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HWW akywepctBa M rMHCKOIOTHK
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AKONOTUYECKASA TEHETUKA,
PENPOAYKTUBHOE 3JOPOBbLE
U NPEAUKTUBHAA MEAULNHA

M OXONoTUYeCKoH [eHETHKE eioBeka
NMPHHALIEKHT BUKHAS POJlb B COXPAHEHHK
PENpPOLYKTHERON ¥10posbA. B peuienmn
3TOH CI0XKHOH TP0O.1eEMB] PEIIAOILEE Me-
CTO OTBOANWTCH OXpaHe penpo;YKTHBHOH
(DYHKUAH XKeHIMHbI-MATEPH, N0BPEXIal0-
ce NEHCTBHE BHELEHEH CPEAb Ha raMeTsl
KOTODO¥ BOZMOMHO HA NPOTAIKCHHK He-
CKOABKHX MOKOJeHHH, DdubeKTHBHAS NPO-
raaxTHKA HacNe CTBEHHLIX Gonesned,
BPOMKUEHHBIX MOPOKOB H JOCHMITTOMATH-
4eCcKAA JHATHOCTHKA Hanfonee 9acThbIX
32601eBAHHE MOXeT ObITh JOCTHIHYTA C
NOMOIIBIO IPEIMKTHEHONH MENHUNHBI, Me-
TOAMYECKYI0 OCHOBY KOTOPD# COCTABIAET
TeCTHpOBaHHE NOTHMOPHH3IMOB Telloa
«MPeIPACNOJOKEHHOCTH> H, MPEeXK e BCE-
r0, FeHOB CHCTEMB IeTOKCHKAUMK, Paspa-
OOTaHMbIE B HACTOSMIEE BPEMA METOIbI
JHK-2H2M33 NO3BOAAIT YAKe CeroIHns
CAenaTh TAKHE HCCAET0BAHHA MACCOBLIMH,
TO eCThb MepeBecTH TeCTHPORAHHE HA YPO-
BEHb MOMY.IALHOHHOIG CKputara. 1pedy-
KTCA, OJHAKO, NaNbHeHIHE HCCIeT0BAHNNA
JUIA OLeHKH NPEIHKTHBHOR LeHHOCTH reHe-
THYeCKHX TecToB. Cepre3HblM npensT-
CTBHEM K HX LUMPOKOMY BHCAPCHUIG ABIR-
€TCA OTCYTCTBHE COOTBETCTBYHMIEH HOpU-
JIHYeCKOH H NpaBoBOH 6a3bl, OTCYTCTBHE
TOTOBHOCTH COBPeMeHHOH MelHLHIbI K
NepeopHEHTALHHA B CTOPOHY OXPaHbl 310-
POBLA 3I0POBOTO YeJIOBEKA, TakHe uccne-
JOBAHMA, A TAKKe BHeApeHue B paboTy
POROBCNOMOTATEIBHLIX YUPesKNeHu# «reHe-
THYIECKOH KADPTH PENpOIYKTHBHOTO 310p0-
BbA», DYIYT CNOCODCTBOBATE COXPAHEHHID
PCMPOOYKTHBHOTO 310P0OBbA HACEICHHA
Poccnu 1 norsicAT HdPpekTHBHOCTD NPO-
(PUTAKTHKH HACEECTBEHHBIX H BPOXKICH-
RbDx 3a001eBaHWIA.

B KmoyeBnie CNOBA: 3KO10THYCCKAS
FEHETHKA; PENPOAYKTMBHOE 3i10pOBbE;
npeauKTHBHAA MEIULHHA, TeHEeTHYECKCe
TCCTHPOBANHHKE, ICHLI NpCaApPacnoOMoXEil-
HOCTH

BeegpeHune

Ha (hoHe CyuiecTBeHHOrO MajeHUs POXIAEMOCTH M HEN3GEXKHO
HaABMTAKLLETOCH AeMorpatuucckoro aedonTta B Hale cTpaHe oco-
BeHHO DOMbILOC 3HAYEHHUE NPUOOPETAIOT POXAECHHUC NOSTHOUEHHOrO
3[10POBOrO MOTOMCTBA M COXPAHEHME PEMPOIYKTHBHOTO 310POBbS
Hacenexunst Poccuu [1, 2]. TTociiensee, KCTaTi, Hepeako paccMaTpu-
BaeTca Kak Haubonee 4yBCTBUTENBHbIK 1OKA3aTENb MOBPEXIAIOLLETO
JeUCTBUS OKpYXaloillel cpeabl Ha opraHuiM denoseka [3]. K coxa-
NeHUIO, CYLIECTBYIOUINE CTATUCTUYECKHE QAHHBIC CBHACTEIbCTBYIOT
0 BECHM2 TPEBOXHOM COCTOSIHUM PENPOAYVKTUBHOTO 3X0POBbE Hace-
acHusa Poccuu B HacTodilee BpEMS M O HAaNMYUK 3HAYUTETLHOIO
rpy3a 1ebnaronpuAaTHEIX MYTALUNH Y KUTeNel Halleil cTpaHsl.

CornacHo ohnuMaTbHON cTaTHCTHKE B Poccniickoit Denepaumu
Ha KAXAYK TLICAYY HOBOPOXIAEHHBIX MpUXoauTea SO neteit ¢ spox-
AeHHBIMU M HAcJCACTBEHHBIMH 3200 esatuavu. [1py 3ToM nepuna-
TaJlbHAs MATOJIOTUS PErUCTpUpyeTcs y 39% neteii B HEOHATANbHOM
nepuoae H OCTAETCS OCHOBHOM NMPUYHHOMN MAAAEHYECKON CMEPTHO-
cti (13,3 na 1000) [4]. Ecan K oTOMY 100aBUTh, 4TO noutu 15%
BCCX CYMPYKECKMX 6ecnaoans, a 20% perucTpupyeMsix HepeMeHHO-
CTeH 3aKaHYMBAETCA CMOHTAHHBLIMHU aDOPTAaMM, TO KapTHHA penpo-
AYKTHBHOTO 310pOBbS HaceaeHuss Poccuy BbICIAANT yapyyaoule.

