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®AKTOPbI CPEAbI N HACJNNIEACTBEHHOCTb YEJIOBEKA

PA3BEPHYTASA AHHOTALNS KYPCA

JlekuuoHHbIl Kype B oO0beMe 18 4acoB CTyAEHTBI-FeHETHKH CJIyLIAIOT B Ha-
yaJjie BTOPOro roja maructparypbl. [11st BOCpHsITHS MaTepuasa CTyJleHTaM He-
00XOJIMMO TIPEIBAPUTEJLHO MPOCAyLIaTh Kypehl « OO11el reHeTHKI», « [eHeTHKH
ueJIoBeKa» W JIpyrue oOllke U crielidabHble Kypehl, B KOTOPBIX 1al0TCs MPE/ICTaB-
JIEHHS1 O HACJEACTBEHHOCTH W U3MEHUMBOCTH, CMIOHTAHHOM W MHIYyUMPOBAHHOM
MyTareHese, 0COOEHHOCTSIX ajlanTallii OpraHu3MoB K okpyxkatoieil cpene. Cry-
JIEHTbI JI0JKHbI 3HaTh OCHOBBI MyTAllHOHHOTO MpoLecca, HacleCTBEHHOH, MOJIH -
(bUKALMOHHON ¥ OHTOIEHETHUUYECKOH U3BMEHUMBOCTH, PACIOJIaraTh CBEJIEHUSIMU 00
smbpHoreHese yejoBeKa U HacJae/ICTBEHHbIX GOJe3HSIX.

[To Mmepe nporpecca B 06/1aCTH OUOJOTHUECKUX U MEAUIIMHCKUX HAYK B 9KOJIOTH -
YECKOH TeHEeTHKE YeioBeKa chOpMUPOBAIOCh HECKOJIbKO HAIMPABJIEHHUH, KOTOPbIE
6a3upyloTCsl Ha JOCTHKEHUSIX MeXKIyHapoaHOH nporpamMmbl «[eHoM desioBeKa».
[J1aBHBIMH HTOTAMH MTPOrPAaMMBbI SIBJISIIOTCS] CEKBEHUPOBAHHE MOC/IE/I0BATE/IbHOCTH
JHK, uneHTHdHKALMA HOBBIX TEHOB, HOBast HH(OPMALIUS O CTPYKTYPHBIX U (PyH-
KIMOHAJIbHBIX XapaKTepUCTHKaX reHoMa. VcesenoBanusi B o6snactu hapmakore-
HETHKH B COUETAHWU C OYPHBIM MpOrpeccom (HyHKIIHOHAJIBLHON FeHOMUKH MTPUBE/H
K BO3HUKHOBEHHMIO HOBOT'O HAIpaBJ/ieHUsi — (papMakoreHOMHKe, B 3alaul KOTOPOH
BXOJMT Pa3pabOTKa HHAWBUIyaJbHLIX (PapMIpenapaToB ¢ y4eTOM YHMKAJbHOCTH
reHOMa KarkJIoro 4eJioBeKa; B 00JIaCTH TeHEeTHUECKOH TOKCHKOJIOTHH — K paspa-
6OTKE MOJXOJ0B K MPOTHO3UPOBAHHIO TOKCHUECKUX TIPOSIBJICHUIH OTAE/bHBIX (PaK-
TOPOB CPEJIbl Y JIMLL C OMpPeeeHHbIMU F€HOTHIIAMH HA OCHOBE MH(OPMALIHOHHbIX
TEXHOJIOTHH (TOKCHKOTeHOMHKe ). FlceieioBaHie peakiyii opraHu3Ma Ha MulieBble
MPOYKTh! IPUBEJIO K BOSHHKHOBEHHIO HYTPUI€HETHKH, 3ydatollel HHAMBHya/lb-
Hble peaKl{K Ha MULIEBbIe NPOJYKThI, U HYyTPUI€HOMHKH, B 33/1a4l KOTOPO# BXOIUT
CO3/IaHHE ONTHMAaJIbHBIX JHET C YY€TOM HHAMBHIYyaJbHbIX 0COOEHHOCTEH reHoMa.
Hpyrue dyHnameHTa bHble W NPUKJIAIHBIE HANPABJEHHS, BO3HUKIINE B «I1OCTre-
HOMHYIO 3Py», BKJIOYAIOT COLMAJ/IbHYIO F€HOMHKY, TPH3BaHHYIO pelllaTh 3THUeC-
KHe, PaBoOBbIE M COLMA/bHbIE TPOOJIEMBbI, TOPOKICHHbBIE HCCIEI0OBAHUSIMU FeHOMa
yesioBeKa; (hyHKIHMOHANLHYIO T€HOMHKY, LeJbl0 KOTOPOH fBJSAETCA KOMIJIEKCHbIN
aHaJu3 B3aMMOJIEHCTBHSI F€HOB M UX IIPOJIyKTOB B OHTOr€He3e; FreHeTHYECKOe pa3Ho-
oOpasie uesioBeKa, HarlpaBJeHHOEe Ha HCC/IeIOBAHUE TeHETHIECKOTO MOJMMOP(U3-
Ma B FeHOME W MOMYJIALUAX UeJoBeKa. 3aKOHOMEPHbBIM HTOrOM (hyHIAMEHTAJIbHbIX
MCCIe/IOBAHN FeHOMA YesIOBeKa CTaJsla MoJIeKyJ/IsipHast MeMLIMHA, OCHOBY KOTOPOH
COCTABJISIIOT MOJIEKYJIIPHbIE METO/Ibl IMATHOCTUKH, MPOMUIAKTHKN U JIEUEHHS Ha-
CJIZICTBEHHbIX U MYJILTH(hAKTOPHAIbHBIX O0JI€3HEH.

