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m O030p JaHHBIX, CBUAETEIbCTBYIOIINX

0 HeOJIArONPUSITHOM COCTOSTHUU
PenpoayKTHBHOIO 310POBbs HaceJeHus Pd.
PaccmoTpenbl 3HA0TeHHbIE (TeHeTHYeCKHe)
U MOBpe:KAaI0NIHe IK30TeHHbIe (JaKTOPBI,
HapyLIaloIHe PeNPOIyKIHIO YeJIoBeKa,
0cO0EHHOCTH JeiiCTBUS MOBPEsKIAIOIIHNX
(hakTOpOB Ha Mpolecchl cliepMaToreHe3a

U 00TeHe3a, a TaKsKe Ha 3apOo/bIIIH
YyesI0BeKa Pa3HbIX CTAAUN pa3BUTHS.
PaccMoTpeHbI reHeTHYeCKHE ACTIEKThI
MYZKCKOMH M JKeHCKOM CTepHIbHOCTH

U BJIUsSIHHE HACJTeCTBEHHBIX (DaKTOPOB

Ha mpouecchl SMOpuorenesa. [IpuBeaeHbl
OCHOBHBbIE AJITOPHTMbI MPOPUIAKTHKH
HACJIeICTBEHHON M BPOXKIeHHOI
MAaTOJOTHH 10 324aTHs (MepBHYHAS
npopuIaKkTHKa), Oc/Ie 3a4aTUs
(mpeHaTajbHasl AUATHOCTHKA) U MOCJIe
pPokIeHHsA (TpeTHYHAsI NPOPUIAKTUHKA).
OTMeueHBI CylIeCTBYIONIHE YCIeXH
PaHHero BbISIBJICHUS FeHeTHYeCKHX
NPUYHH HAPYIIEHHs PenpoyKTHBHOI
(PYHKIMH U NepCHeKTHBbI YJIy4YlleHus
PenpoayKTHBHOIO 310POBbS HACETeHHSs
Poccun Ha 6a3ze LIMPOKOIro BHeAPEeHHUs
NPOrpeccUBHBIX TEXHOJIOTUI M JOCTUKEHUIT
MOJIEKYJISIpHOH MeTUIIMHBI: OMOYHIIOB,
reHeTHYeCKOii KapThl PenpoAyKTHBHOIO
310POBbS1, TeHETHYECKOr0 MacHopTa.

m Ki1roueBble c10Ba: penpogyKIys;
9KOJIOTUYECKasl TEHETHKA; TaAMETOTEHE3;
TEpaTONIOTHs; IPEIUKTUBHAS MEHUIIIHA;
TEeHETUYECKHUI MacnopT

BBepeHune

XOopomo M3BECTHO, YTO PEHpPOAYKTHBHAs (YHKIHS YeIOBEKa
ABJsieTcsl HanOoJee YyBCTBUTEIBHBIM I1OKAa3aTesIeM COLUAIbHO-
O W OHMOJIOTHYECKOTO 370poBbs obmiecTBa [1, 22]. He kacasich
CIIOKHBIX W BEChbMa 3allyTaHHBIX COLHMAIBHBIX Ipobdnem Poccum,
MoJpoOHO paccMOTpeHHBIX B Marepuanax XVII ceccum oOrmiero
cobopanus PAMH (4 okrsi6pst 2006 roga) u B mporpaMme 00bean-
HEHHOI Hay4yHOU ceccuun Poccuiickux akageMuil HayK, UMEIOIINX
TOCyHapCTBeHHBIN cTaryc (5—6 okrsaops 2006 roma), OTMETHM
TOJIBKO, 4TO B cBoeM nocnanuu deaepansHomy codpanuto B 2006
roay npe3uaeHT B. B. IlyTuH B KauecTBe IMIaBHOM CTpaTernyeckoi
3anaun Poccwmiickoro rocymapcTsa u o01ecTsa Ha Ommkaimme 10
JIeT BBIABUHYJI peLICHHE JeMOrpaduaecKkoro BoIpoca, To CTh po-
onemy «cOepeskeHus» poccuiickoro Hapona [3]. Cepresnoe Gecro-
KOHCTBO MPABUTEJILCTBA M BCETO OOIECTBA B 1I€JIOM BBI3BIBACT BCE
Oosiee OYEBHAHBIN «aeMorpaduuecKkuii KpecT», Korjaa moka3areib
CMEpPTHOCTH HaceseHus: Poccun noutu B 2 pas3a mpeBbIIIaeT MOKa-
3aTellb POXKIAEMOCTH !

Oco0eHHO OonblIOe 3HAaYeHHWE B ATOM CBA3M MPHUOOPETAIOT
POXKIEHNE MOJHOLIEHHOTO 370POBOIO MOTOMCTBA M COXpaHEHHE
PEenpoAyKTUBHOTO 310poBbs Hacenenus Poccuu [21, 27]. K coxa-
JICHUIO, CYLIECTBYIOIINE CTATUCTUUECKNE TaHHBIE CBUICTEIbCTBY-
IOT O BECbMa TPEBOKHOM COCTOSIHUM PEHPOIYKTHBHOTO 310POBbSI
HacenieHus1 Poccun, yTo 00yCNOBICHO KaK HEOIAronpuATHON KO-
JIOTHEH, TaK U HATMYUEM 3HAYUTEIbHOTO FEHETHYECKOTO Irpy3a My-
TalMN y )KUTEJICH Halllel CTpaHsblL.

CornacHo odurmanpHO# cTatucTtke, B Poccuiickoit denepa-
UM Ha KaKAYIO ThICAYY HOBOPOXKICHHBIX Npuxoautcs 50 mereit
C BPOX/ICHHBIMH U HACJICICTBEHHBIMHU 3a00JICBAHUSIMH.

IIpu 3TOM nepuHaTaidbHas MaToJIOTHs perucrpupyerca y 39 %
JeTell B HEOHATaJIbHOM TIEPHOJIE U OCTACTCsl OCHOBHOM MPUYMHOM
MiasieHaeckoit cmeptaocTH (13,3 Ha 1000) [3]. Ecniu k aTOMy 1002~
BUTb, 4TO TIOYTH 15 % Bcex cynpyxkeckux nap Oecrioansl, a 20 %
PErucTpUpyeMbIX OEpPEMEHHOCTEH 3aKaHYMBACTCS CIIOHTAHHBIMH
abopramMu, TO KapTHHA PEHNPOLYKTUBHOTO 3[OPOBBSI HACEIICHHS
Poccuu BeImsinut coBceM yapyuyaoie [22].

B manHoM 0030pe crenaH akueHT Ha OMOJIOTHYEeCKOW COCTaB-
JSFOILEH PerpOLyKTUBHON (DYHKIIMH KaK SHAOTCHHOH (reHeTnyec-
KOH), TaK M 3K30I€HHOH (IPKOJIOTMYECKON) MPUPOABI U HAMEUCHBI
HanOoJjiee peasibHbIe, C HAIICH TOUKH 3PEHUSL, Iy TH €€ YITyUIICHUs,
BKJIIOYasi NPO(UITAKTUKY raMETONaThi, HACJICACTBEHHBIX U BPOXK-
JICHHBIX TIOPOKOB Pa3BUTHUSI.

1. I'ameTorenes

Hapymenust co3peBaHusi MyKCKHX M JKEHCKHX TaMeT MIPAloT
B)XKHYIO POJIb B MATOJIOTHU PENPOAYKTHBHOM GyHKIMH. [lepBuu-
HOE M BTOpUYHOE Oecruiogue, oOyCIOBIEHHOE COOTBETCTBEHHO
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HEONMaronpusTHBIMU T€HETHYECKHMHU M SK30TCHHBI-
MU (aKTOpaMH, ONpeneNsieT CTEPUIBHOCTH Oojee
20 % cynpyxeckux map. He 3arparuBas Bonmpocos
BTOPUYHOTO OECIIIOANS, SIBIISIOIIECTOCS CICICTBHEM
MPEAECTBYIOMUX O0JEe3HEH, PACCMOTPUM HEKOTO-
pble aTOreHeTHYECKHE MEXaHU3MBI, JIeXKAaIHe B OC-
HOBE MY)KCKOT'O U KEHCKOTO O€CIIIOAMS.

