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BBenenue

Hacnencreennbie 0o0yie3HM HMMEIOT OOJBIIMK yACIBHBIM BeC B oOIIeH
MaToJOTUU YeJoBeKa. J[MarHOCTHKA HACIEICTBEHHOW MATOJIOTUU - CIOXKHBIA U
TPYJOEMKHUIM TMpOIECC, B CBSI3M C Pa3HOOOpa3sMeM M CXOACTBOM HEKOTOPBIX
HACJIEJICTBEHHBIX ()OPM C HEHACIICICTBEHHBIMU 00J1e3HAMU ((PEHOKOIHUH), a TAKKE
B CBS3W C HaJUYMEM PEIKO BCTPEYAIONINXCS HACICICTBEHHBIX Oo0Je3Hen
(1:200000).

TpyaHOCTH JUArHOCTUKHU OOYCJIOBJICHBI TE€M, YTO HO30JIOTHYECKHU CHEKTP
HaCJEICTBEHHBIX Oosie3Hel ouyeHb mUpok (Oonee 3500 dbopm). [loaTomy 3HaHUE
OCHOBHBIX  IPHUHIIMIOB  KIWHUYECKOM TEHETUKU TOMOXKET  3aroj03PUTh
HACJICJICTBEHHbIC OOJIE3HU, a MOCJE JOMOJHUTEIIbHBIX KOHCYJBTAIIMN C BpayoM-
TEHETHUKOM, TMPOBEACHUS MAPAKIMHUYECKUX ¢  JJaOOpaTOPHO-TEHETUUYECKHUX
oOcJeJ0BaHMM MOCTaBUTh TOYHBIN JTUATHO3.

UToOBI HE «IPOMYCTUTH» HACJIEICTBEHHYIO 00JI€3Hb, Bpay JOJDKEH TOMHUTD
O TOM, 4YTO HACJCJACTBEHHbIE OOJIE3HM MOTYT TIPOTEKAaTh TMOJ «MAaCKON»
HEHACJIC/ICTBEHHbIX. B psge ciydaeB HacleACTBEHHAs TMAaTOJIOTHUS MOXKET
COITYTCTBOBAaTh OCHOBHOMY, HEHACJIEICTBEHHOMY 3a00JIeBaHUIO, IO TOBOIY

KOTOPOTo 0OJILHOM 0OpaTHIICs K Bpady.



1. MeToabl npeHaTaAbHON JUATHOCTHKYU

[Ipenaranbuass guarHoctuka (I[J[) HaclencTBEHHBIX U BPOXKIACHHBIX
Oone3Held — CpaBHUTEIBLHO HOBOE HAMpPaBJICHUE MEIUIIMHCKOW TE€HETHKH,
BosHHKIIee B 80-x romax XX Beka Ha CTBIKE TaKWX KIMHUYECKHX HaAyK, Kak
aKylIEepCTBO, TMHEKOJOTHs, HEOHATOJOTWs, MEIMUIIMHCKAas TEHETHKA, C OJIHOU
CTOPOHBI, MAaTOGU3UOTIOTHS, OMOXUMHUSI, IIMTOTEHETHUKA, MOJIEKYJIIpHas OUOIOTus,
TEHETHKA Y€JIOBEKa — C IPYrOM.

Ha coBpeMeHHOM 3Tarie pa3BUTHUS NMpeHATAIbHAs TUArHOCTUKA MPUOOpEeTaeT
OYEepTaHUA CAMOCTOSITEIBHOTO HAy4YHOIO HAMNpPaBICHUS CO CBOMMH 3aJayaMu,
METOJaMU U TMpeaMeToM wuccienoBanus. lIpenmerom (0OBEKTOM) HAy4YHOTO
uzydeHus [1]] siBisieTcst 3apoibIil YeaoBeKa Ha pa3HBIX dTarax BHYTPUYTPOOHOTO
pa3BuTus. YenoBedeckuil 3apoAblill CETOAHS JOCTYNEH ISl CAMBIX Pa3HOOOPa3HbIX
UCCJICIOBAHUM M JIMarHOCTHKW TMPAKTUYECKU Ha J0O0H CTaauu pa3BUTHSL.
Mertonpl, npumensiembie B [1]1, nemecooOpa3Ho pa3fenuTh Ha HEMPsAMbIE, KOTa
O0OBEKTOM HCCIICIOBAaHUS SBJISIETCS OEepeMEHHas >KCHIMHA, M TpsiMble, KOrja
uccienyercs caM 1o, [locnennue MOryT ObITh MHBA3UBHBIMU (OTIEPATHBHBIMH) U
HEUHBA3UBHBIMU.