SKonorusa, reHoOM 1 perpoayKTUBHOE 300POBbe

Ixonocuneckan 2enemuxa He108exa — HaydHas AUCUMILIMHA, M3Y-
yaloulas BNUSIHHUE 3KOJ0rU4YeCKKX (haKTOPOB WM CPeabl 0OUTalUs Ha
HACJIeCTBEHHOCTb W 300POBbe Yenobeka [5). PenmpouaykTtuBHOE 300po-
BbE “EJI0BEKA, PABHO KaK M Pa3BUTHE BCEIO OPraHW3Ma, ero CUCTEM H
OopraHoB (POpMUPYETCS Kak Pe3yNLTaT MOCTOSIHHOO B3aMMOIEeNCTBHA
reHOMa 4eJOBeK4a, TO eCTh Habopa BCEX ero reHoB ¢ MOCTOSHHO MEHS -
omumMues HakTopaMu oKpyxaioller cpeant. Npu 3ToM HapylueHus
PEMPOAYKUMH, BKIIIOYAA DECTUIONNE, POXKACHUE AETEN ¢ BPOXIEHHbI-
MW M HaCIeACTBEHHBIMM NOPOKAMM, 2 TaKXKe 3a60J1eBAHMUS NOCTHA-
TaJ1bHOTO TePUOAa MOTYT BbITb KaK CACACTBUEM YXKE CYLUECTBYIOILHX
owubOK B reHOMC (MYTallMK), TaK U Pe3YILTATOM MOBPEXKIAIOLIErO
OCHACTBUA Ha OPTaHUW3M Pa3fWYHBLIX HEOMArONMPUATHRIX DKOJIOTUYEC-
KMX (haKTOpPOB Ha pasHblX CTAAMAX OHTOreHesa [6].

B nacrosiniee BpeMs XOPOLUO M3BECTHO, YTO HAPSAY ¢ MO3IOM,
SHIOKPUHHOW W MMMYHHOW CUCTEMAMHM MOJIHONEHIIOE PAa3BUTHC M
GYHKUMHM peNpOAYKTHBIHON CUCTEMDBI 4enoBeKa TpeGyeT rapMoHMY-
HOA ¥ 30QeKTUBHONH paBoTbl MHOTMX THICAY E€HOB, HOpPMajbHAas
AKTHUBIOCTL KOTOPBIX BO3MOXHA TOJALKO MIPY HANWYMK 61aronpuaT-
HBIX YCNOBUHM BHEIIHER Cpeibl. 3auathe, BHYTPUYTPOOHOE pa3BUTHE
nnota, 0EpeMEeHHOCTh U POALI, ABASKTCH TEMMH COOBLITUAMU B OHTO-
[EHE3€ YE10BEKA, KOTIA eCTCCTBEHHBIM NYTEM UCMbITHIBAITCS Kaue-
CTBa 1€ TOJLKO T€HOMOB POAMTENEH M NNOJa, HO aBTOMAaTHYECKU
TECTUPYIOTCSI YCIOBUs BHEIIHEN CPeabl, cnOoCOGCTBYIOUIME WIM Ha-
000POT, MPENATCTBYIOLINE 3TUM MPOLIECCAM.

BaxxHO 0OpaTUTh BHUMAaHUE Ha 0COG0E, UEHTPAILHOE MECTO XKetl-
LUMHBI B IpoHeccax penpoaykivu. eno B TOM, YTO B OTIHYME OT
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MY)XCKUX FaMeT, BO3ZHMKAIOIIMX B IIPOLECCE Crep-
MATOrMEHE3a K [TOCTOSTHHO OBHOBISIOIUMXCH Ha LIPO-
TAXEIMHU BCEH XM3HU MYKYMHDBI, XXEHCKME rdame-
Thl, SAUEKIIETKH, 3aKNaNbIBAIOTCA €LIE BO BHYTPH-
yrpoBGHOM Nepuoie, Koria He TOABKO BO3HMKAIOT
NEpPBHYHbIE 1IOJIOBbIE KICTKH, HO M TNPOHCX0AAT
KapArHanbHbie COOLITHSI B OOTEHE3E, CBA3AHHLIE C
npoueccaMu Meiosa. Yxe ¢ 3-ro Mecsina HepeMeH-
HOCTH OOLMTbI, HAXQASILIUCCS B 3a4aTKax NepBHY -
HbIX FOHAl, NPEeKpalanT ACIUTLC], OKPYXKalTCs
(POUSTMKYASIPHLIMU KNETKAMW W BCTYNAKT B Npo-
dazy Mcho3a, KOTopasi NPONOAXKAETCA NMOYTH 10
koHUa GepemenyocTu [7]. TIpH poxiacHMM OHM
HAXOASATCHA B COCTOSIHUM NOKOS (AMKTHUOTEHbI) W
BO30OHOBMSIIOT MENO3 TONBKO B [ICPHOI NOJOBOTO
CO3peBaHUA. 3aBepLIEHUE MEHO3a MPOUCXOAMT ITOC-
Ne OINNOIOTBOPEHHS, NIPUYEM KadecTBo M 3PdeK-
THBHOCTb HAYaIbHbBIX CTAOUN PA3BUTUS 3apOAbILIA
LEJUKOM ONpeneiseTcss OCOOEHHOCTAMH rcHOMaA
AMICKIETKH Ha NPEeALECTBYIOLUUX CTAAUAX ee pa3-
BUTHSI.

MBI €TO1L TOAPOOHO OCTAHABAMBAEMCS HAa 3THUX
0COBEHHOCTAX NPO3MOPHOHANLHOrO NMepuoaa, 4YTo-
Ob! NOAYEPKHYTL TOT YAMBUTENLHBIN, HO, K COXa-
NeHHUK, 4acTO MUTHOPHPYeMbIK (DAKT, UTO Kaxuaas
ANLEKTeTKA — €€ CTAHOBMEHUE, pa3BUTHE — HBAS-
€TCS BaKHBIM CBSI3YKILUMM 3BEHOM TPEX NOC/1E€10-~
BaTEJbHbIX MOKOJIEHUN:

* Babywiky, B yTpoOe KOTOPON pa3BMBAETCH
[1J104 KEHCKOro 1Moja M, COOTBETCTBEHHO, B Opra-
HM3ME KOTOPOTO IIPOUCXOASIT BAXHBIE HAYa1bHbBIE
3TArbl MENO3Q,

®  MATEPH, ¥ KOTOPOH CO3PCBAOT H OBYJINPYIOT
SIMUEKNETKM;

* 1 HaKoOHECL, HOBOIQ OpraHK3Ma, BO3HUKAO-
1M MOCITe OILIOA0TBOPEN NS TAKOH AMNEK1eTKH [8].

