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MeTa gocnigxeHHs: BABYUTU NOPIBHANbHI acneKkTu pori yNbTpa3ByKOBOro i 6ioximi4Horo
CKPWHIHIY B NpeHaTanbHill AiarHOCTULi BPOJXKEHMX Baf, PO3BUTKY i XPOMOCOMHUX aHOMa-
niv y nnopa.

Martepiann Ta meTogu. Byna cpopmoBaHa gocnigxyBaHa rpyna — 251 BaritHa. [ins Bu-
BYEHHS YMHHUKIB PU3UKY (DOPMYBaHHS, WO HaW4yacTille 3yCTpivaloTbCsi, XPOMOCOM-
HUX aHOManin y nnopa i BU3HaA4YEeHHS MOXJIMBOCTI iX MPOrHOo3yBaHHSl BariTHUX 6yno
pPO3AiNeHo Ha OCHOBHY rpyny i rpyny nopiBHAHHA. Jlo OCHOBHOI rpynu 6ynu Bigi6paHi
XIiHKM 3 fiarHOCTOBaHOIO BPOAXKEHOI aHOMani€lo y nnopa nif yac saritTHocTi abo Bif-
pa3y nicna nonorie (n = 163). Jlo rpynn NOpiBHAHHSA YBIALLNM NaLiEHTKW, AKi Manu nig
Yyac BariTHOCTi pU3UK HapOAKEHHA AUTUHU 3 BPOAKEHOIO aHOMarli€lo, ane Hapoaunu
3p0poBux Aiten (n = 88). [lo KOHTPONBHOI rPyNKN BKAIOYEHI XiHKW, AKi He Manu pu3u-
Ky HapOA KEHHS [iTel 3 BPOAXKEHOI aHOMariclo, Lo 3BEPHY/INCH 3a OGCTEXEHHAM 3a
BNlaCHUM 6axaHHsAM (n = 59).

Po3anopin nawieHTOK OCHOBHOI rpynu i rpynu NOPIiBHAAHHA Ha NiArpPynNyu NPOBOAUAN 3 ypaxy-
BaHHSAM KOHKPETHOro BapiaHTy BPOJXXEHUX Baj, PO3BUTKY. YNbTpa3ByKoBe AOCAIAKEHHSA
nposoaunu y Tpu etanu: y 10-14 tnx, 20-24, 32-34 tnx saritHocTi. Y | TpumecTpi Barit-
HOCTi flOCAiAXXEeHHS NPOBOAUIMN 3 BAKOPUCTAHHAM TpaHcabAoMiHanbLHOro i TpaHcBariHanb-
HOro AaTyuKiB, WO nNepepb6ayvano 6ioMeTpilo NNOAOBOro ANLSA, BUMIP KOMYMKO-TiIM IHOTrO
po3mipy em6pioHa.

Pe3ynbrati. YnbTpa3ByKOBi Mapkepu nocigaloTb NpoBigHe Micue B paHHil AgiarHocTuui
BPOAXXEHUX Baj PO3BUTKY i XPOMOCOMHUX aHoManii. Mig Yac npoBeaeHHs aHani3y CTpyk-
Typu ynbTpa3ByKOBUX Mapkepis B 1,9 pa3y 4acTiwle BiA3Ha4eHO NOEAHAHHA AEKiNIbKOX
MOPIiBHAHO 3 i30/1bOBAHUMU 3MiHAMM, XPOMOCOMHi aHomManii BusiBneHi y 13,3% npu isonbo-
BaHWUX YNbTPa3BYKOBMUX MapKepax i B 9,4% — Npu NnoeAHaHHi AeKinbKoX.

Hanb6inblwa nutoma Bara y CTPYKTYpi BCiX yIbTPa3BYKOBUX MapKepiB HaneXutb Bpopxe-
HUM Bapam cepus (11,7%), cepen HUX Bi3Ha4Ye€HO BUCOKUW PiBEHb XPOMOCOMHUX aHO-
maniin — 57,1% npu isonboBaHUX BPOAKeHUX Bagax i 20,7% npu NoefHaHHI ix 3 iHWuMK
yNbTpa3ByKOBUMU Mapkepamu. Bucokuit piBeHb XpoMOCOMHOI naTonorii 3acpikcoBaHo 3a
HasiBHOCTi 3aTpuMLUi po3BUTKY nnopa (66,7%) i KicTo3Hin rirpomi wui (37,5%) y noegHaHHi
3 iHWWMM yNbTPa3ByKOBUMU MapKepamu.

CneuudiyHi BiaXuneHHs Big HOPMU CMPOBaTKOBUX MapKepiB BariTHOCTI Npu pi3HUX BuAax
BPOMKEHUX Bap po3BUTKY Manun 16-71% nauieHToK, NoeaHaHi 3MiHW CMPOBATKOBUX Map-
KepiB BaritTHOCTi — y 19,2% XiHOK ocHOBHOI rpynu i B 10,0% naui€eHTOK rpynu NOpiBHAHHS.
BucHoBku. OTpuMaHi pe3ynbTaT Heo6XigHO BpaxoByBaTu Npu po3po6uLi anroputMmy npo-
FHOCTUYHUX 3aXOAiB Y XKiHOK 3 chakTopamu puU3nKy.

