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Kank apacvinoa myxym xyyma oopyrap swcana mybaca
AHOMATUANAP MYPYKMYY ecyulyn bereuneou. Kow boiinyy xes-
de MyUyI0yKmyH Kyyuy OUAcHO3Y apmulKYbLIbIKMYY Mdacele-
aepoun bupu bonyn cananam. JKypym-mypymoy yavmpa 00-
oywmyk uzunooe (VH) menen manoan myuyioyKmyH anoma-
MUACHIH 03 YOALbIHOA AHBIKMOO MYMKYHUYAY2YH 1- mpumecmp-
de o6unce 6onom. OKH uapucmenepOoun OnymMyHyH my3ymy
MYPYKMYY IKUHUU OPYHOY IDJIeUm.

Hezuszzu co30op: mybaca anomanusanap, myuyaoyx, Kou
OOUNYYIVK, aKmyanoyyiyK, nepuHamaiovlk e1ym, spme ouae-
HO3 KOKWY, MeKuepyy.

Ommeuaemcs HeYKIOHHbIL POCM HACTEOCMEEHHbIX 0O-
JIe3Hell U 8POJICOCHHBIX AHOMANUL cpedu HacereHus. /JuacHoc-
MuKa nopoKoe niooa 6o epems bepeMeHHOCmU uMeem npuopu-
memuoe 3navenue. IIpoeedenue ynibmpazgyko6o2o ucciedosa-
nus (Y3H) cxkpunumnea 6 1-om mpumecmpe nossoaum ceoe-
8pEMEHHO GblABUMb NOPOK NA00a. B cmpykmype muadenyeckou
CMEPMHOCMU 8POIHCOCHHBII NOPOK pazeumus (BIIP) 3anumaem
cmabuIbHO 8Mopoe Mecmo.

Kniouesvie cnosa: sposicoennvie nopoxu, nioo, bepemen-
HOCMb, AKMYyanrbHOCMb, NEPUHAMATLHASL CMEPMHOCIb, PAHHA
OUACHOCMUKA, CKPUHUHR.

There is a steady rise of hereditary diseases and
congenital anomalies among the population. Diagnosis of
malformations of the fetus during pregnancy is a priority. The
conduct of ultrasonography (us) screening in the Ist trimester
will allow time to identify a defect of the fetus. In the structure
of infant mortality, congenital malformation (CDF) is a stable
second place.

Key words: congenital malformations, fetus, pregnancy,
relevance, perinatal mortality, early diagnosis, screening.

Bpoxnennsle mopoku passutus mioga (BITP) —
OJIHO M3 CaMbIX OIACHBIX OCJIOXKHEHUI OepeMEHHOCTH,
KOTOpPO€ BBIXOAMT Ha IMEPBOE€ MECTO CpeAHd HpPUYMH,
MPUBOSIINX K AETCKOH WHBAIMIHOCTH W CMEPTHOCTH.
[TosiBneHne Ha cBeT peOEHKa ¢ BPOXKIESHHBIMH Jedek-
TaMM Pa3BUTHS BCETJa OIICIOMIACT CEMbIO, 3Ta TEMa -
OJIHA U3 CaMBIX TsDKEIBIX [1].

B nmocnennue pecstuneTus - BO BCEM MHPE OTMe-
YeHa TEHJICHIUS K HEYKIIOHHOMY POCTYpaclpOCTpaHEH-
HOCTH HACJIEJICTBEHHBIX OOJIe3HEH M BPOXKIEHHBIX aHO-
Mammii (BA) cpemn Hacenenus. Ilo mamaeiM BO3, Ha-
CJIE/ICTBEHHBIE 0OJIE3HH U BPOXKJECHHBIE IOPOKH Pa3BHU-
tust (BIIP) peructpupytores y 5-5,5% HOBOPOKIEHHBIX.
ITpu Tom e 1,5% u3 HUX 00YCIOBIIEHBI AEHCTBHEM
HeONaronpuaTHBIX AK30TCHHBIX (DAKTOPOB: BO BpeMs