Takum 06pa3oM, B OTIHUHUE OT MYXKYKMH, [4¢ BECh
NMPOLECC CO3PCBAHUSL CIEPMATO30MAOB, BXIKOYAS
MCHO3 AMUTCS 4YTb ©0jce 2-X MECSUEB, 4 CEJIEK-
LUF reHEeTHYECKH HETIONHOUEHHbIX TAMET BEChMA
3QDEKTUBEIA, XKEHCKHUE MOJ0BBIE KiIE€TKH YYBCTBU-
TE€NbHbl K BHEIIHWM BO3ACHCTBUAM Ha NPOTAXE-
HHUHK HECKOJIbKMX NECSTUICTUHI, NPHUYEM PELUAKDLINAE
NpoUeCcCHl UX CO3PEBAHUSI MPOUCXOAST €LE BO Bpe-
M$S BHYTpUYTpODBHOTro pa3sutus. boace Toro, B OT-
JMYHUE OT MYXKCKHX TaMeT, Ce/JeKUUs IMeHEeTHUIECKH
HEMOSIHOUEHHBIX TaMeT y XEHLUIMH B 3HAYUTENb-
HOH CTENEHK NMPOMCXOAUT YXKE NOCAE OTIIOROTBO-
PeHMs, a NoJasasiollee 6oNbWHHCTBO (Boace 90%)
3apoAbillieil ¢ XpOMOCOMHBIMA M TEHHBIMM MyTa-
UMAMU OTMMUpPAET N0 WAM BO BpeMsl UMIUIAHTAIIMU
[9] — caedosamensvro, ocHosrbie ycuaus no npopu-
AAKMUKE HACALOCMBEHHOU U 8PONCOCHHOU NAMOA0-
2UU, 8 MOM HUCAe U UHOYKUPOBANHOU Hebaazonpusm-
Holmy haxmopamu erewneil cpedsi, 0oaxcHbt Gblmb

HANpAasAeHbt UMEHHO HA MeeHCKuid opeanusm. Ecte-
CTBEIIHO, DTO HE 03HAYaeT UTHOPUPOBAHMSA BINA-
1M 3K30TEHHBIX M TeHEeTHYeCKMX (hakTopos Ha
PENPOAYKTHBHOE 310POBLE MYXKYMH, OaHaKo Gna-
ronaps eCTeCTBEHHBIM DMOI0TMYECKHM O0CODEHHO-
CTAM CO3PEBalHA M CEIEeKUMU MYXKCKHUX FaMeT, a
TaK>Ke pa3paboTKaM HOBbLIX BCMIOMOTATENbHbIX Per-
POLYKTHBHBIX TEXHOJIOTUH, NPOMHMAAKTHKA HADY-
LWIEHUA PENPOAYKUHN ¥ MYXUYWH B 3HAUYMTEIbHOMN
MCpe YMPOLLACTCH.

FeHeTUYEeCcKue OCHOBbI
npodUNaKTUKN HaCNeacTBEHHbIX
U BpOXAEHHbIX GonesHen

CornacHo KNacCHYECKHM NIPEACTABNEHUAM Me-
JULHHCKON MEHETUKU Pa3HyaloT HECKONLKO TTOC-
JICA0BaTCAbHbLIX YPOBHEN npoduiakTuku [3, 6]:

o [lepeuunas npoguiaxkmuka HampamieHa Ha
npeaynpexieHHe poxieHUss OoJibHOTO pebeHKa.
OHa BKJIIOYAET KOMIUIEKC MEPONPUSITUH M DEKO-
MEHAALIWN, CBA3AHHDIX C TIJIAHUPOBAHUEM AETOPOX-
AeNus (MpPeKOHLENUMOHHAA NPODUNAKTHKA, MEINU-
KO-FEHETUHECKOE KOHCYIbTUPOBAHME, FEHETHUYEC-
Kasl KapTa penpoayKTHBHOIO 3A0POBLS {CM. HHXE).

e Bmopuunas npogurakmuika BKIIOYAeT B cebs
BEChb KOMIUIEKC CKPMHHUPYIOLLINX ITPOrpaMM, MHBA-
3WBHBIX M HEHHBA3MBHLIX METOAOB HCCNEAOBAHUS,
AONCAHEHHbIX CNTEUHATBHBIMM 1ab0paTOPHBIMU aHa-
JIM33MHU TUIOAHOTO MaTeprana, HIMTOTEHETHYECKNMH,
MONCKYJISIPHBIMM 1 OMOXUMHUUECKUMHU METOHAMM HC-
CJ1€110BAHUA C LENMbIO NPEIyNPEeXKASHUS POXKIEHUS
aeTelt ¢ TAXENbIMH XPOMOCOMHBIMH, FEHHBIMH M
BPOXAEHHBIMW NOPOKaMK pa3BUTHA. ClesoBareib-
HO, MO CYTH, BTOpUYHAs NPOPHUNAKTHKA OXBaTbiBa-
eT BCIO MPCHATANBHYIO JHATHOCTUKY.

¢ U wnakoHen, Tperuy ypoBeHb (mpemuvnas
npoghuraxmuxa) Xacaetcsl, B ACHCTBUTEILHOCTH,
pPasMyHLIX MOAXOROB ¥ METONOR KOPPEKIIMK MPO-
SABJIEHUHN YXe COCTOMBIIMXCS MATONOTHYECKMX PO~
HECCOB (FeHOTUNOB) M BKJIIOUAET PA3IUUHbIE Ba-
pHaNTbl HOPMOKOMHMPOBAHUS (IMETA AMLLIEHHAS
(QeHWTaNaHMHA [ NpeaynpeXiIeHNM NopakeHHN
M03ra y B0NbHBIX PEeHHNKETOHYDHEN, T€YCHUE CO-
OTBETCTBYION(MMHY (EpMEHTHBIMM NpenapataMu
0071b1ibIX AUA0ETOM W HACJeCTBEHHBIMU 00/1e3HA -
MW HAKOMNEHMsT K Ap.).