OrpomHbI# BKJIaJL HCC/IEIOBAHUI TeHOMA Y€/I0BEKA B COBPEMEHHYIO MEIHIIMHC-
KYI0 HayKy M HX UCIT0JIb30BaHHE B COBPEMEHHON MEJIULIHHCKON MpaKTHKE M03BOJIsIeT
paccMatpuBaTh MPoOJEMbl SKOJOTMUECKONH MeHETHKH YeJI0BEeKa C MO3ULIMH MeJIH-
LIMHCKOH MeHeTHKH, KOTOpast U3ydaeT poJib HAC/leJICTBEHHOCTH B MATOJIOIHH YeJ0-
BEKa M BO BCEX CBOMX pasjiesiax KacaeTcsl Mpo6JieM B3aUMOJIEHCTBHST MEXKTy IeHo-
MOM ueJIoBeKa H pakTopamMu BHellHeH cpelibl. [ Ipr 9ToM c/ieyeT nopdepKHyTh, 4TO
Jmobast NaTosorus y yesioBeka (pas/nuHble 60JIe3HH, HApyLLIEHHS PETPOILYKTUBHOM
(hyHKIIMH, TIOPOKH PA3BUTHS, PAHHSAS CMEPTHOCTb) MOXKET ObITh 00YC/I0OBJIEHA KaK
MyTaLMSIMH, TaK U MOBPEXKAAIOLIMM JICHICTBHEM Ha OPraHU3M pa3/MiuHbIX HebJ/1aro-
MPUATHBIX BHELIHUX (PaKTOPOB HA Pa3HbIX CTA/IMsAX OHTOTEHE3a.

He To/1bkO BO3HHKHOBeHHE GoJIe3HEH, HO M UX MaHUdeCTal|s MOTYT MPUXOIUTh-
¢Sl Ha pasHble Neproibl onTorenesa. Tak, smib 0koso 50 % Hac/leICTBEHHbIX Go1e3-
Hell PEerHCTPUPYIOTCS MTPH POXKICHHUH, TOTJIA KAK OCTaJIbHbIE TPOSIBJISIIOTCS] B IETCKOM,
3PEJIOM H JIa’Ke MOKUJIOM BO3pacTe. YMECTHO OTMETHTb TaKxKe, UTO TEPMHHbI < BPOK-
JIEHHbIE », HACJIE/ICTBEHHbIE» U «ceMelHble» G0JIe3HH He SIBJISIIOTCS CHHOHUMAMH.
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B cBs3u ¢ mMHOroo6pasueM W CJI0KHOH MPUPOAOH Ha-
CJICICTBEHHON U BPOXKJIEHHON MATOJIOTHU YeJI0BEKA MPEJI0-
JKEHO HECKOJIbKO BAPUAHTOB ee Kaaccudukauuu. CorsacHo
OJIHO¥ M3 KJacCU(UKALUK, NTOCTPOCHHON 10 MPUHIIKITY OT-
HOCHTEJIbHOTO BKJ/I1ajla HAC/IEICTBEHHOCTH U CPE/ibl B Pa3BH-
THE MATOJIOTHH, BCe OOJIE3HU YeJoBEKa MOXKHO MOApasJie-
JIUTh HA TPHU IPYMIbI: HACJEACTBEHHbIE, C HACJAEACTBEHHOM
NPePaCcoNOKEHHOCTbIO (MyJIbTU(AKTOPHAJIbHBIE) W He-
HACJIEACTBEHHbIE, YUUTBIBAS 3HAUUTEJbHYIO JI0JI0 HAC/Ee/IC-
TBEHHbIX 60JIe3HEH B 0011eH CTPYKTYpe MaToJ0THH, 0coboe
BHUMaHUE yJIe/I9eTCsl MeXaHu3MaM BO3HHKHOBEHHS F€HHbIX,
XPOMOCOMHbBIX M T€HOMHbBIX MYTalllil, UX POJIb B THOJIOTHU U
natoreHese 60J1e3HeH UeJI0BeKa.