Knro4oBi cnoBa: npeHatasnbHa fgiarHoctTuka, exorpacgisi, 6ioXiMidHU CKPUHIHT, onTumi3aLis.
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BOCTaHHi OecATUNITTA B YCbOMY CBITi BiA3HAY€HO TEHAEHLt0 O HEYXMITbHOMO 3pOCTaH-
HS1 MOLLMPEHOCTI CNagKkoBMX XBOPOO i BPOIXKEHUX aHoManin (BA) cepen HaceneHHs.
3a paHumun BOO3, cnapkosi xBopobu i BpoaxeHi Baan po3sutky (BBP) peectpytoTbes
y 5-5,5% HOBOHapogXeHux, 3okpema Ha BBP gosogutbea 2—3%. BogHoyac 1,5% 3 Hux
06YMOBJIEHI Oi€t0 HECNPUATIMBUX EK30MEHHMX YNHHUKIB — Mif 4ac BariTHOCTi OCTaHHi Ma-
10Tb MEPEBaXHO reHeTnYHy npupogy [1-3].

3 MeaunKo-opraHisauiiHoT TO4KM 30py BUpiLlanbHa posb Y KOMIIEKCE 3axomiB LWoao
npoiNakTKM i NoNepep)KeHHs CnagKoBoi i BPOLKEHOT NaToNorii HaNeXuTb npeHaTasnb-
Hin giarHocTuui (MQ), Wo 0o3Bonse 3anobirTm HAPOLXKEHHIO AITEN 3 BXKKMMU HEKOPUIO-
BaHUMW BagaMu po3BUTKY, i3 coLiaribHO 3HAYYLLMMM | CMEPTENbHUMW FEHHUMMU | XPOMO-
COMHUMW XBOpO6amu [4—6].

BaraTto aBTOpiB BBaXalTb, LLO OOHUM 3 HanbifbLL pauioHanbHUX i NePCNeKTUBHMX
HaNpSMKIB, LLIO CNPUAOTb 3HMXKEHHIO BIPOMiAHOCTI PO3BUTKY 3aXBOPIOBAHHS, € MOro npo-
rHO3YBaHHs, AKe [O3BOSISE BU3HAYNTY HAWBINbLL pauioHanbHy TakTUKY BEOEHHS nauieHT-
KW, BpaxyBaTu i BUKOPUCTOBYBATW BCi MOXIIMBI NPOdinakTUYHi i NikyBanbHi 3axogu [7-9].

He ouBnsyYncb Ha [OCBIA, HAKOMMYEHW eskuMu gocnigHukamu [10—-12], moxnu-
BOCTi NMOPIBHASBHOT OLIHKX POri yNbTPasBykoBOro i 6ioxiMiHHOro CKpuHiHry B M BBP i
XPOMOCOMHUX aHomanisx (XA) y nnoga BMBYEHi He MOBHICTIO, LLO CBIAYMTb NPO aKTyasb-
HICTb BUOPAHOro HAyKOBOIO HamNpsiMKYy.

MeTa pocnif)XeHHs: BMBYATY NOPIBHANBHI acnekTn poni ynbTpasByKoBOro i 6ioxi-
MIYHOrO CKPVHIHIY B MpeHaTanbHii giarHoCcTuL BPOOXXEHUX Baf PO3BUTKY i XPOMOCOM-
HUX aHoMarnin y nnoga.

MATEPIAJIN TA METOOU

[nqa BupilleHHs nocTasneHoi MeTu 6yna copmoBaHa JochifxysaHa rpyna, B siky
BK/It04EeHO 251 BariTHy. [N BUBYEHHSA YMHHUKIB pU3nKy doopmysaHHsA BBP, wo Hanyac-
Tilwe 3ycTpivatoTbes, XA y nnoaa i BUSHa4EHHA MOXIIMBOCTI IX MPOrHO3yBaHHs BaritTHUX
6yn0 po3nopfifieHo Ha OCHOBHY rpyny i rpyny NOPIiBHAHHS.

[0 OCHOBHOI rpynu yBIALLINW XIHKK, BigibpaHi 3riqHoO 3 KpUTEPIAMU BKITIOHEHHS — fia-
rHoctoBaHi BA y nnoga nig vac BaritHocTi a6o Bigpaay nicnsa nonoris (n=163).

o rpynu NOpiBHAHHA BKIIKOYEHI NaLEHTKW, SKi Manu nig 4ac BaritTHOCTi pU3MK Ha-
POIXKEHHS AnTUHM 3 BA, ane Hapoawnu 30opoBux giten (n=88).

