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NPEAUCIIOBUE

TIpenaTtanbHas AMarHOCTUKA HACJEACTBEHHbIX 3a00JIeBaHUI U
M30JIMPOBAHHBIX BPOXICHHBIX TTOPOKOB PAa3BUTHUsS CTaja MOIII-
HBIM MHCTPYMEHTOM COBPEMEHHOW MEIWILIMHEI, ITO3BOJISIOIINM
CYIIECTBEHHO CHM3WTh IepUHATAIBHBIC ITOTEPU U YMEHBIIUTH
YUCI0 OOJBHBIX C TSDKEIBIMU MHBATMAU3UPYIOIIMMHU 3a00J1eBa-
HussMu. OIHAKO TaKOit pe3yJbTaT JOCTUTAETCS TOJBKO B TOM CIIy-
yae, KOrja CYIIECTBYeT YeTKO OpraHM30BaHHas CIJIyxk0a IpeHa-
TaJbHOU AMArHOCTUKU, B KOTOPOIl OOBEIMHSIIOTCST YCUIUST MEIM -
LIMHCKUX F€HETUKOB, aKyIlIEePOB-TUHEKOJIOIOB, CIELIUATIUCTOB IO
OMOXMMUYECKON M LIUTOTEHETUUYECKON J1abopaTOpHOI AMAarHOC-
TUKE U APYTUX CIEeUUTUCTOB. IMEHHO Takasi «KOMaHAa» CJIOXU-
Jlach Ha 6a3e JJabopaTopuu MpeHaTaIbHOW NUarHOCTUKU Hacse[ -
CTBEHHBIX U BPOXICHHBIX 3a00jeBannii CaHKT-IleTepOyprckoro
HUW axkymepctBa u runekosnornu um. [1.0.0TTa, opraHn30BaH-
Hoit B 1987 romy. 3mech BIlepBBIC B Hallleil cTpaHe OBLIN aripoOm-
pPOBaHBI Pa3IWYHBIC METONBI IPEHATATbHOM MTMATHOCTHKHU pPsiaa
MOHOTEHHBIX HACJICICTBEHHBIX 3a00JICBaHNIA, M 3IE€Ch XK€ TTPOILTH
MOATOTOBKY IO MpeHAaTaJbHOM TMarHOCTUKE MHOTHE CIIeIIaINC-
Thl U3 UHCTUTYTOB U KIMHUK MoCKBBI, YbI, ToMCKa 1 Ipyrux ro-
ponoB Poccuu. YHUKaNbHBIN OMBIT B OpraHU3aluy CIy>KObI Mpe-
HaTaJIbHOM JMarHOCTUKM, HAKOTUIEHHBIH 3a 1o4Tu 20 JeT paboThI,
MPOaHAIM3UPOBAHHBIN U XOPOIIO OCMBICJEHHBIN, JIeT B OCHOBY
MHOTOYHMCJICHHBIX METOIMIECKNX PEKOMEHIALINIA, TJIaB B pa3Ind-
HBIX OTCUYECTBEHHBIX PYKOBOJACTBAaX, a ceiiyac — B HaIMCAaHWU
KOJIJIEKTUBHOI MOHOTpaduu.

MoHorpagus BKIIIoYaeT BBeneHue, 15 riaaB, MOCBSILEHHbIX HE
TOJIBKO COOCTBEHHO IIPEAMETY IIPeHATATbHON TUaTHOCTUKY, HO 1
OCHOBaM 3MOPHMOHATBLHOTO PAa3BUTHSI, METOIAM OLICHKU COCTOSI-
HUSI TUTOJa, OCHOBAM TepaTOJIOTUM YeIoBeKa, T.e. TOro 6asuca, Ha
KOTOPOM U CTPOMUTCS IIpeHaTallbHasl IMarHocTuka. B kHure Ha-
LIIJIO YeTKOe 0OOCHOBAaHUE MEAMKO-TEHETUYECKOe KOHCYJIBTUPO-
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BaHME KaK 00beIMHSII0lee Hauyaao Bcell MpeHaTajJlbHOM AuarHoc-
THKHU. DTO a0COIIOTHO MTPAaBWIBHBII TTOAXOI M C TOUKU 3PCHUSI Ty-
MaHUCTUYECKUX MPUHLIMIIOB U C CYry0O MpPakKTUYECKOW TOUKU
3peHMsl, TaK KaK MpeHaTaJbHasl JUArHOCTUMKA B KaXIOW CEMbE
BakHa He TOJIbKO caMa 1o cebe, HO M KaK MOJIXO ISl Onpeaeie-
HUSI BpaUOM-T€HETUKOM U CEMbEH €€ NaJIbHEMIIEro pernpoayKTUB-
Horo noBeaeHus. B KHUTre ecTh Aaxe crieluanbHas rjaaBa (4 3TO
clIeyeT BCSIUECKU MPUBETCTBOBATH), MOCBSIIEHHAs MpodieMam
9TUKU B TMpeHaTajJbHOW AUarHocTuKe. Bce rnaBbl HanmucaHbl U3-
BECTHBIMU CITeLIMAIMCTaAMU B pa3HbIX MpobieMax MpeHaTalbHOMI
JMIMaTHOCTUKMH.

B uiesiom, Kak Mbl 1oJjlaraeM, 3T0 O4€Hb XOpolliee pyKOBOICTBO
MO MpeHaTaAIbHOU AMAarHOCTUKE Pa3IMUHbIX BPOXKIAEHHBIX COCTO-
SIHWM, B TOM YMCJIE€ HacJeACTBEHHbIX OoJie3Hel. Kpome Toro, B
HEM COAEPXKUTCS KPUTUUYECKUI aHAIU3 COCTOSTHUSI CITY>KObI Tpe-
HAaTAIbHOM JMAarHOCTUKUA B CTPaHE, KOTOPBIMA JOJKEH MOMOYb
BCEM, KTO 3aHMMAaeTCsI TpeHaTaJbHON JUAarHOCTUKOM, HO OCOOEH-
HO — OpraHu3aTopaM 3ApaBOOXpPaHEHUsI, UCTIPABUTD T€ OLLIMOKMU,
KOTOpBbIE ellIe HePEAKO CAYJYaloTCsl B OpraHU3aLMU 3TOM CITy>KOBI.

Axademux PAMH, npogeccop E.K.Iunmep



BBEAEHUE

B cootBeTcTBUM ¢ maHHBIMM BceMMpHOI opraHM3auy 3apa-
BooxpaHeHust (BO3) 2,5—3% Bcex HOBOPOXIEHHBIX YXe TIPU MO-
SIBJICHUU Ha CBET OOHAPYXMBAIOT PA3JIMIHEBIC TTOPOKM Pa3BUTHSI.
IIpu s3ToM 0K0J10 1% COCTaBISAIOT TeHHbIe 00JIE3HU, IPUMEPHO
0,5% — XpoMOCOMHBIE U, B cpeaHeM — 1,5—2% npuxomuTcs Ha
JOJII0 BPOXKAEHHBIX MOpoKoB pa3Butus (BIIP), oOycrnoBreHHBIX
NEeUCTBUEM HeOJIarornpusITHBIX 9K30I€HHBIX U 9HIOTEHHBIX (hak-
TopoB. M3BecTHO Tak:ke, uyTo yactora BITP ¢ Bo3pacToM yBenmum-
BaeTCs M K KOHILY TIEpBOTO T'Ojla XXM3HM JocTuraet 5—7% 3a cuet
MPOSIBJICHUST HE BBISIBIICHHBIX TIPY POKICHUN TTOPOKOB Pa3BUTHS
OpTaHOB 3pEHUS, ClIyXa, HEPBHOM 1 S3HAOKpHHHOI cucteM (bou-
koB H.II., 2001; Tuntep E.K., 2003).

CornacHo opuIIranpHOM cTaTuCTHKe B Poccuiickoit Memepa-
MM YacTOTa BPOXICHHBIX M HACJAEACTBEHHBIX 3a00JIeBaHUI
(BH3) cpenu Bcex HOBOPOXIEHHBIX OeTeil cocrapisieT 4—5%,
a MX JOJISI B CTPYKType MJIAIeHUYCCKON CMEPTHOCTU MOCTUTACT
35—40%. ExeronHo B P®D Ha Kaxayio Thicsuy poxkaaercs ot 40
no 50 geteii ¢ BpOXKAEHHBIMU Y HAC/IeICTBEHHBIMU 3a00JieBaHU-
amu (Hosuxkos I1.B., 2004). O61ee yncao BiepBble 3apeTUCTPU-
POBaHHBIX OOJBHBIX C BPOXIAEHHBIMU aHOMaIusIMu B Poccuu
B 2000 1. mocturno 213—220 teic. [Ipu aTOM OTMEUaeTCs 3aMeT-
HBII pOCT YKCIa GOJIBHBIX C TIEPBUYHBIM JUATHO30M YCTaHOBJICH-
HBIX BpOXXAeHHbIX aHoMmanuit — ¢ 1,48 8 2000 . no 1,74 — 82003 .
(bapanos B.C. u np., 2004). Tonsko B Cankt-IlerepOypre noka-
3aTejlb MHBAJIMAHOCTU aereil go 15 jer coctaBua 16,9 Ha
1000 B 1997 . 1 17,3 — B 1999 ., T.e. oT™MeUaeTcs ssIBHAsI TCHICH-
uust K ero pocry. bonpabie ¢ BH3 3anumalor okono 30% koek
B IETCKMX cTallMoHapaX. Ha mx medeHmne rocymapcTBO BBIHYKIIC-
HO pacxomoBaThb OIPOMHEBIE CpeAcTBa. IpeBoxkHasi memMorpadu-
yeckas cratuctuka BH3 ycyrybssercs mporHo3upyeMbIM BIUIOTh
no 2010 roga majgeHUEM pPOXAAEMOCTU B cTpaHe. B aToit cBsI3M
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CTAaHOBHUTCSI COBEPIICHHO OYEBMIHBIM, YTO MPOMIIAKTHUKA Ha-
CIICACTBEHHOM M BpPOXACHHOM maTojioruu B Poccum mmeeT He
TOJIKO OOJIbIIIOE MEIUILIMHCKOE, HO MPUOOpPETaeT U BaXKHOE CO-
LIMaJbHOE 3HAYCHUE.