[eHeTnueckuil rpy3 onpesensieTcess Kak 4acTb HacJ/ec-
TBEHHOH M3MEHUYHBOCTH B MOMyJsLMsX yesoBeka. Crenyer
OTMETHUTb Ba)KHOCTb KPUTEPHUEB OLIEHKH OOLLIECH BEJMUMHbI
PeHETHUECKOTO TPY3a M €ro OTJAEJbHbIX COCTABJSAIOUINX /151
reHeTHUecKoro MoHuToputra. B o6o61uieHHol hopme npes-
CTaBUThL COBPEMEHHbIE JlaHHble 00 3(hdeKTax AeHCTBUS U3-
BECTHBIX MyTareHOB M HOBBIX MOTEHLHMAAbHO OMACHBIX JJIs
reHoma (akTOPOB CpeJibl, TPYAHOCTH Au(depeHannmu
CTOHTAHHOTO M HHLyLIUPOBAHHOTO MyTareHe3a B pUJI0KeHUH
K yesioBeKy. HeoOXoaumMo noauepKHyTh, 4TO Uil FeHeTHIeC-
KOTO MOHHUTOPHMHIa pa3padoTaHbl PA3/HUHbIE METOIHUECKHE
NoaXo/bl (1a60PAaTOPHbIE TECThI, PETHUCTPbI HACAEACTBEHHOM
1 BPOXKJICHHOH MaTOJIOTHH ), OJHAKO MPOCAEAUTh AHHAMUKY
PeHEeTHUECKOr0 IPy3a U BbISIBUTb PeasIbHYIO yrpo3y BPEIHbIX
(haKTOPOB BHEILIHEH CPeJibl /11 UETOBEKA MT03BOJISET TOJIBKO
KOMIIJIEKCHbIH MOJIXO/L C TIPUBJIEUEHHEM PA3HOOOPA3HBIX Me-
TOJIOB ¢O0OPA U OLLEHKH MOMYJISAIIHOHHBIX JAHHBIX.

3HAUUMOCTb MEIUKO-OHOMOTHUECKHUX MOC/EICTBUI HH-
JYUMPOBAHHOIO MyTareHe3a Ha COBPEMEHHOM 3Tare pac-
CMaTpUBaeTCs uepe3 TpUajy: MyTareHe3 —>  KaHlepore-
He3 —> TeparoreHe3. [Ipu paccMOTpeHHM 3K30T€HHBIX
(thusunuecKux, XHMHYECKUX, OMOTHMUYECKHX) M 3IHIOTEHHbIX
thakTopoB o6cy:kaeTcs IpodJeMa JUCKpUMUHALMKY (PaKTo-
POB CpeJibl B BO3HUKHOBEHHH PA3JIMUHOMN MATOJOIHH Y UesI0-
Beka. OcoOeHHO 3TO KacaeTcsi BpOXKIEHHBIX TOPOKOB Pa3BH-
THS, KOTOPbIE MOTYT BO3HHKATb KaK B pe3yJbraTe MyTallui,
TaK ¥ BCJEACTBHE HApYLIEHHWH MPOLIECCOB MopdoreHesa
Ha JitoOOM 3Tarne peajusalld TeHeTHUeCKOH HH(opMaluH
B KJI€TKAX, TKAHSAX, OpraHax roji NoBpexKaaiolim 1eHCTBUEM
(haKTOPOB 9K30TEHHOH NPHUPOJbI (TepaTtoreHoB). He meHee
CJIOXKHBIMU  SIBJISIOTCSA TaK:Ke BOIMPOCHI PENPOLYKTHBHOTO
310POBbSI, KOTOPOE paccMaTpUBaeTcsl Kak HauboJiee uyBC-
TBUTEJIbHBIA TMOKa3aTe b MOBPEXKAAIOLIErO NeHCTBUS OK-
py2Kaiollell cpelbl Ha OpPraHU3M YeJIOBeKa, a HapylIeHHs
PENpPOLYKTUBHON (DYHKIIUH UMEIOT Pa3jiMuHble MPOSBJACHHUS
(6ecrnonye, caMONPOU3BOJbHBIE A0OPTHI U IP. ).