BaxHas ponb B NMPOQMIAKTHKE HACICACTBEH-
HOH M BPOXIEHHOMW NAaTONOTUM, B COXPAHEHUH 300-
POBbA U PEMPOAYKTUBHOM (DYHKIIMU NPUHALTEKHT
[PEANKTUBHON (NpeacKasaTesibHOW) MenuuuHe 10,
11]. Oua npeacrarisier coboi ONHO U3 HampasJe-
HUA MOJIEKYASPHON MEIHIIMHLI, OCHOBAHHOE Ha
pe3ynbTaTax U MeToAaxX pacllUuPPOBKH reHoMa 4e-
NOBEK4, KOTOPhI€ NO3IBOISIIOT BHIABALTH JIIOAEH ¢
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NOBLILIEHHON YYBCTBUTEIILHOCTHIO K TOMY WIH HITOMY
3abOJIEBAHUIO €11 B TOCUMITTOMATUUECK WA NEPUON,
AEKBATHO WHTEPNPETUPORATD MOAYUEHHbIE pe3yib-
TaThl ¥ pa3pabaThIBaTh HA OCHOBAHHMU TIQJIYYEHHBIX
NaHHBIX 3(hQEKTUBHBIE CXeMbl MHIWBUAYAIBHOMN
NpOMIIaKTHKY U IeYCHUS. OCHOGHAR Ueb npedux -
IMUBHOU MeOulunbl Ha COBPEMEHHOM 3mane — Ha-
VHUMDb HEAOBEKA HCUMb 8 CAPMOHIL CO CROUMU 2eHAMU
f12].

H3BecTHO, YTO MPAKTUYECKH BCC TeHbI YeI0Be-
Ka MMCIOT B CBO€H CTPYKTYpe MOJEKYNSPHbLIE OT-
TMYUA (NOTUMOPGUIMBI), IPHUBOASALLNE K CUHHTC3Y
0e/IKOB C HECKOIbKO U3MEHEHHBIMH CTPYKTYPHDI-
MM W QYHKUMOHANIbHBIMU XapaKTePUCTUKAMH, Te-
CcTHpoBaHWEe (YHKUMOHAIbIbIX ROJIUMOD(HUIMOB
Pa3IMYHBIX TEHOB 4€JIOBEKA, COCTABIAIOLIMX 2€H-
KYI0 cemb TOTO WAM MHOTO MYJIbTU(AKTOPHOrO 3a-
6oneBaHus (hOpPMUPYET MOJIEKYISPHYIO OCHOBY
NpeAMKTUBHON MeanUMHbl. Kaxanlll yenosek re-
HETHYECKHM HEMOBTOPHM M, COOTBETCTBEHHO, [UIA
KaXIOTO 4€J0BEKa XapaKTeEpPeH CBOIN YHMKAIbHBIN
bHoOXuMUYECKHH TOpTpeT. UMEHHO €ro 0COoDeHHO-
CTH NPefoNpeacasiioT BPOXASHHYIO NPEAPacnono-
KEHHOCTDb YENOBEKa K TEM WM MHbIM 3a00.1€BaHU-
aM. TecTupys nonuMopgu3Mbl TeHOB, BHISICHSASA
CHABRBIE WIH ¢1albble 3BEHbA CBOETO I€HOMAa, Mbl
MOXEM Y3HATh KaKasl MaTOJOTMSA M C KaKOH Bepo-
SATHOCTHIO OXHAAET KAX/A0TO M3 HAC B OyaylueM.
BaxxHo, onHaKo0, NOAYEPKHYTh, YTO FEHETHYECKOE
TECTUPOBAHMUE JAeT BO3MOXHOCTb TONBKO BbIIBUTH
HMEIOILHECA B TeHOMe TEHASHLIMH K Pa3BUTHIO Oy-
Oyuirx 6one3Hen, MOBHILEHHYIO YYBCTBUTEILHOCTD
YeJ0BEeKA K TEM WJIM MHbIM 3a00j1€BaHMSIM, HO HE
CTaBUT OXOHYATENAbHBIH OMarHo3. TeM He mexee,
3TOH NMHPOPMALKMU NOCTATOYHO, YTOOb], HCXOOI M3
COBPEMEHHOTO BpauebHOro OMLITa, HAMETHUTh NYTH
NPOPUIAKTUKH MHOTUX TSXKENBIX MYTETH(hAKTOPHU-
anbHBIX 3a0oneBaHuii, B TOM yuncie U 3abonepa-
HHH, CBA3aHHBIX C HAPYLUEHHUSIMHU PENPOAYKTUBHOM
OYHKUMK W NPUBOSILIMX K HapyHIEHUSIM Pa3BU-
THA IUTOZRA.

leHbl NpeapacnoNoXeHHOCTH

IToa reHamMu NpeApacnoNoOXeHHOCTH B NPEIHK-
TUBHOM MEIMLHNHE HOHUMAION MYMOHMHUE 2eHbl
(annean), cosmecmumste ¢ anme- U NOCHHAMAALHbIM
DazsumueMm Hea06exd, Ho npusoodaue ¢ Hebaazonpu-
AMHBIX YCAOBUAX K pasauunbim 3abosesanusm [10].
EcTecTBeHHO, 4TO 1A KaXnoro 3adoseBaHus xa-
pakTepen CBOM Halop TaxuX ajuiesieH, CBOsI «TeH-
Hasi ceTh» [12]. BMecTe C TeM, yKe CEeroaHsa MOXHO
BbIICJTUTH HECKOJTBKO JOCTATOUHO «YHHBEPCAJILHBIX»
IPYII F€HOB NNPEAPACTIONOXEHHOCTH, Y4aCTBYIOLIMX
B I€HE3€ WM. NPOBOLUPYIONIMX PA3BUTUE MHOTHX

TsKenbiX 3a00neBaHUA. TaKOBBIMM SIBASIOTCS FeHb
CHCTeMbI JeTOKCHKAIHH (MeTabonuaMma) (1), reHul-
peuenTopbl (2); reHbl-«TpUITepbl» (3), NPORYKTHI
KOTOPHIX MIPAKOT poslb MeTadOsMUYCCKUX LIYHTOB
Cpa3y B HECKOJIBKMX KIIOUEBBIX OMOXHMUYECCKUX
peaxuusix (Hanpumep, GepmMenT aurunpodoaatpe-
IVKT434, MIrpaeT BaXHYI0 pojib B NPOLECCaX CHHTE-
34 HYKJEOTUIOB U aMUHOKHUCAOT).