Pemaroiiast pojib B KOMILIEKCE MEPONPUSITUI 1O Mpoduak-
TUKE W TPEAYNPEXIESHUI0 HACIEACTBEHHbIX U BPOXAEHHBIX 0O-
JIe3Hel MpuHaIIexXuT rpeHaTaibHol nuarHoctuke (I11), mosso-
JISTIOIIE T TIPEIOTBPATUTh POXKICHUE IETEM C TSKETbIMU HEKOPPH -
TUPYEMBIMU TIOPOKAMU Pa3BUTHS, C TSKEJIbIMU, HEPEIKO CMep-
TEJTbHBIMU, TEHHBIMM M XPOMOCOMHBIMM OOJIE3HSIMU U, TEM ca-
MBIM, YMEHBIINUTh TeHeTUUECKUIi Tpy3 Tomyisiinu. Hecmotpst Ha
BHUMaHUE, KOTOPOe ynessiercs pa3Butuio ciryxkosl 11 B Poccuu
co ctopoHbl MuHMCTEpCTBa 3apaBooxpaHeHns PO u pernoxHasnb-
HBIX KOMUTETOB T10 0XpaHe 3M0pOBbsI MaTepy U peOeHKa, 9TO Ha-
IIIJI0 OTpakeHWE B MHOTOYMCICHHBIX MPHKa3ax M LMUPKYJIsIpax,
perJaMeHTUPYIONIINX IesSITeIbHOCTh Pa3IMUYHbIX MOApa3aeacHUI
U YPOBHEI 3T0it cyk0b1, apdekTuBHOCTH I1/], B 11e10M 110 cTpa-
He, BCe ellle OCTaeTCsl BeCbhMa HU3KOM.

Cymectpytomue npoodiembl 11 B Poccuu onpenensitorcst He
TOJIBKO XPOHUYECKUM HeTo(UHAHCUPOBAHUEM 3TOM BaXKHEHIIIEH
obsnactu mpodbwiaktuku BH3, HO U opraHu3allMOHHBIMU HEI0-
CcTaTKaMM, BbI3BAHHBIMU, TJIABHBIM 00pa3oM, HEIOIIOHUMaHWEM
opraHM3aToOpaMU 3IPAaBOOXPAHEHUS W aAMUHUCTpAIINEH KIMHU-
yeckux noapasneneHuit cneuuduku ciayx0osl [1J1, Heodxonnumoc-
TH YETKOTO, CJIaKEHHOTO B3aUMOICUCTBUS CITCIINAINCTOB Pa3HO-
ro Tpoduisi, BOBICUCHHBIX B 3Ty ACSATCIBHOCTh (MEIUIIMHCKUX
T€HETUKOB, aKylIepoB, CIIELUAINCTOB yJIbTpa3ByKoBoii (Y3) nu-
arHOCTUKM, LIMTOTEHETUKOB, MOJICKYJISIDHBIX OMOJIOTOB, OMOXM-
MUKOB U 11p.). CHOXUBIIAsCS B 3TOM 00JIACTU CUTYallUsT YCYTyOIsi-
eTCsl OTCYTCTBUEM YHUMDUIIMPOBAHHBIX J1aOOPATOPHBIX U KIMHU-
yeckux metonos I11, eanHbIXx hopM MpoBeneHUsl U OLEHKU pe-
3yJIBTATOB CKPUHUPYOIIMX ITporpaMM. He orpaboTaHbl anropur-
Mbl B3aMMOJICHCTBUS CITELIMAIIMCTOB, 3aHSITHIX Ha BCEX YPOBHSIX
I11. HecMoTpss Ha HaAMETWBILMIICS TPOTPECC B PEIICHUN 3TUX
Mpo0JIeM, OHU TTOKA He TIOTYYUIN JOJIKHOTO O0CYKIIEHUS B OTe-
YeCTBEeHHOM MEIMIIMHCKOM JTUTepaType.

B mrocienaMe TOmBI TOSIBIIIACH TOJIBKO OJHA MOHOTpadusl, Io-
cBsmieHHass ocHoBaM [1JI MO maHHBIM MUPOBOM JUTEpaTypHI
(KOmuna E.A., Mensenes M.B., 2002). Ony01mKoBaHO HECKOJIb-
KO METOINYECKUX PEKOMEHIAIINI, a TAKXKe HECKOJIbKO IJIaB B MO-
Horpadusx, B KOTOPbIX CYMMUPOBAaH COOCTBEHHBIM OIMBIT paOOTHI
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mo otmenbHBIM HampasiaeHusMm I11 (Menemes M.B., HOmu-
Ha E.A., 2003; baxapes B.A., 2004).

JlaGopaTopust nmpeHaTallbHOM AUArHOCTUKU HACJIEACTBEHHbIX
¥ BpOxXIeHHBIX 3a00neBanuit HUM akymepcTBa M TMHEKOJIOTUY
uMm. [.0.0trra PAMH (Cankrt-IleTtepOypr), ocHoBaHHas
B 1987 ., sBasieTcs oqHUM U3 7 (eaepaibHbIX MEAUKO-TEHETH-
yeckux LeHTpoB Poccuu, enMHCTBEHHBIM (enepasbHbIM LIEHT-
pom IIJI mykoBuciumo3a (caMOro 4acToro MOHOTEHHOIO Ha-
CJIEICTBEHHOTO 3a00JIeBaHMsI) U COBMECTHO ¢ JIMarHOCTUYECKUM
LEHTPOM (MEAUKO-TEeHETUYECKNM) 00eCcTreunBaeT CIyxK0y mpe-
HaTaJlbHOM nuarHoctTuku He Toabko B CaHkt-IletepOypre,
Ho 1 Bo BceM CeBepo-3amannom peruone Poccuu. 3a 18 net cy-
IIEeCTBOBAHMS JJab0opaTOPUU BHIIOIHEHO cBbIme 8000 MHBa3MB-
HBIX IIPOIIEAYP 1O 3a00py IJIOMHOTO MaTepuaa, IpeaoTBpaIle-
HO poxaeHue 6omee 500 MIOTOB € TSKEJIBIMU XPOMOCOMHBIMU
U1 TeHHBIMU OOJIE3HSIMU, T.€. OOJIbIlIe, YeM B JTIOOOM M3BECTHOM
HaMm 1eHtpe 1] PD. B naGoparopuu HaKOIUIEH YHUKAaJbHBII
METOANYECKUIA, KIMHUYECKUI U opraHu3alMoHHbIN onbiT TT/1.
B yvactHOCTH, pa3paboTaHbl OPUTUHAIbHBIE METOIbI IIUTOTeHEe-
TUYECKOTO aHaJIM3a C LEJbI0 KapUOTUITUPOBAHUS TIJI0Aa, TIpe-
JIOXEHBI COOCTBEHHbBIE, alallTUPOBAHHbBIC K ITOMYISIIIMOHHO-TE-
HETUUYECKUM OCOOCHHOCTSIM peTHoHa anropuTMbI T1]1 TSoKeTbIX,
COIIMANIbHO 3HAYMMBIX HACJEACTBEHHBIX 3a00JIcBaHMIf, TaKMX
KaK MYKOBHUCIHI03, (PeHUIKETOHYPUS, TeMO(DUINSI, MAOINUCT-
pocdus diolieHHA U Op., OTJIaXKEeHb ONTUMAIbHBIC aJTOPUTMEBI
B3aMMOJEHCTBHS BCeX ypOBHe cyk0nI I1/] B TakOoM Merarosn-
ce, kakuM gpiasietcss Cankt-Iletepoypr. CoTHM Bpayeil Menu-
KO-TeHEeTHYEeCKUX KoHcyabranuii U neHrpon [1JI P® mpoiuiu
o0yyeHHe Ha padouMX MecTaX WJIM TMOJYUYWIU KOHCYJIBTAllUM,
COTHM CTYIEHTOB U cayliatejieii BoeHHO-MeauIIMHCKOM aKazie-
MUM U MeauLrHckoro ¢akynbsreta CIIOIY mpocayiaiu Kypchl
JIEKLIMI COTpYyIHUKOB JlabopaTopuu mo T1/1.

ITpakTnueckne HapaOOTKM J1aOOPATOPUU IO OTAETBHBIM Ha-
MnpaBjJeHUsIM U MeTOJaM MCCIeI0BaHMUSI yXKe ObLIM 000OIIEeHbI
B CepUHU 0030pOB, METOIMIECCKUX PEKOMEHIAILINIA 1 TJIaB B MOHO-
rpadusx (Aiinamassx 9.K., bapanos B.C., 2002; bapanos B.C.,
2003; bapanos B.C. u nmp., 2002, 2004).

Ha manHOM 3Tare HayYHO-TIPAKTUYECKOM IEATEITbHOCTH Jia-
0opaTopuHu, C YIETOM SIBHOTO IeulinTa MH(MOpMaIuu B OTEUYECT-
BEHHOW TUTEpaType 0 COBpeMeHHBIX Bo3MoxkHOCTIX [1]1 1 ee mep-
CMEKTUBAX, HaM TIPEACTaBISETCS aKTyalIbHBIM 0000IINTH MHOTO-
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JIETHUI ONBIT JabopaTopuu B obsactu 1/ XpoMOCOMHBIX U T'eH-
HBIX OOJIE3HEI, PacCMOTPETh COBPEMEHHBIE TUATHOCTHUYCCKUE
BO3MOXHOCTHU U CyllIecTBYIOIIUE aaroputmbl T1/1.

