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JucepraiiiiHe  JOCHIIKEHHS  MPUCBSYEHE  aKTyaJbHUM MpoOiieMam
IpeHaTaJIbHOI J1arHOCTUKH BpPODKEHHX BajJ po3BUTKY (BBP) 1 xpomocomumx
3aXBOpPIOBaHb, fKI pOOJSATH BAaroMMil BHECOK Y CTPYKTypy 3arajbHoi
3aXBOPIOBAHOCTI, CMEPTHOCTI HEMOBJSAT Ta AUTAYOI 1HBAIITHOCTI. 3a JaHUMHU
BOO3, uacrora HapomxkeHHs mgiteii 3 BBP cranoButh 4-6 % Big 3arajibHOI
KUJIBKOCT1 HOBOHapokeHuX. B Ykpaini nommpenicts BBP 3anumiaersces cradiibHO
BHUCOKOI0, cTaHOBUTH 23,5:1000 HEMOBIIAT, HAPOHKEHUX KUBUMH 1 HE 3HUXKYETHCH.
[{i cratuctuyHl gaHi MOpsiA 13 JAeMorpadiuHO0 KPU30K0 B KpaiHi 1 CTPIMKUM
3HMJKEHHSIM PIBHS HApOJKYBAaHOCTI BKa3ylOTh Ha HEOOXIJHICTh MOKpAIEHHS
cucTteMH TpodiIaKTUKHA BPOKEHOT TaTosIorii. 3BaXkarouw, 1o 011 95% Bumaakis
BaJl PO3BUTKY BHHHUKAIOTH SK MyTaIlisi 0 NOVO, HalHOUIbII e(pEKTUBHUM ITiIXO0I0M
Ha CBHOTOJIHI € KOMIUIEKCHA TMpeHaTajbHa JIIarHOCTHKA, $5IKa OXOIUIIOE BCHO
MOMYJISILIF0 BAariTHUX JKIHOK IIJISXOM TIOEJHAHHS MAaCOBHUX CKPUHIHTOBHX 1
CHelaTi30BaHuX [1arHOCTMYHUX OOCTEeXKEHb Yy C(HOPMOBAHIM TPyl BHCOKOTO
T€HETUYHOT'O PU3UKY.

Meroto amcepralliifiHoi poOOTH € po3poOKa ONTHMI30BAHOTO AJITOPUTMY
MpeHaTaIbHUX YIbTPA3BYKOBUX 1 TCHETUYHUX JOCIIIKEHb Y TUIOIIB 13 PO3IIUPEHUM
KOMIPILIEBUM IMPOCTOPOM sl yIOCKOHAJIEHHSI PAHHBOI JOIMOJIOTOBOI J1arHOCTHUKHU

BPOJ/IPKEHUX BaJ PO3BUTKY 1 XpPOMOCOMHOT MTATOJIOT 1.
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JIisi BUKOHAHHS METH JOCHIKEHHS Oysio OOYMCICHO perioHaJIbHI
HOpPMAaTHBHI 3HAYCHHS OCHOBHUX OloMeTpuuHuX mapametpiB 1oz y II-1lI
TpUMECTpax BariTHOCTI 1 B poOOTI MPOBEACHO MOPIBHSAHHS iX 13 MDKHAPOIHUMHU
3arajJbHOBKMBAHUMU; OIIHEHO JIarHOCTHYHI MOKJIMBOCTI TpeHaTaibHOTO Y3]]
3aJICKHO BiJI TEpMiHY 0O0CTeKeHHs 1 Ho3osoriyaux ¢hopm BBP Ha BuOipii BariTHUX
JIpBiBCHKOI 001acTi 32 5S-piuHUM NIEpioj; BUBYEHO CIIEKTP XPOMOCOMHHUX aHOMAii
IIPU PaHHIX 3aBMEPJIMX BariTHOCTSAX 3aJICKHO BIJl MeCTAlIfHOTO TEPMIHY 1 BIKY
Matepi; JOCIIKEHO MOIIUPEHICTh BPOKEHOI MATOJIOTIl y IJIOAIB 13 TOTOBIIICHUM
KOMIpPLEBUM MPOCTOPOM Yy | TpumecTpi y BariTHUX rpylyd BHCOKOTO I'€HETUYHOTO
pU3HKY; TPOAHANI30BaHO  HO30JIOTIK0 BaJl PO3BUTKY XPOMOCOMHOI  Ta
HEXPOMOCOMHOI €TIOJNOrli Yy TUIOAIB 31 30UIBIICHOK TOBIIMHOI KOMIpPIIEBOTO
IPOCTOPY; OOTPYHTOBAHO OMTHUMI30BaHUI AJITOPUTM TMPEHATAIBHOI JIarHOCTHKHU
JUIS1 HAOPSAKIIMX TIJIOMIB 13 P13HOIO TOBIIMHOKO KOMIPIIEBOTO IIPOCTOPY.

HaykoBa HOBHM3Ha OJepXaHHUX pE3yJbTaTiB MOJATAE B TOMY, IO
BHepme B YKpaiHi s momyssiiiHoi BuOipku JIbBIBChKOI oOmacTi Oyio
00YHMCIIEHO HOPMATUBHI 3HAYEHHSI OCHOBHUX O10METPUYHUX NTapaMeTpiB moga y |1-
Il TpumecTpax BariTHOCTI 1 JOBEAEHO, WLIO0O BOHM HE BIIPIHIIOTHCS BIJ
3arajJbHOBKHMBAHUX y anapaTtax Y3/[. Bnepiie omiHeHO MiarHOCTUYHI MOXKIJIUBOCTI
cyuacHoro Y3Jl i noBeaeHo, 1110 AJi MPEeHaTaIbHOI YJIbTPa3BYKOBOI IIaTHOCTHKHU Y
I TpumecTtpi BaritHOCTI AoctynHOo 30,3% Baa po3BuTKy miona, y Il tpumectpi —
58,9%, y Il tpumectpi BaritHocTi — 10,8%. Bmepie Bu3Ha4Y€HO CTPYKTYpy
JlarHocToBaHUX npu Y3/l BaJ po3BUTKY IJI0/1a 3aJIEAKHO B1Jl TECTAI[IHHOTO TEPMIHY
Ta HO30JI0Tii 1 BcTaHOBJIEHO, 1110 BBP cepiieBo-cymmHHOT ccTeMU MajIu HalO1IbIITY
nutomy Bary y I-l11l tpumecTpax BaritHocTi (25,3%, 28,8%, 37,0%, BIANOBIAHO).
Bnepmie Bu3HaueHO, 110 JIIarHOCTUYHA 3HAYYIIICTh TOBIIUHH KOMIpPIIEBOTO
MPOCTOPY IUIOJIa SIK PAHHBOTO €XO-MapKepy MHIMPOKOTO CIEKTPY BPOIKEHOI
NaToJIori Toja ckianae 65,3%, a MOMMPEHICTh XPOMOCOMHUX MOPYIIEHb 1 BaJl
PO3BUTKY 3HAUYIIE BIAPI3HIETHCS 3aJEKHO B PO3MIPY KOMIPIIEBOTO MPOCTOPY
(2,5-3,5) mm 1 > 3,5 mMm. Briepiiie 1ociiikeHO HO30I0TTUHUIE CIIEKTP XPOMOCOMHOT

nmarosiorii 1 BaJ PO3BUTKY 3aiexHo Biag po3mipy KII mimoma 1 jgoBeaeHo, 110
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AMOBIpHICTh BUSIBJICHHS KapJialbHUX aHOMaliid Oyna 3Hayylle BHILOK IpHU
30upmieHHi KIT > 3,5 mm. Brmepme B VYkpaiHi Ha mMiACTaBl OTPUMaHUX Yy
JOCTIPKEHHI JaHUX MIOJI0 YaCTOTH 1 CIEKTPY BPOIKEHOI MaTOJOrii Iuiofa mpu
notoBuieHoMy KII o0rpyHTOBaHO ONTHUMI30BaHUI aITOPUTM paHHBOI TPEHATAIBHOT
JIIarHOCTUKH, 110 BKJIFOYA€E exokapiorpadiro cepis miojaa y I tpumectpi Bxe npu
po3mipi KIT >2,5 MM Ta iHBa3uBHI OOCTEKEHHS 3 aJCKBATHUMHU TCHETHUYHUMU
metonamu B 11-13 TkHIB.

Ha mnepmiomy erami aucepraiiiiHoi poOOTH OyJI0 TPOBEAEHO OI[IHKY
pO3MOJAUTY OCHOBHMX OIOMETPUYHHMX [apaMeTpiB IUI0AAa MOpu  (Pi310JOrTYHIN
BariTHOCTI, OCKIJIbKM OJHHUM 13 HaWBaromilimxX YMHHHUKIB y JOCSATHEHHI BHUCOKOI
€(heKTUBHOCTI yIbTPa3BYKOBOI MPEHATAIBHOT IIATHOCTUKHU € KOPEKTHE OLIHIOBAHHS
NATOJIOTTYHMUX 3MIH BIJMOBIIHO A0 MONYJIALIHOI HOpMU. B Ykpaini 3a octanHi 25
POKIB IMOJ110H1 TOMYJIALIHHI TOCIIKEHHS HE MPOBOIUIINCS, @ BAKIUBICTH aarnTarii
HOMOTpaM JO0 BJAcHOI NOMYJSALII MIAKPECHIOEThCS Oararbma MPOBIAHUMU
CBITOBUMU eKkcrnepraMu. OO4YHMCIEHO PpO3MOALT OCHOBHUX  OlOMETPUYHHUX
napameTpiB — Memiany (50-i eHTHIIb ), HIKHIO Ta BEPXHIO MeXi HopMH (5-i 1 95-i
LEHTWI1, BIAMOBIAHO) Jisi OinapieransHoro po3mipy (BIIP), okpyxkHOCTI rojioBu
(OI'), oxpyxnocti xuBota (OX), mosxkunu crera ([IC) 3 14 mo 40 TxaeHb
¢131050r14yHO1 BariTHOCTI. [IOpIBHAHHS MOpPaxOBaHUX PETIOHAIBHUX IMOKAa3HUKIB
BIIP, OI', OX, JIC 13 3arampHOBXXHMBaHMMH y cBiTi HOpMaTuBamu Hadlock et. al.
(1984), sixi 3akIa/ieHi B HaJAIITYBaHH ycix amapatiB Y 3/], a Takoxk 3 HoMorpamamMmu
[Tonbuil, momyndmiss $SKOi € HaWOMMXKYOK 3a ETHIYHMM CKJIaJ0M, I0Ka3ajio
BIJICYTHICTh CTaTUCTUYHO 3HAUYIIMX BIIMIHHOCTEH yCIX YOTUPHOX OCHOBHHX
OloMeTpUYHUX mapaMmeTpiB Bia rpyn mnopiBHsHHS (p>0,05). 3 okpemmux
dbeToMeTpUUHUX MapaMeTpiB Oyj0 0O0YMCIEHO HOPMATHBHU JIOBKMHHM KICTKH HOCa
(KH) mnona y 14-22 TuxHI, OCKUIBKUA LIeH YJIbTPAa3BYKOBUI MapKep € OAHHUM 3
HalBaroMimux B OI[HII 1HAMBIAYaJIBHOTO PU3UKY Tpucomii xpomocomu 21 y Il
TpumecTpi. Perionanpaa nomxkuHa KH y 14-18 TwxHIB 3Hauymie Bipi3HsIACS B
MEHIITy CTOPOHY BIiJi HOpPMaTHBIB, 3ampornoHoBaHux Mensenesum M.B. Ta iH.

(2016), sxumu HaltyacTilie KOpUcTyroThes dikapi 3 Y31 B Ykpaini (p<0,05). Otxe,
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BUKOPHUCTAHHS JITEpaTypHUX JaHuX sl crpaTudikauii rimomnasii KH moxe
30UIBIIYBAaTH KUIBKICTh XHOHO-TIO3UTUBHHUX pE3yJbTaTiB, TOMY B KIIHIYHIN
OPaKTHUIl MOTPIOHO CHHMpATUCS BUKIIOYHO HA pPEriOHaJbHI HOPMATUBU I[HOTO
MapKepy.

JIisi BU3HAUEHHSI JAIarHOCTUYHUX MOXJIMBOCTEM cydacHoro Y3Jl Oyio
poaHani3oBaHO 248 BUIIAJKIB BUSIBICHUX BaJ PO3BUTKY IJIOJa B OOCTEKEHi
BUOIpIll BariTHUX. Bcra”oBneHo, mo Bxke y | Tpumectpi BaritHocTi OyIo
niarnocroBano — 75/248 (30,3%) Bunaakis BBP, y II tpumectpi - 146/248 (58,9%),
y III tpumectpi — 27/248 (10,8%). L1 pe3yabTaTH MIOKPECTIOIOTh BHUCOKI
JIarHOCTUYHI MOXJIMBOCTI Cy4aCHOTO PaHHBOTO YJIbTPa3BYKy | Tpumectpy, sikuii
JIa€ 3MOT'Y HE TUTbKHM BUKJIIOYATH IpyOl JeTaIbHI aHATOMIYHI Je()EKTH Ta BUSBIIATU
€X0-MapKepu XpOMOCOMHOT NATOJIOri, a i JlarHOCTYBaTH 1HII nomupeHi BBP.

Takuii BUCHOBOK TMiJITBEPKYEThCA aHANI30M CTpykTypu/criektpy BBP
3asiexkHo Bij TepMiny Y3/1. Cepen ycix BusiBieHux BBP naiiuacriiie giarHocTyBajin
aHoMmautii cepus Ta/abo Benwkux cyauH (28,6% BUDaaKiB), Baau ICHTPAIbHOI
HepBoBoi cuctemu (19,4%), kictkoBo-M’s130Boi cuctemu — (17,4%), oOmudus —
(14,5%). Crextp niarnocroBanux BBP Binmpi3HSIBCS Mixk recTalliiHUMUA TEPMiHAMH,
ajyie BaJli CepIeBO-CyauHHOI cuctemu nominyBaiu y I-111 Tpumectpax BaritHOCTI:
25,3%, 28,8%, 37,0%, BiamoBigHO.

OTtpuMaHi y IbOMY pPO3IUII AUCEPTAIIMHOTO IOCTIIKEHHS JaHl IIMOJ0
BUBYCHHS crekTpy BBP 3amexxHo Bijx recramiioro Imepioay MHiATBEPIKYIOTh
MPOTHO30BaH1 MOKJIMBOCTI Cy4acHOTO IpeHaTaabHoro Y 3/[, BU3HaueHi B OCTaHHIX
ragiaiiaax International Society of Ultrasound in Obstetrics and Gynecology
(ISUOG) i moka3yroTh, 10 YKpaiHChKi MEAMYHI 3aKjIaJd MOKYTh JOCITTH TaKol K
e(EeKTUBHOCTI JI0NOJIOTOBOI exorpadii.

Bubip ontruMaiibHOT TAKTUKH JTOTIOJIOTOBUX OOCTEKEHB Y OaratboX BHMAIKaX
3QJICKUTH Bl PENPOJYKTUBHOIO aHAMHE3Yy >KIHKUA. Y 3B’S3KY 3 IMM, OJHUM 13
3aBJaHb JAHOTO JOCIIPKCHHSI CTAJI0 BHBYCHHS CIEKTPY XPOMOCOMHHMX aHOMAii
IIPU PaHHIX 3aBMEPJIMX BAriTHOCTAX 3aJIKHO BiJl T€CTAIlIfHOTO TEPMIHY 1 BIKY

Matepl. AHani3 OyB mpoBeneHuid cepen 165 emMOpioHIB/MIIOAIB 13 XPOMOCOMHOIO



NaTOJIOTIEI0 B 3aBMEpJIMX BariTHocTe Ha TepmiHax 4-21 TIWKIOEHB 1
JOCIIIJIKEHHSIM KapiloTUIly OaThbKiB y BCIX BuUMagkax. CTpyKTypy XpOMOCOMHOI
MaTOJIOTIi CKJIAIM aHEYIIOiIis 13 3aIy4eHHSAM BiJl OJIHI€T O BOCBMHU XPOMOCOM —
90,9%, mopymenHs mnoinHocti (Tpuruioinisi) — 7,3%, CTPYKTypHI XpOMOCOMI
abeparii — 1,8%. Haituactime 3apeectpoBano Tpucomii aBtocoMm 21, 18, 13 Ta 16:
18,2%, 16,4%, 13,9% 1 11,5% Big 3arajbHOI KUIBKOCTI, BiAIOBIAHO. 3 aHOMAJIIH
CTaTEeBUX XPOMOCOM HaWIOMIMPEHIIOw Oyiaa MoHOcOMis Xxpomocomu X — 15,2%
BumnajikiB. CepeHiil BiK *1HOK 13 BTpaTamu BariTHocTi craHoBUB 30,23+0,70 poxkis.
CraTucTUYHO 3HAUYIIl BIIMIHHOCTI Y BIKOBOMY CKJIaJl KIHOK MOPIBHSIHO 31 BCIEIO
rpynoro 3HaiaeHo yuie ais Tpucomii 21 1 tpucomii 18 — 34,44+1,44 pokiB Ta

32,75+1,65 pokis, BianoBiaHo (p<0,05), 10 MiATBEPIKYE BIKOBY 3aJI€KHICTh came

KapIOTUN IUIOAA YaCTINIE PEeCTpyBaIM y TepMiHl 4-12 THKHIB, MOPIBHAHO 3
tepminoM 13-21 tmxusmu (61,7%:38,3%, p<0,05). Ho 12 TwxHIB Halvacriiie
3aBMUpPAJIA BariTHOCTI, SIKIIO B €MOPIOHIB BUSBIILIA XPOMOCOMHI MOPYIIECHHS 3
BHCOKOIO JIETANBHICTIO: TpucoMist 16 —y 94,7% Bunaakis, Tpumioigis —y 83,3%,
JIOAATKOBI MapkepHi xpomocomu — y 77,8%. OTke, MUTOTCHETUYHUHN aHai3
Marepialy 3aBMEpJIOi  BariTHOCTI €  BaXJIMBUM  €TallOM  T'€HETUYHOIO
KOHCYJIbTYBaHHSI POJIMH 13 OOTSKEHUM aKyIIEePCHKHUM aHAMHE30M, SIK1 TJIaHYIOTh
BariTHICTb.

OcTaHHIM PO3AIOM JUCEPTAIIHHOTO JOCHIPKEHHS CTajl0 BUBYCHHS
KJIIHIYHUX, YIbTPa3BYKOBUX Ta IIUTOTCHETUYHUX XaAPAKTEPUCTHUK IIOMIB 13 P13HOIO
ToBUMHOIO KomipueBoro mpoctopy (KII) B | Tpumectpi BariTHocTi. AHami3
BUKOHAHO cepej; 127 BaritHoctedt 3 posmupenum KII mioga, y T. 4. rpyna | 3
po3mipom KII (2,5-3,5) mm 1 rpyma 1l 3 KIT >3,5 mm (89 Bunazkis). Hecipusitivse
3akiHdeHHs BaritHOCTI npu KIT > 2.5 mm cnoctepiranocs y 65,3% mioaiB, 3 sIKUX
XPOMOCOMHI TIOpyIIieHHsT ckianmu 69,9%, aHomanii cucteM Ta OpraHiB IJIoJa —
25,3%. XpomocoMHy maToJiorito yactimie peectpyBanu npu KII (2,5-2,5) mm —y

55,3% mnmoaiB nopiBusHo 3 KII >3,5 mm — y 41,6% mnnoxais. Bognouac, BBP
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BUSIBIISLIM B 3BOPOTHiH 3anexHocti — npu KII (2,5-3,5) mm y 7,9% mnnoxis, a npu
KIT >3,5 mm — y 20,2%, ane B 000X BUIAQJIKaX PI3HULA MK IpyrnaMmd He Oyia
CTaTUCTUYHO 3Hauy1oto (p>0,05).

VY crekTpi XpOMOCOMHOI MATOJIOT11, IIarHOCTOBAHOI Y TIOIB 13 TOTOBIIICHUM
KII, mepeBakana aHeymuioimis, 3 SKOi Hal4yacTille BHUABISUIM TpuUcoMiro 21,
He3asexxHo Bij 3HaueHHs ToBmuHU KI1: 61,9% Bix yciei maronorii y rpymi | 154,1%
— y rpyni Il. TIpu KIT >3,5 MM dacTimie BHSABISIN MOHOCOMIIO XPOMOCOMH X
(13,5%), 60 mys wiei anHoManii crenu@iuHOI0 03HAKOIO € BUPAKEHUN HAOPSIK 11012
3a THUTIOM ITUHHOI IIUCTOTITPOMH.

ﬁMOBipHiCTL IarHOCTUKU KapliaJIbHUX aHOMAaJIIH, 10 Oy

HaNIOIIMPEHIIIO BaJo0 y I101B 13 po3mmpenum K1, 3anexana Big po3mipy KIIT
1 Oyyia BUIIOIO MpH Horo 30UIbIIEHHI MOHaA 3,5 MM THOpiBHAHO 3 (2,5-3,5) MM
(95%1 11,7-38,3: 33,7-54,2, p=0,03; BIII=0,40). IIpoTe, cepen BPOKEHUX BaJl
cepilst AB-KoMyHiKallit0 ICTOTHO YacTillle BUSBIISUIN Y TUI0/I1B 3 MEHIIIOIO TOBIIIMHOIO
KIT (2,5-3,5 mm) (p=0,03, x2=4,70). lle 3yMOBIIO€ HEOOXITHICTh CKEPyBaHHS
BariTHUX Ha MOTJMOJIEHY exoKapaiorpadito mioAiB Bxke y | TpuMecTpl y BUMagkax
30ubieHHs KII npu pyTunHii ckpuHinrosii Y3/[ y xiHounx KoHcyabTanisax. [lpu
BusiBiieHH1 BBP cepiis y mmonis 13 po3mmpennm K11 y xo/1i 1HBa3MBHOT 11arHOCTUKHU
pa3oM 31 CTaHJAPTHUM KapiOTUIYBaHHSIM HEOOXIIHO BUKOHYBAaTH MOJIEKYJISIPHO-
[IUTOTEHETUYHE JOCITIPKSHHS NIl BUKJIFOUEHHSI MIKpoieneliinoro cuaapomy Jli-
JIKOpaxKi, SIKUW CYyTIPOBOIKY€ETHCS BPOPKEHUMH aHOMAJTISIMUA BEJIUKUX CYAHH.

[IpoBeaeHO aHami3 MOMIMPEHOCT] IHIIUX MIHOPHUX €X0-MapKepiB y MIIOAIB 3i
30ueieHuM KII. Ilaronoriuna KH (amnasis/rinommnasis) Oyna BusiBneHa y 52,6%
mwioniB | rpymu 1 42,6% moxis Il rpynu (95%/1: 31,8-65,3 : 36,5-55,8,
p>0,05).ITaTosorito BEHO3HOI NMPOTOKH BUsABWIU B 36,8% 1uioais I rpynu ta 29,2%
riofiB I rpymm (95%/11: 21,1-53,2 : 20,1-37,5; p>0,05). BctaHoBIEHO BiICYTHICTH
CTATUCTUYHO 3HAYYIIOl PI3HMIN 3a YAaCTOTOI0 BUIAJKIB MOEAHAHHS MATOJOTIYHOT
KH Tta BeHo3HO1 nmpoToku y TwiofAiB 3 posmupenum KII, HezanexHO BiJl HASBHOCTI
xpomocoMHoi natosorii abo BBP. Ile cBigunTs, 1110 KOKEH 3 MpoaHaIi30BaHUX €XO-

MapKepiB He KOPENIIoE MiXK CO00I0 1 MOXEe OyTH BUKOPUCTaHUI y KOMILIEKCI 3
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IHIIMMHA ~ yJIbTPa3ByKOBUMHU Ta OIOXIMIYHMMM TapaMeTpamMu Ui OI[IHKHU
1HIMB1TyaJIbHOTO KOMOIHOBAHOTO T€HETUYHOTO PU3UKY BariTHOT )KIHKH.

Ha migcraBi mpoBeeHOr0 KOMILIEKCHOTO AOCTIHKEHHS OyJI0 0OTPYyHTOBAHO
ONTUMI30BaHUN AITOPUTM MpPEHATAIbHOI J1aTHOCTUKH BariTHUX 13 HAOPSIKIUMHU
wiogamu. [lepinoro BaxiMBO0O MOIU(IKAIIEI0 CTAHAAPTHOTO AITOPUTMY € T€, IO
IpU BIJICYTHOCTI MOKJIMBOCTI BHKOHAaTH Pa3oM 3 PYTHMHHUM Y 3-CKpHUHIHTOM |
TPUMECTPY OJHOYACHO PAHHIO PO3IIMPEHY eXokapaiorpadiro, BariTHy HEOOXiJTHO
cKepyBaTH Ha ekcrieptHe Y 3/] Buioro piBHs Bxke mpu po3mipi KII 2,5 mm 1 6inbiire.
Hpyroro BaxxJIMBOIO MOAU(IKAIIEIO € PEKOMEH IAIlisl TPU BUKOHAHH1 01011C11 BOPCUH
XOpIOHY Y IJI0JIa 3 J1arHOCTOBAHOIO a0o 3ariJo3peHOI0 BaJ00 CEpIls pa3oM 13
TpaaumiiauM  kKapiotunyBaHHIM (GTG-MeTron) BHUKOHYBaTH — MOJICKYJISIPHO-
nurtorenetTnynuit FISH-ananmiz nmns BuxomrouenHs cuuapomy Jli-/Dxopmxi. 3a
MOJIMBOCTI  30epiratu 3pazok marepiany/JIHK mioga, ockiibKH 3alieHO Bij
pe3yJbTaTIB HACTYMHUX MNOCHIIOBHUX Y3J[ Moxke 3HaJ0OMTHUCS BUKOPHUCTAHHS
JIOIATKOBUX ~ MOJICKYJIIPHO-TEHETUYHUX aHali3iB  (KJIIHIYHUHA eK30M), abo
MOJIEKYJIIPHO-IIUTOT€HETUYHUX ~ (XPOMOCOMHHMI ~ MIKpDOMAaTpUYHUN  aHaNI3).
BaritHocTi miogamu 3 notoBieHuM KII 1 HopMaibHUM KapiOTHIIOM 3aIUIIAI0THCS
y Tpymi TMiJBUIIEHOTO TEHETUYHOTO PU3UKY 1 MOTPEOYIOTh MPOJAOBKECHHS
yJIbTPa3BYKOBOI ekcriepTHOi aiarHocTuku y II-111 TpumecTpax recramii.

CBoevacHa nmpeHaTaiabHa Jaiarnoctuka BBP 1 xpoMocoMHuX aHoMaltii mioja
7A€ MOXJIMBICTh BUOpaTH aJeKBaTHY TAKTUKY BEJICHHS BAariTHOCTI 1 MOJOTIB,
JIOIOMOTTH yCB1JIOMJIEGHOMY BHOOpY OaThKiB I10J10 30epekeHHs a00 mepepruBaHHs
MaTOJIOTIYHOI BariTHOCTI Ta IMICUXOJIOTIYHIN MIATOTOBII POJUHU Y Pa3i HAPOIHKCHHS
XBOpOi IUTUHMU.

KurouoBi cjoBa: mnpeHaTaigbHa [1arHOCTHKA, BPOJKEHI Bagd PO3BUTKY,
XpoMocoMHa matoJiorig, Y3Jl, MOTOBIIEHUI KOMIPIEBUN MPOCTIp, 1HBA3WBHI

oOcTexeHHs1, cuHApoM JlayHa, Basia cepliisi, TeHeTUYHE KOHCYJIbTYBAaHHS.
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At the current stage of the development of medicine, the prevention of
congenital malformations (CM) and congenital diseases acquires more and more
medical and social significance in connection with the growth of their relative
contribution to the structure of general incidence, infant mortality and child
disability. Thus, according to data of WHO, the frequency of births of children with
CM becomes 4-6% of the total number of newborns. In 15% of children, defects of
development are evident during the first 5-10 years of life, and every year from CM,
more than 2.7 million children is dying in the world. The prevalence of congenital
defects of development in Ukraine is consistently high and reaches 23.5:1000 of
babies born alive, fluctuates significantly between regions, there is no trend towards
a significant decrease, and the infant mortality are 20-30% of cases caused by
genetic pathology.

These statistical data, together with the demographic crisis in the country and
the rapid decline in the birth rate, emphasize the need to improve the methods of
diagnosis and prevention of CM. Considering that about 95% of cases of
malformations arise as a de novo mutation, the most effective approach today is
comprehensive prenatal diagnosis, which covers the entire population of pregnant
women by combining mass screening and specialized diagnostic examinations in the

formed group of high genetic risk.
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The method of the dissertation work is the development of an optimized
algorithm of prenatal ultrasound and genetic studies in fetuses with an thickened
nuchal translucency.

The aim of the dissertation is to increase the efficiency of early detection of
CM and chromosomal pathology based on an optimized algorithm of prenatal
ultrasound and genetic studies in fetuses with an enlarged nuchal translusency.

To fulfill the purpose of the study, the regional normative values of the main
biometric parameters of fetuses in the II-111 trimesters of pregnancy were calculated
and compared with the internationally accepted values; evaluated the diagnostic
possibilities of prenatal ultrasound depending on the examination period and
nosological forms of CM on a sample of pregnant women in the Lviv region over a
5-year period; the spectrum of chromosomal abnormalities in early stillborn
pregnancies depending on gestational age and mother's age was studied; the
prevalence of congenital pathology in fetuses with a thickened nuchal translusency
in the 1st trimester in pregnant women of a high genetic risk group was investigated;
the nosology of developmental defects of chromosomal and non-chromosomal
etiology in fetuses with increased thickness of the nuchal translusency was analyzed;
an optimized prenatal diagnosis algorithm for swollen fetuses with different
thickness of the nuchal translusency space is justified.

Scientific originality. The scientific novelty of the obtained results is that for
the first time in Ukraine, the normative values of the main biometric parameters of
the fetus in the I1-11l trimesters of pregnancy were calculated for the population
sample of the Lviv region and it was proven that they do not differ from those
commonly used in ultrasound devices. For the first time, the diagnostic capabilities
of modern ultrasound were evaluated and it was proven that 30.3% of fetal
malformations are available for prenatal ultrasound diagnosis in the first trimester of
pregnancy, 58.9% in the second trimester, and 10.8% in the third trimester of
pregnancy. For the first time, the structure of fetal malformations diagnosed by
ultrasound was determined depending on the gestational period and nosology, and it

was established that congenital heart defects of the cardiovascular system had the
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highest specific weight in the I-111 trimesters of pregnancy (25.3%, 28.8%, 37.0%,
in accordance). For the first time, it was determined that the diagnostic significance
of the thickness of the fetal nuchal translucency as an early echo-marker of a wide
spectrum of congenital pathology of the fetus is 65.3%, and the prevalence of
chromosomal disorders and malformations differs significantly depending on the
size of the nuchal translucency (2.5-3.5) mm and > 3.5 mm. For the first time, the
nosological spectrum of chromosomal pathology and developmental defects was
investigated depending on the size of the fetal NT and it was proved that the
probability of detecting cardiac anomalies was significantly higher when the NT
increased > 3.5 mm.

For the first time in Ukraine, on the basis of the data obtained in the study on
the frequency and spectrum of congenital pathology of the fetus with thickened NT,
an optimized algorithm for early prenatal diagnosis has been substantiated, which
includes echocardiography of the fetal heart in the 1st trimester already with NT size
>2.5 mm and invasive examinations with adequate genetic methods at 11-13 weeks.

At the first stage of the dissertation work, an assessment of the distribution of
the basic biometric parameters of the fetus during a physiological pregnancy was
carried out, since one of the most important factors in achieving high efficiency of
prenatal ultrasound diagnostics is the correct assessment of pathological changes in
accordance with the population norm. Similar population studies have not been
conducted in Ukraine over the past 25 years, and the importance of adapting
nomograms to one's own population is emphasized by many leading world experts.

The distribution of the main biometric parameters was calculated - the median
(50th centile), the lower and upper limits of the norm (5th and 95th centiles,
respectively) for biparietal diameter (BPD), head circumference (HC), abdominal
circumference (AC), femur length (FL) from 14 to 40 weeks of physiological
pregnancy.

Comparison of the calculated regional indicators of BPD, HC, AC, FL with
the standards generally used in the world by Hadlock et. al. (1984), which are

embedded in the settings of all ultrasound devices, as well as with the nomograms
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of Poland whose population is the closest in terms of ethnic composition, showed
the absence of statistically significant differences in all four basic biometric
parameters from the comparison groups (p>0.05). From individual biometric
parameters, standards for the length of the nasal bone (NB) of the fetus at 14-22
weeks were calculated, since this ultrasound marker is one of the most important in
assessing the individual risk of trisomy chromosome 21 in Il trimester. The regional
length of NB at 14-18 weeks significantly differed to a lesser extent from the
standards proposed by Medvedev M.V. etc. (2016), which are most often used by
doctors of ultrasound in Ukraine (p<0.05). The use of these literature data for the
stratification of NB hypoplasia may increase the number of false-positive results.
The applying of these literary data for the stratification of NB hypoplasia may
increase the number of false-positive results.

To determine the diagnostic capabilities of modern ultrasound, 248 cases of
detected fetal malformations in the examined sample of pregnant women were
analyzed. It was established that 75/248 (30.3%) cases of CM were diagnosed in the
1st trimester of pregnancy, 146/248 (58.9%) in the 2nd trimester, and 27/248
(10.8%) in the 3rd trimester. These results indicate the diagnostic capabilities of
modern early ultrasound, which allows not only to exclude crude lethal anatomical
defects and to detect echo markers of chromosomal pathology, but also to diagnose
other common malformations.

This conclusion is confirmed by the analysis of the structure/spectrum of CM
depending on the term of ultrasound. Among all detected CM, anomalies of the heart
and/or large vessels were most often diagnosed (28.6% of cases), defects of the
central nervous system (19.4%), musculoskeletal system - (17.4%), face - (14 .5%).
The spectrum of diagnosed CM differed between gestational periods, but defects of
the cardiovascular system dominated in the I-I11 trimesters of pregnancy: 25.3%,
28.8%, 37.0%, respectively.

The data obtained in this section of the dissertation research on the study of
the CP spectrum depending on the gestational period confirm the predicted

possibilities of modern prenatal ultrasound, defined in the latest guidelines of the
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International Society of Ultrasound in Obstetrics and Gynecology (ISUOG) and
show that Ukrainian medical institutions can achieve can achieve such effectiveness
of prenatal echography.

The choice of the optimal tactics of prenatal examinations in many cases
depends on the reproductive anamnesis of the woman. In this regard, one of the tasks
of this research was to study the spectrum of chromosomal abnormalities in early
frozen pregnancies depending on the gestational term and mothers age. The analysis
was carried out among 165 embryos/fetuses with chromosomal pathology from
frozen pregnancies at 4-21 weeks and the study of the karyotype of the parents in all
cases. The structure of chromosomal pathology consisted of aneuploidy with the
involvement of one to eight chromosomes - 90.9%, a violation of fertility (triploidy)
- 7.3%, and structural chromosome aberrations - 1.8%. Trisomies of autosomes 21,
18, 13 and 16 are most often registered: 18.2%, 16.4%, 13.9% and 11.5% of the total
number, respectively. Of the abnormalities of sex chromosomes, the most common
was monosomy of the X chromosome - 15.2% of cases. The average age of women
with pregnancy losses was 30.23+0.70 years. Statistically significant differences in
the age composition of women compared to the whole group were found only for
trisomy 21 and trisomy 18 - 34.44+1.44 years and 32.75+1.65 years, respectively
(p<0.05), which confirms the age dependence precisely these pathologies. Similarly,
the dependence of the frequency of aneuploidy of autosomes and triploidy on the
sex of the fetus has not been determined. Loss of pregnancy due to an abnormal
karyotype of the fetus was more often registered in the period of 4-12 weeks,
compared to the period of 13-21 weeks (61.7%:38.3%, p<0.05). Up to 12 weeks,
pregnancies most often died if chromosomal disorders with high lethality were
detected in the embryos: trisomy 16 - in 94.7% of cases, triploidy - in 83.3%,
additional marker chromosomes - in 77.8%. Therefore, cytogenetic analysis of the
material of a frozen pregnancy is an important stage of genetic counseling of families
with a difficult obstetric history who are planning a pregnancy.

The last section of the dissertation study was the study of clinical, ultrasound

and cytogenetic characteristics of fetuses with different thickness of the NT in the
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1st trimester of pregnancy. The analysis was performed among 127 pregnancies with
an enlarged NT of the fetus, including group | with NT size (2.5-3.5) mm and group
Il with NT >3.5 mm (89 cases). Unfavorable termination of pregnancy with NT >
2.5 mm was observed in 65.3% of fetuses, of which 69.9% had chromosomal
abnormalities, 25.3% had abnormalities of fetal systems and organs. Chromosomal
pathology was more often registered with NT (2.5-2.5) mm - in 55.3% of fetuses
compared to NT >3.5 mm - in 41.6% of fetuses.

At the same time, CM was detected in an inverse relationship —with NT (2.5-
3.5) mm in 7.9% of fetuses, and with NT >3.5 mm —in 20.2%, but in both cases the
difference between the groups was not was statistically significant (p>0.05).

In the spectrum of chromosomal pathology diagnosed in fetuses with
thickened NT, aneuploidy prevailed, of which trisomy 21 was most often detected,
regardless of the degree of NT expansion: 61.9% of all pathology in group | and
54.1% in group Il. With NT>3.5 mm, monosomy of the X chromosome was more
often detected (13.5%), because for this anomaly a specific sign is pronounced
swelling of the fetus according to the type of cervical cystohygroma.

The probability of diagnosis of cardiac anomalies, which were the most
common defect in fetuses with an enlarged NT, depended on the size of the NT and
was higher when it increased more than 3.5 mm compared to (2.5-3.5) mm (95%ClI
11.7- 38.3: 33.7-54.2, p = 0.03; SD = 0.40). However, among congenital heart
defects, AV communication was significantly more often detected in fetuses with a
smaller NT thickness (2.5-3.5 mm) (p=0.03, y2=4.70).

This makes it necessary to refer pregnant women to in-depth
echocardiography of fetuses already in the 1st trimester in cases of increased NT
during routine screening ultrasound in women's consultations. When CM of the heart
is detected in fetuses with expanded NT during invasive diagnostics, along with
standard karyotyping, molecular cytogenetic research should be performed to rule
out Di-Giorgi microdeletion syndrome, which is accompanied by congenital

anomalies of large vessels.
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An analysis of the prevalence of other minor echo-markers in fetuses with
increased NT was carried out. Pathological NB (aplasia/hypoplasia) was detected in
52.6% of fetuses of group | and 42.6% of fetuses of group Il (95%CI: 31.8-65.3 :
36.5-55.8, p>0, 05). Pathology of the venous duct was found in 36.8% of fetuses of
group | and 29.2% of fetuses of group 11 (95%Cl: 21.1-53.2 : 20.1-37.5; p>0.05) . It
was established that there was no statistically significant difference in the frequency
of cases of a combination of pathological NB and ductus venosus in fetuses with an
enlarged NT, regardless of the presence of chromosomal pathology or CM.

This shows that each of the analyzed echo-markers does not correlate with
each other and does can be used in combination with other ultrasound and
biochemical parameters to assess the individual combined genetic risk of a pregnant
woman.

Based on the conducted comprehensive research, an optimized algorithm for
prenatal diagnosis of pregnant women with swollen fetuses was substantiated. The
first important modification of the standard algorithm is that if it is not possible to
perform an early extended echocardiography together with the routine ultrasound
screening of the first trimester, the pregnant woman must be referred to an expert
ultrasound of a higher level even if the size of the NT is 2.5 mm or more. The second
important modification is the recommendation to perform a molecular-cytogenetic
FISH analysis to rule out Di-Georgi syndrome when performing a chorionic villus
biopsy in a fetus with a diagnosed or suspected heart defect along with traditional
karyotyping (GTG method).

If possible, it is recommended to save a sample of fetal material/DNA,
because depending on the results of subsequent consecutive ultrasounds, it may be
necessary to use additional molecular genetic analyzes (clinical exome) or molecular
cytogenetics (chromosomal microarray analysis). Pregnancies with fetuses with a
thickened NT and a normal karyotype remain in the group of increased genetic risk
and require continued expert ultrasound diagnostics in the -1l trimesters of
gestation.
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Timely prenatal diagnosis of CM and chromosomal abnormalities of the fetus
makes it possible to choose adequate tactics for managing pregnancy and childbirth,
to help the informed choice of parents regarding the preservation or termination of
a pathological pregnancy and the psychological preparation of the family in case of
the birth of a sick child.

Keywords: prenatal diagnosis, thickened nuhal translusency, congenital
malformations, chromosomal pathology, ultrasound, invasive examinations, Down's

syndrome, heart defect, genetic counseling.
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BCTYII

AKkTyajabHicTb Temu. Ha cywacHomy erami pO3BUTKY MEAMIIMHU
npodinakTuka BpokeHuX Bag po3BUTKy (BBP) i cnangkoBux 3axBoproBaHb HaOyBae
ICTOTHOT'O MEJMYHOTIO 1 COIIaJIbHOTO 3HAYEHHS Y 3B'A3KY 31 3pOCTaHHSAM BiJTHOCHOTO
BHECKY IIi€i Maroyiorii B CTPYKTYpy 3arajibHOI 3aXBOPIOBAHOCTI, CMEPTHOCTI
HEMOBJIAT Ta IUTAYOi iHBaNigHOCTI. 3a nanumMu BOO3 yactoTa HapOKEHHS JIITeH
3 BBP csarae 4-6 % Bix 3aranbHoOi KiibKOCTI HOBoHapokeHux[1]. e y 15 % miteit
BaJll PO3BUTKY BHSIBIISIIOTH MNPOTATroM nepimnx 5—10 pokiB KUTTA 1 MIOPIYHO BiJ
BBP y cBiti BMupae npubnausuo 2,7 mun giteit [2]. [lommpenicts BBP B Ykpaini
CTaO1IbHO BHCOKA, CTAaHOBUTH 23,5:1000 HEMOBIIAT HAPOPKEHUX KUBUMHU 1 HE Ma€
JMHAMIKH 70 CYTTEBOTO 3HUKEHHS, a MAJIIOKOBa cMepTHICTh ¥ 20-30% 3yMoBIiieHa
T'eHETHUYHOIO maToJioriero [3-5].

i cratrcT4H1 1aH1 pa3oM 3 TIMO0KOI0 ieMorpadiuHOI0 KPU30k0 B KpaiHi Ta
CTPIMKHM 3HIMKEHHSIM PIBHSI HAPOJKYBAHOCTI, MiJICUJICHUMHU BINCHKOBUMU JIISIMHU,
MIJIKPECIIOIOTh  HEOOXIAHICTh  YJIOCKOHAJICHHS  METOJIB  JIarHOCTUKH  Ta
npodinaktuku BBP. 3Baxkatoun, mo npudiuszHo 95% Bunaaxis BaJ poO3BUTKY HE €
yCIaaKOBaHUMH, a BUHUKAIOTh K MyTais 0e NOVo, Halie()eKTUBHIIINI T IX010M
Ha CHOTOJHI € KOMIUIGKCHA TMpeHaTajbHa JIarHOCTHKA, SKa OXOIUTIOE BCHO
MOMYJISAIII0 BariTHUX IIISIXOM TMOEIHAHHS MAaCOBHX MPOCIBHUX (CKPUHIHTOBHX) 1
CIeIiaJli30BaHUX JIarHOCTUYHUX OOCTEKEHb 31 C(OPMOBAHOI TPYIH BHCOKOIO
TCHETHYHOTO PU3HUKY.

Ha choromnimHiit 1eHb NPOBEACHO YMCICHHI HAYKOBI JIOCHTIKEHHS, Y X011
SKUX BU3HAYCHO IMUPOKUH CIEKTP MiarHOCTUYHO 3HAYYIIUX YJIBTPA3BYKOBHUX,
010XIMIYHUX Ta TEHETUYHHUX MapKepiB BPOKEHOI MATOJOrIi IUI0Ja; po3po0IeHO
METO/IOJIOTII0 ITHCTPYMEHTAIBHUX YIABTPA3BYKOBUX JOCIIKEHb, IPUHIIUITH OIIHKU
0COOHMCTOr0 TeHETUYHOTO PU3HMKY BariTHOI 3a JAHWUMH CKPUHIHTOBUX TECTYBaHb [6-
12]. Hapasi g0 mpeHaTanbHOi MIarHOCTHKW 3aJy4eHO INTy4YHWM iHTENneKT [13].

BBakaeThcs, M0 MpU 3aCTOCYBaHHI CYy9aCHUX METO/IIB IPEHATAILHO1 I1IarHOCTUKHU
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[14,15,16]

He3Bakatoun Ha Te, 110 OCHOBHI NPHUHLMUIK TMPOBEACHHS MpPEHATAIbHOT
JIarHOCTHKH BXKE pPO3pO0JIeHI, We MOCTIHHE YTOCKOHAIEHHS! OKPEMHUX aJITOPUTMIB
OOCTEe)XKEHHS, TIOIIYK ONTUMAJbHMX CXeM 1 KOMOIHAIN pPI3HUX METOIIB
(YIBTpa3ByKOBHX, TEHETUIHUX, O10XIMIYHUX ), BUBUCHHS €IT1JIEMI0JIOTii Ta eT1010T i1
BBP, ixupoi MaHi (ectairii B npeHataibHoMy miepiofi [17-18]. Boanouac, HeBrcoka
MOPIBHSHO 3 1HIIMMHU KpaiHaMH €()EeKTHUBHICTh JIOMOJIOTOBUX OOCTEXEHb Y HaIlii
KpaiHl CBIIYMThH PO HEOOXITHICTH MPOJIOBXKEHHSI HAYKOBUX JOCHIIKEHb B LIbOMY
HAIpPSMKY, HAWBKJIMBIIIUN 3 SKUX € BUBUCHHS MUKIOMYJISIIAHUX BIIMIHHOCTEH
yIbTPAa3BYKOBUX NapaMmeTpiB 3aJjisl MIABHUILEHHA YyTJIHBOCTI Metony Y3/1;
BU3HAYCHHS ONTHMAIBHHUX IT0Ka3iB 11 BUKOPHUCTAHHS BHCOKOCTIEITiaTi30BaHUX
METO/IIB TEHETUYHOI JIa0OPATOPHOI J[1IarHOCTUKHU; OOTPYHTYBAHHS ONTHUMAJIbHUX
QITOPUTMIB 1 KOMOIHAIIM METOJIB PaHHIX JOMOJOrOBUX OOCTEXEHb, fKI O
3a0e3neuyBajii ONTUMAJIbHUN OalaHC MK CTYINEHEM BHSBICHHS BPOIKEHOI
MATOJIOT1] 1 EKOHOMIYHOIO CKJIAJIOBOIO.

Haranbna notpe6a migBuilieHHs: €(EKTUBHOCTI JAOMOJIOTOBOI JIIarHOCTUKHU B
VYkpaini 3yMOBHIM BUOIp JaHOT TEMU HayKOBOT'O JOCIIIIPKCHHS.