KoHTposbHa rpyna 6yna cpopmoBaHa i3 XiHOK, fKi He Manun pu3nKy HapoOKeHHS gi-
Ten 3 BA, WO 3BepHyn1cs 3a 06CTEXEHHSAM 3a BacHUM 6axaHHAM (n=59).

Po3anogin nauieHToK OCHOBHOI rpynu i rpynuy NOPIBHAHHA Ha Migrpyny npoBoaunu 3
ypaxyBaHHsM KOHKpeTHOro BapiaHTy BBP a6o BA.

YneTpassykoBe gocnimxkeHHs (Y3[) npoBoamnu y Tpu eTanu:

-y 10-14 1Tnx,

-y 20-24 Tnx,

-y 32-34 T BariTHOCTiI.

VY | TpumMecTpi BariTHOCTI AOCHIIXEHHA MPOBOAWIN 3 BUKOPUCTaHHAM TpaHcabno-
MiHafNIbHOro i TpaHcBariHanbHOro AaTyuKiB, WO nepegdayano 6ioMeTpio MIogoBoro
AALSA, BUMIP KOMYMKO-TiM siHOro po3mipy (KTP) em6pioHa. BuB4yeHHs1 aHaTomii emb6pioHa
11 OLiHIOBaHHS eKCTpaaMHiasnibHMX YyTBOPEHb NPOBOAMNM BiANOBIAHO Ao npotokony Y3
pocnipmxeHHa ans | Tpumectpa BaritHocTi. OCHOBHa MeTa JOChigKeHb Ha LboMy eTani
nonsirana y BUsIBMEHHI ynbTpa3BykoBux mapkepis (Y3M) xpoMocoMHoi natonorii i rpy-
6ux BBP (nokasaHb ans iHBa3MBHOI NpeHaTanbHOi AiarHOCTMKKM), a TakoX AdiarHoCTuui
aKyLUepCbKOol NaTonorii.
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Y Ililll TpumecTpax BariTHOCTI BU3HAYaNM KiflbKIiCTb M04iB, iX NONOXEHHS | nepeane-
XKaHHS, NPOBOANN PO3LUMPEHY heTOMETPI0, NnaueHTorpadito, BUMIP KiflbKOCTi HaBKO-
NOMNigHNX BOf, @ TaKOX AeTalibHe BMBYEHHSA aHaToOMIl nnoga BignosigHO 4O NPOTOKONY
pocnigmxenHsa ana ll-lll tpumecTtpa BaritTHocTi. ExorpacpiyHe gocnigXeHHs Ha Lbomy eTani
[O3BONSANM YTOYHUTK XapakTep BBP, BuaButY i gudpepeHuitoatn Y3M XpOMOCOMHOI
nartonorii nnofa i BUSHa4YMTM HasABHICTb NOKa3aHb AN NPOBeAEeHHs BariTHUM iHBa3MBHMX
npouegyp 3 METOI BUKIIOYEHHS1 ab0 NiATBEPAKEHHS XPOMOCOMHOI natonorii nnoga.

Cepep LUMPOKOro CrekTpa CMpoBaTKOBUX MapkepiB BaritHocTi (CMB) mu Bigganm
nepesary BM3Ha4eHHIo anba-cetonpoTteiHy (ADIT); acouiioBaHOMY 3 BariTHICTIO NPO-
TeiHy A (PAPP) i xopioHiYHOMY roHagoTponiHy ntoguHun (XITT), piBeHb SKUX BU3HaYanm
LLUAXOM iMyHOhepMeHTHOro aHanisy (IPA) 3a 3aranbHONPUAHATUMU METOAMKAMM.

B ocHoBHIl rpyni Ha 6ioximi4Hi Mapkepu BariTHOCTi 6yno o6cTexeHo 39 (26,5%) na-
LiEHTOK, y rpyni NOpiBHAHHA — 35 (42,2%) XIHOK, y KOHTpOnbHI rpyni — 52 (91,6%) na-
uieHTkn. PAPP Bu3Hadanu y 88 Bunagkax, A®IN —y 92 i X1 —y 96 cnocTepexxeHHsX.

PE3YJIbTATU OOCJIIAXEHHA TATX O6FrOBOPEHHSA

[ns BU3Ha4YeHHsA edpeKTUBHOCTI Y3 CKPUHIHTY BigHOCHO BusiBNeHHs BBP i XA Ha go-
nonorosomy etani 6ynun npoaHanizoBaHi pe3ynstatv Y3 nauieHTok nig Yac BariTHOCTI.

Cepef BpoOXeHNX Baf, pO3BUTKY Miofa, BUSIBNEHWX B OCHOBHIN rpyni, nepeBaxaroTb
BBP HepBoBoi cuctemn (HC) (23,1%), Ha OpyroMy MicLi — MHOXWHHI BPOZKEHI Bagm
po3suTtKy (MBBP) (20,7%), Ha TpeTbomy — BBP cuctemun kposoobiry (CK) (20,4%). Y
cknagi MBBP Bepy4umun € BBP CK, BBP HC i kicTkoBo-M'si30B0i cuctemu (KMC).

