HPEHATAJIBHASL TUATHOCTUKA HACJIEACTBEHHBIX 11 BPOXKXKIEHHBIX
BOJIE3HEN B POCCUU. PEAJIBHOCTbH U ITEPCITEKTUBBI (FAPAHOB B.C. , 1998),
BNOJIOI'UA

JlaHo KpaTKoe Mpe/ICTaBIeHHEe 0 HOBOM HAYYHO-TIPUKIIAIHOM HAIlPaBJICHUU METUITUMHCKON
TCHETHKH - IPEeHATAIbHOMN (I0OPOI0BOI) IMATHOCTHKE HACIEACTBEHHBIX M BPOXKICHHBIX
Oone3neit. PaccMOTpeHbI 00bEKTHUBHBIC TTPEITOCHUTKY BO3SHUKHOBEHHS 3TOTO HAMPABJICHHSI, €TI0
1IeJIH, 3a7[a49H, METOIbI OIIEHKH COCTOSTHUS T1J10/1a HA Pa3HbIX CTAUAX BHYTPHYTPOOHOTO
pa3BUTHSL.

[NPEHATAJIBHAS IMATHOCTUKA HACJIEACTBEHHBIX

1 BPOXXK/IEHHBIX BOJIE3HEN

B POCCHMU.

PEAJIBHOCTD U ITEPCIIEKTHUBbI

B. C. BAPAHOB

Cankr-IlerepOyprckuii rocyJapCTBEHHbBIH YHUBEPCUTET
BBEJIEHUE

[To manabpIM BecemupHOI opranu3aiuy 31paBooXpaHeHus, OKoJIo 2,5% HOBOPOKIEHHBIX
MOSIBJISTFOTCSI HA CBET C Pa3IMYHBIMU TTopokamu paszutus. [Ipu stom 1,5-2% u3 Hux
00yCIIOBIICHBI IPEHUMYIIIECTBEHHO HEOIarompHUATHBIMU 3K30T¢HHBIME (pakTOpamu (Tak
Ha3bIBAEMBIMHU TEPATOTCHAMH), @ OCTAJIbHBIC HMCIOT MPEUMYIIIECTBEHHO TEHETHUYECKYTO
npupoy. Cpeiu 3K30TeHHBIX TPHYUH TTOPOKOB Pa3BHUTHS CIICIYET YIOMSIHYTh OMOJIOTHICCKIE
(nHbeKIMOHHBIC 3a00JIEBaHUs: KPACHYXa, FepIieC, TOKCOIUIa3MO03, XJTaMUNTHAS HH(EKIIHS,
[IUTOMETAIOBUPYCHAsE HHEKIHS), husndeckre (Bce BUABI HOHH3UPYIOIIETO U3y ICHHUS,
PaZMOHYKJIH]IbI), XUMHUECKUE (BCE TPOTUBOOITYXOJICBBIC TIPErapaThl, TOPMOHAIBHBIC
npenaparsl, HAPKOTHUCCKHE BEIICCTRA).

I'eneTnueckue HakToOpbl MOPOKOB PA3BUTHSI OTPAKAIOT TaK HA3BIBAEMBIN OO T€HETUYECKUM
Ipy3 NOMYJISALHMH, KOTOPBIH MmposBisieTcs Oosiee ueM y 5% HaceneHus mianeTsl. [Ipumepro 1%
TeHETUYECKOTO Ipy3a MPUXOANUTCS Ha TeHHbIe MyTarud, 0,5% - Ha XpOMOCOMHBIE My TaIlHH,
0k0J10 3-3,5% COOTBETCTBYET 0OJIE3HIM C BBIPAKEHHBIM HACJIEICTBEHHBIM KOMIIOHEHTOM
(mmaber, aTepockiepos, HieMuiecKkas 00JIe3Hb Cep/ilia, HEKOTOPbIE OIMyXOoJH U.T.1.). Eciu k
3TOMy 100aBHTh, uTO 0K0JI0 40-50% panHeit MiageHdyeckoii (eprHaTaIbHOM) CMEPTHOCTH H
WHBAJIMIHOCTH C JIETCTBA 00YCIIOBIICHBI HACIECTBEHHBIMU (hakTopamu 1 ipumepHo 30% Koek B
JIETCKHX CTAIl[MOHApaX 3aHsATHI JEThbMHU C HACIIEACTBEHHOM narosnorueii [2, 3], cranoBuTCs
MOHSATHOHN 0e3yCIIOBHAst HEOOXOAUMOCTh PABWIBHOM 1 PAallMOHAIBHO OPTraHM30BaHHON paHHEH
JTMAarHOCTUKH BPO’KICHHBIX M HACJIEACTBEHHBIX OoJe3Heil. Pematomas poiab B 3TOM
NPUHAIICKUAT HHCTUTYTaM MEAMKO-TEHETHYECKON CITy>KOBI, ¥ B IEPBYIO OYepeb TEM €
HOJpa3IeIEHUsIM, KOTOpbIE 00eCIIeurBalOT NPEeHaTaIbHYIO JUArHOCTUKY, IIO3BOJIIONIYIO HE
TOJIBKO YCTAaHOBHUTH JIUArHO3 €LIE 10 POXKACHUS, HO U IIPEAOTBPATUTH MTOSIBJICHUE HA CBET JETEN
C TSDKEJIBIMHU, HEPENapupyEMbIMU IOPOKAMU Pa3BUTHSI, C COLIMATIBHO 3HAYMMBIMU
CMEpTENIbHBIMU T€HHBIMU U XPOMOCOMHBIMU O0JIE3HAMU.



