BblpaXXEHHbIX TMMepTEPMUU, AYXOTbl, CbIpOCTM BO3AyXa pacLEeHMBalOTCs
KaK orpaHu4eHus 1-i cTeneHun, HeraTMBHOE BIMSIHWE CWJIbHO BblpaKeH-
HbIX Tex e dakTopoB — 2-i cTeneHn. Kak HenpurogHble pacLeHMBaloTCs
Te KypopTbl, rAe yKasaHHble MnorofHble dakTopbl AenalT MNpakTU4ecku
HEBO3MOXHbIM MpPOBeAEeHME MOJIHOLEHHbIX peKpeauMOoHHbIX MeponpuUaTuii
nmbo Ans nx npoBeaeHus TPebyroTCs CMOXHble TEXHUYECKME NpuUcnocob-
neHusi. OrpaHuYeHHas NPUroAHOCTb U HEMPUroAHOCTb B YKa3aHHOM CMbl-
cne ans X0NoAHOro BPEMEHM roja He MCK4YaeT BO3MOXHOCTU npoBese-
HUS aspoTepanun, TEPPEHKYPOB, CMOPTUBHbLIX UMP U APYrUX BUAOB peK-
peaunn B odexae no ce3oHy. bonee xecTknMu, TpyAHO KOMMEHCUPYEMbI-
MW OrpaHUYUTENSIMW SIBASILOTCS BblpaXXeHHas runeptepmusi U AyxoTa B
Tennoe BpeMms roaa.
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BCTYI. CaiToBMM couianbHO-eKOHOMIYHUIA i KYNbTypHO-
0340pOBYMIA Mporpec cnpusB 36iNblIEHHIO TPUBAIOCTi XWUTTS, BuMAANUB
Aesiki iHpekUinHi 3axBoptoBaHHsA. Ane € npobsieMm Meanko-neaaroriyHoro
Xxapaktepy. Hopma i natonoris, 4oTvpu 3arajsibHUX MexaHi3MW naTonorii,
KOHTPOJIb PM3MKIB Ta NpodinakTuka 3axBoploBaHb, iHANBIAyabHa Npese-
HTUBHICTb XBOPOO, iX YCBIAOMNEHHS B OCBITi — B3aEMO3B'A30K LIMX MOHSATb
cknagae mety poboTu.

HOPMA I MATOJIOIIA. Hopma (6113bKO A0 MOHSATTSA 340POB’A) AN
OpraHiaMy nAMHU — cepefHii gianasoH MeauKo-6i0NoriyHMX BeTNYMH
nokasHukiB [5] 340poB’s Ans MEBHOro eTany OHTOreHesy B nonynsuii,
inean komdopTHOCTI. MaTonoria - ue ocHoBa xBopobwu, BiaXWNEHHS Big
HOPMM, WO NPUBOAMTbL A0 3aXBOPIOBaHb Ta 3arnbeni opraxismy. MNatonorii
3B'A3y10Tb NoApasHuK (ekonoriyHe cepenosulle), aBToperynsauito (reHHa
CXWUNbHICTb), KOMMeHcauito (piBeHb PYHKLIOHYBaHHSA KIiTUH Ta opraHis) 3
TPUBAsICTIO XWUTTS i 3aMiHOIO opraHi3miB (y 6ioueHosi).

BuainaoTe 4 MexaHisamu ycix nartonoriin. 1) FeHeTuuHwi (BHacni-
AOK MopylleHb penikauii, ekcrnpecii, HeBaanMx reHHMXx KombiHauin, WKi-
ANMBMX MyTauill i TpaHcno3uuin). 2) EkonoriyHmin (BHacniaok WKiannsmx
BMJIMBIB AyXe CUIbHUX QIi3NYHUX, XiMiYHUX, 6ionoriyHMx, couianbHUX
dakTopiB, SKi BUBOASATb OpraHiaM 3a reHeTU4YHi BU3Ha4YeHi HOpMU peakuii,
To6TO 3pMBalTb KoMMeHcauito). 3) OHTOreHeTUYHM (BHaACNigOK Mnopy-
WeHb Helpo-iMyHHO-EHAOKPUHHUX PeLenTOpHMUX CUCTEM perynsuii y Bu-
rnaai guc.-, rino-, rinepaganTosiB). 4) AKyMynsiuiiHuiA (BHacNigoK CTpyk-
TYPHUX CNifiB aganTauii, WO HaKOMMWYEHHSM Ta B3aEMOAIE BUKIMKAKOTb
cTapiHHs) [2].