OCpEMEHHOCTH, OCTAJBHBIC HMEIOT IPCHMYIICCTBCHHO
reHerudeckyro npupony. Okono 40-50% panneit mma-
JleHYecKol (mepuHaTaibHOM) CMEPTHOCTH U WHBAJIU-
HOCTH C JIETCTBA, TaKKe OOYCIOBIICHBI HACIIEICTBEH-
HBIMH (akTopamu, mpumepHo 30% Koek B IETCKHX CTa-
[UOHApPaX 3aHATHl JIETBMH C HACJICACTBEHHOM IMAaTOJO-
THEH, Ha UX JIeYeHNE TOCYAapCTBO BEIHYKICHO PacXo.Io-
BaTh OTPOMHEIE cpeacTBa [2,3]. B aToit cBs3u coBepineH-
HO OYEBHIHO, YTO MPO(IIAKTHKA HACTICACTBCHHON U
BPOXICHHOH MAaTOJOTHH MMEET He TOJIBKO OONBIIOe Me-
TUIIMHCKOE, HO W YPE3BBIYAMHO BAYXKHOE COIHAIBFHOE
3HaYCHHE.

IIpobnema poxaeHus AeTeil ¢ HACIEIACTBEHHOU U
BPOXKJICHHON MAaTOJOTHEH MPOJOJIKAET OCTaBaThCs aK-
tTyanbHo#. [lo manueiM BO3 u cBepenusam Hanmonannb-
HOTO aMEPHUKAHCKOTO IICHTPa MO BPOXKICHHBIM Ne(eK-
TaM Pa3BUTHUS YUCIO JIETEH C BPOXKIEHHOW MAaTOJOrHe
HE MMEeT TeHICHINN K CHIKeHuIo. [To maHHBIM nuTepa-
TYpHl B ToX poxkaaercss g0 20 MIH. neTedl ¢ BPOXKIeH-
HeiMu aHomManmsmu [4]. B Poccuiickoit  ®enepanun
exeromno Ha 1000 HOBOpoOXAeHHBIX mpuxoautcs 40-50
JeTell ¢ BPOKACHHBIMU W HACIEICTBEHHBIMH 3a00JeBa-
HUsAMH [5].

Cratuctuka myraer, Ha (oHE CHIKaromecs
JIETCKOM CMEPTHOCTH POCT KOJUYECTBA BPOMKICHHBIX
MOPOKOB Pa3BUTHUS HAONIONACTCS B OOJBIIMHCTBE CTPaH
mupa. Ecnu B ctpanax Esponsl yactora BIIP cocrasns-
etT 3-4 cnyyas Ha 1000 ponos, To B Poccun oHa nocTu-
raet 5-6 ciyqaes Ha 1000 [3].

CormacHo moxacueraMm, NpUMepHO 94% TspKembIX
MOPOKOB Pa3BUTHA HAOMIOAAIOTCS B CTPAHAX CO CPEIHUM
M HU3KUM YPOBHEM J0XOa, I/Ie JKeHIIWHBI 3a4acTyl0 HE
MMEIOT JO0CTyNa K JOCTaTOYHOMY KOJIMYECTBY M JOCTa-
TOYHO XOpOIIEH MHUIlle U MOTYT MOABEPraThCsl BO3AEHCT-
BUIO KaKOro-imbo areHta win (akropa, Hampumep,
WHQCKIMA WIA aJIKOTOJb, KOTOPHIHA MPOBOLMPYET WIH
YCWJIMBAaET OTKJIOHEHUS OT HOPMBI B NPEIPOIOBOM
pasButuu. bosee TOro, MaTepUHCTBO B 3pEJIOM BO3pacTe
MOBBIIIACT PUCK XPOMOCOMHBIX aHOMAJHM, BKIFOYAs
curnpom JlayHa, B TO BpeMsi KAk MaTEpPHHCTBO B MOJIO-
JIOM BO3pACT€ MOBBIMIAET PUCK HEKOTOPHIX BPOXKICHHBIX
MTOPOKOB pa3BUTHSA [1].