3B'130K po00TH 3 HAYKOBMMH NPOrpaMaMHu, IVIAHAMHU, TEMAMH

Po6oTta € 4acTHHOIO KOMIUIEKCHUX JOCHIKEHb HAYKOBO-JOCIITHUX POOIT
kapeapu mpomeneBoi giarHoctuku  DIIJIO  JIpBIBCHKOTO  HaliOHAJIBLHOTO
MeauuyHoro yHiBepcurery (JIHMY) im. Januna [Mamuubkoro: «Opranizaiis Ta
yOpaBIiHHSA  1HQOPMALIMHUMHU  TPOIECAMH MOHITOPUHTY 1 KOHTPOJIO Y
MeauiuH».(2018-2023  poku, Ne pgepxaBnHoi peectpauii  0119U100174),
CITIBBIKOHABIIEM SIKOi € TUCEPTaHT.

Tewma nucepTariiinoi poboTu 3aTBepkeHa Ha 3aciganHi Buenoi pagu ®I1/10
JIAMY im. J.T'anmuupkoro (mpotokon Ne04-10 Big 20 xoBTHs 2020 poky) Ta
yrouneHa Buenoro pamoro ®IIJIO JIAMY im. J.I'anumekoro (mpotokon Ne(7-23
Biz 24 xoBTHS 2023 poKy).
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Meta nociigaeHHs: po3pOOUTH ONTHMI30BAaHUM aJITOPUTM MpPEHATaIbHUX
yABTPA3BYKOBUX 1 TEHETUYHUX JOCIIIKEHb Y IUIOIB 13 PO3IIUPEHUM KOMIPLIEBUM
MIPOCTOPOM JIJIsl YAOCKOHAJIEHHSI pAaHHBO1 JJOTIOJIOTOBOT A1arHOCTUKH BPOKEHUX Ba]]
PO3BUTKY 1 XPOMOCOMHOI MAaTOJIOT1.

3aBaaHHA TOCTiIKEHHS.

1.O6uncnuTH perioHaabHi HOPMATUBHI 3HAUYEHHS OCHOBHHUX OlOMETPHUYHHUX
napameTpiB moaiB y -1l TpumecTpax BariTHOCTI 1 MOPIBHATH 1X 13 MDKHAPOIHUMU
3arajbHOBXHUBAHUMHU.

2.01iHUTH JIarHOCTUYHI MOXJIMBOCTI MpeHaTaidbHOTO Y3/[ 3amexHo Bij
TEpMiHy OOCTEXKEHHSI 1 HO30JIOTTYHUX (hOPM BPOJIKEHUX BaJl PO3BUTKY Ha BHOIpII
BariTHUX JIbBIBCHKO1 00J1aCT1 32 S-piuHUI MEPIO/I.

3.BUBYMTH CHEKTp XPOMOCOMHHMX aHOMaIiil MpH paHHIX 3aBMEPJIUX
BariTHOCTSX 3aJICKHO BiJ T€CTAIlIHHOTO TEPMIHY 1 BIKyMaTepi.

4 JIocniauTd TOIIMPEHICTh BPOJKEHOI MATOJOTIi 3aJeXHO BiJl TOBUIMHU
KOMIPIIEBOTO TMPOCTOPY Ioja y | TpumecTpi y BariTHUX TPYNH BHUCOKOTO
TEHETUIHOTO PU3HKY.

5.IIpoanainizyBaT HO30JIOTII0 BPOXKEHHX BaJ PO3BUTKY XPOMOCOMHOI Ta
HEXPOMOCOMHOI €TI0JoTii y IUIOMIB 31 30UIBIICHOI TOBIIMHOK KOMIPIIEBOTO
IPOCTOPY.

6. OOTpyHTYBaTH ONTUMI30BaHUK aJITOPUTM MPEHATANIBHOI IarHOCTUKH IS
HaOPSKIIMX TIOMIB 13 PI3HOIO TOBIIMHOI KOMIPIIEBOTO ITPOCTOPY.

06 ’ekmOoCniONHCeHH S KOMILJIEKCHA MpeHaTaibHa J1arHOCTHKA,
MpeHaTAIbHUIM CKPUHIHT, BPOJXKEHI BaJId PO3BUTKY, XpPOMOCOMHA MATOJIOT 4.

IIpeomem Oocniodcenus: yAbTPAa3ByKOBI MapKepu, KOMIPUEBUU MPOCTIp,
NOMYJISILIMHUNA PO3MOALT 010METPUYHUX ApaMETPIB, YaCTOTA 1 CHEKTP BPOIXKEHUX
BaJl PO3BUTKY, AJITOPUTM OOCTEIKECHHSI, TEHETUIHE KOHCYJIbTYBaHHS.

Memoou doocnioicenHs.

KriniuHi, TeHeanoriyHi, yJIbTPa3BYKOBI, IIUTOTEHETHUYHI, O10XiIMiYHI,

MOJIEKYJIIPHO-TEHETUYH1, CTATUCTHYHI.
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HaykoBa HoBu3HA. VY gucepTamiiHOMy JOCHIKCHHI BOEpPIIE IS
nonyJisIiiHoT BUOipkH JIBBIBCHKOI 00J1acTi OyJ10 00UHCIIEHO HOPMATHUBHI 3HAUCHHS
OCHOBHUX OlomeTpuyHux mnapamerpiB miona y Il-1ll Tpumectpax BaritHOCTI 1
JIOBEICHO, 110 BOHU HE BIJIPI3HSIOTHCS BiJ 3arajlbHOBXMBAaHUX y amapatax ¥Y3/l.
Brnepie B Ykpaini oliHeHO J1IarHOCTUYHI MOXKJIMBOCTI cydyacHoro Y3/[ 1 1oBeneHo,
O I TMPEHATAIbHOI YJIBTPA3BYKOBOI JIarHOCTUKH y | TpumecTpi BariTHOCTI
noctynHo 30,3% Baa po3BuTKy 1ona, y II tpumectpi — 58,9%, y III tpumectpi
BaritHocti — 10,8%.

Brnepine BH3HAu€HO CTPYKTYypy AlarHocToBaHux npu Y3Jl Bag poO3BUTKY
IJI0/1a 3QJIEKHO BIJ TECTAIITHOTO TEPMiHY Ta HO30JIO0TIi 1 BCTaHOBJIEHO, 1110 BBP
CEpLIEBO-CYAMHHOI CUCTEMH Masld HailOouibiry nutomy Bary y I-l1l tpumecTtpax
BaritHOCTI (25,3%, 28,8%, 37,0%, BIANIOBIHO).

Brnepinie Bu3Ha4yeHo, 110 J1arHOCTUYHA 3HAYYIIICTh TOBIIMHU KOMIpIIEBOTO
IPOCTOPY IUJI0OJA SIK PAHHBOTO €XO-MapKepy IMIUPOKOTO CHEKTPY BPOKEHOI
MaToJIOT1 Tioja ckianae 65,3%, a MOMUPEHICTh XPOMOCOMHHX MOPYIIEHb 1 Ba
PO3BUTKY 3HAUylLIE BIAPI3HAETHCS 3aJE€XKHO Bl PO3MIPY KOMIPLIEBOTO MPOCTOPY
(2,5-3,5) mm 1 > 3,5 mMm. Briepriie mociikeHO HO30I0TIYHUE CIIEKTP XPOMOCOMHOT
MaToJIOTIi 1 Baj PO3BUTKY 3ayiexxkHO Bim po3mipy KII mmomga i goBemeHo, 1o
WMOBIPHICTh BHUSBIICHHSI KapJlaJbHUX aHOMajii Oyia 3Hadylle BHUIIOK MpHU
301apmenHi KIT> 3,5 mMm.

Bnepmie B Ykpaini Ha mijicTaBli OTpUMAaHHMX Y JOCHIPKEHHI JaHHUX IOJ0
YaCTOTH 1 CIEKTPy BpPOJDKEHOI Tmaroniorii 1woga mnpu moTosmieHoMy KIIT
OOTPYHTOBAHO OINTHMMI30BaHUHN AJITOPUTM PAHHBOI MPEHATAIBLHOT JIIaTHOCTHKH, 1110
BKJIIOYA€ exokapaiorpadito cepus mioaa y I tpumectpi Bxe rpu po3mipi KIT >2.5
MM Ta 1HBa3UBHI OOCTEXEHHS 3 aJcKBATHUMH I'€HETUYHMMH MeTtonaMu B 11-13
THKHIB.

IpakTuuHe 3HaYeHHs1. OTprMaHi pe3yJIbTaTH HAAAIA HOBUX MOYKIUBOCTCH
MpeHaTAIbHIN JIIarHOCTHII IIIMPOKOTO CIEKTPY BPOKEHUX BaJl PO3BUTKY.

OO0uncrneHi perioHaqbHI HOPMATHBHI JlaHI YJIbTPAa3BYKOBUX IMapameTpiB 1

ONTUMI30BAaHUNA AJTOPUTM KOMILJIEKCHOTO OOCTEXKEHHS IIJIOAIB 3 TMOTOBIICHUM
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KOMPILIEBUM POCTOPOM BUKOPUCTOBYIOTHCS B POOOTI aKyIIEPChKO-TTHEKOIOTTYHUX
1 FeHeTUYHMX 3aKiaaiB JIbBIBChKOI oOjacTi. B mpakTuky (axiBIiB MpeHaTalIbHOI
JIIarHOCTHUKH BIIPOBAJI’KEHO HOBI 1arHOCTHUYHI METOIUKHA VTS
BHUCOKOIH(OPMATUBHOTO YIHTPA3BYKOBOTO OOCTEKEHHS IUIOMIB 13 TOTOBIICHUM
KOMIPIIEBUM MPOCTOPOM, BPODKEHUMH BaJaMu CEPIIs.

Ha nmocmimkeHHSX Tpo 9acTOTy 1 CTPYKTYPY BPOKEHOI MATOJIOTII TUIoaa y
BariTHUX XIHOK Yy JIbBIBChKI oOnacti chopMoBaHO 0a3zy JaHMX POJUH 3
NIJBUIIEHUM TEHETUYHUM PHU3UKOM, 110 Oyae CHpHUsTH MOKPAIICHHIO
€(EeKTUBHOCTI MPEHATAJIbHOI OLIIHKMA CTaHy IUIOJAIB BiJ >KIHOK II€l Tpynu IpH
HACTYMHUX BariTHOCTSIX.

VY 10CKOHAJIEHHS SIKOCTI YJIBTPa3BYKOBHUX JIOCHIIKE€Hb, BUOIp ONTHUMaIbHOL
KOMOIHAI[li CKPUHIHTOBUX 1 JIarHOCTUYHUX TECTIB MIABUIIUIN CHEIUMIUHICTD 1
Yy TIUBICTh NMPEHATAIBHOI J1IarHOCTUKY B JIbBIBCBHKIM 001aCTI.

3a maTepiajgaMu AUCEPTaIIiHOI poOOTH MIATOTOBJICH] 1H(OPMAIIIiHI JIUCTH,
K1 BIOPOBA/KEHI Y MPAKTUKY POOOTH MEIMYHUX 3aKjIaaiB YKpaiHH; OTpUMAaHO
IMaTEHT HAa BUHAXIJ.

OCHOBHI ~ pe3yibTaTH JAMCEPTALIMHOIO  JIOCHIIKEHHS  BKJIIOYEHI [0
HAaBUYAJBHOTO TIpollecy Ha Kadempi MPOMEHEBOi MiarHOCTUKU JIbBIBCHKOTO
HaIllOHAJIBHOTO MEIMYHOTO yHiBepcuTeTy iM. Jlanuna ["anuipkoro.

Oco0OucTHii BHecoKk 3100yBayva. JucepTallis € cCaMOCTIMHUM 3aKiHYCHUM
HAyKOBUM JIOCIIIJKEHHSIM, BCl PO3/IIM SIKOTO HAIKCaHI OCOOMCTO aBTOPOM.
JlucepTaHTOM CHUIBHO 3 HAYKOBUMH KEPIBHUKAMH PO3POOJIEHO OCHOBHI TEOPETHYHI
1 TPaKTUYHI TOJIOXKEHHS POOOTH; CaMOCTIHHO BH3HAYEHO OCHOBHHI HAINpPSMOK,
MeTy 1 3aBJaHHS JOCIIJDKEHHS; CKJAJEHO IUIaH BUKOHAHHS HAyKOBO-IOCIIIHOI
poboTH. ABTOp 0COOHMCTO TpoaHaIi3yBajia BITUM3HSAHI Ta 3apyOiKHI MyOikarii 3
npoOJeMaTUKA JUcepTaIliiHol poOOTH, BHKOHAlIa MaTEHTHO-1H(QOpMAaIIHHUIA
nomyk. CamocTiiHO abo0 y CKJIaal KOHCWIIyMy HPOBOJWIA YIbTPa3ByKOBI
JOCTIPKEHHS BariTHUX KIHOK, 110 Manu 1ioau 3 BBP, 3i6pana koM’ totepHy 6a3y
naHux Ta (OTo- 1 BiJEO-apXiB BHUMAJKIB MATOJOTIi y TIJIOMIB, OOCTEKEHHX Y

MenuuHoMy 1eHTp1 «kEXOME]]».
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ABTOpY HaJIeXHUTh 1/€d BpaxOBYBaTH JOCIIDKEHHS cepus mwoga B |
TPUMECTPI JUIsl PO3PAXYHKY PU3HKIB Ta MPH MOAAIBIIOMY IJIaHYBaHH1 1HBa3UBHUX
YU HEIHBAa3UBHUX JOOOCTEIKCHbD.

ABTOpOM CaMOCTIMHO MPOBEICHO aHalli3 KIIHIYHUX, IHCTPYMEHTAIbHHUX Ta
7a00paTOPHUX PE3YNIbTATIB JOCHIJKEHHS, iXHE CTaTUCTUYHE OIPAIfOBAHHS.
VY3aralbHeHHS OTPUMaHMX JaHWX, HAIMUCaHHS BCIX PO3AUNIB  poOOTH,
dbopMyIIIOBaHHS BHCHOBKIB 1 MPAaKTUYHUX PEKOMEHAAIlli BUKOHAHI aBTOPOM
CaMOCTIIHO.

Y HayKoBUX CTarTsX, OMYOJIIKOBaHMX Yy CIIBaBTOPCTBI, 3/100yBadyeM
HaIpalbOBaHO bakTUuHUN maTtepial, IpOaHaII30BaHO pe3yJibTaTH,
c(hopMyJIbOBAaHO BUCHOBKH.

Amnpobaunisa pe3yjabraTiB aucepranii. OCHOBHI MMOJOXEHHS JUCEPTALliTHOI
poboTu OyJi0 BUKIAJIEHO HA TaKMX HAYKOBO-NIPAKTHYHUX KOH(EpeHisx i
KoHrpecax: «Kapaioxipypris mioa Ta iHUIl akTyalibHI MUTaHHsg Y3/l B akylepcTsi
Ta T1HEKoJorii. [-1ma mKkoia npe- Ta MOCTHATaIbHOI JIarHOCTUKU BPOHKEHUX Baj
po3BUTKY». Hayk.-mipakT. KoH]. 3 MixkHap. yuacTio; 2021 Bepec. 10; Kuis; «XXinoue
3I0pOB’A: IMIUIEMEHTAL[iSl Cy4aCHUX MPOTOKOJIB B KJIIHIYHY HPaKTHKY». Bceykp.
MDKIUCIUI. HayK.-TipakT. KoHG.; 2020 Jlror. 27-28; Tepuonins, «Crpareris i
TaKTUKa B MEIMIIMHI IJIOAA: HAWHOBIII MIAXOAM 1 iX MPaKTUYHE MPUMIHCHHS».
dopyMm 10 akTyanbHUX NUTaHHIX Y3/[ mona.  cono POPYM 4-5  unHA
2020p; «ITpakTiyHi TUTaHHS, BEJICHHS BariTHOCTI IPH HAOPSKY 110,12 (BOASHUIL):
Bimeo-nekiis».  Training  Platform.  2020. Yeps. 05.  [ocrtymHo:
https://webinar.ginekolog.dp.ua/?show=28; «II-a Illkoma mpe- Ta MmocTHaTalbHA
niarHoctuka: «@eTallbHa 1arHOCTUKA Ta TMOCTHATalbHA XIpypriuHa KOPEKLis
BPOJ/IPKEHUX BaJl PO3BUTKY Iuiofay. Hayk.-mpakT. koH}. 3 MixkHap. yyacTio; 2022
Jluctom. 3-4; Oxmataut, Kuis; «Ponb Y3/] B poboTinikaps akyiiep-riHeKojora Ta
penpoaykronora». Training Platform medical center Dr. Nikolaev; 2022 Jlucror.
19; JIeBiB, VYkpaina, Yacrtota 1 CTpyKTypa XpPOMOCOMHOI MAaTOJIOTii, IO
JIarHOCTY€ThCS METOAaMU TpeHaTanbHOi maiarHoctuku. Modern Trendsinthe

Development of Science and Technology; 2022 Sep 12-13; Debrecen, Hungary.


https://webinar.ginekolog.dp.ua/?show=28
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Debrecen; 2022. P. 84-9. Available from: https://sciencon.mozellosite.com/;
YacTtoTa 1 CTpyKTypa XpPOMOCOMHOI MaTOJOTii, IO JIarHOCTYEThCS METOJAMHU
npeHaraiabHOi giarHoctuky; 2023 Bepec. 20; First one group, Kwuis. BIIP
Ne5505493, peectpamiitanii Homep: 2023-1011-5505493-10094. VYawsTpa3BykoBa
niarHoctuka mioaa. Big I tpumectpy no napomkenss. | tpumect; 2023 JKogt. 16;
First one group, Kwui. BIIP Ne5506693, peectpamiitanii Homep: 2023-1011-
5506693-100109; VnpTpaszBykoBa miarHocTuka Imioda. Bim I Tpumectpy ma0
HapopkeHHs. [ tpumectp.; 2023 I'pya. 05; First one group, Kuis. BITP Ne 5508509,
peectpamitanii  Homep:  2023-1011-5508509-100200; 33-ro  BcecBitHBOTO
koHrpecylSUOG 3 ynpTpa3ByKy B akyiiepcTBi Ta rinekosiorii. Ceminap. Tematuune
HaByaHHs: mancrep-knac;, 2023 Jlucromn. 14; MIJA, Kwuis. BIIP No 5506989,
peectpariitamit Homep: 2023-1011-5506989-926575; «Fetal Imaging and beyond».
Cummnosiym; 2022 XKosrt. 15. Ceprudikar Ne 151022-133;33 World Congress on
Ultrasound in Obstetrics and Gynecology; 2023 XKost. 16-19; Ceyun, ITiBa. Kopes;
10 European CME credits (ECVEC's) 9-th annual Conference @ Maternal Fetal
Medicine; 2023 Kgit. 21-22. Ceptudikar Ne 2122042023-12484; «Kypc Y3/ B
rinekonorii» 2023 Kgit. 08; JIbBiB, Ykpaina. BIIP Ne 5502392, peectpatiitnuit
Homep Ne 2023-1011-5502392-925818,;

«Develoment, education, culture, integration trends in the modern world». XIV
MDKHap. HayK.-mipakT. KoH®.; 2023 Kgit. 11-14; Ocno, Hopgeria. Ocno; 2023. C.
215-220.https://isg-konf.com/development-education-culture-integration-trends-in-
the-modern-world.

Ilyoaikanii. 3a martepianamu gucepraiii omyOmikoBaHo 18 npykoBaHux
npais: 8 crareil y ¢axoBux BuAaHHsIX, pekoMeHgoBaHux JAK VYkpainu, 7 y
HAyKOBO-MPAaKTUYHHUX BUAAHHSX; 1 maTeHT Ha KOpUCHY MoJeib; | iHopmaiiiHui
auct; 1 MeroauWyHi pexkomeHpaauii; 3 Te3W y Marepiajiax BITUM3HSIHHUX Ta

MIKHAPOJIHUX 3apyOI’KHUX KOHTPECIB.

Ctpykrypa Ta ob6csar podoru. /[ucepraris BukianeHa Ha 210 cropinkax

JPYKOBAaHOTO TEKCTY, MICTUTh BCTYI, OIJISi[ JITEpaTypH, 2 PO3JLIU BIACHUX


https://sciencon.mozellosite.com/
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JOCTIKEeHb, OOTOBOPEHHS pE3yJbTaTiB AOCHIIKEHHb, BHCHOBKH, MpPaKTHYHI
pexkoMeHnpaiii. Poborta umoctpoBana 55 pucynkamu Ta 13 Tabmuusamu. Crnmcok
BUKOPHUCTAHUX JKepen MicTuTh 211 HaliMmeHnyBaHb, 3 Hux: 20 xkupumunero, 191 —

JaTuHoo/
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PO3JILI 1
CYYACHMI1 CTAH METO/IIB TA AJITOPUTMIB NPEHATAJBHOI
JIATHOCTHUKH BPOJKEHUX BAJI PO3BUTKY JIIOIAHU

(Ornsg miTepatypn)

KowmmiekcHa npeHaTtaiibHa giarnoctuka BBP, wactoTa skux y cBiTi ckiagae
npu6an3Ho 3-5% — 11e HeBiJ eMHA YaCTHHA CUCTEMH aHTEHATaJIbHOI JOTIOMOTH, 1110
MOEAHY€E KINHIKO-TIarHOCTUYHI, 1HCTPYMEHTaJIbHI Ta JIabopaTOpHI METO/IH.
YucieHHl HayKOBO-TIPAKTUYHI JOCTIPKEHHS 3 JAaHOTO NUTaHHS 3’sCyBaju BCI
MUTAHHS: 00 YIABTPA3BYKY, TO SIKi TEPMIHU 1 MPOTOKOJIU ONTUMAJIBHI, SIK1 IT1IX01U
JI0 CKaHyBaHHS 1 €X0-O3HaKW CcIiJ BuKopuctoByBatu [19-23]. Takox
1H(OpPMATUBHICTh O10XIMIYHUX MApKEpIB BiJIOMa, TaK Camo SIK iXHs AMHAMIKA IPH
TIM YM 1HIIH maToori y mona [24-27]. [lpuHiunu po3paxyHKy 1HAUBITYaIbHOTO
PU3MKY KIHKM Ha MiJCTaBl yJIbTPa3BYKOBOIO Ta O10XIMIYHOIO CKPUHIHTY OYJU
po3pobieHi me y 80-Xx pokax MHHYJIOrO CTOpiudYs, 1 Hapas3l B Till YW IHIIINA
MoAM(IKaLil 3aKJIaZIeH] Y BCl KOMIT FOTEpHI rporpamu [28]. IHBa3uBHI MaHIMy AL,
K1 BAKOPUCTOBYIOThCS B MMPAKTHIII 3 KIHISA 60-X POKiB, Hapas3l € CTAIUM METO/IOM 13
JaBHO  BH3HAYEHUM BIJACOTKOM ycKiIamHeHb [29-31]. 3’sBuBcS  MeTOn
HelHBa3uBHOTO npeHaTtanbHoro tecryBanHs (HIIIT), skuit HaOyBae Bce OUTBLIOrO
MOIIUPEHHS Y BCHOMY CBITI 1 MO3HIIIOHYETHCS HABITh AK 3aMiHa TPAAUIIHHOMY
010XIMIYHOMY CKPUHIHTY B MaiOyTHbOMY [32-35]. JlOCSATHEHHS MOJEKYJISPHOT
TEHETUKU PO3UIMPUIIN JIarHOCTUYHI MOXKIIMBOCTI Y IJIaHI BHUSIBICHHS PIAKICHUX
XPOMOCOMHHUX aHOMAaJTii Ta TeHETUIHHUX CHHAPOMIB [36-38].

He3Baxarouun Ha Taki Bpaxkarodi JOCATHCHHS, IOCTA€E TUTAHHS - YOMY B OJTHUX
KpaiHaX e(EeKTHBHICTh MpPEHATaJIbHOI JIarHOCTMKA BHCOKAa, a B IHIIUX
pPE3yIbTATUBHICTH JOMOJOTOBUX OOCTEKEHb HU3bKA. BiMMOBIIh HACTYyMHA — Mae
OyTn oOpaHa onTUMalbHAa CTpATETis MPEHATaIbHOI [IarHOCTUKU B IUIOMY, 1
OKpeMHX ii CKIIaJOBUX, sfKa O BIiJMOBIJaNa HaIlOHAJLHUM TOTpedam/peanisM i
3a0e3nedyBaiia ONTUMaIBHUN OanaHc MK €(EKTUBHICTIO Ta €KOHOMIYHICTIO TaKO1

nporpamu. Bubip Takux anropuTMmiB NpeHATATbHOT 11arHOCTUKU MA€ IPYHTYBATUCS
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Ha MPUHIMIIAX JOKA30BOI MEIWIIMHU, HaJOAHHSIX CBITOBOI HayKOBOi TyMKH 1 Ha
BUPIIIECHH] aKTYaJIbHUX HAYKOBO-TIPAKTUYHUX MMUTaHb. 3BaYKAIOUH, 10 MPEeHaTaIbHa
JIarHOCTUKA € CKIATHOK CHUCTEMOIO, JI€ MAalOTh OpPTaHIYHO TIOE€THYBATUCS
IHCTPYMEHTaJIbHI Ta JTa0OpaTOpHI METOIU, MEIUKO-TCHETUYHE KOHCYJIhTYBaHHS
pPOIMH, TIPOBEACHO aHAJNITHYHUN OIS Cy4YacHOi JTepaTypd 3  JaHOi

poOIeMaTHKH.

1.1. PiBHI nmpodilakTUKH BPOIKEHOI Ta CHAJAKOBOI MATOJIOTII i PoJb

reHeTHYHOI0 KOHCYJILTYBAHHSA

['eHeTHYHE KOHCYJBTYBaHHS € BaXXJIMBOIO CKJIAJJOBOIO YACTHHOIO KO>KHOT'O
eTary CHUCTEMU NpO(PUIAKTUYHUX 3aXO0JiB, OJHIEI0 3 YMOB €(EeKTUBHOIO
(yHKLIOHYBaHHSA SIKOI € CIIBOpalsd aKylIepChKO-TIHEKOJOTIYHOI 1 MEIUKO-
reHeTuHoi ciayk0 MO3 Vkpainu. [Ipodinaktuka BpOPKEHOI Ta CHAIKOBOI
MaToJIOTii € HAa CHhOTOJHI OCHOBHMX MUISXOM 3HIDKEHHS T€HETUYHOTO Tsraps B
nomyJisitlii, 1 BOHAa JAUIMTbCS Ha Tpu piBHI. [IpekoHuenmiiiHa (TIEpBUHHA)
npodiJakTUKa MPOBOAUTHCA JO BariTHOCTI 1  BKJIIOYAE: CaHAII0 CIM’i MpHU
IJIAHOBAHIM BariTHOCTI; OOCTEXEHHS MalOyTHIX OaThbKIB Ha CTAaTyC HOCIA
MOHOT€HHUX CIIaJKOBUX 3aXBOPIOBaHb Ta XPOMOCOMHHUX abOeparliii; reHeTHYHe
OOCTEXXEHHS POIMH 3 OOTSHIKEHUM PENMpOAYKTHBHUM aHAMHE30M; 3aXOIH II0JI0
3MEHIIICHHSI PIBHS [Ili KEPOBAaHMX YMHHMKIB JOBKiLIA. [IpeHaranpHa M1arHOCTHKA
BPOJ/IPKEHO1 1 CIAJKOBOI MAToJOrii 1mioaa (BTOpMHHA MpodiIakTUKa) 3abe3rnedye
BUSIBIICHHS, B TIEPIITY YEpry, TIIOAIB, IO MAalOTh HECYMICHI 3 )KUTTSAM YIIKOKCHHS.
TpetunHy mpodiIakTHKy BPOIKEHOI Ta CHAJKOBOKO MATOJOTIi CKIagaloTh MacoBI
CKPUHYIOU1 1 CEJIEKTUBHI MPOTpaMHu OOCTEKEHb JJII HOBOHAPOKEHHUX, 10 JTa0Th
MOKJIMBICTh BUSBUTH JEsKI KypaOenbHIOp(aHHI CHAKOBI 3aXBOPIOBaHHS 1
3a0€e3MeYNTH CBOEYACHY aJ€KBAaTHY MEAMUHY JOTIOMOTY JUIsl 3a1100IraHHs pO3BUTKY
TSOKKUX KJIIHIYHUX TPOSIBIB 3aXBoproBaHHs [39-41].

[Ilo BaxJIMBO BpaxOBYBAaTH Ha €Tarl MEpBUHHOI podimakTuku? 3a qaHuMU
BOO3, npubmuzno 50% ycix BpoKEHUX aHOMAaJIi HE MOXYTb OyTH MOB'A3aHI 3

KOHKpETHOI0 TpuunHOi0 [42]. OpHak € geski BimoMi (akTOpu pHU3HKY, SKi
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BKJIIOYAIOTh COL1aJIbHO-€KOHOMIUHI (paKkTOpH, MpUUoMy HpuOiu3Ho 94% BakKHX
BpPOKEHUX BaJl CIIOCTEPITralOThCs B KpaiHax 13 cepeIHIM 1 HU3bKUM PIBHEM JIOXOJY.
[le moB’s3aHO 3 TUM, IO MaTepi OUIBII CHPUHHATIMBI 10 HEIOCTATHHOTO
XapuyBaHHSA 3 MaKpOEJIEeMEHTAMH Ta MIKpPOEJIEMEHTAMH, a TaK0XX MOXXYTh MaTh
MIJIBUIIICHUHN BIJIMB areHTIB, K1 BUKIMKAIOTh a00 30UIBIIYIOTh YacCTOTY aHOMAaJIii
BHYTPIITHOYTPOOHOTO PO3BUTKY, OCOOJMBO iH(pEKIii Ta amkoromoo. [HIMMU
BiloMuMH (aKTOpaMH € TeHEeTH4YHl Ta ekojoriuHi [43,44]. Lle miarBepKeHO
JOCIIJIKEHHSIM, TMpoBeAeHUM y TaH3aHii, iK€ MOKa3ajl0 3HAYHUU 3B 30K MIXK
BPO/IPKEHUMH AaHOMAJIISIMM Ta BIJCYTHICTIO MEPIKOHLENIIMHOIO BUKOPUCTaHHS
doieBoi KUCIOTH, BIKOM MaTepi MoHaj 35 poOKiB, BIUIMBOM 3a0pyJAHIOIOUUX
PEYOBHH 1 BUCOKHM MOPAIKOM HapojkeHHs [45]. Takox Oyno BCTaHOBJIEHO, 1110
KIHKH 3 aHOMATISIMHA MaTKH HAJIEKATh JI0 TPYIH PU3HKY MO0 MEBHUX BPOIHKCHUX
BaJl. 30KpeMa, B OJIHOMY JOCIIIJKEHHI PU3UK BUHUKHEHHS JIEAKUX CHErnudIuHuX
ne(eKTIB, TaKUX SIK TINoIUIa3is Hoca, oMdanouesne, 1e(iuT KiHIIBOK, TEpaTOMH Ta
aHeHnedanis, OyB y YOTUPHU pa3u BUIIHI cepej HaIIaJKiB MaTepiB 13 JBOPOrOIO
MaTKo1o [46].

Sxmo mpoaHami3yBaTH  OKPEMO CTPYKTYPY BCTAaHOBJICHHX TMPUYUHU
BuHUKHEHHSI BBP, TO 65113bK0 5% 3 HUX 1TOB’s13aHI 3 JTI€10 JIIKAapChKuX 3ac00iB, 30%
3YMOBJIEH] BIUTMBOM O10JIOT1UHUX, (PI3UYHUX (Y TOMY YUCH1 padialliiHuX ), XIMIYHUX
dakTopiB 30BHINIHBOTO cepenoBUIIa (moGyToBi, IPOMHMCIIOBI,
CUTBCBKOTOCTIONAPCHK1), 65% — pe3ynbTar KOMOIHOBAHOTO BIUTMBY (y TOMY YHCIHI
JKapChKUX 3aco0iB) (DakTOpPiB, OCOOJIMBO TEHETHUYHHX MOPYIIECHb, Ta 1HIIMX
nedeKTIB CaJKoBOro anapary. 3a JaHUMH MDKHAPOJIHUX JTOCHIJKEHb, B K1 OyJI0
3asydyeHo 1148 menuuHux 3akianiB 13 22 KpaiH CBITy, Onu3bko 85% JKiHOK
MPOTATOM BariTHOCTI MPUHUMAIOTh B CEPEIHbOMY OJM3bKO 3 JIKapChKHUX 3aCO01B:
aHTHOAKTEpiaTbHI, TPOTHAHEMIUHI Ta aHANBTeTUKH [47]. Y X011 TPEKOHIIETIIHHOTO
TCHETHYHOTO KOHCYJIbTYBAaHHS Y BUTIAAKY MOTCHI[IHHUX TepaTOTeHHUX BIUIMBIB Ha
OpraHi3M >KIHKH, CJIiJ] BpaXOBYBaTH, 1110 YNHHUKAMH, sIKI BU3HAYAIOTh MOKJIUBICTh
BUKOPUCTAHHA JIIKAPCHKUX 3aCc00iB y MEPUHATOJIOTI, € Oe3MeYHICTh AJIT Matepi,

nepeldiry BariTHOCTI Ta Ij10/1a, OE3MEeUHICTh BiJadeHuX eQeKTiB (CTaH OpraHiB Ta
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cucreM, (QI3MUHUN Ta TCUXIYHUN PO3BUTOK JAWTHHHU, BIUIMB Ha MalOyTHE
nokoJiHHs). [IpekoHueniiiiina npodigakTuka MoJjirae y KJIiHIYHOMY OOCTEXKEHHI
HNOJIPYXOKsI, caHAIlll XPOHIYHUX BOTHUIN 1H(EKIi, BHUABICHHI EHIOKPHUHHHUX
NOpYIIEHb, XBOPOO TOJPYXOKs, TOCHIHPKEHHI TEHEaJOTiyHOTO aHamMHe3y Ta
BiTaMIHOTEeparii B TMepioJl IUIaHyBaHHS Ta TMEPIIOMY TPUMECTpPl BariTHOCTI.
JloBeneHo eheKTHBHICTh MpUitoMy (OJIi€BOT KUCIOTH y 7031 OLIbIe HEOOX1THOT
71000BO1 2-4 Mr 3 MeTOI0 TTPO(1IaKTUKU Ae(EKTIB HEBPAIBHOI TPYOKH Ta 1HIIMX BaJl
y noromcTBa [48,49]. lepextu HepBoBoi TpyOku (Spinabifida ta anenuedarnis) €
OJIHUMH 13 HalcepHo3HIIMX BpokeHux Baja. Tak, mopiuno B CIIIA Bonu
peectpytothes B 1 Bumnanky Ha 1000 BaritHocTel, a mpuonm3no 4000 BariTHOCTEH
MePEPUBAIOTHCS SIK CIIOHTAHHO, TaK 1 MITY4YHO 13-3a nopyiieHb po3Butky [THC [50].
VY1964 pomi B xxypHaini Lancet 6ysno HagpyKkoBaHO pe3yJIbTaTH JOCIIJKEHHS, 110
npoBojuiocs B JliBepiydi, B SKOMyY 3 98 *KIHOK, IO JaJIA XKUTTS JITAM 3 iepexTaMu
[HHC, y 54 6yJi0 BCTaHOBJIEHO NOPYIIEHHS MeTa0oi3My (oaieBoi kuciotu [51,52].
[le nmocmikeHHsS Jajdo TOMITOBX JJsi  3alpOBaJDKEHHS J1€BOi  MacoBOl
MPEKOHIICNIIHHOI MPODITAKTUKA TaKUX Baj 3a JAOMOMOTroi0 (DOJIi€BOi KUCIOTH, 1
HaBITh JEP’KaBHUX MpOrpaM y 0ararbox KpaiHax cBITy 1o (optudikamii OopoiHa
dbomieBoi kucnotor [53, 54].

Ha etani BroprHHOI TPOQ1IaKTUKH (BJIaCHE IPEHATAIBHOI JIarHOCTUKH ) JUISI
niarHocTuku BBP mpakTuyHO BCIOIM BIPOBAPKEHO MAaCOBUN YJIBTPAa3BYKOBUM Ta
O10XIMIYHUW  CKPUHIHTH, 3aCTOCOBYIOTHCS  JIarHOCTUYHI  OOCTEXEHHS B
chOpMOBaHKX 3a pe3yibTaTaMU CKPUHIHTY TpyIax BHUCOKOTO PHU3WKY. [HBa3WBHI
JOCITIKCHHSI PEKOMEHAYIOThCS 32 HM3KOK0 MOKa3aHb, sIKI BKIIOYAIOTh BIK JKIHKH,
00TsDKEHU TCHETUYHUIA aHaMHE3, BUCOKWH PU3HK 3a JaHUMH CKPUHIHTY, BUSBIICHI
npu Y3]J1 Bagu po3BuTKy Imioaa [55, 56]. IIpote, cimif 3a3HAYMTH, IO MOKA3aHHS
JUTs 1HBAa3MBHUX OOCTEXEHb BapilOIOTh Yy Pi3HHMX KpaiHax cBity [57-59]. YV Oyub-
SKOMY BHWITQJIKy, TPH3HAYCHHS 1HBA3WMBHOI JIarHOCTHKHA TOTPEOYy€E PETECIBHOTO
TeHETUYHOTO KOHCYJIbTYBaHHS, IEPCOHAII30BAHOTO MiIX0AY B KOKHIN KOHKPETHIN

cutyarii. Jly’)xe akTyaqbHUM TPEHJOM HAayKOBUX JIOCIIKEHb € PO3po0Ka HOBUX
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METOJUYHMUX MIJXOIB 10 PaHHbOI YJIBTPA3BYKOBOI JiarHOCTUKU B | Tpumectpi
BariTHOCTI, 110 Mae Oe33arepeuni nepesaru [60-64].

Ha croroniHi B mpakTHUHY AisUTBHICTH TIOCTYTIOBO 3aMIPOBAKYIOThCS HOBITHI
IpeHaTajIbHI TEXHOJIOTIi: MOIIYK Ta JOCII/PKEHHS KJIITHH TUIOAAa B MaTEPUHCHKIN
KpOBI, BU3HAaY€HHs (eTaJbHUX CTOBOYPOBUX KIIITUH Ta HYKJIEIHOBUX KHUCIOT Y
TU1a3Mi MaTepi, Ta IHIIUX NOTEHIIHHUX CUPOBATKOBUX MapkepiB [65, 66]. OctanHIM
4acoM IIIMPOKO 3aCTOCOBYIOTBCS METOAM (eTocKomii Ta emOpiockomii SK 13
JIarHOCTUYHOIO, TaK 1 3 JIIKyBajJbHOIO MeTor0. Lli MeToiu BUKOPUCTOBYIOTHCS HE
JMIIe JUIsl TMpEeHaTadbHOI JIarHOCTHKHM, a M ais (eranpHOI Tepamii Ta XIpyprii
(BHYTpIIHBOYTPOOHA TpAHCIIAHTAIlSI TEMOMOETHYHUX CTOBOYPOBUX KIIITHH,
BpPODKEH1 IMYHOAE(DIIIUTHI CTaHM Ta TEMOTJI00IHOMATIi), BHYTPIIIHbOKIITUHHA
JIOCTaBKa TEHETUYHOrO MaTepiaay 3 JKyBaJlbHOIO MeTOl (xBopoOa [lroiieHa,
MYKOBICIIH/103), (ETOCKOIMYHAa TeHHa Tepamis BPOJPKCHHX BaJl JIETCHb,
deTockomiuHa OKITIO3is Tpaxei Mpu BaxKuXx AiadparmMaibHux Kuinax) [67-70].

CyyacHuil piBeHb PO3BUTKY MEJIUIIMHU Y PO3BUHYTHX KpaiHax Jae
MOJIUBICTB f0cArTH 90% BHKMBAaHHS BCIX HOBOHapo keHux 3 BBP mpotsrom 5
POKIB, ajieé HU3Ka HO30JIOT1 CTAHOBJIATH BEJIMKY MEIUYHY, COLIAIbHY, EKOHOMIUYHY
npobiemy. Tomy MONMIYK MNIISAXIB MIABUIIECHHS €()EKTUBHOCTI MpPEeHATaIbHOT
JIarHOCTUKHU, OCOOJUBO y CIM’SIX 3 OOTSDKEHMM PENpOAYKTUBHUM aHAMHE30M Ta
MPEKOHIENIIAHOT TPOQITAKTUKK BajJ PO3BUTKY, 3AIMCHIOETHCS HAYKOBISIMU
Oaratbox kpaid [71, 72]. BBP MoxyTh OyTH 3yMOBJIEHI XpOMOCOMHHUMU, TEHHUMH,
F€HOMHUMH MYyTallisiMHM, 1 y 0araTbOX BHMaJKaX BUHUKAIOTh BHACHIJOK HOBHX
MOJIEKYJISIPHUX CTaHIB T'€Ha 4u reHoMy. Pemira ycrnaakoByrOThCS 32 pI3HUM THIIOM
B1J1 6aThKiB. MoJIeKyJIsipHA MPpUpOAa MyTalllid, HE3aJIeXKHO Bif] iXHBOT'O OXOKEHHS,
MOXke OyTH 3yMOBJIEHA 3aMIHOKO OCHOB, JICJICIIISIMUA, BCTABKaMH a00 MEepPEeCTaHOBKU
HYKJICOTH/IIB BCEPENHI T'eHa, 3CYBOM PaMKH 3YUTYBaHHS, HAKOTTMYCHHS TTOBTOPIB
TpUHYKJICOTU 1B [73]. HUacTka XpOMOCOMHHMX 1 TCHOMHHMX MYTalllii JOCUTh BEJIMKA.
Taxk, 3a nanumu Mueller Taki OpyIIEHHS € Y TPETHHH BCIX TBOTHKHEBUX 3aPOJIKIB
[74]. binplna yacTUHA 3 HUX TMHE BHYTPIIIHBOYTPOOHO, MEPEBAXHO Y MEPIIOMY

TPUMECTP1 BariTHOCTI.
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YactoTy XpOMOCOMHOI TATOJOTii y HOBOHAPO/KEHUX BCTAHOBJICHO
JIOCTAaTHBO MOBHO. [[boMy cripusiiv 6€3BHOIPKOBI IIUTOTCHETUYH1 IOCTIKEHHS BCI1X
KUBOHApOKEHUX y psiai nabopatopiit CLLHA, Kananu, Hanii i lotnanaii [75]. Tax,
13 54749 obcTexxeHUX aiTeH, XpOMOCOMHI aHOMaJIii Oysu BctaHoBjeHi y 330, ane y
YacTHMHI BHUMNAAKIB Ie Oynu 30aylaHcoBaHl TiepeOy/IoBH, SKI HE MOXYTh
PO3IIHIOBATUCS K XPOMOCOMHI XBOpOOW. 3arajibHe YHCJIO HOBOHAPOKCHHUX 3
XPOMOCOMHHM Ju30a1aHCcOM B 0OCTEeXeH1H y naHiid poboti Bubipii ckiano 0,34%
[75].

Bigomo, mo 3HayHa 4YacTHHA JITEH 3 XPOMOCOMHHUMHM 3aXBOPIOBAHHSIMU
HApOJKY€ThCSI MEPTBUMH. 3a JaHUMHU JISIKUX aBTOpPIB, CYMapHO cepen
HOBOHAPOXKEHHX 1 JITEH, K1 MOMEPJIH Yy MEepUHATAIBHOMY MEPioJil, XPOMOCOMHI
XBOpOOM 3yCTpiuaroThcs NpuOimM3Ho 13 yactororo 1:200 [75]. Cnig Takox
3ayBa)KUTH, [0 BEIMKA KUTHKICTh BariTHOCTEH, K1 3aKIHYWIKCS 3aBMUPAHHIMU Ta
BUKUIHAMH Y MIEPIIOMY TPUMECTP1 MAIOTh 3apOAKHU 13 XPOMOCOMHOIO MATOJIOTIE0
[76]. 3a nanumu aBTOPIB, Akl y 1999-2005 pp. npoBoaWIM AOCTIIKEHHS Ha 0asi
KopHenbscbkoro yHiBepcurery y Hpio-lopKy, XpoMOCOMHI aHOMAJii BKITIOYAIH
MOPYIICHHS YITLKOCTI XpOMOCM (aHeyIuIoiaiero xpomocom 16, 18, 22, 9, 18, 13, 21,
X), MOMIIUIOI/IIf0, @ TAKOX 1HIII MATOJOTIYHI KapiOTUII Y MaTepialiax JOCIiIKEHb
149 BUKHWIHIB Ta 3aBMepJIMX BariTHocTel y I Tpumectpi [76].

JlocmipKeHHsT MO0 eMieMIOoNOorii BaJ PO3BUTKY, AKI € MIATPYHTAM IS
po3po0KH e(EeKTUBHUX TMPOrpaM iXHBOTO TOMEPEHKEHHS, MPOJIOBKYIOTHCS
NoCTiiHO y pi3HuX momyssnisx Tak, rpyma aBropiB HassanS. etal (2023)
npoananizyBasia ctpyktypy BBP cepen 214 HOBOHapOIKEHUX 3 BPOJIKEHUMU
Bajgamu [77]. HaityacTinie 3ycTpidaroThbesi aHOMasli HepBOBOi cuctemMu (36,91%),
ornopHO-pyxoBoro amapatry (33,64%), HUTYHKOBO-KHUIIKOBOTO Tpakty (14 %),
cedocrareBoi cuctemu (7,94%), ronou ta mwui (2,33 %). Haitnommpenimmmu
Bajgamu [{HC y ixHiit BuOGipIti Oyiau aHoMalii TOJIOBHOTO MO3KY, XpeOTa, CHUHHOTO
MO3KY Ta aHeHUeamis.

B Vkpaini nommpenicte BBP y cepenuni 2000-x pokiB feTaabHO BUBYATACS

[Nanaran B.O. [78]. Byio BcTaHOBIIEHO, 1O YAaCcTOTa BPOHKEHUX aHOMATIM y M.
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KueBi cepeg ycix BuxoniB BariTHocTel ckiama 36,23+0,61%0 (cepen
)KUBOHapokeHnx — 37,19+0,68%0, wmepTBOoHapomkeHux — 27,38+4,17%o,
CaMOBIJTPHUX Ta 1HAYKOBAHHMX 332 MEAMYHUMH MMOKa3aHHSAMU aOOPTHHUX IUIOMIB, SKi
MiATBEPKCHI TATOJOTOAHATOMIYHMM JOCTiKeHHSIM — 27,82+1,93%0). Oxpemo,
4acTOTa T'€HETUYHHMX MOPYLIEHb CEepell CaMOBUIBHMX BHUKHUAHIB JOpIBHIOBAJA
61,1440,81%0. 3a MOXOMKEHHSIM, BPOJKEHA TATOJIOTISI CEpel KUBOHAPOKEHUX
Oyna nacrymHa: 13,15% — renna matosorist (7,89% — aBTOCOMHO-IOMIHAHTHA,
5,26% — aBTOCOMHO-peniecuBHa), 19,74% — xpomocomna; 32,89% —
MyJbTH(paKTOpHA naTooris, 13,16% — BpopkeH1 Balu €K30I€HHOTO MOXOIKEHHS,
13,16% — cnopaguuyna mnatoJorist, 3,95% — XBopoOWM 3 HEBIJOMHUM THIIOM
ycnaakyBaHHs, 3,95% — XxBopoOu 3 HEBU3HAYEHUM TUIIOM YCIaJKyBaHHS.