FEHETUYHUIA YMHHWK. BeaxaeTbcs, Wo 3 10 Tncsui xsopo6 5000
reHeTU4YHO 3yMoB/eHi (ue NepBWHHI MopyLlleHHs MeTabonisaMmy, Hanpwu-
Knaa, PeHinKeToHypis), a iHWi MalTb FreHETUYHY CXWbHICTb. [eHHi KOM-
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6iHauii npn cTaTeBilt penpoaykuii (kpocuHrosep y npodasi-1, He3anexHe
pPO3XOAXKEHHS XPOMOCOM Y aHadasi-1 Melo3dy, He3anexHwWin po3nogin
XPOMOCOM Mpu 3amfigHEeHHi, HaAXOA)KEHHi MITOXOHApianbHOr0 reHomy
TiNbKK BiA MaTepi) BU3Ha4alOTb PO3BMTOK PEBMATOIAHOrO apTpuUTy, Mcopi-
a3y, uykpoBoro Jiabery 2 Tuny, OHKO3axBOPlOBaHb, WO HanbinbL
NoB’sI3aHO 3 reHaMun rofIOBHOr0 KOMMJIEKCY FiCTOCYMICHOCTI y 6 XpOMOCOMi,
rinepTtoHii (16 reniB), atepockneposy. 3 25000 reHis nogmHu 50 pyHKUi-
OHYIOTb Y MO3KY, A€ iHLWIi He eKCNpecylTbCs, B APYrnX TKaHMHaxX ekcrnpe-
CYHTbCS iHWI reHun. binbwicte XxBOpo6 MakTb MyNbTihaKTOPHY MOJIireHHY
npupoay. EnireHeTUYHi YAHHUKK CNpUAI0Tb METUNYBaHHIO LMTO3UHY B 5-
mC Ta OKWUCHEHHIO ryaHiHy y 8-0G, cuHTe3y Mikpo-PHK, iHTepkansuii,
BiALLEN/IEHHIO HYKIEOTUAIB Te/oMepu, BCe Ue rajsbMye penikauilo Ta
TpaHCKpuUnUito.

OpfHielo 3 BNacTUBOCTEN FeHOMY € Moro HectabinbHicTb. MyTauii
(XpOMOCOMHI, Fr€HOMHIi, FreHHi) BUKINKAKTbCS MyTareHamu, yacTiwi y cTo-
BOYpOBMX KNITMHAX, WO AAE HOBI KNOHW KJITUH, BiAMIHHI NO reHOTUNY BiA
3UroTU, WO 3HMXKYE piBEHb (PYHKLIOHYBaHHS OpraHy. 3a XXUTTS YO0JI0BiKiB
MyTauin y Hux B 2-5 pasiB b6inble, Hix y xiHOK. TpaHckpunuii — ue nepe-
HOC reHiB B XPOMOCOMi (CMHTE3 iMYHOrno6yniHiB), MiXX HUMW, MiX KNiTU-
HaMu; 0CO6MBO 3HAYYLINM € MPUBHECEHHSA A0 FEHOTUMNY BipycaMu iHWMX
reHiB 3 Apyrux opraHismis Ta 6akrepiin; y nioamHn 6ins 40% HykneoTmais
reHoMmy € BipycHuMu (reHu Bipycy repneca acouinosaHi 3 JHK HelipoHamu
KOpW MiBKY/lb, MOXYTb NepefaBaTUCs NPOTOOHKOreHW BipycaMn 3a y4acTio
PHK-3anexHoi AHK-nonimepasn).