Hau6onee nonHO B HACTOSIIEE BPEMS U3YUYeHbBI
reHbl CUCTEMBl JEeTOKCHKaunK. Mcenenosanue no-
JUMOP(PU3IMOB 3THX T€ISOB K MX ACCOLMALINM C pa3-
JIMYHBIMH 3aB0JIEBAHUSAMHK OLLMM HAYATHl B HAILEH
nadopartopuu ewe B 1995 rony. ITepseiM 3aboneBa-
HUEM, JUISI KOTOPOTro DbLId YCTAHOBIEHA HECAyJai -
Hasl acCoLMalUA NOIUMOPPHUIMOB ITUX FEHOB, TOY -
HeE TeHOB 2-# (ha3bl AETOKCHKAUMH (T€HBI FMIOTA-
THOH-TpaHctepadsl M- u N-auetuntpaHcdepasb)
Ob1n aHpoMeTpro3 [13]. Jansueliune uccnenosa-
HHS J0Ka3aln, YTO (PyHKUMOHAABHO HENOJIHOLEH -
HbI€ BAPMAHTBI F€HOB META0OM3IMa HIPaloT BaX-
HYK) POJb B IATOTEHE3e NPUBBIYHOW HEeBBIHALLIW-
BaeMOCTM [14], naaueHTapHON HEIOCTATOYHOCTH,
a’neHOMMUO3a M faxe recto3oB [135]. OcobeHHO ybe-
JUTeNbHbIE JaHHBIE B OTHOLEHUNW NMOAMMODPQPHBIX
BAPUAHTOB 3THX TeHOB ObUIM NOAYYEHbI M 11185 Ta-
KOro 4acToro 3ados1eBaHMA JETCKOTO BO3pacTa Kak
aronuyeckas GpoHxuanbsHas actMa [16]. Tectupo-
B4HUE NONMMOPGUIMOB 3THX FEHOB B CEMBSIX Bbl-
COKOTO piHcKa NO3BOJSET C BLICOKOW BEPOSTHOC-
TBLIO NMPOBECTU AOCHMNATOMATUUECKYIO OHATHOCTH-
KY OPOHXMaNbHOM aCcTMbl H CBOCBPEMEHHO HA4aTb
€e MPpOoMIIaAKTHKY.

AHanM3 MOJYYEeHHbIX AaHHBIX M 000CLIEHHbIA
OIbIT paboTLl AabopaTopUM ApeHATATLHOW IMar-
Hoctik HYUHM AT um. J1.O. Otta PAMH noasonwi
¢hHOpPMYINPOBATL KOHLIEMLKIO NPODUNAKTHKH 3d-~
DoneraHUM, HapyWalOIUWX peNPONYKTHUBHYIO QyH-
KUUK XEHWHMH (3HAOMETPHO3, AIeHOMUO03), Hepel -
KO OC/10XHSIIOWHMX DepeMeHHOCTb (MPUBBIYHOE HE-
BhlHAalWUMBaHWE, XPOHUUECKAs [JIALEHTAPHAS
HEAOCTATOYHOCTh, YIPOXAKUIMNA PAHHUA BbIKH-
ObIll, TECTO3bl), IPUBOASLIMX K TAXEIbIM HapyLue-
HHSIM BHYTPUYTPOOHOIO pa3BMTHs Iuiona (Xpomo-
coMmuble Oonesun, I3HT), nubo peanusyonmxcs
B BUJE TSDKE/bIX reHHbIX OONE3HEW B MOCTHATANb-
HoM nepuoae. [lpakTnyecknM 3aBepleHHeM 3TOM
KOHLENLUKWH ABMJIACh pa3paboTka «IreHeTHYEeCKON
KapThl PernponyKTHBHOIO 300pOBbs» [4, 12], cym-
MHUPYIOLLEH Pe3V/IbTaThl KOMIUICKCHOTO MOJ1EKYJISIP-
HOTO U UMTOTEHETUYECKOTO OOCNeI0BaHUS CYMpY-
KECKMX Map, TUIAHMPYIOWMX pedeHKa WM CaMHX
KEHIUWH Ha pAHHUX CpOKax GepeMeHHOCTH. AHa-
JIU3 KapUOTUINOB OOOMX CYNPYroB, TECTHPOBAHUE
[€TEPO3HUTOTHOIO HOCHTENbCTBA HaWboJee YacThiX
MYTaLMWi, MPUBOMSIUMX K TSAXEIBIM HACJIEACTBEH-
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HbIM 32001¢BaHMAM (MYKOBMCUMAO3, TEMOMHINA,
muoaucTpodua JwoluenHa, peHUNKeTOHYPUS U
Jp.), OOMOAHEHNDLIA pe3ylbTaTamMu UCCIeNOBAHUS
HACNEeACTBEHHOH NTPEAPACIIONOXEHHOCTH, A0KEH,
no Hauemy yoexaeHH1o, crocoOCTBOBAThL MOBbILLE-
HUIO YPOBHA PEfpPOAYKTUBHOLO 310DOBbLS U TIPO-
(PUNAKTUKE TAXENBIX BPOXAEHHBIX M HACJIC/ICTREH -
HbIx Oone3HeN y nnoja.