B monorpadun cymmupyrorcst nanHbie o yactore BH3 B PO,
naetcs onpenenenue I1)1 kak Hayku (B OTIMYME OT MOHMMaHUS
ee KJIMHULKMCTaMM KaK Habopa pa3IMyHbIX METOMOB [JIs1 OLIEHKU
COCTOSIHUS TI0JAA), paccMaTpuBaloTes Lead 1 3agauu 1/ (cMm.
rnaBy I). [taBa Il nenukom mocesiieHa OCHOBaM MPO3IMOPUO-
HaJIbHOTO M 3MOpPMOHAJILHOTO Pa3BUTUSI YeJOBEKa, CTOJIb CY-
IIECTBEHHBIM JUISI TIOHMMaHUs TeHe3a aHOMauii 1 ux jadbopa-
TOpHOU nuarHocTuku. O030py COBPEMEHHBIX METOMOB OLIEHKU
COCTOSIHUS TTIOAA W OTOOPY KEHIIMH TPYIIT BHICOKOTO pHCKa
BH3 nocstmena rnasa I11. O60611eHHBIe TIpeaCTaBIeHNS O He-
0JIaTONIPUATHOM IEHCTBUY BHEITHUX (hDaKTOPOB Ha 3MOpHOTreHe3
YyeJoBeKa (Tepatojiorus) npeactabaeHbl B rase V. [1poGmembl
MEIUKO-TeHETUUYECKOTO KOHCYJIBTMPOBAHUS TIpU (PU3MOJIOTH-
YeCcKOi OepeMEeHHOCTHM U TpPU OEepeMEHHOCTHU, HACTYIMBIIEH
B pe3yJbTaTe 3KCTPaKOPMOpPaJbHOrO OIJIOAOTBOPEHUs, pac-
CcMOTpeHbI B r1aBe V. O01ue npeacTaBieHust O CKPUHUPYIOLIUX
nmporpammax, ucroiab3yembix B [1JI, mpuBeneHsl B TiaBe VI.
OCHOBHbIE MOJIOXXEHUSI OUoxuMuyeckoro ckpuHuHra B I u 11
TpuMecTpax 6epeMeHHOcTH — B riaBe VII. IIpobGiemsbl yabTpa-
3BYKOBOTO CKPUHWHTA N HEKOTOPble 0COOEHHOCTU MHBAa3MBHBIX
METOIOB 3a00pa IUIOJHOTO MaTepHaia Ha pa3HBIX CpoKax Oepe-
MeHHocTU paccMoTpeHsl B maBax VIII u IX. B kauectBe Kpymn-
HBIX CaMOCTOSITeJIBHBIX pa3aeioB MOHOTpacduu BeICTymaoT T1]1
XPOMOCOMHBIX (CM. IJIaBY X) M YaCTBIX MOHOT€HHBIX OOJIe3HEH
(cMm. rnaBy XI). KnuHuyeckue 1 opraHu3alMoHHbIe acTieKThl [1/]
obcyxnatotcs B rnaBe XII. CnenpnanbHasg rjiaBa MocBsilieHa Ta-
Koi1 cnoxHoit npo6aeme I/1, kak mpobjemMa 3TUKU MeIUKO-Te-
HETUYECKOTo KOHCyJabTUupoBaHus (cM. raBy XIII). 3akmoun-
TeJibHbIe TJaBbl MOHOTrpaduu (cM. rassl XIV u XV, cooTBeTCT-
BEHHO) MPeACTaBIsIIOT CO00I 0030p COBPEMEHHBIX, YXKe MpUuMe-
HSIEMBIX B BEIYIINX JJaOOpaTOPUsIX MUpPA U HOBBIX, pa3padaThiBa-
eMbIx MeTon0B [1]1, a Takke epCrieKTUB Pa3BUTHUSI 3TOTO MHOTO-
00eIIaIIero HayIHO-MPAKTUIESCKOT0 HaIlpaBICHUST MEIUIINH-
CKOI1 TCHETUKHU B 0003PMUMOM OYIyIIIEM.

IIpennaraemas MoHorpadus TOKHA TTOMOYb aKyIlIepaM-TH-
HEKOJIOTaM POIOBCIIOMOTATEeIbHBIX YIPEXKIACHUH, CIICIUAINCTaM
M0 MEIULIMHCKON TeHETHKE, OpraHu3aTopaM 3IpaBOOXpaHEHUS
B 0oJiee MOJIHOM HMCIOJIb30BAHUU YK€ MMEIOIIMXCS BO3MOXKXHOC-
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Tei 1 noBbieHUN 3¢ dekTuBHOCTU [1] ¢ 1IeIbI0 TpOoUIaKTUKI
HacJIe[ICTBEHHOI M BPOXAEHHOI maroJjioruu y aeteil. MoHorpa-
GUsT MOXKET CIIYKUTh YICOHBIM TTOCOOMEM TSI CTYACHTOB MEIM-
LIMHCKUX BY30B, OMOJIOTMYECKUX M MEAULIMHCKMX (DaKyIbTETOB
VHUBEPCUTETOB IO MpoOJIeMe 3TUOJIOTUM, MaToreHe3a u npodu-
JIJAKTUKWA HACJEICTBEHHBbIX U BPOXIEHHBIX TMOPOKOB Pa3BUTHUS
Y YeJIOBEKa.



FNABA I. MPEAMET U SAOAY4U
NPEHATAJIbHON JUATHOCTUKHK

ITpenaranbHas nquarHoctuka (I1[]) kak HOBOe HayYHO-TIpaK-
THYECKOe HaIIpaBJIeHe MEIUILIMHCKOM TeHeTUKN BO3HUKIIA B 70-X
roJax MpoIJIOro BeKa Ha CTHIKE KIMHUYECKNX (aKyIIepCTBO, TH-
HEKOJIOTHSI, TICPUHATOJIOTHSI, HEOHATOIOTHSI) U (PyHIaMeHTaIb-
HBIX HayK (TeHEeTMKa, IIMTOTEHEeTUKA, MOJICKYJISIpHas OMOJIOTHS,
aMbpuoJiorusi, ouoxumus). Kaunuveckue 3aoauu I1J] exarouarom
usyueHue cOCMOSAHUA NA00a u mamepu, onpeoeieHue onMUMAAbHBIX
CPOK08 U MeXHUKU NOAYHeHUA NA00H020 Mamepuala, maKkmukxy éede-
Husa 6epemennocmu u pooog nocae uneasuerou IlJ], T.e. mocie uc-
cJIeIoBaHMS TIIOHOTO MaTepuajia CrielMaJbHBIMA METOIaMM Jia-
OopaTopHOi1 reHeTUuKHU. Takum obpaszom, ocrogy I/ cocmasasaiom
PAHHAA OuazHOCMuUKa u npedynpecoenue poycoeHus 0emeli c msiyce-
ABLMU HEKOPPUSUPYEMBIMU BPONCOCHHBIMU U HACAEOCMBEHHbIMU 3a-
ooaeeanusmu (BH3).

CornacHo pekoMmenmanusiMm BO3 n EBporeiickoii acconmannm
TepuHaTaIbHON MemuiinHbI Tton I1JI moHmMaeTcs: «COBOKYITHOCTD
BCEX METOMIOB TMAarHOCTUKM COCTOSTHMS IO, KOTOpast HaIlipaBJieHa
Ha IOPOIOBOE BBISIBJICHME BPOXKICHHBIX AE(DEKTOB, MPEICTABIISTIO-
IIMX cO0OIi JIIOObIE aHOMATUM B MOP(OJIOTMUECKOM, CTPYKTYPHOM,
(YHKIMOHATBHOM WM MOJIEKYJISIPHOM Pa3BUTUM, TUArHOCTUPYeE-
Mbl€ MPU POXKIECHUM (MU MaHUDECTUPYIOIIME T03Ke), HapyKHbIe
WM BHYTPEHHUE, HACJICACTBEHHBIC WM CIIOPAIMIECKUe, SAMHNY-
Hble U MHoxecTBeHHbIe» (Carrera J.M., Di Renzo G.C., 1993).

BaxHo otMeTuTh, uyTo npobsiema npodunaktuku BH3 oTHIONb
He ucuepnbiBaeTcs Tojbko [1/1. B coBpeMeHHOM MeIUIIMHE, TOT-
Hee B MEOUIIMHCKON TEHETHKE, pPa3leioM KOTOPOM SBISIETCS
u 1, cuctema npodunaktnk BH3 peannsyercst Ha Tpex OCHOB-
HBIX ypoBHX (boukos H.I1., 2004).

IIpodunakTuka 1-ro ypoBHs (THIA) — 3TO KOMILJIEKC MEPOTIPH--
SITWI, OCYILIECTBISIEMBIX ellle 10 3a4aTus. Mix Ha3HaueHue — Mmpe-
OTBpaTUTh NMosiieHne BH3, T.e. obecneunTsh onTUManbHbIE YCIIO-
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BUS IIJIST pa3BUTHS ITOJOBBIX KJIETOK, OIUIONOTBOPEHUS 1 HaYallb-
HBIX 3TanoB 3MOpuoreHe3a. OHa BKITIOUACT MEOUKO-2eHEMUHeCKOoe
KOHCyabmupoeanue 1711 OLICHKY pHCKa HACJICACTBEHHOI MaToOJIO-
TUU, mepamoaocuieckoe KOHCYAbMuUposanue C 1eJbl0 MUHUMU3a-
LI BO3MOXHOI'O HEOJarompUsITHOTO AEWCTBUS MOBPEXKIAIOIINX
BHEILIHUX (haKTOPOB, B TOM UHMCJIE JEKAapCTBEHHbIX MpernapaTos,
IO 3a4aTUsl U BO BpeMsi 0epeMEeHHOCTU, nPEeKOHUENUUOHHYI0 npogu-
AaKmuKy, OCHOBaHHYIO Ha TMETO- M BUTaMUHOTepanun (IIpodu-
JIAKTHYECKOe TTPUMEHEHNE BUTAMUHOB M OOJIBIINX 103 (hOTMUEBOM
KUCJIOThI), CBOEBPEMEHHOE .1e%eHue HeKOMOPbIX XPOHUHECKUX 300~
AeeaHull ycenwunvl (IMA0ET, TUPEOTOKCUKO3 U np.). OHa TakxKe
BKJTIOUaeT orpeaeneHre Rh-TipuHAmIEKHOCTH CYIIPYTOB U MIPHU
HEOOXOOMMOCTH — BaKIMHAILIMIO TIPOTUB KpacHyxu. HambGoiee
TTOJTHO 3TOT THUIT TPOMIIAKTUKY TOJKEH OCYIIECTBIISITHCS B IIEH-
Tpax IJIaHUPOBAHMS CEMbH, B (KEHCKUX KOHCYJIBTAIIUSX U B MEIH -
KO-T€HETMYECKMX KaOMHEeTax U IIEHTpax.