Curyanis 3 NOIIMPEHICTIO BaJ PO3BUTKY B IUJIOMY IO KpaiHl Jemio
MoKpaluiaacs mnepen moyaTkoMm BiHM. Tak, Owmenpuenko T.M. Ha 1H.
MIPOaHAJI3yBaJIM BPO/KEHI BaJM PO3BUTKY Cepell )KMBOHAPO/KCHUX YKpaiHU Ta
iXH1/ BHECOK B AUTSUY IHBATIAHICTD Y 3pi31 2019 poky [79]. Yactora BBP B Ykpaini
cknana 23,47+0,28%0 xomumBaHHSIM B Mekax oOmactei. lle Oumpimne, HIK B
€Bpornelicbkux kpainax 3a ganumu EUROCAT [79]. Kpim Toro, BBP 3amummmnucs
TOJIOBHUMHU NPUYMHAMH B CTPYKTYpi 1HBamigHOCTI faitel — e 30,02+0,11% (B T.4.
nepBuHHOI 22,7240,33%). ABTOpPM UITKO HArOJONIYIOTh, 10 MPOQiIaKTHUHUU
HaIpsiM CUCTEMHU OXOPOHU 37I0POB'A, MPUHANMHI, B pO3pi31 T€HETUYHOI MaTOJNOTIi,
JUISL ICP’KaBH € HE TIIBKH COIaIbHOIO0, a U €KOHOMIYHOIO HEOOX1THICTIO.

Sk Moe BIUIMHYTH TIpeHaTalbHA JIarHOCTUKA Ha YacTOTy BPOJIKEHOT
naToyiorii B monmyJyAmii? Y 1poMy 3B’SI3KY IIKaBUMHU € JOCHIDKEHHS TPO
B3a€EMO3B 30K MPEHATAJIbHOI JIarHOCTUKHM, TEPEPUBAHHS BariTHOCTI Ta PIBHS
auTsiaoi cMmeptHocTi y Kanaai npotsrom 1991-1998 pp. [80]. V 1i poku piBeHb
JTUTSY01 CMEPTHOCTI KomBaBcs Mk 6.4 1 6.1 Ha 1000 >xuBoHapoKEeHUX MK 1991
1 1995. IoTim 3HmxkyBaBca 10 5.4 Ha 1000 B 1996 1 5.5 na 1000 y 1997.YHactora
MaJFOKOBOI CMEPTHOCTI BiJl BpO/PKEHHX Baj OyJia crabimpHa Mik 1991 1 1995, ane
sam3unacs Ha 21% (95% nosipuwmii inTepBan, 19-32%) Big 1.86 Hal000 B 1995 no

1.47 na 1000 B 1996 1 1997. Ha ocHOBI maHMX AOCHIPKEHb aBTOPU POOISATH



42

BHUCHOBOK, 1110 3pOCTaHHS YaCTOTH MTPEHATAIIBHO 1IarHOCTOBAHUX BaJ] TPUBOIAUTH 710
CYTTEBOTO 3HM)KEHHS 3araJibHOI IUTSI40i cMepTHOCTI. Ciia BIAMITUTH, IO 1€ OYB
HaBITh HE €Tall CydyacHOi NpeHATalbHOI TIarHOCTHKH, a TUIbKU CKpuHIHT I
TPUMECTDY.

Y 2006 poii MNpoBEAEHO PETPOCIEKTUBHE AOCTIIHKEHHS €(EeKTUBHOCTI
npeHaTaIbHOI JlarHOCTUKH Yy BemukoOpuranii 3 1985 mo 2000 pp. [81].
AHaJti3yBaiy BUIMaAKu BCix 573471 HapomKeHUX JIITeH y TepMiHi recTallii 24 THKHI
Ta TiepepBaHi BariTHOCTi. BuOipka Oyna mojiieHa Ha YOTUPUPIYHI TEPIOJH,
aHai3yBaJIUCs BaJIM, 11arHOCTOBAHO IPEHATAIILHO, TA BUSABIIEH] IPOTATOM MEPILIOTO
POKY KHUTTA. Y AaHOMY JIOCIIIKEHHI TTOKa3aHo, 1mo 90% BumankiB aneHmedaii i
Ba/Jl IEPEIHBOT YEPEBHOI CTIHKU J1arHOCTYIOThCA 1O HAPOIKEHHS, a JladparMaibHi
KWK, OOCTPYKIIi ’KOBUOBUBIAHUX NUISIXIB Ta CKeJeTHI aHomauii - y 70%. YacTtka
nepepBaHuXx BariTHocTe 3pocia 13 23 1o 47 na 10000 3apeecTpoBaHUX HAPOIKEHb.

Takum unHOM, Benukuii BHeCOK BBP B Taki Kpu30Bi MOKA3HUKH, SIK AUTAYA
3aXBOPIOBAHICTh, 1HBAJIIIHICTh T4 CMEPTHICTh, BU3HAYAE HEOOXITHICTh ITPOBEACHHS
e(eKTUBHOI IEPBUHHOT Ta BTOPMHHOI IpodinakTuku BBP, ynockoHalleHHS MeTO11B
1 aJrOpUTMIB MPEHATaIbHOI AIarHOCTUKH, IO MOTpeOye BIAMOBIIHUX HAYKOBUX
JToCTiKeHb. Bkpall HEOOXiTHHUM € MPOBEICHHS ITaHUX 3aXOJIB 1 aJeKBAaTHOIO
TCHETHYHOTO KOHCYJIbTYBAaHHS HA MPEKOHIICTIIIIMHOMY Ta MpeHaTaIbHOMY eTarnax y
CIM’SIX 3 PENpPOAYKTUBHUMH BTpaTaMu B aHaMHE31 (CaMOBUIbHI BUKHUIHI, 3aBMEPI
BariTHOCTI y pI3HUX TEepMiHAX, BUMAJKU HAPOJDKEHHS JITEH 13 XPOMOCOMHOIO

NaTOJIOT1€0, MOHOT€HHUMU CUHAPOMAaMHU Ta MYJIbTU(PAKTOPHOIO MaTojioriero [82].

1.2. MeToau KOMIJIEKCHOI NPEHATAJbHOI JiarHOCTHKH — CY4YacHi

3100yTKH

Meroau, 3actocoByBaHi B [IJI, AOLUIBHO PO3MITUTH HA HEMPSMi, KOJH
00’€KTOM JIOCTIJKEHHS € BariTHa JKiHKa, 1 MPsAMi, KOJHM JTOCTIHKYEThCS caM TLTI.
OctanHl MOXYyTh OyTH 1HBa3UBHUMH (OTIEpAaTUBHUMH) 1 HEIHBa3UBHUMU. OCHOBHE
MPU3HAYEHHS HEMPSIMUX METOJIB — BIJOIp XKIHOK 70 TPYI BUCOKOTO T€HETHYHOTO

PUBHUKY JIJIs TIOJAJIBIIOTO MOTJMOIEHOTO IIarHOCTUYHOIO 00CTEeXKEeHHS. BaxinBum
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eTaroM IepeJl MOYaTKOM OyIb-SKOTO MPEeHATAIbHOTO 00CTEKEHHSI € IEPETECTOBE
KOHCYJIbTYBaHHS, SKE€ TMPOBOAUTHCS BIJMOBIIAIBHUM JIIKapeM (aKylIepoM-
T1HEKOJIOTOM) 1 Ma€ 3a METY OBHICTIO 1H(POPMYBATH BariTHY 100 MOXKJIMBOCTEH 1
3aBJlaHb MailOyTHBOI JJOMOJIOTOBO1 A1arHOCTUKH. [1pH 11bOMy BKe Ha PiBHI )KIHOUHMX
KOHCYJIbTAIIlM BariTHa MOXe oJiep>kKaTH 1H(opMaIlito Mpo Te, Y1 HaJISKUTh BOHA J10
TPyIOH BHCOKOTO PHU3UKY HApPOKEHHS TUTHHH 13 BPOKEHOI0 UM CHaJKOBOIO
MAaTOJIOTI€I0 32 AaHAMHECTUYHUMU JaHUMU a00 POJMHHUM aHAMHE30M.

HeinBasuBni metonu IIJ 3acTtocoByroThesi MacoBo (0€3BHOIPKOBO) 1
BKJIFOYAIOTh: TPUKPATHE YJIbTPA3BYKOBE OOCTEKEHHS 13 00OB’S3KOBOIO OLIIHKOIO
yJIbTPa3ByKOBUX MapKepiB XpoMOCOMHOI Ta renetnyHoi natoJorii (KI1, po3mip KH
y | TpumecTpi; TOBIIMHA MIMITHOI CKJIAJKH, CIIBBIJHOIIECHHS JOBXHWHH CTETHOBOI
KICTKM A0 OlnapieTaibHOro po3Mmipy ta iHmi y |l tpumectpi). Tepminu npoBeaeHHs
V31 npu HOpMasbHIM BariTHOCTI BU3HAYEHI Y BITYM3HSAHIN HOpMaTUBHIN 6a31 — 11-
13 twxHiB, 18-21 Twxnensb, 32-34 twxHi [83]. pyruM MacoBUM CKPUHIHTOBUM
METO/JIOM € O10XIMIYHUN CKPUHIHT MapkepiB cupoBaTku KpoBi BaritHoi (PAPP-
outok, BXI"y | pumectpi Ta oFP, BXI", Hekon toroBanuii ectpion y |l tpumectpi).

3a pesynbraramu  HeiHBazuBHOi [IJ[  (mpeHaTanbHOrO  CKpPHUHIHTY)
BUPIIIYETHCS THUTAaHHS JOLUUIBHOCTI TPOBEACHHS YTOYHIOIYHMX J1arHOCTHYHHUX
o0CTeXeHb — IHBa3WBHHUX Ta IHCTpyMeHTanbHUX. I[070 1HCTpyMEHTaNbHUX, TO
Hapa3i B KIIHIYHIA TPAKTUIl aKTUBHO BUKOPHUCTOBYETHCS METO]l MPEHATAIBHOTO
MPT. IlikaBumu € my6mikariii npo eHeKTUBHE 3aCTOCYBAHHS SI€PHO-MArHiTHOTO
pe3oHaHcy it glarHoctuku BBP HepBoBoi TpyOku (1edeKTiB CHUHHO-MO3KOBOIO
KaHally, MO3KOBUX CTPYKTyp, areHesii Moszoiuctoro Ttina [84-86], matomorii
riareHTH (placentaacreta) [87], a TakoX EIKUX MOHOT€HHHUX XBOPOO.

AJle OCHOBHUM [[IarHOCTUYHUM METOJOM TpPEHATAIBHOI ITIarHOCTHKH €
1HBa3MBHI MaHIMyJALUll 3 HACTYOHUMH MIMPOKUM CIEKTPOM T€HETUYHHX
Ja00paTOPHUX aHal3IB y B3sATOMY Marepiam 1ona. Jloope Bimomo, mo 80-85%
1HBa3WBHUX BTpyuaHb 3 MeToro I/l Hapasi mpoBOASATHCS y KIHOK caMe 3 TPyIu

BHCOKOTO PH3MKY 3a JaHuMmu cKkpuHiHriB [89,90]. V meit yac mpobiiema HamiiHOT
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IIUTOTEHETUYHOI JIIarHOCTUKK Tuiofga BupimeHa. [lupoko 3acTOCOBYIOTHCS
XOp10HO101ICIsI, O10TICIs TUTAIIEHTH, aMHIOLIEHTE3, KOPAOIICHTE?.

[{ixaBUM 7151 TTOTAJTBIITIOTO TIOPIBHSHHS € PaHHIN aHaJi3 BEJIMKOi 0a3u JaHUX
19 peectpiB BBP cepen 11 €Bponeiicbkux kpaiH, KUl MPOBOIUBCS ISl OLIIHKU
e(eKTUBHOCTI 3aCTOCYBaHHS YJbTPa3BYKOBUX MapKepiB i MpPEeHATaTIbHOT
J1arHOCTUKHU XpOMOCOMHMX XBopoO [91]. Ile nocmimkeHHsT BAKOHYBAIOCS 32 P10
1996-1998 pp. 1 Bxiroyano 1738 BunagkiB XpoOMOCOMHHUX aHOMaJii cepen 664340
HOBOHAPOPKEHUX, MEPTBOHAPOKEHUX Ta IMEPEPBAHUX BariTHOCTEH, HE3alEkKHO
BiJl BiKy Mmatepi. Haifuactime 3yctpiuaBcs cunapom Jayna (n=1050), tpucomis
xpomocomu 18 (n=191), cunapom Tepuepa (N=125), tpucomis xpomocomu 13
(n=86), Tpurnoixis (N=56). YbTpa3ByKkoBi MapKepH 3 BiIXuieHHIMH Oy y 37,7%
13 00CTeXXyBaHUX, cepell Ikux y 28,6% >KIHOK micias 000CTeXeHb (B T. 4.
1HBa3UBHUX) OYyJIO BUSIBJIICHO PI3HY MaTOJIOTI0 My1o/1a. Exorpadiuni mapkepu Oynu
MajoiH(popMaTuBHI 171 cuHApoMy KnaitHpenbTepa (3ycTpiuanucs TIbku y 5,7%
BUMAJIKIB). Yy TIMBICTh YABTPa3BYKY aJisi cuHapomy JlayHa cknana Tuibku 26,4%. Y
75,9% BUMaKiB BariTHOCTI OyJIM nepepBaHi, 655 BUNaAKIB XpPOMOCOMHHUX aHOMaIi
cepen 1738 Oynu BUSBJICHI 3aBJISIKK yIIBTPA3BYKOBOMY CKpUHIHTY [91].

Ane 3a octanHl 50 pOKIB CKPUHIHI XPOMOCOMHHUX 3aXBOPIOBaHb 1 Baj
PO3BUTKY 3a3HAB HMU3KY CYTTEBUX 3MiH, 10 OYyJI0O 3yMOBJICHO y TOMY YHCHi 1
PO3BUTKOM HOBUX TEXHOJIOTIH. X04Ya CKPUHIHT Ha OCHOBI TUIbKH BiKYy MaTepi OyB
ctagaapToM y 1970-x i 80-x pokax, mani iioro y 1990-x pokax 3amiHnau 0i0XiMidH1
TecTH, Takl sk norpinuii Tect oFP, BXI" ta ectpion [92,93]. 3arBepauBcs HOBUM
METO/I IPEHATAILHOTO CKPUHIHTY, 3aCHOBAHUI HE TUIbKM HA MaTEPUHCHKOMY Billl,
ajie 1 Ha BUMIPIOBAHHI KOHIEHTPALM PI3HUX (PETOIIAEHTAPHUX MPOIYKTIB Y
MaTepUHCHKIM cupoBaTiii. Takwil miaXiJg BUSBHBCA OUIbII ©()EKTHUBHUM, HIK
BUKOPUCTAHHSA OJIHOIO MaTEpPUHCHKOTO BiKy, TOMY IIO MpU Till ke KiIbKOCTI
HEOOX1THUX 1HBa3WBHUXBTPYYaHb (MPUOIM3HO 5%) CTaI0 MOXKIMBHM BHUSBUTHU JI0

65% TI0/IiB 3 PO3MOBCIOKCHUMHU XPOMOCOMHHMMH TaTostorismMu [94-96].
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BinmoBigHO 10 HAKOMWYEHHS BCE OUIBIIOTO JOCBIAY MPEHATAIBHOTO
ckpuHiHTy Il TpuMecTpy cTaii 4iTKO BUCTYHaTH HEHOJIKH Takoi mporpamu. [1o-
mepiie, Mi3HEe BCTAHOBJICHHS AlarHo3y. llpu TpaaumiifHUX CTpPOKax MPOBEIEHHS
CKpUHIHrOBoro TectyBaHHs (15-20 TWKHIB) 1 HACTymHOMY 1HBa3UBHOMY
OOCTEXEHHI OCTATOYHHM IUTOTCHETUYHUN TMpEeHaTaJbHUN J11aTHO3 MOJKHA
orpumatu He panime 21 TwkHsA. [lepepuBaHHS BariTHOCTI y TakoMmy TepMiH1
MOB’sI3aHE SIK MOPaJIbHO-€TUYHUMHU, TaK 1 3 MEAUYHUMH mpobiemamu. [lo-apyre,
HEJIOCTaTHI YyTJIUBICTh O/X MapKepiB 2 TPUMECTPY JIJIsi BUSBICHHS XPOMOCOMHOI
NaTOJIOTT ceU(pIYHICTh (CTYIIHb BUSBJIEHHS TpucoMii 21 3a naHumu O1oximii |l
TpuMecTpy He nepeBuiye 65-70%, KUIbKICTb XUOHO-TIO3UTUBHUX PE3YJIBTATIB 0
8%, xuOHO-HeratuBHUX — 30%) [97-98]. HarampHoro moTpeboro crajia po3poOka
OUIBII paHHIX 1 €PEKTUBHUX CKPUHIHTOBUX MPOTPaM.

[HTEeHCUBHI AOCHIDKEHHS 3 IIi€l MpoOJieMu, SKI MiHAJIM TpEeHATaTbHUN
CKPUHIHI Ha SKICHO HOBHMI pIBEHb 3aBISKH pO3poOLIl MporpaMu KOMOIHOBAHOTO
CKpuHIHTY | TpuMecTpy, mpoBoanIuCs Ha moyaTky 90-x pokiB. BenuuesHuil BHECOK
3poOuiia rpymna aHriiicekux mocmigaukiB Ha goii 3 K.H. Nicolaides., sxi y 1992
potii MOBIIOMIIIH, 1110 301nbiieHHs po3mipy KII moga y I tpumectpi BariTHOCTI €
celr(I4HOI0 03HAKOIO /JIs1 PO3MOBCIOKEHUX XPOMOCOMHUX aHEYIUIOA1M, epI 3a
Bce Tpucomii 21 [99]. Ha miactaBl peTpoOCHEKTHUBHOIO aHaii3y KapioTuIiB 827
IJIO/IB aBTOPU BCTAHOBHJIM, IO WMOBIPHICTH XPOMOCOMHOI MaTOJIOTIi 3pocTasa
nponopiitHo po3mipy KII - toBmuna KII > 2,5 MM cioctepiranacs y 75% rmioais
3 cuHapoMoM JlayHa mnpu YacTOTi XMOHO-TIO3UTUBHUX pe3yibrariB  4,1%.
JlocnmigHUKY OOTPYHTYBaIM HEOOXIMHICTh BKJIIOYEHHS I[HOTO TapameTpy 0
PYTHUHHOTO YJIbTPa3ByKOBOIO 00CTeKEHHA y | TpumecTpi.

Jlo chOorogHi, HEe3BaKalOUW Ha OypXJIHMBHA PO3BUTOK YIBTPa3BYKOBHX
texHoJsorii, ToBmuHa KII 3amumaerscs ogHuM 3 HalliHOOPMATUBHIMITX PaHHIX
npeHataibHuX MapkepiB BBP miona, aneyminoiiii Ta iHIIMX MaTOJOTIYHUX CTaHIB,
TOYHA OIlIHKa SKOTO 1 aJIeKBaTHA IHTEPIIPETaIlii MalTh BAXJIUBE KIIIHIYHE

3Ha4YCHHA.
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Tak, 3 pmanumu gociipkeHHs Socolovetal., 3a 10-piuHmii  mepion
cnioctepexenHs cepen 71 mnona 13 36inbmenum KI1 'y 22% Bunankis crioctepiraiu
TpumuIoifito —y 2% [100]. biasm macmtabauit anaii3 Oyno Bukonano Chen et al. y
2019 pori [101]. Cepen 374 mnoxis 13 30ubieHHssM KIT xpoMocomHi anomanii 0ynu
BusiBNieH1 y 29,1%. Yci mioau Oynu po3aiieHi Ha YOTUPU TPYIIU B 3aJI€KHOCTI BiJ
toBmuHKM KII: 1) mix 2,5-3,4 mm, 2) 3,5-4,4 MM, 3) 4,5-54Mm 1 4)>5,5MM, 1 B
Mexax 1ux rpyn yactota XII BapiroBana i1 craHoBuia 22,8%; 22,0%; 34,5%; 1
56,4%, BinmoBimHo. IcHyBasma 3Ha4yHa pi3HUIA B KiUTbkoCTi XII Mk rpymamu 3
pizHoro ToBumHOW KII, 1 cTymiHb TOBIIMHM TO3UTHUBHO KopemtoBaB 13 XII
(r=0,208, P<0,05). ABTOpH CTBEPAXKYIOTh, IO B ILIOAIB 31 30LJIBIIEHUM PO3MIPOM
KII cnocrepiraetbcs Ounbma yacrota XII, CTpyKTypHUX BajJ pO3BHUTKY Ta
HECTIPUATIMBUX HACHiAKIB BaritHocTi. Yacrora BusBiaeHHs XII y momiB i3
notoBuieHuM KII B moeananHi 3 [glarHocToBaHMMHM npu  Y3/[  iHIIMMH
NOpPYIICHHSIMU/BalaMi PO3BUTKY OyJia BHIIOI, HDK y BHUIAJKAX 130JbOBAHOTO
noroBieHHsa KII.

[Mommpenictb  XII 1 HeCHpUSATIAMBUX  pPE3yJIbTATIB  BariTHOCTI
EKCIIOHEHITIambHO 30uIbiyeThest 3 ToBIMHOK KII. Hampuknan, y pasi mmitHOl
KICTO3HOI TIrpOMH (K HaWBUIIOI CTajall PO3MIMPEHHS KOMIPIIEBOTO MPOCTOPY
TJ10/1a) BaJ¥ PO3BUTKY 1 XpOMOCOMHA TATOJIOTIS 1IarHOCTYIOThCs Maiike B 50-80%
BunaakiB [102]. Kicro3Ha rirpoma — 1¢ Baja pPO3BHUTKY, IO XapaKTEPHU3YEThCS
HAsBHICTIO AHOMAJIbHOIO HArpOMA/DKEHHS PIAMHUM B  MICHUSIX CKYMYEHHS
TiM(DAaTUYHUX BEH Y MEXKax IUi, CePeOCTIHHS, )KUBOTA 1 MaXBOBOI JUISHKHU IJI0/1A.
3arajibHa 4acTOTa BUHUKHEHHS I11€1 aTojorii ctaHoBUTh npubiau3Ho 1/1000-6000
noJoriB 1 1/750 cnontanaux aboptis [103].

[Ticas BOpoBa[KEHHS B KIIIHIYHY NPAKTHKY CY4YacHOTro JabOopaTOpHOTO
T€HETUYHOTO METOJy — XPOMOCOMHOI'0 MIKpOMATpUYHOTO aHaji3y (microarray), 3
JIOTIOMOTOI0  SIKOTO  JIIarHOCTYIOTh MIKPOCTPYKTYpPHI XpPOMOCOMHI abepairii,
BusBiieHHs XII y mmoniB 3 i3ompoBanuM motoBmieHHsM KIT y 1 tpumectpi

30UTBIIMIIACS Y CepeHbOMY Ha 5%, MOPIBHSHO 3 TPAAULIIHUM KapiOTUITYBAHHIM


https://pubmed.ncbi.nlm.nih.gov/?term=Socolov+D&cauthor_id=28723764
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[104]. Ane HaBiTH IPU HOPMAJIBLHOMY pE3YyJbTaTI microarray, y TPyl IDIOMIB 3
130J1b0BaHOI0 30UbIIeHOI TOBIMHOIW KII Ha 28,8% Oyno MiIBUINECHO PHU3HK
HasBHOCTI cynyTHiX BBP a6o BHyTpimHb0yTpOOHOI 3arubeni [105].

Takum 4rHOM, HE BUKIHMKAE KOJHOTO CyMHIBY, 1m0 po3mip KII mimonis y I
TPUMECTPl BariTHOCTI € BHCOKOIH(QOPMATUBHUM eXxorpadiuHuM MapKepoM
IIMPOKOTO CIEKTPY BPOPKEHUX MATOJOrIl IUIoAa, TOMY BiH CTaB O0OOB’SI3KOBUM
yJIBTPa3BYKOBUM MapaMEeTPOM y MPOTOKOJIaX paHHboro Y3 /1.

Tounicte ominku KII 3anexuTs Big JOTpUMaHHS METOJIUKH HOTO
BUMiproBaHHA. BumiproBanua toBumHu KII mpoBoguThes mig yac nepmoro Y3-
CKPUHIHTY TIpH KyMpUKOBO-TiM stHoMY po3mipi (KTP) mmoma 45-84 mm 3rimHo 31
craHgaptamu, 3amnpornoHoBaHumu Donpom Mmemaunuau 1wiona (FMF), i Bumarae
TOYHOTrO caritainbHoro 3pi3y [106]. B I tpumecTpi HaOpsiK NOTHIMLI J1arHOCTYIOTh,
sk notoBuieHuit KI1, a6o x y Il TpumecTpi, sik 3011bIIEHHS TOBIIMHU MOTUIMYHOT
ckianku [107]. Sk okpemy rpyny BUAUIAIOTH mioau i3 po3mipoM KII mix 95-m
MPOLICHTUJIEM JIJIS1 BJIMOBIIHOTO TEPMIHY BariTHOCTI Ta (PIKCOBAaHUM 3HAYEHHSIM
3,5 MM — came 11e 3HaueHHA € 99-M nepueHTwIeM A OyAb-sKOro recTaluliiHOro

TepMmiHy, 3rigHo pexomenmamiin  FMF  (https://courses.fetalmedicine). Cuin

3a3HAYUTH, 10 3HAYHA KIJIBKICTh TAKUX IUIO/IB TE€K MOXKE OyTH BKJIFOUYEHA JI0 TPYITH
BHCOKOTO T€HETUYHOT'0 PU3HKY, /i€ B MOJATBIIOMY HEOOX1AHI 10JaTKOB1 1HBA31MHI1
abo 1HmI oOctexxeHHs. 30utbmienHss ToBHU KII >99 mepuentmns (=3,5 mm)
BUSBJISIIOTH MpuOIn3HO B 1% BariTHOCTeH. [IpoTe, Bizyamizallis boro Mapkepy He
€ OJIHO3HAYHUM CHHOHIMOM HAasIBHOCTI MAaTOJIOTIi y TJI0/1a, YACTUHA TaKUX TUIOJIB
Mar0Th HOPMaJLHUN KapiOTHII, 1 YCHIITHICTh 3aBEPIICHHS BariTHOCTI 3aJICKHUTh BIJT
HasSIBHOCTI/BIICYTHOCTI CYITyTHIX aHOMaJIiii PO3BUTKY, L0 BI3yalli3ytoThes ipu Y 3/]
[108, 109].

OTxe, aNTOPUTM TOJIATIBINOI MPEHATALHOT JIaTHOCTUKHU y Pa3l BUSBICHHS
npu exorpadii noroBuieHHs po3Mmipy KII Bkimrodae, Hacammepen, peTenbHeE
aHATOMIYHE YJBTPA3BYKOBE CKaHyBaHHSA IUIOJa Ha HASBHICTh TIOE€THAHUX

CUCTEMHUX aHOMaJIiii 00 1HIITUX MIHOPHUX €X0-MapKepiB.
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Jpyrum 3a peiiTuHroMm MiHOpHUM exo-MapkepoM € KH mnoga. Jocnimxenns
npodiiIro 1042 Ha BIACYTHICTH a0O0 TIIMOIIIa3110 HOCOBO1 KICTKU BUKOPUCTOBYEThCS
B 11-14 TwxkuiB npu VY3-CKpUHIHTY Ha aHEYIUIOiNil0, 30KpeMa, TPUCOMIIO
xpomocomu 21 3 2001 poky [110, 111]. I'pymoto gocmigaukie FMF Ha miacrasi
nociipkers 15 822 moniB 6yno BcranoBieHo, mo KH Biacytas y 60-70% miosis
3 TpucoMiero xpomocomu 21 1 1,4% HopmanpHuX mio/iB Ha Tepmini 11-14 TiwxkHiB
PO3BUTKY. AHTPONOMETPUYHI JOCTIHPKEHHS TOKa3alu, 110 TJIMOMHA HOCOBOIO
kopeHsi B 50% BumankiB cunapomy JlayHa anomanmbHo Mana [112]. 3rigHo 3
OpUTIHATBHUMU JOCIIKEHHAMH, BiacyTHICTh KH Oyno BusiBneno y 73% mioais 3
Tpucomiero 21 1 ume y 0,5% 110118 13 HOpMaJIbHUM KaplOTHUIIOM.

Takum ynHOM, BifcyTHicTh KH a0o ii rinoruiasis € 0THUM 13 COHOTpa(iuHUX
MapKepiB, K1 JOMOMararoTh J1arHOCTyBaTU XPOMOCOMHI HOPYIIEHHS Ta T€HETUYH1
CUHJIPOMH, K1 CYTIPOBOIKYIOThCS JINIBOBUMU AU3MOp(DisiMU. BKIIOUEHHS OLIIHKH
KH nnoga no Y3-ckpuninry B I TpumecTpi 1 BpaXyBaHHS L[bOTO MapamMeTpy Mnpu
PO3paxyHKY 1HJIMBIIyaJIbHOTO T'€HETUYHOI'O PU3MKY KIHKM MOXKE MPHU3BECTH 0
3HAYHOT'O 3MEHUIEHHS MOTPeOU B 3aiiBUX 1HBa31MHUX BTpy4aHHsIX. KoHcosigoBaHa
JlyMKa MPOBIJIHUX CBITOBUX €KCIEPTIB 3 MEIUIMHU IUIOA - KOMILJIEKCHA CyMapHa
ominka toBimHU K11, Biky MaTepi, TaHUX 610XIMIYHOTO CKPUHIHTY CHPOBATKU KPOBI
BariTHOI Ta AOCIIIKEHHs Npo(dUTIo MI0Aa Ha HasiBHICTH a00 BiACYTHICTH KH Moxe
MIJBUIUTH  €(EeKTUBHICTh JeTekiii curapomy Jlayna nmo 97% 3 piBHeM
XHOHOMO3UTHBHUX pe3ysbTaTiB 5% [113, 114].
aHOMaJTii pO3BUTKY TUI0J1a B | TpUMeCTpl BBAXKAIOTh MATOJIOTII0 BEHO3HOT MMPOTOKH
(BIT) (ductus venosus blood flow), o0co6iauMBO B TMO€AHAHHI 3 I1HIIUMU
yIbTPa3ByKOBUMHU NokazHukamu [115]. Buznauenns matosorii BII € ocobmuBo
HEOOX1THUM IIpH MiJ03pi HA MOHOCOMIIO XPOMOCOMH X, IS SIKOi IISI O3HaKa €
XPOMOCOM Yy BHUIAJKaX 13 miogamu 3 motoBiieHuM KII. Ognak, ¢ miaKpeciuTH,
110 3a TaHUMH JIiTeparypu naronorist B, sk 1301p0BaHa Baja, BCe & € HEIOCTATHIM

TIOKa3HUKOM JIJIsl BUSIBJICHHS aneymuioinii [116,117].
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[lapanenbHO 13 MOUIYKOM €(EKTUBHUX paHHIX YJIbTPa3BYKOBHUX O3HAK
BpPOKEHOT TATOJIOTIi MPOBOJAMIUCS TOCHIKEHHS 3 O10XIMIYHOTO CKpUHIHTY 1
tpumectpy. Y 1991 pomi B. Brambatietal. BcranoBmim, mo KoHIEHTpaIis
acolioBaHOTO 3 BariTHICTIO Oi1Ka ra3mu PAPP-A pi3ko 3HMKeHa B MATEPUHCHKIN
cupoBarii y 8-12 tuxHiB npu cunapomi Jayna y mioga [118]. 3unxkeHHs: piBHS
PAPP-A npu tpucomii 21, tpucomii 18, Tpucomii 13 Oyio MiATBEPIXKEHO Y
NOJAJBIINX PETPOCIEKTHBHUX gociimkenHsx [119-121]. Jpyrum paHHIM
010XIMIYHUM MapKEPOM CTaJia BijibHA B-CyOOIUHMIIS XOPIOHIYHOT'O TOHAOTPOITIHY
(fB -XT'), muHamika 3MiH sikoro OyJia Takoro Xk, sk 1y |l Tpumectpi [122, 123]. 3mina
piBHiB PAPP-A i fB-XI" cnocrepiranacst 6;1u3bko y 73% mio/1iB 3 XpOMOCOMHUMHM
aHoMaJisMM 1 3a CTyneHeM 1H(OPMATUBHOCTI HaOMMKaiacss 10 30UIbIICHHS
po3mipy KII.

[Ticns wHu3kM ,,0I0THUX® — AOCHiKeHb B BemukoOpuranii, CIIA,
Hinepnannax [124-126] 3 mouatky 2000-x pokiB OyJ0 OCTaTOYHO 3arl04aTKOBAHO
paHHIA MpeHaTalbHUN CKPUHIHT | TpuMecTpy, SKUW BKJIIOYAB TOEIHAHE
IIPOBEICHHS YJIBTPA3BYKOBOTO 1 Ol0XiMidHOrO oOcrexeHHs Mix 11+0 1 13+6
TUXKHSIMU BariTHOCTI 1 OLIHKY 1HIMBIAYaJbHOTO T€HETUYHOTO PU3UKY Ha MiACTaBl
BiKy BariTHOi, po3mipy KII mioga/mnonaTkoBux exo-mapkepiB, piBHIB 0/X MapKepiB
PAPP-A i f3-XI'. CrymiHb BUSBICHHS XPOMOCOMHOI MATOJOTII Y CEepeIHbOMY
ckinanaB 85-90%, dactora XMOHOMO3UTUBHUX pe3ynbTaTiB 3-5%, 110 CYTTEBO
MEPEBUIILY€E TaKi MOKA3HUKH JIJIsi CKPUHIHTY Y 2 TPUMECTP1 BariTHOCTI.

AJie He MEHIIT BaKJIMBUM 3aBJIaHHSAM MPEHATAIBHOTO CKPUHIHTY | TpuMecTpy
€ paHHS J1arHOCTHKA BaJl PO3BUTKY CHUCTEM Ta OPTraHiB IUIOJA HEXPOMOCOMHOI
€TI0JIOT1i, SIKI CTAHOBJISITH BEJIMKY YaCTKY Y CTPYKTYpPl IPUYUH AUTIHYOI CMEPTHOCTI
Ta 1HBaMiAHOCTI. PanHsa nudepenuiiiHa ynpTpa3BykoBa aiarHocTuka B 11+0-13+6
THYKHIB BariTHOCTI, BKJIIOYAIOYM BUBYCHHS JCTAIIbHOI aHaTOMIi moaa, ominky KIT,
aHali3 TUIOMOBOI Ta MAaTEpUHCHKOI TEeMOJMHAMIKH, JOMOMAara€ BU3HAYUTH
MOTAJIBIITUH HAMIPSIMOK MPEHaTaaIbHOTO MOHITOpUHTY. CydacHi CTaHAApTH PAHHBOTO
V3]l neradbHO HaBeACHI y KIIHIYHMX MPOTOKOJAX Ta pexkoMmeHmarlisx Fetal
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Gynecology (ISUOG) Ta nakasy MO3 «Ykpainn» «HopmanbHa BariTHICTE» [83,
127-129].

1.3. IIpo6s1eMHi MU TAHHS KOMILIEKCHOI PEHATAJBHOI JIaTHOCTUKH — AK

MiABUIIUTH ePeKTUBHICTD

VYapTpa3BykoBa aHATOMIYHA OIlIHKA IJI0JIa /1€ MOXJIMBICTH JIIaTHOCTYBATH
Ty HU3KY Baja po3BUTKY mioja. Sigelakietal [130] na migcrasi ooctexenns 45191
BariTHOI xiHkH po3aiummi BBP Ha Tpu kaTeropii, 3a1eH0 B1J1 MOKJIMBOCTI paHHbBO1
exorpadiuHoi Bizyami3zanii. Baau, siki MOBHUHHI OyTH J11arHOCTOBaHi 3aBXau y |
TpUMECTpl - aHeHuedais/exk3eHnedanis, rouonposeHmedaris, omdanorene,
racTpoIlM3uC, aHoMajli cToBOypa Tula, MerauumcTik. Baau, sxi MOxyTh OyTu
niarHoctoBanl y I TpumecTtpi - aHomanii KAcTed 1 cron, JladparmanbHa Kuia,
JeTajbHI CKeJeTHI JucIiiasii, Baxki Bamu cepis, Spinabifidaaperta, nuipoBi
po3uluinHd. Bagu, sfki Maiike HEOOCTYNHI JJIS pPaHHbOI YJIbTPa3ByKOBOI
JIarHOCTUKU — MiKporiedatisi, aHOMallli MO30JUCTOTO TiIa, BEHTPUKYJIOMETAis,
MyXJIMHU, KACTU SIEYHUKIB, BaJW JIET€HIB, TaCTPOIHTECTHHAIBHI OOCTpYKIli. 3a
JaHUMHU LMX aBTOpiB, y | Tpumectpi Baamocsi BUSBUTU 10 44% TSXKKHUX Baj
PO3BHUTKY. Y OUNBII MI3HBOMY MeTa-aHami3l 19 gocmimkens, mo Bkirodaan 78000
BariTHUX XIHOK, CYMapHUH CTYIiHb paHHBOTO BusiBiieHHs BBP cxmaB 51% [131].

JllarHOCTUYHI MOKJIMBOCTI PAHHBOTO YJIBTPA3BYKY PO3MIMPUIUCS TICIIS
MOSIBU PAaHHIX €XO0-MapKepiB BIIKPUTOI CTMHOMO3KOBOI KWJIM 1HTPaKpaHIaAIbHOTO
MpOCTOpPY, CTOBOypa MO3KY, IMO€JHAHA 4YyTJIMBICTh sKuX ckiagae 53,5%,
cnerudiunicte 99,7% [132, 133]. Taki x ycmixu AOCATHYTO 1 JJIsI PaAHHBOT
TIarHOCTHKK  BPOJPKEHUX BajJ Cepisl, A€ moeaHaHHs posmupenoro KII 3
TPUKYCHIJATbHOIO PEryTpPriTaiielo Ta/abo MopylmeHuM KpPOBOIUIMHOM Y BEHO3HIN
MPOTOII TAF0Th MOXJIMBICTH 3aII03PUTH 110 57,6% TSKKUX KapAiaIbHUX aHOMAJTIN
[134]. A iMmniemenTalisi 1o NpOTOKOJIIB paHHboro Y3/l 4-kamepHoro 3pi3y cepus i
3pi3y dYepe3 TPU CYIWHU 1€ OlIbINe IMiJBUINYIOTh JIarHOCTUYHUN MOTEHIIIal

exorpadii y BUSBICHHI BaJ] Ceplis IJI0/1a.
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JiiicHo, 3a maaumu FMF, notoBmenuii KIT yacTo acomiroeTbes 3 aHOMaIIIMU
PI3HUX CHUCTEM Y IUI0/a, 30KpeMa, CEpIeBO-CYJIUHHOI, CEYOBUIIIBHOI, KICTKOBO-
CyrJ10060BO1 Ta 1HIINMH, a TaKOX 13 riNonpoTeiHeMI€I0
(https://courses.fetalmedicine). Baau cepiist cepen HUX SBISIOTH OAHY 3 HAHOUTBIITNX
npo0JieM, OCKUIBKM Hapasi ckianarTh 25% Bia ycix 3apeectpoBanux BBP [135].
CkIagHICTh CTaHOBUTH TOM (QakT, mo Omu3bko 50% KapaianbHUX aHOMAaIH
npunagae Ha ckiaagai BBP cepuis, npu skux HagaHHs criemiaiaizoBaHOI MEIUYHOT
JIOTIOMOTH HEOOX1JIHO B MEpIIi JIHI, MICSIl, a YaCOM 1 TOJWHM KUTTS TUTUHH. B
LHIJIOMY, Baad Ceplsd € HaUNOIMPEHIIMMHA (QOopMaMu BpOKEHHX Baa 1
Tpamsitoteesa y 3-8/1000 moniB. Ha nmanwmii wac, nume 15-30% BBP cepus y
HOBOHAPO)KCHUX BHUSBIIETHCS TMPEHATATBHO. Y IBOMY 3B 53Ky, BH3HAUCHHS
toBuHU KII 1 maronorii BII € iHpopMaTUBHUMU METOJaMU BUSIBJIEHHS CEPLIEBUX
anomautiii y moaiB 6e3 XII. JliteparypHi gaHi cBiYaTh, 10 3aXBOPIOBAHICTh HA
ckiaamgai BBP ceprisg wiTko kopemioe 31 30utbmmeHHsAM po3mipy KIT [136-138].
[TaTosiorito BEHO3HOI MPOTOKU IMiJi YaCc CKOPOYEHHS TMepeacep/lb CIocTepiraiu
MoxHa crnoctepiratu 'y 61,5% mnoais 6e3 XII 13 Bagamu cepus 3a ganumu E
TimmermanSally-Annetal [139]. Onnak, onTHMalbHUN AJITOPUTM IarHOCTUKU
KapJiaJbHUX aHOMATIH y paMKax CKPUHIHTY | TpUMecTpy JUCKYTY€EThCS 1 TOTpedye
MOIAJIBIINX JOCHIIKEHD.

Tak, rpyna nociigaukis 13 CiioBeHii mpoBeny pociimkeHHs moao [1]] Baxxkoi
KOMOiHOBaHO1 Tarosiorii cepms (CTeHO3 JiereHeBoi aprtepii 13  Jgedexrom
MDKOUTYHOUKOBOI nepetuHku  CJIIA-JIMIII), Bkmrowarouum 1HBa3MBHI METOIU
n000CcTeKEeHHST (LIUTOTCHETHYHI Ta MOoJeKyJsipHo-reHeTnyHi) [140]. ¥V 19 13 21
BUMNAAKIB J0CTOBIpHO giarHocToBaHo CJIA-JIMII 13 pi3HUMU BapiaHTaMu
OCHOBHOTO CTOBOYpy uM TuUIOK (90%), 13 MOCTHATaJbHOI YW TMATaHATOMIYHOKO
Bepudikariero. Aneymoaii BusiBieHi y 4/25 (16%) nocnimkyBaHUX BUIAIKIB Ta
nuaxoM QuryopeciieHTHoi In situ riopuausanii (FISH) igenTudikoBana aeneris
22q11.2 y 6/23(26%) nartientiB.5/27(19%) mamieHTIB Maau BaaM 1HIIUX OPTaHiB Ta
cuctem, 11 BaritHocTed Oyno mepepBaHo, 11/16 HOBOHAPOIKEHUX BUKUIH Y

HEOHATAJILHOMY TIEep10/i.
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AJie He3BaXKar04M Ha BEJIHMKE PI3HOMAHITTS YJIbTPAa3ByKOBUX MapaMeTpiB, 110
BUKOPHCTOBYIOTHCS B YJIbTPA3BYKOBIHM A1arHOCTUIIl, OCHOBHUM CKPUHIHTOBUM €XO-
Mapkepom 1-ro Ttpumectpy 3anummaerbes KII, anpTepHatuBuM sSKOMy Ha
CHOTOAHIIIHIN JeHb Tak 1 He 3 sBuioca. Ogun KII, abo B moemHaHHi 3 1HITUMHU
TphOMa €X0-MapKepaMu, 3MIHIOETHCS TIPU ITUPOKOMY CIIEKTP1 MaTOJIOTIYHUX CTaHIB
— XpOMOCOMHHMX Ta T€HHUX CHHApPOMAaxX, BaJax OpraHiB Ta CHCTEM IUIOAA,
YCKIIQAHEHHSX MOHOXOPIaldbHOI JIB1iH1, MEPTBOHAPOIKEHHSIX.

BaxnmuBoro Takoxxk € 1 Bepudikallis MpeHaTalbHOTO AiarHo3y. Tak rpymna
aBTOPIB MPOTAroM 43 MICALIB MOPIBHIOBANA JlaHl MPEHATaIbHOI 1arHOCTHKHU Ta
aBtorciit [141]. I3 76 nepepBaHux BariTHOCTEH 3a 1iei mepioa y 25 Bunaakax Oyina
XPOMOCOMHA TaToJIorisA, ¥ 36 - MOpdoJOriyHl aHOMallii PO3BUTKY, Y 15 - iHIm
akymepcbki curtyanii. IloBHe cmiBmaaiHHS Mpe- 1 MOCTHATaJIbHUX J1arHO31B
MmiaTBepKeHo y 61,1% BuMaaKiB, KOJHOTO HECHIBHAAIHHS J1arHO31B y JIAHOMY
nociipkeHHl He 3adikcoBano. Y 38,9% npani I1] qonmoBHuIMCSA Ha aBTOICII, ale
OCHOBHMI J11arHO3 criBnajiaB. OTke, CydyacHl METO/IM MPEHATATbHOI IIarHOCTUKH €
e(EeKTUBHUM JIEBUM 3aCO00M MPO(UIAKTHKU TSHKKUX BPOJKEHUX BaJ PO3BUTKY
10/a.

Ocranni 8 poKiB B MpeHaTaIbHIN 1arHOCTHII BII3HAYMIIUCS BIIPOBAIKEHHSAM
e OJHOTO HOBITHBOT'O CKPHUHIHTOBOTO METOAYy (AOJAaTKOBO 10 TpaauIliiHUX
yIbTpa3ByKy Ta 010ximii). [le ananiz nozakmituanoi JJHK (nk/IHK) B maTepunchki
KpoBi a00 CKOpOYeHO HeiHBa3MBHUU npeHaTanpHui Tect HITIT [142-145].
Jxepenom nkJIHK mioga € knituHu TpoPoOaacTy, iK1 BUIBHO 3HAXOIATHCS Y KPOBI
BariTHOI JKIHKK. 3a JOMOMOTOI CYYaCHHX MOJIEKYJIIPHO-TEHETUYHUX METO/IiB
cTajo MOXJUBUM BiaiuTu petanpHy JJHK Bix maTepuHCHKO1, 1 a1l JOCTIAUTH 11
Ha HaAWMOIIMPEHINI YHUCJIOBI TMOPYLIEHHS XPOMOCOM — HacamIiepell, TpUCOMIi
xpomocom 21, 18, 13, X, Y. Uepe3 sBullle IUIANEHTAPHOTO MO3AIU3MYy, IO
3yCTpIYa€ThCsl B MPUPOAl MpuOIn3HO y 2% 1 3yMOBIIIO€ HECIIBIAIIHHS 1CTUHHOTO
KapiOTUNY TUIOJA 1 KaploThIy rianeHTu, Oyab-skuii HITIT-tect € ckpuHiHTOBUM 1
BUJIAE€THCS Y BUTIIAI PU3HUKY. Y pa3i MO3UTUBHOTO Pe3ybTaTy (BUCOKUN PHU3HK)

000B”’SI3KOBO MPOBOAUTHCS BepUPikallis AiarHo3y MUISIXOM 1HBa3UBHOT J11arHOCTUKHU
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(amuionentes). [Ipote, HIIIT-tectn Ha choronHi € HalUyT/IMBIIII 1 cienU(PIYHUMU
JUTSL OLIHKY PU3UKY TPYIH XPOMOCOMHOI aHEYTUIOi1T — /Uit TprucoMii 21 4y TIuBICTb
ckiaagae mpuomm3HO 99,5% 3 MIHIMAIBHMM YHUCIOM XHOHO-TIO3UTHBHHX
pesynbrati 0,1% [146, 147].