MoniMopdHi reHiB — Ue reHun, WO npeacTaBneHi B nonynsuii geki-
NbkoMa anensmu (3 BTPATO YaCTWUHM HYKIeOoTUAIB), WO AalTb Hinku
noAibHi 3a dyHKUiE, ane TPoxXM BiAMIHHI 3a CTPyKTypow. BBakaeTbcs,
WO TakMx NoniMopdHUX reHiB y reHomi nwoamHyn 12000000; Hanpukiaa.
eH aHrioTeH3mH-nepeTBoptooyoro gepmeHTy (ACE) mae 2 dopmu: I -
BU3HA4Yya€ (nerMaTtuyHiCTb Ta MeNaHXONiYHICTb, CTINKICTb A0 Finokcii Ta
BUTpMBAnicTb, 6inbwy y 7 pasiB npaue3aaTtHicTb; D — Ma€ y 16 iHTpOHi Ha
287 nap HyKNeoTUAiB MeHLWe Ta BM3HA4yacE nMiaBULLEHY iMMNYNbCUBHICTb
(XONepuyHiCTb Ta CaHrBiHi CTUYHICTb), CUAy Yy NigAiTKIB, TiNEepToHil0 B
noxXwunoMmy BiUi, MeHWy npauesaaTHicTb, rineptpodito miokapay. 3 50
isodpopm ymtoxpomy P-450 reHmn (CYP1A1l, CYP1A2, CYP2D6) npwu 3aMiHi A
Ha [ (y 6inky — i3onenuunHy Ha BanuH 3 4acToTol 27%) y nonynsauii aa-
I0Tb  paK nereHb Ha TAi TIOTIOHONANHHA. [eH enokcuarigponasu
(mEPHX) npwu 3aMiHi T Ha U (TMpO3MH Ha rictMamH 3 yactoTolo 6%) pae
06CTPYKTMBHY MHEBMOHIIO Ta eMdizeMy nereHb (nocnabneHHs iHribiTopis
TPUNCWUHY) Ha Tni naniHHa. [eH rnoTaTioHTpaHcdepasn (GSTM1) npwu
aenedii (3 yactototo 40%) Aae NapKiHCOHI3M, pakK JiereHb Ta Ce4YoBOro
Mixypa, XpOHi4HUI BPOHXIT, €HAOMETPio3, UMPO3 NEeYiHKW Ha Thi ankoro-
nisamy Ta naniHHA. e N-auetuntpaHcdepasm-2 (NAT-2) npu MiceHc-
MyTauii (3 yacTtoToto 50%) pae pak fereHb, CEYOBOro Mixypa, MO0oY-
HOi 3an03u, TOBCTOI KMLIKM Ha TAi NaniHHA. [loCcMAKOE Ui 3axXBOpOBaHHS
HEMOBHOLHHICTb anenis ¢gakTopy HeKpo3y NyxauH [4].

OHTOMEHETUYHUM YMHHWUK. B opraHiami 61u1sbko 1016 KniTuH y
PI3HMX CTaAisiX XXUTTEBOrO LUWKIY, € NEBHWUI piBEHb anoONTO3HUX Ta HEKPO-
TUYHUX KNITWH, UMK aKTUBHOCTI OpraHiB Ta cUCTeM. 3MiHW piBHIB dYyHKLi-
OHYBaHHS1 HEPBOBOI, IMyHHOI, EHAOKPMHHOI CUCTEM MOB’sI3aHi 3 peuenTop-
HUMW KackafaMmu; Le KOJSIMBaHHSA PIiBHIB CeKpeLii rOpMOHIB, iIMYHHOI akTu-
BHOCTI, 36yA)XeHHS-ranbMyBaHHS, WO CTalTb CTaJIMMK Ta BeAYTb K Nopy-
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LWEeHHI0 aganTauii, Hanpuknag, 3ananeHHsi, octeonoposy. MeTaboniyHun
CMHAPOM X MoNsira€ y po3BUTKY Ha TNi OXMPiHHA (rinepkopTuumMam, nepe-
TBOPEHHS @aHAPOreHiB Yy eCTPOoreHun) rinepToHii (HaaIMWOK aHMiOTEH3UHY-
2), uykpoBoro giabety 2 Tuny (MOpyLeEHHS peuenTopiB A0 iHCYMiHY),
atepockneposy (rinep-B-ninonpoTeigemMis 3  rinepxonecTepuHeEMIELD),
nogarpuyHoro apTtpuTy (rinepypikemis). [enpecuMBHUI CTaH BWHWUKAE
BHaACNiAOK 3HMXXEHHS npoaykKuii HeWmpomegiaTopa CEPOTOHiIHY Ta Woro
peuenTopy. AyTOiIMyHHi 3axBOpIOBaHHSA TUNY 6poHXianbHOi acTMu, iMyHO-
aediunTtn nicnsa cTtpecy, NPonycK OHKOKAITUHW iIMYHHMM HarnsagoMm € npu-
Knagamu posnagy iMyHHOi CUCTEMMU..