Menuko-reHeTrueckas momoirs B Poccnn, Tak e kak u B ObiBiieM CCCP, opranmn3oBana 1o
TEPPUTOPUATBHOMY MPUHIUITY U BKIIOYAET KaK 00s3aTeIbHOE HaYallbHOE 3BEHO MEUKO-
TCHETHYECKHE KOHCYIbTAlMK U KaOuHeThl (nX yrcio B 1994 roay cocrasuiio 85),
MeK00IacTHBIE (MEKPETrHOHAIbHBIC) MEAMKO-TeHETHUYECKHE IIEHTPHI (Bcero 16) u kak BhICIIEe
3BEHO - IATh (heepaibHBIX METUKO-TEHETHUECKUX 1IEHTPOB (Tpu B MockBe, oauH B CaHKT-
[TetepOypre u oaun B ToMcke). HemocpecTBEHHO MpeHaTa bHAsS THATHOCTHKA COCPEIOTOUCHA
MOYTH UCKITFOYUTEIHHO B 00JIACTHBIX, MEKPETHOHATBHBIX U (DeIepaTbHBIX MEIHKO-
TeHETHYECKUX IICHTPaXx.

METO/IbI IIPEHATAJIBHOW JUATHOCTUKU

[penartansuas quarnoctuka (I1/]) HacieACTBEHHBIX U BPOXKICHHBIX 00JIC3HEH - CPABHUTEIBHO
HOBOE HalpaBlieHUE MEIUIIMHCKON reHeTHkKH, Bo3HuKIIee B 80-x romax XX Beka Ha CThIKE
TaKUX KIMHUYECKUX HAYK, KaK aKyIIepCTBO, THHEKOJIOTHsI, HEOHATOJIOTHS, MEAUITUHCKAS
TeHEeTHKA, C OJIHOM CTOPOHBI, TATO(DU3HOIOTHS, ONOXHUMUS, ITUTOTCHETUKA, MOJICKYJISIpHAS
OuoJToTHs, FeHeTHKA YeI0BeKa - ¢ Apyroi [1].

Ha coBpemeHnHOM »Tane pa3BUTHA NMpeHaTalbHas JUArHOCTUKA MPUOOPETAET OUSPTAHUS
CaMOCTOSITEJIBHOIO HAYYHOT'O HAaIIPAaBJIEHHUS CO CBOUMH 3aJa4aMH, METOJaMHU U IPEAMETOM
uccienoBanus. [Ipeamerom (00bekTOM) HaydyHOTO HU3yueHus [1/] SBIsSETCS 3apObIIT YeTOBeKa
Ha pa3HbIX dTanax BHyTPUYTPOOHOTO pa3BUTHs. UenoBeUecKui 3apoAbIIl CEroJHs JOCTYTIECH IS
CaMbIX Pa3HOOOPA3HBIX UCCIICAOBAHUI M TUArHOCTUKU MPAKTUUECKH Ha JII0O0H cTagnun
pa3Butus. Merozsl, npuMensiemsie B [1]], nenecoobpaszHo pa3nenuTh Ha HENPSIMbIE, KOTAa
00BEKTOM HMCCIICIOBAHUS SABJISICTCS] O€pEMEHHAsl )KEHILMHA, U TIPSIMBIE, KOTJ]a UCCIIENYETCs caM
wioa. [TocnenHue MoryT ObITh MHBA3UBHBIMU (ONICPATHBHBIMK) U HCMHBA3WBHBIMHU.

HerfIMHe MCTOABI HpeHaTaJ’IBHOI‘/JI JUAardHOCTUKH

Crnemyer OTMETUTh, YTO OCHOBHOE Ha3HAYCHUE HENPSIMBIX METOJIOB - OTOOD JKEHIIIMH TPy
BBICOKOT'O PHCKa IS JaJbHEHIIEero yriayoseHHoro Ha0mroaeHus. Hapsiy ¢
6aKTepI/IOJ'IOFI/I‘~ICCKI/IMI/I HCCIICAOBAHUAMU HA CKPBITHIC I/IHq)eKIII/II/I " aKymepCKo-
THHEKOJIOTUYECKHM OCMOTPOM BaXKHAasl POJIb MIPUHAICKUT METUKO-TCHETUICCKOMY
KOHCYJIBbTUPOBAaHMIO. [IpH 3TOM yke Ha ypOBHE )KEHCKUX KOHCYJIBTALMM KEHIIMHA MOXKET
TOJYYUTh HHPOPMAIIHIO O TOM, OTHOCUTCSI OHA MJIM HET K IPYTIIaM BBICOKOTO PHCKA POXKIICHHSI
00JIbHOTO peOCHKA.