[Iupoke BapoBamkerHss HIIIT y 6aratbox KpaiHax CBITY BUKPHUBAE HU3KY
npoOJIEeMHUX MUTaHb MIOJI0 BOTO TecTy. Tak, y OLIBIIOCTI paHHIX 1 OLIBII Mi3HIX
MeTa-aHalli31B JyKe€ BHUCOKa €(PEKTHBHICTh CKPHHIHTY IOIIMPEHOI XPOMOCOMHOI
13 BJ)K€ HAaABHUM BUCOKUM/IPOMI)XKHUM 1HJUBITyalbHUM PU3UKOM, BUBHAUECHUM 3a
pe3yabTaTaMu TPaJULIMHOTO KOMOIHOBAaHOTO CKPHUHIHTY 1-Tro Tpumectpy [148,
149]. Opnnak, GiBapianTHuii meta-anamiz Taylor-PhillipsS. Et al y 2016 pomi
MOKa3aB, 10 TMOKa3HUKM €(QEKTHUBHOCTI CYTTEBO BIAPI3HAIOTHCA Yy 3arajbHId
MOMYJISALIT BariTHUX JKIHOK MOPIBHAHO 3 rpymoto pusuky [150]. Otxe, skOou HITIT
CTaB MAaCOBUM CKPHUHIHTOM IEPIIOTO Py, 1I€ Jaao O MOXKIUBICTh O J1arHOCTYBaTH
He Ounbie 95,9% BumankiB Tpucomii 21, 86,5% BunaakiB Tpucomii 18 1 77,5% -
TpucoMii 13. A 11 MOKa3HHUKK B)KE€ 30BCIM CIIBCTaBHI 13 HABEJACHUMHU paHIIIe
JAHUMHU TIO0 TPagUUIAHOMY KOMOIHOBAHOMY CKPHUHIHTY 1-TrOo TpuMmecTpy, a A
Tpucomiit 18/13 BiH, HaBiTh, edekTUBHIIINI. OO0’ EKTUBHO, CYTTEBO BIJIPI3HIIOTHCSA
KUTBKICTh XMOHO-TIO3UTUBHUX pe3ybTatiB (HabaraTo menma mpu HITIT - 0,1-0,2%
npotu 3%) 1 MO3UTUBHA MTPOTHOCTUYHA IHHICTH (HabaraTo Ouibina npu HITIT).

Kanancbki ekcnepTd y CBOEMY JTOCIII)KEHHI BCTAHOBWIIM, 110 TMOPIBHSHO 3
TpaJAMILIIHUM TpeHaTaIbHUM CKpUHIHTOM, HeinBazuBHM J[HK-tect BusBUB
OiMbINE TUIOMIB 3 MOIIUPEHOI XPOMOCOMHOIO MATOJIOTIEID Ta CYTTEBO 3MCHIIMB
KUTBKICTh MPOBEJICHUX 1HBA3UBHUX J[1arHOCTUYHUX TECTIB 13 3MEHIIEHHSM BUTpAT,
ajie 1€ TMPU3BOJAUTH 10 30UIBIICHHS IIOPIYHOTO OOKETYy Ha MpeHaTaJbHy
JIarHOCTUKY B JIOCIIIDKYBAaHOMY PETioHI Ha 35 MibitoHIB 1osapiB Ha pik [151-158]
(Health  Quality Ontario, 2019). ABTOpM MiAKPECIIOIOTh  BaXKJIHUBICTh
IHUBITyaIbHOTO HAyKOBOTO OOTIpyHTOBaHOTO Tiaxoxy mo imruiementanii HIIIT,

IO € HAJ3BUYAITHO aKTyaJIbHUM 1 JJIs1 HAIIOT KpaiHH 1 peTioHy.
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Taxox HeoOxinHO 3BepHYTH yBary Ha uucio HIIIT-rectiB 6e3 oTpumaHoro
pe3yabpTaTy, HaBiTh MICld MOBTOPHOTO B3SATTS 3pa3zka kposi (Big 0,5 mo 6,4%,
3a3BUYail 4epe3 HU3bKY (eranbHy (pakiito, To0To, KinbkicTh nkJ{HK). Axmio
nonatu ix npu ominii epextuBrocTi HIIIT, To 3a MOmeThOBaHUMY TaHUMHU CTYIIHB
BUsIBIICHHsT TpucoMmii 21 Oyme B miamasoni 93-97% [159]. Husbkuii BiacoTOK
wianentapaoi JIHK (¢deranpHoi ¢pakifii) MO3UTHBHO KOPEIIOE 3 TEPMIHOM
BaritTHocTi, piBHAMH PAPP-A 1 PLGF; HeratTuBHO Kopesoe 3 Baror Marepi Ta ii
BikOM. JIIKyBaHHS T€apuHOM TaKOX 3HWXKY€E (deTanbHy (pakiito. Y rpymi KiHOK,
ne pesyiabrar HIIIT He OyB OoTpuMaHMii, CIOCTEPIraeThCs MiJABUIIEHA KIJIBKICTh
3a MOKa3aHHSMH 1HBa3UBHI OOCTEKECHHS.

Takum yunom, meroau HIIIT GypxnuBo po3BuBarotbes. Kpim Toro, BoHu €
BHCOKOBApPTICHUMH, IO CYTTEBO OOMEXYE MOXIIMBICTb IXHHOI'O BUKOPHCTAHHS 1
iXHIO JOCTYIHICTh JJI1 BariTHUX >KIHOK. TecToM MepIoi JHII B Halllid KpaiHi
3QIUIIAETHCS  TPAAMIIINHUN KOMOIHOBAaHUU YJIBTPAa3BYKOBUNM Ta O10XIMIYHUMN
CKpUHIHT 1 TpumecTpy, SKMil NOTpeOye YIOCKOHAJICHHS B IUIaHI ONTUMI3ALil
QITOPUTMIB OLIIHKM PE3YyJbTaTIB, YJBTPA3BYKOBOIO JOCHIJKEHHS 1 TaKTHUKH
BUKOPUCTAHHS JIIarHOCTUYHUX OOCTEKEHb.

SIK1 YMHHUKY € HalBaKIIMBIIIMMU JJI TOJIIMIIEHHS €()eKTUBHOCTI CKPUHIHTY
B IIEPIIOMY TpUMeECTpi BariTHOCTI? [Ijs aiekBaTHOT OIIHKH YIbTPa3BYKOBUX JTAHUX
— oOpaxyBaHHS BJIACHUX MOMYJIAIIMHIUX HOMOTPaM II0/I0 OCHOBHUX O10METPUUHUX
napameTpiB. {1 onTuManbHOro (opMyBaHHS TPyI PU3HKY 1 3a00IraHHs XUOHO-
MO3UTUBHUM 1 XHMOHO-HETaTUBHUM pe3yJibTaTaM — OOTpYyHTYBaHHS cTpaTu(ikari
IHAMBIYaJIbHOTO PHU3MKY BariTHUX KIHOK, a TaKOX 4YITKOrO alroOpuTMy 1
MOCTIJOBHOCTI OOCTEXEHb y KIHOK 3 BUCOKMM I'€HETHUYHHM PU3UKOM 32 JaHUMU
ckpuHiHry. [{o peui, BUOIp TPaHUYHOTO PUBUKY JJII BIAHECCHHS KIHKHA JI0 TPYMH
PHU3HKY 1 MEXI CEpPeIHbOI0 PU3MKY € MUTAHHSM BaplaTUBHHUM Yy PI3HUX KpaiHax
(HEOOX1THO 3HAWTH PO3YMHHUH OanaHC MK BHCOKHUM CTYNEHEM BUSIBJICHHS

MATOJIOTI1 1 HU3bKUM YUCJIOM XHOHO-TIO3UTHBHUX pe3yibTaTiB). Yum Bumuii Cut-off,



55

TUM MEHIIIE KIHOK MMONaje 0 FPYIH PU3HKY 1 OyJie MPOXOAUTH 3aliBl J1arHOCTHYHI
00CTEKEHHS.

Ha cporoanimniii nens, 3ampononoBanuii FMF anroputm xomb6inamii Biky
KIHKHU, TaHUX YJIbTPa3ByKoBOro Ta 6ioximiunoro ckpuinry/HIIIT y | tpumectpi 3
HACTYITHUM PO3paxyHKOM 1HJIMBIAyaJIbHOTO pU3UKyY Tpucomiii 21, 18, 13 xpomocom
y TIUI0Aa, BU3HAHMK  aKyllepaMU-TIHEKOJOraMu  OUIBIIOCTI  KpaiH K
HaliHGOPMATUBHIIIMI Ta EKOHOMIYHUM BUJI MpeHaTaibHOTO oocTexkeHHs [160] (D.
Wrightetal. 2014).

Ocranni pociimxkenas FMF cBiquars, mo npu rpanndHomy pusuky 1/100 1
cepenHboMy miana3oHi pu3uky Big 1/101 mgo 1/999, dayTnuBicTh KOMOIHOBAHOTO
CKpuHIHTY st TpucoMmii 21 cknage 92%, cneuudiunicts 95,4%, no3utuBHA
IPOTHOCTHYHA WIHHICTh 7,34% 1 HeraTMBHa NPOTHOCTHYHA WIHHICTH 99,97%.
Amnanoriui udpu oTpuMano st pucomiit 13 ta 18 xpomocom [161]. Bix 2 1o 4%
BUMAJKIB Tpucomii 21 OyayTh JIarHOCTOBaHI Yy JKIHOK 3 HHU3bKUM PHU3HKOM
(<1/1000), 6-8% - y >kiHOK 3 CepeHIM PU3UKOM. AJIC CIIi/I MiKPECIUTH, 1110 BUOIp
TPAHUYHOTO PU3HMKY, MEX1 TPOMIKHOIO PU3HMKY, HAOOPY M1arHOCTUYHHX METOIB
3aJIEXKHO BiJ CTYIEHA 1H/IMBIIyaJIbHOTO PU3UKY € MUTAHHSIM BaplaTUBHHUM Y PI3HUX
KpaiHax 1 OOOB’SI3KOBO OOTPYHTOBYETHCS OKPEMO 3aJICKHO BiJ] HAI[IOHATBHUX
0COOJMBOCTEH CHCTEM OXOPOHU 3I0POB’SI.

XKinkaM 13 BHCOKMM I1HAMBIAyaJbHUM PU3UKOM 3a pe3yJIbTaTaMH
KOMOIHOBAHOTO CKpPUHIHTY 1-rO0 TpuUMeCTpy NpPU3HAYAIOTHCSA J1arHOCTUYHI
1HBa3MBHI OOCTEXEHHS, OCKUIBKM Yy HUX CIEKTP MOXJIMBHX MAaTOJOTIHA IIOJA HE
oOMeXy€eThCsl TUTbKHM Tpucomisimu 21, 18, 13 xpomocom (10 30% ckiagaroTh 1HIII
XpPOMOCOMHI TOpyIIeHHs). BiACOTOK BHSBIEHOI MATOJOTIi YITKO KOPENIIoE 3
posmipom KII, cknagatoun npubauzno 10% npu TtoBmumui KII Mix 95-m
npouentusieM 1 3,4 MM 1 cymapao 42% mpu toBmuHi KII >3,5 mm [156]. Tlpu
y pa3i He30aJIaHCOBAHMX XPOMOCOMHUX abepalliif Mae ay»Ke cIabKy TEHACHINIO 10
301abIIeHHs . HeoOxigHO migKkpecnuTd, 10 y pasi 130Jb0BAHOTO 30UIbIIECHHS

po3mipy KII, sxe BU3Hauae BUCOKUI 1HAUBITYyIbHUN PU3HK KIHKH, M1ABUILY€THCS
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AMOBIPHICTb MIKPOCTPYKTYPHUX XPOMOCOMHHX abeparlii, 1o BUABIAIOTHCS TIIbKU
MeTozioM Mmicroarray. Ixus nommupenicts npu posmipi KIT>3,5 mum Bapiroe Biz 3,6%
o 12,8% [162]. Lle BaxJIMBO BpaxoBYBaTH NpPH MEIHKO-TEHETUYHOMY
KOHCYJIbTYBaHHI JKIHOK 13 BHCOKHMM I1HAMBIAyaJbHUM PHU3UKOM 1 BHU3HAUCHHS
aJICKBaTHOTO OOCATY J1arHOCTUYHUX OOCTEKEHb. AJie KUl TEpMIH YTOUYHIOIOYOI
J1arHOCTUKU BHOpaTH, KO Mae€ OyTH ONTHUMajibHa IMOCHTIIOBHICTh OOCTEKEHb,
3AIIMIIAETHCS AKTyaIbHUM HEBUPIIICHUM MUTAHHSIM.

Tak, y po6otri E.V.Gorduzaetal. (2018) nocmimxyBanucs pi3HI MOAENI
IIPEHATAIIbHOTO CKPUHIHTY 1 OOIpPYHTOBYBaBCsl 0a30BHil MPOTOKOJ KOMOIHOBaHOTO
6ioxiMmiuyHoro ckpuHinry (B I Ta Il TpumecTpax) B moeaHaHHi i3 yJIbTpPa3ByKOBUM
JTOCHIDKCHHSIM, KWW MOKe 3a0e3neuntu npudivm3Ho 90% BUSABICHHS MATOJIOTIL
npu 5% piBHI XUOHOMO3UTUBHUX MOKa3HUKIB [163]. ABTOpH TakoX AUCKYTyBaJd
I0JI0 JIarHOCTUYHOTO BHECKY pI3HUX JIA0OpAaTOPHUX TE€HETUYHUX METOJIB B
Martepiaii mwioga. [{utoreHeTnyHui aHasi3 (KapioTHUIl IUIOAY) BUMarae TpUBajoro
KyJIbTUBYBAHHS KJIITHH 1 Ma€ OOMEXEHY pO3JILIbHY 3/IaTHICTD, ajieé Ma€ MepeBary B
JIIarHOCTUIIl BCiX KUIbKICHUX XPOMOCOMHHMX aHOMaJliid. Bijiblll KOIITOBHI METOIU
(FISH, QF-PCR, MLPA) inentndikyoTh JHIIe MEBHI KUIBKICHI aHOMaii, aje
mBUIIIE Yy 4Yaci. XpoMOocOMHUI MikpomaTpuunui anam3 (array-CGH) ycyBae
OCHOBHI HEJOJIKM IIMUTOTCHETHYHOIO METOoAay (TpuBaje KyJbTUBYBaHHS Ta
oOMekeHa pO3/AUIbHA 3[aTHICTh), alieé € JOPOTUM, 1 TOMY HOTO BHKOPUCTAHHS
3IIMIIAETHCS OOMEKEHUM Yy KpaiHaX 3 HU3bKUM €KOHOMIYHHM PO3BUTKOM, TOMY
MOTPIOHO PO3POOJISITH ONTUMAJbHI TMOKa3aHHS JUIsi TapreTHOrO BUKOPUCTAHHS
[BOTO METOJY.

[IpoananizoBaHO TakoXX BITYM3HSHI HAyKOBI JOCHIDKEHHS 3 TEMU
npeHatainbHOi AiarHoctukd BBP. baraTo qocnimkens Oy BUKOHAHI HA HEBETMKUX
CEJIEKTUBHMX Ipynax 0OCTEKEHHUX, 1 111 pe3yJbTaTH HE MOXKYTh OyTH a1aliTOBAaHUMHU
710 BCi€T 3arajibHOI BUOIpKH BariTHUX kiHOK [164, 165] (B.JI. Byrenko, 2006; B.M.
bantoxk, 2009). Takox € pob0TH, sIKi OyJTM MPUCBSIYCHI NMPEHATATBHIN A1arHOCTHIT
OKpeMHX HO30JoTiyHuX (GopM Baa po3BUTKY [166-168] (€.M. Ilapropomachbka,

2020; O. B. Henenpuyk, 2019; M.II. Bepomnotsensn, 2019). [luceprariiiine
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nocnimkennss M.I. Hikonenko (2012 pik) Oyno mnpucBsueHe OOIPYHTOBAHOIO
cTpaTerii MacoBOTO IIPEHATAIBLHOTO TEHETUYHOTO CKPUHIHTY 3 CUCTEMOIO KOHTPOITIO
SKOCTi, ajie Ha TOW Yac Ie He OyJu po3poO0JIeHI HOBITHI METOIW NpPEHATAIBHOI
niarnoctuku (HIIIT, microarray), ToMy 3ampOINOHOBaHI aBTOPOM aJTOPUTMHU

NOTPeOYIOTh OCydacHEeHHs Ta neperysaay [169].

BucnoBku 10 posainy 1:

[IpoBeaenuii aHami3 HAyKOBOI JITEpaTypu IIOAO CY4acHOTO CTaHy
npoiJaKTUKA BPOJKEHOI Ta CIAJKOBOI MAaTOJOTIi Ja€ MOXKJIUBICTH 3pOOUTH
HACTYMHI BUCHOBKH. [lomosiorosa giarHocTUKa BPOKEHOT Ta CIaIKOBOI MaTOJIOri,
sKa 0a3yeTbcsl HA MAaCOBOMY MPEHATAJIbHOMY CKPHHIHTY BariTHHUX, 13 3a1yYEHHSIM
CYyYacHHUX YJIbTPa3BYKOBUX Ta T€HETHUUYHUX JOCIII)KEHb, € BATOMUM PE3EPBOM ISl
3HIDKCHHST MAaJIFOKOBOI CMEPTHOCTI Ta 1HBamigHocTi. Ha chorojmHimmHiii JgeHb
KOMOIHOBAaHUU yJIbTPAa3BYKOBUU Ta OIOXIMIYHMIA MNpeHaTaJbHUM CKpUHIHT |
TPUMECTPY, 13 HACTYITHUM PO3PAXYHKOM 1HAMBIIYATIbHOTO PU3UKY IIOJ0 TPUCOMIN
21, 18, 13 xpomocoMm y miofa € HaliHPOPMATHBHININM Ta €KOHOMIYHUM BHJIOM
npeHaTalbHOrO  00cTekeHHs. OKpIM  XPOMOCOMHHUX  TPUCOMIN,  Takui
KOMOIHOBAaHUN CKPHUHIHT J1a€ MOJIMBICTh BUSIBUTH IIUPOKHUM CIIEKTP aHATOMIYHHUX
BaJl PO3BUTKY 1 YCKJIQJHEHb Yy Tmepeliry BariTHOcTi. JlopoOku BITUM3BHSHUX 1
3aKOpJOHHUX (DaxiBIIB JaJid MOXJIMUBICTH MaTH 0a30Bl YHI(IKOBaHI MPUHIUIIN
MPOBEJICHHS MpEeHATATBbHUX OOCTEeXKEeHb, 1HBA3WBHOI JIarHOCTHKH, BIAKPUTH
1H(OpMaTUBHI YJIbTPa3BYKOBI Ta O10XIMIYHI MapKepH MaTOJOrTYHUX cTaHiB. [Ipore,
nepeBakHa OUIBIIICTh aBTOPIB BBAKAIOTh 3a HEOOXIJHE YJIOCKOHATIOBATH Ta
MOU(DIKyBaTH aJTOPUTMH JIOMOJIOTOBOI JIarHOCTHUKUA OKPEMHUX HO30JOTTYHHUX
dbopm BBP, nocinixyBaTi noOMyisiiiiH1 BIAMIHHOCTI yJIbTPa3BYKOBHUX MapaMeETPiB,
MaKCUMaJIbHO 3HUKYBaTH TEPMIHM TOCTAHOBKM J1arHO3y BPOJ/DKEHUX BajJ Ta
XpPOMOCOMHUX TopymieHb. [le mae Oe33amepeuHi nmepeBaru sik 3 MEIUYHOI, TaK 1
MOpaJIbHO-€TUYHOI TOYKM 30py. OTKe, He3Bakaroud Ha BEJIUKY KUIbKICTb

JOCIIJKEHb 13 JlaHOl MpoOJieMaTUKH, 3aJUIIAE€ThCSl HU3KA HEBUPIMICHUX
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aKTyaJlbHUX MUTaHb, OCOOIMBO aKTyaJdbHHUX JiA YKpaiHH, JIe 4YacTOTa BPOIKEHOI

MaToJIOTIi BCe I 3aJUIIAEThCS HA BUCOKOMY PiBHI.
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PO3/ILI 2
MATEPIAJI I METOJIM JOCJIIIKEHHSA

2.1. O0csr pocaiTzKeHb Ta Opradizailisi NpeHaTaJbLHOI 1iarHOCTUKHU

JI1st BUKOHAHHSA TMCEPTAIHOT pOOOTH IPOBEACHO KOMITJIEKCHUM aHaIl3:

- 17280 ynbTpa3ByKOBUX OOCTEKEHB, MPOBEJACHUX BAriTHUM XXIHKaM Yy
TepMiHax 5-38 TH)KHIB BariTHOCTI;

- 127 1uBa3uBHUX 0OCTEkeHb (O1OMCiI BOPCHH XOpPIOHY, aMHIOIEHTE3,
miarneHTouente3) y | ta |l pumectpax BariTHOCTI;

- 5760 nocnimxeHb 610XIMIYHUX MapKepiB MaTepUHCHKOI cupoBaTku y | Ta |l
TPUMECTpPaX BAriTHOCTI;

- 165 nuTOreHeTHUHUX AOCTIIKEHb KaploTHITy y JIMQoLuTax nepudepiinHoi
KpOBI;

- 165 UuTOreHeTMYHHX MAOCHIIPKEHb KaplOTUIy Yy BOPCHHAX XOpPIOHY
abOpPTUBHOTO MaTepiaiy;

- 00JIIKOBOT MEIMYHOI TOKyMeHTallii Ha 165 BunaakiB abopTiB 3a MEAUYHUMU
MOKA3aHHIMU Yy 3B’SI3KY 13 BPO)KEHUMU BaJiaMU PO3BUTKY ILJI0JIA.

IIpenaranbpHe 0OCTEKEHHS BariTHUX XiHOK M.JIpbBOBa, JIBBIBCHKOI 00JacTI,
MPOBOJMIOCS BIANOBIAHO /10 A1040i B YKpaiHi HOpMaTtuBHOI 0a3u (Hakazu MO3
Vkpainu Ne 417 Big 15.07.2011 poky «IIpo opranizamito amOyJaTOpHOT
aKyIIepChKO-TIHEKOJIOT1YHOT oromMoru B Ykpainm», Nel437 Bix 09.08.2022 poky
«Crangaptu menuuHoi gomnomoru «HopmanbHa BariTHicTE»», Ne 641/84 MO3
VYkpaian Big 31.12.2003 "IIpo ynockoHajdeHHS MEIUKO-T€HETHYHOI JIONIOMOTH B
VYkpaini").

Ha xoHy XIHKY, siIKa MpOX0oJuia 00CTEeKEHHs, 3alI0OBHIOBAJIACS CIEI1aIbHO
po3po0JicHa aHAaMHECTUYHA aHKETa 3 IMOBHUMH BIJOMOCTSMHM IIOJIO ITOIEPEIHIX
BariTHOCTEH, 0coONMBOCTEM mMepediry TenepilliHbOi BariTHOCTI, COMAaTUYHOTO
THEKOJIOTIYHOTO Ta POJWHHOTO aHamHe3dy (momaTok 1). Big KokHOI >KiHKA
OTpUMaHO TPOiH(POPMOBaHY 3roJly Ha BUKOHAHHS JIIaTHOCTHKUA 1 OOpPOOKY

NEpCOHAIbHUX OAHUX.



60

[IpenatanpbHa MiarHOCTHKA BKJIOYAia YJIbTPa3BYKOBE  JIOCIHIIKEHHS,
O10XIMIYHUN CKPHUHIHT, 1HBA3UBHI METOJIM J1arHOCTUKHU Y Pa3i BUCOKOTO CTYIICHS
TEHETUYHOTO PU3UKY (aMHIOIEHTE3, OI10TCiT BOPCHH XOPiOHA, MJIAIEHTOICHTE3) 1
BUKOHYBasacs npotsaroM 11-40 THKHIB BariTHOCTI.

Y apTpa3ByKoB1 JOCHIHKEHHS MPOBOAMIKMCS OCOOMCTO 3/100yBadeM Ha 0asi
meanunoro 1eHtpy «EXOME]l». bioxXiMiyHUN CKpUHIHT Ta UWTOT€HETHYHI
nabopatopHi BuKoHyBanucs Ha 6a3i MBI «I'enom». JIHK piarHocTuka cnaakoBux
MOHOTE€HHUX CHHAPOMIB TPOBOJMIACS Yy KIHINI PENPOAYKTUBHOI MEAUIIMHU
«Hanis» Ta 'y mabopatopii «Leogene».

VY pasi Bussienns BBP minoma abo mijio3pi Ha XpOMOCOMHY TMAaTOJIOTiIO Ha
MiJCTaBl KOMOIHOBAHOT'O CKPHUHIHTY BariTHa KIHKAa CKEPOBYBaJlacsi Ha 1HBa3HWBHE
oOcTexkeHHs, 10 BUKOHYBajocs B 11-20 twxkHiB Ha 06a31 MI] «EXOME]».
['eHeTHYHE KOHCYJIbTYBAaHHS MPOBOJUIOCS TPH BKJIIOYEHHI JKIHKWA JI0 TPYIHU
BHCOKOI'0 T€HETUYHOTO pU3UKYy abo Bepu(ikauii Baau po3ButKy uu XI1 y miona. B
OCTaHHIX BWIMAJKaxX JI0 KOHCYJIbTYBaHHS 3ajyyanacs MYJbTUIUCIUILITIHAPHA
KoMaHJa (mpoduibHi (haxiBLi 3aJ€KHO Bl HO30JIOTIYHOI (POPMU BaJW PO3BUTKY)
JUIs OOTOBOPEHHS B KOKHOMY BHIAQJIKy TOYHOTO IPOTHO3Y 3I0POB’ Sl MalOyTHHOI
JTUTUHU, MOKJTUBOCTEH JIIKYBaHHS Ta peadiiTalri.

[TepeprBanHsT BariTHOCTEW 3a MEAWYHHMH TIOKa3aMH IPOBOJMIIOCS Y
CHeIliabHO BU3HAUEHUX JIEPKaBHUX MEAUYHUX 3aKjiaiax 13 HACTYMHOIO
naToMop(doIoriyHO  BepU(IKAIE0 13 3aCTOCYBaHHSA I[UTOTCHETHYHHUX Ta
MOJICKYJIIPHO-TEHETUIHUX METOIB JOCIiHKCHHSI.

Ha Bcix BariTHuX IHOK 13 OCHOBHUX Ta KOHTPOJIbHUX TPYM, 3AIyYCHUX 0
HAyKOBOTO JOCIIDKEHHS, OyJ0 OTPMMAaHO TOBHY KaTaMHECTHYHY iH(MOpMaIlio
1010 3aKIHUYCHHS BariTHOCTI, MOJIOTIB Ta PO3BUTKY JTUTUHH BIKOM JI0 6 MICSAIIIB.

Hucepraitiiiae nociipkeHHs Oylio mpencraBieHe Ha posrisa Kowicii 3
o0ioetuku Ta aeontosiorii mpu JIJIMY im.JI.I'anunbkoro Ha etarni IJIlaHyBaHHS.
OTprMaHO TIO3UTHMBHE PIMICHHS KOMICIT 100 MOXJUBOCTI TMPOBEICHHS

nocmimxeHHs (mporokos Ne 8 Big 23.11. 2020 p.).
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2.2. IHcTpyMeHTAJILHI METOAH J10CJIi/I2KEHHS

2.2.1. Ynompa3zeykoee 00cniorcenns

[IpenaranpHi yIbTPa3ByKOBl JOCTIDKEHHS BHUKOHYBAJIHMCS Ha amaparax
Voluson Expert E8, Voluson Expert E10, 3a gomomoror koHBekcHHX Ta 4-D
kouBekcHuX gatuankis RM 6-C, RAB 4-8 D, RAB 6-D, RIC 5-9 D.

JlocmipKeHHsT 3A1MCHIOBAJIOCS 3a MPOTOKOJIAaMHM  BIJMOBIHO JI0 J1IOYOi
HopMatuBHOi 6a3zu (Hakazm MO3 Vkpainu Ne 417 Big 15.07.2011 poky «IIpo
OpraHizaiilo aMOyJIaTOpHOI aKylIepChbKO-TTHEKOJOTIYHOI JIOTIOMOTH B YKpaiHW»,
Ne1437 Big 09.08.2022 poky «Cranmaptd MmeaudHoi ponomoru «Hopmanbha
BariTHICTE», Ne 641/84 MO3 Vkpaimu Bix 31.12.2003 "IIpo ynockoHaneHHsS
MEJIMKO-TEHETUYHOI JIONTOMOTH B YKpaini'")).

06’em Y31 | pumectpy B Tepminax 11 TukHiB 2 1H1 — 13 TUXHIB 6 JHIB OYyB
PO3IIMPEHNM, 3r1JIHO KpUTEPIiB ®onny MEINLINHA m101a

https://www.fetalmedicine.org/. ucepTanT Mae BiANOBIAHI MiKHAPOIHI JILIEH311

B11 ®MII 1 mOpI1YHO NPOXOAUTH aAyJUT CBOIX PE3YJIbTaTIB.

VY31 | TpumecTpy BKIIIOHAJIO AeTajdbHE JOCIHIKEHHS aHATOMIi IJIoja Mpu
KTP 45-84 MM, o11iHKY €X0-MapKepiB TeHETHUYHO1 MATOJIOT1] - KOMIPIIEBUNA MPOCTIP
(TOBIIMHA, MM), HOCOBa KICTKa (HAsBHICTb), MyJbCAUIMHUA IHJIEKC Yy BEHO3HIH
MPOTOIll, KPOBOILJIMH Yepe3 TPUCTYJIKOBUHM KIIamaH; OIIHKY PaHHIX €XO0-MapKepiB
anomautii [THC (crushsign, driedupbraine), UCC, xiabKiCTh CYAMH y MyIOBHHI,
uepBikoMeTpito, [11 B MaTKOBUX apTepisixX, a TAKOkK 0OCTEKEHHS CepLs MIoAA.

Crannaptai npotokonu Y3][ I-1ll TpumecTpiB 13 uMHHOI HOpMAaTUBHOI Oa3u
Oymu mMoaudikoBaHi Ui BUKOHAHHS JMCEPTAIIWHOIO JOCTIHKEHHS, a TaKOXK
pPO3pOOJICHO PO3LIMPEHUN MPOTOKOJ ISl OTJISAy IUIOAIB 13 Migo3por abo
BUSIBJICHMH BPOJKCHUMH BaJlaMU CEPIIS.

[IpenaTanbHa CKpHUHIHTOBa YJbTPa3ByKOBa [1arHOCTHKA moyuHaiacs 3 |
TPUMECTPY 3a MOAM(pIKOBaHUM MPOTOKOJOoM (puc. 2.1). HeobximHot0 yMOBOIO 1Jis
OTPUMaHHS KOPEKTHHX JaHUX € KyNnpukoBo-TiM siHuid po3mip (KTP) mmona 45-84

MM, 110 BiJroBigae TepmiHam 11 TwxkHiB 2 nH1 — 13 THXHIB 6 JHIB.


https://www.fetalmedicine.org/
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NPOTOKOMN
CEPMHIHMOBOrD YNsTRE3BYKOBOMD AOCNIAKEHHA B 1 TPMMECTDI BariTHOCTI
11 TvxHie + 0 gHiB - 13 TvxHIB + 6 gHiB (KTP 45-84mm)

(TAD, TVS)
MNIB nauienTa, piK HApPOOXEHHA .
HaTta ofcremeHHsA 07.08.2023
Anapat: Voluson EL0 Oatuui: RM 6-C
OcranHa mencTpyayia: 10.05.2023 p. Tepmin BariTHOCTI NO recTayil 1.2 TxHIB 5 aHiB.
MM no recraun 14.02.2024

BariTHa cHEpOBaHa niKapeM: -
MaTKa posTawosaHa B anteflexio versio, posMipom 118 x 75 x 92 MM, AK Npy 12 TH#HIEB.

MnigHe ARWe: 0HE, POSTAWOBAHE TUNOBD, (OPMa NPABMMNbHA, BHYTRILWHIM AlaMETpoM 69 MM,
EmbpioH ogwH; KTP 65,8 mm; ( 12,6 Tvoe); BOP 22 me; ( 12-13 1w ); O 68 mm; (13
v ); AC 8,3 Mg [ 12-13 Tic);

Ouivka aHaTomii nnoga:

MNonoea: ©OpMa HOPMANLH3, CEQN MO3KY Bi3yanizoBaHo; CyOWHHI neTeHHA M
Nuueewid ckeneT: ouHi AGnyKa BisyanisoEado; npodine M

Cepue: poO3TAlOBEIHE B MPYOHIM KNimMUl TMNOBOD; 4-X KAMEPHWH 3PE Bi3yaniaveTeCA [ OBa
WMYHOYKH CHMETPHYHI; V-sign Tunoswi; Cepuefwrra: YCC 158 yvo/xe.

HEQOCTATHOCTI HA THK HE BMABNEHD

KiHuiBKM: BCi Bi3yaniayiTeCA; CEY0BMA MiXYD ¥ CariTansHii npoekuil 3,1 MM,

MepenHA YyepesHa CTiHKa uwinkcHa

OcHOBHI XpOMOCOMHI MapKepn:

Komipuessi npocrip: 2,9 MM, HOCDBa KicTodka 3,6 MM, KPOBOMIMH ¥ BEHOZHIA npoToui PI
1,16 wopma oo 1,35 .

XopioH cTpyxTypa 0gHOPIOHE, NOKANIZ0BAHMA N0 NEPEOHIA CTiHUI MaTiu; 0 CTyneHA 3pinocTi;
TOBWMHOK 16 MM. BIAXOOMEHHA MYyTOBMHK LEHTRANLHE

HoBTOUHHMA MilLOK HE BiZyaniIyeETeCA.

LnAKa MaTHK 33 MM, LEpEIKaNsHWA KaHan SiMEHeHHR
MNpasni ARHKEK poaMipamn: 36 x 19 MM,

Nigwi adHWK posmipamm: 35 x 20 MM,

MiomMeTpid: cTpykTypa ogHopigHa

BogM: HOpMANEHE KiNLKICTE

BpogaweHi BAAM: HE BUABNEHO

KposonnuH B MaTkoBWX apTepiax: MNpasa P1 0,92 ; Nisa PI 1,2 ;
Cepegne 3navenHna PI: 1,03 . Hopma po 2,549

CymuHM MYNOBMHKI TPW

MepegbayyBaHuid TepMiH nonorie no getomeTpin: 13.02.2024 p.
JawnrueHHA: BarmHICTe no deToMeTpil 12,0 THx.

Cropisss |

Komipuesuid npocTip ¥ mnoga 2,9 MM, Ginslwe 95 nepueHTena,
YpoguHamiKa vy BariTHOl He nopywesa. FMF ID 135183

Puc 2.1. ITpoTokoi1 yibTpa3zByKoOBOTO 00CTeXEeHHS | TpuMecTpy BariTHOCTI.
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OcHoBHI 0lOMETpPHYHI MapaMEeTpU BUMIPIOBAIM 32 3arajbHONPUHHATHMHU
metoaukamu [170]. BaxnuBe 3HaueHHS AJi1 OLIHKM OCOOMCTOrO T€HETHYHOTO
pPHU3UKY BariTHOi Maia OliHKa MiHOpHUX exo-mapkepiB. KII — me yiapTpasBykoBe
300paxXeHHs PIAMHM, HAKOMHUYeHOi y | TpuMecTpi BariTHOCTI MiJ MIKIPOIO 3aqHBOT
yactuHU mui tioaa [171]. Bopogosx I Tpumectpy npoctip 3a3Budaii 3HUKAE, ajie
B JICAKNX BUMAJKaX PO3BUBAETHCA Y MOTHINYHUI HAOpsK a00 KUCTO3HY Tirpomy 0e3
3araJlbHOTr0 HaOpsKy M10/1a a0 3 HUM.

ITpu BumiproBanus KII 300pakeHHs citijg 301IbITUTH Tak, abK rojiBKa Ij10/1a
Ta BEpXHA 4YacTMHA HOro TPyAHOI KIITKM 3ailMald  BECh  €KpaH

(https://courses.fetalmedicine.com/fmf/show/61?locale=en).  Cnix  oaepxaru

cepeIMHHUM 3pi3 mwioaa. Il Mae OyTH y IpOMIKHOMY TOJIOKEHHI 3 TOJIBKOIO Ta
XxpeOTOM Ha OJIHIN JiHIi. SIKI0 MK MmoAa € po3irHyTO0, BUMIpU OyayTh XHMOHO
30UTBIIICHUMH, SIKIIO K IIHS € 3ITHYTOI0, BUMIPU OYTyTh XUOHO 3MEHIIIEHUMU (pUC.
2). HeoOximHO ciigkyBatd, MO0 PO3PI3HUTH IIKIpy IUIOJA Ta HABKOJIOIUTIIHY
000JIOHKY. 3aBk11 HEOO0X1THO BUMiproBaTu HanuOuIbImi po3mip KII. BumiproBatu
CIIJ BiJ BHYTPIIIHBOIO Kparo JiHII OIFyHIIB, pPO3TAalllOBAHUX Y3JOBXK JiHII,
BU3HAYEHIN AK TOBUIMHA KOMIPLIEBOTO MPOCTOPY — MOMNEPEYMHHU OITYHIIB MarOTh
YITKO 3JIMBATHCH 13 0171010 JIIHIEIO KpaiB, HE BUMTMHAKYKCH JI0 MTOTUINYHOT P1IUHHU.
Xoya npu 3aCTOCYBaHHI TKAHMHHOTO TapMOHIYHOIO 300pa)keHHs OITYHIIl Kpalle
po3mingyBaTu Tpoxu Bcepenuny KII, HDbK Ha JIHISX, OCKIIBKH 1€ MOXE TPOXHU
MOTOBITYBaTH JiHIi. Bripomosx Y3/ ciif 3a1iCHIOBATH TIOHAI OJTHE BUMIPIOBaHHS,
1, 32 YMOB JOTPUMAaHHS YCiX BHIIE HAaBEJCHUX BUMOT, BIUCYBaTH 10 0a3W JaHUX

HaAKOLIBIINI pO3MIp cepen oepkaHux (puc. 2.2).


https://courses.fetalmedicine.com/fmf/show/61?locale=en
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E62065-21-03-06-16 GA=12w2d M .7 RMGC
47Hz/ 8.4cm

1 Trim. Card
HD R

Puc. 2.2. BumiproBaHHS KOMIPLIEBOrO MPOCTOPY, 12 TWXHIB 2 JHI.
301IbIICHHS, KOJM TOJIiBKa IUIOJa Ta BEPXHS YacTUHA MOro TpyAHOI KIITKU
3aliMalOTh BECh €KpaH, OTPUMAHO CEPEAUHHMM 3pi3 IJ10/1a, TPOMIXKHE TOJIOKEHHS 3
TOJIIBKOIO Ta XpeOTOM Ha OJHIN JiHIi, MONEepEeYMHHU OITYHIIB YITKO 3JMBAIOTHCS 13

01J1010 JIiHI€I0 KpaiB, HE BUMTMHAIOYUCH J0 MOTHJIMYHOT PiJIUHU.

BaxxnuBo 3aTeMHUTH 3011bIIEHE (10 YK MICHS HOTO 3yIUHKH) 300paKeHHS Ha
expani. [le momomarae 3amoGirTd XUOHOMY PO3MIIIEHHIO OITYHIIIB Ha HEYITKUX

KpasiX JIHIM Ta HEJOOIIHKHU CIPABKHBOTO po3Mipy (puc. 2.3).



< e D15665-23-01-25-9 GA=12w3d 11.2cm/1.6/37Hz Tis 0.1 25.01.2023

Puc. 2.3 3runaipHa Ta po3ruHaIbHaA MO3UIII MJ10/1a Ta HEMPaBUJIbHA OI[IHKA

KII, 12 trxHIB 3 jmHI.

Hpyruii panHiil ynbrpazBykoBuil Mapkep — KH, sika y O11b1I0CTI MJI0/T1B 4ITKO
Bi3yaumizyeTbest y Tepminax 11-13 tikHiB. 300paxeHHs ¢l 301UIbIINTH HACTIIIBKH,
abu ToyiBKa W BEpXHA YacTHHA TPYAHOI KIITKH IUIOJA 3aiiMald BECh €KpaH,
OTpUMATH MpPaBUIBHUN CEpeIUHHUNA 3pi3 mpoduaro obmuyus mioaa. [loBepxHs
yJIBTPA3BYKOBOTO JaTYMKa Ma€e OyTH PIBHOODKHOIO HAMPSMKY TOBEPXHI HOCA,
HaJaJ1 aTYMK JariJHO HaXWISIOTh 3 OJTHOT0 OOKY HOCA IJI0/a Ha 1HIIUH. SAKIo nux
BUMOT JIOTPUMAaHO, Ha PiBHI HOCA IJIO/A TIOBUHHI OyTH BUAUMUMU TPH YITKI JIHIT:

-BEPXHS JIHIS IPEACTABIISIE MIKIPY;

-HWOKHS, TOBIIA M €XOT'eHHIIA 3a BEPXHIO JIHIIO MIKIPH, TPEACTABIIsIE HOCOBY
KICTKY;

-TpeTs JiHis onepeny KiCTKH, TPOXH BUIIOTO PIBHIO 32 LIKIPY, MPEACTaBIISE

KIHYHMK HOCA.
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KH Bu3Ha€eThCS HASBHOIO, SKIIO BOHA IIOMITHA OLIBII €XOINSHHOIO 3a JIIHIIO
IIKIpY HaJ HEI, 1 BIJICYTHBOIO, SKIIO BOHAa abo B3araji HemomiTHa abo ii
EXOTeHHICTh TaKa XK, SK €XOIeHHICTh JiHIl IKipyW, 4Y¥ MeHIa 3a Hel
(https://courses.fetalmedicine.com/fmf/show/226?locale=en.)

Cepenunnuii 3pi3 oonuuus (puc. 2.4):

& ep D15665-23-07-13-4 GA=11w4d 8.7cm/13/48Hz Tis 0.1 13.07.2023 15:07:01

1. Trim.
J Har-high

Puc. 2.4. HopmainpHa KicTka Hoca, 12 THXXHIB 4 JHI.

JIJi1 KOPEKTHOTO aHaii3y KpPOBOIUIMHY Y BEHO3HIM MPOTOLI IUI Mae OyTu
HEPYXOMUM; 300pakeHHS 30UTbIUTH a0u TpyIHA KIIITKA TUIOAA Ta KUBIT 3aiiMan
BECh €KpaH, MPaBUJIBHUM CEPEIMHHMUM 3pi3 IJI0A0BOro Tyiayba. s Bu3HAUYCHHS
MYNKOBOi BEH, BEHO3HOI MPOTOKH Ta CEpLs IUIOJa 3aCTOCOBYBACS KOJbOPOBUI
JOTLIEep, KOHTPOJIBHUN 00’ €M IMITyJIbCHOTO JAoIiepa po3Mipom He Oubiie 0,5-1,0

MM (1151 3ar001raHHs 3a0pyIHEHb CUTHAJIaMU Bl CyMIKHUX CYJIUH) CJTiJ1 TOMICTUTH
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y JKOBTYBAaTy MIJISHKY CYJIWHU 31 3MIHOIO KOJIbOPY dYepe3 HAWBUIIY IIBUAKICTH
(aliasing). Kyt o3ByuyBaHHs TMOBMHEH OyTu MeHIIMM 3a 30 rpamyciB; MmoOH
Mo0AYNTH YCIO XBUJIIO JOMIUIEPIBCHKOTO CIEKTpa, GIIBTP IMIYJIBLCHOTO JOIIIepa
CITi BUCTaBUTH Ha HU3BKY YacTOTy (50-70 I'o) —

(https://courses.fetalmedicine.com/fmf/show/89?locale=en) - puc. 2.5.

Puc.2.5. Nomnerpadist BeHO3HOT TpoTOoKU B 12 TKHIB 3 AHI.

YerBepTUM paHHIM e€xorpadiuHuM MapKepoM XpPOMOCOMHOI MaTOJIOTII 1
KapJiaJbHUX aHOMAaJlii € KPOBOIUIMH 4Yepe3 TPUCTYIKOBUHU KiamaH. HopmanbHa
yJIbTPa3ByKOBAa KapTHUHA TaKOro KPOBOIUIMHY Ma€ BIJAMOBIJATH HACTYITHUM
KpUTEPIsM: 3BUUalHUN CIIEKTP 0€3 3aKuay BIPOJOBK CKOPOUCHHS, TPUCTYJIKOBUI
3aKUJI TIPOTATOM OJIM3BKO TMOJIOBUHM Yacy CKOPOYEHHS 31 IIBHIKICTIO moHaa 60
CM/CEK He Bi3yasi30BaHO, BUKHJ KPOBI 3 20PTH UM JIETEHEBO1 apTepii, AKUI y TAKOMY
BiIll BariTHOCTI HE TIEPEBUIILYE MBUAKOCTI 50 cM/CeK, KOPOTKUN 3BOPOTHUHN “IITUTT
BiJl 3aKPUTTSA CTYJIKU KJIaltaHa —

(https://courses.fetalmedicine.com/fmf/show/218?locale=en) — puc. 2.6.


https://courses.fetalmedicine.com/fmf/show/89?locale=en
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7.7cm/24/19Hz Tib 1.3 08.02.2023

.

-

Puc. 2.6. BumiproBaHHSI TPUCTYJKOBOI HEJOCTATHOCTI, 13 THXHIB 2 NIHI.

3a11s1 MABUILEHHS €(DEKTUBHOCTI BUSIBICHHS BPOXKEHUX BaJ CEPIis, 4aCTOTa
SKUX CcTabimbHO 3poctae [172] B | TpumecTpi mpoBOAMBCS PO3MIMPEHHUN OTJIS
CEPLIEBO-CYANHHOI CHCTEMH IIJI0/1A, SIKUI BKIIFOUAB:

-oruisii B B pexumi, 3 BCTAHOBJEHHS MPABWIBHOIO PO3TalTyBaHHS
BHYTPIIIIHIX OPTaHiB Ta OPraHiB rpyAHOT KINITKH, «Situssolitus»;

-oruisiz 4 kamepHoi nmo3uiii y B-pexumi;

-OIJISIJT IBOX LITYHOYKIB 13 HOPMaJIbHUM MOTOKOM KpoOBi uepe3 AB-knananu
y KOJIOpOBOMY Joruiepi (puc. 3.7);

-OTJISIT BUXIJTHUX TPAKTIB, 3 BI3yali3alll€l0 BEIUKHUX apTepli 13 OJHAKOBUM
HAIPSIMKOM PYXy KPOB1 Ta CHMETPUYHUMHU JBOMa cyauHamu (puc. 3.8);

Taxox npu 3acToCyBaHHI €HEPTETUUHOTO JIOTIIEpa MPOBOAUBCS OTJISA CYAUH
13 HU3BKOIO MIBUJKICTIO pyXy KPOBI, TAKMX SIK JIET€HEB1 apTepii, BEPXHs Ta HUKHS

MOPOKHUCTI BEHHU.
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Puc. 2.7. Bizyanizariisi ABOX HNUIYHOUKIB 13 HOPMaJIbHUM OJJHOHAIPABICHUM
PYXOM KpOBi, CHUMETpuYHi, 12 TWxHIB 4 1HI, 3 BUKOPHCTAHHSAM Cy4YaCHUX
TEXHOJIOT1M 30kpema o0’emHoro narunka RAB-6-D, nBoxHampaBieHOTro

eHepreTUYHOro jomriepa i3 pyHkmiero Radiantflow.