JKonoruvecKkue acnekrbl
npeAUKTUBHON MeguuUHbI

B nenom HebGiaaronpusiTHas 3koioruueckasd 06-
CTAHOBKA BO MHOTHX PEIMOHAX CTPaHbl, HEYAOBNET-
BOPUTCALHOE MMTAHWE, HU3KOC KAYeCTBO MUTHEBOU
BOIbI, 3aTPA3HCHHUC aTMOChEPb! ABIAIOTCA TeM He-
GNaronpUATHLIM (DOHOM, Ha KOTOPOM OTMeYaeTcsl
CHMXEHUE KAYeCTBO XN3HH, HapylLleHHe PerponyK-
TUBHOTO 3I0POBbSt U POCT AHTEHATANBHBIX NOTEPL U
nocTHaTaabloW matonoruu [4]. Bece otH nemorpa-
(buyecKue noKaszaTe M NONYUSHbl PH aHAU3E MO~
OyIALIMOHHBIX BbIOOPOK HACEJNIEHHST PA3IMYHBIX Pe-
r4onRoB cTpaHbl. OAHAKO OHM HE YYHTHIBAKOT TeTe-
POrEHHOCTL FE€HETHUECKOTO COCTAaBd W3YYEHHBIX
rpvnn HaceneHust {17]. Takue MccnenosaHust oo
HACTOSIILEr0 BPEMEHHM MPOBOAATCA ©e3 yyera yHU-
KaTbHBIX 3TRMYECKMX U MHANBHUAYATbHBIX 0COOCH-
HOCTEH r€HOMAa, BO MHOTOM OMNpeNesisiionX Nony-
JSILIMOHHDBIE 1 HHAMBMAYANbHKLIC PA3NHYKs YYBCTBH-
TEJLHOCTH K ACHCTBHIO HEOMaronpuATHLIX (PaKTOpOB
BHELWIHEH cpenbl. Mexyty TeM, ONBIT NPeINKTHURIION
MEMIMHEI YOeANTENbHO CBHAETENBLCTBYET O TOM, HTO
MHAKBHAYANbHAS YYBCTBUTENLHOCTD MOXKET BAPbH-
poBaTh B OYE€HbL WHPOKKUX mpeacnax. Kak moxasbi-
BAKT UCCAEI0BaHNS NO dapMakoTelieTHKE, OJMH U
TOT XK€ JEKAPCTBEHHbIN [1PENapaT B OAHON M TOH Xe
103MPOBKE MOXeT 061a1aTh 1eyeOHbIM 3O PexToM
Y OJTHUX MALMEHTOR, ObITh BIIOMHE MPUTOAHBIM 4TSI
JEYEHHST Y OPYIMX M [PU 3TOM OKa3blBaTh BbIpa-
XEHHBI TOKCHYeCKMH 3(dekT y TpeTbux. Takue
KoneGaHUs HOPMBI peaklliH, KaK ceiyac N3BECTHO,
ONpesensaoTes MHOrMMHY $akToOpaMH, HO B [EPBYIO
oyepenb 3aBHCAT OT CKOPOCTH MeTaboNu3Ma npena-
paTa ¥ BpeMelM ero BblBEAEHNS U3 OpraHu3ma. Te-
CTUPOBAHNE COOTBETCTBYIOLMX TEHOB METabOo1K3Ma
NO3BOJSIET 3apaHee BBIABMTD JIOACH MOBBILIEHHOU
W MOHMXKEHHOH YYBCTBHUTEABHOCTH HE TONBKO K
onpeneaeHHbIM EKAPCTBAM, HO M K PA3/idyHbIM
NOBPEXNAILUM (aKTOpaM BHCLIHEH Cpeabl, B TOM
4yMcae, K NPOMBILIIEHHLIM 3arPA3HEHNUAM, CEbC-
KOXO38HCTBEHHBIM IaM U APYrMM DKCTPEMATLHDLIM
JUIS YEJIOBEKA IKON0TUYeckuM dakropam [18].

[IInpokoe BHeApeHHE TEHETUYECKOrO TECTHPO-
BaHMs1 B 001acTh NPOGUNAKTHYCCKON MEIULMHBI
HeusbexHo. OaHAKO YXe CeTodHsS OHO nopoxnaer

pal cepbe3HbIX Mpobneu. [1pexae Bcero, nposeneHue
NOMYJISILIMOHHBIX MCCAEA0BAHUY 110 HACEACTEBEHHOM
NPeapacnooKeHHOCTH TpeOyeT BHEAPCHUS HOBbBIX
TEXHONOTHI, MTO3BOAKIOLINX NMPOBOANTD LIMPOKOMAC-
witabHble reHeTudeckue aHanuasl. B Hactosee Bpe-
M# JUIS DTHX LESICH CO3M4I0TCH, a B PSIAC CHYYaeB yxKe
CO3IaHbl CNEUNATEHBEIE OMOYUMEL, 3HAYHUTENBLHO YTI-
POLIAIOLIKE CAOKHYK K TPYAOSMKYIO [TPOULAYDY I'e-
HETHUYECKOTO TecTuposaHus, CneumnanbHbii OHoYun
I TECTUPOBAHUSA 6-TH NONUMOPHU3MOB 4-X OCHOB-
HbIX TEHOB NETOKCHKALMH YK€ pa3paboTaH B HalIUX
COBMCCTIIBIX MCCEN0BAHHUAX ¢ LIeHTpoM Guonoriec-
KUX MUKPOUMINIOB MHCTUTYTa MOEKV/IIPHO# 010110~
ruu uM. B.A. Drreasrapata PAH [19]. Mcenonesosa-
HHe Taxux BUOYHIIOB U BHEAPEHHUE HOBbBIX TEXHOIO-
THIl TEHETHYECKOTO TECTHUPOBAHMS MO3BONSET
HaICATLCS, YTO yXKe B OnMXalluee BpeMs NpoBeae-
HHE CKPUHUHTOBBIX HCCACA0BAHHH MOINMOPOHU3MOB
MHOTHX T€HOB 11peapacnoiOKe HHOCTH CTAHET BIIOJIHE
peasIbHBIM.