IIpodunakTuka 2-ro THIA HarpaBjcHa Ha PaHHIOK JUArHOC-
TUKY Y TIPEIyNPEeXICHUE POXKICHUS IeTel C TSKEIbIMI UHBATM -
IU3UPYIOIIMMU U He nojnaroiumucs dedeHuto BH3. Ee ocHoB-
HO# cocTaBiisitoleii Kak pa3 u asisgetrcsa [1JI. OtyacTu K aTOMy
TUITY TPOGHIIAKTUKY OTHOCSTCS M Pa3TIMIHbIC BADUAHTHI JICUCHMST
mwioga (MeIWKaMEHTO3Has Tepalus, 3aMeHHBIC IIepeMBaHUS
KPOBH TP TEMOJIUTHYECKON aHEMHH TIT0Ia, 00YCIOBICHHON €TO
pe3yc-KOH(MINKTOM C MaTepblo, HEKOTOPhIC TUIIBI OIePAaTHBHBIX
BMEIIATEIBCTB, YMCI0 KOTOPBIX MIOCTETICHHO YBEIMIMNBACTCS).

IIpodpmnakTuka 3-ro THHA KacacTcsl TaKTHMKHN BEICHUS HOBO-
poxneHHbIXx ¢ BH3 1 HanpaBiieHa Ha oOecrieyeHre HEMPOSIBIIEHUS
(MMHMMM3AIIMIO) MMaTOJIOrMYecKoro (heHOTHUIIA, a TAKXKE COIUAIb-
Hylo amanTaumio pedbeHka ¢ BH3. Knaccuueckum mpumepom Ta-
KO MpOMUIAKTUKHU SBISIETCS MpPeaynpexaeHue pa3BUTUs IMaTo-
JIOTMYECKOIO COCTOSIHUS Y AeTeil ¢ (peHMIKETOHYprel, KOTOPhIX
BCKOpE TTOCTIe POKICHUS TIEPEBOIST HAa HCKYCCTBEHHYIO TUCTY, JIH-
IIEHHYI0 (heHWJIaIaHWHA, U TeM CaMbIM IIPEIOTBPAIIalOT TOKCH-
yecKoe IecTBre (peHMTaJlaHMHA Ha pa3BUBAIOIINIACSI MO3T peOeH-
Ka. KoHeuHO, 3TOT BapWaHT JIMIIb JOCTATOYHO YCIIOBHO MOXKHO
paccMaTpuBaTh Kak <«IpodmiakTuky» BH3, xKoTopoe, yBBI, yXke
BO3HUKIIO. BBISICHEHME OOIM HACIEACTBEHHOTO KOMITOHEHTA
B aTronoruy BH3 BaxkHO 1151 BEIOOpa MpaBWILHOM TAKTUKM JIeue-
HUS U eT0 MPOMPUIAKTUKY TIPH CIICAYIONIEH 0epeMEHHOCTH.

OTBeTHl Ha 3TU BOMPOCHI MOTYT OBITh MOJIyYEHBI TOJIBKO C T10-
MOILIbIO CIELIMAIbHBIX Ja0OPAaTOPHBIX METOIOB MCCIIEIOBaHUS,
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pa3paboTaHHBIX (PYyHIAMEHTAILHBIMM HayKaMU U IIMUPOKO IIPH-
MeHsIEMBIX B coBpeMeHHoi1 [1]1.

Takum obpaszoM, B mpaktudeckoM TutaHe II/] npedcmaeasem
co001l KomMnaekc 8pa4eOHbIX MepPOnPUAMUIL U OUACHOCIMUYECKUX Me-
moooe, HanNpae.ieHHbvIX HA 6blA6AeHUe MOPPOa02UHeCKUX, CIPYK-
MYpHBIX, PYHKUUOHAALHBIX UAU MOACKYASAPHBIX HAPYULEHUT GHYMPU-
ympooroeo pazeumus ueaoseka. Ilocaeonue mocym nposeasmocs
6 6le U30AUPOBAHHBIX UAU MHOICECHBECHHBIX 8POICOCHHBIX YPoOCma,
ducpynuuii, deghopmauuii, Hedopazeumuil, XpoOMOCOMHbBIX UAU MOHO-
2eHHbIX Ooae3nell, 6 sude NOPOK08 Uil OUCHYHKUUIL HCUZHEHHO 8aAXHC-
HBIX cucmem, opeanog u mraueil, Komopole éedym K eubeau naoda
UAU K Msjceavbim, HepeoKo CMepmeabHblm, 3a00.1e6aHUAM 6 NOCHIHA-
maavHoM nepuode.

IIpakTnueckue 3anaun I1J1 BKioyaroT:

* MpPeAOCTaBIEHUE OYAyIIMM POIUTENSIM HWCUYEPIbIBAIOLIEH
MH(GOPMALIMU O CTeTNIeH! pUcKa poXIeHUsT 00JIbHOTO pedeH-
Ka;

* MPY HAJIMYUM BBICOKOTO pUCKa — TMpenocTaBieHue nHhop-
MaIlMy O BO3MOXHOCTHU TIpephIBAaHUST OEPEMEHHOCTH U T10-
CJICICTBUSIX TIPUHSITOTO POAMTEISIMU PEIICHUS] — POAMTH
00JIbHOTO pebeHKa WU MpepBaTh OEPEMEHHOCTD;

* obecrieueHWe OINTUMAJIBHOTO BeNeHUS OepeMEeHHOCTHU
U paHHEe# TMarHOCTUKYU BHYTPUYTPOOHOI MATONOTUN;

* omnpeneieHne TPOrHo3a 3M0POBbsI OYAYIIEro MOTOMCTBA.

PemieHne 3Tux BaKHBIX MPaAKTUISCKUX 3a/1a4 OTHIOIb HE MC-
yeprbiBaeT 3HaueHue T1[0 mis coBpemeHHo Hayku. boiee Toro,
0 MHEHUIO aBTOPOB, MoHUMaHue [1/] MCKITIOUNTETbHO KaK «Ha-
Oopa duaznocmu4ecKux Memooos8 u npuemoes 04 OUeHKU COCHOAHUA
naoda», 6e3yclIOBHO, OOEIHSIET 3TO HOBOE IMPOrPECCUBHOE Ha-
MpaBJIeHUe MEIWIIMHCKON TEHETUKU. B03MOMCHOCHb ROAYHEHUs
N100H020 MAMeEPUAIA U €20 AHAAU3 NPU NOMOULU COBDEMEHHBIX Moe-
KYAAPHOIX, UUMOAOSUMECKUX, OUOXUMUYMECKUX U OpYyeUX Memnooos
npakmusecku Ha ar000l cmaduu GHYmMpuympoOHo20 pazeumus no-
36045110M He MOALKO YCIMAHOGUMb MOYHbLIL OUACHO3, HO U NOAYHUNLL
NPUHUURUAABHO HOGYIO UHDOPMALUIO 0 MOHKUX MEXAHUIMAX IMOpU-
OHANBbHO20 pazsumus 4eaogexka. I1pexne Bcero, 3To KacaeTcs W3-
Y4eHMsT OCOOEHHOCTEN CTPYKTYPHO-(PYHKIIMOHATBLHOM OpraHn3a-
LIMY TeHOMa SMOPHMOHATBHBIX KJIETOK, peaan3aliii HacJlIeACTBEH-
HOI1 MporpaMMbl pa3BMBAIOILIEIOCS 3apobIla YeJoBeKa B HOpME
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W TIpY TIATOJIOTUM, pa3pabOTKX Ha 3TOW OCHOBE ONTHMAaJbHBIX
CIoco00B MPOGUIAKTUKH, IUATHOCTUKHU, a B 0003pUMOM Oyiy-
11IeM — 1 JIeYEHMSsI HACAeACTBEHHbIX 00J1e3Heil. BoopykeHHas Mo-
JeKyJISIPHBIMU, IUTOTEHETUIECKUMHU, OUOXUMUYECKUMU U APYTH-
MM TOYHBIMM MeTofaMu uccienoBaHus, I/l cezodus e nayunom
naame — MO COBPEMEHHASL IMOPUOAOUA U 2eHEMUKA IMOPUOHALD-
H020 pazeumus 4eaoeexa. Cleq0BaTeIbHO, UMEIOTCSI BCE OCHOBA-
HUsT paccMatpuBath [1]] He Kak MpocToii HabOp AMArHOCTUIECKMX
METOJIOB M MPHUEMOB, HO KaK BIIOJIHE CAMOCTOSITEIbHOE HayqYHOE
HarpaBJieHUe B U3y4eHNU (hyHIaMEHTaIbHBIX ITPO0JIeM OMOJIOTUM
pa3BUTUS (3MOPUOJIOTMH) YeJIOBEKA.

Takum o6paszom, II/[ na cospemennom s3mane oOnapyx cueaem
deoticmeennyio npupody. C 00HOli cmopoHbl — MO NpaKmu4ecKuil
pazden MeOUUUHCKOU 2eHeMUKU, Ueablo KOMopo2o A8AfAencsa ouaz-
Hocmuka u npogusaxkmuxa BH3, ¢ dpyzoii — 3mo eenemura 3mopu-
OHAABHO20 PA3BUMUSL 4eA08€eKa, M.e. pasdea PyHOaMeHmaibHol Ha-
yKu.