OcHoBHbBIE TIOKa3aHUs JJIs HarlpaBiieHus OepemeHHoi Ha [1]] Bo BceM Mupe nmpumMepHO
oauHakoBbl. OHH BKIIIOYarOT: 1) Bo3pacT skeHInuHbl cTapiie 35 et (B Poccuu mo npukasy
Munsapasa 1993 roaa - crapiie 39 sier); 2) HaTMYMe HE MEHEE IBYX CaMOITPOU3BOJIbHBIX
BBIKHIBIIICH (a0OPTOB) Ha paHHHUX CPOKAX OEPEMEHHOCTH; 3) HAIMYKE B CEMbe PeOCHKA HITH
IUI0/1a OT IpeAbLAyIel 6epeMeHHOCTH ¢ 601e3HbI0 [layHa, IpyTUMU XpOMOCOMHBIMH
00JIe3HSIMH, C MHOYKECTBEHHBIMU BPOXKICHHBIMH ITOPOKAMH, CEMEHHOE HOCUTEIIECTBO
XPOMOCOMHBIX MEPECTPOeK; 4) MHOTHE MOHOT€HHbIE 3a00JIeBaHsl, paHEee JUArHOCTHPOBAHHEIC B
CeMbe MJIH y OJIMKAIINX pOJICTBEHHUKOB; 5) MPUMEHEHHE NIepel K Ha PAaHHUX CPOKaX
OepeMeHHOCTH psijia papMaKOIOTHUECKHX MPENapaToB; 6) mepeHeceHHbIe BUPYCHbIC HH(EKIUH
(remaTuT, KpacHyxa, TOKCOILIa3MO3 H JIp.); 7) 00Iy4eHHe KOro-HHOY b U3 CYIIPYTOB 10 3a4aTHS.

B mociieHue ToIbI IOMUMO MEPEYUCICHHBIX KOHCTATUPYIOINX ITIOKa3aHHH, KOTOPHIE, KaK yKe
YKa3bIBAJIOCH, SIBIISIFOTCS CTAaHIAPTHBIMHE U TTOJIC3HBI [T CBEJICHUSI HE TOJIBKO Bpayam, HO M BCEM
JKEHII[ITHAM JETOPOHOTO BO3PACTa, 0COOCHHO BayKHAsI POJIb IIPHHAJUIC)KUT UCCIICTOBAHHIO
MapKepHBIX YMOPUHAIBHBIX OSITKOB B CBIBOPOTKE KPOBH MATEPH, TAKHX, Kak ajbda-
¢eronporenn (ADII), xopuanbhblii roHagoTponuH (XIH), cBOOOAHBIN 3CTPaNOT U HEKOTOPHIC



npyrue. Bee ot 6enku SBISIoTCs SMOpHOHCTIENN(UIHBIMHA, TO €CTh TPOTYIUPYIOTCS KIETKAMU
CaMoro IJ10/1a UJIH MJIAlleHTh! ¥ MOCTYNal0T B KPOBOTOK MaTepH, IPUUYEM UX KOHIIEHTpaLus B
CBIBOPOTKE KPOBH OEPEMEHHBIX MEHSETCS B 3aBUCUMOCTH OT CPOKa OEPEMEHHOCTH U COCTOSTHUS
wioza. B wactHocty, conepkanue APII Bo3pacTaer npu OTKPBITHIX AeeKkTax HepBHOM TpyOKH
(aK3eHIIe (AN, MO3TOBBIC TPHIKH), HE3APAICHUH TTEPEIHEH OPIOLIHON CTEHKH, aHOMAITUSIX
noyek. B MupoBoii nureparype HakoIuleH OOIUpPHBIN pakTHyeckuil MaTepran 00 U3MEHEHUH
ATHUX CHIBOPOTOYHBIX OCITKOB B HOPME U IIPH PA3INIHON MMATOJIOTHH, M TPAKTHYECKH BO BCEX
Pa3BUTHIX CTpaHaX MPOBOJUTCS CKPUHUPOBAHHE BCEX OEPEMEHHBIX JKEHIIMH Ha CoJlepKaHHue
3THUX OEJIKOB C LEJIBIO BBISIBICHUS JKEHIINUH C BEHICOKUM PUCKOM POXKICHUS JIETEH ¢
BPOJK/ICHHBIMH U HACJICJCTBCHHBIMHU IOpOKamu. [IpoBeieHHOe B onTuMaibHbie cpoku (15-16-
HEJIeNIbHON OEPEMEHHOCTH) C UCIIOJIb30BAHUEM TPEX TECT-CUCTEM HMCCIICIOBAHUE MTO3BOJISIET
BbISIBUTH 10 80% 11010B ¢ AedekTamMu pa3BUTHS BHYTPEHHUX OPTraHoB H 10 65% - ¢
XPOMOCOMHBIMHU 00JIe3HIMH (HarpuMmep, ¢ 0oJe3HbI0 JlayHa, momyIsSIHOHHAs YacTOTa KOTOPOi
coctasisiet 1 Ha 600-650 HOBOpOsKAEHHBIX). ECTECTBEHHO, YTO CTOJIb BhICOKAst 3P PEKTHUBHOCTD
Y COOTBETCTBEHHO 3KOHOMHYECKAsi PEHTA0CIBbHOCTh (CTOMMOCTD COJICPIKaHHsI OJTHOTO peOeHKa ¢
6one3sbto [layHa B TeUeHHUE rojla B aMEpUKaHCKOM crieuHTepHare oueHuBaercs B 40-50 Toic.
noin. CIIA) cKkpuHHPYIOIIHMX TPOTPAMM MOTYT OBITh JIOCTUTHYTHI TOJIBKO MPU YCIOBHH
MacCcOBOT'0 CKPMHMHIA BCeX OEPEMEHHBIX C MCIOJIb30BAaHUEM KOMITBIOTEPHBIX IPOTrpaMM
nojacuera pucka. CkpunupoBanre ADII u XTI Bo BpeMst OepeMEeHHOCTH BEJETCS U BO MHOTUX
MeIMKO-TeHeTHYecKuX 1eHTpax Poccun. K coxaneHuto, CpaBHUTENBHO BBICOKAsi CTOUMOCTb
UMMYHHO(EPMEHTHOTO aHaIN3a, OTCYTCTBHE OTEYECTBEHHBIX HAOOPOB HEOOXOMMOTO KauecTBa
HOPUBOJAT K TOMY, 4TO Ja)ke B TAKUX ropojax, kak Mocksa u Cankr-IlerepOypr, MeHee
MIOJIOBUHBI OEPEMEHHBIX TIOABEPTalOTCsl CKPUHUHTY. [IpruemM B GOJBIIMHCTBE CITy4aeB OH
orpanuydeH Toibko ADII, 4To pe3ko CHMXKAET ero AMarHOCTUYECKUE BOZMOKHOCTH 110
CPaBHEHHIO CO CTaHJaPTHBIMH IIPOTPaMMaMHt, OCHOBAaHHBIMHU Ha TECTUPOBAHHUH CPa3y
HECKOJIbKUX MapKEPHBIX OCITKOB.