EKOJIOMTYHUA YNHHUK. Cnpusie B HeBenWKii KinbkocTi anonTo-
3aM, a BeJIMKUIA HEKPO3aM, BUKJIMKAE reHeTuYHi gedektn. disnuHi (kpaww-
CUHAPOM 3 TpaBMaTU4YHMM TOKCUMKO3O0M; Ais pagiauii yepes pospusu OHK,
paaionisy BoaAn Ta NOCUNIEHHS HedepMEHTATUBHOIO BilbHO-paAnKanbHOro
NEepPOKCUAHOI0 OKWUCHEHHS; Ais enekTpuKn, TemnepaTypu), XiMidHi (gis
TOKCUHIB 1K MeMbpaHOTponis, iHribiTopiB Ta CTMMynsaTOpiB (epMeHTiB,
MyTareHiB, aroHIiCTiB Ta aHTAroHIiCTiB niraHAiB peuenTopiB), 6ionoriyHi
(Bipycwn, bakTepii, napa3nTn, OTPYWHI POC/MHW | TBApWHN, KOMaxun 3 Noa-
pasHIoYOoD Ai€to, Xap4yoBi, NUTHI), couianbHi (BikoBi, npaueroniyni ans
iHdbapkTy Miokapaa, CTpec 3 Helpo-iMyHO-rOPMOHANIbHOK OCHOBOO, LUO
BUK/IMKAIOTb NCUX0-COMaTUYHI XBOpobu, Hanpuknaa, Henpo-
LMPKYNSTOPHY AUCTOHIO) dakTopu. Cnig 3a3HayvmTy, WO NOACTBO EANHUN
BUA, SIKWIA XMBE Yy BNIACHO YTBOPEHOMY CMITTi BHACNiAOK aHTPOMOreHHoro
3abpyAHeHHS eHepreTMYHUM, aTOMHUM, XiMiYHWM, arpapHuUM BUPOBHWMUT-
BOM, ipuraui€to Ta Meniopauieto [1]. Xoda nognHa — eBpubBIOHTHWMI BUA,
BHacnigok 3sepxbionoriyHoi aganTauii y Burnaai npaui, posymy, mosu [6].

MPOMINAKTUKA. «ManbyTHE HanexuTb MeAUUMHI npodinakTny-
Hin» - nucas nikap i neparor M.IL.Muporoe. Y WMPOKOMY pPO3YyMiHHI BMAi-
naTb Aekinbka dopM npodinakTuku. Po3pisHsATbL iHAMBIAYanbHY Ta
cycninbHy npodinakTukn, ki NoTpebyoTb CBIAOMOro CTaB/eHHS, BUPO6-
NleHoro BiAnoBiAHMM BUXOBaHHAM. IHAuBIAyanbHa 06’eaHye 3acobm none-
penxxeHHs xBopob i 36epiraHHs 340poB’S y BUIrASA4i 340pOBOro crnocoby
XKUTTS, 0COBUCTOI Ta ciMelrHOoi ririeHn (y TOMy paxyHKy pauioHanbHUM
04Ary Ta XapyyBaHHIO, PeXuMy npaui Ta BiANOYMHKY, 3aHATTIO Pi3UYHOI
KYNbTYypoOto, TiriEHIYHOMY BMXOBaHHI). CycniibHa OXOMJIOE CUCTEMY COLLi-
a/lbHUX, E€KOHOMIYHWMX, 3aKOHOAABYMX, BUXOBHMX, CaHiTapHuX (ririeHiy-
HUX, TEXHIYHMX, NpOTMENiAeMidyHNX) 3axoaiB Ansa 3abe3neyeHHs BUCOKOIO
piBHS 340pOB’S Hauii, BUK/IOUYEHHS MPUYNH YTBOPEHHS XBOPOO LUNSXOM
CTBOPEHHS ONTUMANbHWX YMOB Mpaui, BiAMNOYNHKY, CMOXWBAHHSA, PO3BUT-
Ky OXOpPOHMW 300POB’S, KYNbTYypW, OCBITH, i3NYHOI KynbTypu. B 3anexHo-
CTi Big CTaHy 340pOB’Sl, HAsSIBHOCTI (haKToOpiB PU3MKY 3aXBOPIOBAHHS, XBO-
pobu BuAina0Tb Tpu BMAM Npodinaktuku. NepBrMHHa npodinaktnka - ue
cucTteMa 3acobiB nonepeaxXeHHs BNAMBY (DaKTOPIiB PU3NKY 3aXBOPIOBAHHS
LWASXOM BaKUMHauii, pauioHanbHOro >wutTesabesneyeHHs. BTopuHHa -
yCyBa€ rosioBHi dakTopu pusuKy (CTpec, iMyHoaediunTn, CUibHi HaBaH-
TaXXeHHS Ha MeBHi opraHn) WNAXoM AucnaHcepusauii. TpeTuHHa — Bupa-
XAETbCA Yy CcouianbHii, TpyAOBiN, NMCUXONOriYHIA, MeanudHiK peabiniTauii
[3].