Oco60ro BHUMAHHUS 3aC/yKHBAIOT MYyJIbTH(HAKTOPHAIb-
Hble 6OJIe3HU. DTH MOJIMTEHHBIE CO CI0XKHBIM THIIOM HacJ/1e-
JI0BaHUs OOJIE3HH CJy?KaT HauboJiee HATrJIsAHbIM TIPUMEPOM
9KOT€HETHUECKUX 00JIe3HEH, TaK KaK MX Pa3BUTHE MPOBO-
uupyetcst HeGJaronpuaTHBIMU (PakTOpaMu Cpefibl Y JIMLL
C OMNpe/eIEHHbIM TEHOTHIOM. [eHbl, MyTaHTHble aJJe-

JIU KOTOPbIX COBMECTHMbI C BHYTPUYTPOOHBIM PA3BUTHEM
1 2KH3HbIO B MOCTHATAJbHOM TI€PUOJIE, HO MPH OMpPEIesIeH-
HbIX YCJIOBHSX CMIOCOOCTBYIOT PA3BUTHIO GOJI€3HH, TTOMYYHIIH
Ha3BaHHE TEHOB «IPEAPACMONOKEHHOCTH Y, a UX CrelUH-
yeckue aHcamOJii, ONpeaessiiollie TOT WK HHOW Mpolece
B HOPME W TIPU NATOJOTMH — <TeHHble ceTu». [lia Kax-
JIoro 3ab0JieBaHUs XapakTepeH CBOH Habop aJfiesIbHbIX Ba-
PHAHTOB TaKMX T€HOB, CBOSI «T'eHHas ceTb». Bmecre ¢ Tem,
BBIICJAIOTC HECKOJBbKO «yHMBEPCAJbHBIX» TPy TEHOB
NpeIpacrnoioKeHHOCTH, BXOASALIMX B CETH MHOIHX 00Je3-
Heil: reHbl CUCTEMbI IETOKCHKALMH (MeTab0JM3Ma ), OTBETC-
TBEHHbIE 32 JE€rPajialiio W BbIBEEHUE M3 OpraHu3Ma Bcex
UHOPOJIHBIX BellecTB (KCeHOOMOTHKOB), BKJIOUAsi JieKapc-
TBEHHbIE TIpPEnapathl; TeHbl-PELENTOPbI, ONpeleasIonue
MOCTYIJIEHHE BELIECTB B KJIETKH, X TPAHCIOPT, XapaKTep
1 TUITbl MEXKKJIETOUHBIX B3AUMOJICHCTBHI; TEHbI- K TPUTTEPBI»,
MPOIYKTbl KOTOPbIX HUIPAIOT POJIb METAaBOJHUECKUX LIYHTOB
Cpasy B HECKOJIbKHX KJIOYEBbIX OHOXUMMUECKHX peaKkLMsiX;
reHbl SHJAOKPUHHON M UMMYHHOH CHCTEM; I'eHbl, OTBETCTBEH-
Hble 33 BOCMAJIMTEJIbHbIE peakluu U ap. Bce 3Tu renbl xa-
PAKTEPU3YIOTCS 3HAUMTEbHBIM TOJUMOP(U3MOM MEPBUUHO
MOJIEKYJ/IIPHOH CTPYKTYPbl, OCHAPY2KHUBAIOT CyLECTBEHHbIE
NOMyJISILHOHHbIE, STHHUECKUE U PACOBbIE BApHALIUH, CBS3aH-
Hbl€ C UCTOPHUECKUMH CJIOXKUBLIUMUCS TPAAULHUSAMH, PaA3JIH-
UMSMH MPOJYKTOB MUTAHUS, reorpacuueckoil cpeibl oouTa-
HUs1, STHAEMUAME HHEKIIHOHHbIX 3a00JI€BaHUI 1 TIP.
OO6cyxkaaeTcs HOBOE HarpapJieHHe B 00J1aCTH MOJIEKY-
JIIPHOH M€HETHKM — TECTHPOBAHME aJIIEJIbHOTO MOJHMOP-
(h13Ma «reHOB MPEIPACTIONOKEHHOCTH », €10 MPEUMYLIeCTBa
u HesoctaTki. OGOCHOBBLIBAETCS 11€/1€C006Pa3HOCTb CO3/1a-
HHSl «TEHETHYECKOro Macropra», KOTOPbIH MpecTaBiseT
co060#l HHAMBUIyAJbHYIO 06a3y JAaHHBIX O FeHOME YesOBeKa,