Puc. 2.8. Bizyanizaiisi ABOX BETUKUX apTepii 13 OJAHOHANPABICHUM PYXOM
KpOBI, cuMeTpuyHi, V-SigN, 0HIE0 YaCTHHOIO € yTra aOpTH, a IPYTroro apTepiaibHa
npoToka, 12 TWwxkHIB 4 AHI 13 BUKOPUCTAHHSM CY4YacCHHMX TEXHOJIOTIH 30Kpema
o0’emHoro narunka RAB-6-D, nBoxXHampaBiieHOTO €HEPreTHYHOTo JoIviepa i3

dynkiiero Radiant flow.
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Puc.2.9 Bizyam3auis 4-kamepHoro 3pi3y y miona B 12 TwxkHiB 3 HI.

[ToxpareHHs pe30Troii 13 BAKOPUCTAHHSM JIiHIiHOTO natynka ML 6-15 D.

Puc 2.10. Bisyanizaiis JiereHeBUX BeH y Iuiona B 12 TuxkHIB 2 AHI 13

BUKOPHUCTAHHSAM CY4aCHHUX TEXHOJIOT1H 13 3acToCcyBaHHsIM 00’ eMHOr0 natunka RAB-

6-D, eneprernunoro gommiepa 3 pynkmiero Radiant flow raSlow FlowHD.
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BuwmiproBanns gactotu cepueux ckopoueHb (UCC) / fetalheartrate (FHR)/:
noTpiOHO oOJlep>KaTH MOIMEPEYHH Y TO3JOBXKHUN 3pi3 cepls AOKU IUTiA He
pYXa€eThes, IMIyJIbCHUM JommiepoM 3amucatu 6-10 cepueBux ckopouenb. UCC
PO3paxoByBajoOCa 3a JOMOMOTOI0 MPOTPAMHOTO 3a0€3MEUYECHHS YIbTPa3BYKOBOTO

ckauepy (https://courses.fetalmedicine.com/fmf/show/69?locale=en) (puc.2.11).

DV-S 32.49cm/4
DV-D
DV-a

DV-S/a
DV-a/S
DV-PI
DV-PLI
DV-PVIV
DV-HR

Puc. 2.11 BumiproBannas YCC mioza, 13 trxkHiB 0 IHIB.

J10/1aTKOBOIO YJIBTPAa3BYKOBOIO 03HAKOIO, IKY 000B’ I3KOBO OIIHIOBAJIA Y XO/I1
ckpuHiHroBoro Y3/[ | pumectpy 3aj1s1 CBO€4acHOTO (pOpMYBaHHS IPYI PUUKY 1O
Bpomkenux Bagam [IHC. V [ Tpumectpi Baga Apnonbra-Kiapi II Tumy
MPOSIBISIETbCS CTUCHEHHSAM [V 1nutyHOuUKa (BHYTpilIHBOUEpENnHOI nmpo3opocti). Ha
cepeHbOCariTaIbHOMY 300pakeHH1 00nuYus T1uioga Ha 11-13 TWXKHI HUKHIO
YaCTUHY MO3KY IUIOZa MK KIMHOIMOAIOHOIO KICTKOIO CHEepely Ta MOTHJIMYHOIO
KICTKOIO 3337y MOKHa PO3JAUIMTH Ha CTOBOYp MO3KY cCHepeay Ta KOMOIHAIiio
YEeTBEPTOrO0 IUIYHOYKA Ta BEJIUKOI IUCTEPHHU 33ady. Y OUIBIIOCTI BHUITAIKIB
BimkpuToi spinabifida miamerp cToBOypa MO3KY 301IBIICHHUH, BIACTaHbL MIXK

CTOBOYpPOM MO3KY Ta MOTWINYHOIO KicTkoro (BSOB) 3meHIieHa, a ciiBBiJHOIIICHHS


https://courses.fetalmedicine.com/fmf/show/69?locale=en
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cTOBOYpa MO3KY 70 BSOB BUIIE 1,0. Ormuc,

(https://courses.fetalmedicine.com/fmf/show/177?locale=en) — puc. 2.12, 2.13.

< Brain stem

|

<. 4" yentricle
BSOB™-

Cisterna magna

Puc. 2.12 HopmanbHuil i1HTpakpaHiaJibHUi mpocTip, 13 TwxkHIB 1 1€Hb

(https://courses.fetalmedicine.com/fmf/show/177?locale=en).
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Puc. 2.13. InTpakpaHnianbHU OpOCTIp MPU COUHHOMO3KOBIM K, 12 THXKHIB

6 muiB (https://courses.fetalmedicine.com/fmf/show/177?locale=en).

Y3 1I-11l TpumectpiB BUKOHYBaJIOCS 32 MOAM(PIKOBAHUM MPOTOKOJIOM, IO

BKJIIOYAB Y TOMY YHCIT PO3MIUPEHU# oryisia cepiis mioaa (puc. 2.14).
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NMPOTOKON
CHpMHHroenD YILTPEZEYEOB0D SOCNITEEHHA B 2 T3 3 TRHMECTPaX BariTHoCT

MNIE maujexTa, piK HAPOTHEHHA ;

lara obcremensn 11.09.2023
Anapar: Violuson EL0 Oatqme: BM &-C
Ocrassn MescTpyadia: 20,03,2023 p. TepMiH BarimHOCTI No recTayil 25 mokHIE

MMM no recTauil 25.12.2023

BariTHa CHepoBaHa NikKapEM:
Mnig ooed. MonoesHHA NOEZN0EHKE; COHFNHE roniBka B niBoMy nigpebep.

MapameTpn nnona
EMP - 63 2526 TvK. O - 219 1M 2526 THHL
or - 232 mM 25-26 TH. OC - 46 MM 25 T
Mozouox 27 MM KHCTE npasa: + MM
NiE3: 4+ MM
MimopbimansHWiA poasip N | Crona 47 1M
DossmHa nneya 41 MM Bara nnogy B30

Ooessa NikTeoeol KicTEM: 41 HM; NpoMeseanl KicTA: 33 Me;

Mominkoai kicrem: eanvka 40 MM; Hana 39 me;

DiareTp rpymoi knimo W

Cepussa giansHicTe (+); YCC 155 yo. 33 ¥8., CEpue POSTAWOE3AHE B FPYAHIA KNiTW TMNoBO, 3aAMas  1\3 rpyaHol knimos
d-x KaMEDHMA 3piz BIEyaniayeTeCA, "situs solitus”

KaMepH CEDUA HE CUMETDMMHI, Xl MAMCTPANsHWX CYOMH 3DE TPeON CYAMH T2 TRaxel

Turyc po3mipoM 15 x 12 Me
Fonoea:

thopMa HOPHANLHA;

OEnwyyA Gez naranorii; mpodine M; ®oHTYR ERpHEON ryEM pIBHAA, Yol HODDES KicTEE 74 MM; NHULEBI Wi HE
BiayanizyHITLCR;

Ll cenapsa N MM. aneBe0NAPHWE BIOPOCTOK BEPXHEO! WWENEMM  BEYANIIYETRCA ;

Moasosl cTpysTYPM - cepn Moy N Tanakyc N noposHWHE NpOS0pol NEPETMHEM 4,6 MM, HOZ0NWCTE Tino HaReHe; Gowoai
LWTYHOMKH HE poslwMpedi S=0= 5.2 MM, BenExa scTepHa 5,3 MM; o/auvHHl netessn - M, xpeleT 623 naronori,
lDiadhparma Ge3 ocofnueocTed; POSTAWOEAHE THNOED. NEPENHA YEDEEHE CTIHKE LinicHa;

BHyTpilLHI OpraHE ooy

LlireHie: TMNOED. rEcsonomiGH doprd. Possipasu 24 x 10 #p. - poaTawosanui 3niea nig giadyparkoa. KawseHe
Ga3 aoofnuweocTed . MosyeEd Mixyp posTawoeaHHi mpaea. MeyiHka zar. poa-oM 46x 39K, (niBa wacTea

2117 MM ) poaTaW0EeaHa HETMNOED, 3MILEHE BNIBOD, Ashopye Kynon Qisdparts, HE CTEOMDE KOMNPed B NNEEpantHiH
NOPOHHMHI 2NiB3, 3 HOPMANEHAM PO3BMTHOM OS50 MEreH: Ta OPraHIE CepenncTiHHA. BeHa umbilicalis pewo sMiwesa
gnieo. Canesisa 17c0HM, pO3TaWOBHE THNOBO.

Huape: npaea 33 x 15 mM; niea 33 £ 19 MM cE~08WA Hixyp QEMETROM 16 MM

Poaxipw nnogy nponopuiis-l, BlAN0BIAa10TE TEpMEHY BANTHOCTI.

Nokanizayian NAALEHTH 330HA CTIHKS MaTEM. KDINneHHA MynoesEsE UeHTPaNLHE

ToBWKHE MRAWEHTA F9 MM HopManesa. Crynise 3pinocTi: 1.

Hitsonild kpaid mnaueHsT™d Ha B84 MM BMWLE PIEHA BH. BiYKa,

Cymisd MyTIDEMHK TR,

KposonauH B apTepisc nynoeMHA: 50 217 ; BRI 054 ; FI 076 ; Hopsa oo 1,42 ;
KposonauH y MaThoeWx aprepiax PI: D 0,74 ; 5 0,75 ; Cepemne P1 0,75 ; Hopma no 1,3 ;

KposonnuH ¥ BexozHii npoTowi PL: 0.8 ; Hopesa oo 0,83 ;

HKinkeicTe HABKONONAGHWXE BOA: HoOpManeHa. AC 57w,
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Llksiea paTeM 42 MM, BHYTPILUHE BiYKD MEHEHE
HamBHIiCTE BpOOMEHHX B3R PO3BMTHY MAGAY:
CepenocTiHHA HE 3HiEHE.

Mpaea nerexA pa3-oM 33x18mmM, niBa nereqA poz-om 27x1BMM - HE KOMNpECOEIHIL

PoIlMpeHWA ONBC CepUA
Ornag cepuys nnoga
Cepue posTalDEaHE B MPYAHIA KNITU TMNOBD
Bicx cepuyA posTawoeasa nig kyToM 45 rpagycie situs solibes
OuaEa wmyHCREKM acHMeTpUHHI, aomMkye NILLL
Ha momeHT ormagy YCC nnoga 155,
KAP nigoro wnysodka 6,2 WM zsc <22
KAP npasoro wiyHousa 8,7 v zsc <04
MixoumyHOMEOES NEPETHHED IHTAKTHA
¥ npaes NepenCepaA ENAJAKTE BEQNHA T HUHHA NOPOKHWCTI BEHN
¥ niBe NepearEpEA BNAN3NTE NENEHEE] BEHW
3 NIBOMD WTYHOMKS EMXOIWTE 30pTa Ha piesl knanada 4,1 mM zsc + 0,48; Ha piesl gyri nisocTopodHA - 3,1 MM zsc -2.5;
Ha pigHi nepewwika 1,69 ) 1.8 w zsc -3,7/-3.1;
WV{max} wa piessl nepeunsixa 68 ofc
3 NpaB0D WYHOYES BHNIAMTE NEereHEEa apTepia Ha pigHi knanada 4.8 M zsc 40.3; croebyp 5.5 Me 2sc +0,6; rinkd
npaea 1,5 v zsc niea 1,9 mm zsC
Aprepianesa npotoka  giameTpomM 34 wmm zsc o+ 008 Vimax) 89 ojic
KioposapHHiA CHHYC HOPHENEHWEA
DisaneHs BKHO dWHELIOHYE NPAEMNEHD - CNPE8a HANIBD
BaHo3Ha npoToea BiIyaniayeTeoA B TUNOEDMY Micu - PL 0,8,
MNepegbayyeanni TepMid nonorie: 21,12 2023 p.
3AKMHEHHA
Mo deeTomeTpil BarimHICTE 25,4 THs;
Mo recrauil sarimicTe 25,0 THM;
¥ nnoga acMMETRIR BENHEWX BPTERIA HA V-sign, noTpebye uocTepexeHHA B gMHaMiui. Nepewwidox no 25C -3,7/-3,1.
MepexoHmaeMx QaHWX 33 KOSPKTALK 30pTH HE BHARNEHD,
AHOMANLHE POTAWYBSHHA KyNION2 giafparad 2niea, 3i IMIEHHAM NiBOT “3CTHA NEYiHKK Q0ropd Nig Kynon giadparHd, 3
HOPHMANEHHH POIEMTKOM 000X NEreHs Ta Opraxie CepenocTiHHA. LmyHOoK poITaIL0BaHki y “EPEBHIA NOPOoHHWHI THNOBD,
HE HMOMEHT OrMAgY.

¥pogWHaMiKa y BAMTHO! ANiE3 HE NOPYLISHA, TNPABa NIENDEKTA3IA 4o 18 =M.

FMF II» 135183

Pexomenpoeano: MFT nnoga; EXO-KI; wosoyneTauin feTanssoro kapgionor (B 30 Teesie) gna eswbopy Hious Ta
TAKTHEM POSPOIEEHHA. ¥ 3-HOHTpONE Yepes 4 THHHI

Puc. 2.14. MomudikoBanuii mporokon Y3 obcrexenns aritHoi y I

TPUMECTP1 BariTHOCTI 3 PO3LIMPEHUM OIJISIIOM CepIs TUI0JA.

2.2.2. InBa3uBHiI MaHIiMyJasIIil

InBa3uBHI MaHinmysLii BUKOHYBajucs Ha 6a31 ML «Exomen» 1 Bkitouanu:
-y | tpumectpi (11-13 TrxHIB) 610TCit0 BOPCUH XOpiOHA

-y Il tpumectpi (17-21 TuxaeHb) aMHIOIEHTE3 200 O10TICIIO TUTAIICHTH.

Bei  manimyssmii npoBOAMIIMCS  acHipalifHUM — COocoOOM  IIISIXOM

a0OMIHAIBLHOTO JIOCTYNy TiJ TocTiMHUM Y3] KOHTposeMm, SKUW MICis IUX
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BTpy4YaHb BUKOHYBaysd Tpuui: uepe3 10 1 60 xBuiuH Ta 4epe3 24 ToAauH micis
Maninysmii [173]. BukopucroByBanim mnyHkmiiiHi ronku 219 Ta 189 «Xiba»
(KammenYkpaina). O6’em 3a0panoi amMmHiOTHYHOI piguaN 20-30 M.

B3sari 3paskm OionmTaTy XOpioHa, IUIACHTH a00 aMHIOTHYHOI PiAWHH
nepeaBaIncs 10 IUTOTCHETHYHOI Jaboparopii IS MoJajbIIuX JabOpaTOpHHUX
TEHETUYHHX JTOCHIKEHb. TpaHCIOpTYBaHHS 3IHCHIOBANIOCS 0€3 O0XOJIOHKYIOUHX

0JIOKIB IpY KIMHATHIM TeMmIieparypi.

2.3. JIabopaTopHi MeTOAM TOCJIIZKEHHS

2.3.1. bioximiunuit cKkpuHinz

Bu3zHaueHHs piBHIB 010XIMIYHUX MapKepIiB MOB’SI3aHOTO 13 BATITHICTIO OUIKY
mazmu PAPP-A, anbda-peronporeiny (aFP), BuibHOI B-cy00auHNUII XOPIOHIYHOTO
roHagotponiny (ButbHHM [-XI'JI), HeKoH toroBaHoro ectpiony, (akTopy pocTy
wianeHTn (PIGF) y cupoarmi kpoBi npoBogmiiocst y TepMinax 11-21 TwkaeHs 3a
JOIIOMOro10  iMyHO(IyopeclieHTHOro aHajiizy 3a Texuonorie;o TRACE (Time
Resolved Amplified Cryptate Emission). [ocmijkeHHs BUKOHYBaJIA Ha
aBToMatnyHoMy aHamizatopi BRAHMS Kryptor Compact Plus 3a qormomororo Tect-
cucteMm BupoOHuiiTBa BRAHMS Kryptor (Thermo Fisher Scientific, Himeuuuna).

Buxopucrane nabopaTtopHe 00JiaJHaHHS 1 PEareHTH MOBHICTIO BIANOBIIAIH
Bumoram [locranoBu KMV Big 02.10.2013 No754 «IIpo 3aTBEepXKEHHS TEXHIYHOTO
periiaMeHTy IOJ0 MEAMYHHX BHUPOOIB Ui JIarHOCTHKH in VItro» (cepTudikat
BianoBigHOCTI NePR.117-18 Bix 29.10.2018). JlochigkeHHsS BUKOHYBAJIOCS 3T1HO
IHCTPYKII 10 TecT-HaOopiB. Bapiamis KOHIEHTpaIiii AOCIIPKEHUX aHaJlTIB B
obcTexenin BuoOipui ckiama 8-7100 rr/ma (PIGF), 0,4-56 umons/n (ectpion), 0,5-
90 MO/n (PAPP-A), 0,3-298 ur/ma (Butbauit B-XI'JI), 11-543 ur/mn (aFP). Bei
O10x1IMIuHI MapKepu OyJIM CKOPETOBaHI 3 ypaxyBaHHSIM TE€PMiHY BariTHOCTI, Baru
KIHKM, HAsBHOCTI COMAaTUYHUX 3aXBOPIOBaHb (IyKpOBUH AiabeT, CUCTEMHUU
YEpPBOHHMM BOBYAK, aHTU(POCHOMIMITHUNA CUHAPOM), PACOBOI MPUHAIEKHOCTI,

NaJiHHS, METOJTy 3aIlliJHEHHS.
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PiBHiI G10XIMIYHUX MapKepiB BHUpPaXaJd y BUIJISIAI CKIAJAO0BOI BiJ MEIlaHU
(MoM). TI'paHnyHUMHM 3HA4YEHHSIMHU po3Mmaxy Hopmu Oyiau 0,5 MoM (HukHS
rpanuiis) 1 2,5 MoM (BepxHs rpaHuIs).

Kopekiito mapkepiB Ta pO3paxyHOK OCOOMCTOTO PHU3HKY >KIHKH IOJO
HOLIMPEHOI XPOMOCOMHOI MATOJIOT1{ MPOBOAMIM Ha IMiJICTaB1 BiKY, YIBTPa3BYKOBUX
Ta OIOXIMIYHMX MapKepiB 3a JOMOMOTOI KOMIT IOTEpHUX Hporpam «Astraia» i
«FastScreeny (Himeuunna). I'paHuyHi 3Ha4YE€HHS 1HAWBIIYAIbHOTO PU3UKY KIHKU

(cut-off) ms Tpucomii 21 — 1/250, ais Tpucomiii 18/13 xpomocom — 1/100.

2.3.2. [[umozenemuuni 00C1i0HCeHHA

[IpenaranbH1 HIUTOTEHETUYHI Ta MOJIEKYJSIPHO-IIUTOTCHETUYH1 JTOCT1KEHHS
BUKOHYBAJIM y 3pa3kax Oionrary xoploHy/miaueHtu (127 3pa3kiB) Ta KyJbTypH
KJIITAH aMHIOTHYHOI piauHu (65 3paskiB). AHaii3 NPOBOIWIM 13 3aCTOCYBAHHIM
craggaptHoro muToreHeTudHoro (GTG) Ta MOJEKYISIPHO — IIUTOTCHETHYHOTO
anamizy FISH (Fluorescent In Situ Hybridization).

[IpurotyBaHHs IpenapariB XpoMOCOM 3 BOPCUH XOP10OHY/010NTaTy TUIALICHTH
BUKOHYBaJIM «IpsMUM» MmetonoMm [174]. Manepanito BopcuH nipoBogmi B 60%
KpWOKaHIA OUTOBIA KUCHOTI. JIJIsT CTaHZApTHOTO IIUTOTEHETUYHOTO aHaji3zy
XpPOMOCOMHI MpenapaTd iHKyOyBaJd IpoTAroM 16-24 roguHu B TepMOCTaTI Mpu
+65°C 1 nani 3abapsmoBanu GTG- abo CBG-meTonamu.

KynpTuBYyBaHHSI aMHIOTHYHOT PiIMHU TTPOBOUIOCA Y CTEPHIIBHUX YMOBAX Yy
MJIACTUKOBUX claia-(uakoHax. BukopuctoByBanacs MoaudikoBaHa METOIMKa 0e3
CO-2 CO; iaky0Oaropy [175]. Tepmin KyJIbTUBYBaHHS CKJIaJiaB y cepeaHbomy 12-14
nHIB. BurortoBnenHs mnpemnapaTiB 13 MeTapa3HUMH IUIACTUHKAMU XPOMOCOM
MPOBOJUIIOCS CTAHIAPTHUM METOAO0M, 3a0apBIIEHHS MpenapariB 3 3aCTOCYBaHHSIM
OapBHEKa ['iM3a Ta momepenHpor0 00poOKoro 0,25% pO3UMHOM TPUIICHHY 3aJIs
orpumanHs nudepeniiiinoro GTG-3a0apBieHHs.

B mpemapatax xpoMocom 3 OiomTary IUTalleHTH a00 aMHIONWTIB 3a
JIOITOMOT0X0 CBITII0BOT0 Mikpockory (Axioscope, AXIO Imager M2, Carl Zeiss Jena

Gmb H, Himeuunna) ananizyBanu 30 MeTada3HuX IJIACTHUH 33JI0BITBHOT SKOCTI IPH
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301bmenH1 x1000 3 BukopucTanHsM mporpamHoro 3abesneuenHs |[KAROSVS.7
(Meta Systems Hard&Software GmbH, Himeuunna). 3a0BijbHOIO BBaXkayiacs
SKICTh MpenapariB, fKa JaBaja MOXJIMBICTH BizyamizyBatu 400-550 cermeHTiB Ha
ramioifHuii Habop. Y pa3l BUABIEHHS XPOMOCOMHOIO MO3AilU3MYy KIJIBKICTh
npoaHa iz0BaHUX MeTada3HUX IIACTUHOK 301IbITyBaju 10 S50.

MonexkynspHO-IIMTOTCHETUYHAN MeTOJ (IIFOOpPEeCeHTHOI TiOpuau3arii in
Situ [176] BuUKOpPHCTOBYBaIM y pa3i MOTPEeOH B IIBHAKOMY KapiOoTHUITyBaHHI (KOJIH
TepMiH BariTHOCTI OyB Ouibiie 3a 20 THXXHIB, a00 y pa3i HE3aJ0BUIbHOI SIKOCTI
CTaHJApTHUX MeTada3HUX MIACTUHOK), 00 NIl TAPre€THOI JIarHOCTUKU CUHAPOMY
Hi-Ixopmki. FISH-ananis mnpoBoauBcs Ha iHTepdasHux sapax [177] 3a
IPOTOKOJOM, pekomMeHAaoBaHUM BupoOHuMKOM JIHK-30HmiB. 3acTocoByBayin
IIEHTPOMEpHI 30H11 10 Xpomocom 13, 14,15, 16, 18, 21, 22, X, Y. JIns niarHOCTUKA
cunapomy Ji-Jxopmku (MiKpoaenelis IEeHTpadbHOI IIISHKH JOBrOTO IlIeya
xpomocomu 22 (22q11.2) BUKOPUCTOBYBAJIM CYMIIll JIOKyC-CTIeIIU(IUHUX MPOO 10
jokyciB 22q11.21 Ta 22q13.33 xpomocomu 22. Yci 3ouau 1 FISH-ananizy Oynu
BupoOHunTBa Cytocell Aquarius (Bemuka bpuranis). Otpumani mnpenaparu
BUBYAIM 3a JonoMoror Mikpockoma AXxioscope (CarlZeiss Jena GmbH,
Himeuunna) 3 Habopom duroopecuentaux ¢iabtpiB DAPI, FITC, TR, Cy3 1 Cyb.
J{nst oTpuMaHHA pe3yJIbTaTy aHai3yBaJUCs CUTHAIM HE MEHIIE, HiXK 50 KIIITHH.

3anuc  KaploTHWIy, OTPUMAHOTO CTAHJAPTHUM  [UTOTCHETUYHUM 1
MOJICKYJISIPHO-ITATOTCHETUYHUM METOJIaMH, POOMIIM BIAMOBIAHO 10 MiKHApOIHOI
[Mutorenetnunoi Homenxmarypu  (International System for Cytogenetic
Nomenclature, ISCN-2020).

[{uToreHeTMUYHU BUCHOBOK 000OB’SI3KOBO MICTUB HAaCTYMNHYi1H(OpMaIIito:

- JaTy BHUIadl BUCHOBKY;

- MPi3BHUIIE, iM 5, TT0-0aTHKOBI IAIlIEHTA;

JaTy HapOJKCHHS TMaIli€HTa,
- TUT O10JIOTIYHOTO MaTepiayly, IO 3aCTOCOBYBaBCS IS OTPUMAaHHS
penapariB XpoMOCOM;

- TUIl OTPUMAHMX IUJIACTUHOK XPOMOCOM JUIsl aHami3y 13 3a3HayeHHSIM
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KUTBKOCTI cerMeHTiB Ha raruioigauii Hadip (400, 400, 550, 850);
- TUM audepeHIiiiHoro3adapBIeHHS;
- 3aInc KapioTuIy;
- mpi3BuIe, iM’s, MO0-O0AaTHKOBI cCHeIiamicTa, IO BUKOHAB aHami3, i3

OCOOUCTUM ITIAIACOM.

2.4. Kiiniugi Ta reHeaJoriyHi MeToaM J0CaIIKeHHSA

JIJIsi MeIMKO-TEeHETUYHOTO KOHCYJBTYBaHHSI BariTHUX JKIHOK 3 BHUCOKUM
TEHETUYHUM PHU3UKOM, Ipu BUsiBIeHHI BBP Ta XpomocomHoi marosorii mioaa, y
poIMHAX 3 OOTSHKEHMM TEHETHYHUM ab0  PEenpoJyKTUBHUM aHaAMHE30M
BUKOPUCTOBYBAJIUCA KIIHIYHUMN, T€HEATOTTYHUN METOJIU Ta CHHAPOMOJIOTIYHUM
aHaJi3; JOTPUMYBAJIUCS IPUHIIUIIMN JA€OHTOJIOTI Ta emmarii [178].

Oco0MMBOCTI KIIIHIYHUX TPOSIBIB BPOJDKEHOI Ta CHAJKOBOI MAaTOJOTIi
3YMOBJICHI T€HETUYHUMHM B3a€MO3B’ I3KaMHU Jlii Ta B3a€MO/Iii TeHiB. ['eHeanoriyHuii
METOJI IPYHTYEThCSI Ha MPOCTEKEHHI1 SIKOi-HEOYIb 03HAKW y HH3II1 IMOKOJIIHE 1 OyB
3aCTOCOBAaHUN [JIi BCTAHOBJIEHHS CIHaJKoBOro xapakrtepy BBP/xpomocomHuoi
NaTOJIOT11; BU3HAUEHHS THITY YCIaJKyBaHHS; BUZHAYCHHSI MPOTHO3Y 3aXBOPIOBAHHS
1 po3paxyHKy pH3UKy Il motoMctBa [179]. BiH BKIIOYAaB HACTYIHI eTamnu
JOCIIIJKEHHS: 30MpaHHs JaHUX NPO BCIX POAMYIB OCOOM, SIKa KOHCYJIBTYEThCS,
CKJIaJaHHsI POJIOBOAIB Ta JOCITI/DKCHHS YCHAJKyBaHHS TEBHUX O3HAaK y HU3II
MIOKOJIIHb, aHaJI13 POJIOBOY T4 BUCHOBKH.

CHUHIpOMOJIOTIYHUH aHaJ13 IPYHTYBaBCA Ha y3arajibHEHH1 yCiX (PEHOTUIIOBUX
(a00 KJIIHIYHUX) TPOSBIB 3a1i1sl Bepu(ikailii miarHo3y. Y XojAl KOHCYJIBTYBaHHS
000B’s13KOBO BpaXxOBYBaJIM HACTYTIHI (DAKTOPHU: CIMEHHUIN UM 130JIbOBAHUHN XapaKTep
NaTOJIOT1; XPOHIYHMI abo MporpajieHTHUM mepedir; HasBHICTh cHenudIuHUX
CHUMIITOMIB; 130JIbOBAHICTh a00 YHCJIEHHICTh IATOJOTYHUX 3MIH/Bal/CTUIM;
BPOJIPKEHU YM HAOyTUH XapakTep MaToJIOTi.

JIJist CHHIPOMOJIOTIYHOTO aHaI3y y pasi BHUSIBICHHS MHOXWHHHUX Baj YU
CTUTM JTU3eMOpIOTeHe3y BHKOPUCTOBYBAJIUCS €JIEKTPOHHI 0a3l JaHUX Ta KaTaJloTh

The Online Mendelian Inheritancein Man — OMIM (https://www.omim.org/),
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The Orphanet Rare Disease Ontology — ORDO (https://www.orpha.net/), The

Human Phenotype Ontology- HPO (https://hpo.jax.org/).

2.5. CtaTucTHYHI MeTOIH

OtpuMaHi pe3yiabTaTh OOpOOJSUTM 3a JOMOMOTOI METOJIB BapialiitHO1
CTATUCTUKU 3 OIIHKOI BIPOTIAHOCTI OJAEpPKAHUX pPE3yJbTaTiB, BHU3HAYCHHS
cepeaHboi apudmeTndHoi BenuurnHu (M) Ta cepeaHbOKBAAPATHYHOI (C) MOXUOKH
cepenuboi apudmernunoi (M) [181]. Pesynbpratu mnpencTaBiasuivcs Yy BHIUISII
a0COJIFOTHOTO 3HAYEHHS, a TAKOX IXHbOI BITHOCHOI KIIBKOCTI Y BIJICOTKaxX Ta 95 %
noBipuoro iHTepBaiy (1), skuit po3paxoByBaBcs 3 BUKOPUCTaHHAM MeTony Banbaa
a60 dimepa. PI3HUIIO MK TpylaMu KICHUX TOKa3HUKIB BU3HAYAJIU 3 JJOTIOMOT' 010
Tabnauil 4Yactor. HasBHICTH JOCTOBIPHOCTI BCTAaHOBIIOBAIM 3a JOIMOMOTOIO
kputepito y* Ilipcona. Akio ouikyBaHe 3HAYEHHS B OJIHIM 13 KOMIPOK TaOIHIl
YaCTOT CTAHOBHUJIO MEHINE 5, TO BUKOPHUCTOBYBaBCA TOUHMI kputepiit Dimepa.
BuxopucroByBanu cmiBBigHOIIEeHHs 1maHciB (BIL) 13 BignmoBigHUM TecTOM
posnoainy x> Ta 95% poBipuumu iHTepBaniamu (95% JII). [ns BUSIBIEHHS
JIOCTOBIPHOCTI PI3HULI MK JIBOMa TIpylaMy BUKOPUCTOBYBaIM  KpuTepiid aJis
HEMoB’si3aHuX TpyI. Pi3HMI y BHOiIpKax BBaXkasiach 1ocToBipHOIO mpu P < 0,05.

CratucTHYHUN aHami3 JaHWX MPOBOJMBCS 3aC00aMM TMaKETy MPHKJIATHHX
nporpam STATISTICA 8.0.

Ha erami muanyBanHs nociipkeHHss Oyno mnpenctaBieHe Ha Kowmicii 3
0ioetuku Ta aeoHrtonorii npu JIAMY im.J[.I'anuupkoro, i OTpUMaHO MO3UTHUBHE
PIIIEHHS KOMICIT 1010 MOKJITMBOCTI MPOBEICHHS TOCTKeHHs (TpoToko Ne 8 Bij

23.11.2020 p.).


https://www.orpha.net/
https://hpo.jax.org/
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PO3JILT 3
OLIHKA JIATHOCTHYHHNX MOKJIUBOCTEM
YJbTPA3BYKOBOI IPEHATAJILHOI JIATHOCTHUKM 3AJIEJKHO BIJI
TECTALIITHOTO TEPMIHY TA HO30JIOTTYHOI ®OPMH BAJI
PO3BUTKY

3.1 Oninka po3nmoaisly OCHOBHUX 0iOMeTPHYHMX NapaMeTPiB 1012 NPpH

HOPMAJILHII BariTHOCTI

OnHuM 13 HalBaroMilmMX YMHHUKIB y JOCSTHEHHI BHUCOKOI €(EeKTHBHOCTI
yIBTPa3BYKOBOI MMPEHATAIBHOI JIarHOCTUKH € KOPEKTHE OIIHIOBAHHSI TTATOJIOTTYHIX
3MiH BIMOBIAHO 10 MOnyJisiiiHoi HopMu. Ha 610- Ta heToMeTpito HOPMAILHOTO
IJ10/1a BIUIMBAa€ 0araTo YMHHHKIB, TAKUX SIK COL1AJIbHO-EKOHOMIYHHI CTaTyc, paca,
HalllOHANBHICT, Ta reorpadiunuii kmiMatr. Tomy uist pi3HHX reorpadiuHux
MOMYJISALIA HEOOX1THO MAaTH TOYHI KPUBI 3aJIEKHOCTI OCHOBHHUX YJIBTPa3ByKOBUX
napameTpiB BIANOBIIHO J0 TecTamiitHoro Tepminy. B Ykpaini 3a ocransi 25 pokiB
noA10H1 OMYJISIIIIAHI TOCTIPKEHHS HE MPOBOUITUCS.

MeToto nmaHoro po3auly crajia OIliHKa pePEepeHTHHX 3HAYeHb OCHOBHHX
OlIOMETpUYHUX NapaMmeTpiB sl BUOIPKM BariTHUX KIHOK 3axiJHOTO PErioHy
VYkpainu, a TakoX TMOPIBHSHHS OTPUMAHUX PE3YNbTATIB 13 JAHUMH MO 1HIIHMX
nonyJsiisx. [lo anamizy Bximrodeno Oinapietansauil giametp (BIIP), okpyxHicTh
rojioBu (OI'), noBxkuHa cternoBoi Kictku (I[C), okpyxkHicTh xuBoTa (OXK), maca
tina wioga (MTII) 3 14 mo 40 TuxaeHb BariTHOCTI.

Jlns ananizy OyJsia oopana ocHoBHa rpyna 3 1800 310poBUX BariTHUX JKIHOK 3
HEYCKJIaJIHCHOIO OJHOTUIOI0OBOIO0 BariTHICTIO. KojkHe BHMIpIOBaHHS MPOBOJIUIIN
TpU4Yi, a JUIsl aHali3y BHUKOPUCTOBYBAIM CepeAHE 3HaueHHSA. J[Is KOKHOTO
reCTalllfHOTO THXHS TMpoaHaiizoBaHo mo 100 3HavyeHb 1 0OpaxOBaHO BEHTHUJIBHI
psaau (3 5-ro mo 95-i mponenTwi). CriBBIAHOMIEHHS CTaTl TUIOJIB MPOIMOPIIIHO
50% niBuatok 1 50% XJIOMUYHUKIB.

KpurepisiMu BKIIOYEHHS KIHOK 0 OCHOBHOI TPYIIU:
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HeoOTsoxennii comaTUUHUN aHaMHE3, HE NaJINTh;
Heyckmannenuit mepeoir BariTHOCTI;

OHOMI010Ba BariTHICTh;

HopwmaibHi mosoru micist 37 THKHIB BariTHOCTI,
BiacyTHicTs XxpoMocoMHMX aHoMatii Ta BBP mona;

baTbku coB’IHCHKOT TPyITH, MEIIKAHII Y KpaiHH.

Tepmin BariTHOCTI y BcCiX Bumaakax Oyno BuzHadeHo Big KTP miona,

BUMIpsSsHOMY y | TpuMecTpi BariTHocTi. bimapieranbHuii giamMeTrp y HOpMI

30UTBLIYBaBCSA MPONOPUIAHO TecTallliHOMY TEepMiHy, 3 Menianamu: 27 mm y 14

TUXHIB, 47 MM y 20 TixHIB, 76 MM y 30 TrkHiB, 96 MM y 30 TrxkHiB (Tabm. 3.1).

Tabnuys 3.1.

PedepenTni 3Hauenns Oinapierajabuoro po3mipy mioaa 'y I1-111

TPUMeCTpax MPU HOPMAJIbLHIM BarirHoOCTi (MpoOLeHTH i)

Tepmin 5t 10t 50t TORL 95t

BariTHOCTI | MM MM MM MM MM

(TroKHI)
14 25 26 27 29 30
15 28 29 31 32 33
16 32 32 35 36 37
17 36 36 38 40 40
18 39 39 41 43 44
19 42 42 44 46 47
20 45 46 47 49 50
21 48 48 50 52 53
22 51 52 53 56 S7
23 o4 55 S7 59 59
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IIpooosocenna mabauyi 3.1.

24 57 58 60 62 63
25 60 61 63 65 66
26 63 64 65 68 69
27 66 67 68 71 72
28 68 69 71 75 76
29 71 72 74 77 /8
30 73 74 76 79 81
31 76 77 79 82 83
32 /8 79 81 84 85
33 80 81 83 86 87
34 82 83 85 88 89
35 83 84 87 90 92
36 86 87 89 92 93
37 87 88 91 94 95
38 88 90 93 95 96
39 88 90 95 97 97
40 90 91 96 98 99

AHanoriyHa JWHaMiKa crocTepirasiacs 1 [JIs OKPYKHOCTI TOJOBH —
nponopiiitHe 301abeHHs 3 14 mo 40-i TwkaeHb, mpupicT npubiuzHo Ha 5%

HIOTHYKHEBO, TounHaro4H 3 20-ro TxkHs (Tadu. 3.2.).
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Tabnuys 3.2.
PedepenTHi 3HaYeHHSI OKPY:KHOCTI roJioBu mioaa y ll-111 rpumecrpax
IIPY HOPMAJIbHI BariTHOCTI (PO EHTHIII)

Tepmin 5t 10M 50 9o 95t

BariTHOCTI MM MM MM MM MM

(TroKH1)
14 92 93 99 105 107
15 101 104 112 118 120
16 116 118 126 132 134
17 129 132 138 146 148
18 141 141 150 157 160
19 152 154 160 167 170
20 163 165 171 179 182
21 174 176 184 192 194
22 185 188 195 203 206
23 196 198 206 214 217
24 207 209 218 226 228
25 218 220 228 237 240
26 228 229 239 247 250
27 239 240 250 258 261
28 248 250 259 269 273
29 257 259 269 279 282
30 265 267 276 286 289
31 273 276 284 295 297
32 280 283 292 302 306
33 286 289 299 308 312
34 292 295 306 316 319
35 399 302 313 322 325
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IIpoodosoicenns mabauyi 3.2.

36 305 308 318 328 331
37 309 314 323 333 337
38 313 319 330 338 342
39 314 321 332 343 344
40 315 320 340 350 351

PedepenTHi 3HaUCHHS OKPY>KHOCTI )KHMBOTA 1 JJOBXKUHHU CTETHA MPEICTaBJICHI
y Tabmunsax 3.3 ta 3.4. [IponopiiiiiHe 3pocTaHHs IIUX MapaMEeTPIB CIIOCTEPITAETHCA
3 14-ro no 40-i Twxaenp BaritHocTi. HalmBuammii pict y 14-18 tuxuiB (13%
IOTIWKHEBO), MOTIM cTabimbHo Ha 8% mo 28 twkwi. Y III tpumectpi (29-40

THXKHIB) PICT MJIOAA BXXE YIMOBUIBLHIOETHCS 1 ckianae 3% KOKHOTO THKHSL.

Tabnuys 3.3.
PedepenTHi 3HaUYeHHs1 OKPY:KHOCTI sknBoTa miioaa y l1-111 rpumecrpax
NPU HOPMAJILHIH BarirHoOCTi
Tepmin 5 10m 50 9o 95t
BariTHOCTI MM MM MM MM MM
(TrKH1)
14 75 77 83 88 90
15 85 87 94 101 102
16 98 100 107 112 115
17 110 112 119 125 127
18 122 123 130 137 138
19 132 134 140 148 150
20 142 145 152 159 161
21 152 155 164 171 173
22 163 167 175 183 185
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IIpoooeoicenns madbauyi 3.3.

23 173 177 187 194 196
24 184 186 197 206 208
25 195 199 208 217 219
26 204 209 219 228 230
27 214 218 230 240 242
28 226 230 241 252 256
29 237 241 253 264 268
30 247 251 264 275 278
31 255 260 274 285 288
32 263 270 283 294 298
33 273 280 293 304 308
34 281 287 302 314 318
35 286 295 312 324 327
36 296 303 322 334 338
37 304 310 330 341 345
38 310 318 337 349 353
39 324 329 347 360 362
40 311 318 351 362 365
Tabnuys 3.4.
PedepenTHi 3HaueHHs1 10BxkUHHU cTerHa moaa y ll-111 rpumecrpax
NPU HOPMAJILHIH BarirTHOCTI
Tepmin 5t 10t 50t Ok 95t
BariTHOCTI MM MM MM MM MM
(TroKHI)
14 12 12 14 16 16
15 15 16 17 19 19
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IIpoodosoicenns mabauyi 3.4.

16 19 19 21 22 23
17 22 23 24 26 26
18 25 26 27 29 29
19 28 29 30 31 32
20 31 31 33 34 35
21 33 34 36 37 38
22 36 37 38 40 41
23 39 40 41 43 43
24 42 42 44 45 46
25 44 45 46 48 49
26 47 47 49 50 51
27 49 50 51 53 54
28 51 52 53 56 56
29 53 54 56 58 59
30 56 56 58 60 61
31 58 58 60 62 63
32 60 60 62 64 65
33 62 62 64 66 67
34 63 64 66 68 69
35 65 66 68 70 71
36 67 78 70 72 73
37 68 69 72 74 75,4
38 70 71 74 76 77
39 71 72 75 78 78
40 72 74 77 79 80

[Ticns BcranoBnenus pedepentaux 3uadeds bIIP, O, OX, JIC nis BiacHoi
BUOIpKHU, MPOBEJCHO MOPIBHAHHSI MOTHUXHEBUX MeElaH 3 TaKUMHU X JaHUMH Y

[Tompmii  (HalOMMK4a 32  €THIYHMM  CKJIAJOM  TOMYJIAIis), a  TaKoX
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3arajJbHOBKMBaHMMHU y cBiTI HopmatuBamu Hadlocket. al, sxi 3akmaneni B yci

anmapatu Y3 [181, 182]. BcTaHoBieHO BiJICYTHICTh CTATHUCTHYHO 3HAYYIIHMX

BIIMIHHOCTEH yCiX YOTUPHOX OCHOBHHX OIOMETPHUHHUX MapaMeTpiB BiA Tpyn

nopisasHHS, p>0,05 (puc.3.1-3.4).
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3naueHHs aoBxkuHM KH moma y Il tpumectpi BaritHocTi. Lleit mapamerp Oyio

00paHO TOMy, IO BiH, MO-TIEpIIE, Ma€ 3aJCKHICTh BiJ MOP(O-(HEHOTUITOBUX
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HaIllOHATBHUX OcoONMMBOCTEH, a mo-mpyre, rinomnaszis KH y Il Tpumectpi €
JIarHOCTUYHO 3HAUYYIIMM YJIBTPA3BYKOBUM MapKEpPOM XPOMOCOMHOI MATOJIOTIT 1
CYTTEBO BIUIMBAE Ha 1HAWBIIyaIbHUN PU3UK BariTHOi, Hacamrepe,3a Tpucomiio 21
XpomMocomu y mioaa. ToMy 1uist 3anmo0iranHs XuOHO-TIO3UTUBHUM pe3yabTaTam Y 3-
CKPUHIHTY 1 MPU3HAYEHHIO 3aiiBUX 1HBAa3MBHUXBTPYyYaHb, olliHKa JoBxkuHU KH
wioga Mae OyTu MaKCUMaIbHO TOYHOIO.

Jliist oOpaxyHKy HOpMaTHBHHX 3HadeHb qoBxkMHU KH Oyno npoananizoBaHo
o 100 BuMipiB 11boro mapamerpy 3 14 mo 22 twxkiaeHs recraiii. Kpurepii Bigoopy
BariTHUX >IHOK J0 Ii€i rpynu OyiaM aHaJOTIYHUMH, SK 1 JUIsl BU3HAYEHHS
pedepenTHUX 3HaYeHb OCHOBHUX OiloMerpuunux napamerpis BIIP, OI', OX, JIC.

Pe3synbraTu npencrasieHi y Tadmui 3.5.

Tabnuys 3.5.
Po3noain 10BKUHM KICTKH HOCa mJioAa y 14-22 TusKHi BarirHoCTi
Tepmin (THXK) ° >0 %
IIPOLICHTUIIb IIPOLICHTUIIb IIPOLICHTUIIb
14 2,3 3,1 4
15 2,8 3,6 4,5
16 3,5 4,3 5,0
17 4,1 4,8 5,6
18 4,7 5,3 6,1
19 51 5,8 6,6
20 5,4 6,1 7,0
21 5,7 6,5 7,5
22 6,0 6,9 7,9

Hunamika pocty nposxkuau KH mpu HopmanbHI BariTHOCTI MpPsSIMO
OpomnopIifHa TrecTaliiiHoMy TepMiHy, OJIHaK, CTYIIHb POCTY 3Hayylle
BiJIpi3HseThes. HailinTencusHiiie (y cepeqabomy Ha 17%) KH 30inbmyerses y 14-

16 TrxHiB. [lounHarouu 3 17-ro THXHS, TEMITA TPUPOCTY 3HUKYIOTHCA 1 CKIa1al0Th
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y 17-19 tikHiB 10%, y 20-22 TrokHI — 6% 10 6% motnxHeBo (P<0,05). 'moruiasiero
KH € 3menIeHHs 11 po3Mipy MeHIIIe 3a 5-i MPOIEHTHIIb, TOMY HaWBaKJIMBIIITUM JIJIS
MPAKTHUKIB € came 111 3HaYeHHS.

Jlasni 6y70 BUKOHAHO MOPIBHIHHS OTPUMAaHUX Yy AUCEPTALIITHOMY
JOCITIKEHH] perioHaJIbHUX 3HaueHb ToBKuHU KH 3 miTepatrypHumu nanumu, siki
HalJacTime BXKuBaoThes Jikapsmu Y 3]l B Vkpaini - Measenes M.B. ta in. [183],
a TaKOXK HAMIOIIMPEHIIIIMMH CepeJl IHO3eMHUX COHOJIOTIB HopMamu SonekJ. etal.
[184].

