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INCREASING THE EFFICIENCY OF PRENATAL DIAGNOSTICS OF CONGENITAL MALFORMATIONS AND
HEREDITARY DISEASES OF THE FETUS

N. S. Demidova, A. N. Rybalka

SUMMARY
We observed 152 women, given birth to children with congenital malformations (CM) and hereditary diseases
(HD). For increasing the efficiency of detection CM and HD is necessary to increase the coverage percentage
of ultrasound (US) research, to improve doctors’ professional qualification, to introduce a mass of biochemical
screening using several biochemical markers. If two or more signs of chromosomal abnormalities are identified,
the pregnant woman will be directed to invasive prenatal diagnostics.

MIABULLEHHA EQEKTUBHOCTI NPEHATANBHOI OIATHOCTUKU BPOMKEHUX BALL PO3BUTKY TA
CMAOKOBUX 3AXBOPIOBAHbL oAy

H. C. OemigoBa, A. M. Pu6banka

PE3IOME
Mig HawwMm crnocTepexxeHHsIM nepebysano 152 xiHku, SKi HApPOAUNW AiTel 3 BPOMKEHMMY BagaMuy PO3BUTKY
(BBP) Ta cnagkoBumu 3axBoptoBaHHaMM (C3) nnogy. [Ans nigsuweHHs edpekTnBHOCTI BusiBneHHs BBP ta C3 nnoay
HeobXigHO 36iNbLUMTL BiACOTOK OXOMMEHHs yrbTpa3sykoBuM (Y3) focnigkeHHsM, niaBuLLyBaTi kBanidikaLito nikapis
Y3 piarHocTukm, BNpoBamKyBaTVi MacoBUiA BIOXIMIYHWI CKPUHIHT 3 BUKOPUCTaHHSIM AEKirnbKoX GioxXiMiuHMX Mapkepis. Mpu
BUSIBMNEHHI ABOX i BinblLie 03HaK XPOMOCOMHOI NaTornorii HaNpPaBnsTW BariTHy Ha IHBa3VWBHY NpeHaTaribHy OiarHOCTUKY.

KniouyeBble crnoBa: BpPOXAEHHble MOPOKN pa3BUTUA, HacneacTBeHHbIe 3aboneBaHus, npeHaTanbHasn

AMarHocTuKa, ynbTpa3ByKOBOW CKPUHUHT.

OnHOo# U3 OCHOBHBIX IPUYHH NEPUHATAILHON 11aTO-
JIOTHH, MJIaJICHYECKON CMEPTHOCTH U PA3TIMYHBIX (hOpM
JIETCKOI MHBAIMIHOCTH SIBIISIOTCS BPOXKICHHBIC IIOPOKH
passutus (BITP) u nacnencreennsie 3aboneBanus (H3).

Jliist cHbKeHus 3a00J1eBaeMOCTH U IEPUHATAITLHOM
CMEPTHOCTH 0C000¢ 3HAYCHHE IPHOOPETACT JOPOIOBOE
BeisiBiienue BITP u H3 mutona, mo3Bsossrorniee mpeaoTBpa-
TUTh POXKICHUE JIETEH C TSHKEIBIMU HEKOPPETUPYEMBIMU
TTOPOKaMH Pa3BUTHS, HEPEIKO CMEPTEITbHBIMU TEHHBIMA
nu XpOMOCOMHI)IMI/I 60He3HHMI/I U, TCM CaMbIM, yMeHI)-
LIUTh F€HETUYECKUM rpy3 nomyisiuuu (2, 3, 5].