1.1 Henpsimbie MeTObI

Crnenyetr OTMETUTh, YTO OCHOBHOE HAa3HAUEHWE HETPSIMBIX METOZO0B — OTOOD
JKEHILUH TPYII BBICOKOTO PHUCKA IS JadbHEUINEro yriiyOJIeHHOTO HaOIOEHUS.
Hapsiny ¢ 0GakTepuoNIOrH4ecKMMU HCCIIEIOBAHUSIMH Ha CKPBIThIE HWHQPEKIUH U
aKyIIEPCKO-TUHEKOJIOTUYECKUM OCMOTPOM Ba)KHasi pOJib NMPUHAMJICKUT MEIUKO-
F€HETUYECKOMY KOHCYJIbTUpPOBaHUIO. [Ipm 3TOM yke Ha ypOBHE IKEHCKUX
KOHCYJIBTAIMM KEHIIMHA MOXET MOTYYUTh HHPOPMAIIMIO O TOM, OTHOCUTCS OHA
WIM HET K TPyIIlaM BBICOKOTO PUCKA pOXKJEHUA O0nbHOro pedeHka. OCHOBHbIE
MoKa3aHus IS HampaBieHus OepemeHHod Ha IIJ[ Bo BceM Mmupe HOpHMEPHO
oauHaKOBLI. OHU BKJIIOYAIOT:

1) Bo3pact xeHmuubl crapiie 35 net (B Poccum mo mpukazy Mun3zapasa

1993 rona — crapie 39 ner);



2) HaJIM4Me HEe MEHee JBYX CaMOIPOU3BOJBHBIX BBIKUIBIIIEH (a0OpTOB) Ha
paHHUX CpOKax OEPEMEHHOCTH;

3) Hanu4KMe B ceMbe peOEHKa MM TUIOZA OT MpEeAbIIyIIe 0epeMEHHOCTH C
6onesnpro JlayHa, IpyruMu XpOMOCOMHBIMH OOJIC3HSIMH, C MHOXECTBEHHBIMU
BPOXKJIEHHBIMU TTOPOKaMH, CEMEMHOE HOCUTEIILCTBO XPOMOCOMHBIX TIEPECTPOEK;

4) MHOTHME MOHOTEHHbIE 3a00JIeBaHUs, paHee TUArHOCTUPOBAHHBIE B CEMbE
WK y OJMKaWIINX POJCTBEHHUKOB;

5) npuMeHeHue Tepe] U Ha pPaHHUX CpoKax OEepeMEeHHOCTH pdAja
(hapMakoJIOTHYECKUX MPENapaToB;

6) nepeHeceHHble BUPYCHbIE HH(PEKUNHU (TeMaTuT, KpacHyXa, TOKCOIIa3MO3
W Ip.);

7) 00yueHne Koro-HUOyAb U3 CYNIPYTOB JI0 3a4aTHsl.

B nocnennue rojpl HOMUMO NEPEYUCIEHHBIX KOHCTaTUPYIOIINX MTOKa3aHUM,
KOTOpBIE, KaK YX€ YyKa3bIBaJOCh, SIBIAIOTCS CTaHAAPTHBIMU M TIOJE3HBI MJis
CBEJICHUSI HE TOJIbKO BpayaMm, HO W BCEM >KEHIIMHAM JI€TOPOJHOTO BO3pACTa,
O0COOEHHO BaXkHasi POJib MPUHAJJICKUT UCCIETOBAHUIO MAPKEPHBIX 3MOPUHATIBHBIX
OEJIKOB B CBHIBOPOTKE KpOBHM MaTepu, TakuxX, Kak aibda-dperonporenn (ADII),
XopuanbHbIi roHagoTponuH (XI'Y), cBOOOAHBIN SCTPaANOT U HEKOTOPBIE IPYTHE.

