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Pecpepat. Lesib — OLEHUTb 3HAYUMOCTb OCHOBHbIX CKPUHMHIOBbBIX MPOrpamMm Nno AMarHOCTUKE BPOXAEHHbIX U Ha-
cnefcTBeHHbIX 3aboneBaHuii y 6epeMeHHbIX, Nnoaa v HoBopoXaeHHoro pebeHka. Mamepuan u MmemoOsi. MNposeneH
aHanua pesynbTaToB CKPMHUHIOB MO paHHEeWn OUarHoCcTuKe BPOXAEHHbIX aHOManui pasBuTus B JOPOLOBOM, Nepu-
HaTanbHOM W HeoHaTanbHOM nepuoaax *u3Hu pebeHka. [laHa oLeHka OCHOBHbIX NokasaTtenei paboTbl U AesTenb-
HOCTM MEAMULMHCKUX OpraHu3aLunii No QUarHocTuKe BPOXAEHHbIX aHOManuin passutus. lNpu npoBeaeHny aHanusa
nokasaternen 6binv ncnonb3oBaHbl AaHHble Pocctata Poccuiickon depepauun n TatapctaHcTata. Pesynbmamabi
u ux obcyxdeHue. OTMeveHa 3PHEKTUBHOCTL CKPUHWMHIOBBLIX MPOrpamMm, HanpaBreHHbIX HA paHHEeE BbISIBNEHNE
BPOXOEHHOW U HAcneACTBEHHOW MaTonornv. YCTaHOBNEH pocT 3aborneBaeMoCTU U CHUXKEHUE MrageHYeckon
CMepTHOCTU MO Kraccy 3aboneBaHuii: BPOXXAEHHbIE aHOManuu (MOPOKM pasBuTKs), AedopMauns U XPOMOCOMHbIE
HapyLweHusi. ChopMmpoBaHa MoAenNb paccTaHOBKM 3afad B cnybe pogoBCNOMOXEHUst U AeTCTBa, HanpaBneHHas
Ha CBOEBPEMEHHYH ANArHOCTUKY M COXpPaHEeHWe 300pOBbs AEeTCKOro HaceneHusi. CKpHUHIoBbIE MPOrpaMMbl Ha Ha-
NM4me BPOXOEHHbIX NMOPOKOB CMOCOBCTBYIOT MX paHHEMY BbISIBIIEHWIO, ONTUMaribHOMY fedeHuto, peabunutaumm u
Ka4yecTBY XW3HU. BbieoOdbl. COBEpPLIEHCTBOBaHME METO0B aHTEHaTaNbHON AUArHoCTMKM MOPOKOB Yy Nroaa, BHeApe-
H/e COBPEMEHHbIX HEOHATamNbHbIX CKPUHUHIOBbLIX TEXHOMOMMIA SIBMSIIOTCS OOHMMU U3 TNaBHbIX PE3ePBOB CHUKEHUS
CMEpPTHOCTU HaceneHusi No AaHHON NaTonoruu.

Knroyeenblie crnoea: BpoXAeHHbIE NMOPOKM PasBUTUS, MIafeHYeckasi CMEPTHOCTb, CKPUHUHE, GepeMeHHble, npeHa-
TanbHasa AnMarHocTuka.
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Abstract. Aim. To estimate the importance of the main screening programs for congenital and hereditary diseases
(CHD) in pregnant women, fetus and newborns. Material and methods. The analysis of screenings results of early
CHD diagnostics in the prenatal, perinatal and neonatal periods is carried out. The assessment of the main indicators
of work and activity of the medical organizations for CHD diagnostics is given. When carrying out the analysis of
indicators data of ROSSTAT (Federal Statistics) of the Russian Federation and Tatarstanstat (Local Statistics) were
used. Results and discussion. Efficiency of the screening programs directed on earlier detection of congenital and
hereditary pathology is noted. Growth of incidence and decrease in infantile mortality on a class of diseases: congenital
anomalies (malformations), deformation and chromosomal violations is established. The model of arrangement of tasks
in service of obstetric aid and the childhood directed on timely diagnostics and preservation of health of the children's
population is created. Congenital defects screening programs promotes its early identification, optimum treatment,
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rehabilitation and quality of life. Conclusions. Antenatal diagnostics methods and introduction of modern neonatal
screening technologies are the main reserves of decline in mortality of the population from this pathology.

Key words: congenital malformations, infantile mortality, screening, pregnant women, prenatal diagnostics.
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OHVM 13 Hanbonee 3Ha4YMMbIX HanpasneHun

[eaTenbHOCTM OpPraHoB 34pPaBOOXPaHEHUS
ABNSIETCA paHHAS AMarHOCTUKa 3aborneBaHuin u ceBoe-
BPEMEHHAsi KOPPEKLMS BbISBIEHHbIX HapyLUeHui. lNMa-
TONOrMs BPOXAEHHOIO reHe3a COCTaBnseT CyLLeCTBEeH-
Hyl0 YacTb B oOuiel 3aboneBaemMocT U1 CMEPTHOCTH
HacerneHus, 0cobeHHO OEeTCKOro.

BpoxaeHHble NOPOKM SIBNSAOTCS pa3HoobpasHoON
rpynnow HapyLUeHui NpeHaTanbHOro NPOUCXOXAEeHUS,
KOTOpble MOryT ObiTb Bbi3BaHbl OAHUM AeEKTHBIM
reHOM, XPOMOCOMHbIMWU HapyLUEHUSIMU, MHOTOhaKTop-
HbIM HacrneaoBaHNEM, 3KOIOrMYECKUMU, TEPATOTEHHbI-
MU chbakTopamMm 1 He[OCTaTOYHOCTBIO MUKPO3NEMEHTOB
[11.