V rpyni XIiHOK, L0 HapoaMnK LiTeN i3 BpomKeHMM aHomaniamm (n=163), y | Tpume-
cTpi BariTHocTi Y3/ 6yno BiACyTHE y NONoBUHKM nauieHTok (50,3%). Y 33,4% npu o6CTe-
XKEHHi naTonorii He BMABMNEHO, B OCTaHHiX Bunagkax (16,3%) BusBNeHi BpoOKeHi Baaun
po3BUTKY a6o Y3M XxpoMOCOMHOI naTonorii y nnoga.

VY 12,3% nauieHToK BusiBfeHi izonboBaHi BBP a6o Y3M XA, y 4,9% Bunagkax 3MiH1
6ynun noegHaHMMK. Y CTPYKTYpPi BPOAXKEHMX Ba PO3BUTKY Han4acTile Busasnanmca BBP
HC (36,7%), BBP LUKT (36,7%) i BBP ce4octarteBoi cuctemn (13,3%). XpomocomHa
naTonorisa BusiBfeHa npu LpoMy y 16,7% Bunapgkis, HambinbLLy KinbkicTe XA (75,3%)
BiJ3HA4YeHO Y MnodiB 3 KiCTO3HOK FrpoOMOIO LUMI i HEIMYHHOIO BOASHKOK. Y CTPYKTYpI
XPOMOCOMHOI NaTonorii HarnbinbLly NMTOMY Bary 3anmanu cuHgpom Egeapaca (37,5%),
cuHppoMm LLepeluescbkoro-TepHepa (25,0%), no 12,5% — cungpom JayHa i kapiotunu —
47 XY+mar, 47 XX+C.

Y rpyni nopiHaHHA (N=88) Y3M xpomocomHoi naTtonorii nnoga suseneHi y 4,8%, y
54,8% BariTH1x natonorii npy Y3 He BUABNeHo, Y 40,4% 06CTEXEHHS He NPOBOANIIOCS.

Y rpyni koHTponto (n=59) o6¢cTexeHi Ha Y3L y | TpumecTpi BaritHoCTi 92,4% nauieH-
TOK, NaTonorii Npy 06CTEXEHHI HE BUSABIEHO.

Y Il'i lll TpumecTpax BaritHocTi Y3 BUKOHaHE B OCHOBHIW rpyni y 77,9% Bunagkax.
KicTo3Ha rirpoma wni y noegHaHHi 3 iHwmmMn Y3M Busisnena y 4,9% sunagkax, y 37,5%
3 Hux BuseneHi XA, B 1,2% Bunagkax BuseneHo cuHgpom Llepeluescbkoro-TepHepa i
CTPYKTYPHi 3MiHX XpOMOCOM, Npu LibOMY KiCTO3Ha rirpoma noegHysanacs B 1,2% nnopgis
3 HEiMYHHOI BOASIHKOIO (NMpy MOHOCOMii X i 3 6araToBoansm).

3MiHn dhopmum vepena nnoga (6paxiuedanis i gonixouedanis), Sk NoegHaHi 03HaKu,
3acpikcoBaHi B 1,8% i 1,2% Bunagkax BignoeigHo, 6paxiledanis Bia3HavyeHa 9K OOUH 3
Y3M npu cungpomi EagBappca, kapioTvn y BCiX OCTaHHiIX BUnagkax 6yB HopMasibHUM.

Mikpouedanisa 3adikcoBaHa sk i3oniboBaHa 03Haka B 0,6% BUNaAKy, y NOEAHaHHI 3
iHLWMK Mapkepamy — B 1,8%, 3MiH kapioTuny nnoaa He BUSIBMEHO.
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HactynHa rpyna Y3M xpoMOCOMHMX aHoManiv — ue BpodykeHi Bagu cepus (BBC). Ak
izonsoBaHa o3Haka BBC 3ycTpivanuca y 4 (2,5%) nnogis, y 2 (50,0%) i3 HAX BUABNEHI
XpOMOCOMHI aHomanii. B ogHoMy Bunagky — ue cuHopom [layHa, B iHLLOMY — CUHLOPOM
EnBappca. Y noegHaHHi 3 iHwWmmn mapkepammn BBC 3adiikcosaHo y 15 (9,2%) Bunagkax,
y 3 (20,0%) 3 skux Big3HadeHi XA.