Bce otm  Oenku  ABISIOTCA  AMOpUOHCTEM(DUUHBIMU, TO  €CTh
OPOAYLUUPYIOTCA KJIETKaMH CaMOTo IUI0Ja WM IJIAICHTHl MW TIOCTYMamT B
KPOBOTOK MaTepu, MPUYEM HX KOHIEHTpALUs B ChHIBOPOTKE KPOBU OEPEMEHHBIX
MEHSETCS B 3aBUCHUMOCTHM OT CpoKa OEpEMEHHOCTM M COCTOsSIHUA Iiojna. B
yacTHocTH, coepkanue ADII Bo3pactaer mpu OTKPBITHIX AedeKTaX HEPBHOU
TpyOku (dK3eHIedanusi, MO3TOBbIE TPHDKU), HE3APAIICHUH TEPEAHEH OpIONTHON
CTEHKH, aHOMaJUSIX ToueK. B MHpOBOW nuTepaType HAKOIJIEH OOIIMPHBIN
dakTudeckuii MaTepruan 00 U3MEHEHHH STUX CHIBOPOTOYHBIX OEJIKOB B HOpME U
OpU Pa3IMYHOW MATONOTMHM, M NPAKTHUYECKH BO BCEX pPAa3BUTHIX CTpaHaxX
MPOBOJIUTCS CKPUHUPOBAHUE BCEX OEPEMEHHBIX KEHIIMH Ha COJAEpKAHUE ITHX
OENKOB C LEJbI0 BBIABICHUS JKCHIMUH C BBICOKHMM PHCKOM POXICHHS JETeH C

BPOXICHHBIMH KW HACJICACTBCHHBIMH ITOPOKaMHU. HpOBGI[CHHOC B OIITUMAJIBHBIC
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cpoku (15-16-HenmenbHONH OEpPEMEHHOCTH) C WCIOJIB30BAHUEM TPEX TECT-CHCTEM
UCCIIEIOBAaHUE TO3BOJSET BBIABUTH 10 80% TMJI0M0B ¢ JedeKkTaMu pa3BUTHUS
BHYTPEHHHMX OPraHoB U JI0 65% — ¢ XpOMOCOMHBIMHU OOJIE3HAMH (HaNpuMep, ¢
Oone3npio JlayHa, MOMyJSIIMOHHAsT YacToTa KoTtopou cocrtaBiser 1 Ha 600-650
HOBOPOXKJICHHBIX). EcTecTBEHHO, 4YTO CTOJIb BbICOKas 3(PPEKTUBHOCTh U
COOTBETCTBEHHO 3JKOHOMHYECKAs PEHTa0ENbHOCTh (CTOMMOCTbH COJEpKAHUS
onqHoro pebOenka ¢ Oone3npto JlayHa B TeueHuWe roja B aMEpPUKAHCKOM
cnenuaTepHare oneHuBaetcss B 40-50 Teic. o, CIIA) ckpuHUpyrOmuUx
MporpaMM MOTYT OBITh JOCTUTHYTHI TOJBKO MPHU YCJIOBUU MAacCOBOTO CKPHHUHIA
BCEX OEPEMEHHBIX C UCIIOJIb30BAHUEM KOMIBIOTEPHBIX MPOrpamMM IOICUETA PUCKA.
CkpunupoBanue A®DII nu XI'Y Bo Bpemsi OEpeMEHHOCTH BEIETCS U BO MHOTHX
MeIUKO-TeHeTHUecKuX LeHTpax Poccuu. K coxkaneHnio, CpaBHUTENBHO BBICOKAs
CTOMMOCTh UMMYHHO(EPMEHTHOT'O aHaJIN3a, OTCYTCTBUE OTEYECTBEHHBIX HAOOPOB
HEO0OXOJMMOro KauyecTBa MPHUBOJAT K TOMY, YTO JaK€ B TaKUX Tropojax, Kak
MockBa u Cankt-IleTepOypr, MeHee NOJIOBUHBI OEPEMEHHBIX IOJBEPratoTCs
ckpuHUHTY. [IpriuemM B OOJIBIIMHCTBE ClydaeB OH orpanuueH Tojibko ADII, uto
pPE3KO CHMKAET €ro JUarHOCTUYECKHE BO3MOXKHOCTM IO CPAaBHEHHMIO CO
CTaHJAPTHBIMU  NIpOrpaMMaMH, OCHOBAaHHBIMHM Ha TECTUPOBAaHUU  Cpazy

HECKOJBKHX MapKEPHBIX OCJIKOB.