[TpsimMble METOIBI TPEHATATBLHON JUATHOCTUKHI
VY bpTpa3ByKoBOE CKAHUPOBAHUE

Haubonee pacnpocTpaHeHHBIM U caMbIM () (PEKTUBHBIM MPSMBIM HEUHBA3UBHBIM METOIOM
UCCIIeIOBAaHMS TUIO/IA SIBJSICTCS YIIBTPa3ByKOBOE 00CiieoBaHue (CKaHUPOBAHHUE) -
ynbTpa3BykoBas quaraoctuka (Y3/1). [IpusTHO OTMETHTB, YTO MPAKTUYECKU BCE MEIHKO-
T€HETHYECKUE IIEHTPhl POCCHU yKOMIUIEKTOBAHBI UMIIOPTHRIMU Y 3-amiapaTaMu BbICOKOU
paszpemaromeit ciocoonoctu u 10 90% Bcex 6epemennbix MockBel u Cankt-IletepOypra
nojaBepraroTcs Y3-o06cienoBannto Bo BpeMst 6epeMmeHHocTH. [1o manubM ropockoro MI'L]
Cankr-IlerepOypra Y3-auarHoctuka mo3BossieT BeIIBUTH 10 80% 1U1010B ¢ aHATOMUYECKUMU
MOPOKaMHU, TO €CTh JaHHBIA METO]] CETO/IHA ABJISETCS CaMbIM MPOCTHIM U 3(P(HEKTUBHBIM
CHOCO0OM JMAarHOCTHKH aHATOMUYECKUX MOPOKOB. Ba)KHO MOAUEPKHYTh, YTO METO.
anpoOHpOBaH yXKe Ha JECATKAX, €M He COTHAX MIIJTMOHOB OEpEMEHHBIX U €ro adCOII0THAS
0e3BpeHOCTD Ul MaTepH U IUI0/1a TBEpO AoKazaHa. K coxkaneHnuio, oH MaaouH(pOpMaTUBEH
IIPU XPOMOCOMHBIX M 0COOEHHO MOHOTEHHBIX 3a00JI€BaHUSX, U1 TUATHOCTUKU KOTOPBIX
HEOOXOAMMO UCTIONB30BAThH KIETKH CAMOTO TUIOJIA MJIH €0 MIPOBH30PHBIX OPraHoB (IIALEHTHI,
000J104€K), MOIyIaeMbIX MO KOHTPOJIeM Y3 OMepaTHBHBIMUA METOaMH.