1.1. Cnepmarorene3

CnepMmaToreHe3 y uejoBeKa 3aHUMaeT 72 JHd,
MpeACTaBIsIeT co00M TOPMOH3aBUCHUMBIN Ipolecc,
B 00ecrieueHNH KOTOPOTO 3a/1eiiCTBOBaHa 3HAUYNTEIIb-
Has 4acTb reHoMa. Tak, eci B KJIETKax IEeYeHH, 10-
YeK M OOJBLIMHCTBA OPYTUX BHYTPEHHUX OPTaHOB
(3a uckiroueHneM Mo3ra) (pyHKIIMOHAIBHO aKTHBHEI
He Oostee 2—5 % Bcex TeHOB, TO MPOLECCHI CIIEPMATO-
reHesa (OT CTaJuM CIIEPMAaTOrOHMU THII A JI0 3pelio-
ro cepmaro3ounja) obecrieunBatot 6onee 10 % Bcex
reHoB [17]. He cmyyaiiHO, mo3TOMy, Kak MOKa3aHO
MHOTOYHUCIICHHBIMU SKCIIEPUMEHTaMHU Ha Jjadoparop-
HBIX JKUBOTHBIX (MBIIIH, KPBICHI), CIIEPMAaTOTeHE3,
PaBHO Kak (YHKIMHM MO3Ta, HAPYIIACTCS [IPU CaMbIX
Pa3HbIX MyTalMsAX, HOPAXKAIOLMX CKEJIET, MBIIIIIbI,
BHYTPEHHHUE OpraHsl [6].

['eHeTnueckue MPUYMHBI TEPBUYHOTO MYKCKOTO
Oecrutonust BechbMa MHOroo0Opasuel. Hepenko oo
00yCIIOBJIEHO XPOMOCOMHBIMH IIEPECTPOMKAMHU THIIA
TPaHCJIOKalUi, UHBEPCUH, MIPUBOAIIMX K Hapylle-
HUIO KOHBIOTallMH XPOMOCOM B MEHO03€ 1, KaK CIIE/ICT-
BHE ATOTO, K MACCOBOW I'MOENN CO3PEBAIOLINX TOJIO-
BBIX KJICTOK Ha cTaauu npodasbl Meiio3a. Cepbe3Hble
HapyLIeHUsl CIepMaToreHes3a, BIUIOTh JO ITOJHON
CTEPHJILHOCTH, HAONIOAAIOTCS Y JMIl C XPOMOCOM-
HBIMH OOJIC3HSIMH, TaKMMH Kak cuHzapom Kimaiin-
(enprepa (47,XXY), 6oneznp Jlayna (Tpucomust 21).
B nmpunnune no0ble XpOMOCOMHBIE MEPECTPONKH,
a TakXKe TeHHbIe MyTaluuH, HHTepdepupyromume
C TIPOLIECCOM KOHBIOTallUM TOMOJIOTMYHBIX XPOMO-
cOM B Melo3e, BeiyT K OJoKaae cliepMaroreHesa.
I'ennbple MyTaumy, HapylIAOUIME CIIEPMAaTOTeHE3,
3aTParuBalOT IMPEUMYLICCTBEHHO KOMIIJIEKC I'€HOB
nokyca AZF, pacnonioKeHHOro B JJIMHHOM ILJIeUe
«MYXKCKOW» Y-XpoMOCOMBL. MyTanuu B 3TOM JIOKyce
BeTpedatotest B 7-30 % Bcex citydaeB HEOOTypalu-
OHHOM azoocnepMmuH [6].

Jlokyc AZF He €IUHCTBEHHBIM JETEpMUHAHT
criepMaroreHesa. biok crnepmarorenesa u crepuib-
HOCTb MOTYT OBITH CIEICTBHEM MYTAlHil B TI'CHE
CFTR (mokyc 7q21.1), npuBOAALIIMX K TSKEIOMY
4acTOMY HacJeICTBEHHOMY 3a00JI€BaHUIO — MYKO-
BUCLIMJI03Y, MyTaluil B reHe nonoBoi auddepenu-
poBku SRY (1okyc Ypll.l), B rene aHIporeHHOro
penenropa (AR) (Xql1-ql12) u npyrux [6].

HexoTopeie 13 yxe U3BECTHBIX MYTAlMi B ICHE
CFTR mpuBoIsAT K HEOPOXOJUMOCTH CEMSIBBIBOJISI-
LIMX TPOTOKOB M CONPOBOXKAAIOTCS HAPYIICHUSIMU
criepMaToreHes3a pa3Hol CTEIEHH TSHKECTH, 4acTo 0e3

MaHHA(eCcTauuu IPyrux MPU3HAKOB MYKOBHCIIMI03A.
Cpeny nauyeHToB ¢ OuiaTepaabHON HEPOXOAUMOC-
TBIO CEMSBBIBOJSIIUX MPOTOKOB YacTOTa MyTalMi
reHa CFTR cocrasnser 47 % [15].

3uaunrtenbHbIi BKIaL (> 40 %) B Myxkckoe Oec-
mwioAaue BHOCAT MyTauuu B reHe AR. M3BecTHO, 4TO
JeNIeIMY U TOYKOBbIE MyTaluu B TeHe AR mpuBozsT
K TECTUKYJISIpHON (heMHUHU3aMU (KeHIHBI ¢ KapHuo-
tunioM 46,XY) niu curapomy Paiipenmreitna [12].
Yacrora myTtauuii reHa AR npu HapyleHUsx crep-
MaroreHe3a MOKa He BBISICHEHA, OJHAKO POJb TOY-
KOBBIX MYTallMii B TOPMOHCBS3BIBAIOILEM JOMEHE
B Pa3BUTUH OJMI0ACTEHOTEPATO300CIEPMHUH JTaBHO
JIOKa3aHa.

Uro kacaercs reHa SRY, To OH, KaK H3BECTHO,
SBJSIETCS. IJIABHBIM TE€HOM-PETYJISITOPOM — pa3BH-
THS OpraHu3Ma Mo MyXckomy Tumy [28]. Myrtauun
B 3TOM I'€HE COITPOBOXKIAIOTCS IUPOKUM JHANIa30HOM
KJIMHAYECKUX U (DEHOTHINYECKUX NPOSBICHUN —
OT IIOJIHOHM PEBEPCHH MOJa 0 HEAOPA3BUTHS MYXK-
ckux ronaf [20]. Yactora myTtanuii B rene SRY npu
peBepcuu Tona (KEHIIUHBI ¢ KapuoturioM 46,XY)
cocrasisieT ~ 15-20 % [29], npu apyrux OTKIOHe-
HUSIX TOJIOBOM An(p(EepeHIMPOBKH M HapyIICHUSX
criepMaToreHe3a OHa TOYHO HE YCTaHOBIICHA, OAHAKO
MOJIEKYJISIpHBIA aHanu3 reHa SRY mpexacrasisercs
1eseco00pa3HbIM.