Tabnuys 3.6.
IlopiBHSIHHSA perioHATbLHUX MediaH JOBKHHHN KICTKH HOCY mJjoaa y 14-22

THKHI BATITHOCTI 3 JaHUMHU 10 iHIIUX MOMYJIAisAX (IIPOLEHTHJI)

J.Soneketal Jluceprariitae M.B.Mensenes ta
Tepmi . .
(2003) JOCTIDKEHHS 1H.
H
(2007)
(THXK)

) 50 95 5 50 | 95 5 50 | 95

14 25 |38 |53 |23 |31 |4 28 (33 |38
15 30 (43 |57 |28 [36 |45 (36 |41 |46
16 34 |47 |62 |35 |43 |50 (39 |44 |49
17 40 |53 |66 |41 |48 |56 |41 |46 |51
18 43 (57 |70 |47 |53 |61 |46 |52 |58
19 50 {63 |79 |51 |58 |66 (49 |55 |61
20 52 |67 |83 |54 |61 |70 (55 |63 |71
21 56 |71 |90 |57 |65 |75 [58 |66 |74
22 58 |75 |93 |60 (69 |79 (61 |69 |77

*p<0,05 npu nopieHsHHI 3 JanuMu M.B.MenBenepa [183],
Jlani TabnuIl 4iTKO BKa3ylOTh, MO y TepmiHax 14-18 TwkHIB perioHaNbHI

Hopmu noBxkuau KH y |l TpumecTpi cratrucTiaHOo 3HaUyIIIE BIPI3HAIOTHCS Bl HOPM



91

Mensenera M.B. p<0,05 Otmxe, BUKOpUCTaHHS IUX JITEPATypHUX AAHUX IS
ctpatudikarii rimorasii KH Moxe ojH03HaYHO IPU3BECTH O XUOHO-TTO3UTUBHUX
pe3yNbTaTiB 1 MITYyYHOMY MiABHIIEHHIO 1HIWBITYyaJbHOTO PHU3UKY XPOMOCOMHHX
TpucoMiil. OOUnCIIeH] y AUCepTaIlifHOMY AOCTIKEeHHI HopMaTHBHU J0BKuHU KH
MO’KHa PEKOMEH]IyBaTH /0 HIMPOKOTO BUKOPHCTAHHS JIKapsIMHU 3 MPEHATAIBHOTO
V3]l B YkpaiHi.

Takum 4YrHOM, OTpUMAaHI JIaHi CBiA4aTh MPO Te, 110 OCHOBHI OiOMETpUYHI
napaMeTpH TUIOJIIB, 3a SKUMH PO3PaXxOBY€EThCS Bara IUTUHH, y JTOCTIHKEHIHA BUOIPIT
BariTHUX XI1HOK 13 JIbBIBCHKOT 00JIACTI HE BIAPIZHAIOTHCS Bl 3araJIbHOBKHUBAHHUX
pedepeHTHUX 3HadyeHb, oOpaxoBanmx Hadlocket al. y 1984 pomi. Omxe, mis
KOPEKTHO1 OL[IHKHM Baru AUTHHMU 1 J1arHocTukM BBP, noB’s3aHux 13 NOopylIeHHSIMHI
KICTKOBO1 CHCTEMH I1J10/1a (CKEJIETH1 IUCIIIa3ii, Mikpouedatis) abo nepruHaTaIbHUX
yCKJIaJlHEHb (3aTpUMKa POCTY I1JI0/1a) MOKHA BUKOPUCTOBYBATHU BCI YJIbTPa3BYKOBI
CKaHEpH, B HAJAIITYBAHHSIX SIKHX 32 3aMOBYYBAaHHSM BCTAHOBJICHO LH(POBI
napamerpu Hadlock. Josxuna KH mioaa y 14-18 TrkHIB BiAPI3HAETHCS Bl JaHUX
IHIMX —nonmyssmid. Otmxe, Il JITEpaTypHl 3HA4Y€HHS HE MOXYTb OyTH
PEKOMEHJOBAaHUMHU /ISl BUKOPUCTAHHS B KJIIHIYHIM TPAKTUL1 Y X0l MpeHaTaIbHOI

IIarHOCTHUKH.

3.2 TlopiBHAJILHUII aHaJi3 4YacTOTHM Ta CHEKTPY BPOMKEHHUX BaJ

PO3BHTKY IL10/1a, BUSIBJICHUX MIPH YJIbTPAa3BYKOBOMY JOCJTIIKEHHI y Pi3Hi

recrauiiiHi TepMiHu

Cepen yciei Bubipku ooctesxxenux 3a 2019-2022 poku 17280 BariTHHX KIHOK,
SKUM BUKOHYBAJIOCS YIbTPAa3ByKOBE OOCTEKEHHS, IPEHATAILHO 0YJIO BUSBICHO 248
(1,44%) Bunankis BBP mona. [IpoBeieHo KOMIUIEKCHUN aHaMi3 IUX BUMAAKIB IS
BHBUYEHHS 4acTOTH BUsiBieHHa BBP 3anexHo Bia ctpoky nposeneHHs ¥Y3/1, a Takox
CIIEKTPY BaJl PO3BUTKY, JOCTYIMHUX JIJIsl JIaTHOCTUKH Y Pi3HI TecTalliiiHl TepMiHHU.

VY I tpumectpi BariTHOCTI Oyio miarHoctoBano — 75/248 (30,3%) Bumajakis
BBP, y II tpumectpi - 146/248 (58,9%) sunankie BBP, y III tpumectpi — 27/248
(10,8%) Bunankis (puc.3.5).



92

Il Tpumectp
10,8%

| TpumecTp
30,3%
| TpumecTp

Il Tpumectp

11l TpumecTp
Il TpoumecTp
58,9%

Puc. 3.5. YacroTa npeHaTaabHOrO BUSIBJICHHS BPOJKEHUX BaJ PO3BUTKY B
pi3HI TPUMECTPH BariTHOCTI.

AHami3 oTpUMaHUX JaHWX IoKa3as, o Haibiasime BBP miony — (58,9%)
Oyno BusiBnieHo y Il TpumecTpi BariTHOCTI. AJie TPETHHA 13 3arajibHOi KIJIBKOCTI -
30,3%, Oyna mocTymHa AJi JIarHOCTHKU BXe y | TpuMecTpl BariTHOCTI, peliTa
10,8% - y III Tpumectpi. Lli pe3ynbratu miaKpecatoTh JIaTHOCTUYHI MOKIIMBOCTI
CY4aCHOTO PaHHBOTO YJIBTPa3BYKY, SIKMW Ja€ MOXJIMUBICTh HE TIIBKH BUKIIOYATH
rpy0l JeTanbHI aHaTOMIYHI Je(EeKTH Ta BUSBISATH €XO-MapKepH XPOMOCOMHOI
MATOJIOT11, a i IarHOCTYBATH 1HII TOMIUPEH] BaJld PO3BUTKY.

Came Take 3aKJII0YEHHS MIITBEP/KY€E aHaIII3 CTPYKTYPHU/CIIEKTPY BPOKEHUX
BBP 3anexHno Bif TepMiHy IXHBOI IpEHATAIBHOI JIarHOCTUKH. Y 3arajbHid Tpymi
BusiiieHnX BBP (248 BumasnkiB) HaifuacTimie 3icTpiyaivucs aHoMalii cepiisd Ta/abo
BENUMKHX CynuH — 71/248 (28,6%), TakoX Baau UEHTPaAIbHOI HEPBOBOI CUCTEMH —
48/248 (19,4%),Banu KiCTKOBO-M’si30B01 cuctemu — 43/248 (17,4%), Ta Baau
oOmyust — 36/248 (14,5%) (tabdm. 3.7.)

Tabnuys 3.7
Yacrora i crpykrypa BBP y miioaa, mo giarHocroBano y xiHoK Ha Y3/]

B Pi3Hi TepMiHM BariTHOCTI
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Crpykrypa BBP Yactora BBP (11/%) / TepminBariTHOCTI Bceroro

I tpumectp | II Tpumectp | I Tpumectp

il % 5| % 5| % Iyl %

BBP nenrpansHOi

HEPBOBOI CUCTEMU 13 5,2 30 12,1 5 2,0 48 19,4

BBP cepueso-
CYJIMHHOT CUCTEMH 19 1,7 42 16,9 10 4.0 71 28,6
BBP
CEYOBHIIJIBHOT
CUCTEMU 4 1,6 17 6,9 4 1,6 25 10,1

BBP xicTkoBO-
M'sI30BOI CUCTEMH 16 6,5 23 9,3 4 1,6 43 17,4
BBP 00anyus 17 6,9 19 1,7 0 0 36 14,5

BBP nurynkoBo-
KUIITKOBOTO TPAKTY 1 0,4 3 1,2 3 1,2 7 2,8
BBP nerenn 1 0,4 7 2,8 1 0,4 9 3,6
MBBP 4 1,6 5 2,0 0 0 9 3,6

Beboro: n=248 75 | 304 | 146 | 589 | 27 | 10,9 | 248 |100,0

VY toMy umcni Oyio A1arHOCTOBaHO 9 BHUMANKIB MHOXHUHHUX MPUPOHKEHUX
BBP (3,6% Bin 3arayibHOi KuIbKOCT1), 3 HUX 4 — Bxke y I tpumectpi, a 5 — y 1l
TPUMECTpP1 BariTHOCTI. 3a Ho3oJoriero e Oynu noegHaHi BBP nentpanbhoi
HepBoBoi cuctemu + BBP cepus — 4 Bunaaku, BBP cepus + BBP mimyHkoBo-

KHUIIIKOBOT'O TPakTy (puc. 3.6).
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BBP 1nu1yHKOBO-KHIIIKOBOTO. .
BBP neresn
MBBP
BBP ce4oBuaiabpHOI cCHCTEMU
BBP o06auyus 14.5

BBP xicTkoBO-M'130B01 ccTEMU 17.4
BBP [THC 19.4
BBP cepueBo-cynuHHOI. . 28.6

Puc. 3.6 CtpykTypa BpoPKEHUX BaJl PO3BHUTKY, 1110 IIarHOCTOBAH1 Y BariTHUX

KIHOK 00CTEKEHO1 IPyIH 32 BECh MEP10/1 recTallli.

CriekTp 11arHOCTOBaHUX BaJ PO3BUTKY ILI0JIa B1IPI3HABCS MIXK TPUMECTPAMU
BariTHOCTI 1 3anekaB BiJ Ho3osoriyHoi ¢opmu BBP, mpo mio cBiguate nani

HACTYMHOTO eTaiy A0CTipKeHHs (puc. 3.7).

B ] tpumectp ¥ II Tpumectp [II Tpumectp

Puc. 3.7. CtpykTypa a1arHOCTOBaHMX BPOJDKEHHUX BaJl PO3BUTKY ILIOJA

3aJIeKHO BiJl TPUMECTPY TecTallii.
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VY I tpumectpi BaritHOCTI (11-13 THXKHIB) MOMIHYBalu aHOMAJii PO3BUTKY
cepueBo-cyaunHoi cucremu 19/75 (25,3%), Bagu obnuyus — 17/75 (22,7%), BBP
KiCTKOBO-M's130B01 cucteMu — 16/75 (21,3%), BBP nienTpasibHOT HEpBOBO1 CUCTEMU

13/75 (17,3%) - puic.3.8.

BBP LUKT BBP nereHs
3% 1%

BBP cevo-
BUAINBHOI CUCTEMMK
6%

Puc. 3.8. CtpykTypa A1arHOCTOBAHUX BPOJKEHUX BaJl PO3BUTKY I10/a y |

TPUMECTPI recTarii.

Crpykrypa BBP y II tpumectpi BaritHocTi HactynmHoio: BBP cepueBo-
cynuHHOi cuctemu ctaHoBwiu— 42/146 (28,8% )nHaiiuacTimie, K i B OiLIbII paHHI
tepminu, BBP [THC — 30/146 (20,5%), BBP kictkoBo- M'si30B01 crctemu — 23/146
(15,8%), BBP o0muuus — 19/146 (13,0%) — puc.3.9.



BBP LUKT BBP nerexb
2% 5%

BBP ob6amnyua
13%

BBP KicTHOBO-
cyrnobosoi
cucTemu
15%

BBP cevo-
BUANBHOI
CUCTEMU
12%
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Puc. 3.9 Crpykrypa [iarHOCTOBaHHMX BPOJKEHHX BaJ PO3BHUTKY Imoga y |l

TPUMECTpi TecTalli.

B ctpykrypi BBP, mo niaraoctyBamucs npu Y3/] y Il TpumecTpi BariTHOCTI

HaiyacTimie aiarnoctyBanucs BBP cepueBo-cyaunnoi cuctemu — 10/27(37%), BBP

I[MHC — 5/27 (18,5%), BBP cewoBuainbaoi cuctremu Ta BBP KicTkOBO-M's130BOi

cucteMu — 1o 4/27 xoxnoro (14,8%) — puc. 3.10.

BBP nereHb
BBP LIKT 4o

11%

BBP ob6nuyua
0%
BBP KicTHOBO-
cyrnobosoi

cncTemm
15%

BBP ceq'
BUAiNbHOI

cncTemn
15%

Puc. 3.10 CtpykTypa AiarHOCTOBaHUX BPOJKEHUX Baja po3BUTKY mioaa y 111

TPUMECTPI recTartii.
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[IpoBiBImIM aHami3 OLIHEHO IIarHOCTHYHI MOXIMUBOCTI Y3J| 1i1s oxpemmux
Ho3zousoriunux Gpopm BBP. Beranosneno, mio (58,9%) BBP Oynu giarnoctoBaHi npu
VY31 y II TpumecTpi BaritHOCTI. | 1€ 3yMOBIIEHO HE TUTBKM Mi3HIM 3BEPTaHHIM
BariTHHUX KIHOK i niepioro Y3/ ckpuninry (micis 12 TuxHIB), a i OLIbII Mi3HIM
dbopMyBaHHS aHATOMIYHUX Je(PEKTIB HHU3KH CHCTEM Ta OpraHiB IUIoJa B
nepuHataibHOMYy miepioai. HalimokaszoBimumu B bomy ceHci € Baau LIHC miona.
I3 3aranpHoOi KiIbKOCTI miarHoctoBaHux Baja LIHC (48 Bunazaxis), 13 (27%) Oynu
niarHoctoBaHi y I Tpumectpi. BoHu Oynu mpeacTaBiieHl MEPeBaXHO JETaTbHUMHU
BaJlaMu, sKI (OPMYIOTbCS Yy paHHI TecTalliiHl TEpPMIHH 4Yepe3 MOpYLIECHHS
eMOpioreHe3y 1 4ITKO Bi3yali3ylOThCsA IpuU ekcrepTHomy VY3JI — akpaHis,
aHeHuedanis/ex3eHuedanis, roJionpo3eHuedatisi, YacTUHA BEJIUKUX CIHUHO-

Mo3koBuX K (puc. 3.8 — 3.10).

Puc. 3.8. Ilnix 3 akpanieto 3-J] pexoHcTpykiris, 12 TrkHIB 1 1eHB
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GA=12wid

Puc. 3.9. 3-]] pekoHCTpyKIlis II0/a i3 BaJaMH PO3BHUTKY OOIMYYS: a)
npobommzanopranbpmis, 12 TwxHiB 1  geHs, ©0) 1mig 3 amobapHOIO

roJionipo3eHiedanieto, 12 THxHIB 1 AeHB.

a 0 B

Puc. 3.10 Ilmig 31 spinabifida: a) caritampHuil 3pi3 13 Bi3yasizalli€ro
nedopmaiiii xpedTa; 0) cariTanbHUI 3pi3 13 3MIHAMH IHTPAKPAHIAILHOTO IPOCTOPY;

B) 3-/] pexoHcTpyKiis, 12 TixHIB 4 AHI.

Ane 62,5% BumnankiB aiarHoctoBanux Baj [IHC cramu poctynmHuMU st
Biyaumizarii Tiibku y |l TpumecTpi, Ko iXHI KIIHIYHI MPOSBU B MPEHATATHHOMY
nepiofl CTajJii OUIbII BUPAKEHUMH (CIIMHOMO3KOBI KWJIM, areHe3is/Iucruiasis

MO304YKa, TPOMOO3 CHHYCIB TBEPAOi 000JIOHKH, eHIledarornene, cuaapoM [leHmi-



Yoxkepa, nopentnedarnis tomo) — puc. 3.11. - 3.13.

Puc. 3.12. I1nix 3 pom6onedanocunancucom, 17 THKHIB 3 JHI.

99
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Puc. 3.13 a) g 3 TpoMO030M CHUHYCIB TBEpPJ01 0OOJOHKHM B MOEAHAHHI 13
ao00apHOI0 ToJoNpo3eHIedaticto, 0) cariTalbHUN 3pi3 B), HASIBHUNA MO30YOK 1
HOpMaJIbHa 3aJHSl 4YepernHa sIMKa I) Bi3yali3aliss TpomMOO3y 13 3aCTOCYBaHHSIM

E€HEPreTUYHOTO OJTHOHATIPABIICHOTO JoTuiepa, 22-23 THXKHI.

Taki HO30JI0Tii, $K areHes3is MO30JUCTOTO TiJa, TEPATOMHU, MIKPO-
JiceHuedanis, CyAUHHI ManbopMallii mepeBakHo MOXKHA BizyanizyBaTu juie y |11

TpuMecTpi BaritHoCTi (puc.3.14-3.15).
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a 0
Puc. 3.14 a) nnijg 3 areHe31€:0 MO30JUCTOrO TiJIa, CariTalbHUI 3pi3; 0)
(bpoHTaNbHUM 3pi3 13 apaXHOIJATBHUMHU KUCTaMH, K1 CyTIPOBO/IKYIOTh areHe3110

MO30JIMCTOTO Ti1a, 37 THKHIB | IEHb.

Puc. 3.15 TIlmix 3 cymuHHOIO ManbhoOpMarli€ero, 3 BHUKOPUCTAHHAM

JIBOXHAIPABJICHOTO0 €HEPreTUUHOTO JIonTiepa 26 THKHIB 6 JTHIB.



102

[Tpore, Haitbinpmry Tpyny BBP mnoma BnpogoBxk BCix TEpMiHIB BariTHOCTI
JI1arHOCTYBaJIM BaJy cepils, ki cTaHoBUWIM 31,5% BiJ yci€l BPOKEHOI MaTOJIOTi.
BusiBjieHHST 3Ha4HOTO BIJICOTKA BaJ[ PO3BUTKY CEPIIEBO-CYJAUHHOI CHCTEMH CaMe Y
IpEeHaTaJbHOMY TMEpio/l Ja€ MOXKIUBICTh Y MaWOyTHROMY CBOE€YAaCHO HAJaTd
KapJIiOJIOTIYHY Ta KapJioXipypriyHy JJOMOMOTY JWUTHHI TICIAS HApOKCHHS 1
YHUKHYTH TaKTHYHHUX TTOMHUJIOK TIPY BEJICHHI MAIIEHTIB y HEOHATAILHOMY TIEPIO/I.
brmusbko 50% cepiieBux aHoMaiiil Mpuriagae Ha CKIIAJHI Baau CEpIlsl, MPU SIKUX
HaJIaHHS CIeIiai30BaH0i MEIMYHOI JOMOMOTH HEOOX1THO B TEpIIi JHI, MICSI, a
4acoM 1 B MepIil FOAWHM KUTTS TuTuHM [185,186]. 3a nanumu nitepatrypu, cepen
JUTEH, sIKI HAPOJKYIOThCS 3 CEPIIEBUMU aHOMAaTisIMU, 14% NOMHUPaIOTh y TEpIInui
TWXKJCHBb XKUTT, 25% - mpoTArom nepuioro micsis, 6au3bko 40% - He 10KUBAIOTh
no 1-ro poky [187, 188]. Lli maHl NIOKPECHIOIOTh AKTYalbHICTh HAYKOBHX
JOCITIJIKEHD 3 YAOCKOHAJIEHHS MpeHatanbHoro Y3/, sike Mae BaKJIMBE 3HAYEHHS

JIJISl CBOE€YACHO1 JIarHOCTUKY KapAladlbHUX aHOMAaJIH IJ10/1a IMij] Yac BariTHOCTI.

3.3. Oco0JuBOCTI TIeHETHYHOI0 KOHCYJbTYBAHHA 1 TAKTHKH

NPEHATAJIbHOI JIATHOCTUKH NMPHU BUAABJICHHI BPOJKEHUX BaJ PO3BUTKY

m10a (aHaJi3 CKJIAJHUX NPAKTUYHUX BUIIA/IKIB)

[IpencraBiieHi HUXYe KIIIHIYHI BUMAJAKUA JEMOHCTPYIOTH MOCIIIOBHICTh Ta
B32€MO3B 30K J1arHOCTUYHOTO TIpoliecy 1 MOAu(IKOBAaHUX aBTOPOM aJTOPUTMIB Y
BCTAHOBJIEH] ITpeHaTalibHOTO JiarHo3y BBP miona.

Knigiuauii Bunagaox 1:

Baritha 22 poku, BariTHICTh Jpyra, Mae OOTSIKEHUH aKyIIepChKO-
reHeTUYHUI aHaMHe3 — Ieplia BariTHICTh 3aBMepia y 8 TkHiB. Llurorenetnuni
JOCITIKEHHST a0OPTHOT'O MaTepially Ta TCHETUYHE KOHCYJIbTYBAaHHS POAWHH TIEPE]T
mianyBaHHsM II BariTHOCTI He poBoaumucs. [1ix yac Y31y | TpumecTpi BariTHOCTI
niarHoctoBaHo MHOXkuHHI BBP mona, Tepmin BaritHocTi o KTP — 13 TwxHiB 3
JTHI.

MBBP y miioza: rirpoma mui, po3mipom 23x19MM, TOTabHIN HAOPSK M'IKUX

TkanuH. BBP cepueBo-cynnnHoi cuctemu: KoHoTpyHkanbHa Baga cepus. BBP
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ceuo-BUAUTbHOI cuctemu: Meranuctik. BBP nentpanbHoi HepBOBOi cucTeMu —
mungranig [V nutyHouka, maTosioris 3aiHbo1 4yepenHoi sMku. Komiuieke MiHOpHUX
€X0-MapKepiB — TINOIJIa3is HOCOBOI KICTKH, PEBEPCHUN KPOBOIUIMH B BEHO3HIM
IPOTOLIi, €IMHA apTEPisi MYTIOBUHHU.

KiiHIYHMA BHCHOBOK: BHUSBIIEHO CHMIITOMOKOMIUIEKC MHOXMHHHX BBP,
AKUi Moxke OyTu crieuudiunuii 11 cunapomy EnBapaca (tpucomist 18), Bucokuii

PHU3HUK 3aBMHUpaHHS 1101a — puc. 3,16-3,17.

Puc.3.16 Kucrosna rirpoma mwmi. [laronoris 3aguboi uepenHoi siMku, 13

THOKHIB 3 JHI.

Puc. 3.17 PeBepcHuil KpOBOIUIMH y BEHO3H1U MpoTolll, 13 THXHIB 3 JTHI.
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3a OakaHHSIM POJMHHU Ta MICJA MPOBEICHHS MPEHATAILHOTO KOHCUIIYMY,
BariTHICT, Oyjia mepepBaHa. Y BOPCHHAX XOpIOHY aOOPTUBHOIO Marepiary
MIPOBEICHO MOJIEKYJIsIpHO-IuTOreHeTnUHnYHNN  FISH-anami3z Ha mopymeHHs
KUTBKOCTI 8§ XpOMOCOM, HE BHSBJICHO KUIBKICHUX TMOPYLIEHb AOCTIIKYBaHUX
XpoMocoM y Marepiani. 3paxkaroun, o FISH Meron He 1ae MOXKIMBICTH OTpUMATH
iHpopMaIlil0 MO0 CTPYKTypHUX IMepeOyJoB y XpoMocomax, a TakoxX 3
BpaxyBaHHSIM OOTSDKEHOIO PENpOAYKTUBHOTO aHaMHE3Yy, Yy XOJlI T€HETUYHOTO
KOHCYJIbTYBaHHS mepen IanyBaHHsM III BariTHocTi Oyio AOCIIIKEHO KaplOTHUII
TOJIPYHOKSL.

[{utoreHeTnuHuit BUCHOBOK: Kapiotum 46,XX,1(6;17)(q27,923).

[Ipu oOcrtexenHt 20-Tu MeTaazHUX IUIACTUHOK BCTAHOBJIEHO >KIHOYMIA
Kap1OTHUI 3 TPAHCIIOKALIIE0 Mk XpoMocoMaMu 6 Ta 17.

TakuM YHMHOM, BCTAHOBJIIEHO, WLIO0 JIHKA € HOCIEM 30aJaHCOBAaHOT
XPOMOCOMHOI CTPYKTYpHOi mepeOynoBu Mix 6 Ta 17 xpoMocomamu, IO NpHU
TEeHETUYHHUX PO3paxyHKax Ja€ BUCOKUI T€HETUUHUN PU3UK XPOMOCOMHUX aHOMAJIIH
y HamaakiB (mo 30%). Ils indopmariss Oyna po3’sicHEHa POAMHI, MPOBEIACHO
MPEKOHIIeNIIHHY MNpodUIaKTUKY Tepell IUIaHyBaHHSIM BariTHOCTI. Poauni
PEKOMEHJIOBAaHO TPOBEJICHHS 1HBA3MBHUX OOCTEXKEHb MPHU KOXKHIA MPUPOTHIN
BariTHOCTI (amHioneHTe3) abo sk oniiro EK3 3 moiMmianTamiiHum TecTyBaHHSIM
eMOpiOHiB.

IITI BariTHicTh mig cnoctepexkeHHsM B MI[ «kEXOME/l». ¥V I ta B 1l
TpuMecTpax npu Y3J[ He BUABICHO MATOJIOTIIO Y IJI0/1a, Pe3yabTaTH O10XIMIYHOTO

CKPUHIHTY TaKO> B M€Kax HOpMHU — puc. 3.18.
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a §) B

Puc. 3.18 a) cepemmunmii 3pi3 mpodimo moma B [ Tpumectpi 0Oe3
NATOJIOTIYHUX 3MiH; 0) JBa CUMETPUYHI IIIYHOUKH 13 OJHO HANPABICHUM PyXOM
KpOBI TpU KOJBOPOBIM JIOTUIEPOMETPii; B) BUXIJHI TPaKTH, BEIUKI apTepii

CUMETPHYHI 13 OJTHOHAIIPABJICHUM PYXOM KpPOBI IIPU KOJIBOPOBIN AOIJIEPOMETPI|.

[IpoBeneHO 1HBa3MBHY JOMOJOTOBY JIarHOCTUKY - aMHIOLEHTE3 B 17 THXKHIB
13 HACTYITHUM IUTOT€HETUYHUM JOCIIIKEHHSIM, OTPIMAHO HOPMAJIbHUN >KIHOUHIMA
kapiotun 1miona (puc.3.19). BaritHicTh 3akiHYMIIacS HAPOJKEHHSM 30pOBOT

JIOHOIIICHOI JIBYNHKH .
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KapioTan: 46,XX
I{aToreHeTHHAN BACHOBOK: /KiHOUHIT KapIOTHIL, YHCIOBHX Ta CTPYKTYPHHX HepeGyI0B He BHABIEHO.

Puc 3.19 Kapiotun mnoaa 46,XX, BaritHicTh 18-19 TuxHIB.

Otxe, y Ko)kHOMY BHUnaaky aiarHoctuku MBBP minona B npenaramsHOMY
nepiojry, 0COOIMBO B MOETHAHHI 3 OOTSKEHUM PEMPOTyKTUBHUM aHAMHE30M JKIHKH,
HE0OX1THO 1H()OPMYBaATH MAIIEHTIB MPO HEOOXITHICTh TEHETUYHUX JTOOOCTEHKEHB
wiofa i Bciei poauHHU. 3aBASKKA YTOYHEHHIO MPHUPOAM BaJ PO3BUTKY 3aXOAU
MpeHaTaIbHOI JIarHOCTUKK TIPU HACTYIHUX BariTHOCTAX TUIAHYIOTHCS BYACHO 1
OB TOYHI.

Knigiuauii BUnagok 2:

Baritna 23 pokiB, BariTHICTh mepiia, nepedir HeyCKIaJHeHHM, CIIaJKOBICTh
10/I0 BPOJIKEHO1 CIaIKOBO1 MaTosiorii He o0TsbkeHa. CkepoBaHa JlikapeM aKyIiep-
riHekoJsiorom mino3poto Ha BBP y miona y Tepmini 17-18 THXHIB.

[Tpu excneptaomy Y3/ y moga aiarnocroBano MBBP: Baga ITHC: nedekr
xpoOaka MO304Ka, KHCTa 3aJIHhOI YepenHoi MK, cuHjpom Jlenai Yokepa. Bana

cepi: JIMIIII 3 gekcTpamno3uiiiero aOpTH, aCUMETPIst BEJIMKUX apTepiit Ha V-Sign.
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Bana kicTkoBO-Ms130B01 cucteMu: "duekcopHa" ycTaHOBKa KHCTEW, BKOPOUYEHHS |
nanbls crond. CTurmMu 1nu3eMOpioreHe3y — HU3bKO MOCAPKEHI BYIIHI PaKOBHHH,

MikpopeTrporaaris. Huszbka mnanenraris — puc. 3.20-3.22.
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Puc 3.20 Bpomxena Baga po3BUTKY LIEHTPAIbHOI HEPBOBOT CUCTEMH:a) KHCTA
3aJHBOI YEpPEeTHO1 IMKH; 0) HOpMaIbHUN KPOBOIUIMH y BEHO3HiH mporomi B 17-18

THUKHIB.

1 D04km
|

Puc 3.21 Hopmanehuii mpodisib maona: a) i3 HOpMaIbHO CHOPMOBAHOIO
HOCOBOIO KICTKOIO; 0) HOpMaJbHUI XiJI BEIMKUX apTepiil, 0e3 acuMeTpii i3 0JHO-

HaIpaBJICHUM PYXOM KpPOBI IIPU KOJIbPOBIH JOTIIEPOMEDI.
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Puc 3.22 Kucra 3aa8501 uepenHoi ssMku. 3pi3 Ha piBHI TOPOKHUHU TPO30POi
NEPEeTUHKN 13 HOPMaJbHUM TNOJAUIOM Ha JBl MIBKYyJl 0€3 O3HaK MNOpYIIEHOI

nikBopoauHamiku (17-18 TuxkHIB).

BaritHicTh Oyna nepepBaHa 3a MEIUYHUMH NTOKA3aMH, PIILIEHHAM POAWHU Ta
micasi TMPOBEACHOTO IMpeHaTaldbHOro KoHcuiiymy. Kapiotun toga OyB
JOCITIKEHUH MTiCIIs epepuBaHHs BariTHOCTI FISH-MeTo10M KiTbKiCHUX MOPYIIIEHb
y IOCIIKYBaHUX 8 XpOMOCOMAax HE BHSIBIICHO.

Ha erami miianyBaHHSI HACTYIHOI BariTHOCTI, HE3BAXAalOYU HA HOPMAaJIbHHMA
pesyabstat FISH-ananizy mioga 3 MBBP, npoBeneHo mutoreHeTnaHe 00CTEKCHHS
noapyxoka. Kapiotun domoika y Hopmi — 46,XY. Kapiotun xiHKH —
46,XX,inv(6)(p25023). BusBiaeHo 30alaHCOBaHy CTPYKTYypHY abeparfiio —
MEPULICHTPUYHY 1HBEPCiI0 XpOMOCcOMHU 16 3 ToUukaMu po3puBY-3’€IHAHHA P 25 1 (
23.

[IpoBeaeHO NMPEeKOHUENLIHHO NPOQITaKTUKY, 3alJIAHOBAHO APYTY BariTHICTb
Ta TPOIH(GOPMOBAHO TOAPYXOKS IMIOAO HEOOXITHOCTI JOJATKOBHX 1HBa3WBHHX
nociimkedb B Il TpumecTpi - aMHIONEHTE3y 13 HACTYNHHM LUTOT€HETUYHUM
JTOCITIIKEHHSIM.

BaritHicTs npyra Oyia niaHoBaHa, 6a)kaHa, poTikaia 06e3 03Hak 3arpo3u y I
TPUMECTPI.

Jnst Y3/ BaritHa 3BepHyJacs B 11 TwxkHIB. Y mona 3HOBY OyJju BUSBIICHI
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MHOXHMHHI Bamu: BBP cepus: AB-komyHikamis mnpu  TpaHCBariHaJIbHOMY
JOCITIKeHHI, 3 JICKCTPAIIO3UINIEI0 a0PTH Ta Tinoruiasiero JIA (momaTkoBi gaH1 Ipo
He30anancoBany AB-koMyHikallio), naTojoriyauii V-sign. PeBepcHuil KpoBOIIIMH
y BeHosHiii mpotoui. BBP IMHC: Bentpukynomeranisi, po3MHPEHHS 3aJHBOT
yepenHoi ssMmku. BBP nepennpoi yepeBHOi cTiHku: omdarorene. KoMmmieke exo-
MapKepiB: aria3isg KiCTKM HOCY, MOTOBIIEHUN KOMIpPIEBUH TpocTip, (iiekcopHa
YCTaHOBKA KHCTEH.

3a gaHuMuU 010XIMIYHOTO CKPHUHIHTY BHUsSIBJIEHO 3HMKeH1 piBHI PAPP-A 0,32
MOM 1 BuibHOTO 6etTa-XI'JI 0,3 MoM, a cepenniit pozmax Hopmu 0,5-2,5 MoM.
OOpaxoBaHl 1HIUBIAyaJdbHI pHU3UKK Tpucomiil 21/18 xpomocom Yy mioaa
MIPOTHO30BAaHO BUMIILIM BUCOKUMH - >1:4.

JloLIbHICTh 1HBa3WBHUX A000cTexkeHb y II TpumecTpi BaritHOcTi Oyna
CYMHIBHA, OCKUIbKU HasBHI MHOkUHHI BBP y miona 3yMoBiI0I0Th HECTIPUSATIINBI
MPOTHO3M - TEpPUHATAIBLHUM 1 BIIJAJIECHUWA ISl 370pOB'S MailOyTHBOI JAUTHHHU.
VYapTpa3ByKoBi JaHi OyJau MOKa30M JO MEpPEepUBaHHA JIaHOI BAariTHOCTI Bxke y |
TpumecTpi. OnHak, yrouHeHHs npupoan MBBP Oyno npuHIHMIIOBO BaKIIMBUM JIJIst
BU3HAUYCHHSI €TI0JIOTIi BaJl 1 MPOrHO3Y Ha MalOyTHE.

3Bakarouw, 110 MPH ABOX BariTHOCTAX komiuiekc MBBP y moni OyB myxe
noAiOHUM, 1CHY€E BHCOKa WMOBIPHICTh HE30aJ1aHCOBAHOTO XPOMOCOMHOIO Habopy
IJIOJIB SIK TPUYUHUA (POPMYBAHHS BaJl - 32 paXyHOK BTpAT Fr€HETUYHOTO MaTepiairy
y TOYKaX PO3PUBY -BO33'€JHAHHS HA KOPOTKOMY Ta JOBrOMY II€YaX XPOMOCOMHU 6,
y paloHl NEepUUEHTPUYHOI 1HBepcii. TeopeTHUYHUN pHU3BHK TMOBTOPEHHS MOXKE
cknagaTty 10 20%. Akiro 6 miarBepauiacs He30amaHCOBaHA XPOMOCOMHA abepartist
y IJI0JIa BHACHIIOK HOCIMCTBA MaTip 10 30a1aHCOBaHOI XPOMOCOMHOI 1epe0y10BH,
TO HaMpallOHATBHIIIOW PEKOMEHJAIIEI0 TeHEeTUKa s Iiei poauHu Oyno O
BUKOPUCTaHHS JOTIOMDKHHMX penpoAaykTuBHux Texnojorii (EK3), mpoBeneHns Ha

JOIMILJIAaHTAIlITHOMY eTari creruivHoi AlarHocTuKU eMOpioHa metogoM PGD-SR.
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a 0 B
Puc. 3.23 Halpsk moaa: a) peBepCHUM KPOBOIUIMH y BEHO3HINM MPOTOIi; 0)
NATOJIOTIYHHH XiJT BEJIMKUX apTepii, OTHOHANIPABIICHUH, BiICy THil THITOBH V-SigN,
acCUMETpisl CyJWH; B) BI3yalli30BaHO JWJISTAIlI0 3aJHbOI YepernHoi sMkd B 11

THUKHIB.

a 0

Puc. 3.24 Ilaronoriudi 3MiHM Yy IJI0JIa: ) MATOJOTIYHI JABa HUIYHOUYKH 13
ACUMETPIEI0 1 HEe PO3JIIEH], 110 CBIAYUTH PO He30amaHcoBaHy AB-komyHikallio;

0) HasBHI 2 apTepii MyMOBUHU Ha 3pi31 CEYOBOTO MIXypa.

[le#t KIIHIYHUI BUIMAIOK UIIOCTPYE MOXKIMBOCTI PaHHBOI MpeHaTaTIbHOI
yJIbTPA3BYKOBOI 1arHOCTUKU BaJl PO3BUTKY. 3aCTOCYBaHHS €IMHOTO MeToay ¥Y3/]
HE J1a€ MOXKJIMBOCTI BU3HAYUTH TOYHY MPUYHHY (HOPMYBaHHS MATOJOTIl y IIIo/a.
Jly’xe BaXJIMBUMU € YTOUHIOIOUY1 OOCTEKEHHS — IHBa3UBH1, a0OPTUBHOTO MaTepiany,
IUTOTEHETUYH]  aHali3u  noApyxoks.  IIpoaHamizoBani  BUNAAKH  YITKO
JEMOHCTPYIOTh, IO HOpMajbHHUI pesynbrar FISH-ananizy B aGopTuBHOMY
MaTepianal He BUKIIIOYAE HAsBHICTH XPOMOCOMHOI martosiorii y emoOpiona. Came B

TaKUX BUMNAJKAX «HOPMU» MOTPIOHO OOOB’SI3KOBO AOCIIIKYBATH XPOMOCOMHHUM
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HaOip OaTbKiB 33Ul BHKJIIOYEHHA HOCIMCTBA CTPYKTYPHHX XPOMOCOMHHX
nepeOy10B, sSIK1 3yMOBIIIOIOT IMiIBUIIIEHUH pU3UK oBTOpeHHs BBP npu HacTymHux
BariTHOCTsX. CBO€YacHe 1 ajeKBaTHE TCHETHYHE KOHCYJbTYBAaHHS TAKUX POIUH
HEOOXITHE IS BHU3HAYEHHS TOYHOTO TPOTHO3Y HAMIaJAKiB, IMOJAIBIIOTO
IJIaHyBaHHS BariTHOCTI, BUOOPY NMPABWIIbHOI TAKTUKY MPEHATAILHUX BTpy4YaHb a00
3aCTOCYBaHHS JOTIOMDKHUX PETPOTYKTUBHUX TEXHOJIOT1M.

BucHoBku: 1el po3ain aucepTariiHoi poOOTH TOKa3aB J1arHOCTHUYHI
MO>KJIMBOCTI cydacHoro Y3/I, moxiauBo BusiButy y I Tpumectpi Baritocti 30,3%
BaJl po3BUTKY, y Il Tpumectpi — 58,9% Ban po3Butky, y III TprumecTpi BariTHOCTI —
10,8% Baj, sIKi CTAaHOBJISITH PE3EPB MJISl MOKPAIIEHHS MPEHATATbHOT J1arHOCTUKU
BBP miona.

B ctpykrypi BBP mnoay, mo aiarHoctyBanuck npu Y 3]l BaritHux, Ha I micii
oymu BBP ceprieBo-cyaunnoi cucremu — 28,6%, Ha Il micii — BBP nientpanbhoi
HepBoBOi cuctemu — 19,4%, Ha III micui - BBP kictkoBo-M'si30B0i cuctemu — 17,4%.
[3 qaHuX Mpo YacToTy 1 CTPYKTYPY BPOKEHOI MATOJIOTI] TUIOY Y BariTHUX >KIHOK Y
JIpBIBCBHKIM 00JacTi CTBOpPEHO 0a3zy NaHUX POAUH 3 MIABUIICHUM T'€HETHYHUM
PU3HUKOM, 110 OyJ€ CHPHUITH TMOKpaIIeHHIO €()EeKTUBHOCTI MPEHATAIBHOI OIIHKU
CTaHy IJI0/Ia y KIHOK TPYMH PU3HKY BPOHKEHOT MaTOOrii.

BucHoBKkH 10 po3ainy 3:

BcranoBnieHo, 1o Ay KOPEKTHOI OIIHKHM TepeadadyBaHOI Macu Iuiofa 1
JIarHOCTUKHU BPOJKEHUX BaJl PO3BUTKY, MOB’S3aHUX 13 MOPYIIEHHAMH KICTKOBOT
CHUCTEMU a00 3aTPUMKH POCTY IIJI0/1a, MOXKHA BUKOPHUCTOBYBATH BC1 YIBTPa3BYKOBI
CKaHEepH, B HaJAIITYBaHHSIX SKUX 3a YMOBYAHHSIM BCTAaHOBJICHO IU(POBI
napametpu Hadlock, Tak sik HOpMaTHUBHI 3HAa4€HHS OCHOBHHMX Ol1OMETPUYHHUX
napametpiB mioga (BIIP, OI', OX, [AC) y nocnimxkeHiid BuOIpLI BariTHUX
JIbBIBCBKO1 00J1ACTI CTATUCTHYHO 1ICTOTHO HE BIIPI3HAIOTHCS BiJl 3araJIbHOBKHUBAHUX
pedepeHTHUX 3HaueHb. Y TepMiHax 14-16 TuxH1B perioHanbH1 Hopmu goxuau KH
y |l TpumecTpi CTaTHCTHYHO 3HAUYIIIE BIAPIZHSAIOTHCS BiJ HOpM Menasenera M.B.
OTxe, BUKOPUCTAHHSA IIUX JITEPATYypHUX JaHUX i crpaTudikarii rimormiasii KH

MOK€ OJHO3HAYHO MPU3BECTU 0 XUOHO-TIO3UTUBHUX PE3YJIbTATIB 1 IITYYHOMY
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MiABUIICHHIO 1HAWBIIYyaJIbHOTO PHU3UKY XPOMOCOMHHX TpucoMii. OOuucieni y
JicepTaliiHOMY AOCIHIKeHH1 HopMaTuBH oBXUHU KH MoskHa pekoMeHyBaTH 10

IIMPOKOTO BUKOPUCTAHHS JIIKapsMU 3 ipeHatainbHoro Y3/ B YkpaiHi.
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B pi3HI Tepminu rectamii. IlepcnexktuBu Ta 1HHOBauii Hayku»(PyOpuka
«Menununay). 2023; 10(28): 796-808. https://doi.org /10.52058/2786-4952-2023-
10(28) -796-808.



114

PO3JILT 4
KJITHIYHL, YJIbTPA3BYKOBI TA IMTOTEHETUYHI
XAPAKTEPHCTHUKH ILTOAIB 3 PI3HOIO TOBIIAHOIO
KOMIPIIEBOT'O ITIPOCTOPY I TPUMECTPY Y BATITHUX I'PYIIA
BHCOKOTI'O TEHETHYHOT'O PU3UKY

MakcuMallbHO paHHs TpeHatalbHa JiarHoctuka BBP 1 xpomocomHoi
MaToJIOT1i Mae Oe33amnepeyHi nepeBaru sk 3 MEJUYHOI, TaK 1 3 €TUYHOI Ta MCUXO-
eMOILIITHOT TOYKM 30py. Maroun B apceHandl MMUPOKUM CHEKTp METOIIB
JIOTIOJIOTOBOTO OOCTEXKEHHSI, OJIHUM 3 HAWBaroMildX YMHHUKIB € CBOE€YACHE Ta
edexTuBHE (DOPMYBaHHSI TPyl BHUCOKOTO I€HETUYHOI'O PU3UKY Ta ONTUMAIbHUI
aJITOPUTM IMPEHATANIBHOI JIIAarHOCTUKY 3aJIEXKHO BiJl KIIHIYHOI cutyarlyi. Llei po3nin

pO6OTH HpHCBﬁI‘IeHI/Iﬁ OUM BaXXJIMBHUM ITUTaHHAM.

4.1. AmnHaJji3 cneKTpy XpOMOCOMHHMX AHOMAJIii B MaTepiaji 3aBMepJinx

BariTHOCTEH 3aJ1€5KHO BiJl recTaliiHOr0 TepMiHy, cTaTi eMOpiOHY Ta BiKy

Mmarepi

ITokazaHHsSM IS BIJIHECEHHS BariTHOI JKIHKM JIO0 TPYNH BHCOKOTO
I€HETUYHOI'0 PU3HMKY € HE TUIbKM BUsIBJIEH] y tuioga BBP abo exo-mapkepu, a i
OOTsDKEHUW penpoayKTUBHUM aHamHe3. ['pyma JKiHOK 3 paHHIMH BTpaTaMu
BariTHOCTEH TpaauIliifHO MOTpedye 0cOOIMBOI yBaru Ha MPEKOHIICHIITHOMY eTarli
1 M Yac NOpeHaTalbHOI JIarHOCTUKM TpPH HACTYMHUX BariTHOCTIX. Bubip
ONTUMAJIbHOI TAKTHKHU JOTMOJIOrOBUX OOCTEXKEHb y 0ararboxX BUIAAKaX 3aJ€KUTh
BiJl IPUYMHU PETIPOAYKTUBHUX PO3JIA/IIB, SIKa y pa3l paHHIX BTPAYEHUX BariTHOCTEN
3yMOBJIEHA XPOMOCOMHOIO MATOJIOTI€I0 eMOpioHy mpuom3Ho y 60-65% [189, 190].

[IpoBeneHo aHami3 CIEKTPY XPOMOCOMHHUX MOPYLIEHb, BUSBICHUX cepea 165
eMOpI0HIB/TUIOIB BiJl 3aBMEPJIUX Y TepMiHaX 4-21 THXKIEHb BariTHOCTI, SIK1 CKJIAJIU
OCHOBHY TpPYIly IbOTO JOCHI/DKEHHS. Y BCIX BHMNaAKax OYB IpOaHai30BaHHM
KapioTun OaThKiB y JiMdormTax mepudepiiiHoi KpoBi, XpOMOCOMHI abeparrii

BusBieHi y 3/165(1,8%) poauH.
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XpOMOCOMHA MATOJIOTIA Cepell BTpaueHUX BariTHOCTEW OyJia mpeacTaBieHa
aHeyIUIoifi€r0 (MOPYIIEHHAMH KiJIbTKOCTIXPOMOCOM), JO SIKOi OyJK 3ajisHI BiJ
omHiei 10 BockMu XpoMocoM — 90,9%, mopyImeHHsIM TUIOiTHOCTI (TPHUIUIOiisn) —

7,3%, CTpyKTYpHUMH XpoMOCOMHMMH abeparttissmu — 1,8% (puc. 4.1.)

+21
18,2 %
IHLWI XpOMOCOMHI
nepebynosu
24,8%

+18

+16
11,5%

+13
13,9%

Puc. 4.1 OcHOBHa HO30JIOTiSI XPOMOCOMHOI HATOJIOT1i Cepel] BTPAUYECHUX

BariTHOCTEN.