CnekTp umx XA npeactasneHnin Takum YMHOM: cuHapom [ayHa (1) y noegHaHHi 3 ri-
nonnasieto nerexis; cuHapom lMaray (1) y noegHaHHi i3 cepeaMHHUM po3LLensieHHsM 06-
nn4ys, rinonnagieto Yeps’ska Mo304Ka, omdpanouene; cuHapom Easapaca (1) y noegHaHHi
3 Mikpouedanieto, cuHaakTunieto i manosopaam. Y 2 (13,3%) i3 15 Bunagkis 6ynm Buse-
NEeHi CTPYKTYPHi 3MiHM XPOMOCOM, §IKi MOEAHYBaNMCS i3 36iNbLUEHHSAM LUMIAHOT CKNagKn Ta
atpesieto 12-nanoi KUK, NinepexoreHHi hoKycu B LLUAYHOYKAX cepus 3ycTpidanmcs sk
noegHaHi Y3M y 2 (13,3%) sunapgkax, akapgisa — B 1 (6,7%) Bunagky y BUrnsgi isonbosa-
HOro Mapkepa y nnofa i3 ABiNHAT, NaToNorii XpOMOCOM MpW LibOMY HE BUSIBIIEHO.

Mig yac npoBeneHHs aHanisy cTpyktypn Y3M B 1,9 pasa vacrTiwe cnocrepirany no-
€dHaHHA gekinbkox Y3M nopiBHSAHO 3 i30/1bOBaHMMM 3MiHAMW, XPOMOCOMHI aHoMarnii Bu-
sBneHi B 13,3% npu izonboBaHnx Y3M i B 9,4% npwv noegHaHHi fekinbka Y3M. HanbinbLia
nutoma Bara y cTpyktypi Bcix Y3M Hanexuts BBC (11,7%), cepeq HUX Big3Ha4eHO BUCO-
KU piBeHb XPOMOCOMHUX aHomanin (57,1%) npu isonsoeanmx BBC i 20,7% — npu noep-
HaHHi ix 3 iHwmMn Y3M. Tigpouedanin 3adikcoBaHo y 8,5%, NpoTe XpoOMOCOMHa NaTosio-
rif Npy LboMY He BusBIeHa. Taki MapKepw, K KiICTU CYANHHKX CrieTeHb, AiadparmarnbHa
rpuxa, 6aratoBofas, rinonsasis HOCOBOI KiCTKM i30NbOBAHO 3yCTPiYanncs B NOOANHOKMX
Bunagkax, npote y 100% npu LbOMy BUSIBIEHI XPOMOCOMHI aHomanii. Atpegia 12-nanoi
KVULLIKW, KULLKOBA HENpoXigHIiCTb, KiCTO3HO-afeHoMaTo3Hi BBP nereHiB noegHysanucs 3
XPOMOCOMHMMM aHomanismu y 50% Bunapkie. BUCOKWIA piBEHb XPOMOCOMHOI NaTonorii
Bia3HadeHo npu 3P (66,7%) i KiCTO3Hil rirpomi wni (37,5%) y noegHaHHi 3 iHwummn Y3M.

AHanisytoun AaHi 4OCAIOXEeHHS Ha cupoBaTkoBi Mapkepu BariTHux (CMB) B OCHOBHI
rpyni i rpyni NOPIBHAHHA MOXHa 3pOOUTN BUCHOBOK, LLO 3HMXeHHs PAPP dikcyBanu B
OBOX rpynax npubnmnaHo 3 ofHakoBow YactoTor (30,8% i 34,3% signosigHo; p > 0,01),
niABULLIEHHA AaHOro 6ioxiMiYHOro Mapkepa y ABa pasun YacTille HaronoLyBsanocs y rpyni
nopiBHaAHHA (10,3% i 20,0%).

3HWMxXeHHs ADI cnocTepiranocs B 6,4% B OCHOBHIN rpyni, 12,5% — y rpyni NnopiBHsAH-
Hs (p > 0,01), NigBULLEHHS LIbOro Mapkepa HaronoLLyBanocs B OCHOBHIN rpyni B 32,3% i B
18,8% Yy rpyni nopiBHsAHHS (p > 0,01). 3miHn X1y 6ik 3HMXEHHS 6yno BusBneHo B 20,0%
B OCHOBHII rpyni i B 12,9% B rpyni nopieHsAHHS (p > 0,01), y 6ik nigguLeHHs B 46,7% i B
51,6% BignosigHo (p > 0,01). OTxe, 3MiHN CMPOBATKOBMX MapKepiB BUSABMSNNCSA B ABOX
rpynax npuénn3Ho 3 04HaKOBOK YacTOTOH.

3 MeTOo0 BM3HAYEeHHS [iarHOCTUYHOI 3HaYyLLoCTi nokasHukis CMB 6ynu BU3HaYeHi
iX YyTNMBICTb, CNeLnMI4HICTb, NPOrHOCTUYHA LiHHICTb No3uTnBHOro peaynetaty (ML) i
NPOrHOCTMYHA UiHHICTb HeraTtmeHoro pesynbtaTy (MUH) ona BA 3aranom, a Takox gns
okpemunx rpyn BBP i XA.