Pa3zpaboTaHHblii HaMHM aNrOpUTM O0CIECAOBAHUS
MY’KCKOTO O€CIUIOAMS BKIIIOYAET KapHOTUIIMPOBAHUE,
KOJINYECTBEHHBI KapHOJIOTMYECKUN aHaJIu3 He3pe-
JBIX TIOJIOBBIX KIJIETOK, MHKPOIEICHHOHHBIA aHaIn3
J0KycoB AZF 1 MmMpPOKO MPUMEHSIETCS B MPAKTHKE
JUISl BBISICHEHHSI IPUYUH HapyLICHUs CIiepMaToreHesa
U OTIpeJIeTIeHHs TAKTHKY TpeoionieHus Oecruionus [19].
1.2. Oorenes

B ominume ot ciepMarorenesa 0oreHes uesioBeKa
pacTsHYT 1o BpeMeHu Ha 15—45 net, TouHee ot 3-ro
Mecsila BHYTPUYTPOOHOM KHU3HU JO MOMEHTA OBYJISI-
WU SIMIIEKIETKH, TOTOBOM K OIUIOAO0TBOpeHuo0. [lpu
3TOM OCHOBHBIE COOBITHS, CBSI3aHHBIE C KOHBIOTALIH-
€l TOMOJIOTMYHBIX XPOMOCOM, MPOLIECCOM KPOCCHH-
roBepa, MPOUCXOAT €lIe BHYTPUYTPOOHO, TOTAA KaK
NpeAMEHOTHYECKUE ATAIBl CO3PEBAHMS HAUNHAIOTCS
3a HECKOJIBKO JTHEH N0 MperoyiaracMoi OBYIIALIUH,
a (OpPMHUpPOBAHUE TaIJIOWAHON SHLEKICTKH MIPOHC-
XOIUT yXe Mocje MPOHUKHOBEHUS CIIEPMUS B SHIO
[22]. CAOXXHOCTB TOPMOHAIBHOW PETYISLMH TPO-
LIECCOB OOTI'€HE3a, €ro OObLIast TPOAOIKUTEIBHOCTh
JIeNIAl0T CO3PEBAOLIYIO SHIIEKIICTKY YEIOBEKA BECh-
Ma YyBCTBHUTEIBHOM K MOBPEKAAIOIINM IK30TCHHBIM
(hakropam.

Baxno oOpartuTh BHUMaHHE Ha TOT yAWBUTEIb-
HBIH (DakT, 9TO Kakaas SUIEKICTKAa Ha MPOTSHKCHUN
BCETO Pa3BUTHS SBJSIETCS CBA3YIOIIMM 3BEHOM TpeX
MOCIIEIOBATEIHLHBIX TTOKOJICHHH: OalyIka, B yTpooe
KOTOPOH pa3BUBAETCS IUIOA KCHCKOIO II0JIa, M CO-
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OTBETCTBEHHO, B OPraHW3ME KOTOPOTO MPOUCXOASAT
Ba)KHbIE HadaJIbHbIC 3Talbl MEH03a, MaTh, Y KOTOPOH
CO3pEBACT U OBYJIUPYET SHLEKIETKa, U, HAKOHEL, HO-
BbI OpraHu3M, BO3HUKAIOLIUI [TOCIE OII0O0TBOpE-
HUs Takou siinexneTku [30].

Takum 00pa3zoM, B OTIMYHE OT MY>KUHUH, II€ BECh
MIPOIIECC CO3pPEBaHUsl CHEPMATO30MIOB, BKIIIOYAs
Meio3, JUIUTCS YyTh Oojee IBYyX MECSIEB, JKCHCKHE
MIOJIOBBIE KJIETKH YyBCTBUTEIBbHBI K BHEIIHHUM BO3-
JEHCTBUSIM HA MPOTSDKEHUH HECKOJIBKUX JIECSATHIIC-
THH, IPUYEM pEIlAIOIINe MPOLECChl X CO3PEBaHMUs
COBEpLIAIOTCSl €LIe BO BHYTPUYTPOOHOM HEpHOJE.
Bonee Toro, B ommune OT MY)XCKHUX TaMeT, CEJeK-
L(US] TCHETHYECKU HETOTHOLIEHHBIX TaMET y KCHIIMH
B 3HAYUTEJIBHOW CTENEHU MPOUCXOIUT yXKe IOCie
OIJIONOTBOPCHMS, a MOAABJISIIONIEE OOJIBIIMHCTBO
(6onee 90 %) 3aponpliieil ¢ XpOMOCOMHBIMHU U T€H-
HBIMH MYTalMsSIMU OTMHPAET HA CaMbIX PaHHUX CTa-
nusax passutus [14]. CnenoBaTenbHO, OCHOBHBIC
YCHJIMSA 110 MTPOQUIIAKTHKE HACIEICTBEHHON U BPOXK-
JICHHOW IAaTOJIOTMH, B TOM YHMCIIE MHIYLUPOBAHHON
HEeONMaronpusTHEIMU (akTOpaMH BHEIIHEH Cpesbl,
JIOJKHBI OBITh HAlPaBJICHBl MMEHHO Ha )KEHCKHH Op-
ranusM. EcrecTBeHHO, 3TO HEe O3HaYaeT UTHOPHUPOBa-
HUSI BIMSHUS 9K30T€HHBIX M TeHETHUECKUX (PaKTOPOB
Ha PENpoIyKTUBHOE 310POBbE MYXUYHH, OJHAKO, OJla-
rojapsi €CTECTBEHHBIM OMOJIOTHYECKUM OCOOCHHOC-
TSIM CO3PEBaHUSI M CEJIEKINU MYKCKUX TaMeT, a TakK-
XKe pa3paboTKaM HOBBIX BCIIOMOTATEIbHBIX PEIpo-
OYKTUBHBIX TeXHoJoruil (Hampumep, meroga ICSI),
npodUIaKTHKa HAPYIICHUH PENPOAYKLIUH Y MYKIMH
B 3HAYUTEIBHOM Mepe yHpouaercs.

2. BayrpuyrpoOHoe pa3BuTHe

BryTpuyTpoOHOE pa3BUTHE HOApa3leyseTcsl Ha
pesMOproHanbHbI (TIepBeie 20 JHEH pa3BUTHA),
aMOpHOHANIBHBIN (10 12-i1 Hemenn OepeMeHHOCTH)
U IUIOAHBIN mepuozabl. Ha mpoTspkeHHM Beex mepu-
OZIOB 3apOJBILI YEJIOBEKa OOHApYKHBAET BBICOKYIO
YYBCTBUTEJIBHOCTh K JCHCTBUIO CaMBIX pPa3HbIX
MOBPEKAAOMIMX (DAaKTOPOB KaK 3K30I'CHHOH, TaK
1 3HAOTeHHOM npupoas! [22]. ComtacHO TEOpUH KpH-
THueckux nepuonos npodeccopa II. I. Csernona,
MaccoBBI OTOOP HMOBPEXkKACHHBIX 3apOJbILICH MpPo-
HCXOJIUT BO BpeMsl UMILTaHTAIuH (1-i KpuTH4IecKuit
TIEPHO/T) ¥ TJIACHTAUH (2-1 KpUTHUECKUN TIEPUONT)
[24]. EcTecTBEeHHBIM TPETbUM KPUTHUECKUM MEPUO-
JIOM SIBJISIETCSI CaMO POKICHHUE U IEPEX0] III0/a K ca-
MOCTOSATEJIEHON KH3HH BHE MAaTEPHUHCKOTO OpPraHM3-
Ma. EctecTBEeHHO, UTO BOCIIPOM3BOJCTBO 310POBOTO
IIOTOMCTBA KaK BaKHEHILIEE COCTABIISIOLIEE PEIpo-
IYKTUBHOHM PyHKITUHN TpeOyeT 0co00ro BHUMAaHUSI.
2.1. Jk30reHHbIe MOBpexKAAIOIINTE (PAKTOPHI

[ToBpexxnaroummu, T €CTh TEPaTOTCeHHBIMH IS
IJI0/1a 4YeloBeKa, MOTYT ObITh (hm3mueckue (00my-
YEeHUE, MEXaHUYECKUE BO3/ICHCTBHUS, TUIIEPTEPMHUSI),
Ounonornyeckre (TOKCOIIa3MO3, KpacHyxa, cugu-

JHMC) U XUMHUYECKHE (IIPOMBIIIICHHBIE BPEIHOCTH,
CEJIbCKOXO3AUCTBEHHBIC SIJIbl, JICKAPCTBEHHBIC IIpE-
napatsl) (haktopel. K HUIM MOTYT OBITH IPHYUCIICHBI
U HEKOTOpble HApyLICHUs METa0oNIHM3Ma y Marepu
(caxapHbIil muabeT, TUIOTUPEO3, (PEHUIKETOHYPHS).
Oco0eHHO BaXHYI0 M HauOoiee CHOPHYIO TPYIILy
COCTaBIISIOT JICKAPCTBEHHBIE BEILIECTBA, XUMUIECKHE
npenaparbl 1 HEKOTOPBIE BPEIHBIC IPUBBIYKH (AJIKO-
ToNb, KypeHue) [6, 22].