1.2 IIpsiMble MeTOABI

Vavmpazeykosoe ckanuposanue. Hambomnee pacrnpoCTpaHEHHBIM U CaMbIM
3 PEKTUBHBIM MPSIMBIM HEUMHBA3MBHBIM METOJIOM HMCCJICAOBAHUS TUIOJA SIBISETCS
yJIBTPA3BYKOBOE 00CIEOBaHNUE (CKAaHMPOBAHWE) — YJIbTPA3BYKOBasl JUATHOCTUKA
(V3]1). [IpuaTHO OTMETHUTH, YTO MPAKTUYECKU BCE MEIUKO-TEHETHUYECKUE IICHTPHI
Poccun yKOMIUIEKTOBaHBI UMIOPTHBIMU Y 3-allliapaTaMy BBICOKOHM pa3peniaroniei
cnocooHoctt u a0 90% Bcex OepemeHHbIx MockBel u Cankt-lleTepOypra
nojaBepratorcst  Y3-o0cnenoBaHuio Bo BpeMsi OepeMeHHOCTH. [lo  maHHBIM
ropojackoro MI'I] Cankt-Ilerepbypra ¥Y3-mmarHocTuKa MO3BOJSET BBISIBUTH 0

80% IJ10JOB C aHATOMHMYCCKHUMMH IIOPOKaMH, TO €CThb AdAaHHBIM MCTOJ CCrOJHA
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SBIIIETCS. CaMbIM  TPOCTBIM U 3(PPEKTUBHBIM  CIOCOOOM  JAMAarHOCTUKH
aHATOMUYECKUX MOPOKOB. BakHO MOAUYEpPKHYTH, YTO METOJ anpoOUPOBaH yXe Ha
JecSITKax, €CIM HEe COTHAX MWUIMOHOB OEpEeMEHHbIX M ero abcooTHas
0e3BpeHOCTh JUIsl MaTepu M IIoJa TBEpAO JAokazaHa. K coskaneHuio, OH
MaJIOMH(OPMATUBEH IPU XPOMOCOMHBIX M OCOOCHHO MOHOTEHHBIX 3a00JI€BAHUSX,
JUI TUAarHOCTUKU KOTOPBIX HEOOXOIMMO MCIOIb30BATh KJIETKH CaMOTo IUI0/1a UIIH
€ro MPOBU30PHBIX OPraHoB (IUJIALEHTHI, 000JI0YEK), MOTYIaeMbIX MO KOHTPOJIEM

V3 OIICPATUBHBIMU MCTOJaMMU.

2. /InarHocTUKAa XpOMOCOMHBIX 3a00/1eBaHUMI

XOopomo M3BECTHO, YTO Ha J0ir0 Bcex IIJ[, cBsA3aHHBIX ¢ XpPOMOCOMHOWU
MaToJOTHUEH, MPUXOAUTCS OCHOBHAsg 4acTh (okoio 80-85%) KeHIMH TpyI
BBICOKOT'O pHUCKa, HampasisieMblx Ha [IJ] ¢ mprMeHeHreM MHBAa3UBHBIX METOJIOB.
NMeHHO mOdTOMY Takoe BHUMaHUE yaAeNseTcs pa3paboTke  yIAOOHBIX,
3(pPEKTUBHBIX M HAACKHBIX METOJIOB XPOMOCOMHOTO (ILIMTOT€HETHYECKOTO)
aHanW3a KIETOK IUiona. B Hacrosimee Bpemsi mpoOsiema  HaASKHOU
[UTOI€HETUYECKOW JTMArHOCTUKH ILJI0A YEJIOBEKa MPAKTUYECKH Ha JI00OM CpOKe
OCpEeMEHHOCTH YCIICIIHO pelieHa. MeToaudeckd Hauboyiee yIOOHBIMU IS
JIMarHOCTUKH XPOMOCOMHBIX OoJie3Hel y tuiona sBistoTcs 10-12-1 Hepenwm
OEpeMEHHOCTH, KOrja B Ciydyae HEOOXOAMMOCTH BO3MOXXHO TIPOBEACHUE
MEJUITMHCKOTO abopTa. XpOMOCOMHBIE TIpenapaTbl W3 BOPCHH XOPHOHA
(MU1aLleHThl) TPSIMBIM METOOM TOTOBAT 10 19—20-i Henens GepeMeHHOCTH, a Ha
OoJjiee TMO3AHUX CpPOKax MPEANOYUTAIOT UX TMOJIydaTh W3 KYJIbTUBUPYEMBIX
TUMGOITMTOB MYyNOBUHHOW KpoBU. KapuwoTunupoBanue KyJIbTHUBHUPOBAHHBIX
KJIETOK aMHHUOTUYECKOM  KUJIKOCTM BO3MOXHO Ha  13-21-if Hepemsx
O6epeMeHHOCTH. YMCIIO XPOMOCOMHBIX HApYIICHUH, BBISBISEMBIX HAa pPAaHHHUX
cpokax OepeMeHHOCTH (TIEPBBIM TPUMECTP), KaK MPABHUIIO, CYIMIECTBEHHO BBIIIE,
yeM BO BTOpoM. Ilo 00OOGIIEHHBIM MHUPOBBIM JaHHBIM, 3(dekTuBHOCTH [1]]
XPOMOCOMHBIX 0OJIe3HEH B cpeaHeM cocTaBisieT 5%, mpuyem 0oJiee MOJOBUHBI