HacnencteBeHHble U BpoxaeHHble 3aboneBaHus
3a4acTyl ABMSTCA NPUYMHON CaMOMPOM3BOSbHbIX
abopToB, MEPTBOPOXAEHU, CMEPTHOCTU AeTeln B
nepBble Yachl XXM3HW 1 He Bcerga auddepeHumpyoTcs
npun NaTonoro-aHaTOMU4YeCcKnx nccrnegoBaHusix. MHoro-
YMCIEeHHble aKTopbl, HapyLwatLme hopMnpoBaHe
W pa3BuTMe nnopa, onpeaensloT BbICOKYH 4acToTy
XPOMOCOMHBIX abeppauui cpegn CnoHTaHHbIX abop-
TOB Ha paHHMX cpokax (Ao 60% B nepBoM TpumecTpe
©epemeHHoCcTM) M MepTBOpOXKAEHU (5—10%) [1]. DTOT
nnact 3aboneBaHuii MOXET ObITb YrPOXaOLLMM XKU3HN,
NpvMBOAUTL K OONTOCPOYHON MHBANMAHOCTU U OKa3bl-
BaTb OTpuuaTenbHOe BO34eNCTBME Ha OeATernbHOCTb
OTAENbHbIX NtoAen, cembm 1 o0bLLecTBa.

He meHee 10% Bcex 3a4aTuii B 4enoBe4yecKomn no-
NynALMmM CoONPOBOXAATCS aHOManuammn passuTus [2].
Mo pganHeiM BOS3, B Mupe 3a rog poxagaetcs 4—6%
aeten ¢ BpOXAeHHbIMU nopokamu passutng (BIMP)
[1, 3]. B Pecnybnuke TatapcTaH exerogHo normbaet
40—60 peTter NepBOro rofa >XM3HW OT BPOXOEHHbIX
aHomanumn paseuTtus. JaHHaa rpynna 3aboneBaHui
B CTPYKTYpe MIlaJeHYECKON CMEPTHOCTU CTabuUmbHO
3aHMMaeT BTOPOE MECTO, YCTynas NuLlib COCTOSIHUAM,
BO3HMKaOLUM B NepuHaTarnbHbI Nepuog.

B nocnegHue rogbl Ha POHE CHKEHUS CMEPTHOCTU
OT BPOXJEHHbIX aHOManui pasBuTus cpeam OETCKOro
HacerneHns oTMevyaeTcs TeHAEHUUS K YBenuyeHuio
CMEpPTHOCTM OT AaHHOW naTtonorum y B3pochnbiX. B
Pecnybnuvke TatapcTaH 3a nepuog 2004—2014 rr. oT-
Me4eH pocT cMepTHOoCcTK B 1,2 pasa no knaccy XVII —
BPOXOEHHble aHoManuu (MOpoKM pasBuTus), aedop-
Mauwusi U XPOMOCOMHbIE HapyLLEHUs, cpeam nuL, Tpyao-
cnocobHoro Bo3pacTta (Myx4nH 16—59 neT 1 XeHLWnH
16—54 roga). Y geten 0—17 net 3a ykasaHHbIN Nepnos
CMepTHOCTb OT BonesHel 3TOro Knacca CHusunach B
1,7 pasa. Mpnyem CHMXEeHNEe NoTepb OT BPOXOEHHbIX
aHOManumn pasBuUTUS Yy AeTen KoppenupyeT C poCcTOM
nepBuyHOn 3abonesaemoctu. B Bo3pacte 0—14 net
3a JecATUNEeTHUA Nepuod nokasartenb NepBUYHON 3a-
oonesaemocTu no knaccy XVIl ysenuuuncsa B 1,3 pasa,
y nogpoctkoB — B 1,5 pasa. ®akT cmepTHOCTU OT
BPOXOEHHOW 1 HacneACTBEHHON NaTonornm y B3pOocHbIX
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1 yBenuyeHne nepBnYHoON 3abonesaemMocTi y NogpocT-
KOB cBuaeTenscTByeT, 4To A0 2010 I. He ObINo BHEAPEHO
[0CTaTo4HO 3 hEeKTUBHBIX CKPUHUHIOBBIX MPOrpamMm no
paHHen OuarHoCTMKe AaHHOW NaTorormu.

LLinpokuin AManasoH NpuUYMH BPOXOEHHbIX NOPOKOB
npegnonaraer HeobXoAMMOCTb pa3HO0bpasHbIX Noa-
XO[0B K MpoBeAeHnto NpodUNakTUKM BO BCE Nepuoabl
XWU3HW HaceneHus. B pecnybnuke Ha nNpoTsKeHUu
HEeCKONbKNX NeT peanuayeTcs psii CKPUHWHIOB, Ha-
npaBreHHbIX Ha paHHee BbISBMEHWE BPOXAEHHOW U
HacneacTBEHHOW NaToNoruu:

* KAPANONOTMYECKNIA CKPUHUHT BEpEeMEHHbIX Ha
npegmeT cepaevHo-cocyamucTbix 3abonesaHuii, B TOM
yncre BPOXXAEHHOTO reHesa;

* MpeHaTanbHbIA, N JOPOAOBON, MO BbISBMEHUIO
naTtonornv Nnoaa;

* HeoHaTanbHbIN MO AUArHOCTKE BPOXAEHHbIX 3a-
©oneBaHWiA 3HOOKPUHHOW cUCTEMbI M Gone3sHel obmeHa
BELLECTB Y HOBOPOXAEHHOTrO;

* ayaMONOrM4YecKNin Ha BbIIBNEHWE HapyLUeHUN
crnyxa B paHHeM Bo3pacTe.