a TakkKe CIEelHaNU3UPOBAHHbBIX «T€HETHUECKUX KapT 3710-
POBbSI», OCHOBY KOTOPbIX COCTABJISIET TECTUPOBAHHE TECHOB
NpPeIpacroioKeHHOCTH K OMpeie/ieHHbIM 3a00/1eBaHUSM.
PaccMaTpuBaloTCs MEIMLMHCKME W COLMAJIbHO-3KOHOMMU-
yeckue npoGJieMbl UX BHEIPEHHUS B TPAKTHKY.
3akJ/I0YNTEe/IbHBIA pas/ies Kypca MOcBslleH Mpoduiak-
THKE HACJIEJICTBEHHBIX M BPOXKJICHHBIX OOJIE3HEH desloBeKa.
PaccmarpuBaiotesi reHeTHIeCKHe OCHOBBI 3-X YPOBHEH Mpo-
tunakrukd. [lepBuuHasi npoduiakTHKa BKJIIOYAET KOMII-
JIEKC MEPOTIPUSITHI U PEKOMEHJIALINIH, CBS3AHHBIX C yJIyullie-
HHEeM cpelibl OOMTaHUS W C MJaHHPOBAHHEM JETOPOXKICHHS
(NMpeKoHLEeNIMOHHAS MPO(MUIAKTHKA, MEIUKO-TeHETHIECKOe
KOHCYJITHPOBAHHE, T'€HETHUECKAasl KapTa PernpopyKTHBHOTO
310poBbst ). BropuuHas npodunakTika Bkouaet B cebs BeCh
KOMIIJIEKC METOJIOB TPEHATAIBHON IMATHOCTHKH ( CKPHHUPYIO-
1I1€e NPOrpaMMbl, HEHHBA3HUBHbIE H HHBA3UBHbIC METOJIbI UC-
CJIEIOBAHHMS, JIOTIOJIHEHHbIE aHAM30M TJIOHOIO MaTepHaJsia
LUTOr€HETUUECKUMU, MOJIEKYJISIPHBIMA W OMOXHMHUYECKUMH
MeTtoamu ). OCHOBO#H MpeHaTasbHOK IHarHOCTHKH, 110 CYTH,
SIBJIIETCS] UCKYCCTBEHHBIE BHYTPUYTPOOHbBIA OTOOP (3/MMH-
HaLMs) TUIOJIOB C TSXKEJBbIMH, HE MOIAIOUIMMUCS JIEUEHHIO
BPOXK/JIEHHBIMU TTIOPOKAMU PA3BUTHS, XPOMOCOMHBLIMH M T'€H-
HbIMH Gosie3HsAMU. TpeTuuHas npouIaKkTHKa HalpaBjieHa Ha
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NpeynpexKacHHe UIH KOPPEKLMIO TPOSIBICHHUS TAaTOJNOTHH,
00ycC/I0B/IeHHYI0 TeHOTHIIOM. [Iyist 3TuX Lesell 0OblYHO HC-
MOJIb3YIOTCS PA3/IHUHbIE BAPUAHTbI iedeHUsi. OcoGeHHO BaxK-
HOE 3HAUEHHE UMEET IOCUMIITOMATHYeCKasH (IOKIMHHIecKast )
JIUATHOCTHKA OoJie3Hel ¢ ro3aHeidl MaHudecTalyeil U MyJib-
TH(aKTOPHANBHBIX (9KOreHeTHueCcKux) GosiesHer. Jloruu-
HBbIM 3aBEPLIEHHEM 3TOTO pasjiesia AB/SeTCs 03HAKOMJIEHHE
C OCHOBAMH MPEIUKTUBHOH (MpPeacKa3aTeIbHON ) MEIUIUHDI,
B 3ajlaud KOTOPOH BXOAMT TECTHPOBAHHE aJlIEJLHOTO T10-
JIUMOP(HU3MA ¢ 1e/bI0 BbISIBJIECHHUS MOBBILIEHHOH UyBCTBHU-
TEJILHOCTH K TOMY WM HHOMY 3a00J1€BaHHIO, aJleKBAaTHAs
MHTEpIpeTalls MoJydeHHbIX Pe3yJ/bTaToB U pa3paboTka Ha
OCHOBAHHM TOJIyYEHHbIX TaHHBIX 9((PEKTUBHBIX CXEeM HHIH-
BUJlya/IbHON NPO(UIAKTHKY U JICUCHHUS.