Y pesynbTtati NpoBeAeHOro aHanisy BCTaHoBMeHo, wo CMB npu BA matoTb BigHOCHO
HEBUCOKY YYyTNMBICTb | BUCOKY cneumdivHicTb. YyTtnmeicte CMB npu BA konvBanacsk Big
0,07 po 0,38, Npv LULOMY HaMBINbLLLIOK YYyTNUBICTIO BONOAINO 3HMXeHHs PAPP (0,38), a
HaMeHLLIOK — 3HWXeHHA ADIT (0,07). AHani3ytoun oTpumaHi aHi, MoXHa 3pobuTu BU-
CHOBOK, Lo CMB BonogitoTb BUCOKOI cneumdivnicTio (Big 0,44 po 0,91), Hanbinbia
cneunidHiCTb BCTaHOBMNEeHa ans nigsuweHHs ADI (0,91), a Takox ansa 3HuxeHHs X1
i ADIT (0,88 i 0,81 BignoBigHO), HaiMeHLa cneumdidHICTb XapakTepHa ons NigBULLLEHHS
XTI (0,44).
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[MporHoCcTUYHa LiHHICTb HeraTMBHOMO pe3ynbTaTy BU3Ha4YeHa sk BifHOCHO cTabinbHa,
BeNM4YMHa npakTny4Ho ans scix CMB (Big 0,5 po 0,59), Hanbinblua — ans 3HmxeHHs PAPP
i HaiMeHLWwa — gng NigBMLEeHHS | 3HXKeHHA ADT. MporHocTnyHa LiHHICTb NO3UTUBHOIO
pes3ynbraTy 6yna HambinbLl BUCOKOK npu nigsuleHHi ADI (0,76) i HaMMeHLLIo — npu
3HMXeHHI usoro CMB (0,25).

Y nigrpyni BariTHMX i3 MHOXWUHHUMW BPOXXeHUMK Bagamu po3suTky (MBBP) peaynb-
TaTu 6iOXiMIYHOrO CKPUHIHTY 6YNn HACTYNHUMMU:

* PAPP ctaHoBwuB Big 0,1 go 3,2 MOM (y cepegHbomy — 0,9 MOM);

* ADI - Big 0,65 go 5,1 MOM (y cepegHbomy — 2,1 MOM);

e X' - Big 0,3 go 3,1 MOM (y cepegHbomy — 1,5 MOM).

Y nonoBuHM naujeHTok i3 MBBP (50,0%) Big3HadyeHo 3miHn PAPP meHwe 0,5 MOM,
36inbLeHHs gaHoro CMB 6inbie 2 MOM -y 17,2% Bunagkie. B octaHHix 33,4% 3HaueH-
Ha PAPP Bignosigano HopmanbHOMY piBHIO. Y Ui nigrpyni nauieHToK 36inblueHHA Al
6inbwe 2 MOM Haronowysanocs y 50,0% Bunagkie, B iHLLOI NONOBUHKU navieHToK ADI]
6yB HopManbHUM. 3MiHn XIT1 meHwe 0,5 MOM Haronowysanucsa y 14,1% 06CTeXeHNnx
nauieHToK, y TpeTuHn BaritHux (33,3%) — X1 6ys Buwmit 2 MOM, HopMarnbHWI piBEHb
naHoro CMB Big3Ha4veHo y 50,0% Bunagkis.

MokasHunku PAPP y nigrpyni nawieHTok i3 xpoMocomHoto natonorieto (XIM) y nnopa amiHio-
Banmcs y mexax Big 0,28 go 1,0 MOM (y cepegHbomy — 0,4 MOM); piseHb ADI — Big 0,4 go
1,1 MOM (y cepenHbomy — 1,1 MOM); X' —Big 0,22 fo 3,1 MOM (y cepegHbomy — 0,9 MOM).

VY uin nigrpyni peectpyBanu HacTynHi BigxuneHHss CMB Big HOpMaTVBHOI0 3Ha4€eHHS:
piBeHb PAPP meHwe 0,5 MOM HaronowlyBascst B nonoBuHu BaritHux (50,0%), 36inb-
LLeHHs 6inblue 2 MOM He BigmiveHe, 50,0% ob6cTexeHnx manu 3HadeHHs PAPP, Bigno-
BigHe HopmanbHoMmy. PiseHb ADIT meHLwe 0,5 MOM Haronollysascs y 4BepTi NauieHToK
(25,0%), 6inbwe 2 MOM — Takox y 25,0%, TO6TO HopMmasbHi 3Ha4eHHs ADIT 6ynu y
50,0% o6cTexeHux BariTHux. 3HadeHHsa X[ 6ynu HacTynHumu: y 43,3% 6yno 3HUKEeHHS
piBHst naHoro CMB meHLwe 0,5 MOM, nigsuiLieHHs 6inbwe 2 MOM Big3HaveHo y 29,1%,
B OCTaHHiX NaLieHTOK (28,4%) 3Ha4eHHs XIT1 Bignosiganu Hopmi.