HMNHBa3uBHBIE (OHepaTI/IBHBIe) MCTOBI npeHaTaJleoﬁ JUAarHOCTUKH

HoctarouHo noiHast nHGOpMAIUs 0 KAPUOTHIIE 3aPOIbIIIa, OMOXUMHUECKUX U TEHOTHITHYECKUX
OCOOCHHOCTSIX €r0 KJIETOK MOXET OBITh MOJIy4eHa TOJFKO HA OCHOBAHHH COOTBETCTBYIOIIMX
MCCJIEI0BAHUI HEMOCPEICTBEHHO TKAHEHW CaMOoro II0/ia WK €ro MPOBU30PHBIX OPTraHOB
(rutarieHThI, XOpHoHa). Pa3paboTaHbl M HIMPOKO MPUMEHSIOTCS Pa3InUHbIC HHBA3UBHBIC METOIB,



MI03BOJISIOIINE MOTYYaTh SMOPHOHATIBHBIN MaTepuall Ha JTIF000M cpoke OepemenHocTH (puc. 1).
Tax, B HacTos11ee BpeMs peajJbHO JOCTYIIHBI UCCIIEJOBAHUIO 3aPOBILIN YEI0BEKa
JOUMILJIAaHTALIMOHHBIX CTAJIUN pa3BUTHsI, TO €CTh B TEUEHUE NEPBBIX / IHEN MOocCie
OILIOIOTBOPEHUS. AHAM3NUPYSI MOJIEKYJIIPHBIMU WJIM UTOTEHETUYECKUMH METOIaMU NOJISIPHbIE
TEJbIIA WK M30JIMPOBaHHBIC KIIETKH (071acTOMEpBI) IPOOSIINXCS 3apOIBIIICH, MOTYYCHHBIX B
pe3yJIbTaTe UCKYCCTBEHHOIO OIIOOTBOPEHUS BHE OPTaHU3Ma MaTEPH, MOKHO C OCTATOYHOMN
YBEPCHHOCTBIO OTPEISIIUTh MOJ IUI0/1a (YTO BaXKHO MPU HAJTMYMH B CEMbE 3a00JICBaHHI,
CLICIUICHHBIX ¢ X-XpOMOCOMOI), a TaKKe MPOBECTH MOJICKYJISIPHYIO AUATHOCTUKY HEKOTOPBIX
pacIpoCTpaHEHHBIX HACIICJACTBCHHBIX 3a001eBaHmii (MyKOBHUCIHI03, TeMODUIINS, CHHIPOM
¢parunbHOl X-XpoMocoMbI). B mepeoBbIx 3amaHbIX HEHTPaxX Takas JOUMILUIaHTAIIMOHHAS
JTMarHOCTHKA YK€ MPOBOJUTCS U 3apETUCTPUPOBAHBI CITydan POXKACHUS 3I0POBBIX AETel mocie
Takoit npouenypsl [5]. OHAKO ¥ B 3THX LIEHTPAX JOUMILIAHTAIMOHHAS AUATHOCTUKA HAXOAUTCS
MOKa B CTAUU HAy4HBIX pa3padoTok. B Poccuu u ctpanax CHI' moumrutanTaimonHast
JIMarHOCTHKA HACJIECTBEHHBIX O0JIe3HEH MOKa OTCYTCTBYET. BMecTe ¢ TeM BO MHOI'MX MEIUKO-
TEHETUYECKUX LIEHTpaX CTPaHbl IIUPOKO MPUMEHSIOTCS NHBAa3UBHBIE METO/IbI MTOJIyYEHUS
IUIOIHOTO MaTepualla Kak B TIEpBOM, TaK U BO BTOPOM TpuMecTpe 6epeMeHHocTH. CyIIeCTBEHHO,
yro nMeHHO B Poccuu eme B 1979 roxy B.C. Po3zoBckum u B.A. baxapeBsiM ObUTH BBITTOTHEHBI
OJIHU M3 TIEPBBIX B MUPE XOPHOHOMOIICHH ([OTyYeHNE TKAHU IUTALCHTHI, WK BOPCUHYATON
000JI0YKH TITI0/1A) C LEJIBIO MPEHATATIbHOM JUAarHOCTUKH, KOTOPBIE, OJTHAKO, HE TTOJTY YU
pacripoctpaneHus. Tonbko B 80-X rojax ¢ MosiBJI€HUEM BBICOKOPA3peIIaAONINX Y 3-anmnaparos
WHBA3HMBHBIC METO/IbI 3200pa IIOIHOTO MaTepualia CTali IIMPOKO MPUMEHSATHCS (CXEeMaTHUECKH
9TH METO/IbI IPECTABICHBI Ha puUC. 1).

JanpHelmmuii mporpecc B 00J1aCTH MHBA3UBHBIX METOJIOB MOXKET KacaThCs OTPAOOTKH METOIOB
OMOTICHU APYTUX OPTAHOB I1J10/1a (MBIIIIIL) ¥, HAKOHEI, PEIICHUS MPOOIEMbI MOJYUSHHSI KIETOK
w1072, GJIOTHPYIOMINX B KPOBU MaTepH. BrieneHne B JOCTaTOYHOM KOJIMYECTBE TAKUX KIETOK
U3 nepudeprudecKoil KpOBU MaTepy OTKPHIBAET BO3MOXXHOCTh KAPUOTUITMPOBAHUS 10/ U
JAHK-guaraocTuku reHHbIX 00J1e3HEl 0¢3 MHBAa3UBHBIX BMEIIATCIIHLCTB. AKTHBHBIC
UCCJIEIOBaHMsI B 3TOM HAIIpaBJICHUH BEYTCS B IEPENOBBIX AMarHocTuueckux nenrpax CILIA,
3anagnoi EBporsbl, a Takke B Poccun. OHako rmoka OHM HE HAILIU HIMPOKOTO MPAKTUYECKOTO
HpI/IMCHCHI/Iﬂ.