OgHo 13 nuaupyrwmx Mect B hopMmnpoBaHum
nepuHaTanbHbIX NOTEPb U MaTEPUHCKON CMEPTHOCTM
3aHMMAaET 3KCTpareHuTanbHas natonorus y 6epemeH-
HbIX XXEHLUMH. HayyHble MOMCKM AOCTYMHbIX METOAOB
CHUXXEHUSA CMEPTHOCTU OT CepaeyHO-COCYyaANUCTbIX 3a-
6onesaHuii B CLLUA nokasanu HeobxoauMoCTb okasaHust
KapOVoXmMpypruyeckon NoMoLLM Ha BCex aTanax bepe-
MEHHOCTU, B TOM 4Yucrie BO BpeMsi pogopaspeLleHuns
[4]. B HacTosILLEE BpeMs HeobxoaMMa NepeopreHTaLms
Hay4HOro 060CHOBaHUSA NPodUNakTUYECKUX pe3epBoB
N NCNONb30BaHNE BCEX MMELLNXCS BO3MOXHOCTEN
cnewumnanmavpoBaHHOW NOMOLLIM, B TOM YUCIe Kapamono-
rmyeckor. C uernbio NpouakTUKM 3KCTpareHNTanbLHON
nartonormm y 6epemeHHbIX xeHLwwmH ¢ 2002 r. B . KazaHu
NPOBOAUTCS CMIOLHOW KapAMONOrmMyecknii CKPUHUHL
6epeMeHHbIX Ha BbisiBNeHWe cepaedHO-COCYyAUCTbIX
3aboneBaHuii. BbisiBNeHve cepaeqyHo-cocyancTor naTo-
FIOTNK Y XKEHLLIMH CHUXXAET PUCK OCITOXXHEHWIA BO BPEMS
©epemMeHHOCTU 1 poaoB. [uarHocTuyeckas 3Ha4MMOCTb
CKpVHMHra onpeaensieTcs He TONbKO CBOEBPEMEH-
HbIM KOMMJIEKCOM NeYebHbIX 1 peabunuTaLMoHHbIX
MEepOonpUATUIA ONSA XEHLWUHbl B Criyvyae BbiSBreHUs
3aboneBaHusi, HO U hOPMUPOBAHUEM TPYNMbI pUCKa Y
OyayLiero pebeHka no reHeTU4eckn 4eTepMUHMPOBAH-
HOW naTonorum pogutenen.

C uenbio JOCTYMHOCTU M KavyecTBa CKPUHMHra
HOpMaTUBHOW 0a30i yTBepXAeHa MapLupyTusauus
BepeMeHHbIX Ans NpoBeAeHNs cneunanm3npoBaHHOro
obcnenoBaHus. MNepBbili 3Tan CKPUHMHIA OCYLLECTBIS-
€TCsl B MOMNMUKIMHUKE NO MECTY XUTENbCTBA XEHLUUHbI,
roe oHa NpOXOAUT PYTUHHbIE KapAuonorunyeckune
obcnenoBaHMa M KOHcynbTaumio cneumanucta. MNpu
HeobXxoaMMOCTU paCLUMPEHHOTO AMArHOCTUYECKOrO
novcka nauueHTKa HanpasnseTcsi Ha BTOPOW 3Tan B
FAY3 «MexpernoHanbHbIN KNMHUKO-AMarHoCTUYECKNIA
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LEeHTp». B LEeHTpe XeHLMHa nony4yaeT KOMMeKCHoe
obcnepnoBaHue, B TOM 4ucrie, NpuM HeobXxoanumocTH,
KOHCYNbTaUMIo 1 NlevYeHne y Bpayen-kapanoxmpypros,
apuUTMOSOroB U CNeLManncToB Apyrnx npodunen.

OxBaT cocTaBnsieT He MmeHee 82—85% oT Bcex bepe-
MEHHbIX, BCTABLUMX Ha YYET B XXEHCKYIO KOHCYNbTaLMIO0.
B xoae ckpyHUHra exerogHo y 5—6% >XeHLUH BnepBble
BbISIBNSIETCHA NaTONorns cepaedHo-cocyamcTon cucTe-
Mbl, 3TO OKOMO TbiCAYM BepeMeHHbIX. JnampyoLLyto
no3numMio B CTPYKType NepBUYHON 3aboneBaemocTu
no pesynsrataM CKPpUHWHIa 3aHMMaloT apTepuarnbHas
rmnepteHsuns (20%), HapyweHuns putma cepaua (19%),
BPOXOEHHbIE U NPUOOpPETEHHbIE MOPOKU cepaua u
cocynoB (16,5%). Bce 6epeMeHHble MO nokasaHWsM
nosny4atT HeobxogMmMoe fevyeHne n ganbHenee Mo-
HuTopupoBaHue. C 2014 r. mogenb Kapanonorm4eckoro
CKpUHUHra 6epemeHHbIX 6bina BHegpeHa B . Habepex-
Hble YernHbl. Mo ntoram 2015 . B pecnybnuke oxBadeHo
KapAnonorn4ecknm CKpuHUHrom 21 179 6epemeHHbIX,
13 Hux y 1 110 eHLLMH BbisiBNieHa BNepBble NaTonorms
cepaeyHO-CocyancTon cucTeMbl. 3annaHMpoBaHo Aarb-
Helilee BHeAPEHME CKPMHUHIa 6epeMeHHbIX No3TanHo
B APYrnx TEPPUTOPUSIX pecnyonmku.

Mpodhmnaktika Bo Bpemss 6epeMeHHOCT TpebyeT
BbISIBIIEHMSA U NPEeooneHns puckoBs. PeluatoLas pornb B
KOMMIieKce Mep no NpodunakTrke n NnpegynpexaeHunio
BPOXXAEHHbIX aHOManun pasBnTust U HacneaCcTBEHHON
naTonornm NpUHaanIexXunT npeHartanbHou (4OPO4OBOW)
OMarHocTvKe, NO3BOMNAOLLEN NPeaoTBPaTUTbL poXaEHNE
OeTen ¢ TKenbiMU, HEKOPPUIMPYEMbIMU BPOXOEHHbI-
MUK NMOPOKaMu PasBUTKS, C COLMANbHO 3HAYUMbBbIMU U
CMepTENbHLIMU FTEHHBIMU U XPOMOCOMHbLIMU Bones-
HAMW. [NaBHOW 3agadver npeHaTanbHOW ANarHOCTUKK
SIBNSIETCA CBOEBPEMEHHOE BbISIBIIEHNE BPOXOEHHOW U
HacnencTBEHHON NaTonorMm u BbipaboTka Ha OCHoBE
3TOM MHpopMaLUM MakCMmarsibHO TOYHOrO MPOrHO3a
ONS XKN3HM 1 300pO0Bbs Nnoga n pebeHka.