Y xofi aHani3y cupoBaTkoBux Mapkepis npw piaHnx BBP y nnoga 6yno BctaHoBNEHO,
Lo npuv Bagax po3euTKy HC HaronoluyBanacs xapaktepHa 3aMmiHa ADI y 6ik 36inbLUEHHS
(y cepegHbomy — 2,6 MOM), npu upomy y nigrpyni 3 BioKpUTUMK gedekTamm HEPBOBOI
Tpy6ku cepeHin piseHb ADI ctaHoBuB 2,8 MOM. 36inbLieHHs ADI 6inbwe 2 MOM Ha-
ronowysanocs y 50,0% BMNagKis, Npu LbOMY Y NOMOBUHN 3 HUX piBeHb ADI 6yB BULLIMI
4,7 MOM. BinbLu HixX y nonosuHM nauieHTok 3 BBP HC (58,2%) Big3HayeHi BigXuneHHs
PAPP Big Hopmu. 3miHn XIJ1 Haronotuysanucs y 23,3% 06CTeXeHMX NaLieHToK.

V nigrpyni BaritHux 3 BBP CI1y pe3ynstati 6i0XiMiHHOrO CKPUHIHMY Big3Ha4eHi 3MiHn
ADI1 (cepepHe 3HadeHHs — 2,4 MOM), XIJ1y cepepgHbomy — 2,1 MOM, oco65nvBo npu
BIOKPUTUX AedbeKTax nepedHboi YepeBHOI CTIHKM (racTpoLumanc, omdanouene), npu4o-
My ADI 6inbwe 2 MOM Big3HadeHo y 50,0% nauieHTok. PiseHb PAPP 6yB 3MiHEHW Y
50,0% BariTHux, XIJ1 BigpisHascs Big HopMu y 45,5% Bunagkis.

[nsa nauieHTok i3 BBP cevyoctaTeBoi cucteMu HanbinbLL XapakTepHUMU CTanm 3MiHn
X (54,4%) i PAPP (40,2%). 36inbLueHHs i 3meHLweHHa ADI Big HOpMaTUBHMX 3Ha4Y€Hb
Haronotuysanocs y 16% sunagkis.

Y nigrpyni BaritHux i3 BBP KMC BusBnenuin sucokui piseHb ADI — y cepegHbomMy
3,1 MOM. 3miHeHuit PAPP y i rpyni HaronowysaBecs y 71,1% Bunagkis, y 30,4% XiHOK
6yB 3MiHeHWn ADI i XIT1.

Haw6inbLwi 3miHn cepen CMB y rpyni BaritHux i3 MBBP Big3HadeHo B ADI1 (cepeg-
He 3Ha4veHHs — 2,1 MOM), 36inbeHHs ADI 6inbwe 2 MOM Haronowysanocs y 50,0%

iaTa TONOFifA: BiJi HAYKOBMX JOCNIIKEHb 0 NpakTukn | Peri y and rep gy: from research to practice

Ne3-2 Vol. 4 2024 25
ISSN 2788-6190



AKVIUEPCTBO

BUNagkie. Y 67,7% nauieHTok Big3HadeHi BigxuneHHs PAPP. 3wmiHn X1 manu 47,3%
06CTEXEHUX MALEHTOK.

XapakTepHumu B rpyni nauieHTok i3 XNy nnopa 6ynun amiHn PAPP (y cepegHbomy —
0,4 MOM), piBeHb PAPP meHLwe 0,5 MOM HaronowuysaBecs y nofioBuHW BaritHux (50,0%),
y NOMOBUHM 06CTEXEHMX OYB 3MiHEHWN | piBeHb ADIT. 3HayveHHs X1 miHanucsa y 71,3%,
npu4omy yacTie (43,3%) 6yno 3HuxKeHHs piBHsa gaHoro CMB meHwe 0,5 MOM.

IMig yac aHani3y AiarHOCTUYHOT LLIHHOCTI MOKa3HUKIB, LLIO BUBYAKOTLCS, MOXHA 3po6u-
TV BUCHOBOK, LLIO HarbinbLuo vyTnmeicTio i3 CMB Bonogie nigsuiieHHs ADI npy BBP
HC (0,83), 3HmxeHHss PAPP npu MBBP (0,75), 3HuxeHHa PAPP npu BBP KMC (0,67),
3HWXKeHHS i nigeuweHHs X1 npy XA (0,67). Y xogi aHanizy 3miH CMB BcTaHoBneHa ix
BMCOKa cneumndivHicTb NpakTnyHo aAns Beix Buais BA (Big 0,53 ons 3HmxeHHa PAPP npu
6inbwocTi BA go 0,95 ansa nigsuwenHa X1 npu BBP CI1). BctaHoBneHo HM3bkKy MNLIH
pesynbraTie CMB, Hanbinbwa MNLIM pesynstaty BigsHadeHa gns nigsuweHHs ADM npu
BBP HC (0,55).