1.1. KPATKAS UCTOPUS! NPEHATANIbHOW AUATHOCTUKK

Bcto cpaBHuTebHO Hemosryto uctoputo I1J1 MoxHO moapas-
JIeJIUTh Ha 4 9Tana, KaXIblii 13 KOTOPBIX OTpaxaeT MosIBJICHUE HO-
BBIX METOIOB:

I atam (1950—1980 rr.) — mepBble MOMBITKU MOJYYEHUST MaTe-
puaa moaa.

II aram (1980—1990 1T.) — BHeApeHNE YABTPAa3BYKOBOIO U OMO-
XUMUYECKOIO CKPUMHUMHIOB, pa3paboTKa METOAO0B KapUOTUIIMPO-
BaHUs IJ10/A.

III atam (1990—2000 rr.) — BHeApeHUE MOJCKYISIPHBIX METO-
noB JJHK-auarHoctuku HB u paspaboTka onTUMAaIbHBIX ajro-
putMmoB IT/1 BH3.

IVaran (2000 . — mo HACT. Bp.) — pellleHe BCEX OCHOBHBIX Me-
Toauueckux mpoodyem I1/1.

1.1.1. MNepBble NONbITKU NOAYYEHUS MaTepUana nnoga

AmHuoyenme3 C 1IeJIbIO TIOJy4eHUsS] 00pa3II0OB aMHUOTUIECKON
xunkoctu (AXK) ¢ Haxonsiumucs B Heli kKiietkamu (KAXK) Briep-
BbI€ ObUT BBITIONIHEH ette B 30-X romax mpoiioro Beka. B 50-x ro-
JaX TIPEANPUHUMAINCH TIOTBITKU MCIIOIb30BaTh 3TOT METOM, ISl
JieueHus1 apuTpobIacTo3a y miona u omnpeaeneHus: ero Rh-npu-
HauiexxHoctu. B cepenune 60-X rogoB ObLIO YCTAHOBJIEHO, YTO
yacTth KAXK cmoco6Ha K nmponudepaliiu 1 K 00pa3oBaHUIO KOJIO-
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Huii in vitro (Steele M.W., Breg W.R., 1966). DT0 1103B0JI1IIO BHE -
PUTbH METOABI KapuoTunupoBaHus 1iona mo KAXK, mupoko mnpu-
MeHsieMble M B HacTtosiiee BpeMsi. Heckonbko mosgHee AXK,
a takke KAZK, ctanu mcnonb3oBaTh 1isi OMOXUMUUECKOM auar-
HOCTUKU HEKOTOPBIX 3abojeBaHuii oOMeHa BemecTB (Nad-
ler H.L., 1968), a HaurHas ¢ 90-X TOI0B TaKKe U JJIsI MOJICKYJISIp-
HOI IUArHOCTUKY pa3IMYHbIX MOHOTEHHBIX 3a0o1eBaHuii (bapa-
HOB B.C. 1 nnp., 1997).

B nacmoswee epemsa 6 3apybexcnvix cmpamax mpancadoomu-
Haavuoul amuuouenmes na 15— 17 ned. bepemennocmu sieasemcs oc-
HOGHBIM Cpedu Opy2ux UHGA3UGHBIX MEMo0006 NOAYYeHUs 00pa3u06
N100H020 Mamepuaia ¢ ueavlo KapUOMURUPOBanus niood.

IlepBbIe TTOMBITKY MTOJTYICHMST 00pa3IoB XOproHa B I Tpumec-
Tpe GEPEMEHHOCTU C MPUMEHEHUEM DHIOCKOIMMYECKON TEXHUKU
ObLTH TIpeanpuHSITH B 60—70-¢ rompl XX BeKa 1 ObIJIN ITPOBEAEHbI
nepen MenuLUMHCKUM aboptoM (Mohr J., 1968). MaccoBbie uc-
CJIeIOBaHMSI XOPMOHA B LIeJISIX OIIpeIeIeHIS T10J1a TUI0JIA I10 T10JIO-
BOMY XpOMaTHHY OblIM ocyliecTBieHbl B Kutae (Anshan depart-
ment, 1975). OgHako 3HAaYUTEIbHOE YUCIIO MOCIeOonepaliOHHbIX
OCJIOXKHEHMI W TIPOOJIEMBI C MOJTydeHUEM XPOMOCOMHBIX TIperna-
pAaToOB CBUAETEIBCTBOBAIM IIPOTUB IMTPUMEHEHUSI XOPMOHOMOIICU Y
B nuarHoctnyeckux uessax (Hahnemann N., 1974; Goldberg M.E
et al., 1980).

1.1.2. BHeppeHue ynbTpa3BykoBoro (Y3) n 6moxumuye-

CKOro CKpMHWHIOB, pa3paboTka MeToA0B KapMOTUNMPOBa-

HUS naoaa

Pemarommii Bkinan B ctaHoBiaeHue [11, B pa3Butue u cosep-
LIEHCTBOBAHUE TEXHUKU MOIYyYEHUs TUIOIHOTO MaTepuasa (MHBa-
3UBHbBIX METOJIOB) ChITPAJIO BHEAPEHUE B aKyLIEPCTBO METOAA YJlb-
TpacoHorpadun. Ilnpokoe npruMeHeHrEe U OBICTPOE YCOBEPIIEH-
CTBOBaHME 3TOM TEXHUKHU, TTO3BOJISIONIEH BU3YaIM3UPOBATh MOP-
dosoruio 1ona, U3yv4aTh B pealbHOM BPEMEHU €ro OTAETbHBIC
OpraHbl U CUCTEMBI, OBICTPO MPUBEJIO K TOMY, YTO TAHHBII METOJ
3aHs1 Benyulee Mecto B 11 BITP. BHeapeHue ynsTpa3ByKOBOTO
uccnenosanust (Y3U1) Takke crocoOCTBOBAJIO OBICTPOMY COBEp-
IIEHCTBOBAHUIO TEXHUKU TIOJTydeHUs TUIonHOTo Matepuaina. [lep-
BbI€ YCIICIIIHbIE TIOTIBITKM XOPMOHOMOTICUY TT0/I KOHTposieM Y3U
ObLIM OCYLLIECTBJIEHBI B Hallleil cTpaHe B JabopaTtopuu B.A.baxa-
peBa (Llentp oxpanbl 310poBbst MaTepu U pebenka PAMH) (Po-
3oBckuii B.C. u ap., 1980; Kazy Z. et al., 1982). Mcnosnib3oBaHHast
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aBTOpaMH TpaHCIEPBUKAJIbHASI XOPUOHOMOIICHUS C ITOMOIIBIO
IIMIIIIOB HE HaIllIa, OMHAKO, ITPOKOTO IPUMEHEHUS M, HACKOJIb-
KO HaM M3BeCTHO, B P® BBIMOJHSIETCS TOJIbKO B OAHOM LIEHTPE
(baxapes B.A., 2004). bosee mmpokoe pacrpocTpaHeHHUE B cepe-
nuHe 80-X TOAO0B MOJIYYMI METO/ TPaHILIEPBUKAIbHOM acIIupaliiu
BOPCHH XOpUOHA MpY MOMOILLIM TMOKoro karerepa (Brambati B. et
al., 1985). OgHako HaubOosee ynauyHoi MoAaudUKaIMeEll sBUIACh
TpaHcabaoMUHaAbHasl acnupaluuoHHas Ouorcust (Brambati B.,
Oldrini A., 1986). HeocrioprMble MPeMMYILIECTBA 3TOIO METOAA
(MUHUMAJIBHEIN TIepedeHb ITPOTUBOITOKA3aHMI, HU3Kasl 4acToTa
TTOCIICOTIePAIlIMOHHBIX OCJIOXKHEHUI 1 BBICOKas 3(h(HEKTUBHOCTD
MOJTYYSHMST MaTepraia) mpeaoIpeae/IIi MOBCEMECTHOE BHEIPE-
HHUE 3TOTO METOJa B MPAKTUKY pPabOTBI MEIUKO-TEHETHMIECKUX
neHTpoB (MI'LL) 3a pyOexkoM U B Halmeii ctpaHe. Mcmonb3oBaHue
Y3MU B Hacros1ee BpeMs IIO3BOJISET BIABIATH 10 86% Bcex BITP.
Bwmecre ¢ TeM, BaXKHO OTMETUTD, 4TO camoro 1o cebe Y3U He noc-
TaTOYHO /I IUaTHOCTUKM HACJIEACTBEHHBIX 0OJIe3HEH KaK Xpo-
MOCOMHOI, TaK U MOHOTE€HHOI Mpupoabl. B aydilem ciydyae oHu
MO3BOJISIIOT BhISIBUTH BITP 1 yibTpa3ByKoBble MapKephl, yKa3blBa-
foIlle Ha BBICOKYIO BEPOSITHOCTh HApYyIIEHU HACIEICTBEHHOTO
anmnapata y miaoaa. biarogapsi cBoeil BbICOKOM 3(h(heKTUBHOCTH,
Oe3omacHoOCTU Uis Iiofa U Matepu, Y3U monydywsno mmpokoe
pacmIpocTpaHeHNEe B KA4eCTBE MPSIMOTO HEMHBA3MBHOTO CKPUHM-
PYIOIIIETO METOMAA C ILIEbIO BHISIBIICHUS XXEHIIWH TPYIIT BBICOKOTO
pucka 1o poxaeHuio aereit ¢ BH3 (cm. rmaBy 1X).