ABTOMAaTM3MPOBaHHbIA pacyeT pucka Mo pesyrb-
TaTaM KOMOWHMPOBAHHOIO YNbTPa3BYKOBOrO MCCrle-
OOBaHMs U BUOXMMMYECKOTO CKpUHUHIa | TpumecTpa
6epeMeHHOCTN MO3BONSAET BbIIBUTb MakCUManbHO
BO3MOXXHOE YMCO MI040B C XPOMOCOMHbBIMU aHOMa-
nmamu.

[o 2009 r. B Poccum cyectBoBana cmctema npeHa-
TanbHOW ONArHOCTUKM, OPUEHTUPOBAHHAS Ha KEHCKMEe
KOHcynbTaumn. CpegHee KonmyecTBO yNbTpa3ByKOBbIX
nccnenoBaHuin Ha ogHy bepeMeHHyto cocTaBnano 4,7.
OpHako 3 (heKTBHOCTb 3TUX UCCEA0BaHMI OCTaBa-
nacb KpalHe HU3KOWN, YTO OTpaXkarnoch Ha nokasarensax
MnageH4yeckonm n getckon cmeptHocTu. C 2009 r. B
NPUOPUTETHLIN HaLMOHANbHbLIA NPOEKT «340pOBLEY
ObINn BKIIOYEH HOBbIV pasaen «[lpeHaTtanbHas (Zopo-
[0Bas) ouarHoCTUKa HapyLLUEHUI pa3BuUTUsS pebeHkay,
KOTOPbIN CTapToBan B MUMOTHbIX pernoHax Poccun-
ckon Pepepaumn. Hoeasi cuctema 6bina yteepxaeHa
cneumaneHbiM [MocTaHoBneHuem [paBuTenbcTBa
Poccuiickon ®egepaunm ot 31.12.2009 Ne 1159 «O
3akynke n nepegadve B 2010 r. obopygoBaHus u pac-
XOAHbIX MaTepuarnoB Ans peanu3aumm B cybObekTax
Poccuiickon depgepaunm meponpuaTuin no npeHa-
TanbHOW AMarHoCTMKe HapyLLeHUn pa3sntnsa pebexHka
B yUYpexaeHusax rocyaapCTBEHHOW Y MyHULMMNANbHON
CUCTEM 34paBOOXPAHEHUNAY.
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B Pecny6nuke TatapcTaH HOBas KOHUENUWsi NpeHa-
TanbHOW AnarHoCTukM BHeagpeHa ¢ 2012 r. Hoebii chop-
MaT LOPOAOBON AMArHOCTUKM OPUEHTUPOBAH, Npexae
BCEro, Ha CPoK | TpumecTpa 6epeMeHHOCTH, COBPEMEH-
HYI0 1 3pPEKTUBHYHO METOLOMOMMI0 BMOXMMUYECKOTO
CKPWHUWHIA W 9KCMEPTHYHO YIbTPa3ByKOBYHO AMATHOCTUKY.
C uenblo peanunsauum HOBOro NoaxoAa B CUCTEME OKa-
3aHWs NpeHaTarnbHON AMarHOCTUYECKOW MOMOLLIM B pec-
nyonuke 6b1N BHEAPEH NOPALAOK MaCCOBOIO CKPUHWUHIA
6epeMeHHbIX BO BHOBb CO3[aHHbIX MEXTEPPUTOPU-
anbHbIX LEHTPaxX NpeHaTanbHOM ONarHOCTUKN (LLEHTP).
Ha cerogHsi B pecnybnvke yHKLMOHMPYET 6 LIEHTPOB
(B Kazanm — 3, B HabepexHbix YenHax, AnbMeTbeB-
cke, HmkHekamcke — no 1), OCHaLLEeHHbIX HOBEWLLM
obopypoBaHuem. CKPpUHUHIOBbIE YyNbTpa3BYKOBbIE
nccneaoBaHus NpoBOAATCS Ha Cpoke GepeMeHHOCTH
11—14 Hep ¢ UCNonb30BaHWEM annapaToB 3KCNEPTHOTO
knacca (Acuvix V-20, Acuvix V-30, Acuvix-XG) Bpavyamu-
aKylepamMu-rmHekonoramm, ceptTuduumnpoBaHHbIMMK
FMF (®oHg meguunHbl nnoga). OgHOBpPEMEHHO
6epemMeHHbIM NpoBOAUTCA BUOXMMUYECKUA aHanu3
KpOBW Ha MapkepHble benku: B-cyobeantumua XM (xo-
pyoHuYecknii roHagoTponuH) n PAPP-A (nnasMeHHbIn
6enok, accounMpoBaHHbI ¢ 6epeMeHHOCTbI0). Bruoxu-
MUYeCKMe aHanm3bl NPOBOAATCS LLEHTPANM30BaHHO Ha
ceptudmumpoBaHHoM aHanusartope Kriptor BRAHMS
(FepmaHus) B nabopatopum npeHaTanbHOro CKpUHUHIa
FAY3 «PecnybnukaHckas knuHudeckas 6onbHuua» Mu-
HUCTepCTBa 3apaBooxpaHeHns Pecnybnvkm TatapcraH
(PKB). laHHble 0bpabaTbiBatoTCst aBTOMAaTU3NPOBAHHOW
nporpammon Actpans no mogynto FMF. MNocnegytowwme
aTanbl 06crnenoBaHnst 6GepeMeHHbIX MPOBOASATCS TONbKO
Ha 6a3e PKB. OTanbl BKNHOYAKT KOHCYNbTUPOBaHME
6epeMeHHbIX Tpynn BbICOKOrO M CpedHEero pucka
BPaA4YOM-TEHETUKOM; KOHTPOJSIbHbIE YNbTPa3BYKOBLIE
nccneposanus nnogos B |, Il u Il TpumecTtpax Gepe-
MEHHOCTW, BOLLUEALUNX B CPEAHIOK pynny pucka npu
NOAO3PEHNN Ha XPOMOCOMHOe 3aboneBaHune y nnoga
1 NMOPOKOB PasBUTUS; KApMOTUMNMPOBAHME Nrioga uUnu
HOBOPOXOEHHOro Ansl NOATBEPXKAEHUS XPOMOCOMHO-
ro cuHgpoma. C uenbto onpegeneHvs AanbHenwen
TaKTUKW BedeHUs GepeMEHHOCTU XEHLLMHA NPOXOAUT
PecnybnvkaHckMin MexgucLmMninHapHbIi nepuHaTanbs-
HbIA KOHCUITUYM.