OJ1HAKO TAKOE TECTUPOBAHUEC MOXKET OKAZATHCS
0eCnoJe3HbIM, 4 BO3MOXHO [1aXe BPENHBIM, €C1d
OHO He OYACT NOAKPENIeHO CePhe3HbIMU MEAMLIWH -
CKUMMW TAPAHTUAMH, €CY OHO He TONYYMUT Noji-
JAEPXKKHM CO CTOPOHBI PYKOBOAUTEICH 3apaBooxpa-
HEHMST ¥ MPaBMTENbCTBA, €CNH OHO He OyiaeT 3aK-
PETMIEHO COOTBETCTBYIOLIMMH IIPAaBOBLIMH MU
3aKOHOAATENbHBIMW A0KyMeHTaMu. [IpaBoBbie U
IOPUANYECKHUE BOITPOCH] MPEANKTUBHON MEIMLIMHBI
M, TIpeXJae BCEro, TECTUPORAHMS T€HOB mpenpac-
NOJOXKEHHOCTH B HACTOsIllee BpeMs aKTHBHO
npopabaThlBAOTCA PA3NUUHBIMU MEXIAYHAPOAHbI-
MU KOMUTETaMM U KOMMCCHsMM. OHHM yXe cTasiun
NPeIMeTOM OXHUBIeHHbIX ODCYXIEHUN U B OTe4E-
CTBeHHOIT nuTepatype [20].

B 3Toi#i cBA3M YMECTHO HAlIOMHWTb O JOKYMEH-
Te, HeJaBHO NMPEACTaBJIeHHOM B napiaaMeHT Benu-
KOOPUTAHUKM TPYTINOH YYEHBIX M CNELHANTUCTOR B
001aCTH TCHETUKWU 4e10BeKa. [JOKYMEHT noa Ha-
3BaHueM «Hallia HacneacTBEeHHOCTE — Halle Gyay-
lee» PEKOMEHIYET B 3aKOHONATEIbHOM MOPSIKE
MePeOPHEHTHPOBATL BCE 31PaBOOXPAHEHHE CTPAHB
Ha OCHOBE NOCNEAHUX JOCTHXEHMH FEHETHKU U
nporpaMMmbl «[CHOM YeiOBEKa», YCIEIWHO 3aBep-
weHnHoi B 2003 roay. Ipeanonaraetcs cosnaHue
CTIeIMANBHbIX USHTPOB NMOATOTOBKM KOHCYIBTaH-
TOB MO MEATEHETHKE, MPENOCTABIKOLIMX AJleKBAT-
HVI0 HHDOPMANMIO 1O pe3yibTaTaM e HeTHYECKO-
r0o TECTUPOBAHMUS, O0YuYEHUE MEAreHeTHKS BCErO
MellnepCcoHana, BCECTOPOHHASA, Mpexne scero, hu-
HaHCOBadA MOANEPXKA UCCIEIOBAHUY N0 (hapMaKo-
reHeTHKe, FeHHOW Teparnuu M npenuKTMBHoﬁ Me-
NHliMHE, OTpaﬂHO yto 1 8 Poccuing yposHe npa-
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Cbl MEAMLMHD] 3/10POBOTO Yyenoneka. EcrecTBeHHO,
4TO €€ METOAMYECKYIO H KOHUENTYANbHYKY OCHOBY
JOKHA COCTAaBUTL METULIMHA MpodUIaKTHYECKas,
UEeHTPalbHOE MECTO B KOTOpO# OyaeT no npasy
NPHHALIEXKATh ICHETUMECKOMY TECTUPOBAHUK) HA-
CNIENCTBEHHOM MpeapacnonoxcHHocTi. MHanBH Y-
ANBHBLIM NOAX0A ¥ NpOhUNAKTHYECKASl HANPABIeH-
HOCTb MPEAUMKTUBHONH MeauUMHBI oueBUIHL! [10,
17, 18].

3aknuyeHue

TakumM 0oDpa3oM, JKONOMMYECKOM TEHETUKE Ye-
JIoBexa NPUHALAECXKUT BaXXHasd, a BO MHOTMX acnek-
TaX M pEMALIAA pOJIb B COXPAHCHUHM PERPOAYK-
TUBHOTO 3I0PORbSI, NPOYPHUIAKTUKE HACIEACTBEH-
HON MaTOJOTHH W BPOXIEHHbIX IOPOKOB Pa3BUTUS
y ;10432 ¥ HOBOPOXIeHHOro. OcobeHHO BaxHOoe
MECTO B PEUICHWH JTOW CIIOXHBOM U MHOTOIpatIion
npoGieMbl MPUHALIEKUT OXPaHe PENPOLYKTUBHON
(pyHKLMM KEHUMHbI-MATEPH, NOBpeXaloee 1ei-
CTBME BHEILIHEH CPEIbl HA TaMeTbl KOTOPOW B CHUITY
OHUONIOTMYECKUX OCOBEHHOCTEHN OOTeHE3A, PACTITH-
BAaeTCs Ha HECKOJBbKO nokoneHUi. bonbyw ponb
B COXPAHCHHH PENPOLYKTHRHOTO 3/10POBLA, PABHO
KaK U B MPOPMIAKTHKE HACACACTBEHHBIX DoOne3-
HEH, BPOXACHHBIX NOPOKOB U AOCMMMTOMATHYEC-
KOM AMAarHocTuke Haubonee yacThix 3a00JICBAHUM
[MOCTHATAJILHOIO MNEPUO[ia WIpacT NPeIAUuKTHBHAS
MeanLHa. MeToanueCcKyo OCHOBY MOCHEJHEH CO-
CTABJSAET TECTUPOBAHHWE IEHOB «IPEAPACIIONOXCH-
HOCTH», a B OLEHKE UHAWBUAYATBbHON YYRCTBUTENb-
HOCTH K He0JAronpUsTHBIM 3KOICTHUYECKUM akK-
TOpaM — TECTUPOBAHME MOJUMOPGMOU3IMOB B reHax
cUCTEMBI JeTOKCMKALiMK. CYIleCTBVIOLLME H YCMEL -
HO pa3padaTbiBa€Mble B HACTOSILLEE BPEMS HOBbIE
meTonb JJHK-ananusa, npexae BCero MeToa OMo-
YUTIOB, TO3BOJISKIT YXKE€ CErOMHH CaejJaTh TaKKe
WUCCIENOBAHUS MACCOBBIMU, TO ECTh [IEPEBECTH Te-
CTMpPOBAHUE HA YPOBEHBb CKpHMHHUHTrA. Tpebylorcs,
0/HAKO, AATbHEHILNE UCCACAOBAHUS AN OLEHKH
[peIUKTUBHON LEIIHOCTH TaKUX reHETUYECKMX Te-
croB. Euie fonee ceppe3HbIM NpEenATCTBHUEM K HX
LUMPOKOMY BHEAPEHUIO ABJIACTCS OTCYTCTBUE CO-
OTBETCTBYIOLIEN WOPUTHYECKOR W NPAaBOBOM 0aski,
paBHO KaK OTCYTCTBME TOTOBHOCTH COBpPEMEHHOWN
MeJULUMHBI K [1€PEOPHEHTAUHH B CTOPOHY 3A0p0-
BOT'O YEIIOBEKA.