[Ipruunbl, BBI3BIBAaOIINE (OPMHPOBAHUE BPOXK-
JICHHBIX MOPOKOB Pa3BUTHS PA3JIMYHBL. JTa MATOJIOTHS
MOJKeT OBITh HACIIEICTBEHHOMH, et y OyAyIIuX poauTe-
Jel ecTh OTKIOHGHHWS B XPOMOCOMHOM Habope. B
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IPYTHUX CIIydasx UCTOYHHUKOM IMPOOIIEMBI SBISIOTCS pa3-
JIUYHBIE BpemHble (akTOphl: WHOEKIWH, 9acToe YIIO-
TpeOIeHne aJKOTOoMsl, HAPKOTHKH.

OpHa w3 MPUYNH — HEJOCTATOK BUTaMHUHOB B ITH-
TaHWU OepEMEHHON KEHIIUHBI, B 9aCTHOCTH — (OJTUEBOM
KHCJIOTHL. PekoMeHIyeMas HOpMa MHKPOHYTPHUCHTOB
Ui OCpEeMEHHOW JKCHIIMHBI B TMOJTOpa paza Ooublie,
4YeM IS KCHIIWH JETOPOJIHOTO Bo3pacta. M 310 He
CIIy4aliHO — OT 3TOT'O 3aBUCHUT 37J0POBbE pEOCHKA M KOTIa
OH HAXoauTcs B yTpoOe Marepw, M yXKe IOCIe ero
POXICHHSI.

C MemuKo-OpraHW3aIliOHHONH TOYKM 3pEHHS pe-
mapm@as poilk B KOMIUIEKCE MEPOIPHATHI 110 Ipo-
¢mIaKTUKE M TPEOYIPEkKACHUIO HACIEIACTBEHHOW U
BpPOXJACHHOM MATOJIOTUU NMPUHAJICKUT  MPEHATAIBHOU
nuaraoctuke (I1/1), mo3Bossromeii mpeaoTBpaTUTh POXK-
JICHUE JETeH C TSHKEIBIMH, HEKOPPUTUPYEMBIMH IOPO-
KaMU Pa3BUTHS, C COLMAIBHO 3HAYAMBIMU U CMEPTEINb-
HBIMHA TEHHBIMH H XPOMOCOMHBIMH Ooje3HsIMH. B mo-
CleTHUE JCCATUICTUS] MHOTOYUCIICHHBIC HCCIICOBAHUS
ocobOeHHOCTEH smuaemMuonorud BA u mpoduimakTuku
BIIP u XA npoBefieHbI B pa3IMYHBIX PETHOHAX CTPaHbI
[6, 7]. Lenbrit psim paboT OBUT TOCBAIIEH H3YYCHHIO
(daktopoB pucka BIIP m XA u mporHosa ux pa3BHTHS
[8,9]. 3acmyxuBaroT BHUMaHUS ITyOJHUKAIIUHN, TTOCBSIIIEH-
HBIe O0OOIIEHHWIO OMBITa OpraHu3amuu ciyxosl I1J]] B
paMKax OKa3aHUS MEIWIWHCKOW IIOMOIIM MaTeph |
IUIOAY B CHCTEME OXpaHbl MAaTEePUHCTBA W IETCTBA
[8,10,11], B TOM uMcie CTaHOBJICHHMIO NpPEHATAIbHON
xupypruu [12,13].