B pecnybnuke exerogHbll 0XBaT NpeHaTanbHbIM
CKPWHWHIOM cOCTaBnsieT He meHee 88% oT uncna be-
PEMEHHbIX, BCTABLUMX Ha YYET B XXEHCKOM KOHCY LTaLmm
0o 14 Hep. B 2015 r. npownu npeHaTanbHbIN CKPUHUHI
45 720 6epemeHHbIx. N3 Hux 1,8% (828) Gbino oTHe-
CEHO B rpynny BbICOKOIO pUCcKa MO XPOMOCOMHOW na-
Tonornn y nnoga. B 153 cny4yasax noBoAoOM NOCNyXunu
OTKITOHEHWS NP YNbTPa3ByKOBOM mccregosaHum (Y3U),
B 62 crny4yasx BbIiBNEHbl U3BMEHEHUS MO MATEPUHCKUM
CbIBOPOTOYHBLIM Mapkepam (PAPP-A, XI'Y), y 613 be-
PEMEHHbIX MMENUCb OTKIMOHEHUSA OT HOPMbI MO Co4Ye-
TaHHbIM Mapkepam (Y3U, PAPP-A, XI'Y). BepemeHHble
rpynnbl BbICOKOTO pycka no XpoOMOCOMHOW NaTonornm y
nnoga ObinNn HanpaeneHbl HA NpeHaTarnbHy NHBA3UB-
HYH0 AMArHOCTUKY, BKITHOYAOLLLYHO MO NokasaHusam 6uon-
CUI0 BOPCUH XOPMOHA, NiaueHTOLEeHTEe3, aMHUOLIEHTES,
KopooLeHTe3. B pesynbrate gnMarHoCTUYECKUX Mpo-
ueayp 6bina BeisiBneHa natonorus y 944 nnodos, B TOM
yucne XxpomocoMHas — y 197 nnogoB 1 BPOXAEHHbIE
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aHatomuyeckme gedektol — Yy 747. B CTpyKType Xpomo-
COMHBbIX 60nesHel HanbonbLUMIA yAENbHbIV BEC 3aHSNN
cuHapom [dayHa — 55% (108), cuHgpom OaBapaca —
18% (36), cnHopom LWepewesckoro—TepHepa — 7%
(14), cungpom MNatay — 5,6% (11) n ap. BeisBnsemocTtb
cvHgpoma [layHa MeTogoM npeHaTanbHOW AnarHOCTUKM
coctasuna 95%! Ha cerogHsa aTo ny4ywnii nokasarenb
B Poccuiickon ®egepaumun. Pesynsratom paHHen gna-
FHOCTUKN BPOXXAEHHOW M HACNEACTBEHHOM NaToNornm y
pebeHka 0O poXOeHUS iBMUITacb BO3MOXHOCTb Npepbi-
BaHNs1 6epeMeHHOCTU B CriyYae HEXN3HeCnocobHOCTH
nnoaa. Bcero Ha koHel, roaa 6bino npepsaHo 416 6epe-
mMeHHocTel (54% — BIP, 46% — XpOMOCOMHbIe aHOMa-
nmn) 3 Hnx 53% — po 14 Hen GepemenHocTn. OT yncna
BbISIBIIEHHbIX XPOMOCOMHbIX aHOManui Obiro npepBaHo
96% BepemeHHocTeln. Cpean BpOXAEHHbIX aHOManmn
pa3BuUTUSA Hanbonee YacTo BCTpeYatoTCA MOPOKM LIEHT-
panbHON HEPBHOW CUCTEMbI; CepAeYHO-COCYANCTON U
MOYEMOSIOBOWN CUCTEMBbI; XKENYAOUYHO-KNLLEYHOTO TPaKTa;
ckerneTHble gedopmaumu. ExxerogHo mmetroT criyvam
npepbiBaHNa 6GepeMeHHOCT MO NoBoAY aHOManuu
cTebna Tena; oTCyTCTBUS NepenHe OPHOLLHOM CTEHKM
C 3KCTpaaMHMOHaIbHbIM PAcnofioXXeHNeM BHYTPEHHMX
OpraHoB; HepasAenuBLUMXCS (CMaMCKux) OrnmM3HeLoB;
pasnuyHbIX gedopmaunii NO3BOHOYHMKA; NeTanbHbIX
CKeneTHbIX AUCnnasui, B TOM YMCie axoHaporeHesa u
TaHaToHOPMHOM KapriMKOBOCTM.