BCEX XPOMOCOMHBIX HapyUIEHUH MNPUXOAUTCS Ha HU30BITOK XpOMOCOMbI 21 —
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6one3np Jlayna. HecnoxxHble MaTreMaTHuecKue MOACUYETHI MOKA3bIBAIOT, YTO, JTaXKe
ecnu ObI BCsI TIpeHATaNbHAs JMATHOCTHKA OblIa OrpaHWYEHA TOJBKO OOJIE3HBIO
JayHna, oHa, 06e3ycilOBHO, OblUIa OBl PEHTAOCTHHOM € SKOHOMHYECKON TOYKH
3peHusl.

JanpHelmuii nporpecc B HampaniaeHuu 1] xpoMocoMHBIX OoJie3HEH, mo-
BUJIUMOMY, OyleT JOCTUTHYT Ha MyTH I[IHPOKOTO NPHUBJICUECHUS METOAOB U
MPUEMOB  MOJICKYJSIPHOW ITUTOTEHETHUKH, KOTOPHIE IIO3BOJISIOT IPOBOJUTH
JMArHOCTUKY YUCJIOBBIX HapYIICHUH JaKe Ha sJipax HEeJESIMXCs KIETOK U Oosee

JIETAJIbHO aHAJIM3UPOBATh CTPYKTYPHBIE IIEPECTPOMKH XPOMOCOM.

3. JHK-1MarHocTuKa reHHbIX 3a001eBaHu i

Yuciio MOHOTEHHBIX 00JIe3HEH, MOCTYMHBIX MOJIEKYJSPHOW JTHMAarHOCTHKE,
yxke mnpesbimaer 1000 u mpomomxaeT ObicTpo yBenuuuBaThbea. Co3gaHbl U
IIOCTOSIHHO ~ COBEPIUEHCTBYIOTCSI BC€ HOBble d((EKTHUBHBIE U JOCTATOYHO
yHuBepcasnbHble MeTonbl JIHK-nuarnoctuky, Takue, Kak METOJ IMOJIMMEpPa3HOU
nenxoit peakuuu (I1LIP), aBTOp KOTOpOI — aMepukanckuit yueHsii Kot Mymc
ormeueH HoOeneBckoit mpemueir 1994 roma, Meron OnoT-rMOpuUIU3aLUU,
yBeKOBeUMBIIMA UMsi ero cosnatens JDna. Cayszepna (1975 rox), u meronsr JJHK-
CEKBEHHUPOBAHMS (aHAIU3 TMEPBUYHOM MOCIEIOBATENBHOCTH HYKJICOTUIOB B
uenouke JJHK), pazpaborannsie 1. Canmxepom.