Bemects, B TOM 4mcIe, JIEKapCcTB C TOKa3aHHON
TEPaTOreHHON aKTUBHOCTBIO JUIS YEJIOBEKA CpaB-
HUTENBHO HeMHOro — okoio 30. K HuM oTHOCsTCA
NPOTUBOOIYXOJIEBbIC TPENaparhl, HEKOTOPhIE AHTH-
OMOTHKH, TIEYaJIbHO 3HAMEHUTBIN TaJUIOMUJ, COJIH
prytu. K BemecTBam, onacHOCTb KOTOPBIX JUISI TIOAA
YeNoBeKa BeJIMKa, XOTsI OKOHYAaTeIbHO HE JOKa3aHa,
OTHOCATCSl aMUHOIVIMKO3M/IbI, HEKOTOPbIE MPOTHUBO-
SMUJICTITUYECKUE Tpenaparsl (AM()EeHUITHIaHTOUH ),
HEKOTOpbIE TOPMOHBI (3CTPOTCHbI, HCKYCCTBEHHBIC
MPOTECTHHBI), HOINON(EHUIIBI, TPENapaThbl BaJIbIPO-
€BOM KHUCIIOTHI, U30BITOK BUTAMHHA A, PETHHOEBOM
KHCJIOTBI, 3pETHHAT (Ipenapar IJisi JICUCHHs IICO-
puaza). bonee moapoOHYr0 MHMOpMAIMIO 00 ITHX
U IpyTHUX IIperapaTax, 3a4acTylo IPUMEHIEMBIX IPU
0epeMEHHOCTH, MOXXHO HalTH B psiiec HEIaBHO BbI-
HICAMNX OTEYECTBEHHBIX MOHOrpaduil mo mpodie-
MaM Teparojoruu y yenoseka [ 10, 16]. He Bo3biBaeT
COMHEHHUS BBIPAXKEHHOE IOBpEXJAOLIee ACHCTBHE
Ha TUIOJ] YeJIOBEKAa M TAKUX BPEAHBIX (PaKTOPOB, Kak
AJIKOTOJIb (AJIKOTOJIBHBIN CHHIPOM IUIONA), KypeHHE
(oOmrast 3asepkKa Pa3BUTHS) U OXHPEHHE MaTepH
(xoppemsinus ¢ aedeKkTaMM 3apalieHns HeBpaJlbHON
TpyOKu). BaxkHo 0oOparuTh BHMMaHHE Ha TO, YTO
NPUMEHEHHE BO BpeMs OEpEeMEHHOCTH JIEKAPCTBECH-
HBIX TpenaparoB — sBJICHUE IMoBceMecTHOe. Kak
MOKa3bIBAET MUPOBAsl CTaTHCTHKA, B CPEAHEM Kak-
Jast JKCHIIMHA BO BpeMsi OEpEeMEHHOCTH MPUHUMAET
HE MeHee 5—6 Pa3IyuHbIX JIGKAPCTB, B TOM YHCIIEC HE-
PEIKO U TaKHX, KOTOpbIE MOTYT HaHECTH Bpea pas-
BUBaroIeMycs 3apoasiiry. K coxanenuro, goka3arb
HaJIn4re Takoro 3¢ ¢eKxTa U OLUEHUTH €r0 ONacHOCTh
Ul TUIOJa, KaK MPaBHJIO, HE HPEACTAaBISCTCS BO3-
MOKHBIM. EMUHCTBEHHOM pexoMeHaauei 1uist Takoi
JKCHIIMHBI OCTAeTCs NMPOBEACHHUE YIIBTPa3BYKOBOTO
MCCIIeIOBAaHMSI IUT0/Ia HA PA3HBIX CTalUsIX PA3BUTHSL.

besycnoBHbIi moBpexaarommii 3G dexr Ha pa3Bu-
THE TUIOJIa YeJIOBEKA OKA3bIBAIOT U Pa3IMYHbIC MPO-
MBILIJICHHBIE 3arpsi3HEHUS, CEIbCKOXO3SHCTBEHHBIC
anel.  HemocpencTBeHHYI0 TepaTOTeHHYIO aKTHB-
HOCTh ATHX BEILIECTB JI0KA3aTh JOBOJBHO CIOXKHO,
OJJHAKO BCE IMOKA3aTeNN PENpPOAYKTUBHON (QyHKIMN
y OJKUTENEH MNPOMBIIIJICHHO 3arpsi3HEHHBIX paiio-
HOB, KaK MPaBUJIO, XY>KE TAKOBBIX B 0JIArOMONYYHBIX
obnactax. Her comMHeHus U B TOM, YTO pas3jInuHbIC
3a001€BaHMsl y JKCHIIMH, MPEMSATCTBYIOIIUE WIN
JieNlaroIiue HEBO3MOXKHBIM HACTYIUICHHE OepeMeH-
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HOCTHU (3HIIOMETPHO3, TOPMOHAJIbHBIE AUCHYHKILINH)
U MIPEJCTaBISIONINE CePhe3HYI0 YIpo3y Ui ee pe-
MPOIYKTUBHON (YHKIMH B HEOIArompUsTHBIX KO-
JIOTHYECKUX YCIIOBHSAX BCTPEUAIOTCS 3HAYUTEIHLHO
qame. [losToMy 0310pOBIEHKE KOIOTHYECKON 00-
CTaHOBKH, YIIy4IlICHHE YCIOBHH NPOXHUBAHU, COO-
JIIOJCHNE HEOOXOIUMbIX TUTHEHUYECKUX CTAH/1apTOB
SIBISIFOTCS.  BaKHBIMU YCJIOBHSIMM HOPMAaJIbHOHM pe-
MPOAYKTUBHOW (hyHKIIMH HaceneHus: PO.

2.2. DHAOreHHbIe (TeHeTH4YecKne) GaKkTopbI

BPOK/I€HHOM NaTOJI0T U1

Bknan HacneacTBeHHBIX (DaKTOPOB B HapyLICHHE
BHYTPUYTPOOHOTO Ppa3BUTUSI YeJOBEKa HEOOBIYHO
BBICOK. JIoCTaTOUHO OTMETHUTB, 4TO Oojiee 70 % crioH-
TaHHO a0OPTHUPOBAaHHBIX 3aponsiueil | Tpumecrpa
0EpEeMEHHOCTH UMEIOT TSDKEIIbIE XPOMOCOMHBIE adep-
pauun. TonabKo Ha 3THX CTAAMSAX BCTPEUAIOTCS TaKHE
YHCIIOBbIC HAPYILECHUS! KapUOTHIA KaK MOHOCOMMU
(oTcyTCTBUE OAHOW M3 XPOMOCOM) M TPMCOMHH MHO-
I'MX, 0COOCHHO KPYIHBIX XpoMOcoM. Takum oOpaszom,
HMITIaHTaLUs 1 TUIALEHTAlMsl, NeHCTBUTEIIBHO, SIBIIS-
IOTCSI JKECTKUMH OapbepaMM CEJCKLUUH 3apOoAbIIIeh
C XpOMOCOMHBIMM abeppaiusiMu. COIIacHO HaluM
MHOT'OJIETHAM HaOJIOACHHUAM, KOTOPBIE XOPOIIO CO-
OTBETCTBYIOT MHPOBBIM [JaHHBIM, YacTOTa XPOMO-
COMHBIX abeppaLuii B IEPBOM TPUMECTPE COCTaBIISIET
oxono 10-12 %, torga kak yxxe Bo Il Tpumectpe sTa
BEJIMYMHA yMeHbLIaeTcs 10 5 %, cHukasichk 10 0,5 %
y HOBOPOXIICHHBIX. Bkiag MyTtauuii OTaenIbHBIX Te-
HOB M MHKpoabeppalyii XpOMOCOM, METOIbBI JICTEK-
MM KOTOPBIX MOSIBUJIMCH TOJIBKO B MOCIIEIHEE BPEMs,
IOKa He TIo[/1aeTcsl 00bEKTUBHOI orieHke. Hamm mHo-
TOYMCIICHHBIC JaHHBIE, TOATBEP)KICHHbBIE HCCIIEI0Ba-
HUSIMH JPYTUX aBTOPOB, JOKA3bIBAIOT BAXKHYIO POJIb
HEeOIaronpusITHBIX aJUIeNIbHBIX BAPUAHTOB OTACIBHBIX
TEHOB M JjaKe T€HHBIX CEMEHCTB B BO3HMKHOBEHHMU
SHJOMETPHO3a, TeCTO3a, MIPUBBIYHOIO HEBBIHALINMBA-
HUsI O6pEMEHHOCTH, TUIALEHTAPHON HEJOCTAaTOYHOCTH
U JAPYTUX CEphEe3HbIX HAPYIICHUH pPENpOryKTUBHOM
¢ynkuuu. K TakuMm yke NOKa3aHHBIM TI'€HHBIM Ce-
MEHCTBaM OTHOCSITCSI TEHbI CUCTEMBI JIETOKCHUKALINH,
CBEPTBHIBAHMSI KPOBU U (UOPUHONIN3A, T€Hbl NMMYH-
HOM cuctemsl u apyrue [2, 4, 8, 11, 18, 22].