Yucno aerel ¢ Xupypruyeckou narojaoruei nepuona
HOBOPOXICHHOCTH, 0c00eHHO ¢ BITP, exxeromuo Bo3pacra-
eT. briarogapst npeHaranbHON AUarHOCTUKE COBMECTUMBIX
¢ )u3Hbpto BIIP, mognaronmxcst Koppekiyu, CTaHOBUTCS
BO3MOXKHBIM CBOCBPEMEHHOE HAYajo JICUCHUS, PAHHSIA
panukansHas Koppekius nmopoka. Kpome Toro, y ponute-
JIel TOosBIISIETCs] JOMOIHUTENBHOE BPEMsL, TTO3BOJISIOIIEE
TOJITOTOBHUTHLCST K POXKIICHUIO peOeHKa, BBIOPATh MECTO
ponopaspelnieHusl, y3HaTh 0 BapuaHnTax Jiedenus [ 1, 4].

Lenp uccnenoBaHus: MpoaHANIN3UPOBATh aHAMHE-
CTHYECKHE JTaHHBbIE, OCOOCHHOCTH TEUEHUSI OepeMeH-
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HOCTH, 3(p(PEeKTUBHOCTH yIBTpa3ByKoBo (Y3) muarto-
ctuku pa3munaabix BITP n H3 miona.

MATEPWAN N METO[bI
Tlox HamuM HaOTIOACHHUEM B KIIMHUKE HAXOAUIOCh
152 xenmmHsl, ponusmue neteit ¢ BITP u H3 mrona.
IIpoBeneH aHanM3 aHAMHECTHYECKHX HaHHBIX,
0COOCHHOCTEH TEUCHHsI HACTOSIIEH OepeMeHHOCTH,
CPOKOB IIPOBEICHAS Y3 CKPHHUHTA, CTIOCOOO0B M CPOKOB
BeisiBrieHust BIIP n H3 mona, ocobenHocTelt pomoB n
OCIIOKHEHHUH TTOCIEPOIOBOTO TIEPHO/IA.

PESYNbLTATbI 1 X OBCY>KAEHUE

Cpennuii BO3pacT poOAMIIbHULL COCTAaBWI 27 JIET.
OcuoBHOE KomnaecTBO (73,0%) KeHIIMH TPUHAUTEKATN
K Bo3pacTHoi rpymnmne ot 20 1o 29 ner. [lepBopoasiiue
B HccieayeMoi rpymie coctaBmin 44,7%. AGOpTHI 1
BBIKHIBIIIN B aHAMHE3¢ UMeNH 35,5% JKeHIIUH, a Keca-
peBo ceuenne — 3,3%. Y 6 xenmmH (3,9%) B aHaMHE3€ B
npensaymux oepemenHoctsax opun BITP miona. [pu-
4yeM, y 4 U3 HUX NOPOKHU B NPEAbIAYILIEH U HAacTOALEH
OEepeMEHHOCTSX OBUTH UIACHTHYHBIMH.

Comarmgeckuii aHamHe3 ObLT oTsroteH y 59 (38,8%)
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XKeHIMUH. V3 3KCTpareHNTanbHON MaTOJIOTHH dYalle
BCETO BCTPEYAINCH: XPOHUUECKHH MTHeToOHePpHuT —y 15
(9,9%), oxupenne —y 6 (3,9%), BpoxKICHHbBIE TIOPOKH
cepaua (BIIC) —y 5 (3,3%), XpOHWYECKHiA TOH3MIUTAT —
v 5 (3,3%) xenmuH. Taxke HAOTIOIAIICEH B €AMHUYHBIX
CITydasiX HICTICHST, CHIIINC, PAK I TOBHIHOM YKeTIe3bl,
rematuTel B u C, TyOepkymne3, XpOHUIeCKAH OpOHXUT,
MoueKaMeHHast 00JIe3Hb, ICopua3 u Jp.