TMPOrPAMMA KYPCA

(18 yacos, 11 cemecrp)

Beenenune.

[Ipenmet u 3amaun 3KoreHeTHKH uejoBeka. Kouuenty-
aJibHble OCHOBbI KoreHeTHKH uesioBeka (I bpiosp). Kpat-
Kasi HCTOPUS BOSHUKHOBEHUSI U PA3BUTHS YKOT€HETHKH Ye-
JoBeka. MeTtoauyeckie OCHOBbI MCC/AEIOBAHUKI B 00J1aCTH
9KOTEHETHKH uejioBeKa. B3auMooTHOlIeHUSs reHoMa 4esio-
BeKa M BHellHel cpefbl (0011re noJioxkeHust ). Meiuko-re-
HETHUECKHE W KJIMHUUECKHE MTPOGJIEMbI 9KOJIOTHH UeI0BeKa.
Menyko-61o/10rHuecKue MoCAe/ICTBUSA BJUSHUS OKpY»Ka-
[ollel cpejibl Ha HACJEICTBEHHOCTh vesioBeKa. CoBpeMeH-
Hble HaNpaBJeHUs UCC/EIOBAHHI B 9KOTEHETHKE UeJoBeKa
(tbapmakoreHeTHKa, hapMaKOreHOMHKA, TOKCUKOr€HETHKA,
TOKCHMKOM€HOMMKA, HyTPUTEHETHKA, HYTPUIEHOMUKA, Tepa-
TOJIOTHS, SKOJIOTHUECKAs PEMPOLyKTONOTHS ).

[eHOM uesioBeKa M BHeWIHsS cpeaa.

Kpatku#i 0630p MeTol0B M3yuyeHHsl reHoMa vesloBeKa.
OcHoBHbIE UTOTH MporpaMMbl «[eHoM uesioBeka». CTpyk-
TypHble U (PYHKIIMOHAbHBIE XaPAKTEPUCTHKH FeHOMa 4eJio-
Beka. CTpaTernueckue HarpaBJ/eHHs HCCJEI0BAHUI B «T1OT-
FeHOMHYIO Py ».

DK3oreHHble (OMOTHYECKHE W AOMOTHUYECKHUE) W IHJIO-
reHHble PaKTOPbl M UX POJib B MATOJOTHH YesoBeka. Omnpe-
JICJICHUs] U OCHOBHbIE KJacCH(UKAIIMM MyTareHoB, KaHIle-
POT€HOB, TepaToreHoB. BuisHue HOBBIX (haKTOPOB Cpelbl
Ha HACJEACTBEHHOCTb uesoBeka. MexaHU3Mbl MyTareHesa,
KaHLEPOreHe3a i TepaToreHe3a y uesoBeKa.

[eHHble, XPOMOCOMHbIE W TEHOMHbIE MYTallMH B CBETE
COBPEMEHHBIX TMPEJACTABACHUI 0 TeHOoMe uejoBeka. Posib
MYTalKil B THOJIOTMH U NATOreHe3e HauboJiee pacrnpocTpa-
HEHHbIX 60JIe3HEH ueJIoBeKa.

BpoxaeHHble U HaceaCTBEHHbIE O0JE€3HH Uel0OBEKa.

Onpenenenust U KaaccuUKALME BPOXKICHHBIX M Ha-
CJIeICTBEHHBIX O0JIE3HEH.

XpoMoCOMHbIe, TeHHble W MyJbTU(AKTOPHAJIbHbIE (0-
JIe3HH yesioBeKa. Bkiaa reHoma u BHEllIHeCPeIoBbIX (haKTo-
pOB B pa3BuUTHE O0JIe3HEH.