Takum 00pa3om, 0TOOp FEHETHYECKH MOTHOLCH-
HBIX 3apOJbIIICH IPOUCXOANUT Ha MPOTSKEHUH BCETO
BHYTpHYTpoOHOro passutui. IIpodunaxkrrka Takux
HapyLeHWH U NPelOTBPALICHUE POXKACHHUS TeHETH-
YEeCKH HETIOJIHOLIEHHBIX IJI0Z0B COCTABIISIOT BaXKHEH-
LIYIO 3a/1a4y OXpaHbl PENPOAYKTUBHON (QYHKIUH.

3. IIyTn npopmIaKTHKH HACTEICTBEHHBIX

U BPOXKJACHHBIX 00JIe3Hel

Bo3MoxHBIE ITyTH AMATHOCTHKH U TPOPHIAKTHKH
HapyLIEeHUs! PENpONyKTUBHONH (YHKLIMH Yy MYKIMH
ObuTH paccMoTpeHsbl paree (cum. 1.1). [Ipodunakruka
HapyLIEeHUH penpoayKTUBHON QYHKIINH y KEHIINHBI
B 3HAUUTEIBHOM Mepe KacaeTcsl yCTpaHeHus 0oies-

HEH, a WHOTJa BPOXKJICHHBIX aHOMAJHH, MPEISTCT-
BYIOLUIMX HOPMAaJbHOM OBYISIMM M HMMILIaHTAUN
AWLEKIICTKH, NPEAyNPEeKIACHUS OO0JEe3HEH, OCIIOXK-
HSIOIUX OEpPEMEHHOCTb, @ TAKXKE HACIEICTBEHHBIX
Y BPOXJICHHBIX O0JIe3HeH y ruioa.

CoOcTBeHHO mNpO(UIAKTHKA HACIEACTBEHHBIX
U BPOJKACHHBIX 00JIE€3HEH y MJI0/1a OTHOCUTCS K Pas-
JiesTy MEJULNHCKOM TeHETUKU U BKJIIOYACT HECKOJIb-
KO TOCJIEeI0BaTEIbHBIX YPOBHEH: MEPBUYHYIO, BTO-
PUYHYIO U TpeTHuHyto [9, 12].

3.1 llepBuyHas npoduIaKTHKA

[lepBuunas npoduIaKTUKA Ha3BIBACTCS TaKXKe
NPEKOHLENIUOHHON MpodunakTukod. OHa Harpas-
JIeHa Ha MpeaynpexkIeHue 3auaTrsi O0JILHOrO pebeH-
Ka U BKJIIOYAEeT KOMIUIEKC MEPONIPHUITUI U PEKOMEH-
Janui, CBSI3aHHBIX C IUIAHWPOBAaHHMEM JETOPOXKIIC-
HUsI. DTO — KOHCYJBbTALMs Bpada-perpoayKToIora
B LIEHTpaxX IUIAHWPOBAHMS CEMbH, MEIUKO-TCHETH-
YeCcKOoe KOHCYJIBTUPOBAHHUE B IICHTPAX MpeHaTaIbHON
JUAarHOCTHKH, JOTIOJIHEHHOE IIPU HEOOXOAMMOCTHU
TEHETHYECKOM KapToi penpOgyKTUBHOIO 3JOPOBBSI.

[TpexoHnenuuonHast MpoQUIAKTHKA BKIOYAET
MH(QOPMHUPOBAHUE CYNPYIOB 10 BOIPOCAM TMTHEHBI
Opaka, NJIaHUPOBAHMIO peOCHKA, HA3HAYCHUE Te-
parneBTHYECKUX 103 (ONMEBON KUCIOTHI M MYJBTH-
BUTAMHMHOB JI0 3a4aTusi U Ha MPOTSHKCHUHU IEPBBIX
MmecsineB 0epemeHHoOcTH. Kak mokasbIBaeT MUPOBOH
OTIBIT, Takasi NPOQUIAKTUKA MO3BOJIICT YMEHBIIUTh
PHUCK POXACHMSI IeTEH C XpPOMOCOMHOM MaToJIoruen
U ¢ feeKTaMu HEPBHOU TPYOKH.

MenuKo-TeHeTHUECKOe  KOHCYIBTHPOBAHUE Ha-
NPaBJICHO Ha BBUICHEHHE O0COOCHHOCTEH POIOCIIOB-
HBIX 00OHMX CYNpYIOB M OLICHKY pHCKa IOBPEXIa-
IOIIEr0 JICHCTBUS BO3MOXKHBIX HEOIarompusTHBIX
TEHETHYECKUX M SK30TCHHBIX (akTopos. [IpuHunmnu-
aJIbHO BaXKHBIM HOBOBBEACHHEM B IEPBHUUHYIO IPO-
(unakTuky sBusieTcs paspadboranHas B HUU aky-
mepcTBa ¥ ruHekosoruu uM. JI. O. Orra PAMH rene-
THUYecKas KapTa penpoayKTHBHOTO 310poBbs (I'KP3)
[5, 22]. Ona npeamonaraer UCClEeIOBaHUE KapuoO-
TUIIOB 00OMX CYNpPYroB JUIS MCKIIOUCHMs cOasiaH-
CHPOBAaHHBIX XPOMOCOMHBIX MEPECTPOCK, TECTHUPO-
BaHME Ha HaJM4YME HOCHUTEIILCTBA MYTAIlUH, MPUBO-
JSIIUX, B CIy4ae MOPaKeHHs OTHOMMEHHBIX T€HOB
y 000HX CyNpyroB, K MOSIBICHUIO Y TUIOAA TSKEIOH
HACJICZICTBEHHOUW Oo0Ne3Hn (MYKOBUCIHIIO3, (EHIII-
KETOHYpHs1, CIMHAIbHAS MBILIEUHAs arpodusi, aape-
HOTCHUTAJIBHBIN CUHAPOM U Ap.). HakoHen, BaxHbIM
paznenom ['KP3 sBrsiercss TecTupoBaHME >KEHIIU-
HBl Ha MPEAPACIIONOKEHHOCTh K TAKOMY TSKEIOMY
U TPYAHOM3IICUUMOMY 3a00JI€BaHHIO, KaK HIOMET-
pHO3, a TaKXKe NPEIPACHOIOKEHHOCTh K YacThIM
00JIe3HsIM, HEPEIKO OCIOKHSIOMINM OEPEMEHHOCTb,
TAKUM KaK NPUBBIYHOC HEBBIHALIMBAHHE, T'€CTO3bI,
IUTALICHTApHAs! HEOCTaTOYHOCTh. [eCTHpOBaHME
(YHKIMOHAJIBHO HEONarompusTHBIX ajlleled TeHOB

[ | AYPHAID ARYIIEPCTBA »1 JKEHCKUX'D BOJb3HEMN

TOM LVI BbIMYCK 1/2007

ISSN 1684-0461



AKTVYAJIBHBIE ITPOBJIEMbI 3IPABOOXPAHEHU

CHCTEM JETOKCHKALlU, CBEPTHIBAHUSI KPOBU, 00OMe-
Ha (ONMeBON KUCIOTHI U TOMOLUCTEHHA MO3BOJISIET
n30€eKaTh TSHKEIJIBIX OCIIOKHEHHUH, CBA3aHHBIX C I1aTO-
JIOTHed UMIUIAHTALMK U IJIAleHTAlNH, TOSBICHHEM
XPOMOCOMHBIX OOJIe3HEH Yy MJI0/1a, BPOXKACHHBIX I10-
POKOB Pa3BUTHs, BEIPA0OTATh PAllMOHAIBLHYIO TAKTH-
Ky JIYeHUs TIpy Hanmn4yuu 3a0oneBanud [4, 15].