B 80-¢ rompr XX Beka ObUTH 3aJTOKEHBI KOHIIETITYaJIbHBIE U Me-
TOAMYECKUE OCHOBBI OMOXMMMYECKOro ckpmHUHTA. CyTh €ro co-
CTOUT B OIpeIeIeHUN COAepKaHUsI B KPOBU OepeMEHHBIX AMOpH-
OHAJIbHBIX CHIBOPOTOYHBIX OCJIKOB — IPOAYKTOB >KM3HEACSITE/Ib-
HOCTU 3MOPUOHAIBHBIX KJIETOK. [IepBbIM TakuM MapKepHBIM
OesIKoM oKa3zajics o.-(heTONPOTeuH, MPOAYLUPYEMbIA KJIeTKaMu
neyeHu rioaa. CoaepxaHue 3TOro 6ejka B KpOBU OepeMEeHHOM
CYILIECTBEHHO U3MEHSIETCSI HE TOJIBKO B CTydyae HEKOTOPBIX aHATO-
MMUYECKMX TIOPOKOB (TIpexie Bcero, nedeKToB 3apallleHus] HEB-
pajibHOU TPyOKM), HO U TIPU XPOMOCOMHBIX Oosie3Hsix. [1pu maro-
JIOTUY KapuOTHUIA TJI01a, OCOOEHHO Tpu Oosie3Hu JlayHa (Tpuco-
Mus 21) U3MeHsIeTcsl KOHIIEHTPAIUs U TaKOTO SMOPHMOHAIBHOTO
Oellka, KaK XOpPHaJIbHBIM TOHATOTPOIIMH — IIPOMYKT KJICTOK ITU-
ToTpodobiacTa raneHThl. B mocnenyiomme roabl ObUIU BbISIBIIE-
HBI ellle HECKOJIbKO OEJIKOB, KOHIIEHTPALIMM KOTOPBIX B KPOBU O€-
PEMEHHOM >KeHIIIMHbI MEHSIJTUCH TTPU HATMYUU XPOMOCOMHBIX Ha-
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pYILLIEHUI KApUOTUIIA I110[a (HEKOHBIOTMPOBAHHBII 3CTPUOJI, MH-
ruOuH 1 ap.). beuiy pazpaGoTaHbl clieLMaIbHbIe KOMITbIOTePU3U -
pOBaHHbIE CUCTEMbI IOACYETa PHUCKA XPOMOCOMHBIX 0OJIe3HEei
B 3aBHCHMOCTH OT COACP>KAaHMUSI CHIBOPOTOUYHBIX MapKEPHBIX OeI-
KOB B JMAarHOCTUYECKHE CPOKU OepeMeHHOCTH. CocTossHUE U 3D~
(hbeKTUBHOCTb pa3IMYHbBIX TPOrPaMM OMOXUMHMUYECKOTO CKPUHMH-
ra rnoapooHo paccMoTpeHbI B rase VII.

Hakonen, pematowmuii Bkiaaa B T[T XxpoMOCOMHBIX 0oJie3Heit
OB TOCTUTHYT B 3TOT TIepUOJ OJaroaapsi MosIBJICHUIO U COBep-
IIEHCTBOBAHUIO METOJIOB IPUTOTOBJICHUSI XPOMOCOMHEBIX TIpeIta-
paToB, TTO3BOJISIONINX HAAECXKHO JTUATHOCTAPOBATH HE TOTBKO YHC-
JICHHBIC, HO M MHOTHME CTPYKTYpHBIE XPOMOCOMHBIEC abeppaiiiu
(cM. TnaBy X).

1.1.3. BHeppeHue monekynapHbix JHK-metogos puarHoc-

Tuku HB 1 paspa6oTka ontumanbHbix anroputmos M BH3

Konen 80-x — Havyano 90-x rogoB XX Beka 03HAMEHOBAJIUCH
OypHbIM BHeapeHueM B [1[] MoJeKyasIpHO-TeHETUYECKUX METO-
noB U, mpexnae Bcero, MerogoB JHK-guarHocTuku. BeicTpbiit
MPOTpecc B M3yYEeHUM TeHOMA YeIOBeKa, MTOCTUTHYTHIN MEeXIyHa-
poaHo rporpaMmoii «[eHoM yenoBeKka», UASHTU(UKALIUS MHO-
TMX THICSIY HOBBIX T€HOB YeJIOBeKa, B TOM YMCJIe TEHOB, MyTallul
KOTOPBIX TIPUBOMISIT K HanOOJIee YaCThIM, HEPEIKO CMEPTETHbHBIM
3abosieBaHusIM (Muoauctpodus oneHHa, MyKOBUCLIMI03, Te-
Mobmns, PeHWIKETOHYPHS ), TIOSIBIICHIE HOBBIX BEICOKOA((deK-
TUBHBIX MeTonoB JIHK-amarHoctkm, ocCHOBaHHBIX Ha MCTIOJIB30-
BaHMM MoJiuMepa3Hoit nenHoit peakunu (ITL[P), cmocodcTBoBaM
ycrielrHoMy penleHuto mnpodsembl [1JI MOHOTeHHBIX 0oJe3Heit
(cM. rmaBy XI). HakorieHHBI K 3TOMY BpeMEHU BeAYLIUMU LIEH-
Tpamu onbIT 11 mo3BoJMII pa3padoTaTh U MPEITOXKUTD IJIs1 BHE-
peHus onTUMajbHble aaropuTt™bl [1JI XpOMOCOMHBIX U T€HHBIX
oosesHeil B I u Il tpumecTpax 6epeMeHHOCTH (CM. 1aBbl X U XI).

1.1.4. OcHOBHble MeTogUYEecKne npobiembl

N yxe pelueHbl

Bnaromapst cymecTBEeHHOMY YCOBEPIIEHCTBOBAHUIO CKPUHM-
PYIOIINX IIPOTPpaMM II0 BEISIBJICHUIO KCHINWH TPYIIIT BBICOKOTO
pucka poxnaenus geteii ¢ BH3, 6e3omacHocT 1 3(p(HeKTUBHOCTU
WHBAa3UBHBIX METOMIOB TOJIyUCHUs TJIOMHOTO MaTepuayia Ha JIfo-
0oM cpoke OepeMEeHHOCTU M, KOHEYHO, TUAarHOCTUYECKUM BO3-
MOXHOCTSIM J1abopaTtopHoii 6a3bl, 11 Bctynmuna B XXI Bek ¢ yxke
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pEIICHHBIMIA OCHOBHBIMU MIPOOIeMaMH. DTO, KOHEYHO, He O3Ha-
YaeT OTCYTCTBUSI HCOOXOMMMOCTH B HOBBIX eIlle 0osee 3(hheKTUB-
HbIX MeToaax. Paspaborka u mupokoe BHeAapeHue B 1/ HOBBIX
MOJIEKYISIPHO-IIMTOTEHETUYECKMX METOIOB (pa3IMYHbIe BapuaH-
Tl MeToAa FISH), nonMmianTaimoHHO AMarHOCTUKU, MOJIEKY-
JISPHBIX METOIOB AMArHOCTUKU XPOMOCOMHBIX OOJe3Heil — Ha-
mIsiaiHoe ToMy noATBepxkaeHue (cM. riaBy XIV). BaxkHo, ogHako,
MMOTYEPKHYTh, YTO JalibHeiilee nosbimenue 3¢ dekTusHoctu T11
HA COBPEMEHHOM 3Tale He 3aBHCHUT OT METOIMYECKUX TPYAHOCTEI,
HO omnpeaeseTcs TOJIbKO COCTOSIHIEM (DMHAHCHPOBAHHUS BCEil CITyXK-
0b1 I1/1 1 ycnenmHbIM peleHreM MHOTHX OPraHU3aIMOHHBIX MP00JIeM.

1.2. TEHETUMECKWI rPY3 U 3MUAEMUONIOTUS BH3

ITon reHeTHYECKHM TIPy30M NMOHHMAIOT YACTOTY M pacmpocTpa-
HEHHOCTb CpPeId HACeJIeHUS HACJIEICTBEHHbIX M OTYACTH — BPOXKIEH-
HBIX XpoHnmdeckux Oone3neii (boukos H.I1., 2004). [eHeTnueckuit
rpy3 NPOsIBJIsIeTCS KaK O0eCIuloane U CIIOHTaHHbIE a00PTHI, BBIKM-
OB U MEPTBOPOXIEHMSI, BPOXIEHHbIE MOPOKM, aHTUTCHHAas
HecoBMecTUMOCTh MaTepu U 1ona (Hosukop I1.B., Benbru-
weB F0.E., 2002). [eHeTUUeCKUii Tpy3 B MOCTHATaJIbHOM MepPUOAE
OIIpeAeIIsIieTCsI, TIPEXKIe BCETO, YPOBHEM MOHOT€HHBIX M MYJIBTH-
daxTOpUaNbHBIX 0O0JIe3HEW ¢ BBIPAXKEHHOW HAaCIeACTBEHHON
MIPeapacIIOIOKEHHOCThI0. [IpOoSBIIeHNST TEHETUYECKOTO Tpy3a
B OTE€UECTBEHHOU TOIMYJISIIINH, o maHHBIM Tipod. HO.E.Bexsrn-
meBa, npuBeneHbl B Tabmuue 1.1. [lo MHeHUIO akagemuka
H.I1.boukoBa (2001), B cTpyKType MIAACHYECKONH M ICTCKOM
CMEPTHOCTH T€HETUYECKHM JeTePMUHUPOBAHHBIC OOJIE3HN COCTaB-
JIA10T puMepHo 37%. W3 Hux okoso 10% nereid ymupaer oT Mo-
HOTeHHBIX OoJie3Hel, 26—27 % neTeil TMOHYT B pe3yJibTaTe coveTa-
HUsI HEOJArompUsITHbIX T'€HETUYECKUX M CPENOBBIX (DAKTOPOB.
CrenyeT mom4epKHYTb, YTO COIJIACHO OOOOILEHHBIM MUPOBBIM
nmaHHbeIM, yactota BITP cocrtaBisger 3,5%, MOHOTreHHBIX 0OOJE3-
Helt — 1,4% W XpOMOCOMHBIX CMHAPOMOB — okoyio 0,6% (Car-
rera [.M., Di Renzo G.C., 1993). ODTu BeIMYUHBI MOTYT CYIIECT-
BEHHO BapbUPOBATh B 3aBUCHUMOCTH OT MeCTa ITPOXXNBAHUS, 3THH-
YEeCKMX OCOOCHHOCTEH, COIMaTbHO-3KOHOMUYECKUX (DaKTOpOB
1 METOIOB cOOpa MH(OPMAIIIH.