B pesynbrate npoBeaeHnst KOMOMHMPOBAHHOIO Mpe-
HaTanbHOrO CKPUMHUHIa BbISIBNSEMOCTb BPOXAEHHbIX
aHomanun pasBmMTUSA 1 XPOMOCOMHOM natonorun B Pec-
nybnuke TatapcTaH noBbicunack 6ornee 4yem B 2 pasa.
OnbIT 06cnenoBaHusa GepeMeHHbIX U3 rpynn pucka
no naTofiorMm nrnoga rnokasan posb 3Xorpaduyecknx
mapkepos |l n |l TpumecTpoB A4ns 4ONONHUTENBLHOIO Bbi-
SABMEHNSA XPOMOCOMHbIX aHOMaIuii B rpynnax CpegHero
N HU3KOro pucKa C Lernbio NpounakTukm poxaeHus
aeten c Hekoppurmpyemon natonorven [5]. Takum
06pa3om, BO3MOXXHOCTM ANArHOCTUYECKOTO CKPUHUHIA
aHomarnumn passuTMA nrnoga no3eonunumy 2% oyayLimx
[AeTel BbIiBUTb 3a00reBaHnsl, HECOBMECTUMbIE C XKUN3-
HbO UM NpUBOAALLME K rNyOoKon nHBanugHocTu. Kpo-
Me TOro, HeMb35 HE YYUTbIBATb, YTO YNCIO BPOXKOEHHbIX
aHoMarnuin pasBUTUs C KaxabIM rogom yBeENMUnBaeTCcst
N NOET HakonmeHne oTpuuaTernbHON reHeTUYeCKon
MHpopmaumm B nonynsumm (yBenvumBaeTcst MyTaum-
OHHbIM PUCK) C Nepedadyen ee cnegyoLemMy NnoTOMCTBY.
[aHHbIn hakT nopor TpebyeT NPUHATUSA peLUUTENbHBbIX
Mep Mo NpepbIBaHNIO Takon 6epeMeHHOCTH.

B Pecnybnuke TatapcTtaH, kak u B Poccuiickon
denepaunn, ¢ LENbO BbISBEHNSA Ha OOKIMHUYECKOMN
CTafuun BPOXOEHHOW N HacneaCTBEHHOW NaTonornm y
HOBOPOXAEHHOro pebeHka opraHnM3oBaHO npoBefe-
HWe HeoHaTarnbHOro CKpuMHUHra. B HacToswee Bpems
MacCOBbIN CKPUHUHI HOBOPOXOEHHbIX NMPOBOAMUTCS
B 52 crtpaHax mupa: B CLUA — Ha 45 Hoszonorun, B
lepmaHum — Ha 14, B BenukobputaHum — Ha 5, B Poc-
cun — Ha 5 (heHUNKETOHYPUS, BPOXAEHHbIA MMNoTu-
peos, BpoxaeHHas ANCAYHKLMSA KOpbl HAAMOYEYHMKOB,
ranaktosemusi, MykoBucLumaos). B pogunbHbix gomax
(oTAeneHusx) pecnybnuku Ha 4—>5-11 feHb nocne pox-
OEHUS1 Y JOHOLUEHHbIX Y Ha 7—14-11 AeHb Y HEJOHOLLIEH-
HbIX AeTel nyTeM YPECKOXHOMW MyHKLMW NPOBOAMTCSA
3abop kposu. [lanee uccnenosaHve KpOBM NPOBOAUTCS
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LieHTpanu3oBaHo Ha 6a3e MeaunKko-reHeTnyeckom nabo-
patopun PecnybrnmkaHCKON KNMHUYECKOW GOMbHULbI.
OxBaT HOBOPOXOEHHbIX HEOHAaTanbHbIM CKPUHMHIOM
exxerogHo coctaBnseT He meHee 99% (55 840 peten).
Ha 6ase meguko-reHeTudeckon nabopatopun PKBE B
2015 r. 6bI0 NpoBeaeHo 56 160 uccrnegoBaHun. Y
onHoro n3 1700—2000 HOBOPOXAEHHbLIX B XO4€e Mpo-
BeAEHMS CKPUHWHIAa BbISIBASIETCA natornorus. Tonbko
3a 2014—2015 rr. BbIsBNEeHO 60 HOBOPOXAEHHbIX C
CKPVHUPYEMbIMU 3a00MNEBaHNAMMU, U3 HAX BPOXOEHHbIN
rmnoTnpeos — y 39, mykoBucumnaos — y 7, dheHurke-
TOHYpus — y 8, agpeHoreHnTanbHbl CUHOPOM — Y 3,
ranaktosemmst —y 3.

HeoHaTtanbHas guarHoctuka B cnyvae ganbHenile-
ro NOATBEPXKAEHMSA AMarHo3a No3BossieT CBOEBPEMEHHO
HayaTb 3aMeCTUTENbHYIO Tepanuto u nevyebHoe nuta-
HWe, NpoBecTu rmy6okmn aHanus deHoTuna. Tak, Ha-
npumep, gheHuIKemoHypusi — 3abonesaHue, 06ycnos-
NEHHOe OTCYTCTBMEM WIN CHWXEHHOW aKTUBHOCTbLIO
depmeHTa, KOTOPbI B HOPME pacLlennsieT aMUHOKNUC-
noty dgeHnnanaHvH. 3ta aMMHOKUCIIOTa COOEepPXKNTCA
B NoAaBnstoLemM 00MbLMHCTBE BUAOB OEMKOBOW MULLN.
Bes neyeHnsa eHnnanaHnH HakanIMBaeTCsa B KPOBU U
NPMBOANT K NOBPEXAEHUIO LEHTPANbHOW HEPBHOW CU-
CTEMbI, yMCTBEHHOW OTCTANoCTu, cyaoporam v gpyrum
naTonorm4yecknm COCTOSAHNAM. Takme CUMATOMbI MOTYT
ObITb NpegynpexaeHbl bnarogapst paHHeEMY HasHaye-
HWUIO CreumanbHOro AMEeTUYECKOro NIeYeHNs.