JlMarHocTrKa XpOMOCOMHBIX O0Jie3HEeH

Xopouio U3BECTHO, 4TO Ha 1010 Beex 11/, CBA3aHHBIX C XpOMOCOMHOM MaTOJIOTUEH,
NPUXOIUTCS OCHOBHAS 9acTh (0koio 80-85%) skeHIIMH TpyIIT BRICOKOTO PHCKA, HANIPABISIEMbBIX
Ha [1/] ¢ mprMeHeHneM MHBAa3UBHBIX METOI0B. IMEHHO IMO3TOMY Takoe BHUMaHHE YICISICTCS
pa3paboTke y100HBIX, 3PPEKTUBHBIX U HAJEKHBIX METOI0OB XPOMOCOMHOTO
(nuTOreHeTHUECKOr0) aHaIM3a KIICTOK Iutoja. B HacTosIiee Bpems mpobiiemMa HaIe)KHON
[IUTOT€HETHYECKOW AMArHOCTHKH IJI0/a YeJloBeKa MPaKTHYECKH Ha JII00OM CpoKe OepeMEeHHOCTH
yCIICIHO pemreHa. Meroauyeckn Hanbonee yA0OHBIMH IS AUATHOCTHKH XPOMOCOMHBIX
6one3nelt y ioaa seisitoresa 10-12-1 Henenu 6epeMeHHOCTH, KOT/Ia B ClTydae HEOOXOJMMOCTH
BO3MOJKHO IIPOBEJICHUE MEIUIIMHCKOTO a00pTa. XpOMOCOMHBIE MPEnapaTsl U3 BOPCHH XOPHOHA
(ruTaneHThI) MPSIMBIM MeTOIoM ToToBAT 10 19-20-it Henens OepemenHocTH (pHc. 2), a Ha OoJee
HO3JHUX CPOKaX MPEINOYUTAIOT UX TOIydaTh U3 KyJIbTHBUPYEMBIX JTUM(OINTOB IyOBUHHOM
kpoBu. KapuotunupoBanue KyJIbTUBUPOBAHHBIX KIETOK AMHUOTUYECKOH JKUAKOCTH BO3ZMOXKHO
Ha 13-21-ii Hegensax OepeMEHHOCTH.

Ywucao XpOMOCOMHBIX HapyIIIEHHUH, BBISIBIIIEMBIX Ha paHHUX CpPOKax OepeMEHHOCTH (TTepBbBIi
TPUMECTP), KaK MPABUIIO, CYIIIECTBEHHO BBIIIE, YeM BO BTOPOM. [10 0600IIICHHBIM MUPOBBIM
TaHHBIM, 3P eKTUBHOCTH [1]] XpoMOCOMHBIX 00JIe3HEH B cpeiHeM cocTaBiisieT 5%, mpuuem
0oJiee TI0JIOBUHBI BCEX XPOMOCOMHBIX HAPYIICHUI MPUXOIUTCS HA H30BITOK XPOMOCOMBI 21 -



6one3nsp Jlayna. HecioxxHbie MaTeMaTHYECKUE MOACUYETHI TOKA3BIBAIOT, UTO, 1a)Ke €CJIU ObI BCA
MpeHaTaabHasi TMarHOCTHKA OblIa OrpaHUYeHa TONIbKO Oone3Hblo JlayHa, oHa, 0e3ycioBHO, Obla
OBl peHTA0CIIBPHON C YKOHOMUYECKON TOUKH 3PCHHUS.

JanpHeimmii mporpecc B HanpasieHud [1/] XxpoMocoMHBIX Ooie3HEH, o-BUIUMOMY, OyIeT
JOCTUTHYT Ha IyTH IIAPOKOTO MIPUBJICYEHUS METOAO0B U IPUEMOB MOJIEKYJISIPHON
LIUTOT€HETUKH, KOTOPBIE IIO3BOJIAIOT IIPOBOJUTH AUATHOCTUKY YUCIIOBBIX HAPYLICHUN JaKe HA
A1pax HeAeAInXcs KIETOK U 0oJiee 1eTalbHO aHATM3UPOBAaTh CTPYKTYpPHBIE IIEPECTPONKU
XpOMOCOM.

JAHK-muaraoctruka reHHBIX 00JIe3HEH

Yucno MOHOTEHHBIX 00JIe3HEH, JOCTYIHBIX MOJIEKYJISIPHON AHMAarHoCTUKe, yke npesbimiaeT 1000
Y TIPOJI0JKAET OBICTPO yBeNUUUBaThCs. CO37aHbI U OCTOSIHHO COBEPIICHCTBYIOTCS BCE HOBBIE
3¢ deKkTUBHBIC U TOCTATOYHO YHHUBepcanbHble MeToabl JIHK-11arnoctuku, Takue, Kak METOT
nonuMepasHoi nenHoit peakuuu (I1L[P), aBTop KoTOpOI - ameprkaHckuil yueHbiit Kot Mysuinc
ormeueH HobGeneBckoii mpemueit 1994 rona, meton 010T-TuOpUIN3alUY, YBEKOBEUUBIINN UM
ero co3aarens Da. Caysepna (1975 roxa), u meronsr JIHK-cexBenupoBanus (aHaIU3 MEPBUUHOM
HocJieIoBaTebHOCTH HyKIeoTH10B B nenovke JTHK), paspadorannsie [1. Conmxepom.