[Monmy4yeHHbIC aBTOpaAMU JNAHHBIC CBHICTEIBCTBYIOT
0 pOCTe pacnpoCTpaHEHHOCTH BA, CHIKEHUM HMHJEKca
3I0POBbsI OCPEMECHHBIX JKCHIIIHH, IIOBBIIICHUN TEXHOTCH-
Horo pucka passutus BIIP, BbicOko#l pacmpocTpaHeH-
HOCTH COIMAJbHO-TEPATOTCHHBIX (AKTOPOB M JAPYTHX
(hakTOpOB, aCCONMUPOBAHHBIX C PUCKOM (POPMHUPOBAHHUS
BA y mnopga [14,15]. HecMoTpst Ha CX0XECTh BBIBOJIOB,
pe3yIbTaThl HCCICNOBaHNHN, YOEOWTENbHO CBUACTENb-
CTBYIOT O CYIIECTBEHHBIX OTJIMYHMAX B HOMEHKJIAType
(aKTOpPOB pHICKa W WX 3HAYMMOCTH B (POPMHPOBAHUHU
BIIP u XA, TpaguuuOHHBIA MOAXOA K BeJEHHIO Oepe-
MCHHBIX KCHIIMHHE O0ECIICYMBACT MX aJCKBATHOH WH-
¢dopmarnmeii, HeoOXoUMOH U1 GOPMHUPOBAHMS MOJTHO-
LECHHON MOTHBaluM Ha OOCJIENOBaHUE U CHHXKAET
3¢ (GEKTHBHOCTD MPEHATAIBLHON THATHOCTUKH [§, 12].

MHorue aBTOpBI CIUTAIOT, YTO OJHUM U3 Hambojee
palMOHAJIBHBIX M TEPCIEKTHBHBIX HANpaBJICHUH, CIO-
COOCTBYIONTUX CHMKEHHUIO BEPOSTHOCTH Pa3BHTHS 3a00-
JICBAHMUS; SIBIAETCS €r0 MPOTHO3UPOBAHKE, KOTOPOE 03~
BOJISICT OMPENCTUTh HanOoJiee PAlHOHAIBHYI0 TAaKTHKY
BEJICHUS MAIlMEHTa, YYeCTh U HCIIOIB30BATH BCE BO3ZMOXK-
HbIe MpodUIaAKTHYECKHEH JieueOHbIe MeponpusTus [16,
17]. B Hacrosimiee BpeMsi MaTeMaTH4e€CKOe POTHO3UPO-
BaHUC BCE IIMPE BHEAPSACTCS B JIe4eOHO-MPOdUIaKTH-
YecKyl0 paboTy Bpaya, B TOM YHCJIC BaKyIICPCTBE,
ruHexosioruu [12] u nepunartonoruu [14].

HecMoTpss Ha ONBIT, HAaKOIJIEHHBIA OTEYECTBEH-
HBIMH W 3apyOeXHBIMU HccliefoBarensMu [7,4], Bo3-
MOJKHOCTH HCTIOJIb30BaHMS BHYTPHYTPOOHOH KOppEeKIn

BA y mitona B HacTosiIee BpeMs U3y4eHbI HE B TIOJHOM
Mepe, OTCYTCTBYIOT QJIOPUTMBbl JNEHCTBUI NpaKTUYeC-
KOTO Bpadya IpH BBIIBICHHH TEX UM MHBIX OTKIOHCHHH,
YTO 3aTPYAHSACT MAaHUMYJDIOAN B IIMPOKYIO «KITMHH-
YEeCKYIO IPAKTUKY.

COBEpIIICHCTBOBAHUE METOJIOB aHTCHATAJIBHON JTH-
ArHOCTUKH, CKPUHUHT OCpPEeMEHHBIX Ha HAJMYUE BPOK-
JICHHO MaTOJIOTHH IJI0/a, BHSAPCHHE COBPEMCHHBIX TIC-
pUHATANTBHBIX TEXHOJOTHI MpPU3HAHBI OJHUMH U3 TJIaB-
HBIX PE3CPBOB CHIDKCHUS IIEPUHATATBHON CMEPTHOCTHU
[2].