3a nocnegHue rogbl HaMeTUnacb TEHOEHUMSA K
poOCTy 4uncna 0onbHbIX C HapyweHuamn cnyxa. Kak
CBUAOETENLCTBYET CTAaTUCTMKA, Ha KaXayto ThiCAYY HOBO-
POXOEHHbIX MPUXOOUTCHA OA4MH C TOTalbHON FyXOTON, a
B nepBble 2—3 roaa xu3Hu 3 pebeHka TepstoT cnyx [5].
CBoeBpeMeHHOE BbISiIBNEHNE BPOXAEHHbIX HApYLUEHWI
cnyxa sIBMsieTCsl peLuarLnum ycrosmem st nposeae-
HWS1 KOPPEKLMOHHBIX MEPOMPUSATUIA, HEOOXOAMMbIX A5
PEYEBOrO M MNCMXO3MOLIMOHANBHOMO Pa3BUTUSA pebeHka.
Mo3gHAa gmMarHOCTUKa HapyleHus cnyxa y geten
NepBOro rofa >XM3HW BeAET K pa3BUTUIO TYrOYyXOCTU U
rNyXxoTbl W, KaK CNeACcTBMe, K UX MHBanuamnsaumm.

B Pecny6nuke TatapcTaH, kak 1 B Poccum, ¢ 1996 T.
NPOBOAMTCS ayauoNorM4ecknini CKpUHUHL. Ha nepsom
aTane HOBOPOXAEHHbLIM B pOAUIbHbIX AoMax (oTaerne-
HMAX) HA 3—4-11 AeHb XXM3HW cneumanbHO 00yYeHHbIMN
MeLVUMHCKUMKN paboTHMKaMM NpOBOLMTCS NpoBepkKa
cnyxa MeTogoM OToakycTudeckon amuccumn. Jetn s
rpynn pyucka no nokasaHMsaM HanpaenATCS Ha BTOPON
aTan B MeXMYyHULUMNanbHble Cypaonornyeckmne LeHTpbl
COrnacHo yTBepX4EeHHOM MapLupyTM3aummn. B ueHTpax
NPOBOAUTCS pacLUMpPeHHOEe ayauonormyeckoe oberne-
[oBaHuve, onpenensoTcs NoKkasaHusa A4S NpoBeaeHUs
KoxrieapHou umnnaHTauun. B pecnybnvke exerogHbii
OXBaT HOBOPOXAEHHbLIX ayANONOrM4eCcKUM CKPUHUHIOM
cocTaBnsieT He MeHee 98,5—99%. B 2015 . Ha | aTane
obcnepoBaHo 56 224 pebeHka, Ha Il atane — 1 240.
Mo pe3ynbrataM CKpUHWHra nog AMHaMU4ecKoe Ha-
ontogeHve B3aT0 182 pebeHka, NMetLwmnX BblpaXeH-
Hble HapylweHus criyxa. BbisBneHbl nokasaHusa ans
KoxneapHOM uMmnraHtTauum y 26 gerten. Tornbko 3a
nocrniegHve 2 roga Ha KoxIieapHyl MMmnraHTauuio B
pamkax NpoBeAeHWS BbICOKOTEXHOMOMMYHON MeaULMH-
CKOV nomowmn B dpedepanbHble LeHTPbl HanpasneHo
okono 40 peten.
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B Pecnybnuke TatapctaH anpobupoBaHa moaenb
paHHero anekTpokapguorpadguyeckoro (OKIM) ckpnHuHra
HOBOPOXAEHHBIX B poaUIbHbIX AoMax. AHanms 50 Thic.
OKT, CHATBIX MPaKTUYECKM 300POBbLIM HOBOPOXAEHHbIM
Ha 4—5-11 OeHb XU3HWU BbISBUI NaToONorMyeckme us-
mMeHeHusi B 8—9% cnyyaes. B cTpykType nuamposanu
HapyLleHus puTma, B ToM yucrie cuHgpom WPW, atpuo-
BEHTPUKYNsipHble Oriokagbl, CUHAPOM YANMHEHHOTO
QT-nHTepBana n gpyrve nameHeHus. Kpome Toro, 6binm
BbISIBIIEHbI KOCBEHHbIE NMPU3HAKN BPOXOEHHbIX MOPOKOB
cepaua, KoTopble B AanbHenweM NoATBEPANUINCE NPy
Y3W. Mo pesynsratamMm CKpUHWMHIa 4eTU NPOLUSIN NOSTHOE
AnarHoctuyeckoe obcrnegosaHve, Heobxogumoe neve-
HWe n peabunuTaumio. beina chopmmpoBaHa rpynna
pucka no CMHAPOMY BHE3arnHon CMepTW.

C 2015r. Ha 6aze TAY3 «[leTckas pecnybnmkaHckas
KNUHU4Yeckan bonbHuua MuHucTepcTBa 34paBooxpa-
HeHust Pecnybnvku TaTapcTtaH» BHedpeHa cuctema
OUCTaAHLMOHHON perncTpauum n LeHTpanmM3oBaHHOM
OKI y peten. MobunbHble perncTpartopbl pacnoso-
XEHbl Kak B pasfuyHbIX OTAEeNeHmaX 6onbHULbI, Tak
N UCMONb3yTCA ANS peructpaunm B noKasnbHbIX
nevyebHO-NpoMNakTUYECKNX YUpPEXOEHUSAX pecny-
6nukn. B 2015 . npoeeaeHo 28 697 uccnenoBaHuii, B
ToM vncne oo 1 roga — 2 195 getam, ns Hux ¢ BMNP —
1 725 nccneposanun. NnaHupyetca B AanbHenwem
MCMNONb30BaHNE CUCTEMbI AUCTAHLMOHHON permcTpaumm
M LeHTpann3oBaHHOIro aHanm3a B poguiibHbIX OMaX,
panoHHbIX 6onbHULAX, NONMUKINHMKAX, MaLLUMHAX CKO-
pon nomoLiuM, Ha gomy. [laHHasi TexHOnorns BHeceT
OXMAaeMbli BKNazg B paHHEE BbIsIBNIEHNE BPOXOEHHOM
naTtonorum B 4ETCKOM BO3pacTe.