OcHoBHBIM BKiIanoM I1]1 B 3mpaBooxpaHeHNE SIBUIOCH OBI pe-
aJbHOE CHIDKCHME TeHETUYCCKOTO Tpy3a IOIMYJISIIUN M, TIPEeXIe
BCEro, TaKMX ero IloKasaTelieli, KaK BeJIWYMHa IepuHATaTIbHbIX
MOTepb, YACTOTa XPOMOCOMHBIX U TeHHBIX 0OJIe3HEIA.
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Tabauya 1.1

MposiBNeHnsa reHeTU4YeCcKoro rpy3a nonynauum
(Benbtuwes 10.E., 1996)

[posiBienue

XapakTepucTuku

1. ITpenaranbHblii reHeTHIECKHIA TPY3

CaMonpou3BosIbHbIE a00PTHI

20% Bcex BepeMeHHOCTEH (B TOM YuC/e
50% BBI3BAHO MyTAIIUSIMU XPOMOCOM K
50% — MOMUHATHBIMU T€HHBIMU
MyTalUsIMU)

MepTBOPOXIEHUS

2 Ha 1000 poauBimxcsi. XpOMOCOMHBIE
aHoMaTK y 6%, 4acToTa FeHHBIX MyTallii
HEW3BEeCTHA

Bousbiioe 3HaUeHWE MMEIOT MHOTO(aK-
TOPHBIE (ITOJIUTEHHBIE) OOJIE3HU MaTepeit

PoxneHue He3penoro rioaa

7—8% 6epemeHHoCTel. MHOTrodakTop-
Hble 60JIE3HU MaTePU, AaHTUIEHHAsT HECOB-
MECTHMOCTb MaTepH U IIONa

Temonutnueckast 60e3Hb
HOBOPOXIEHHBIX

Pesyc-koHduukT y 2—3 Ha 1000 HOBO-
poxneHHbIX, ABO-KOH(IUKT y 5—6 Ha
1000

BpO)KI[eHHI)IG ITIOPOKH

MouoreHHas npupona B 10%, B mogasis-
101LIEeM OOJBILIMHCTBE — MHOTO(aKTOPHbBII
reHe3

2. ITocTHATAJILHDII reHeTHYECKHIi TPy3

MomnoreHHbIe 00J1€3HU, BCETO 10:1000

6 mom uucae:

ayTOCOMHO-IOMUHAHTHBIE 7:1000
ayTOCOMHO-PELIECCUBHBIC 2,5:1000
X-cuerieHHbIe 0,4:1000
MynbsrudakropuaibHbie 6oae3Hu | g0 25:100
XpoMOCOMHBIE 00JIE3HU, BCETO 6:1000

AHOMaJINU TIOJIOBBIX XpOMOCOM

1:400 MaTbuMKOB,
1:600 neBouek

B mom uucne:
CUHIPOM JIOMKOI X-XpOMOCOMBI

cuHapom KnaitHdentepa, XXY
cunapom TepHepa—IlleperieB-
ckoro, XO

1:1250 ManbumKoOB,
1:2500 neBouek
1:750 manbunKoB

1:3000 neBouek

AHOManuu aymocom, @ mom uucne:
6osie3Hb JlayHa (Tpucomus 21)
cunapom [laTay (tpucomus 13)
cuHapoM DnBapjca (Tpucomus 18)

1:600
1:7000
1:6000
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Mexay TeM, M3BECTHO, YTO 4YaCTOTAa IEepUHATAIBHBIX IIOTEPh
B Poccum, HecMOTpsI Ha HEKOTOPbIE PErMOHAIbHbIE Pa3Inyusl, CO-
craBisieT B cpeaHeM okojo 13% (AinamassH 3.K., 1998). Tperbe
MECTO B CTPYKTYpE IepUHATaIbHOI CMEPTHOCTH YCTOMYMBO 3aHU-
MaloT BPOXICHHbIC aHOMalMud. Ha MX DOJII0 MPUXOIUTCS OKOJIO
15%. TlpumepHo 7% MepTBOPOXAECHMIT OOYCIOBIEHO XPOMOCOM-
HBIMU aHOMAJIMUSIMU. AHAJIM3 MMPOBOTO OIIbITA TOKAa3bIBACT, YTO
Jnaxe Hanbosee apdeKTuBHAS opraHu3anus cry>kobl I11 1o BbIsiB-
neHuto BH3 He oka3biBaeT 3aMETHOTO BJIMSIHUSI HA BEJIUUYUHY Te-
pUHATAIbHBIX NIOTepb. Bmecte ¢ Tem, ILJ] moscem peaavno éausamo
Ha GeAUMUHY 2eHEMUMECK020 2PY3a U, npedxcoe 6ce2o, Ha HACMOomy Xpo-
MOCOMHBIX U HEKOMOPbIX Hauboaee pacnpocmpaHeHHbIX MOHOEHHBIX
Oo.e3nell, 0cOOEHHO HacAedyeMbIX N0 AYMOCOMHO-00MUHAHIMHOMY UAU
X-cuenaennomy muny (cm. eaagy XIII). Tak, Gmaromapst XOpoImeit
OpraHu3aluy CKPUHUPYIOIIMX MPOrpaMM (OMOXUMMYECKUIA, YIIbT-
Pa3BYKOBOM CKPUHMHI OepeMeHHBIX) U 3((GEKTUBHONM MHBA3UB-
HOW IMarHOCTUKE XPOMOCOMHBIX ¥ TeHHBIX 00JIE3HE B HEKOTOPBIX
crpaHax 3amnanHoil EBponbl ([lanus, Tonnanaus, BenukoOpura-
HMST) YK€ YIaJoCh peabHO CHU3UTD, a B OTACIbHBIX pErMOHaX Jia-
K€ TTOJTHOCTBIO JIMKBUANPOBATH POKACHUE AETEH ¢ XPOMOCOMHBIMU
607e3HsIMH (CMHAPOMOM JlayHa) 1 aHOMaJTUSIMUA HEPBHOI CHUCTEMBI
tuna JA3HT. Yeunusamu ciyx06nl T Caukr-IletepOypra B 2004 1.
yIajaoch MpeaoTBPaTUTh poxkaeHue 33 TI0a0B ¢ 0osie3Hblo JlayHa
U IIOYTH BABOE CHU3UTD YACTOTY 3TOIO TSKEJIOTO HAC/IEACTBEHHOIO
3a0oeBanus (bapanos B.C. u mp., 2004).

B Poccum exxeromro npoxonsat Y3U okomo 370 000 6epemeH-
Hbix. CyMMapHasi 4acToTa BbISIBJIEHHBIX ¢ roMoliblo Y3U nopo-
KOB pa3BuTus coctaBuia 4,1%. BoisiBjeHO B OOILIEH CIOXHOCTH
6730 BITP (Hosukos I1.B., 2004). B 2002 1. onipenesieHre MapKep-
HBIX CbIBOpOTOUHBIX Oes1koB (MCB) nposeneHo B 403 581 ucche-
noBaHuu. OTkKiIoHeHUs Tokasatejaeii MCDB HaOmoganuch B
6,8—14% cnyuyaes, mpuueM U3 HUX B 9% ciydaeB ObLIM YCTAHOB-
JICHBI XPOMOCOMHBIE HapylieHuss. OTMeYaeTCsT YCTOMUUBBINA POCT
ypciia WHBa3suBHEIX [1]1, BEITTOTHSIEMBIX Ha MaTepualie Iuiona, —
oT 5569 B 2001 . 1o 8 949 B 2002 1. JIorMYHO TMpeamnoiaraTh, 4To
B 2004 1. YMCITO OTepaInii ¢ HEJIbIO MOJyYSHUS TIJIOMHOTO MaTepH-
ama B P® yxe mepesammiio 3a 10 000. Tonrpko B HamieM ILIEHTpe
YMCJI0 MHBA3MBHBIX BMEIIATENLCTB ¢ 1eabio [1J] XpoMOCOMHBIX
¥ MOHOTEeHHBIX 00Jie3Hel nmpeBbicuiao 1000 B 2004 1.

CornacHO CTaTUCTUYECKMM JaHHBIM, exerogHo B P® Gmaro-
naps [1]1 BeisgBasgeTcs okojio 8000 pa3mMYHBIX OTKJIOHEHU B pa3-
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BUTHM TIoza, 13 Hux 6ojee 4 000 BITP u 6omee 400 xpomocoM-
HBIX OOJIE3HEM.

Ecnm yyects, uto exxeromHo B Poccnu poxmaercst okojio 2 400
6osbHBIX ¢ cuHApoMoM JlayHa (baxapes B.A., 2004), ncrnonb3oBa-
HBI e11Ie HEe BCe BO3MOXKHOCTHU UISI TaTbHEHIIIEro MOBBIIIEHUS -
dextuBHoctu cnyxo0nl I1J1 B Poccun. K coxanenuio, sta nepc-
MEeKTUBHAsI U BICOKOPEeHTa0eIbHasl 00J1aCTh NMPOMuIaKTUIECKON
MEIWIIMHBI TTOKa He JOCTHIJAa HEOOXOOWMOTO YpOBHS. MexXmy
TeM, IpUHUMasT BO BHUMaHWE SIBHYIO TEHIEHIINIO K POCTY YacTO-
te1 BIIP B Poccuu 3a nocnegnue 20 et (or 5% B 1987
10 11,8% B 2000 1) (Pomanenko O.I1., Kmoesa C.K., 2004), He-
0JIATOTIPUSITHYIO IeMOTrpahMIECKyI0 CUTYallMIO B CTpaHe, CBSI3aH-
HYIO C IIPOIPECCHMBHBIM COKpAIllCHWEM HacelIeHUs, MagcHUeM
poxnaemoct (ot 13,4 Ha 1000 B 1990 1. 10 9,1 Ha 1000 B 2001 1),
HET COMHEHMI B TOM, YTO UMEHHO «ITpOdUIaKTHKA JOJIKHA CTATh
OIIPEAC/SIONIEN B JaJbHEMIIIEM Pa3BUTUM CUCTEMBbI 3IpaBOOXpa-
HeHus» (Craponyoos B.M., 2003). TocToliHOe MeCTO B 3TOil HO-
BOI CTpaTeruu OTEUYECTBEHHOW MEIUIIMHBI JOJKHO MpUHAIIe-
Katb ciyxoe TT/1.