[ToBrImIeHne KauecTBa yIbTPa3BYKOBEIX CKAHEPOB,
BO3MOXHOCTh I(PPOBON 00pabOTKH H300paKeHUs, H
0COOEHHO BHEJpPEHHE B MPAKTHKY HOBBIX IIPOrpaMM
MIOJTyaBTOMATHYECKOTO pacueTa psAfa 3>XorpaduaecKux
MapKepoB TIIO3BOJISIET TIEPEHECTH pEIICHHEe psAna
BOIPOCOB TPCHATANLHOTO BBISIBICHHUSI BPOXKICHHOW U
HACIICJICTBEHHO! maronioruu Ha | Tpumectpe OGepemMeH-
HocTH. [IpW mepBOM CKPUHUHIOBOM YIBTPa3ByKOBOM
uccnenoBanny B 11-14 Henens OepeMeHHOCTH Haubolee
UCHHBIM 3XO0rpa)U4ecKuM MapKepOM XPOMOCOMHBIX
AHOMAQJIMH  SBISCTCA  pACHIMPEHHE BOPOTHHKOBOTO
npocTpancTBa mwioga. OgHaKO XPOMOCOMHEIE aHOMAIIUU
IpY PacCIIMPEHUH BOPOTHUKOBOTO IPOCTPAHCTBA OOHA-
PYXHBAIOTCA B CPEOHEM TOJNBKO y KaXKAOTO TPETHETro
mwiona. Kpome 3Toro, WMcCieHHBIE 3HAYCHHS TOJIIMHEI
BOPOTHHKOBOTO TIPOCTPAHCTBA IPH XPOMOCOMHBIX aHO-
MalusAX y IUI0Ja HEPEeAKO MMEIOT IOTPaHWYHBIE 3HaYe-
HUS W WM30JIUPOBAHHOEC HCIOJB30BAHUE ITOTO Mapkepa
HEPEAKO MPUBOJIUT K YBEITHUYCHUIO YaCTOTHI JIOKHOTIOIO-
JKUTEJBHBIX PE3yJIbTaTOB. TaKKe OCTAIOTCS CIIOPHBIMU
MHOTHE METOJUYCCKHUE BOIPOCHI OIICHKH HOCOBBIX
KOCTEH TIUIOJIla B pAHHUE CPOKH OCPEMEHHOCTH JUIs
BBIJICJICHUS TPYIIIBI BBICOKOTO PHCKa MO0 XPOMOCOMHBIM
aHomanusM. I[losTomMy akTyajdbHOW 3ajmadeil sABISIETCS
pa3paboTka Kak HOBBIX MPEHATAIBHBIX dXOTpaduIecKux
MapKepOB XPOMOCOMHBIX aHOMAJIHI, KOTOPBIE MOTJIN OBl
WCITIONB30BaThCSI MIPH CKPHHHUHTOBBIX YIIBTPa3BYKOBBIX
WCCIIEIOBAaHUAX B PaHHHE CPOKH OEPEeMEHHOCTH, TaK U
pa3paboTka HOBBIX HOPMATHUBHBIX 3HAYCHUH TOJIIUHBI
BOPOTHHUKOBOTO MPOCTPAHCTBA M JUIMHBI HOCOBBIX KOC-
Tell TIoa He B 3aBUCHMOCTH OT CpoKa OEpEeMEHHOCTH, a
OT YHCJICHHBIX 3HAYCHHH KOMYUKO-TEMEHHOTO pa3Mepa
IIOJIa, YTO CHOCOOCTBOBanO OBI, C OJHOW CTOPOHBI,
YBEJIMYCHUIO YYBCTBUTEIBHOCTH MPECHATAILHON 3XOrpa-
¢bun B uacHTH(HUKAIIMK XPOMOCOMHBIX aHOMAIUH Y
UI0/1a, a C IPYTO CTOPOHBI MPUBENIO OB K YMEHBIIIEHUIO
MIPOIICHTA JIOKHOIOJIOKUTEIHHBIX PE3yIbTaTOB.