Bpoxaennble 1nopoku passuTHsl. lamerto-, 3m6pHO-
1 peronarun. Kpuruueckue neprojibl SMOpHOHAIBHOTO pas-
BUTHSA uesioBeka. BiusiHue hakTopoB cpelibl Ha BO3HUKHO-
BEHHE MOPOKOB PA3BUTHSI.

lenernueckuii rpys.

[ToHsiTHE, KPUTEPHH OLIEHKH H COCTABJISIOIIME TeHETHYEC-
KOT'0 Ipy3a B MOMyJISILIUAX YesioBeka. MyTallMOHHbIH, cerpera-
LIMOHHBIH, CyOCTUTYLIMOHHBIFA MeHeTHUeCKHH rpy3. Besnunna
resetndeckoro rpysa B Cankr-IlerepOypre u B Poccuu.

[eHeTHuecKUil MOHUTOPUHT (OMpeaeaeHre, MPUHLHUIbI).
MeTtoanueckue MoAXoabl K yUeTy BPOXKIAECHHBIX U HACJE/IC-
TBEHHbIX OoJieaHel yesoBeka. [Ipo6semMbl reHeTHyeckoro
MOHHUTOPHHTA.

JuarHoctuka u sieueHue BpOXKIEHHbIX U HAC/I€ICTBEH-
HbIX O0Jie3Hell uejgoBeKa.

[Ipeamer W 3a1aun KIMHUUECKOH TeHETHKH. [IpuHIMITBI
JIHATHOCTHKH XPOMOCOMHBIX H MOHOT'€HHBIX 00JI€3HEH.

[eHetuueckue uccseoBaHus B oHKoJoruu. OHKorema-
ToJiorusi. OCHOBHbIE METOJIbl AMATHOCTHKM U MOHHTOPHUHTA
OHKOJIOTHYECKHX O0JIe3HEeH.

CoBpeMeHHbIE MOJXO/IbI K JIEUECHUIO HACJEICTBEHHBIX 60~
seanedt. [IpuHuunsl renorepanuu. [1penmyuiectsa v Heso-
CTaTKM JICUEHHS C MOMOLIBIO CTBOJIOBBIX KJIETOK.

IMpodunakTika BpOXKIAEHHBIX U HACJAEACTBEHHBIX 00-
Je3Hen.

[eHeTnueckue OCHOBBI MPOMUIAKTHKH. [IpekoHientu-
OHHas npoduaktika. [IpenaranbHas auarHoctuka (onpe-
JieJIeHUe, METOJIbI ).

[eHoM uesioBeka W MoJeKyasipHas MeauiidHa. bBuoxu-
MHUECKash MHAMBUIyaJbHOCTb UYeJOBEKA M TeHEeTHUeCKHH
(buHrepnpuHT. MexaHuambl GHOTpaHCHOPMALIMH KCEHOOH -
OTHKOB U T€Hbl CUCTEMbI IE€TOKCUKALMH. [€HHbIE CETH U Ha-
CJIeJICTBEHHAS TIPEAPACIIOIOKEHHOCTD K HEKOTOPBIM YaCThIM
MYJIETH(AKTOPUABHBIM W OHKOJOTHUECKUM OOJIE3HSIM.

[TpenukruBHas meauiuHa (npeamer v 3aaauu). Jlocum-
nroMaTHiyeckoe (JoKJMHUUecKoe) TectupoBanue. [Ipeumy-
11IeCTBA U HEJOCTATKH TEHETHUECKOTO TeCTUPOBaHUs. [eHe-
TUUECKUI MACTIOPT U CrEHANU3UPOBAHHbBIE «EHETHUECKHE
KapThbl 310POBbSI».

Pa6ora mnomnepxkana rpantom «Benmyuiye HayuHble
wkosbl» HI-7623.2006.4
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Enviromental factors and human heredity

T.V. Kuznetzova

% SUMMARY: Current state of knowledge in human genome and
environmental factors are rewied. Classifications of human in-
herited and inborn disorders are surveyed, and the methods of
their detection are outlined. Main attention is paid to ecogenetic
(multifactorial) diseases and to predictive trends in modern med-
ical genetics.

% KEY WORDS: human genome, environmental factors, inherited
diseases, congenital defects, genetic testing, prenatal diagnosis,
predictive medicine
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