IToxa I'KP3 Bce eliie HAXOIUTCsI HA YPOBHE HAYUHBIX
pa3paboTok. OnHaKo OOLIMPHBIC UCCIICIOBAHUS 10Ka-
3bIBAIOT YETKYIO ACCOLMALIMIO ONPEICICHHBIX auienen
9TUX T'€HOB C BBILIECNEPEUNCICHHBIMU OCIOKHCHUSIMU
0EpeMEHHOCTH, YTO HE OCTABIISICT COMHEHHUS B HEOOX0-
JuMocTH mmpokoro BHeapenus I'KP3 st npoduax-
THKH OCJIO)KHEHUH 1 HOPMaJIM3aly PENPOAYyKTUBHON
(hyukm Hacenenus Pocenn |35, 8, 11, 22, 26].

3.2. BropuuHasi npopujiaKkTuKa

BropuuHast npoduiakTuka BKIOUaeT B cedsl BeCh
KOMIUIEKC CKPUHHUPYIOLIMX MPOTrpaMM, WHBAa3MBHBIC
U HEMHBa3WUBHBIC METOABI MCCICAOBAHUS IUIOJA,
CHeLUaIbHbIE JIAOOpAaTOpHBIC AHAIM3BI IIJIOAHOTO
Marepuaa ¢ IOMOIIBIO IUTOT€HETHYECKIX, MOJIEKY-
JSIPHBIX U OMOXMMHUYECKUX METOJIOB MCCIICAOBAHUS
C LIETIBIO MPEAYNPEKICHUS POKIACHUS ICTEH C TKe-
JBIMH XPOMOCOMHBIMH, T€HHBIMH U BPOXKJICHHBIMU
rnopokamu pa3BuTHs. Cien0BaTeNbHO, BTOPHYHAS
U, KcTaTu, Hanbosee IecTBEHHAs B HACTOSIILEE Bpe-
Msl popma MPOUIAKTUKN peajbHO BKIIIOYAECT BECh
Oorarslii apceHasl COBpeMEHHOH MTpeHaTAIBHON Tna-
THOCTHKH. Ee OCHOBHBIMU COCTaBIISIOIINMHU SIBIISIOT-
Csl QJITOPUTMBI IIPEHATAILHON JUAarHOCTHKH B | 1 BO
II TpumecTpax OepeMEeHHOCTH, OAPOOHO PACCMOT-
pEHHBIE B HalllEeM PyKOBOACTBe [6, 22, 26]. OTMeTuM
TOJIBKO, YTO, TI0 MEPE COBEPILECHCTBOBAHUSI METOJIOB
OLICHKH COCTOSIHUSI IUIOJA, MPEHATalbHAas JUarHoc-
THKa PaclpoCTpaHseTcsl Ha Bce Oosiee paHHHME CTa-
nuu pazputhsi. CTaHAapTHON HA CETOAHSIIHUM ICHb
SIBJISIETCS IIpeHaraibHas AuarHocTuka Bo 11 Tpumec-
Tpe OepeMeHHOCTH. B mocnenHue roasl, ogHako, Bce
OoJsiee OLIyTHM YICNBHBIA BEC MpEHATaIbHOM IHa-
THOCTHKM M B | TpuMmecTpe, TOUHEe AMArHOCTUKU
XPOMOCOMHBIX M TeHHBIX Oone3Hei mmona Ha 10—13
Henensax oepeMeHHOCTH. OCOOEHHO MEPCHEKTHBHBIM
OKa3aJicsi KOMOMHUPOBAHHbIM BAPUAHT YIBTPA3BYKO-
BOIO U OMOXMMHUYECKOTO CKPUHMHTA, MO3BOJISIOLINN
y’Ke Ha 3THX CPOKax OTOOparh >KCHILWH TPYIMI BbI-
COKOT'O PHCKa 110 POXKICHUIO JIeTel ¢ XPOMOCOMHOMN
naroJyiorueu [6, 22].

OnpeneneHHbIil BKIaJ B CHIDKEHUE YacTOTHI Ha-
CJIC/ICTBCHHBIX IIOPOKOB DPAa3BUTUSI MOXET BHECTU
U JIOMMIUIAHTALMOHHAsl AMarHoCTHKa. PeanbHble
yCIlieXy AOUMILIAHTALMOHHOM ITHarHOCTUKH BeCbMa
3HAYUTENBHBI. YKe ceidac Ha JOMMIUIAHTAI[MOHHBIX
CTaJUsIX BO3MOXKHA AUArHOCTHKA MPAKTHUECKU BCEX
XpoMocoMHBIX U Oornee 30 TeHHBIX Oosie3Hel. OTa
BBICOKOTEXHOJIOTHYHAsT M OpPraHMW3alOHHO J0CTa-
TOYHO CJIO’KHAsI MPOLETypa MOXKET ObITh BHINOJIIHEHA

TOJIBKO B YCJIOBHSIX KIIMHMKH 3KCTPAKOPIOPATIBHOTO
ormonoTBopernsa. OJHAKO ee BBICOKas ceOecTOoM-
MOCTB, OTCYTCTBUE TapaHTHI HACTYIIJICHUS OEpeMEH-
HOCTH C OJIHOW TOTBITKH CYIIECTBEHHO OCIJIOXKHSIOT
BHEJIPEHUE JOUMILTAaHTALMOHHOMN TUarHO CTUKH B KJTH-
HUYECKYIO MpakTuKy. [loaToMy ee peanbHbIid BKIax
B MOBBILICHUE PENPOIYKTUBHON (DYHKLMH €Ile O0-
roe BpeMsi OyJeT OCTaBaThCsl BECbMa CKPOMHBIM H,
KOHEYHO, HUKaK HE MOBIMACT Ha JeMOorpaduiyecKuit
KPH3HC B HALIEH CTpaHe.

3.3. TperuuHasi npopuiaKkTUKa

Kacaetcs co3manusi ycloBUil HENPOSBICHHS Ha-
CJICICTBEHHBIX M BPOXKACHHBIX IIOPOKOB, METOIOB
KOPPEKLHUH y’Ke UMEIOIIUXCS MaTOIOTHYECKUX COCTO-
sHui. OHa BKITIOYAeT Pa3IniHbe BAPHAHTH HOPMOKO-
nUpoBaHusl. B 4acTHOCTH, Takue Kak MCIIONb30BaHHUE
CHELHATIbHBIX JUET B CIydae BPOXKICHHBIX Hapylle-
HHUH TIporieccoB OOMEHA, JICKapCTBEHHBIX Iperapa-
TOB, BBIBOASIINX TOKCHHBI U3 OpraHU3Ma HJIM 3aMe-
MIAIOIINX OTCYTCTBYIOIIUE (DEPMEHTBI, ONEPaLK O
KOPPEKUUH (DYHKIIMHU TOBPEXKICHHBIX OPTaHoB U T. 1.,
HaIpumep, JUeTa, TMIIeHHAs (peHUTaaHnHA IS TIpe-
IYNPEKACHUS TTOPaKeHUI Mo3ra y OONbHBIX (eHUI-
KETOHYpHEH, JieueHne (DepMEHTHBIMHU Ipernaparamu
Jerei, OONBHBIX MYKOBHCLHAO30M, THIIOTHPEO30M,
HACJICACTBEHHBIMUA OOJIE3HSIMH HAKOIUICHHS, Pa3HO-
00pa3zHble XUPYPrUYeCKUe ONEpayu sl KOPPEKIHH
Pa3IMYHbIX IOPOKOB PA3BUTHUS, B TOM YHCIIC TIOPOKOB
cepaua, MoYeK, CKeleTa 1 Jaxe MO3ra.