JIHK-nnarnoctuka B CcTpaHe NOPOBOAUTCA TOJBKO B  HECKOJIBKHX
dbenepanbHbIX Meauko-reHeTnyeckux 1eHTpax Cankt-IlerepOypra, MoCKBBI,
Tomcka ¥ TmoOKa Kacaercs HaumOoJiee YacThlX, COLMAIBHO  3HAYMMBIX
HACJICICTBEHHBIX OO0JIe3HEH, YMCIO0 KOTOPHIX YyBEIMYHMBAETCA. BaxHO Takke
nog4epkHyTh, uTo JJHK-MeTo 61 103BOJISIFOT HE TOJIBKO AUArHOCTUPOBATh T'€HHbBIC
00JIe3HU, HO M BBISBISATH OCCCUMITOMHBIX T€TEPO3UTOTHBIX HOCHUTENIEH MyTallui
U, TakuM oOpa3zoM, BecTu 3P(HEeKTUBHYIO TpoPrIakTUKy Oo0ne3Hel B CEMbSX
BBICOKOT'O PHCKA.

B menom mnpobnemy JIHK-mmarnoctmku TeHHBIX OOJie3HEHW, paBHO Kak u

XPOMOCOMHBIX, IIO CYTH MOXHO CYHHTAThb [IPUHIOUIIUAIIBHO pCHICHHOﬁ. Ee
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JAbHEUIINAN TPOTPECC MOXKET KacaTbCd HE TOJIBKO YBEJIWYCHHUS YHCIa
JTMAarHOCTUPYEMBIX O0JIe3HEH, HO M TIEPeHOCa OCHOBHOW TSDKECTH MCCIICIOBAHHM B
PaHHHMI TOCTHATAJIBHBIM MEPUOJ I CKPUHUPOBAHUS HOBOPOXKICHHBIX Ha
MIPEAPACIIONIOKEHHOCTh K MYJIBTH(PAKTOPHAIBHBIM (ITOJIUTCHHBIM) 3a00JI€BaHUSM,
TakKUM, KaK aTepoCKIIepo3, HIIEMHUs cepua, AUabeT, HEKOTOphIe OIMyXOJu U

HCPBHO-IICUXUYICCKHUC 3a00J1eBaHMS.

4. buoxuMu4yeckas IMarHOCTUKA

B nmnocnennue roapl yAeNbHBIM Bec OMOXMMHUYECKMX MeEToj0B B IIJ]
HACJIEICTBEHHBIX U BPOXKJICHHBIX O0J€3HEW 3aMeTHO cHu3micd. [lpuunHa Tomy —
pematomue ycnexu B JIHK-nuarsoctuke, mo3BoJsOIIAE aHAIM3UPOBAaTh CaM I'eH,
a He €ro IMpOJYyKThl U, TAKUM OOpa3oM, AArOUIME BO3MOKHOCTb JUATHOCTUKH Ha
T00BIX KJIETKaX IUIO/A, a HE TOJIBKO Ha TeX, /e padoTaeT AaHHbIM reH. Tem He
MeHee OMOXMMMYECKHME METOJbl IIUPOKO HpuMeHstoTcss npu I1J] BpoxaeHHBbIX
nedextoB HepBHOU cuctembl (uccnenoBanue ADII U aneTUIXOJIUH-ICTEPA3bl B
AMHUOTHYECKOM JKHUIKOCTH), TIPH HEKOTOphIX (opmax Ooje3Held oOMeHa
MYKOTOJIUCAXapHUIOB U JTU30COMANbHBIX OesKoB U naxe npu I1J] MmykoBucunmo3a
— €aMoro pacmpoCTPaHEHHOTO MOHOTE€HHOro 3aboisieBaHus. CremyeT, OIHAKO,
OTMETHUTb, YTO 0 MEPE BBIACHEHMS] NIPUPOIbl MYTAaHTHOI'O I'€HA, [IOHUMAHHUS €ro
GbyHKUMA W UACHTU(PUKALIMH KOHKpeTHOro Oenka S(OQPEKTUBHBIMU MOTYT
OKa3aTbCs M TMpsIMble OMOXMMHMYECKHE HCCIECOBaHMs, Kak, HaIlpuMep,
MMMYHOXMMHUYECKMI aHanmu3 Oenka guctpoduHa B MuoduOpwiax npu
Muoauctpodun JlromeHHa Wiau aHanu3 creuudduueckoro Oeiaka B JIUMQOLMUTAX
py CUHJIpPOME JOMKOM X-Xpomocombl. ECTh OCHOBaHMsI cuuTaTh, 4TO OoJiee
JIelIeBble, JOCTYIHBIE JIJII MacCOBOTO MPUMEHEHUS OMOXMMHYECKHE METOIbI
OyAyT HaxoauTh Bce OoJiee MMPOKOE MPUMEHEHHE B CKPUHUHIE HACJIEICTBEHHBIX