OcnoXHEHHOE TeYeHUe OepeMeHHOCTH uMenu 123
(80,9%) >xenmabl. Hanbornee yacTo BeTpedaich yrpo3a
nipepbiBanust 6epemernocTr — 50 sxeHnmH (32,9%); npe-
JKIIeBPEMEHHBII pa3phIB IIOAHEIX 00omouek (ITPT10)—40
(26,3%); xxene3oneGUIUTHAS AHEMUSI PA3ITTYHON CTETICHI
TDKecTH — 37 (24,3%). OCTpyro pecrnmpaTopHyIo BUpYyC-
Hyto nHpekuuro (OPBU) Bo BpeMst OepeMeHHOCTH Tiepe-
Heeno 9 (5,9%) xernmmH (3 — B [ Tpumectpe, 3 —Bo [l 1
3 — s 1II). Anxoromb Bo BpeMst OepeMEHHOCTH YIIOTPEOISLTI
2 (1,3%) >keHIIMHBI (¢ MHOKECTBEHHBIMHI BPOXKIICHHBIMHA
mopokamu passutes (MBIIP) mmona n mommmakTummei
KHCTEH ¥ CTOM IIJI0/1a, COOTBETCTBEHHO). Prmooporpadus B
PpaHHHE cpoKH OepeMeHHOCTH Oblta pomsseneHa 2 (1,3%)
skeHmHAM. 1 (0,7%) JKeHIIMHA ¢ BPOXKICHHBIM IIOPOKOM
cepma (BIIC) mnoma meperecna BeTpsiHyto ociry B 10 He-
nenb 6epemerHocTr. BUU-nHbekmms Oplta 00HapykeHa
y 3 xenmuH (2,0%). C 28-29 Henmenb recTanuy OHA TO-
JIydaJii aHTUPETPOBUPYCHYIO TEPATINIO 3UIOBYIHHOM.

HenpasuibHble monoxeHus mioxa (Ta3oBoe, Mo-
niepedroe) Hadmonamck B 16 (10,5%) ciygasx. Poxer B
cpok npomsonun y 128 (84,2%), mpesxneBpeMeHHO — y
23 (15,1%), ¢ omo3marmem —y 1 (0,7%) pommsaumeL. 116

(17,3%) >xeHIH pomOpa3pelIeHbl Yepe3 eCTeCTBEHHBIC
ponoBsie TyTH. KecapeBo cedueHue mpom3BeieHoO B 36
(23,7%) ciyuasix. Bakyym sKcTpakimsi IpuMeHsiach B 1
(0,7%) ciydae. beictpele pompl Habmonamics y 8 (5,3%)
JKeHIIMH. Jluctpecc miona B pogax umen mecto B 10
(6,6%) cirygasx. Pompl OCIOKHIIIHCH TUCKOOPAMHAIIACH
poznosoit pesrensHOCTH Y 2 (1,3%) sKeHIMH, BTOPHYHON
crmadocteio —y 1 (0,7%). INaronormieckoe KpoBoTeueHHE
HaOmrormanock B 3-x (2,0%) ciydasix: y 2-x (1,3%) sxeHIH
B CBSI3H C IPEISKAHNEM THIaleHThl, y 1-0ii (0,7%)— ¢ ripe-
JKIEBPEMEHHON OTCIIOMKOM HOPMaIbHO PACHOJIOKEHHOM
TUTAIIeHTHI. Pa3phIBBI IPOMEKHOCTH, BIIArajnIla, MICHKH
MAaTKH PA3IMYHON CTETICHN TSHKECTH HAOMFomACh B 16
(10,5%) cnygasix, B 6 (3,9%) cinydasx OpLia IpoBencHA
Am3HOTOMISL. OCIIOKHEHFIS ITOCIICIOBOTO M TIOCIIEPOIOBOTO
TIeproIOB HaOFonaIvch y 3 (2,0%) yKeHIMH (THIOTOHYe-
CKOE€ KPOBOTEUEHHUE, YACTUIHOE TIPUKPETUICHHE TITAIICHTHI
U TIOJTHOE TTOTHOE TIPUKPETUICHNE TITATICHTH).

Y HOBOpOXIICHHBIX HanOOJIee JacTO BCTPEUANNCH
BIIP mMouenomnoBoii CHCTEMBI (THITOCTIA NS, KPUIITOP-
xu3M), BITP KOCTHO-MBIIIIEYHON CHCTEMBI (IHMCILIA3HS
Ta300eIPCHHBIX CYCTaBOB, BPOXKICHHBII BRIBUX Oe/pa),
BIIC, cuanpom ayHa (Tabm. 1).