PaspaboTka u BHegpeHMe HOBbIX TEXHOMOTMUN
npomnakTNYeCckux AMarHOCTUYECKUX NporpaMm, Ha-
npaeneHHbIX Ha paHHee BbISBEHWE BPOXOEHHOWN U
HacneacTBEHHOW natorioruun, He GyaeT addekTuBHa
6e3 BbIsIBNEHNS NPUYMHHO-CNECTBEHHbIX CBA3EN, NpU-
BeALUNX K peanv3auun ToM UM MHOW NaTonormu.

C aton uenbto B pecnybnuke B 2014 r. B cnyxbe
POOOBCMOMOXEHMS Obl peann3oBaH MUOTHLIN
NPOEeKT N0 UCMNONb30BaHMUIO CUCTEMbI BaKyyMHOWN
ynakoBku obpasuoB Tuna Tissusafe ans xpaHeHus
N TPaHCMOPTMPOBKM Mocriefa v nocrneayrLlem ero
naTonoro-aHaTOMU4eCcKnm uccrnegosaHunem. Annapar
OblN yCTAHOBMNEH B O4HOM M3 MEXMYHMUMNANbHbIX
poauneHbix gomoB (r. Yuctonone). Bepudwuka-
umMsa Guonormyeckoro matepuana nposogunach B
cypnebHo-rnctonorndeckom otaeneHmm M’Y3 «Pec-
nybnukaHckoe 6iopo cyaebHO-MeaAULMHCKON 3KC-
neptnsbl M3 PT» ¢ npuMeHeHMem «cuctemMbl ANS
MaKpOCKOMMYECKOro uccrnegoBaHuss matepuana u
OOKYMEHTMPOBaHMA npoueayp mccrnegoBaHnsa wm
BbIpE3KU»; U3MeputensHoro obopygoBaHusa Aons
YCTAHOBNEHUS Maccbl U 0oObema, 3anofiIHeHue co-
OTBETCTBYHOLEN JOoKyMeHTauuun. NccnepgoBaHue
nocnega nNpoBOAUIIOCH B CllydYae MEPTBOPOXAEHUN,
paHHen HeoHaTanbHOW CMEPTHOCTU, NepUHaTanbHbIX
OCINOXHEHWA. YCTAHOBMEHO, YTO B 0OCNEAOBaHHbIX
1 017 obbekTax 6uonornyeckoro matepuana B 70%
crny4vaeB yCTaHOBIEHbl MOPdONOrMyeckne Mapkepbl
MHAEKLMOHHON natornornn. JaHHbin dakT nogyep-
KMBaeT HeobGXOOMMOCTb LUMPOKOrO MCMOMb30BaHUS
MapKepoB BHYTPUYTPOOHbIX MHMEKUNA Kak O4HOW
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13 NPOBOLMPYOLLMX NPUYNH BPOXKAEHHbBIX aHOManum
pasBUTMSA NoAa U HOBOPOXAEHHOrO pebeHka.

OnbiT Pecnybnukn TaTapcTaH no peanusayuu
CKPVHWUHIOBbIX NPOrpaMm nokasbiBaeT 3peKTUBHOCTb
MCMOoNb30BaHNsA Hapsgy C BbICOKOTEXHONMOMMYHbIMMN
nccrnegoBaHUsaMU (MpeHaTanbHble, MOMNEeKynspHo-
reHeTu4eckne), Takke PYTUHHbLIX TEXHONOINN 4NN
BbigBNeHus rpynn pucka (OKI, Y3W). Peanusauus
NPoUNaKkTUYECKUX CKPUHMHIOB, HanpaBreHHbIX Ha
BbISIBNEHME BPOXOEHHBIX MOPOKOB Pa3BUTMS MO3BOMMIA
3a nocnegHue 10 NeT CHU3UTbL MIageHYecKyo CMepT-
HOCTb MO JaHHOW naTonorun B 5 pas.

YBenuyeHne cnektpa CKPUHUHIOBBLIX Mporpamm,
yBENWUYEHNE OXBaTa HACENEHNS MacCOBLIMU PYTUHHBI-
MU MCCneaoBaHsiMU 1 B NEPBYIO ovepeb B paHHEM
BO3pacTe OyaeT 3aroroM CBOEBPEMEHHOWN KOPPEKLUN
naTonorun, CHKeHns 3abonesaemMocTy U CMEPTHOCTH
OT BPOXAEHHbIX aHOManuin 1 yny4yleHust Ka4yecTea
XU3HU. YUnTbIBast BbICOKYO MeOMKO-COLManbHY
3Ha4YMMOCTb JaHHOW Npobrnembl, Haspena Heobxo-
OUMOCTb B YKPEMNIEHUN HayuYHbIX UCCIeAoBaHUN n
Hay4HbIX paboT B 061acTy 3TUONOrMmK, ANarHoCTUKK U
nNpomNakTKN BPOXXAEHHbLIX aHOManui; B passuTumn n
YKPENSIEHNN CUCTEM PETUCTPALIMM U MHADOPMALIMOHHBIX
TEXHOMNOIUN.

lMpospayHocmb uccnedoeaHusl. ViccriedosaHue
He umerio crioHcopckol noddepxKu. Aemopbl Hecym
MOMIHYI0 0OMeemcmeeHHOCMb 3a rpedocmasrieHue
OKOHYameribHOU 8epcuuU pPyKOMNUCU 8 nedams.

Heknapayusi o gpuHaHcoebIx U Opy2ux 83auMo-
omHouweHusix. Bce asmopsi npuHumanu yyacmue 8
paspabomke KoHuenyuu, dusaliHa uccredosaHusi U 8
HanucaHuu pykonucu. OKoHYameribHasi 8epcusi pyKo-
nucu 6bina o0obpeHa scemu asmopamu. A8mMopbI He
rony4arsnu 2oHopap 3a uccredosaHue.
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