CoriacHoO NporHo3aM aBTOPUTETHBIX Celna-
AMCTOB, 3QJOTOM BCK NPEIUKTHBHOM MEIMUMHB]
HaCTYNUT TOALKO YEPE3 ACCATDH JIET, KOTAa OyaeT
HAKOMNEHO JOCTAaTOYHO HMH(MDOPMALIUH O TEHHbIX
CeTAX pa3HbIXx 3aboneBaHUil U O pea;ibHOH mpe-
JAUKTUBHOH UEHHOCTH Pa3iHYHbBIX TEHETHYECKMX
TECTOB.

[1poBeaeHne OBLIMPHBIX INUAEMHOIOTHYECKUX
WCCAECO0BAWIA MO TECTUPOBAHHIO IEHOB «Mpeapac-
INOJIOKEHHOCTH» € NOCACAYIOWNM ANUTEITbHBIM
HaGJl!O,IleHMEM 34 JIJibMHU C PA3JIMYHBIMW TCHOTH~
HaM# 110 I'eHaM ACTOKCHKALMH WIH 110 1PYTUM Te-
HaM <«MpeapacnonoXeHHOCTH» MOTNO Obl MMETH
pelawlilee 3HaYeHHe QI8 OLUEHKH NPOrHOCTHYEC-
KOl LIEHHOCTH TaKHX TecToB. MIMEHHO Takue Mce-
cnepoBaus B 2003 roay 661hm HavaTe! B Benvkod-
PHTAHMU, TAe yXe co3aaeTcad OMobaHk oOpa3los
JHK 500 000 6purtanies. 3tu o6pa3ubl TeCTUPY-
10TCA HA PA3HbIE IEHETUYECKHUE MOTUMOP(PU3IMDI, a
camu aoHopel JHK 6yayT HaxoonTues noa Habawo-
nernem Bpaved B TeyeHue 10—20 net. Ilpeanona-
raeTcsd, pe3v;IbTaTOM TAKMX MCCAEIORAHUNR CTaHYyT
Oosice OOBCKTUBHBIE PE3YNbLTaThl MPSAMKTHBHOMN
UEHHOCTH COOTBETCTBYIOMWMX TeRETHYECKUX TECTOB.

HeTt coMHeHUil B TOM, 4TO yXe ceroas, pado-
Tasi B O0NACTH NPe/IMKTUBHON MEAMUMHDBL, CKPYITY~
JIE3HO COMOCTABIAS HAHHBIE TEHETHYECKOTO AHd-
N13a ¢ pe3yabTaTaM{ 1abopaTOPHbIX U KIMHMYEC-
KHX MCCACNOBAIHIA, MOXHO He TONbKO CYLUECTBEHHO
YKPermuTh Hay4yHble OCHOBHI 3TOrM0 MHOI006e1ato-
1er0 Hay4YHOro HampaBieHUsl NOCTTEHOMHOM 3Dbl,
HO M MNPUHECTH OWYTUMYIO [IPAKTHIECKYIO NOS1b3Y
B Jene npo@UIakTUKU MHOCHX TAXKEAbIX 1HENYroB.
BecbMa MEIOroo0e1alonMM NPENCTaBASETCS LIH-
POKOE BHEApEIIYE MPeAUKTUBHON MEAMUNWHBI M B
00A2CTh 3KOJOTUYMECKON TeHeTUKHM Yenorexa. Mac-
COBbIE TEHETHYCCKHE TCCTUPOBAHUS 103BONLT HO-
NIce TOYHO OUEHHTh MOBpCXKAAILEe NeHCTBHE HA
OpPTaHK3M YesioBeKa HebJaronpUsITHLIX (aKTopoB
BHEWIHEN cpeabl B 3aBUCHMOCTU OT 3THHUYECKUX U
WHAUBHIYAJTBHBIX OCODeHHOCTEl reHoma. Takue
MCCIIEN0BAHUS, PABHO KaK MOBCEMECTHOE BHeape-
HUe B paboTy POLORCAOMOTATENLHBIX YUpEeXAeHHH
«I€HETUYECKON KapTbl PEenpONYKTUBHOIO 340pPO-
BbS», OyayT CNOCOOCTBOBATL COXPAHEHUID PEIpo-
NYKTUBHOTO 300POBbs HaceaeHUS Poccuyd M MoBbI-
CAT 3D PEKTUBHOCTD 1TPOPUNAKTUKH HACTEACTBEH -
HBIX M BPOXIEHHBIX 3ab0/1eBaHi.
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ECOLOGICAL GENETICS, REPRODUCTIVE
HEALTH AND PREDICTIVE MEDICINE

Baranov V.S,

B Summary: Ecological genetics plays a major role in protecting
reproductive health and prevention of inherited and inborn
disorders. Protection of reproductive health in women poses
special problems as because of long period of cogencsis damaging
of female gametes is feasible during several successive generations.
Recent achievements in predictive (preventive) medicine render
opportunities for presymptomatic diagnostics and efficient
prevention of inherited and inborn disorders as well as severe
and common diseases in postnatal life. Testing of genetic
polymorphisms creates solid genetic background in predictive
medicine. Thorough studies are needed to evaluate predictive
value of already existing genetic tests. Necessities for solid
legislative background and comprehensible medical evaluation
of genetic tests results are also quite urgent tasks of current
medicine. Widespread population genctic testing with subsequent
relevant interpretation of the results might pave the way for
more objective evaluation of unfavorable action of ecological
factors in humans. Thesc studics in conjunction with already
elaborated Genetic Chart of Reproductive Health might help a
lot in protecting of reproductive health as well as in prevention
of inherited and inborn disorders.

B Key words: ccological genetics; reproductive health; predictive
medicine; genetic testing; predisposition genes
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