OoJie3Hen
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3akioueHue

OreHrBasi COCTOSIHUE MPEHATATLHON AUArHOCTUKH B MUpE U Poccun MOKHO
C YBEPEHHOCTHbIO KOHCTATUPOBATh pEHIAIONIMN TMporpecc B 3TOH OBICTPO
pa3BUBarOMEHcs 00JACTH MEIMIIMHCKON TEHETHKH. B TMpakTHYecKoM IUTaHE B
HaIlleil cTpaHe MOKHO CYMTATh MPUHIIMITHAIBHO PEIICHHBIMU:

1) adbdextuBHOE Y 3-CKpUHUpPOBaHNE OEPEMEHHBIX KEHIIIHH;

2) npobieMy 3a00pa IO JHOTO MaTepHaia Ha BCEX CpOKax OEPEeMEHHOCTH;

3) >¢dexkTuBHOE BBISBICHUE >KCHIIUH TPYII BBICOKOTO PHUCKA POXKICHUS
JIETEN C TOPOKAMU PA3BUTHS;

4) npobneMy 5(PPEKTUBHBIX METOJOB JHUATHOCTUKU XPOMOCOMHBIX U
TeHHBIX O0JIe3He! y IIoa.

Bwmecte ¢ Tem akTyanpHBIME 11 Poccuu SBIAIOTCS Takue MPOOJEMBI, Kak
OTCYTCTBHE MpPOTpamMM IO MacCOBOMY CKPUHUHTY MapKEpPHBIX AMOPHUOHAIBHBIX
OCIKOB B  CBHIBOPOTKE KPOBU OCEPEMEHHBIX; OTCYTCTBHE  OMNEPATHUBHBIX
KOMITBIOTEPH3UPOBAHHBIX PETUCTPOB HACIIEICTBECHHBIX 0OJIC3HEH; cltabas MEIHKO-
reHeTHYeckasi TMOATOTOBKa Bpadeil; Hedh( EKTUBHOE MEAUKO-TEHETUYECKOe
KOHCYJIbTUPOBAHHUE; TJI0OXass WHPOPMHUPOBAHHOCTh Bpadyei W HACEJICHUS CTPaHbI,
MPEXKJIe BCErO KEHIIHUH, O PEATIbHBIX BO3MOXKHOCTSIX MPEHATAIbHON JMArHOCTHKU.
HewnsBecTHbl pealibHble MOTPEOHOCTH TOTO WJIM WHOTO PErMOHa B MOJEKYJISIPHOU
JTUAarHOCTUKE, B TOM YHCJIE WM B TPCHATAIBHOW, Ma)K€ TEX HACIEICTBEHHBIX
3a00eBaHUM, I KOTOPBIX YK€ CYIIECTBYIOT M IIHPOKO HCIOJIB3YIOTCS
MOJICKYJIIPHBIC ~ HWCCJICIOBAaHMsS. OJTO  3a4acTyl0 BEAET K  JIOCQJHBIM
HEJI0OPa3yMEHHSIM, KOTJIa CEMBbH BBICOKOTO pHCKa, OOPATHBIIKMCH 3a IOMOIIBIO B
3apyOeKHbIE IICHTPHI, TOJY4YalOT PEKOMEHIAIUI0 TPOBECTH HEOOXOJAUMbIC
uccienoBanuss B Poccum, rae 3ampammBaeMasl TUArHOCTHKA HE TOJBKO BIIOJIHE
OCYIIIECTBMMA, HO W MPOBOJIUTCS OECIIIIATHO.

[Ipeomonenrie  OTMEUEHHBIX  HEAOCTATKOB, B  3HAUUTEIHHOM  Mepe
OOYCJIOBJIEHHBIX HEAOCTATOYHBIM (PMHAHCHPOBAHUEM MEAMIIMHCKON T€HETUKH U

IIPEHATAJIbHOM JTMArHOCTUKH, B YAaCTHOCTH, CBI'PAET pEIIAIONIYI0 pOJIb B

11



npo(uIaKTUKE HACIEACTBEHHBIX W BpPOXKICHHBIX OO0Je3HEeH, palroHaIbHOM

TJIAHUPOBAHUH CEMbH M COXpaHEeHHH reHoGoHIa HaceneHus Poccun.
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