JIHK-nuarsoctuka B cTpaHe IpOBOJUTCS TOJIBKO B HECKOJIBKUX (heAepaIbHbIX MEHKO-
reHerudeckux neHrpax Cankr-IlerepOypra, Mocksel, ToMcka 1 rmoka kacaercst Haubosee
YacThIX, COLIMAIbHO 3HAUUMBIX HACJIEJCTBEHHBIX 00JIe3HEH, YMCII0 KOTOPBIX YBEIUUYHUBACTCS.
BaxxHo Taxke nonquepkHyTh, uto JJHK-MeTo1bI MO3BOISAIOT HE TOJIBKO JUArHOCTUPOBATh TEHHBIE
00J1€3HH, HO U BBISABIATH OECCUMITOMHBIX T'€T€PO3UTOTHBIX HOCUTENEH MyTalluii ¥, TAKUM
obpasom, Bectu 3 PekTHBHYIO MPOPUIAKTHKY OOTE3HEH B CEMbSX BBICOKOTO prcKa [4].

B nenom npo6iemy JIHK-nuarHoctuku reHHbIX 00JI€3HeH, paBHO Kak U XpPOMOCOMHBIX, IO CYTH
MO>KHO CYMTATh NPUHIUIINAIBHO pelIeHHOW. Ee nanpHenmmii nporpecc MOXeT KacaTbCs He
TOJILKO YBEJIMYECHHUS YUCIIA JUATHOCTUPYEMBIX O0JIe3HEN, HO U IEPEHOCAa OCHOBHOM TSXKECTH
WCCJIE0BAHUM B PAHHMM MOCTHATAJIBHBIN NEPHUOJ 11 CKPHHUPOBAHUS HOBOPOKJIEHHBIX Ha
HPEIPACTIONOKEHHOCTD K MyJIbTH(AKTOPHATBbHBIM (TIOTUTeHHBIM) 3200I€BaHUSIM, TAKUM, KaK
aTepOCKJIEPO3, UILIEMHUS CEPILA, TUAa0ET, HEKOTOPBIE OIMYXOJIU U HEPBHO-TICUXUYECKHE
3a00JIeBaHMU.

buoxuMuueckas 1uarHoCcTHUKA

B mocnennue roasl yaenbHbINA Bec OMOXUMHYECKUX MeTo10B B I1/] HacnencTBeHHBIX U
BPOXKJIEHHBIX Oosie3Hel 3aMeTHO cHu3mics. [Ipuunna Tomy - pemaromue ycnexu B JJHK-
JTUArHOCTHKE, TO3BOJISIONINE aHATU3UPOBATh CaM I'eH, a He €ro MPOAYKTHI U, TAKUM 00pa3oMm,
JIAIOIME BO3MOXKHOCTD JMAarHOCTHKH HA JIIOOBIX KJIETKaX IUIO/IA, a HE TOJIbKO Ha TeX, TIe
paboTtaet naHHbIN TeH. TeM He MeHee OMOXUMHYECKUE METO/IbI IMPOKO puMeHstoTcst mpu [1/]
BPOXKICHHBIX Je(PeKTOB HepBHOU crcTeMbl (rccienoBanne ADIT u aleTHIX0IMHACTEPas3hl B
AMHHUOTHUYECKOM JKUIKOCTH), TIPH HEKOTOPHIX (hopmax Gosie3Hel 0OMeHa MyKOIIOINCaXapUI0B U
JIU30COMAJIBHBIX OeNKOB M Jake npu [1/] MmykoBucIMI03a - CAMOT0 pacpoCTPaHEHHOTO
MOHOT'€HHOT0 3a0oneBanus. CienyeT, 0AHaKO, OTMETUTh, YTO [0 MEpe BBISICHEHUS TPUPO/IbI
MYTaHTHOTO I'€Ha, TOHUMaHHA ero GYHKIUN U WACHTU(DUKAIIME KOHKPETHOTO OeKa

3¢ (HeKTUBHBIMU MOTYT OKa3aThCs U MPsIMble OMOXUMHUYECKHUE UCCIIEIOBaHMs, KaK, HalpuMmep,
UMMYHOXUMHUYECKUI aHanu3 Oenka quctpoduHa B MUOpUOpUIax mpu MUOJUCTPODUN
Jromenna ninm aHanu3 cnenuduaeckoro 6enka B TMMQONHUTaX MPU CHHAPOME JTOMKOHN X-
XpoMocoMbl. ECTh OCHOBaHMSI CUUTaTh, YTO OOJIee JEIIeBbIE, TOCTYITHBIE ISl MACCOBOTO



NpUMEHEHHsI OMOXUMHUYECKHE METO/IbI Oy IyT HAaXOAUTh BCe 0OJIee MHUPOKOE IMPUMEHEHHUE B
CKPMHUHTE HAaCIIEJICTBEHHBIX OOJIE3HEH.