Haitbinpiny rpymny CKaau aHeyIUIoiis (HyIicoMisl Ta TPUCOMIS) 1 TPUTLIOTAIS
xpomocoM (tabmuns 4.1). Haiuacrime Tparisaucs BHUIAIKH 3 JIOJATKOBUMU
KomisiMd HactynmHux aBTocoMm 21, 18, 13 ta 16: 30/165(18,2%); 27/165(16,4%);
23/165(13,9%) 1 19/165 (11,5%). YacTtoro aHOMaJIi€l0 CTAaTEBUX XpOMOCOM OyJia

Ii€1 MaTOJIOT1i 3aJ]I€KHO BiJl TEPMiHY BTpaTH BaritHocTi. Jjs ananizy Oyiu oOpaHi
KaplOTUIU OAHIET HO30JIOTIYHOI TPYMH, SKI 3yCTplyaiucs OuIbllIe, HI)K B OAHOMY

BUnajKy (ycboro 154 Bunanku 3 165).
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Tabnuys 4.1
Po3nogist xpoMocoMHMX aHOMAJIiH B MaTepiaJjii 3aBMepJInX BarirHocTe

3a BIKOM KiHOK Ta TePMiHOM BTPaTH BariTHOCTI

AHomarii XpoMocoMm, K1 BUSIBUJIH B Bik matepiB TepMin BTpaTu
eMOPi10HIB/TLIO/IIB (y pokax) BariTHOCTI
(Y THXKHSIX)
<12 > 12

Tpucomis xpomocomu 21 (N=30) 34,44+1,44* 7 23
(23,3%) | (76,7%)

Tpucomist xpomocomu 18 (N=27) 32,75%1,65* 11 16
(40,7%) | (59,3%)

Tpucomis xpomocomu13 (N=23) 29,57+2.20 16 7
(69,6%) | (30,4%)

Tpucomis xpomocomu16 (N=19) 28,54+1,31 18 1
(94,7%) (5,3%)

JlonaTKoB1 MapKepHI XPOMOCOMH: 33,60+2,48 14 4
47,XY, +mar (n=6); 47,XX, +mar (n=12) (77,8%) | (22,2%)

Tpurioinis: 24 5+1 42 10 2
69,XXY (n=5); 69,XXX (n=6), (83,3%) | 16,7%)

69,XYY (n=1)

Monocomisixpomocomu X (N=25) 26,93+1,45 19 6
(76,0%) | (24,0%)

AHomammiaBTocoM 1 crareBux xpomocom | 30,20+1,63 95 59
pazom (N=154) (61,7%) | (38,3%)

* p<0,05 mopiBHAHO 3 CEpeHIM 11O BC1A IpyIi

Cepennili BIK >KIHOK 13 BTpaTtaMmu BariTHocTi ctaHOBUB 30,23+0,70 pokiB 1
KonuBaBcs Bifg 17 mo 45 pokiB. CTaTUCTUYHO 3HAYYII BIAMIHHOCTI Y BIKOBOMY
CKJIaJ1 JKIHOK IMOPIBHSIHO 31 BCIEIO TPYIIOIO 3HAMIEHO A1t TprucoMii 21 1 Tpucomii 18

- 34,44+1,44 ta 32,75%1,65 (p<0,05), mo miaTBepUKY€E BIIOMY BIKOBY 3aJI€XKHICTh
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caMe LMX Maroyiori. Jlyigs pemrd 4YuciIoBHX MOPYLIEHb aBTOCOM 1 CTaTE€BUX
XPOMOCOM 3aJICKHOCTI B1J] BIKY MaTepl He BCTAaHOBJICHO.

Sxuio mpoaHamizyBaTH PO3MOJIT PI3HUX MOPYILIEHb KIIBKOCTI XPOMOCOM
3aJIe)KHO BiJl TEPMiHY BTpATH BariTHOCTI, TO y pa3l HasBHOCTI eMOpioHy/Tioaa 3
aHOMaJLHUM KapiOTHIIOM, BTPATH BariTHOCTI YACTIIIE PEECTPYBAIUCS HA TEPMiH1
MeHIIe 12 THxXHIB, TOPIBHAHO 3 TepMiHOM Ounbie 12 TimxHiB (61,7%:38,3%). [Ipu
1IbOMY, 70 12 TWKHIB HalyacTillle 3aBMUpaIM BariTHOCTI, /e y eMOpioHy Oyiu
XPOMOCOMHI TOPYIIEHHS 3 BHCOKOIO JIETANbHICTIO — TpHucoMis 16 (94,7%),
tpuroigis (83,3%), momarkoBi MmapkepHi xpomocomu (77,8%). Bomnouac,
HU3bKOJIETAJIbHA XPOMOCOMHA TMATOJIOTIS YacTille AlarHOCTyBajacs MpH Ii3HIX
BTPAYEHUX BariTHOCTAX — Tpucomis 21 (76,7%), tpucomis 18 (59,3%). Monocomis
X-XpOMOCOMH, SIKa JOCUTH MOIIMPEHa y HOBOHAPOKEHHUX J[IBYATOK Ta BIUIUBAE
NepeBaXHO Ha IXHIM CTAaTEeBUU PO3BUTOK, JIOCTATHBO YacTO 3ycTpiyvajacs 1 Mpu
3aBMEpPJIUX BariTHocTIX (25/154). Ilpu upomy y mociimkyBanii rpym y 76%
MOHOCOMIsI X 3apeecTpoBaHa MPH paHHIX BTparax a0 12 TWxkHIB BaritHOCTI. Taka
JETAIBHICTh MOHOCOMIT X MOKe OyTH HACIiJKOM PEUECUBHUX JETAIbHUX MYyTallli
y mifl auigHil abo HEOoOXiAHICTIO HAsBHOCTI JABOX KOMIM Mi€l IUISHKA IS
HOPMAJILHOTO PO3BUTKY €MOpPIOHY; MEBHUIN BIUTMB Ma€ 1 0AThKIBChKE MOXOKEHHS
onHiei X-xpomocomu [191,192]. Ilpuknanu kapiorpaM 3 aHEYIUIOIAIED XPOMOCOM

Ta TPUILIOIIIEI0 HABE/IEHI Ha pucC. 4.2.
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IIpooosocenns puc. 4.
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Puc.4.2 Kapiorpamu eMOpiOHIB BiJ 3aBMEPJIMX BAriTHOCTEH 13 MOIIMPEHOIO
aHEYTUIOTAIEI0 Ta TPUILIOIAIEO: a) Tpurtoiais (kapiotun 69,XXY); 6) Tpucomis 21
(xapiotun 47,XX,+21); B) MoHocoMist X (kapiotun 45,X); T) Tpucomist 16 (kapiotun

47,XX,+16).

Jam cepen eMOpIOHIB/TUIOAIB 13 AHOMAJIBHUM KapiOTUIIOM BIJl 3aBMEPIIUX
BariTHOCTEH 3 OCHOBHOI rpynu aHami3y (154 Bunaaku) Oyjo TOCHTIIKEHO PO3MOILIT
pi3aux Hozojorid XII 3anmexHo Binx crari. Pe3ynbratu aHamizy mnpecTaBieHI Y
Tabnui 4.2.

AHaJ3 TabauIll CBIAYUTH PO CTATUCTUYHO 3HAUYIIE MEepEeBaKAHHS IIIOIIB
JKIHOYO1 cTaTi Haj 4oioBidow (56,5% mpotu 43,5%, p<0,05). IIpote, sikmio 3
aHai3y MpuOpaTH aHOMAJII0 CTATEBUX XPOMOCOM MOHOCOMil0 X, mo Qopmye
XKIHOUMM (PEHOTHUI, TO MPOIOPIIis BUPIBHAETHCS Maike 10 3aralibHOMONYJIALIHHOT
50:50 1 3Hauymoi pi3HULI Bxke He Oyne: 67/129 (51,9%) 4donoBivoi cTaTi NpoTH
62/129 (48,1%) H(iHoqo'l', p>0,05. Takum yrHOM, aHaJi3 ycie'l' BI/I6ipKI/I HE TIOKa3aB
JUTSl OKPEMUX HO30JIOTIH BHSBICHO TIEpeBakKaHHS eMOpPIOHIB Ti€l 4M 1HIIOI CTaTi:

YOJIOBIYO1 cTaTi y pasi Tpucomii 21 1 Tpucomii 13, i, HaBMaKku, >KiHOYOI CTATI MIPU
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tpucomii 16 (p<0,05). Cepen emMOpiOHIB, Yy SIKHUX BHUSABIEHO TOJATKOBI MapKepHI
XPOMOCOMH, TIEPEBAYXKaIU BUIIAJKH 3 )KIHOYMM KapiOTUIIOM Yy CITIBBIIHOIIEHH1 3,5:1.
€IMHOI0 TIATOJIOTiIEI0, MO0 3 OAHAKOBOIO dactoToro 50% 3ycrpivyamacs y

eMOp10HIB/TUIOAIB YOJIOBIYOT 1 ®KIHOYOT cTaTi, OyJa TPUILIOITis.

Tabnuys 4.2.
Po3nogisi XxpoMoCOMHOI 1aTOJ10TiI B eMOPiOHIB/IUIOAIB BiJl 3aBMePJINX

BATiTHOCTEH 3aJI1€;KHO BiJ cTaTi

AHOMaI1 XpOMOCOM, SIK1 BUSBUIJIU B Cratb eMOp10HIB/TIIO/1IB
eMOP10HIB/TUIO/IIB

4OJIOBIYa KIHOYA

Tpucowmis 21 (n=30) 20* 10*
(66,7%) (33,3%)

Tpucowmis 18 (n=27) 11* 16*
(40,7%) (59,3%)

Tpucowmis 13 (n=23) 17* 6*
(73,9%) (26,1%)

Tpucowmis 16 (n=19) I 12*

(36,8%) | (63,2%)

Jlo/1laTKOB1 MapKepHi XpOMOCOMU 6* 12*
47,XY, +mar (n=6); (22,2%) (77,8%)

47, XX, +mar (n=12)
Tpurnoinis 69,XXY (n=5); 69, XXX 6 6

(n=6), 69.XYY (n=1) (50,0%) (50,0%)

Monocomis xpoMocomu X peryJisipHa 25
(n=25) (100,0%)

AHOMaJI1 aBTOCOM 1 CTaTEBUX 67* 87r*
XpoMocoM pazom (N=154) (43,5%) (56,5%)

*p<0,05 npu MOPIBHSAHHI YOJIOBIYOI 1 )KIHOUYOT CTaTI
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CrekTp KUIbKICHHX MOPYIIEHb XPOMOCOMHHUX y €MOpIOHIB MPH 3aBMEPIIHUX
BariTHOCTSX BKJI0oUaB 1 piakicHy XII, sskoi B OCHOBHIM rpymi Oyjio 3apeecTpoBaHo 8
BumnankiB (4,8%). Bona Oyna mpencraBieHa aHEYIUIOIAIED BOCBMU XPOMOCOM Y
nBox eMOpioHiB (kapiotun 54,XY,+13,+14,+15,+16,+17,+18,+21,+22), moaBiiiHOIO
aHeyroiniero xpomocoM X Ta 13 y nBox emOpioHiB (kapiotun 48,XXY,+13), no
onHOMY BUMNaaky Tpucomii 15 (47,XX,+15), moaBiiHOI aHEYIUIOIAI XpOMOCOM 3
rpynu C 1 21 (48,XX,+C,+21), MO3ailu3My X-XpoMOCOMH
(mos45,X[13]/47, XXX[11]),  Mozaiu3My3a  MapKEpPHOIO  XPOMOCOMHOIO
(mos47,XX,+mar[28]/46,XX[3]). Heski pinkicHI KapiOTHIIN MPEACTABICHI Ha PUC.
4.3.
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Puc.4.3 PinkicHa XpoMOcOMHa mMaTojoris y eMOpIOHIB BiJl 3aBMEpIUX
BariTHOCTEH: a — moaBiiiHa aHeymoinis (kapiotun 48,XXY,+13); 6 — mapkepHa

XpoMocoMa, Mo3aiu3M (kapioturt Mos47, XX, +mar[28]/46,XX[3]).

Cepenniii BiK XIHOK 13 piakicHUMH XA y eMOpioHy craHoBuB 33,0+1,62
POKIB 1 3HAaUyIII€ HE BIJIPI3HSBCS BiJl OCHOBHOI TPYIH 3 MOMIUPEHOI0 aHEYTUIOTIIEI0

ta Tpumoigieto (p>0,05) — rabmurs 4.3.
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Tabnuys 4.3.
PiakicHi aHomaJtii XxpomMocoMm, siKi BUsIBJIEHI B eMOPiOHIB/I101iB

Bi/l 3aBMepJIMX BarirHocTe

N Kapiotun em6piony Bik matepiB y
n/m poKax
1 47,XX,+15 23
2 48, XXY,+13 35
3 48, XXY,+13 26
4 54, XY ,+13,+14,+15,+16,+17,+18,+21,+22 36
5 54 XY ,+13,+14,+15,+16,+17,+18,+21,+22 36
6 48, XX,+C,+21 40
7 mos45,X[13]/47, XXX[11] 31
8 mos47,XX,+mar[28]/46,XX][3] 42

B ocHOBHIU Ipyni, OKpIM YUCIOBHX XPOMOCOMHHX MOPYIIEHb, O0YyJ0
BUSIBJICHO TP BUMAJKU CTPYKTYPHUX XPOMOCOMHUX abepailiit y eMOpioHiB
(3/165, 1,8%). lle Oynu HezbamaHcoBaH1 TpaHciaokamii Mmix 13 1 14
xpomocomamu: 46,XX,der(13;14)(q10;q10), mixx 13 i 21 xpomocomamu:
46,XY,rob(13;21)(q10;910), MiXK 14 i 21 XPOMOCOMaMH '
46,XX,der(14;21)(q10;q10),+21. [Tepmra TpaHCIOKAIis Oyma
J1arHOCTOBAaHA y K1HKHU, AKa MaJjia 3JI0pOBY IUTUHY BiJ MEpIIoi BariTHOCTI,
Jpyra BariTHiCTh 3aBEpIIMJIACh 3aBMHUPAHHIM IJ10J1a Y TEPMIHI 7 THXKHIB.
[Ipy HUTOTEHETUYHOMY JOCJIJKEHHI ab0OpTHUBHOro wMmartepiany OyIo
BUSIBIICHO poOEpPTCOHIBCHKY TPaHCIOKAIIIO:
46,XY,+13,der(13;14)(q10;9q10). VY 3B’sa3ky 3 IIMM  BHUKOHAIH
KaplOTHIYBaHHS TOAPYXHBOI Tapu i yTOYHEHHS TMOXOJJKCHHS
CTPYKTYPHOI XpOMOCOMHOI mepeOynoBu. BcTaHOBIIEHO, M0 KIHKA € HOCIEM
Takoi K TpaHcJoKallii, ajie B 30aJaHCOBAHOMY BUIJA1: KaploTUM

45,XX,der(13;14)(q10;q10). Takum dYUHOM, CEepHO3HE XPOMOCOMHE



122

NOPYIIEHHS Y eMOpiOHY, IO CIPUYNHUIIO HEBIAJIe 3aKIHYEHHS BariTHOCTI,
OyJio ycraakoBaHe BiJl 3JI0pOBOi MaTepi, 1 yTOUHEHUW KapioTUI eMOpIOHY

o0yB46,XY,+13,der(13;14)(q10;910)mat — puc. 4.4.
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Puc.4.4 PonuHHa XpOMOCOMHA TpaHCJIOKAIlll y €MOpIOHY MpH 3aBMEpIIiid
BariTHOCTI,  yCHaJKOBaHa  BIJI ~Marepl: a —  KapioTUlm  eMOpIOHY
46,XY,+13,der(13;14)(q10;910)mat; 0 — KapioTUI Marepi
45,XX,der(13;14)(g10;q10).

AHaJOTIYHO I[OMY BHUNAAKYy, Y IHIIOTO TOAPYXXKS y €MOpIOHy TIpH
3aBMepITiid BaritHocTi Oyno BusiBiieHo Kapiotun 46,XX.der(14;21)(q10;910),+21.
[Tatonoriunmii kapiotun OyB y maTepil - BOHA BUSIBWJIACS HOCIEM 30ajaHCOBAHOI
TpaHCIOKaIlii Mixk Xxpomocomamu 14 1 21: kapiotun 45,XX,der(14;21)(q10;q10). V
TPEeThOI MapH y IUIoJa JiarHOCTyBaiau TpaHciokariro46,XY,rob(13;21)(ql0;q10),
OJIHAK XPOMOCOMHHUIA Ha0lp NOJpY¥ks OyB HOpMalibHUM. T00TO, 1151 mepeOyAoBa y
wioAa OyJia CHOHTaHHOIO MYTAIl€lO.

[uroreneTuuHUi aHalli3 Marepiady 3aBMEpJIOi BariTHOCTI € BaXKJIUBUM
eTarioM T'€HETUYHOTO KOHCYJbTYBaHHS POJAUH 3 OOTSDKEHHM aKyLIepChKUM
aHaMHE30M, SKI IUIAaHYIOThb BariTHICTh. (CBO€4YacHE YTOYHEHHA NPUYUHU

PENPOAYKTUBHOI BTPATH JA€ MOKJIMBICTh YITKO BHU3HAYUTH MPOTHO3 HAIIAJKIB B
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poauHi 1 BHOpaTH aJeKBAaTHUN I1HAMBIAYaNi30BaHUNA aJITOPUTM MPEHATATbHOI

J1arHOCTUKH TP HACTYMHIN BariTHOCTI.

4.2. KaiHivHi Ta yJbTPa3ByKOBi 0CO0JIMBOCTI IVIOIB 3 Pi3HOIO TOBUINHOIO

KOMIpPIIEBOI0 MPOCTOPY

301IbIIEHHS. TOBIIMHMA KOMIPIIEBOTO TPOCTOPY IUJI0JAa € OJHHM 3
HaWIIHHIIIKAX PaHHIX eXorpadiuHuX MapKepiB HIMPOKOIO CIEKTPY BPOJKEHOI 1
reHeTHUYHOI maToJiorii mioAa. [ns ynockoHaneHHs e(eKTUBHOCTI BUKOPHUCTAHHS
OO0 MapKepy SK KPUTEPI0 BUCOKOTO TE€HETUYHOTO PHU3UKY, ONTUMI3allil
aJITOPUTMY HIpPEHATalIbHOI JIarHOCTHKU | TpuMecTpy 3ajleKHO BiJ pe3yJbTaTiB
yABTPa3BYKy, OYJIO TIPOBEACHO TMOPIBHSIHHSA KJIIHIYHUX, VYJIbTPa3BYKOBUX 1
IUATOTCHETUYHUX JAHUX B HAOPSIKIWX IUJIOMAIB 13 PI3HOIO TOBIIMHOI KOMIPIIEBOTO
IIPOCTOPY.

Jlns anamizy Oyino oOpano rpymy 3 127 BariTHOcTeH, fe y mionaa npu Y3/[
Oyno BusiieHo 30unbieHHs po3mipy KII y | Tpumectpi BaritHocTi (KTP 45-84 mm,
110 BIANOBIAA€E TecTallfHOMY BiKy B Mexax 11 TwxHiB 2 qH1 — 13 THkHIB 6 THIB).
[Inonu 6ynu po3noauieHi Ha 1Bi miarpynu — miarpyna | 3 pozmipom KII 2,5-3,5 mm
(38 BumasnkiB, 3 AKUX TPU OYJIM 3 JBOILIONOBUX BariTHoctel) 1 miarpymna |l 3 KII
ounbie 3a 3,5 MM (89 BuUmanakiB, y TOMy YMCIIl J1BA 3 JIBOIJIOJIOBUX BariTHOCTEM).
Cepenniit Bik BariTHUX kiHOK | rpynu cranoBuB 30,65+ 0,92 (21-43) pokwu, i OyB
CIiBCTaBHUM 13 BikoM iHOK II rpymu — 31,44+0,56 (21- 44) poku (p = 0,31).

VYcboro B IOCHIIKYBaHI IpyMi 3apeeECTPOBAHO 83 BUMAAKU HECHPUSATIMBUX
3aKkiHYeHb BariTHocten (83/127, 65,3%), CTpyKTypy SKHX CKIadd XPOMOCOMHAa
natosioris (58 Bunankis), BBP nexpomocomHoi eriosorii (21 Bunanok), 3aBMepi
BariTHOCTI (4 Bumaaku). Ilpu MOpIBHAHHI YACTOTH 1 CTPYKTYpU MATOJOTTYHHUX
cTaHiB 3ayiexHO BiJ po3Mmipy KII BUSBIEHO CTATUCTUYHO 3HAUYII BiAMIHHOCTI. Y
niarpyni I HecnpusTiuBux 3akiHdeHb 0yno 63,2% (24/38), y niarpymni 11 — 66,3%
(59/89), p=0,73. ITpu 11bOMy YacTKa XpOMOCOMHOI MATOJIOTIi Y IJIOAIB 13 MATPY N
I 3 posmipom KII 2,5-3,5 mm ckmana 55,3% (21/38), BBP — 7,9% (3/38). V miarpymi

II muToma Bara XpOMOCOMHOI maTojorii Oyia gemo menmor - 41,6% (37/89),
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p=0,16. [Ipote, cyTTeBO 3pocia KinbKicTs Bunaakis BBP — 20,2% (18/89), p=0,09.
JonatkoBo y M miarpym 3adikcoBaHO 3aBMeEpJil y OUIBII MMi3HIX TepMiHAX

BariTHOCTI — 4,5% (4/89), p=0,18.

4.2.1.Xpomocomna namonozia y naooieé 3i 30L1bUWIEHUM DPOIMIPOM

KOMIpyeg020 npocmopy

Hopmanbhauii xpomocomuuit Habip Oyino 3apeectpoBano y 14/38 (36,8%)
moaiB 13 ToBmHOW KII 2,5-3,5, 13 sskux Tpu mioau i3 01xopiaibHOT ABIMHI Main
HopMmasibHy ToBUMHY KII. V migrpymi Il 13 ToBmmnHoro KII Ginbmie 3a 3,5 mm
HOpManbHui Kapiotun Manmud 33,7% tuoniB (30/89), 13 skux ABa mioAu 3
OixopianbHOI ABiitHI Mamu HopMaibHy ToBITUHY KIT (95%/11: 22,4-52,6: 24,3-43,8
p=0,73; BIII=1,15). 111 nani y3roxyoTbcs 3 KOHCOIIJOBAHOIO JyMKOIO MPOBIIHUX
CBITOBUX EKCIEPTIB 3 MEJAMUIIMHM 1013, 110 nmoToBiieHHs: KII Moxe 3ycTpiuarucs
IIPpY HOPMAJIbHUX BariTHOCTSX, @ MMOBIPHICTh XPOMOCOMHOI MAaTOJOrIi y II0Ja
3aJIeKUTh BIJI HAsABHOCTI ab0 BIJCYTHOCTI CYMYTHIX aHOMalii/exo-MapKepiB,
niarHoctoBanux rnpu Y3/, abo 3miH 610xiMiyHUX Mapkepis [193].

CrekTp XpOMOCOMHOI MaTOJIOTi, 1arHOCTOBAHOI CyMapHO y IUIOJIB 13
niarpynu I (21 Bunanox) ta miarpynu Il (37 Bumankis), mpenctaBieHud y TaOIuil

4.4.

Tabnuys 4.4

CnekTp XpOMOCOMHOI NATOJIOT I, JiATHOCTOBAHOI Y IUIOAIB
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KinpkicTe miomiB 13

toBIIHOIO KII

KinekicTs mutoais 13

toBHIHOIO KII

(47, XYY/48,XXYY)

(95% J11 0,0-4,5)

(95% JII 0,0-10,3)

(2,5-3,5 mm) > 3,5 mm)
CrieKTp XpOMOCOMHUX _ _
. (I marpyna) (Il marpymna) p BT
aHOMaJTii
(abcomtoTH1 (abcomoTH1
3HaveHHs1, %0) 3Ha4YeHHs, %0)
(n=21) (n=37)
Tpucomis xpomMocomu 13 (61,9%) 20 (54,1%) 056 | 138
21 (95% JI1 40,7-81,0) | (95%J11 38,1-69,6) | ’
Tpucomis xpomocoMu 5 (23,8% 7 (18,9%
P P ( ) ( ) 0,66 (1,34
18 (95% J1I 8,5-43,8) (95%1 8,1-32,9)
OJATKOBI  MapKepHi 2 (9,5% 0
A PIEP ( ) 0,06 |9,61
XPOMOCOMH (95% A1 1,0-25,3) (95% 11 0,0-2,6)
0 2* (5,4%)
Henemis 22q11 0,28 |[0,00
(95% 1 0,0-4,5) (95% /11 0,5-14,9)
Tpurnnoinis 0 1 (2,7%)
0,45 |0,00
(69,XXX) (95% /11 0,0-4,5) (95% /11 0,0-10,3)
MounocoMis 1 (4,8%) 5 (13,5%)
0,30 [0,32
X-xpomocomu (45,X) (95% /11 0,0-17,7) (95% /I 4,6-26,2)
[TonBiitHa aHEYTIIOITis 0 1 (2,7%)
0,45 |0,00
(48,XY+21,+mar) (95% /11 0,0-4,5) (95% /11 0,0-10,3)
MoszaiuHa aHeyTrIoiais
0 1 (2,7%)
CTaTeBUX XPOMOCOM 0,45 |0,00

*-aHoMadii 0yJso BusiBJieHO y 1io/iB 13 BBP cepus 3a qonnomororo merony FISH.

VY cmektpt XII cepen HaOpsKIMX TUIOMIB MepeBaXKajda aHEYIUIOimis —

JoaaTKOB1 Korii ayrocom (Tabn. 4.4). Y mioniB 13 toBmuHow KIT 2,5-3,5 mm (I
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niarpymna) y 13 sBunazakis (61,9%) BusiBiI€HO TprCOMit0 XpoMocoMH 21, y TOMy yucCi
onuH Mo3aiyHui kapiotun: 47,XY+21[25]/46,XY[27]. Jpyrow 3a MOUIUPEHICTIO
oyna tpucomis 18 (23,8%), a MOHOCOMIIO X-XpOMOCOMH J1arHOCTOBAHO TUTHKH B
OJTHOMY BUTAJIKY.

Crnextp XII y miarpymi Il 3 KIT 6inbmie 3a 3,5 mm OyB G111 pi3HOMAaHITHUM.
Xoua Takox nominyBaiu Tpucomis 21 (54,1%) 1 pucomis 18 (18,9%), Ha TpeThoMy
Mmicui Oyna moHocoMis X-xpomocomu (13,5%), mnsa sikoi came crienudiuHUMH €
BUpaXKeH1 HAOPSKH IUJI0JIa 32 TUIOM IIMHOI nucrorirpomu. [Ipore, B misiomy, B
000X rpyIax BCTAHOBJICHO CTATUCTUYHO 3HAUYIIE 301bIIICHHS YaCTOTH BUSBIICHHS
aHOMaJIiii aBTOCOM IOPIBHIHO 31 cTaTeBUMHU XpoMocomaMu: y I rpymi 20/21 (95,2%)
ta 1/21 (4,8%) (p<0,001; BII1=400,00), a y IIrpymi 31/37 (83,8%) Tta 6/37 (16,2%)
(p<0,001; BI11=26,69). [Ipu upomy, 3a 4aCTOTOIO aHOMAaJIiii aBTOCOM MI1X IIJIOJIaMH
I ta Il miarpyn cTaTUCTUYHO 1CTOTHOT PI3HUIN BUsIBIIEHO HE Oyio (95,2 ta 83,8%,
BianoBigHo, p=0,20; BIII=3,87). 3a aHOMaJisIMU CTaTeBUX XPOMOCOM CTaTUCTUYHO
3HAYYIIMX BiAMIHHOCTEeH TexX He 3adikcoBano (4,8% mporn 16,2%, p=0,20;
BI11=0,26).Y nBox Bunajakax y miojiB marpynu |l Oyiao BUSBIEHO MiKpOAEIEIiIO
JOBroro mievya xpomocomu 22 (curapom Jli-J[xopski), 1me B IBOX — MOABIHHY
a"eymioiaito (kapiorunu 48,XY+21,+mar, 47,XYY/48,XXYY), B 01HOMY BUIIaIKy
— Tpumioiito (kapiotun 69,XXX).

Cepennili Bik KIHOK 13 | rpymnu, ki Majau TUIOAM 13 aHOMAJISIMUA ayTOCOM,
ctaHoBUB 33,5+1,37 pokiB 1 HE BIAPI3HABCS BiJl CEPEIHHOTO BiKY *kiHOK rpymnu II 3
ananoriydoro XII y moxai (32,4+1,11 pokiB, p=0,53). IloniOHa BIACYTHICTH
pi3HMIII BIKy MaTepiB 000X rpy1 3adikcoBaHa 1y pasi aHOMaJliii CTaTEBUX XPOMOCOM
(31 pik 1 28,3+1,67 poku, Bianosigno, U=10, p=0,09).

TakuM 4YMHOM, OTpUMaH1 y I[LOMY PO3AUTI pOOOTH JaHl CBIAYAThH IIOJIO
BUCOKOI 1H(opmaTuBHOCTI 30UThieHHs ToBUMHU KII mioma y | tpumectpi sik
MapKepy LIUPOKOTO CIEKTPYy XpomMocoMmHoi matojiorii. Yacrora 1 crektp XII

BapilOIOTh 3aJIeXKHO Bl cryneHs notosiieHHs KII.
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4.2.2. BpoxxeHi Baau cepusi y HaOPSAKJIMX IVIOAIB i3 PI3HOI0 TOBIHIMHOIO
KOMIPIIEBOT0 MPOCTOPY

Y mmoxie 3 motoBmennM KII, okpiM XpoMocomHOi maToJiorii, OyJo
JIIarHOCTOBAHO BaJM PO3BUTKY PI3HUX CHUCTEM Ta OPTaHiB, 3 SIKUX HaW4YaCTIIIUMU
BBP 6ynu kapaianpHi aHoMalii — ycboro 48 BUIMAJKIB, 3 AKUX 9 3apeecTpoBaHo y |
niarpymi, 39 - y I migrpymi. 38/48 BumaakiB Bag cepus Oyiu y IUIOAIB 3
XpOMOCOMHHUMH natojiorisiMu. CriekTp BusBiIeHuX npu Y 3/] Baj cepiis y HaOpsAKIuX

TJI0/11B HaBeICHO y Taomwmili 4.5.

Tabnuys 4.5
CrekTp BpOJ:KeHHMX Ba/l cepus Y HAOPAKJIUX IUIOAIB i3

Pi3HOI0 TOBIIHMHOIO KOMIPIIEBOT0 MPOCTOPY

KinekicTs mioaiB 13 KinekicTs mioaiB 13
toBuIHOIO KII ToBIHOIO KII
(2,5-3,5 mm) (> 3,5 Mm) p x?
Cnextp BBP
(I marpymna) (Il marpymna)
ceprs
(abcomoTHE (abcomroTHe
3Ha4YeHHS, %) 3Ha4YEeHHs, %)
(n=9) (n=39)
KOHOTpPYHKAJTb
Ha BaJa 2 15
MaJIOTTYHUI (22,2%) (38,5%) 0,36 |0,83
V-sign
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IIpooosocenna mabauyi 4.5.

AB- 4 5
KOMYHIKaIIis (44,4%) (12,8%) 0,03 |4,70
2 4
JIMILITT
(22,2%) (10,3%) 0,34 |0,93
1 15
[anm Bagu
(11,1%) (38,5%) 0,12 | 2.42

[IpumiTka. AB-kKOMyHiKalisi — aHTPIOBEHTPHUKYJsipHA KomyHikamis; JMILT —
neeKT MIKIUTYHKOBOT MEPEropoIKK, MaTOJOTIYHMA V-SIgN — MaTOJIOTIYHUHN Xif

BUXI1JIHUX TPAKTIB.

VY moaiB [ miarpynu y ciektpi BBP cepus nominysana AB-koMyHikaris, sika
cknana 44,4%. Y mnoxais Il miarpynu BUSBICHO OUTHII HIUPOKHUM CIIEKTP aHOMATI
cepiis, MpoTe MepeBakalia KOHOTpyHKaiabHa Baaa — 38,5% (15/39). AMIIT uacrime
TpamisiBes y mwioAiB Il marpynu. Cepen 15 i1HIIMX MaTonOriYHUX CTaHIB CepLs, K1
niarHoctyBanu y mioaiB Il miarpymnu, BUSBIEHO HEIOCTATHICTH TPUCTYJIKOBOTO
Kiamnana y 6 Bunanakax (15,7%), koapkraitito aoptu -y 3 (7,9%), BiIKpUTE OBajbHE
BIKHO (1arHOCTOBAHO MOCTHATalNbHO) —y 2 (5,3%) Ta mo 0lHOMY BHMNAJAKy TaKHX
BaJl, SIK AOPTAJIbHHUIA CTEHO3, MOJBIMHA Jyra aopTH, CHUHIPOM TeTEpPOTaKcii 1
BIJIKpUTA apTepiajbHa MpOTOKa. Takum yuHOM, crhiBBigHOIIEHHS BBP cepus y
moaiB I 1 I miarpym, BiamosigHo ckiano 9/38 (23,7%):39/89 (43,8%) (95% 11 11,7-
38,3: 33,7-54,2) (p=0,03; BIII=0,40). OTxe, HMOBIPHICTb BUSBJICHHS KapiaJbHOT
aHoMmautii y mjuonaa Oyjia OJHO3HAYHO 3HAYYILE BHILOIO MPHU 30UTbLIEHH] TOBLUIMHU
KII Ginpmie 3a 3,5 mM. Ile y3romkyeThest 3 TaHUMH IHIMUX TOCHITHUKIB [194] 1
3YMOBJIIO€ HEOOX1IHICTh MPOBEJICHHS MOTIMOJIEHOI exoKapaiorpadii miona y pasi
BUSIBJICHHS IIbOTO €XO-MapKepy Npu PyTUHHOMY CKpHHIHTOBOMY Y3 /1.

[Ipuknanum niarHOCTOBAHMX BPODKEHUX BaJ PO3BUTKY MPHU XPOMOCOMHIM

naToJjIorii mIoAa HaBeleH1 Ha puc. 4.5, 4.6.
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CRL 67.58mm|
GA 12wbd 32.4%|
EDD  26.05.2017]

Puc.4.5 Inin i3 pucomiero 21, posmmpenwnii [V mimyHO4OK (2), METIIUCTIC Ta

nienoekTasii (B, T), AB-komynikartis (1, €)



130

Puc. 4.6 I1nixg 3 Tpucomiero 16, romonposeHiedais.

HeoOximHo mnigkpecnutu, mo npu BusiBaeHHi BBP cepus y mnoniB 13
posmmpernrm  KII, y xoxi 1HBa3MBHOI [1arHOCTHKH pa3oM 31 CTaHJAapTHUM
KApIOTUIIYBaHHSAM CJI1JI OOOB’SI3KOBO BHKOHYBATH MOJIEKYJISIPHO-LIUTOI€HETHYHE
JOCIIJIKEHHS JUIsl BUKIIIOUEHHSI MiKpojeneniiHoro cuaapomy i-Jkopxki, sikui
CYIPOBOJKYETBCS BPOJDKCHUMH aHOMamisMu Beaukux cyauH [195]. Tak, B
oOcTexeHld HaMu BUOIpIl mioAiB 3 po3mmpenuM KII 3aBasku Takomy migxony
J1arHOCTOBaHO 2 Bumaaku Mikpoxeneii 22ql1. 3pa3ok pesynbraty FISH-anamizy

IIpEACTABICHUN Ha puc. 4.7.

G

a 0
Puc. 4.7 Mikpogenenis 22qll y HaOpskioro Ioaa 3 TOBIIUHOIO
KOMIpPIIEBOTO MpocTopy 4,4 MM a), aiarHoctoBano FISH-meTonom (B ycix kmitrHax

BUSIBJICHO T0 JIBa HOPMaJIbHUX CHUTHAJHU 3€JICHOTO KOJIbopy 0), 10 BiJMOBIAAIOTH
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nBoM paiionam 21Q13.33 1 oAMH CUTHAJT YEPBOHOTO KOJIbOPY, LIO CBITYUTH PO

Mikpoeeriio parony 21011.21).

VYapTpa3BykoBi 3MiHM y 1wioga 3 cuaApoMoM Jli-/[xopmpki BKITtOUaIU

MIMKIPHUN HAOPSK 1 03HAKU (JOpMYBaHHS BpOJLKEHO1 Baju cepuid (puc.4.8).

Puc. 4.8 Exorpamu mnona 3 cunapomom [i-Jxopmxki y 12 TkHIB 3 1HI:
HaOpsIK TUTO/1a (a), HAIIOBHEHHS JIBOX IITYHOUKIB cepils (0), maTojorigamii V-sign,

03HaKH KOHOTPYHKaJIbHOI BaaH (B).

4.2.3. Cnexkmp 6pooicenoi namonocii y naooie i3 HOPMAIbHUM

Kapiomunom i NOmosuieHuUM KOMIpYeeuUM NPpoCmopom

31 Bciei gocmimpkyBaHoi rpynu 1wiofiB 3 motoBiieHMM KII HOpManbHuii

kapiotun OyB y 54,3% moxnis (69/127). 3 uux 21 mmig maB pizai BBP, a 48
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Hapoaunucs 310poBuMu. [IpoBeseHo aHami3 nomupeHocTi Bchoro cnektpy BBP y
TIJI0/11B 3 HOPMAJIBHUM Kap10TUIIOM 3ajiexHo Bi po3mipy KII - y rpymi I takux Oymo
17,6% (3/17), y rpymi II — 34,6% (18/52), p>0,05. PesynpTaTtu mocCiiKeHHS
KIHIYHUX XapaKTEPUCTUK HAOpSAKIUX IUIOAIB 13 pi3HOo ToBmuMHOIO KII Ta

HOpPMaJIbLHUM KapioTHUIIOM IIpejacTaBieHo Ha puc. 4.9 ta 4.10.

Puc. 4.9 Chnextp BpOMKEHHWX BajJ PO3BUTKY Y IUIOAIB 13 HOPMAaJbHUM
kapioturiom 3 rpynu I (toBmmaa KII 2,5-3,5 mm):

1. Baau cepiyt — 1 (5,9%);

2 BaIM IIeHTpaIbHOT HepBOBO1 cuctemu — 1 (5,9%);
3. BaJH KicTKOBO-M s130B0i1 cuctemu — 1 (5,9%);
4

0e3 Bag po3BuTky — 14 ( 82,3%).

Puc. 4.10 Cnextp BpOIKEHUX BaJl PO3BUTKY VY IUIOMAIB 13 HOPMaJIbHUM
kapiotunom 3 rpyn# Il (Topmmua KIT >3,5 mm):

1. Bagu cepiyt — 9 (17,3%);
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MHOXHWHHI Bagu po3BUTKY — 4 (7,7%);
BaJIU [ICHTPaJIbHOT HepBOBOI cucteMu — 2 (3,8%);
BaJIM KiCTKOBO-M s130B01 cuctemu — 2 (3,8%);

BaJau ce4oBUALIBHOI cuctemu — 1 (1,9%);

o o~ w

0e3 BpoKeHUX BaJ PO3BUTKY — 34 (65,4%).

OTpumani naHi CBiYaTh MPO Te, IO y HAOPSAKIUX IUIOMAIB 3 HOPMAJIbHUM
KaplOTUIIOM CITIBBIIHOIIICHHS 3JI0POBUX IOPIBHSIHO 3 THMH, siki MaioTh BBP,
ctaHOBUTH (82,4%:17,6%) y I rpymi 1 (62,5%:37,5%) y Il rpymi, p>0,05. ¥V mioxais
13 1 rpynu piarnoctroBani BBP Bxirowanu mo oaHoOMy BUMAIKy Baau cepis -
JAMIIII, sxkuit o kiHis BaritHOCTI 3akpuBcs; Baau [[HC — gusrenesiio
MO30JIUCTOrO TiNa, sKy BuUsABIeHO B III TpumecTpi Ta mIATBEPIHKEHO MICISA

HapOKCHH:, BaIA KiCTKOBO-CerIO6OBO'1' CUCTCMHU — CKCJICTHY I[I/ICHJIaSiIO, CHUHAPOM

KOpOTKOTO pedpa (puc. 4.11).
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LAP:  2000m1/28 GALAM)  1Twid EODMLANY  2020M1/03 Crwe: Al
DOC: Pars: Eet
GAALM)  1ewtd EOOALW)  2000M1/19
[EFw (Hamock) Ve angy A Harow GP o J
ACKFLMC 17g s17g 1500
I 2D Measuremants AUA Ve mr 2 =3 Mai [+ GA ]
BP0 Hadiock) %] 295 om 295 wg. “«23% Ve
HE (Maciock) B mnetem 1 "y «23% YSwdd
AC [Hadock) B 1wesem 1083 "y 15.9%  Mwdd
FL (M wsoos) B rstom 147 149 148 avg. “23% el
TS (Jeanty) B 12remm 1200 1280 "~y “A0% Mwdd
ML (Snanty) F wremm 140 "™y <A0%  Mwbdd
e (Jwanty) B ssemm 830 are g <a0% OoRr
pi |

Puc. 4.11 Ckenerna aucmiasis miona y 13-14 TwkHiB: aHomanbHuid T-
noaiOHMI X1 BEHO3HOI NPOTOKM (a), HAOpsAK B JUISHOI MKi Ta TymnyoOa,
MiKpopeTporsariss (0), moJiJakTWiIigd Ha OJHIA 31 cTom (B), MIKPOPETPOTHATIS,

rinorwiasis TPyaHOI KIITKH (T), 610MeTpisl 13 BKOPOUSHHSIM TPyOUacTHX KICTOK (11).

VY mioxiB 13 ToBumHow KI1>3,5 MM (II rpyna) i3 HOpMaabHUM KapiOTHUIIOM
crocTepiraiy OUTbII IMHUPUINI CIEKTP BPOIKEHOI MAaTOJIOT1i, MOPIBHSIHO 3 TUIOJAMU
13 rpynu |. IlepeBaxkxanu BBP cepiist nmopiBHSHO 3 IHIIMMH Bajamu, KX Oyyo 9
BunajkiB (17,3%). Xapakrepaumu mnsa imiei rpynu Oynun mMHoxkuHHi BBP, siki
ctaHOBWIM 7,7% Bin ycix BUNAAKIB. JlOCUTh PIAKICHUM € BHIAJ0K PaHHBOI

niarHocTuku cuHapomy Ilotrepa y mona 3 panHiM HaOpsikoM y 12 TikHIB (puc.

4.12).
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Puc. 4.12 Cungpom Ilotrepa, | Tpumectp. Habpsik B munsHI Tynyo6a (a),
rinepexoreHHa Hupka B 12 TwxHIB 6 1HiB (0). Toit camuii iy 14 TwoxHIB 1 1eHb

- BIICYTHI BOJH, MOJIKUCTO3 HUPOK (B).

TakuM 4YMHOM, pe3yJabTaTH LBOIO PO3JAUTY JAUCEPTaLIiHOI poOOTH
HiATBEPUKYIOTh, 1110 noToBuieHHs KII € iHpopMaTuBHUM paHHIM yJIbTpa3ByKOBUM

MapKepoM IKUPOKOTro cekTpy BBP HexpoMocoMHOT €Ti0J10Ti.

4.2.4.30i1b11eHUIT PO3MIP KOMIPLEBOro MPOCTOPY IJIOAA B NMOEAHAHHI 3

IHIIMMHU exo-MapKepaMH.

Hapasi cydacHi ynbTpa3ByKoBI OOCTEKEHHS BKIIOUYalOTh y | TpumecTpi He
TUIBKK OUIHKY po3Mipy KII, a ¥ KOMIJIeKC IHIIMX MIHOPHHMX €XO-MapKepiB —
Bidyamzamiss KH, xkpoBomiumH uepe3 BEHO3HY TMPOTOKY, KPOBIUIMH dYepe3
TPUKYCHIiTaTbHINA Kianad. YacTHHY 3 HUX BKJIFOYAIOTh O TIPOTOKOJIB PyTHHHOTO
ckpuHinrooro Y3/I, vactuny — Tinbku 10 ekcrieptaoro Y3/ -1l piBuiB. Yu € 11
Mapkepu Hezanexxaumu Bifl KII xoBapiariisiMmu, un kopensitoTh 13 HUM? [IpoBeneno
aHaii3 MK YacTOTaMH pI3HUX YJIBTPA3BYKOBUX MIHOPHUX €XO-MapKepiB Yy
HAOpSKINX TUIOAIB 13 pi3HO0 ToBIIKHOIO KII. Beranosneno, mo y mioxis [ rpynu
Outbllle HIXK B TOJIOBUHI BuUmaakiB - 20/38 (52,6%) BusBisanu maronoriuny KH

(amnaziro/rinomuiasito), a B mioAiB Il rpynu Taky giarnocrysamu y 38/89 (42,6%)
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BUTAJIKIB. TakKM YMHOM, CHIBBIIHOIIECHHS MK TpyrnamMu cTaHOBUIIO 52,6%:42,6%
(95%1: 31,8-65,3: 36,5-55,8, p>0,05). [TaTosorito BEHO3HOI MPOTOKK BUSBHIN B
14/38 (36,8%) mnoxais I rpynu ta B 26/89 (29,2%) mmoxniB i3 11 rpymu. 1 pizauns y
BUSIBJICHHI TIaTOJIOTIYHOI BEHO3HOI MPOTOKM MDK TpymamMH TakKoX He Oyra
cTaTucTUuHO 3Hauymoro (95%11: 21,1-53,2 : 20,1-37,5; p>0,05).

Cepen mnonis I rpynu 3 posmupenum KII 1 maronoriunoro HK y 60,0%
BumnajkiB giarHoctyBainu XII, a B muoai Il rpynu — y 63,2%, 1 pi3Huns He Oyna
3"Hauymoro, p>0,05. 111 nani cmiBmamamTh 3 JTEPAaTYpPHUMH, 11O BIJACYTHICTH ab0
rinomasis HK cnocrepiranacs y 58,82 % Bunankis cunapomy layna tay 1,72 %
HEeypaXeHUX BariTHocTeH, BianoBimHO [196, 197]. IlpubauzHOo B OJHAKOBOMY
B11COTKY (npubiau3Ho 40% 6e3 3Hauymoi pizHuil) anomansHa KH 3ycTpiyanacs 1y

mwioiB i3 BBP, nesanexuo Bix nmotosiuennas KII (taoi. 4.6).

Tabnuys 4.6
XpomocoMHI aHOMAJIII | BPOIKeHi BaI PO3BUTKY Y ILUIOJIB 3
NMOTOBIIEHUM KOMipIleBUM MPOCTOPOM Ta MOETHAHUMH €X0-MapKepaMu

(rimomuia3ist HOCOBOI KiCTKH, MATOJIOTisl BEHO3HOI IIPOTOKH)

KinekicTs mioais 13 KinekicTs mioais 13
Busasneni toBIIMHOIO KII toBIIMHOIO KII
aHomaii (2,5-3,5 mm) (> 3,5 Mm) OR
(I rpyma) (IT rpyma)
a) + rinomazis HK 0) + rinomazis HK
(n=20) (n=38)
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IIpooosocenna mabauyi 4.6.