BUCHOBKMU

Peaynbtatm npoBefeHnX [OCAIOXEHb CBig4aTth, LUO YNbTPA3BYKOBI Mapkepwu
(Y3M) nocigatoTb NpoBigHe MiCLie y paHHii AiarHOCTULi BPOAXKEHUX Bafd PO3BUTKY i
XPOMOCOMHMX aHomani. MNpu npoBedeHHi aHanidy cTpyktypn Y3M B 1,9 pasa vac-
Tile BiA3HA4YeHO NOEAHAHHA AEKiNbKOX MOPIBHAHO 3 i30/1IbOBAHUMM 3MiHAMW, XPOMO-
COMHi aHomanii BusaBneHi B 13,3% npu isonboBaHnx Y3M i B 9,4% — npu noegHaHHi
[eKiNbKOX.

Hanbinbwa nutoma Bara y cTpykTypi Bcix Y3M HanexuTb BPOLKEHMM Bafjam cepus
(11,7%), cepel HUX CNOCTepiraeTbCs BUCOKUI piBEHb XPOMOCOMHUX aHomanin (57,1%)
npw i30N1bOBaHNX BpOomKeHMx Badax i 20,7% — nNpu noegHaHHi ix 3 iHwmmm Y3M. Buco-
KW piBEHb XPOMOCOMHOI MaTosnorii Big3Ha4eHo nNpu 3aTpumLi po3BuTKy nnoga (66,7%) i
KiCTO3HIN rirpoMi wui (37,5%) y noegHaHHi 3 iHwmmMn Y3M.

CneuudiyHi BioX1neHHs Bif, HOPMM CUPOBATKOBUX MapKepiB BariTHOCTI NpU Pi3HUX
BUOAx BPOMKEHUX Baf pPO3BUTKY 6ynu y 16—71% nauieHToK, NoefHaHi 3MiHKM cupoBaT-
KOBWX MapKepiB BariTHOCTi BigdHa4eHi y 19,2% B OCHOBHI rpyni naujeHToK i B 10,0% —y
rpyni NOPIBHSHHS.

OTpuMaHi pe3ynstaTv HEOOXiAHO BPaxoByBaTW Npu PO3pobLi anroputMmy MporHoc-
TUYHMX 3ax0fiB Y XIHOK 3 hakTopamu pUsMKy.

Optimization of prenatal diagnostics is with the use of echography
and biochemical screening
O. M. Susidko

The objective: to learn the comparative aspects of role of ultrasonic and biochemical screening in
prenatal diagnostics of congenital malformations and chromosomal anomalies in fetus.
Materials and methods. The investigated group — 251 pregnant was formed. For the study
of factors of risk of forming more frequent all, that meet, and chromosomal anomalies in fetus
and determination of possibility of their prognostication of pregnant parted on a basic group and
group of comparison. A basic group was made by women, selected in obedience to the criteria of
including: diagnosed congenital malformations in fetus during pregnancy or at once after births
(n = 163). The group of comparison was made by patients which had during pregnancy a risk of
birth of child with an congenital anomaly, but gave healthy children (n = 88). A control group was
formed from women, which did not have a risk of birth of children with an congenital anomaly,
which appealed after the inspection of own free will (n = 59).
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Distributing of patients of basic group and comparison on sub-groups was conducted
taking into account the concrete variant of congenital malformations. Ultrasonic research
was conducted by three-stage in 10-14 weeks, 20-24, 32-34 weeks pregnancy. In the first
trimester of pregnancy researches conducted with the use of transabdominal and transvaginal
sensors and foresaw biometrics of fertile egg, measuring coccygeal-parietal to the size of
embryo.

Results. Ultrasonic markers occupy a leading place in early diagnostics of congenital
malformations and chromosomal anomalies. During analysis of structure of ultrasonic markers
at 1,9 time combination is more frequent marked a few as compared to the isolated changes,
chromosomal anomalies found out in 13,3% at the isolated ultrasonic markers and in 9,4% at
combination a few.

Most specific gravity in the structure of all ultrasonic markers belongs to the congenital heart-
diseases (11,7%), among them the high level of chromosomal anomalies is marked — 57,1% at
the isolated congenital malformations and 20,7% at combination of them with other ultrasonic
markers. The high level of chromosomal pathology is marked at the delay of development of
fetus (66,7%) and cystic hygroma of the neck (37,5%) in combination with other ultrasonic
markers.

Specific deviations from the norm of serum markers of pregnancy at the different types of congenital
malformations had 16-71% patients, the combined changes of serum markers of pregnancy are
marked in 19,2% in the basic group of patients and in 10,0% - in the group of comparison.
Conclusions. The got results must be taken into account at development of algorithm of
prognostic measures for women with the factors of risk.

Keywords: prenatal diagnostics, echography, biochemical screening, optimization.
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