Taxoke HEepEeUIeHHBIMH M B HACTOSIIEE BpeMs Bce-
CTOpPOHHE O0CY)XJaeMBIMH SIBIITIOTCSI BOIIPOCHI COBEP-
HICHCTBOBAHMS TPEHATAIBHOM YJIBTPa3BYKOBOM JaMar-
HOCTUKH BPOXKICHHBIX IOPOKOB y IJIOAA B PAHHUE CPO-
ku OepeMeHHOCTH. [IpoBeICHHBIC UCCIIeAOBaHMS yOeau-
TENBHO TMPOJCMOHCTPUPOBAIM, YTO IIOKAa BO3MOXKHA
JIMaTHOCTHKA TOJBKO BBIPAXKCHHBIX TOPOKOB. bBob-
NIMHCTBO K€ MOPOKOB Yy TUIOJA JUATHOCTUPYETCS TO-
MIPEXHEMY TOJIBKO BO BTOPOH MOJIOBHHE OEPEMEHHOCTH.
B 1o e Bpems NpeANOXKCHHBIE B MOCIECTHHE TOIBI
HOBBIE MapKephl Pa3IMYHBIX IMOPOKOB TPEOYIOT OIEHKHU
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X MPOTHOCTUYECKON NEHHOCTH,B MEPBYIO OYepenp, B
oTHoIeHNH spinabifida, aHopekTanbHOW aTpe3uu u
€IMHCTBEHHOW apTEepPHUH ITyIIOBUHEI, SBIISIOMIECHCS OTHIM
13 BEIyIINX MapKepOB BPOXKIECHHBIX M HACICICTBCHHBIX
3aboneBannii [2, 15, 17].

CoBpeMeHHasT CTpaTerysl MPOBEACHUS IPCHATAIb-
HOTO CKPUHUHIOBOTO HCCICJAOBAaHHS B PaHHUE CPOKHU
OEepeMEHHOCTH, JCKIapUPOBAaHHAS BO MHOTHUX €BPOIICH-
CKHX CTpaHaX, OCHOBBIBACTCS HAa KOMILUICKCHOM Y4eTe
HanOosiee MH(GOPMATHBHBIX YIBTPA3BYKOBBIX MapKEpOB
U COOJIOZICHUY €TUHOTO HAIMOHAIEHOTO MPOTOKOJIA.

B Keipreizctane npakTu4ecku HE HaJIaK€Ha CUCTe-
ma panHeil guarHoctuku BIIP. Ilo naHHBIM MenuKo-
nemorpagudeckoro uccienoanus — 2012r. 97% 6epe-
MEHHBIX JKEHIIWH XOTs OBl OUH pa3 MOCeIain Bpada u
6omee 70% - Heckompko pa3. Ilpm atom 40% Bcex
IMOPOKOB Pa3BUTHsI 3aHUMAIOT MOPOKH PA3BHUTHUS ICHT-
paIbHOW HEPBHOW CHCTEMBI, KOTOPBIE BO3MOXKHO JIHAr-
HOCTHUPOBATh AHTCHATAJIBHO IPU TPOBEICHUH YIbTPa-
3BYKOBOI'O HCCJICJIOBAHUSI BpayaMH IPOMICIIIUMH CIIe-
IUAFHYI0 TOJTOTOBKY IO TMPOBEIACHUIO CKPUHUHTA
BIIP B 1 tpumectpe OepemenHocTH. C IMoOCieqyOMUM
ouoxumuueckuM monrBepkaeHueM PAPPA-A, Cs.
Oera XI'U.

I'moGanpHas cTpaTerns OXpaHbl 3A0POBBS JKESHITUH
U neTeit, oobsiBinenHas B ceHTs0pe 2010 roga Opranusa-
nueit O0benuHeHHbIX Hanuii B COTpyIHUYECTBE C pyKO-
BOJIAIINMH JIEATEISIMU NPABUTENBCTB M APYTUMH Opra-
HuzamusMy, TakuMu kak BO3 u IOHUCE®, urpaer pe-
IIAMONIYI0 POJb B OCYIIECTBICHHH PE3YJIbTATUBHBIX W
3¢ (GEKTUBHBIX C SKOHOMHUYECKON TOYKH 3PEHUS JEHCT-
BUH 10 YKPEIUICHUIO 3I0POBbS HOBOPOXKACHHBIX U
JeTei.
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