IToBblmIeHHE KauecTBa PENPOAYKTHBHOW (DyHK-
LIUH MOKET OBITh JOCTUTHYTO U ITyTEM MPOPUIAKTH-
KU CEPbE3HBIX COMAaTHYECKUX HApYLICHUH, TSHKEbIX
XPOHUYECKHUX 3a00JE€BaHUM, TaKMX KaK CEpACYHO-
COCYANCTBIC, OHKOJIOTHYECKHE, IICUXUIECKHE U [p.
B aToli cBA3M OCOOCHHO Ba)KHOE 3HAUCHHE IPH-
o0OperaeT JOCHMITOMAarnieckas AMAarHOCTHKA Ha-
CIICICTBCHHOM  MPEIpPAcOIOKEHHOCTH K  3THM
OonesHsM u wux d(dexkTrBHAsS NPOPIIAKTHKA.
B mHacrosimee Bpems BeayTcs MaclITaOHbBIE I10-
MYJISIUUOHHBIC HCCIIEIOBAaHUS AJIS1 BBIICHEHHS ac-
COLMAllMU aJUICJIbHBIX BapUaHTOB MHOTHUX T'EHOB
C TSDKENBIMH XPOHMYECKUMH 3a00JIeBAHUSIMH, MPH-
BOJSIIIMMH K paHHEH WHBAJUAW3ALUM M CMEPTH.
Hocrarouno noapoOHO MpoaHaIU3UPOBaHbI TeHHBIC
CeTH, TO €CTh HaOOpBl T€HOB, MPOAYKTHI KOTOPBIX
OTIPENENSIOT pa3BUTHE OPOHXHAIBHON ACTMBI, IUa-
Oera, paHHEH THNEPTOHHMH, XPOHHUYECKOTO 00Typa-
LMOHHOTO OPOHXMTA U JIp. DTH CBEACHUS BKIIIOUYCHBI
B TaK Ha3bIBACMbIl TCHETHUECKUH MACIOPT, KOHILIETI-
TyaJbHasi OCHOBa KOTOPOro Obula pazpaboTaHa erie
B 1997 rony [4].

HeOnaronpusiTHas sKooruueckasi 00CTaHOBKA BO
MHOTHX PErHOHaX CTPaHbl, HEYAOBJIECTBOPUTEIBLHOE
NUTAaHUE, HU3KOE KaueCTBO MUTHEBOM BOJBI, 3arpsi3-
HEHHE aTMOC(EpHI SIBISIOTCS TEM HEOIaronpusTHBIM
(oHOM, Ha KOTOPOM OTMEUAIOTCS] CHUKECHUE KadecT-
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Ba KM3HHU, HAPYLICHUE PEIPOAYKTHBHOTO 310POBbS
1 POCT aHTEHATAJIbHBIX ITOTEPh U MIOCTHATAILHOM Ma-
Tonoruu [26]. Bce atn nemorpaduyeckue nokasare-
JIM TIOJIyYEHBI MIPU aHaJHM3€ MOIMY/ISIIUOHHBIX BBIOO-
POK HaceJeHUs pa3IMYHbIX PETHOHOB cTpaHbl. OHH,
OIHAKO, HE YYUTHIBAIOT FETEPOreHHOCTh I'eHETHYEC-
KOTO COCTaBa M3YUYECHHbIX rpymil Hacenenust PO [12].
Takue nuccnenoBaHus 10 HACTOSIIETO BPEMEHH IPO-
BOIATCS 0Oe3 ydeTa YHHUKAJIbHBIX 3THUYECKUX U WH-
JUBHUIYalbHBIX OCOOCHHOCTEH IreHOMa, BO MHOTOM
OTIPEAEISIOINX NOMYJISAIUOHHBIE U HHIUBHIYalb-
HBIC Pa3In4Msl YyBCTBUTEIBHOCTH K JCHCTBUIO He-
OnaronpusATHHIX (PAKTOPOB BHELIHEH cpeabl. Mexay
TEM, ONBIT MPEIUKTUBHOW MEANWLMHBI YOSAUTEIBEHO
CBHUJICTEIILCTBYET O TOM, UTO MHIMBUyaJIbHAsl UyBCT-
BUTENIBHOCTh MOXET BapbHpPOBaTh B OYCHb ILUPO-
KuX npezenax. Kak mokaspIBaioT HMCClEOBaHUS MO
(hapmMaKoreHeTHUKe, OAWH M TOT K€ JIEKApPCTBEHHBIN
npemnapar B OJHOH M TOH K€ JO3UPOBKE MOXKET 00-
Naaath Je4eOHbIM (PPEKTOM y ONHUX IAlMEHTOB,
OBITH BIOJIHE MPUTOTHBIM Uil JICYCHUS Yy IPYTHX
U IIPU 3TOM OKa3bIBaTh BBIPAKCHHBIH TOKCHYECKHUN
ad ekt y Tperbux. Takue KoieOaHUs HOPMBI Peak-
LM, KaK celyac U3BECTHO, ONPEICIIIOTCSI MHOTHMU
(akTOpamu, HO B NEPBYIO OUYEPEIb 3aBHCAT OT CKO-
poctu Metabonu3Ma npenapara 1 BpeMEHH €ro Bbl-
BEACHUS M3 OpraHu3Ma. TecTHpOBaHHE COOTBETCT-
BYIOILIMX TCHOB IO3BOJISIET 3apaHee BBIIBUTDH JIIOACH
MOBBIILICHHOM Y MOHMXEHHON 4yBCTBUTEIILHOCTH HE
TOJIBKO K OIIPEAEICHHBIM JIEKapCTBaM, HO U K pa3jiny-
HBIM MOBPEKAAOMMM (akTopaM BHEMIHEH Cpebl,
B TOM YHCJIC K TPOMBIIIIICHHBIM 3aTrPSI3HEHUSIM, CEIIb-
CKOXO3HCTBEHHBIM S71aM, K IPYTUM 3KCTPEMaJIbHBIM
JUTS YelloBeKa dKoJornueckuM (akropam [4, 5, 23].
HIupokoe BHEAPEHHE TEHETHUECKOTO TECTUPOBA-
HUSL B 00JIaCTh MPOQHUIAKTUYECKOM MEIUIMHBI He-
n30exkH0. OTHAKO YKe CEroJHs OHO MOPOXKIAET Pl
cepbe3HbIX mpobieM. Ilpexxae Bcero, mpoBeneHHE
MOMYJISIIMOHHBIX ~ MCCJIEOBAaHUN HACIIEICTBEHHON
MIPEAPACIIONOKEHHOCTH HEBO3MOXKHO 0e3 BHeApe-
HUSI HOBBIX TEXHOJIOTHH, MO3BOJISIOIIMX POBOIUTH
LIMPOKOMAcLITa0HbIe T€HETHYeCKHUe aHanu3bl. [lis
pemieHuss 3TOH NpoOJieMbl AaKTHMBHO CO3IAIOTCS, a
B psIE CIydaeB yXKe CO3JaHbl, CIelHalbHble OHO-
YUMbl. JTa TEXHOJOTMS 3HAYUTEIBHO YHPOILIAeT
CIIOKHYIO U BECbMa TPYLOEMKYIO INpPOLEIypy TIe-
HETHYECKOIo TeCTHpOoBaHMsA. B wacTtHoCTH, co3maH
U y’Ke IPUMEHSETCs Ha MPaKTHUKE OMOYHMIT IS TECTH-
poBanus 14 nmonuMophu3MoB BOCBMH OCHOBHBIX I'e-
HOB CHCTEMBI JICTOKCHKALlUH, pa3paboTaHHbIN B Ha-
LIMX COBMECTHBIX HMccieaoBaHusAX ¢ LlenTpom Omo-
JIOTHYECKUX MUKPOUUIIOB MHCTUTYTa MONIEKYIISIPHOM
omonornn um. B. A. Duremsrapara PAH [25]. Ha
CTaIuM pa3padOTKH HAXOIATCA OMOUMIBI AJISL Tec-
TUPOBAHUS HACIEICTBEHHBIX (QOpM TpomOodmimy,
ocTeoropo3a u ap. Mcnonb3oBaHue Takux OMOYUIIOB

U BHEIPEHHUE JPYTrUX MPOTPECCUBHBIX TEXHOJIOTHMH
TEHETHYECKOTO TECTHPOBaHMS JAaeT OCHOBAaHHE Ha-
JeSITBCS, UTO yXKe B OnmipKaiiiee BpeMs IIpOBEICHHUE
CKPMHUHIOBBIX  HCCIICIOBAaHUH  MOIMMOP(HHU3MOB
MHOTHX T'€HOB CTaHET BIIOJIHE PCaJIbHBIM.