3AKJIIOYEHUE

OneHuBas COCTOSHUE NMPEHATANIBHON JUArHOCTUKU B MUpE U POCCUM MOXKHO ¢ YBEPEHHOCTBIO
KOHCTAaTHPOBATh PELIAIONINII IPOrpecc B 3TON ObICTPO pa3BUBAIOLICICS 007IaCTH METUITTHCKON
TeHEeTUKHU. B nmpakTHueckoM IulaHe B Hallel CTpaHe MOKHO CUMTATh NPUHLUIHAIBHO
pemenHbiMU: 1) apdexkTuBHOE Y 3-CKpUHUPOBaHNE OEPEMEHHBIX JKEHIMH; 2) podiiemMy 3abopa
IUTOJIHOTO MaTepHalia Ha BCeX CpoKax OepeMeHHOCTH; 3) 3P PEKTUBHOE BBISBICHUE JKEHIIUH
TPYII BEICOKOTO PUCKA POXKICHHUS ICTeH C MOPOKaMK pa3BuTus; 4) npoOiemy 3ppeKTUBHBIX
METO/IOB IMarHOCTUKH XPOMOCOMHBIX M TEHHBIX 00Jie3HeH y miona. Bmecte ¢ TeM akTyanbHBIMU
i Poccun sBisitoTCS Takue npo0ieMbl, Kak OTCYTCTBHE IPOTrpaMM IO MaCCOBOMY CKPUHUHTY
MapKepHBIX YMOPHOHAILHBIX OEJIKOB B CHIBOPOTKE KPOBH OEPEMEHHBIX; OTCYTCTBHE
OTEPATUBHBIX KOMIIBIOTEPU3UPOBAHHBIX PETUCTPOB HACIEACTBEHHBIX O0JIe3HEMH; ci1abast MeuKo-
TeHEeTHUYECKasl IOJrOTOBKA Bpayeil; HenPEeKTHBHOE METUKO-TEHETHIECKOE KOHCYJIbTHPOBAHUE;
10xast ”HpOPMHUPOBAHHOCTh Bpauel U HACEJIEHUS CTPaHBbl, IPEXK/IE BCETO KEHILUH, O peaIbHbIX
BO3MOXXHOCTSIX TIPEHATaJIbHON TMarHoCTUKU. HensBecTHBI peanbHbIe MOTPEOHOCTH TOTO HITH
MHOT'O pEerMoHa B MOJICKYJIIPHOIM TUarHOCTUKE, B TOM YHCJIE U B IPEHATaJIbHOM, JaxKe TeX
HACJICICTBEHHBIX 3a00JI€BaHUH, UTSI KOTOPBIX YK€ CYHIECTBYIOT U IIMPOKO HCIIOIB3YIOTCS
MOJIEKYJISIPHBIE UCCIIE0BAaHMs. DTO 3a4acTylo BEIET K 10CaJHBIM HEI0Opa3yMEHUsIM, Korjia
CEMbH BBICOKOTO PHCKa, 00PaTUBIIMCH 32 TIOMOIIBIO B 3apy0OeKHbIC IEHTPHI, TOTYYaroT
PEKOMEHIALIMIO IIPOBECTH HEOOXOIUMBbIE HcciaeioBaHus B Poccun, rie 3anpamimBaemMas
JIMAarHOCTHKA HE TOJBKO BITOJTHE OCYIIECTBUMA, HO U IPOBOJMTCS OectutatHo. [Ipeomonenne
OTMEYEHHBIX HEJJOCTAaTKOB, B 3HAUUTEILHON Mepe 00YCIOBICHHBIX HEJOCTATOYHBIM
(uHAHCHPOBAaHHEM MEIUITMHCKON TEHETHKH U TIPEHATaIbHON THarHOCTUKH, B YaCTHOCTH,
CBHITPAET PelIaloIlyIo poJib B MPO(UIAKTHKE HACIEICTBEHHBIX U BPOXKIECHHBIX OOJIe3HEH,
palMoHaIbHOM IUIAHUPOBAHUU CEMBU U COXpaHEHUH reHo(oH1a HaceneHus Poccun.
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Bnagucnas Cepreesuu bapaHoB, TOKTOp MEIUIIMHCKUX HAyK, Tpodeccop CaHKT-
[TeTepOyprckoro rocy1apcTBEHHOTO YHUBEPCHUTETA, 3aB. JJa0OpaTopuei mpeHaTaIbHON
JIMarHOCTHKY HACJIEICTBEHHBIX 3a0osieBanuil MHCTHTYTA aKymepcTBa U ruaexkonoruu um. J1.0.
Otra PAMH, rnaBusiii cienuanuct Cankt-IlerepOypra mo MeaunnHckoi renetuke. O01acTh
HaquBIX HHTGp@COB: TCHCTHUKA U IUTOI'CHCTUYHOC pa3BI/ITI/Ie YCJIOBCKA, 'CHOM YCJIOBCKA, ITCHHAas



tepanusi. ABrop Oonee 300 HaydHBIX MyOIMKAIN, TpeX MOHOTpaHil U COABTOP YETHIPEX
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