OuiHKM pu3MKiB Ana 340pOB’S NpPoOBOAATb KAiHIYHMMKM nabopaTtop-
HUMW AOCNIAXKEHHAMW, BU3HAYEHHAM FreHeTUYHOro noniMopgismy, caHita-
PHO-EKONOrYHUMK NacnopTaMm [OBKiNASA, NPOAYKTIB xapuyyBaHHA. Li
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OUiHKM Ta 3anobixHi 3acobn Ha CbOroAeHHs Mano CNMpaKTbCa Ha iHAMBI-
AYanbHICTb.

IHAMBIOYANNIbHICTb. KoxHa ntoaunHa (KpiM opgHosinueBux 6nus-
HIOKiB) FeHETUYHO YHiKanbHa, WO NeXnUTb B OCHOBI 6ionoriyHoi HenoBTop-
HocTi. KoMb6iHauili reHiB noguHu Moxe 6ytm Bia 64x1012 pgo 20x1024
BapiaHTiB, WO Ha 6araTo nopsakis binblwe HiX 4yncno nogein Tenep Ta
TUX, WO XnUnu Ao Hac (6nmsbko 90 mnpa). ®.JobpxaHcbkui 3a 50 pokis
[0 npoekTy «[eHoM nauvHu» i BigKpUTTS noniMopdisMy BBaxas, LWO
N0aM He piBHI We A0 HapoAXXeHHS, Ha PiBHI 3UroTW. € aHTPOMNOAOrivHi
BiAMiIHHOCTI ntoger (pacosi, cTaTeBi, KOHCTUTYTUBHI, BiKOBi, NcuxiyHi). €
pi3He ekosoriyHe Ta couiasbHO-KYyNbTyYpHE OTOYEHHS KOHKPETHOI JII0ANHN,
SIK HEMOBTOPHOIO FEHETUYHO-KY/IbTYPHOIO €KCNEPUMEHTY).

BUCHOBKW. HeobxigHui 6ioMeTpUYHUIA MacnopT 3 FEHETUYHOL
KapTo 340POB’S 3 BU3SHAYEHHSAM reHHOro noniMopdismy (BugineHHs AHK,
il amnnidikauis, pecTpikuisi, enekTpodopes, NOPiBHAHHS 3i CTaHAapTaMm).
3apa3 ue Bu3HayeHHs kowTye 3000 i TpuBae 3 TuxHA. MeHHa KapTa,
MeAMKO-FeHETUYHI KOHCyNbTauii Ta NnaHoBi 06CcTexeHHs AatoTb 6a3y ans
pekoMeHAaUill NpeBeHTUBHOI MeAULIMHU KOHKPETHOI NioAnHN. CTBOPEHHS
YMOB XWUTTS Ta npaui, Xxap4yyBaHHsa Ta cnocoby xuTtta notpebye Bianosia-
HOCTi HalnepLle reHHol iHAWBIAYaNnbHOCTI, MOTIM @aHTPOMNOMIOMYHUM AAHUM.
Ane 6ioMeTpUYHMIA MacnopT 3 FrEHETUYHOK KapTol MOoXe MaTu 6ioeTu4Hi
Ta IOpUANYHI npobnemu Ans NOAWHW He CTinbkn Npu Bu6Gopi npodecii,
CKinbkM Ans Binbopy kaHAMAaaTiB Ha poboue Micue.

3aBaaHHAMM  MeAMKiB Ta nefaroriB € OuiHKa CTYNEeHK CrnagkoBux
dakTopiB Ta BNAMBY CepeaoBMLla AN KOMMMEKCYyBaHHA 3 6aTbkamu, WO
[acTb MOX/MBICTb perynoBaTv BNAMB CepeaoBulla, NpodinakTukm 3a-
XBOPIOBaHb 3rifHO reHOTUNY, BUXOBYBATM Ta HaByaTW 3riAHO 3aKiageHuM
3pibHocTsaM. OcBiTa OCHOB 340pOB’St AA€ NiMITW AiSNbHOCTI Ta XUTTERIANb-
HOCTI.
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