Cpoxu npoBeeHUs NEPBOr0 Y3 CKPUHHUHTA BapbH-
posamu oT 9 o 15 Henens recraruu. OH OBLT IPOBECH
108 (71,1%) xenurmaaM. Bropoit obs3aTenbHBI Y3
CKPHHHUHT B CpoKax rectanuu 16-21 Henens ObLT Tpo-
BeneH 138 (90,8%) sxeHmmHaMm. Y3 HccienoBaHUE HE
pou3BOIIIOCH 4 (2,6%) JKeHIIMHAM, KOTOpPBIE HE CO-
CTOSUTM Ha y4YeTe M0 OEpEeMEHHOCTH.

Tabnuua 1
BINP n H3, BbIABNEeHHbIe Y HOBOPOXAEHHBLIX
BIP n H3 KOnmn4yecTBo %
1. Bnc 24 15,8
2. BMnP LUHC 12 7,9
A) AH3HUedanuns 1 0,7
B) 'maopouedanus 6 3,9
B) CnnMHHOMO3roBasi rpbhka 2 1,3
M Mukpouedanus 3 2,0
3. BINP mo4yenonoBon cucTembl 38 25
A) 'mapoHedpo3 6 3,9
B) 'mapoHedpos, HeNnonHoe yaBoeHE MOYEBOTO Ny3bIps 1 0,7
B) 'mopoHedpos, KUCTbI MOYEK 2 1,3
) Kpuntopxmam 10 6,6
) 'Mnocnagus 19 12,5
4. BIP xenyno4HO-KMLIEYHOro TpakTa 19 12,5
A) XennoxHaronanaTocxma 4 2,6
B) Xennocxma 1 0,7
B) [Manatocxus 1 0,7
D) OvadparmanbHas rpbbka 5 3,3
) ATpe3nst TOHKOIO KMLLIEYHUKA 3 2,0
E) ATpesns TOrNCToro KULWeYHUKa 1 0,7
) ATpesuns aHyca 3 2,0
3) BINP renato-6unvapHon cuctembl 1 0,7
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MpogomxeHune Tabnuubl 1

BIP n H3 KONMM4ecTBoO %
5. BIP KOCTHO-MbILWEYHOW CUCTEMbI 35 23
A) BpoxaeHHbIn BbiBMX Begpa 7 4,6
B) Iuncnnasns TazobeapeHHbIX CyCTaBOB 9 5,9
B) MonupaktTunusa 3 2,0
D] CuHpakTMnus 6 3,9
) BpoxgeHHast kKoconanocTb 5 3,3
E) [edopmaumsa no3BOHOYHMKA 3 2,0
K) lacTpowmsnc 1 0,7
3) Owmcpanouene 1 0,7
6 MBIP 6 3,9
7. Hakpuvouucrouene rnasa 2 1,3
8 BIP koxu weun (reMaHrMombl, HEBYChbI) 3 2,0
9 CuHpgpowm [layHa 13 8,6

VY 19 (12,5%) xenpH BITP o108 ObUH ycTaHoBIIe-  TUIO/A, KOTOPBIE SIBUIIMCH TIOKA3aHUEM I Y3 KOHTPOJIS B
HBI BO BpeMsI [TPOBeZIeHNs BTOporo Y3 ckpunuHra. Kpome — amnamuke. Taknm 00pasoMm, ¢ TOMOIIBIO Y3 HCClie1oBaHNs
TOT0, OBUTM BBISIBIICHBI [IPU3HAKK XPOMOCOMHOM ratonoruy  0bu10 BbisiBIeHO 40 (26,3%) mionos ¢ BIIP (tatm. 2).