MaccoBble MOIMYJISIIMOHHBIC UCCIIEA0BAHUS T'eHE-
THUYECKHUX IOJIUMOP(U3MOB, CpaBHEHHE aJUICIBHBIX
YacTOT OIPEACICHHBIX TEHOB B HOPME M y OOJIBHBIX
C TEeMH WJIM UHBIMHU TSDKEIBIMUA XPOHHUYECKHMH 3200-
JICBaHUSIMH TIO3BOJIAT MOTYYUTh MAKCUMAIIbHO OOBEK-
TUBHYIO OLIEHKY MHAMBHUIyalIbHOTO HACIEACTBEHHOTO
pucKa 3THX 3a00NeBaHUN M BBIPAOOTATH ONTHMAJIb-
HYIO CTPATEruio NepCOHATbHON NPOQUIAKTUKH.

3aKnioyeHune

Bricokue mokaszarenu CMEPTHOCTH B COYETaHUH
C HHU3KOW PO’KJAEMOCTBIO M BBICOKOH 4acTOTOW Ha-
CJICZICTBCHHBIX M BPOXKJCHHBIX IOPOKOB SIBISIFOTCS
NPUYMHON CEpbe3HOro AeMOorpaduueckoro Kpusuca
B Hawiel crpane. COBpEMEHHbIE METOABI JUATHOCTH-
KA 1 HOBBIE MEIULMHCKHE TEXHOJOTMU IMO3BOJISIOT
CYIIECTBEHHO MOBBICUTH 3QPEKTUBHOCT PENPOIYK-
TUBHOW (yHKIMH. BaxxHBI mporpecc TOCTUTHYT
B JMarHOCTHKE U NPOQPUIAKTUKE MYKCKOTO H KCH-
ckoro Oecrioansi. OCHOBHbIE YCHIIHS 110 PO(UIIaK-
THKE HACJICICTBCHHOM W BPOXKACHHOW MaTOJIOTHH,
MHIyLIHPOBAaHHOW HEOJIarONpUSATHBIMU SK30TCHHBI-
MH U 3HJOT€HHBIMH (DakTOpaMu, IOJKHBI OBITH Ha-
NpaBJIeHbl UMEHHO Ha KeHCKHUH opranusM. bosboe
3HAUCHHE B YIIyUYLICHUH PEIPOTYKTUBHON (QyHKIHMN
JKCHIIMHBI MOTYT CBITPaTh MPEKOHLEIINOHHAS MIPO-
(utakTHKa 1 METUKO-TeHETHYECKOE KOHCYIBTUPOBA-
HHE, TOIIOJHEHHBIC TeHETUYECKON KapToi penpoayK-
THUBHOT'O 3[J0POBBS, IPUMEHEHNE KOTOPOH ITO3BOJISIET
NpeAyNpennTh 3a4aTue TeHETHYECKH HETONHOLCH-
HBIX JIeTeH, a TakKe pa3BUTUE 3a00JCBaHUM, 3adac-
TYIO OCIIOXHSAIOUIMX TeueHHe OepeMeHHOcTH. Bre-
YaTJISIOMINE JOCTHKCHUSI COBPEMEHHOH NpeHaTalb-
HOU IMaTHOCTUKHU OOBSICHSAIOTCS yCIIEXaMH PELICHHUs
METOIMUYECKUX MPoOIIeM, CBSI3aHHBIX C OMOXUMHUYEC-
KAM M YJIBTPa3BYKOBBIM CKPUHUHIOM, HOJyYCHHEM
IUIOJHOTO Marepuala Ha JIOOBIX CTaausX pa3BUTHA,
€ro MOJICKYJISIPHBIM U LIUTOT€HETHYECKUM aHAJIN30M.
[lepcneKTUBHBIMU SIBISIOTCS] BHEIPEHUE MOJICKYIISP-
HBIX METOAOB JMArHOCTHKH XPOMOCOMHBIX O0JIe3HEH
y IUioAa, AMAarHOCTHKa cocTosHus muona mo JJHK
u PHK moga B kpoBu Matepu. Kak mokasbiBaeT OnbIT
Ci1y>kO0bl IpeHaTanbHOi nuarHoctuku Cankr-Ilerep-
Oypra, y>Ke CerojiHs B yCJIOBHSIX YCIEIIHOTO PELLICHHUS
OpPraHU3allMOHHBIX U (PMHAHCOBBIX BOIPOCOB MOYKHO
JOOHUTHCS PeabHOrO CHUYKEHHUS YUCIIa HOBOPOXKICH-
HBIX C XPOMOCOMHBIMHM M T'€HHBIMH Oose3HsMH [4,
5, 22, 26]. IIpaBoMepHO OXUAATH YIYUILCHUS PEIl-
POAYKTHBHOW (DYHKLINHU U TPU LINPOKOM BHEAPCHHUU
B MPAaKTHYECKYI0O MEAWLUHY JOCTHKCHUU MOJICKY-
JSIPHOW MEAMLIMHBI, IPEXKJIE BCEr0, HHIUBULYaIbHO-
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ro reHeTHYEeCcKoro nacrnopra. Jlocumnromarnueckas
JUAarHOCTHKA HACJIEACTBEHHON NpeapacoiokeH-
HOCTHU K YaCTBIM TSDKEJIBIM XPOHHUYECKUM 3a00JieBa-
HUSIM B COUETaHuU ¢ 3()(HEeKTUBHON MHANBUYIbHON
PO UIAKTUKON — HEIIPEMEHHbIE YCIOBHSI OAbEMa
penponykTuBHON (ByHKIMH. Pa3paboTaHHBIN U yke
HCTIOJIb3yEeMBIH Ha MMPAKTUKE TeHETHUECKUI MacnopT
TpeOyeT Cephe3HBIX MEIULMHCKUX TapaHTHH, oQuIu-
ANTBHOM MOJIEPKKU CO CTOPOHBI OPraHOB 3PaBOOXpa-
HEHMS! ¥ TIPaBUTENBCTBA CTpaHbl. Ero MaccoBoe ucmnons-
30BaHKE JIOJDKHO OBITh 3aKPETUICHO COOTBETCTBYIOLIMU
MPaBOBBIMHU U 3aKOHO/IATEIBHBIMH JOKYMEHTAMH.
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ECOLOGICAL GENETIC CAUSES OF HUMAN
REPRODUCTION IMPAIRMENT AND THEIR PREVENTION

Baranov V. S., Aylamazian E. K.

® Summary: Review of the data which confirm unfavorable
reproductive health of Russian populations are presented.
Endogenous (genetic) and detrimental environmental factors
contributing to reproduction health decline in Russia are
outlined with special emphasis on their effects in oogenesis,

spermatogenesis and early human embryos. Genetic aspects of
male and female sterility as well as impact of inherited factors in
human embryogenesis are presented. Basic algorithms adopted
for prevention of inborn and inherited disorders before conception
(primarily prevention), after conception (secondary prevention —
prenatal diagnostics) as well as after the birth (tertiary prevention)
are surveyed. Obvious achievements in unrevealing the basic
genetic causes of reproduction failure as well as the perspectives
in improving of reproductive health in native population of Russia
through the wide scale implementation of recent advances in
molecular biology including biochip-technology, genetic charts
of reproductive health and genetic passes are discussed.

m Key words: human reproduction; ecological genetics;
gametogenesis; teratology; predictive medicine; genetic passes
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