHAA OLEHKA HaKOMJIEHHOro Yy TOM/IEHNS, JUHAMOMET WS, onpesenieHre
AL n YCC, npoba Apoukoro, uccnefoBaHme KOHLEHTPaUMN BHUMaHWA M NaTEHTHOr0 BPEMEHW [BUTraTe/bHON
peakummn. Anpobaums HasBaHbIX MeTOAMK MPOBOAWMNACL BO BPeMS Crefeo Nnoxofa C y4acTuem 8 TypucTOB B
newepy “ONTUMUCTNYecKas”™.

This article presents the results of researches, the purpose of which are searches and approbation of the
methods of measurement weariness effect on tourists’ organism in tourist trip conditions. A list of common
techniques, which includes a subjective estimation of the accumulated weariness, dynamometry, blood pressure
andpulse measurement, Yarocky test, evaluation of attention focusing abilities and latent time of moving response,
is also provided. The approbation of the named techniques was carried out during a speleological expedition in
cave "Optymistychna''participated by 8 tourists.

CnopTuBHa TypuUCTCbKa MaHApiBKa CTaBWUTb Nepeq 1i yd4aCHUKaMu psafd BUMOT LLOLO PiBHA (i3ionorivuHoi,
NCUXIYHOT | TEXHIYHOT MiAroTOBKW. HesanexxkHo Bif CKMAAHOCTI TYPUCTCbKMX MOXOAIB TypUCT nepebyBae B yMOBax
06'eKTMBHO Hebe3neyHoro cepegosuwia [4]. ®isnyHa BUTPMBANICTL € OCHOBHOK SIKICTHO, fKa 34aTHa BM/IMHYTM Ha
6e3neyHicTb aBTOHOMHOMO nepebyBaHHA. TpWBaNicTb CNOPTUBHUX TYPUCTCbKUX MaHAPIBOK KOMMBAETLCA Bif 6 AHIB [0
Ki/TbKOX TWDKHIB, | (haKTUYHO BECb LIei yac CnopTcMeH nepebyBae y CTaHi MOBHOT MOGii3auii MCUXIYHMX Ta (I3UYHMX
cvn. K HacMioK CNOCTepiraeThbCa HaKOMMYeHa eMoLLiiHa, CeHcopHa Ta (isionoriyHa BToma [1].

[JiarHoctka BTOMW B YMOBax TYpUCTCbKOI MaHAPIBKM [a€ MOXMBICTb NOriYHO nobygysatu nnaH
MPOBefEHHS 3ax0dy, Kepyluucb He TiflbkM BUMOramu TakTUKW | CTpaTerii, a TakOX BUXOAAYM 3 peasbHOro
(hi3ionorivyHoro pecypcy yvyacHukiB. Taka fiarHOCTUKa MOXeE BIN/IMHYTW TaKOX | HA 3MEHLLEHHS TpaBMaTu3My TYPUCTIB,
OCKIi/IbK/ [acTb MOX/IMBICTb BU3HAYMTM HacnabLumx 3a CTyMeHeM OMipHOCTI BTOMi YNEHIB Y TYPUCTCbKOMY KOMEKTYBI.

3BWuYHi, onucaHi B niTepaTypi [2, 3] i anpoboBaHi MeToAVKa BU3HAUYEHHA (i3VYHOT NpaLe3faTHOCTi He MOXYTb
OyTn BMKOpUCTaHi B Typu3mi. MNepLu 3a Bce TOMY, L0 nepeabaqatoTb BUKOHaHHA poboTu B n1abopaToOpHMX YMOBaX, B

pexxumi “A0 BiAMOBM” ab0 [OCATHEHHS MaKCMMa/IbHOrO MOPOrY CMOXWBaHHA KUCHIO. O6nafHaHHA 418 NPOBEAeHHA
LX TecTiB € 00'€MHMM Ta BaXKUM i BXE nuile 3 Lji€i NPUUMHM He MO>Ke 3aCTOCOBYBATWUCA B YMOBAx MOMbOBUX

[ocnigkeHb. | OCTaHHIM aprymeHTOM "MpoTu™ A1 3aCTOCYBaHHA 3BUYHUX TecTiB (PWC 1, MapBapacbKOro cren-TecTy
Ta iHWMWX) € TpMBaNiCTb MNpouecy [OCAIMKEeHHA. 3a HawuMK nigpaxyHkaMmu Ans LOCNiKEHHA | 06paxyBaHHSA
pesynbTatis PWC 170 Ha O4HOrO [OCiAXYBaHOro HeO6XigHO 14 XBWAWH. 3BaXatouu Ha Te, LU0 TYPUCTCbKMIA
KONEKTUB CKafaeThCs B cepefHbOMY i3 10 TypuCTiB, 3ara/ibHWil Yac NPOBeLeHHs BUMIPHOBaHb CKNafae 6113bKO TPbOX

FOAVH.
MeTol NpoBefeHOro AoCNiAKeHHs OyB MOLWYK iH(OPMATUBHUX METOAMK  BU3HAYEHHS CTYMEeHs BTOMU 3a

HENPAMUMK 06’ EKTUBHVMY 03HAKaMMW.

OG6’eKTOM [OC/I[XEHHA BWUCTYNaB BMAWB HaBaHTaXeHb B MPOLECI TYPUCTCbKMX MOXOAIB Ha OpraHism
CMOPTCMEHIB.

MpegmeToMm JocnimkeHHs 6yN0 BUABAEHHS BM/AIMBY BTOMU Ha OpraHiam TypUCTIB Mif Yac noxoay.

[na [OCATHEHHA METY BUPILLYBa/IMCA HACTYMHI 3aBAaHHA:

1 Bw3HAuMTX BUMOTU [0 BUKOPUCTAHHSA LOCMIAHULBKNX METOAMK B YMOBAX TYPUCTCHKUX MOXOLIB.

2. BusBTM onucaHi B creuiasibHiA niTepaTypi Ta Haibinbll NPUAHATHI 41 YMOB TYPUCTCLKOrO MOX0Ay

METOAVKW BU3HAUYEHHS BTOMU.
3. O6patu iH(hopMaTUBHY METOAMKY BUMIPIOBAHHSA BTOMW TYPUCTIB Ta anpobyBaTu i B yMOBaX Noxoay.
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