Tabnuua 2
BIP, BbisiBNneHHbIe npu Y3 uccnenoBaHum

BIMP Konuuectso %
1 BInC 8 5,3
A) |Pabgomunoma neBoro xenygodka 1 0,7
B) |Tetrpaga ®anno 3 2,0
B) |dedekT mexnpencepaHon neperopogkun (AMIII) 1 0,7
N |[Tvwnonnasusa nesbix otgenos cepaua, AMII 1 0,7
0) |MonHas aTpuoBeHTpUKynsapHasa brnokaga 1 0,7
E) [KomBuHupoBaHHbin BIC (nedekT mexnpeacepoHon neperoponku, 1 0,7

€[VHCTBEHHbIN XeNnygoyvek, atpe3nsd aopTanbHOro knanaHa)

2 BMP LUHC 3 2,0
A) |mgpouedanus 2 1,3
B) |CnmMHHOMO3roBas rpbhxa 1 0,7
3 BINP mo4yenonoBou cUCTEMbI 9 5,9
A) |TmgpoHedpo3 6 3,9
Bb) |[lvapoHedpos, HenonHoe yaBOEHNE MOYEBOIO Ny3bIps 1 0,7
B) |I'vapoHedpo3, KUCTbl MOYEK 2 1,3
4 BINP xenyno4yHo-KULLEYHOro TpakTta 12 7,9
A) | XennoxHaTtonanaTocxma 2 1,3
Bb) [Xennocxus 1 0,7
B) |ATpe3unst TOHKOrO KMLEYHMKA 3 2,0
) [ATpesus TONCTOro KULWeYHnKa 1 0,7
0) |AvadparmancHas rpbixa 4 2,6
E) |[BIP renato-6unuapHom cuctembl 1 0,7
5 BIP KoCTHO-MbILLEYHOWN YUCTEMBI 4 2,6
A) | Oedopmaumsa no3BOHOYHMKA 2 1,3
Bb) [lFactpowwnsuc 1 0,7
B) [Omdanouene 1 0,7
6 MBIP 4 2,6

[MpusHaku xpomocoMHOU matonoruu miogos  MBIIP miona — coorBercTBeHHO 4-X U 5-TH) (Tab1. 3).
BBISIBIICHBI Y 65 (42,8%) xenmuu. Y 15 xxenmuH  He cMOTps Ha 3TO, HU OJHOW U3 3THX 15 )KEHIIMH He
HMMEJIOCh COYeTaHHWE HECKOJNBKHUX NMpu3HakoB (y 10-  Obuin mpoBeeHbl HHBa3HBHBIE METO/IbI TPEHATAILHOMN
TH — ABYX MPU3HAKOB, Y 3-X — TpeX, y 2-X XKCHIIUH C  JIUaTHOCTHUKH.
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Tabnuua 3
Mpu3HakM XpOMOCOMHOM NaToNorMm Nnoaa, BbiABNeHHbIe Npyu Y3 CKPUHUHIe

Ne Y3 npu3HaKky XpOMOCOMHOW NaTorniorMm nnoga KonunyectBo %
1. MHorosoane 33 50,8
2. ManoBsogue 18 27,7
3. PacluvpeHune netenb KMLeYHuKka 1 1,5
4. KWCTbI COCYAUCTLIX CNIETEHUIN FONTOBHOIO MO3ra 1 1,5
5. [acTpomeranus 4 6,2
6. Mnepnnasug niaueHTbI 8 12,3
7. 'Mnonnasna nnaueHThbl 7 10,8
8. CuHOpOM 3a0epXKn pasBuTus nnopa 11 16,9
9. ['MnepaxoreHHble BKIOYMEHWS B Xenyaodkax cepaua 2 3,1
10. TonwjuHa LWenHon cknaakm 1 1,5