SAKJTKOYEHUE

IIpeHaraabHast AMArHOCTMKA — HampaBiICHHE MEIWIIMHCKOM
TeHETUKM, BOBHUKIIICE HA CTBIKE aKyIIePCTBA ¥ TCHETUKM YEJIOBE-
Ka, B 3aJayi KOTOPOTO BXOIAT OMATrHOCTHUKA, IMPOMUIaKTHKA,
a B mepcrexkTuBe, U jedyeHre BH3 Ha paHHMX cTagusix pa3BUTHS.
C nmomomuwto T1]1 peanusyetcs 2-i1, Hanbonee a(pPeKTUBHBIN ypo-
BeHb MEIUKO-reHeTn4YecKoii mpoduiakruku BH3. B mpakruyec-
koM mutaHe T1[1 mpeacraBisieT co60ii KOMILJIEKC BpaueOHBIX MEpO-
MPUSITUI U TMAaTHOCTUYECKUX METOIOB, HallPaBJICHHBIX Ha BbISIB-
JIeHUe U TpenynpexacHue MopdhOoIOorndecKux, CTPYKTYPHBIX,
(YHKIIMOHAJIBHBIX WJIM MOJIEKYJSIPHBIX HApyIIeHWU BHYTPUYT-
pOOGHOTO pa3BUTHS YesloBeKa. [ToceHre MOTYT IPOSIBIIITHCST KaK
B BUIC WM30JIMPOBAHHBIX WMJIM MHOXECTBEHHBIX BPOXIECHHBIX
YPOACTB, TUCPYNUNH, nedopMalnii, HeAOPa3BUTHUIA, XPOMOCOM-
HBIX WJIK MOHOTEHHBIX 00JIC3HEH, TaK M B BUAC IIOPOKOB WJIN ITHC-
(YHKLMIA KU3HEHHO BaXKHBIX CCTEM, OPTaHOB U TKaHE, KOTO-
pble BeoyT K ruOesid IUIOAa WM K TSKEIbIM, HEPEIKO CMepTe/ib-
HbIM, 3a00JIeBaHUSIM B IIOCTHATAJILHOM Ilepuojie. Bo3MOXHOCTb
MOJIy4EHMSsI 3aPOIBIILIEBOrO MaTepuaia U ero aHajau3 Mpu MOMOILM
COBPEMEHHBIX MOJIEKYJISIPHBIX, LIMTOJOTMYECKUX, OMOXUMMYEC-
KUX 1 IPYTrUX METOIOB Ha JII000I cTaauK BHYTPUYTPOOHOTO pas-
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BUTHS TIO3BOJISIOT HE TOJIBKO YCTAHOBUTDH TOYHBINM AUATHO3 Y TIJI0-
Ia, HO U TIOJIYYUTh IMIPUHIIMITHAIHHO HOBYIO MH(MOPMAIIMIO O TOH-
KHX MeXaHM3MaX SMOPUOHAIBHOTO pa3BUTHS YesoBeka. [loatomy
I1JI — >TO He TOJBKO HAOOP AMATHOCTUUYECKUX METOAOB U TIPU-
€MOB, HO 1 OCHOBAa HOBOT'O HayYHOI'O HAaIpaBJICHMS 110 U3YYCHUIO
¢dyHIaMeHTaIbHBIX TPOOJeM OMOJIOrMU pa3BUTUS (IMOPHOJIO-
rum) yeaoBeka. B HayuHoM maHe T1[1 cerogHst — 3TO cCOBpeMeH-
Hast SMOPHOJIOTHS ¥ TeHETUKa SMOpHoreHe3a yeIoBeKa.

PaccMoTpeHbl OCHOBHBIE YETHIPE 3Taria CTAHOBJICHUS M pa3BU-
tust [1[. Otmevaetcsi, uto Ojarogapsi yCOBEPILIEHCTBOBAHUSIM
CKPUHUPYIOLIUX Tporpamm, 6e3onacHOCT U 3((HEKTUBHOCTU
MHBAa3WBHBIX METOIOB TOJIyUCHUs IIOMHOTO MaTepHayia Ha JIfo-
060M cpoKe OepeMEHHOCTH, OOJIBIIINM TMAaTHOCTHIECKIM BO3MOXK-
HocTsM JlabopaTtopHoii 0a3bl, I1]1 Bctynuiaa B XXI Bek ¢ yxe pe-
IIEHHBIMM OCHOBHBIMHU TIpoOjieMaMu. JlanbHeliInee MOBBIIIIEHNE
addexkTuBHocTH [1]] He 3aBUCUT OT METOOUUYECKUX TPYAHOCTEN,
HO OIIpeAesieTCs] TOJBKO COCTOSIHMEM (hbMHAHCUPOBaHUSI Bceit
ciryk0bl 11 1 ycriexamu B pellieHUHU €€ OpraHU3alMOHHBIX MPo0-
JIeM.

ITporpecc I1J1 B muane BoisgBiaeHusi BH3, ckopee Bcero, He
MPUBEAET K CHIDKEHUIO TMePUHATAJIBHBIX TTOTePh, OMHAKO MOXKET
OKa3aThb 3aMETHOE BJIMSIHME Ha BEJWYMHY T€HETMYECKOTO TIpy3a
TIOTTYJISIIIUY 1, TIPEXKJ/Ie BCETO, Ha YaCcTOTy XPOMOCOMHBIX U TeH-
HbIX OOJIE3HE.



INABA 1l. OCHOBbI MPO3MBPUOHAJIBHOIO
W AMBPUOHAJIbHOIO PASBUTUA YEJIOBEKA

HccnenoBaHus Mo MUTOTCHETHKE SMOPUOHAIBHOTO PAa3BUTHS
YeJI0BeKa, a TakKe IPaMOTHOE IIPUMEHEHNE BCero KOMITJIEKCa Me-
TONOB, CBSI3aHHBIX ¢ MHBa3uBHOM [1]1 (3a00p MaTepuraa, IUTOTe-
HETUICCKUI aHaJIN3, MOJICKYJISIPHBIC MCCICIOBAHMS M TIP. ), TIPS~
YCMaTPUBAIOT JOCTATOYHYI0 KOMIIETCHTHOCTh YYEHOTO U Bpa-
ya-TeHeTMKa B BOIPOCAX aHTEHATaJbHOTO Pa3BUTUS YEJOBEKa.
Takast nHGopMaLKsI 0COOEHHO CYIIECTBEHHA IJISI TOHMMAaHUSI TeX
9TaroB OHTOIeHe3a, KOraa MPOUCXOASAT HapyIIeHUs KapyuoTuma,
peanu3yloluecs BO BpeMsl pa3BUTUS IUIOJA U B MOCTHATAIbHOM
niepuose. OHa, HECOMHEHHO, BaxKHa U JIJIsT TOHUMAaHUsI TTaTOTeHe -
THUYECKUX MEXaHW3MOB BO3HMKHOBEHHSI XPOMOCOMHBIX abeppa-
LU ¥ BPOXICHHBIX TTIOPOKOB Pa3BUTHS, BHISIBIISICMBIX Y pPa3BUBa-
OIIIETOCS 3apOAbIIIA.

O61ast TPOIOKUTEIBHOCTD BHYTPUYTPOOHOTO Pa3BUTHS Ue-
JIOBEKa COCTaBJISICT B cCpelHeM oKoJo 280 mHe#t 1 paBHA IIpUMeEp-
HO 1,8% ero cpeaHeil IpOAO/KUTENIbHOCTH XKU3HU. CyllIecTByeT
HECKOJIbKO Pa3fMYHbIX Kiaccudukaluii MepruoioB aHTeHATAb-
Horo pa3utus yenobeka (Knoppe AT, 1967; bogemap Y., 1971;
Hp10an A.I1., bapanos B.C., 1978; Exalto N. et al., 1983; Papp Z.,
1990). CornacHo cTaBileil Kiaccuueckoil kiaccudukanuu MH-
crutyta Kapneru (CIIA), pa3pa®boTaHHOI Ha OCHOBE YHUKAJb-
HOM KOJUIEKIIMU 3apoJbIllieil YeoBeKa, SMOpHOreHe3 JeoBeKa
MOAPA3ACISIOT Ha CTaAuU, KOTOPble 0003HAYaAIOT TI0 UMEHM OC-
HOBOITOJIOXXHMKA KOJUTEKIIUU KaK «ropu30oHTHl Ctputepa» (I1aT-
teH b., 1959; Kapncon b., 1983). BT «ropu30oHTbI», OCHOBaH-
HbIC Ha THUCTOJIOTUYECKOM OIMCAHWM YHUKAIbHBIX HaXOHOK,
0 UMILIAaHTAIluM 0003HAYaIOT apaOCKUMU, a ITOCie MMILIaHTa-
IUA — pUMCKUMHU Imdpamu. Becero Bemensor 23 «TOpU30HTa»
(Jirasek J.E., 1985). I1pu sTOoM 11epBBIe 8 TOPU30OHTOB (C 1-TO MO
20-it gHM pa3BUTHUS (I.p.)) COOTBETCTBYIOT IEpUOIY OJacTOreHe-
3a (MpesMOPUOHAIBHBIN TEpUO pa3BUTUS), OCTaIbHbIE 15 «T0-
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