[IpenatansHO HE OBLUTH YCTAHOBJICHBI CIICIYIOIINE
BIIP mioga: Kpuntopxu3m, runocnaans, BpoxKI€HHbIH
BEIBHX OeJpa, TUCIIIa3Hs Ta300eJPEHHBIX CYCTaBOB, I10-
JMUIAKTIIAS, CHHIAKTIIINS, BPOXKICHHAS KOCOJAIIOCTb,
aTpesus aHyca, Jakpuouucroueine niasza, BIIP koxu
meu. YKa3aHHbIe OPOKH SIBJISIFOTCSI COBMECTHUMBIMU C
JKU3HBIO, OOJIBIIAS FIX YaCTh IMTOIAACTCS XUPYPIHICCKOM
KOppeKIH. BpoXKaeHHBIH BBIBUX Oefpa, AMCILIA3UI0
Ta300ePEHHBIX CYyCTaBOB JOCTOBEPHO OOHAPYKHUTH
y IJI0Ja BO BpeMs OepeMEHHOCTH HEBO3MOXKHO. Y3
MUAaTHOCTHKA OCTaJbHBIX BBINICHA3BAHHBIX MOPOKOB
CJIOKHA, HO BO3MOKHA. Taroke He ObLT JHarHOCTHPOBAH
HU onvH u3 3 ciydaeB Mukporedamuu. Hecmorps Ha
HAJIMYHE TPU3HAKOB XPOMOCOMHOHN MaTOJOTHH IIIO/A
[IpU NPOBEIEHUM Y3 CKpUHHHIA, CIy4yau CHHIPOMA
JlayHa OBUTH IMarHOCTHPOBAHBI TOITBKO ITOCIIE POYKICHHS
neteid. U3 6 cmygaes MBIIP 6110 tnarHocTupoBaHo 4,
T.K. 2 )KCHIIIMHBI Ha y4eTe 110 OePeMEHHOCTH HE COCTOSITH
1 He 00cie0Barch. JKeHIMHA ¢ THarHOCTUPOBAHHBIM
TacTPOIII3ICOM Y TUIOJA OT IIPEPhIBAHIS OCPEMEHHOCTH
otkazanack. 13 24 cmydaes BIIC V3 meromom ObLI0
JUArHOCTUPOBAHO 8. BpUIH TarHOCTHPOBAHBI 2 cIIydast
rugporedanuu u3 6, 1 u3 2 ciry4aeB CIHHHOMO3TOBOU
IPbIKH, 2 U3 4 ciydaeB XeHI0rHaTONalIaToCXu3a, ciayvai
XeWI0cxu3a, 4 u3 5 cirydaeB auadparManbHON TPBIKH, 2
u3 3 cimydaeB aedopMaliu mo3BOHOYHUKA. Bee comywan
THAPOHE(PPO3a, ATPE3UH TOICTOTO M TOHKOTO KUIIICUHHKA
OBLTH JMAarHOCTHPOBAHBL.

BbIBOAbI
1. HecMotps Ha To, uTo Y3 Hcclie0oBaHuE B IUa-
THOCTHKE BPOXKIACHHOM M HACJIEICTBEHHOM MaTOJIOTHH
SIBIISIETCS. OCHOBOM MpeHaTalbHON MEAUIIMHBI, TPOLEHT
nponyueHHeIx ciydaes BIIP u H3 miona Bce eme
BEJIHK.
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2. J1yst moBeIieHns 9 PeKTUBHOCTH BhIsBIICHHS BITP
n H3 mnona HeoOX0ANMO YBEJIMUUTH IPOIEHT OXBara
CKPUHHUPYEMO Ipynmnbl Y3 UCCIEeA0BAHUEM, [TOBBIILIATH
KBaTH(HUKAIMIO Bpadeld Y3 IMarHOCTUKH, BHEAPATH
MAacCOBBII OMOXUMHYECKHI CKPUHUHT C UCTIONIb30BaHUEM
HECKOJIBKMX OMOXUMHWYECKHX MapKepoB.

3. Ilpu BBISIBIEHUH HA BTOPOM ypoBHE Y3 Hc-
CJIeZIOBaHMS JBYX W OoJiee TPU3HAKOB XPOMOCOMHOMN
MIaTOJIOTUH HANpaBiIATh OEpEeMEHHYI0 Ha MHBA3UBHYIO
MIPEHATaIbHYI0 THATHOCTHUKY.
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