XpOoMOCOMHA 12/20 (60.0%) 24/38(63,2%) 0.81 | 0.88

HaToJIOTis (95%CI 38,3-79,8) 95%Cl1 47,4 — 77,6)

Banu po3BHuTKY 8/20 (40,0%) 14/38 (36,8%) 0.82 | 1.0
(95%CI 16,2-56,7) 95%CI 14,7-55,3)
a) + anomaiisa BII 0) + anomaiisa BII p OR

(n=14) (n=26)

XpOoMOCOMHA 9/14 (64,3%) 13/26 (50,0%) 0.39 | 1.80

aTOJIOTs (95%CI 38,4 —86,3) | (95%CI 31,3 —68,7)

Banu po3BHTKY 5/14 (35,7%) 13 (50,0%) 0.40 | 0.73
(95% CI 8,8-54,0) (95%CI 31,3 — 68,7)

AHaJi3 TaOauIl TOKa3aB BIJCYTHICTh CTAaTHCTUYHO 3HAYYIIOI PI3HHUIN 3a
YaCTOTOIO BUIAJIKIB MOEIHAHHS MATOJIOTTYHOI HOCOBOI KITKH Ta BEHO3HOI MPOTOKHU
y o1iB 3 posmmpenuM KI1, HezanexHo Bijl HASBHOCTI XpOMOCOMHOT TATOJIOT1i 00
BaJl po3BUTKY. lle CBIQUHUTH, 110 KOXKEH 3 MPOAHATI30BAHMX €XO-MapKepiB He
KOpEJoe MDK COOOI0 1 HE KOpEeIoe 31 CTaHOM IUIOJA, OTXKE, € HEe3aJICKHUM
MOKAa3HUKOM PH3UKY 1 MOXKe OyTH BUKOPUCTAHUN y KOMIUIEKCI 3 1HIIUMHU
yIbTPAa3ByKOBUMHU Ta O1OXIMIYHMMHM MapaMeTpaMu IUIsl OUIHKW 1HIWBIyalbHOTO
KOMOIHOBAHOTO TE€HETHUYHOTO PU3MKY BariTHUX. lIpukiaau MmoeaHaHHS paHHIX
exorpadiqHuX MapKepiB y MIOAIB 13 XPOMOCOMHOIO MATOJIOTIEI0 1 BaJaMU PO3BUTKY

HaBejsieH1 Ha puc. 4.13, 4.14.
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Puc. 4.13 Ilmix 3 tpucomiero 21, 12 twxkniB 3 ani. PeBepcHnii KpoBOIUTHH 1
MIJBUIIEHUN TYyJIbCAIMHUN 1HJEKC Y BeHO3HIM mpoToii (a); motoBmenuin KIT 1

B1JICYTHSI HOCOBA KicTKa (0); peBepCHUI KPOBOIUIMH Ha TPUCTYJIKOBOMY KJiamnaHi (B).
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Puc. 4.14 Inixg 13 tpucomiero 21, 13 twxkuiB. 1 nens. [loroBmenuit KII (a),
peBepCHUM KPOBOIUIMH Ha TPUKYCIIIIaTbHOMY KiamnaHi (6), peBepCHHI KPOBOTUIUH

y BEHO3H1{ mpoToui (B).

4.2.5. Onmumizoeanuii  aneopumm  KOMRHIEKCHOZ0  NPEHAMANbHO20
00CmedsCceHHA 6aciMHUX y pazi NOMOBULEH020 pO3MIPY KOMIpUE8020
npocmopy niooa

Ha mincraBi mpoBeAEHOTO KOMIUIEKCHOTO — JOCIHIPKEHHS  3aKiHYEHb
BariTHOCTe y pasi moroBuieHHs KII mmoma, 3ampornoHOBaHO ONTHMI30BaHUMN
QITOPUTM BEACHHS BariTHUX 13 HAOPSKIMMHU IUIOJlaMd Ta OOIPYHTOBAHO
000B’s13xk0BuM ckpuHiHT BBP cepus y [ pumectpi (puc. 4.15).

TpanuuiiiHa TakTHKa TpPEHATATbHOI JIarHOCTUKM Y Hallii KpaiHi npu
Bi3yasizallii MaToJIOTIYHUX 3MIH y IUIOJA MPU MEPIIOMY CKPUHIHTOBOMY Y 3][
BKJIIOYA€E TPOJIOBXKEHHSI oOcTexxeHHs y |l Tpumectpi, y ToMy 4mcCIli 1HBa3WBHY
miarHocTuky. OTpuMaHi y XOJ1 JHUCEPTAIlIMHOTO JOCHIJDKEHHS JlaHl 100
MOIIMPEHOCT] 1 CHEeKTpYy maTojorii roga npu notosimeHoMy KII BkaszyroTh Ha
HEOOXIHICTh TPOBENCHHS TEHETUYHUX OCIHIKEHb HAOPSKINX IUJIOMIB caMme y
panHi rectaiiiini Tepminu (11-13 tuxniB). [Ipo e cBimuuTh Bucoka yactota XI1y
m101B 13 ToBuMHO KIT 2,5-3,5 MM, sika 1CTOTHO HE BiApi3HsIach Big yactoTu XI1
y pasi 30unbienns KII Oinbie 3a 3,5 mwm.

[Ilomo MiarHOCTUKHU BPOJKEHMX Baj cepils moja. Cucrema mpeHaTaabHOT

JMIarHOCTUKU B YKpaiHi TECTOM mepioi JHii mnependadae KOMOIHOBaHUN
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yJIbTpa3ByKoBui Ta Oloximiunuii ckpuHiHT | Tpumectpy (11 TmxHuiB 2 nui — 13
TWXKHIB 6 AHIB). BUIBIIICT MEPBUHHUX YJIbBTPAa3BYKOBHUX OOCTEKEHb BariTHHX
IPOBOAUTHCA Y KIHOYMX KOHCYJBTAIlIX 32 T.3. CKPUHIHTOBUM IPOTOKOJIOM, JI€
OrJISI cepilsl BKItoyae 0a3oBi 3pi3u. Crifg BpaxoByBaTH 1 TEXHIYHI MOXIIMBOCTI
yJIBTPA3BYKOBOI amaparypu, 3 JOMOMOIOI0 SIKOi pO3IIMpeHa exokapjaiorpadis He
Moke OyTH TpoBefeHa. 3a PEKOMEHJIAIIIMA MIKHAPOJIHUX TOBAPUCTB, 30KpeMa,
Fetal Medicine Foundation, BariTHy peKOMEHIY€ThCS MOTIUOICHO JOOOCTEKYBATH
IIPU PO3MIp1 KOMIPIIEBOTO TIpocTopy Olibiie 3a 3,5 mm. BosiHowac, y mociipkeH1i
HaMU rpyImi Maibke 25% BciX BUMNAAKIB BPOKEHHUX Baj cepus Oyl BUSBIEHI Yy
wioaiB 13 po3mipom KII 2,5-3,5 mm. Tomy oTpumani JiaHi CBig4aTh, IO IMPHU
HEMOXKJIMBOCTI BUKOHATH OJHOYACHO exoKapziorpadiro IUI0Ja, BariTHY CIijJ
ckepyBaTu Ha ekcriepTHe Y 3/] Buioro piBHs npu po3mipi KII 2,5 mm 1 Outbiie.

Bix saxocti ynbTpa3ByKy B | TpuMecTpi BariTHOCTI 1 MaKCUMAaJIbHO TOYHOL
OLIIHKY 1HAMBIAYaJIbHOTO T€HETUYHOTO PU3UKY BAariTHOI 3aJIEKUTh TAKOXK CIEKTP
HEOOX1THUX JIA0OPATOPHUX FEHETUYHUX METOIB Y X0/l IHBA3UBHOTO 0OCTEKEHHSI.
Tak, npu Oiomcii BOpPCHMH XOpIOHY Yy IUIOAAa 31 B)KE JA1arHOCTOBAaHOIO a0o
3aITiI03pEHOI0 BaIOK0 CePIIs, pa3oM i3 TpaauitinauM kapioturnoM (GTG-meron) cimin
BUKOHYBAaTH MOJIEKYJISIpHO-IIMTOreHeTnuHuit  FISH-anamiz ana  BukimoueHHs
cuaapomy [i-Jxopmxki. 3a MOMKIMBOCTI PEKOMEHIYEThCS 30epiraTu 3pa3ok
martepiany/JHK momga, ockinbku 3alexHO BiJy Ppe3yJbTaTiB  HACTYIMHHUX
nocimigoBHux  Y3J[  Moxke  moTpeOyBaTHCs ~ BUKOPUCTaHHA  JOJATKOBHX
MOJIEKYJIIPHO-TEHETUYHUX aHaNi31B (KJIIHIYHUKA €K30M) abo MOJIEKYJsIpHO-
[IUTOTEHETUYHUX (XPOMOCOMHUIN MIKpOMATPUYHUN aHATI3).

[Tnomu 3 motoBmieHnM KII i HOpManbHHM KapiOTHIIOM 3a pe3ysbTaTaMu
PaHHBOI MpEHATaIbHOI AIarHOCTUKHU MOTPeOYyIOTh MpPEHATaIbHOI JUCIaHCcepHu3allii
SK TUIOAM 3 MiJBUINCHUM T'€HETHUYHHUM pH3MKOM. Hamami BariTHi KIHKW 3 TaKUMU
TUTOZaMH MAIOTh TIPOXOAUTH TOTJIMOJICHY YIBTPA3BYKOBY €KCIIEPTHY JIarHOCTHKY 3
CUHAPOMOJIOTITYHMM aHaiizoM mioaa y |l TpumecTpi recramii misi BUKITIOYCHHS

OUITBIII TTI3HIX BaJl PO3BUTKY 1 CTUTM JTU3EMOPIOTEHE3Y.



I[penatanbHuii ckpuHinr ITpumecTpy
(recraniiiamii mepion 11,2 — 13,6 Tk

V3/] + EXOKI+

KOMOIHOBAHUU PO3PAXYHOK PUSUKY

JiarHocToBaHo
noroBmenui KII

A/v\L
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Excnepmmne Y3/] 6

(FISH,XMA, ex30m)

mamepiany (FISH)

KII (2,5-3,5) MM ’ "\ Ic'll ’“-”_-’ i
iy S R S
BBP/inmnx Haseri BBP /inmmi
exo-MapkepiB €X0-MapKepH/3MiHeHi Ilnoau 3 BBP ILioau 6e3 BBP
HemMae 0/x MmapkepHn
Hu3svkuii
purure XIT [P | Bucoxuii puzuk Bucokuit puzux
I [
Excnepmue Y3/[ 6 Kapiomun 5BX Kapiomun 5BX
1l mpumecmpi (yumozenemuxa)/HIIIT (yumocenemuxa)/HIIIT
Ilnoam 3 Il1oam 3 Il10am 3 Ilnoam 3
HOPMAJbHAM aHOMAJIbLHUM aHOMAJbHUM HOPMAJIBHUM
KapioTHmom KApPioTHIIOM KapioTHIIOM KapioTunom
' [ [ |
Tenemuune [enemuune Y3/ + EXO KI”
KOHCYIbINYBAHHS KOHYIbIYBAHHS /\
v
Ili1oau 6e3 Ilnoam 3 Ilnoam 3 I1noau 0e3
BBP cepust BBP cepus BBP cepus BBP cepus
v | | I
Tenemuune 2CHeMUYHi mecmu 3i 2EHemuYHi mecmu 3i Excnepm Y3/
KOHchmeyeaHHﬂ/ 36ep89fceH020 Mamepiaﬂy 36ep69fceH020

1I mpumecmp

4/'\5

1 mpumecmni /\
Ilnoam 3

ILionu 3 Ilnomm 3
Inoam 3 HOPMaJIbHUM HOPMAaJIbLHUM MiKposieseniiHumMu/
MiKpojeeninHumu/ KapioTHIOM KapioTunom MOHOT¢eHHUMM
MOHOTEHHUMUW CUHIDOMAMU CHHAPOMaAaMMHU
| | | |
[enemuune Excnepmue Y3/ 6 Tenemuune
KOHCYIbMYBAHHSL 11 mpumecmpi KOHCYIbMYBAHHS

Puc. 4.15 AnroputM KOMIUIEKCHOI NPEHATAIbHOI IIarHOCTUKU y BHIaJIKax

301IBIIEHHSI KOMIPLEBOIrO MpocTopy miuoja 3a ganumu Y3/ y 11-13 TmxHIB

BariTHOCTI.
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JlieBICTh BNPOBAIKEHHS B MPAKTUKY TAKOIO ONTHMI30BAHOTO alTOPUTMY
IpeHaTalbHOI J1arHOCTUKH MOYKHA MPOJAEMOHCTPYBAaTH HACTYHNHHMHU KITiHIYHHUMHU
MPUKIIaJaMU.

Kminiyauii Bunajiox 1:

[lepmioBariTHa MoJIO/Ia JKiHKa BIKOM 24 poku 3BepHyJiacs st Y3/l y TepMiHi
13 TiokuiB 1 gens. Y mwioga 6ymno Bussieno norosmenuit KIT (9 mm), Bincytas KH,
TOTaJbLHUM HAOPSAK M'SIKUX TKaHWH B JIUJISHIN IIKi Ta TyJyOa, rirpoma Iui, 00KOBi
KICTH IHi, ABOOIYHUI Timportopakc. OTpUMaHO BUCOKUH PHU3HK XPOMOCOMHOI
naroJjorii Tioja (HaiiiMoBipHilie cuHapoMmy TepHepa, OCKIIbKH y TIoaa Oyiu
O3HaKMU >KiHOYOi cTaTi). BariTHiii Oyjio TEpMIHOBO BHMKOHAHO OIOICII0 BOPCHH
XOpIOHY, OTPUMAHO HOpMajbHUN >XiHOuMK KapioTun 46,XX. YactuHy 3pa3ka
BOPCHH XOP1OHY OYyJI0 3aKOHCEPBOBAHO JJIsI MOTEHIIAIbHO HEOOX1AHUX JTOAATKOBUX

nabopatopHux o0cTexeHb (puc. 4.16).

e pue
ﬁ%(ﬁ)ﬁ IR ET

‘0[\'““3“ H(mn;c:

a 0
Puc. 4.16 Ilnix 13 ToBumHoro KIT 9 MM (a), HOpManbHUI &KIHOUMMA KapiOTHUI

46,XX (6).



GA=14wiOd z GA=14w0d 0.3cm/1.5/55Mz Nb 0.2

[

1.6cm/2.1/34Hz Tib 0.2 GA=14w0d Ilem/14/21Hz  Tib 0.2

Puc. 4.17 Inix 13 ToBmmHOO KIT 9 MM B Tepmini 14 THkHIB 6 AHIB: a) HasBHA
HOCOBa KICTKa Ta HOpMaJbHUU MpoduIb IJI0/Aa, MOTOBIIEHA IIMHHA CKJIajJKa B
cariTaJibHOMy 3pi3i, 0) HaOpsK B AUIAHIN Wi Tuioga B 14 TwkHIB 6 JHIB, B)
HOPMAJIbHUM MOTIK aHTErpaJHUi y JBa NUIYHOUKH; I') HOPMaJIbHUMI MOTIK Y BEJHUKI

apTepli, aHTerpaJHUui KPOBOILIKH.

3a ONTUMI30BAHUM AJITOPUTMOM MPEHATAIBHOI J1arHOCTUKHU BariTHIA OyJo
BUKOHAHO exokapmaiorpadito y 14-15 TwkniB. Halpsk y mmoma 30epiraBcs, aine
03HaK KapaiaibHOI aHOoMalli He Oy, ToMy noaatkoBo FISH Ha mikponeneriinuii
cunapoM Ji-Jl>xopaxi He mpoBoauBc (puc. 4.17).

[Tomanpmia  mgilarHOCTHKA  BKJIIOYAa  PETENbHUM  Y3-MOHITOPHHT 3
exokapmaiorpadiero y tepminax 17-18, 21-22, 28-30 twxHiB. B muHAMINi cTymiHb

HaOpsIKy 3MeHIIyBaBcs, 1 B 21 TIWKIEHb >KOJHUX O3HAK BOJASIHKM IUIOJA,
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riipotopakca, 3MiH I1HIIMX CHCTeM 1 OpraHiB y IuioAa He Oyno. BaritHicTs
3aKIHYMJIACs HApOJKEHHSAM 370pOBOi JAMTHHH, PO3BUTOK Yy Bill 10 | poKy
HOPMAaJIbHUMU.

Kiminiyauii Bunaiox 2:

BaritHa BikoM 25 pokiB 3BepHYIacs IS IpeHATaIbHOI J1arHOCTUKH y 12-13
THXHIB. Mae 00TsKeHMii TeHeTHYHUN aHaMHe3 - IPU MePIii IpUpOoIHii BariTHOCTI
y miogaa B 11-12 TwxkHIB Oyj0 BHUSBICHO O3HAKHW TI'€HEPaAi30BaHOTO HAOPSKY.
[IpoBoamacs 6io1cist BOPCUH XOPiOHY, BCTAHOBJIEHO HOPMAJIBHUI Kap1OTHII I1J10/1a
46,XY. BaritHicTb 3aBMepia y 13 THKHIB.

[To3a BariTHICTIO poJiiHA BCEOIYHO 0OCTEKEHA, BUSBICHO IMyHHUI KOHDITIKT,
BOBYAKOBHUI aHTUKOATYJISIHT Ta BIAXWICHHS B KOAaryjorpami, mo OyJi0 BU3HAYEHO
KOHCYJIbTAHTAMHM SK OCHOBHA MPUYMHA PAHHKOI BOASHKM Tutofa. KapioTun
noApyxoks OyB y Hopmi. HacrtymHa BariTHICTh IUJTaHOBaHa, MPU3HAYCHO
aHTUArperaHTH /O 1 MiJl YaC BariTHOCTI, BIAMOBIIHO O KJITHIYHOTO MPOTOKOIY.

VY xoai Y3]1 npu apyriit BaritTHOCTI y 12 THXHIB BUSIBJICHO 3MIHU, CXOXI 3
TaKUMH, SIK IpU nepiriil BaritHocTi - nmotoBuieHui K11, rimonnasis KH, Toransuuii

HaOpsIK M'IKUX TKaHWH B JUISHII )KMBOTA Ta TyJIy0a, ABOOTYHUM TiApoTOpakc (puc.

4.18).

INYK, TETYANA * RABA-8-0/08 Hi10 HOMED
65:21.04.00-8 GAv11wéd 98em/20/37He Tis 01 08.04.2021 14025
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DPO 1 Sbcm
A 13w0d

BPO 1 95cm
GA  13w0d “

A €
Puc. 4.17 Y3]] nnona y 12 TwxkHIiB 3 JHI BariTHOCTI: a) HAOPSIK y AUISHII
TynyOa Ta 1mui; 0) rinorsasis HOCOBO1 KICTKU; B) HAOPSK B AUISHII Ty TyOa, O3HaAKU
acIUTy, TIIPOTOPAKC; I') HOPMAJIBHUW MOTIK aHTErpagHUN y JABa HUIYHOUKH; [)
HOpPMAJIbHUM TOTIK Yy BEJMKI apTepii, aHTerpajHUil KpPOBOIUIMH, €)

BUCOKOPE3UCTEHTHUI KPOBOIUIMH Y BEHO3HIH MPOTOLIL.

Yepes BUpaXkeH1 YJIbTPa3BYKOBI 3MIHM MOKA3HUKH 1H/IUBITYaJIbHOTO PUZHKY
XPOMOCOMHHMX TPHUCOMIN OyJIM NpOrHO30BaHO BUCOKMMHU. Ha mepmomy erami
TeHETUYHOI JIIarHOCTUKHU 0YyJI0 BAKOPUCTAHO HEIHBA3UBHUH TECT KPOB1 MaTepi Sage,
KU NTOKa3aB HU3bKUIM PU3UK KIJIBbKICHUX MOPYUIEHB yCiX 24 map XpoMOCOM, CTaTh
3HOBYy uyoisoBiya. IIpu kouTpompHOMy VY3l 13 exoKI' y 14 twxuiB 4 ngHi
30epiratoThCs 03HAKU TOTAIBHOTO HAOPSKY M'SKMX TKaHWH B JIUISHIN KUBOTa Ta
TynyOa, nBoOiuHuil riaporopakc. O3znak BBP, y T.4. Bam cepus, y miojga He

BHUABJICHO.
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A

Puc. 4.18 Y3]I B 14-15 TwxHIB y uioa 3 HAOPSKOM: a - MOTOBIICHA IIHITHA
CKJIaJKa, HAOPSIK M’ IKMX TKaHWH, O3HAKH T1IPOTOPAKCY; 0) HAOPSK M’ AKUX TKAHUH
1 guisHIi Tyny0a; B)HOPMAQJBHUM aHTETPATHHWIA TOTIK Yy JBa HUTYHOYKH; T)
HOPMAaJIbHUH TMOTIK Y BEIMKHUX apTepigx V-SigNn; 1) BUCOKOPE3UCTCHTHUH MOTIK Y

BEHO3HIM MPOTOIll y HAOPSIKIIOTO TIJ10/1a, O3HAKU aACITUTY.

3Bakaroun Ha HopmasibHi pesynbratd HIIIT 1 ynpTpa3sBykoBy KapTHHY,
paHHIO O10TICII0 BOPCHH XOPIOHY HE MPOBOJUIU. Bylio mpu3HaueHO KOHTPOILHUN

yibTpa3ByK y 17-18 TwxkHIB, SKUI MOKa3aB TOTaIbHUM HAOPSK M'SKUX TKAaHUH B
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JUISIHIN TyJTy0a Ta KiHIIIBOK, aclUT, ABOOIYHMIM rigpoTopakc. ToO6To, Manu Micue
O3HAaKM HEIMYHHOI BOJIIHKM Yy IUIOJa HesCHOI eriojorii. I3 exo-mapkepiB
rinorutazoana KH 1 momipHO BKOpodeHe crerHo. JlogaTKoBO JiarHOCTOBaHI

MaJIOBO/ISA, KpailoBe BXO/KEHHSI ITyMTOBUHH Y BEpXHIHM Kpail mareHtu (puc. 4.19).

a 0

Puc. 4.19 Y31 muoga y 17-18 TuxHIB: a) BI3yali30BaHO HAaOPSK M’ SIKHUX
TKaHUH y TUI0JIa, YJIBTPA3BYKOBI O3HAKU TIAPOTOPAKCY Yy cariTalibHOMY 3pi3i, a
TaKOX MPOJAEMOHCTPOBAHO HOPMAJIbHU Mpod ik mtoaa 13 HasiBHOIO KH; 6) o3Haku
TIAPOTOPAKCY Yy MONEPEYHOMY 3pi3l, HAOPSIK M AKX TKAHWH, a TAKOX HOpPMaJbHUN

BHX1JI BEJIMKUX apTepiil.

3riIHO ONTUMI30BaHOTO AJITOPUTMY, BUKOHAHO JIIarHOCTUYHUM aMHIOIEHTE3
[IUTOTCHETUYHUM aHATI30M, SIKWUW MIATBEPAUB HOPMAIBHHUM YOJIOBIUYMN KaplOTHI
0€e3 KIJIbKICHUX 1 CTPYKTYPHUX XpOMOCOMHHMX nopyiieHs —46,XY. BaritHicTs Oyina
nepepBaHa.

Ha eram mMeaMKo-reHeTHYHOro MPEeKOHUENUIHHOTO KOHCYJIbTYBaHHS OYJO
BU3HAYCHO, 10 MOBTOPEHHS JBOX 1JICHTMYHUX BHUMAIKIB MPEHATaIbHUX IPOSBIB
MATOJIOT1] TUI0/IA 3 BUCOKOIO WMOBIPHICTIO MOKE CBITYUTH HA KOPUCTH MOHOTEHHOT
CMaJKOBOI  MATOJOTii 3  aBTOCOMHO-PEIICCHBHUM  THIIOM  yCIaJKyBaHHS.
MoueKyapHO-TEeHETUIHUI aHaji3 METOJIOM KIIIHIYHOTO €K30MYy BCTAHOBUB, IIIO
0aThKU € TETEPO3UTOTHUMHU HOCIsIMU MyTaliid reHa RASA2, skuii 3a monepeaHiMu
JAHUMHU Mae€ Kopesdiito 13 cuaapomMoM Hynan. OTxe, HOBTOpHUI PU3HK B POIUHI

cknagae 25%. Ponuna oTpumania pekoMeHJaIli o0 MpoBeAeHHs crenudianol
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npenatanbHoi JJHK-miarnoctuku B 11-12 TukHIB y pa3l HACTYMHOT MPHUPOAHOT
BariTHocTI abo BukopuctaHHs Metony EK3 niis mpoBeneHHS qOIMITIaHTAIIHOTO
TecTyBaHHs eMOpioHiB MeToioM PGD-M.

BucHoBkm 10 po3ainy 4:

Pe3ynapTatn mgaHoro pos3aily AMCEpTALIMHOTO JOCIIKEHHS CBIIYaTh, IO
KOMIUIEKC METO/IIB Cy4acHOI MpeHaTaIbHOI A1arHOCTUKH, SIKAN 32 ONTHUMI30BaHUM
QJITOPUTMOM MOXKHA BHUKOHYBAaTHM IPHU BariTHOCTAX IUIOJAaMM 13 MOTOBLICHUM
KOMIPILIEBUM MPOCTOPOM BXke y | TpumecTpi recranii. 3 JOOMOror0 BIPOBAIKEHHS
y KIIHIYHY NPAaKTUKy MOXHA BYaCHO BUSBUTH XPOMOCOMHY MAaTOJIOTIIO 1 BaJu
PO3BUTKY IJI0JIa Ha paHHIX TepMmiHax. [le B 3HauHIN Mipi migBUIILY€E €(hEKTUBHICTD
TeHEeTUYHOTO KOHCYJIbTYBAaHHSA, /1a€ MIAHC KOXHIM POIMHI CBOEYACHO OTPHUMATH
1H(pOpMaIliI0 II0J0 MPOTHO3Y 340POB’S IXHBOI AUTHUHH 1 3pOOUTH YCBITOMIICHHA
BUOIp MO0 MPOAOBKEHHsSI ab0 MepepuBaHHS BariTHOCTI. BCTaHOBJIEHHS TOYHOT
€TI0JIOT1I MaTOJOTIYHUX YJIbTPa3BYKOBHX 3HaX1JIOK TAKOX CIPHUSE BU3HAYCHHIO
IPOrHO3y HaIIaJKiB Ha MallOyTHe. Pe3ynbTaT NpoOBEIEHOrO aHaji3y OCOOJIMBO
BAXKJIMBI I TIUOIIOrO KJIIHIYHOTO JOCHIKEHHS 1 MOKpalleHHsS e()EeKTUBHOCTI
IpeHaTaIbHOI OLIHKYU CTaHy IJI0/1a Y CiM’SIX TPYNH PU3UKY BPOIKEHOI Ta CIaAKOBOT
naToJIorii.
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PO3JILI 5
AHAJII3 TA V3ATAJILHEHHSI OTPUMAHUX PE3YJIBTATIB.

BuxinHa KoHIENIIis ucepTaIliitHOTO JOCIIKEHHS IPYHTYBaJIacs Ha aKCcioMi,
0 KOMIUJIEKCHA JIOMOJIOrOBa J1arHOCTUKA, sIKa IPYHTYEThCS Ha 0a3l MacoBOTrO
MPEHATaJbHOTO CKPUHIHTY BariTHUX 1 TapreTHOTO T€HETUYHOTO OOCTEXEHHS Yy
chOopMOBaHMX  Tpylax  BUCOKOTO  TE€HETHUYHOTO  PHU3UKY  3aJIHIIAETHCS
Halie(peKTUBHIIIUM CITIOCOOOM BTOPUHHOI MPODUIAKTUKH MIUPOKOTO criekTpy BBP,
K1 CTaHOBJISITh, 3a OLlIHKaMu, 0 5% Bia ycix mosorie [1, 3]. He3Baxarouu Ha
BITHOCHO HM3bKY MOILIMPEHICTh, BaJd PO3BUTKY IUIOJA € NPUYMHOIO MPUOIU3HO
30% mnepuHATAIBHUX CMEpPTEd Ta TPUBAJIOI JAMTIYOI 3aXBOPIOBAHOCTI Ta
IHBAJIITHOCTI B PO3BUHEHHMX KpaiHax [2], 110 Hajga€ 3HAYHUN BIUIMB Ha CIM',
CYCIJIBCTBO Ta HAI[lOHAJIbHI CHCTEMHU OXOPOHHU 3/10POB'.

[IpoBeaenuil aHaai3 HAyKOBOI JITEPATYPH CBIIYUTH, O A0 NMoyaTky 1970-x
pOKIB mpeHaTasbHa JiarHoctTuka BBP B ocHoBHOMYy Oyrna copsiMoBaHa Ha
BUSIBIICHHS XPOMOCOMHHUX aHOMaJiii 3a JOMOMOIOI0 aMHIOLEHTE3y y Tpymax
BHUCOKOTO pu3uky [89, 90]. [IpoTsarom ocTaHHIX TPHOX NECSTWIITH MpEHATaIbHA
JIarHOCTHKA 3HAYHO MMOKPAIINIIAcs 3aBISKU PO3BUTKY YJIbTPa3BYKOBUX TEXHOJIOTIN
Ta TEHETHYHUX JIA0OPATOPHUX METOJIB, 31aTHUX BUSBISTH T€HETUYHI MOPYIICHHS
10/la Ha XpoMocoMHOMY 1 renHHomy piBHi [130, 134, 145]. lle mpusBeno a0
CYTTEBOTO TMOKpAIICHHS BHSIBICHHS BpOJDKEHMX NATOJOriH Iuioga. Aje
HE3Ba)XKal0UM Ha TaKl JOCATHEHHS, YCHILIHICTh 3aCTOCYBAaHHSA PI3HHX METO/IB
MpeHaTaIbHOI  JIarHOCTUKU CYTTEBO Bapiloe 1 MOTpedye yIOCKOHAJICHHS.
Hacammnepesn, MacoBUX CKPUHIHTOBHX METOJIB, SIKI 3aCTOCOBYIOTHCS y 3arajbHId
MOMYJISALIT BariTHUX >KIHOK.

Tax, moTeHwlan NpeHaTaIbHOTO YJIbTPA3BYKY CYTTEBO 3aJIC)KUTh HE TUIbKU
Bl SIKOCTI amapaTypud Ta [JOCBIJy OIEepaTopiB, a W Bl BUKOPUCTAHHS
CTaHIapTU30BaHUX MPOTOKONIB Y3/l 1 MOMysAIiiHUX HOMOTpaM 100 OCHOBHUX
O6iomerpuuHux napametpiB. PanHe BusiBieHHs BBP ta xpoMmocomHux mopyiineHb

3aJIEKUTH Bl YITKOTO aJICOPUTMY 1 TIOCIIJOBHOCTI OOCTEKEHD Y KIHOK 3 BUCOKHM
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TeHEeTUYHUM PU3UKOM 32 JIaHUMHU CKPHHIHTY. BU3HAuUEHHS MakCUMalIbHO TOYHOTO
MPOTHO3Y 370POB’S1 MAaHOYTHHOI TUTHUHU 1 IPOTHO3Y HAIAJKIB JOTIOMAarae 3poOuTH
POIUHI YCBiIOMJICHUH BUOIp, a JIiKapsaM 00paTH aJleKBaTHY TaKTUKY BEJACHHS TaKOi
BariTHOCTI 1 HAJaTH CBOEYACHY JOTIOMOTY HOBOHAPO/KEHOMY 3 BPOJKEHOIO
MATOJIOTIEO.

Ile cBiUUTH HA KOPUCTHh AKTYaAJTBLHOCTI 1 371000ICHHOCTI JAHOTO HAYKOBOTO
JOCIIIJIKEHHSI, METOI0 SIKOTO CTajo TMIABUIIEHHS e(EeKTUBHOCTI PaHHbOTO
BusiBiieHHss BBP Ta xpomocomHOi maTosiorii 1miojia Ha MiJACTaBl ONTHMI30BaHOTO
QITOPUTMY MIPEHATAIBHUX YJIBTPA3BYKOBUX 1 TEHETUYHUX JTOCIIIKEHb.

Ha nepmomy eramni po6otu O0yj0 MPOBEACHO OLIHKY PO3MOJLTY OCHOBHUX
O010METPUYHUX MapameTpiB IUI0AA NP (P1310JO0TIYHIN BariTHOCTI, OCKIJIBKA OJHUM
13 HallBaroMilIMX YUHHUKIB Y JOCSITHEHHI BUCOKOi €()EKTUBHOCTI yJIbTPa3BYKOBOL
IpeHaTaIbHOI [IIAaTHOCTUKKW € KOPEKTHE OIlIHIOBAHHS IaTOJOTIYHUX 3MIH
BIJIMOBIJTHO A0 MOMYJISALIHOT HOpMU. BlomeTpis miioga € BaXIMBOK YaCTUHOIO
pytuHHOro ooctexkenns y Il ta Il TpumecTtpax BaritHocTi. BumiproBanHs 1miona
MO>XKHa KOMOIHYBAaTH JUIsl OLIHKM Bard Iuioja abo MOpIBHSHHS 3 MONEpPEIHIMU
BUMIPIOBAHHSAMH y TOTO X IJI0J1a, 100 OLIHUTH AWMHAMIKY Horo pocty. Po3mipu
BBAXAIOThCA ab0 HOpManbHUM, ab0 Mamumu (10610 <3-r0, 5-rO0 ab6o 10-ro
nporeHTwiIss) abo BemukuMu (To6TO0 >90-T0O, 95-TO0 ab0 97-rO TpOIECHTWIA), a
OloMeTpis 1J10/1a BUKOPUCTOBYETHCS SIK CKPUHIHTOBHIM TECT JJIs1 BUSIBJICHHS TUTIO/IB,
K1 3HaXOIAThCS HIDKYE 200 BUIIE TPAHUYHUX 3HAYEHD JIJIT HOPMU 1, TAKAM YHHOM,
MaloTh MiABUIIEHUN PU3HK O10METPUUHUX a00 MOP(DOIOTTYHUX aHOMATIi.

Ha po3mipu HOpManbHOTO IUI0/Ia BIUIMBAIOTh 0Aarato YWHHUKIB, TOMY IS
PI3HUX MOMYJISALIA HEOOX1THO MaTh TOYHI HOMOTPaMU OCHOBHHUX YJIbTPa3BYKOBHX
napaMeTpiB BIAMOBIIHO J0 TecTalliifHoro TepMiHy. B YkpaiHi 3a octanH1 25 pokiB
noaiOHI TOMyJAIIAHI TOCTI/DKEHHST HE TPOBOJWIIMCSA, a BaXJIMBICTh aJarTarii
HOMOTpaM JI0 BJIACHOI TOMYJIAIIi MIIKPECIIOEThC OararbmMa MPOBIAHUMU
cBiToBuMH ekcrieptamiu [198-200].

OO6umncieHo po3Mno/Iij OCHOBHUX O10METPpUYHUX MapaMeTpiB — meaiana (50-i

LIEHTUJIb), HUKHS Ta BEpXHS MeX1 HOpMHU (5-U 1 95-i neHTw1, BIANOBIAHO) AJIs
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oimapietanbsHoro po3mipy (BIIP), okpyxxnocTi ronoBu (OI'), oKpy»KHOCTI KMBOTa
(OX), nosxkunu cterta ([{C) 3 14 mo 40 TwxJIeHb BariTHOCTI; IpOaHaII30BaHO 110
100 3Ha4YeHB A1 KOKHOTO TECTAIITHOTO THIKHSL.

BIIP y Hopmi 30iiblnyBaBcsi MPOMOPLIKHO TECTAIMHOMY TEpMiHY, 3
MeniaHamu: 27 MM y 14 TiwxkHiB, 47 MM y 20 TikHIB, 76 MM y 30 THXHIB, 96 MM y
40 TwxHIB. AHaJOTIYHA JUHAMIKa CIOCTepiranacs i Il OKPYXHOCTI TOJIOBH —
npomnopiiiiine 30uibiieHHd 3 14 no 40-# TwkaeHb, npupicT npubIu3Ho Ha 5%
HIOTUXKHEBO, MourHato4u 3 20-ro TwxkHA. [Llog0 oKpy>KHOCTI ®KUBOTA 1 TOBKUHU
CTETHA, TO, IXHE 3POCTaHHS OyJ0 HEPIBHOMIPHUM — HaWMIBUAMUN picT y 14-18
THXHIB (TprbIu3HO13% MIOTHXHEBO), IOTIM CTa0LILHO NMPUOIMU3HO HA 8% 10 28
tixkHIB. Y III tpumectpi (29-40 twxuiB) 30ubmienHs OX Tta JIC Bxe
YHOBUIBHIOBAJIOCS 1 CKJIanaio mpuom3HO 3% 1moTrkHEeBO (Tadumii 3.1-3.4).

[TopiBHsiHHS 0OpaxoBaHuX perioHanbHux nokasuukiB BIIP, OI', OXK, JC i3
3arajJbHOBXMBaHUMHU y cBiTi HopMmatuBamu Hadlock et. al, sxi 3akmaneni B yci
anaparu ¥Y3/l, a Takoxk 3 TaHUMH O10OMETPIi TIJIO/IB MOJIBCKUX aBTOPIB, MOIMYJISIs
AKO1 € HaWOJIMXKYOI0 3a €THIYHUM ckjiazgoMm [181, 182] BCcTaHOBUIIO BIJACYTHICTH
CTaTUCTUYHO 3HAYYUIMX BIAMIHHOCTEH YCIX YOTUPHOX OCHOBHHMX O10METPUYHMX
napameTpiB 13 rpynamu nopiBusiHHA (p>0,05).

3 okpemMux (HETOMETPUYHUX MapaMeTpiB Oyio OOYUCIEHO HOPMATHUBHU
nosxuHn KH muoniB y 14-22 TukHI, OCKUIBKU 1IeH yJIBTPa3ByKOBUN MapKep €
OJIHAM 3 HalBaroMimiux B OIIHII 1HIWBIIyaIbHOTO PU3HUKY Tpucomii 21 y mioiB
[110]. Ha Biaminy Big BIIP, OI', OX, JIC, perionansHa nosxuna KH miona y 14-
18 THXKHIB ICTOTHO BIPI3HAJIACS B MEHIIIY CTOPOHY BiJ] HOPMATHBIB IPyIH aBTOPIB
Mensene M.B. ta iH. [183], axuMu HalyacTilie KOPUCTYIOThCs Jikapi 3 Y3][ B
Vkpaini  (p<0,05). ToOTO, BHUKOPHCTaHHS LMX JITEPATypPHUX JAHUX JJIA
ctparudikaii rinomnasii KH Moxe pusBect 70 XUOHO-TIO3UTUBHUX PE3YJIHTATIB,
HITYYHOMY [IJIBUILIEHHIO 1HJIMBIAYaJbHOTO PHU3UKY XPOMOCOMHHUX TPUCOMIHN 1,
BIJIMOBIJTHO, KUIBKOCTI HEMOTPIOHWX 1HBa3MBHUX MaHinysmii. [lopiBHsHO 3
HANMIOMIUPEHIIIUMHI CepeJl IHO3eMHUX COHOJIOTiB HopMamu Sonek J. et al. [ 184]

CTATUCTUYHO 3HAYYIIUX BIIMIHHOCTEHN He BcTaHOBiEeHO (p>0,05).
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Takum umHOM, OTpUMaHi JaH1 CBiAYaTh MPO TE, IO OCHOBHI O1OMETPUYHI
napaMeTpH IUIOJIIB, 3a SKUMH PO3PaXOBY€EThCS Bara IUTUHH, y TOCTIHKEHIHA BUOIPIT
BariTHUX >XKIHOK JIbBIBCbKOi 00NacTi He BIAPI3HSAIOTHCA BiJl 3arajbHOBXKHBAHHUX
pedepenTHUX 3Ha4YeHb, oOpaxoBanmx Hadlock et al. y 1984 pomi. Otxe, s
KOPEKTHOI OI[IHKM Baru AUTHHM 1 qiarHocTuku BBP, moB’g3anux 13 nopyiieHHsIMH
KICTKOBOT CHCTEMH 11012 (CKEJIETHI IUCIIIa3ii, Mikporedatis) abo mepruHaTaATbHIX
YCKIIQAHEHB (3aTpUMKa pOCTY IUI0JIa) MOKHA BUKOPUCTOBYBATH BCl YIbTPa3BYyKOBI
CKaHEepH, B HaJAIITYBaHHSIX SKUX 33 YMOBYAHHSIM BCTaHOBJIEHO LH(POBI
napametpu Hadlock. Jlns ominku nosxkunu KH mioga sx rimormiasoBanoi y 11
TPUMECTP1 MOTPIOHO BUKOPUCTOBYBATH BUKIIIOUHO PETIOHAIBHI HOPMATUBHU I[HOTO
napamMeTpy JJis 3aro0iraHHss XuOHO-TIO3UTUBHUM PE3yJIbTaTaM.

Hactynnuii po3ain pobotu OyB HPHUCBAYEHUH MNOPIBHSIIBHOMY aHAIIZY
yacToTu Ta criektpy BBP mnona, BusBinenux npu Y3/[ y pi3Hi rectaifiiiii TepMiHu.
Ha cporoguimniii 1eHp Y3/l pyTHHHO BUKOPUCTOBYETHCS B OLIIBIIOCTI KpaiH CBITY
3 METOIO CKPUHIHTY BariTHOCTI Ha HasBHICT, BBP mona, ane cnocodu 1 MeToauKu
exorpaiYHOro CKpUHIHTY BCE IIe BapilooTh 1 y1ocKoHamowThes [128, 201-202].

Ilogo TepMiHy BariTHOCTI, Ha SIKOMY CIHiJi NPOBOJAUTH COHOTpadiuHUN
CKPUHIHT, BapTO 3a3HAYUTH, M0 OUIBIIICTh CTPYKTYPHHX aHOMAaJIi BCE YacCTIIle
BUSIBJISIIOTHCA Ha OUIbLI MI3HIX TepMiHax. Ha paHHIX TepMiHax BariTHOCTI MOKHA 3
YIEBHEHICTIO [[1IarHOCTYBAaTH TI€BHI KaTeropii aHoMaliidi pPO3BUTKY IUIOAA,
HaIMpUKIaj, aHeHiedamnito, sika Moxke OyTH JOCTOBIpHO BHsBIeHa Bxke y 10-14
TWXKHIB TecTariiHoro Biky [131]. ¥V nesxkux Bumagkax omdasnonene Ta Baau
PO3BUTKY KIHIIIBOK TaKOX J1arHOCTYIOTh 3a IOMOMOroto coHorpadii B I tpumectpi,
TOM1 SIK 1HII CTPYKTYpHI AehEeKTH, Takl sIK aHOMaJlii CEYOBHUIIIBLHOI CHUCTEMH,
BUSIBJISIOTHCSA Ha OUIBLI MI3HIX TEpMIHAX. YIbTpa3ByKOBUW ckpuHIHT Il TpumecTpy
Mk 18 Ta 22 TIWKHAMHU BariTHOCTI 0arato poOKiB 3ajJMIIAaBCI OCHOBHUM Yy
niarHoctuiii BBP mioga, ockuibku e mepioa OyB MEBHUM KOMIIPOMICOM MiX
NPUIAHATHUM TEPMIHOM BariTHOCTI Ta CBOEYACHUM BHSIBICHHSM OCHOBHHX

BpopKeHux anomaniid. Ilpore, ynockonanenns Y3Jl 1 METONMYHUX MIIXOJIB B



155

OCTaHH1 POKH 33/1aJI0 YITKUI TPeH]l Y 3HMW)KEHHI TepMiHiB BusBieHHs BBP mioza,
10 Mae 6e33amepedHi nepeBary sl POJIMH 1 JIiKapiB.

JIJist OLIHKY JiarHOCTUYHUX MOJuBocTed Y3]J[ Oymno mpoanarmizoBaHo 248
BunankiB BBP mmoma B oOctexeniit BuOipmi BariTHuX. BcranoBmeno, mo y I
TpuMecTpi Oyi0 miarHoctoBano — 75/248 (30,3%) sumaakis BBP, y II tpumectpi -
146/248 (58,9%) pumankiz BBP, a B I1I Tpumectpi — 27/248 (10,8%). He3Baxaroun
Ha Te, IO OUIbIIE MOJOBUHM Baj Oysio BuUsBiIeHO y Il TpuMmecTpi BariTHOCTI,
3aCJIyroBy€ Ha OUIbIY yBary ix giarHoctuka Bxke y I tpumectpi. Lli pesynbTaTu
BKa3YyIOTh Ha J1arHOCTHYHI MOKJIMBOCTI Cy4acHOro paHHboro Y3JI, 3 qomomoroxo
SKOTO BJAETHCS J1arHOCTYBATH IpyOl JIeTallbHI aHATOMIYHI Je(EeKTH Ta BUSBISATH
€X0-MapKepH XpOMOCOMHOT NATOJIOT11, a ¥ BUSIBIATH 1HI noirpeHi BBP.

[loxo ctpykrypu BusiBienux BBP mioga — sk 3araibpHO1, Tak 1 3a71€KHO BiJl
recTalifHoro TepMiHy, HaWYacTillle BUSBISJIM aHOMalii PO3BHUTKY cepls Ta
Benukux aprepiii —28,6%, BBP ITHC —19,4%, kicTkoBo-M’s130B01 cuctemu —17,4%,
Bas oonmyust — 14,5% Bunasakis (tabdma. 3.7). Ilpore, cnektp aiarHocroBanux BBP
MJI0/1a BIJIPI3HSBCS MK TPUMECTpaMH BariTHOCTI 1 3aJie’kaB BiJi HO30JIOTTYHOT
¢bopmu BBP.

JliarHocTOBaHI BaJu CEPIEBO-CYJWHHOI CHCTEMH CTIMKO JOMIHYBald
HE3aJIOKHO BiJ TecramiiiHoro mepiomy: 25,3% - y I tpumectpi, 28,8% - y Il
tpumectpi, 37,0% - y III Tpumectpi. B 11-13 Twxuie BBP o6nuyus
niarHoctyBanucs B 22,7% Bunanakis, BBP xicTtkoBo-M'si30Boi cuctemu B 21,3%, a
BBP nentpanbHoi HepBoBoi cuctemu y 17,3%. ¥V II tpumectpi Bagu LIHC nocinu
BXKe Jpyre micie B cTpykTypi (20,5%), Ha III micii 3amummmnmcst Baau KiCTKOBO-
M'si30B0i cuctemMu (15,8%), na IY wmicmi Oynu Baam obmmuus (13,0%). YV 111
TpuMmecTpi BariTHOCTI Baau po3Butky IHHC mmonma cranoBunm 18,5% Bin yciei
J1arHOCTOBAHO1 y IUX TepMiHAX MAaTOJOTIi , a CEeYOBUAUIbHOI cuctemu Ta BBP
KICTKOBO-M'sI30BOi CUCTeMU BUBISLIN y 14,8% 1ois.

BapiroBanus Hozomorii BBP, saxi Gineimn edexktuBHO goctymHi mas Y31
paHillie dYMd Ti3HIIIE, 3yMOBJICHO HAacaMIiepesl OCOOJMBOCTAMH  IXHBOTO

aHATOMIYHOTO (OPMYBaHHS y NpEeHATAIbHOMY IMepioji. SICKpaBUM MPUKIAIOM



156

1poro € HozoJoris anomanii LIHC, niarnocroBanux Bnponosx I-1I1 Tpumectpis. ¥
paHHI TEpPMIHM BUSBISUIMIO TEPEBAXHO JieTalbHI TpyOl Baad — akKpaHis,
aHeHnedanis/ex3enmedaris, rojgomnpo3eHnedais, depenno-mo3kosi kmm (13/48
BumakiB). KiiHIYHI MposSBH CIMHOMO3KOBHX KWJI, areHe3ii/aucruia3ii Mo304Ka,
cunapomy [enmai-Yokepa, nopenuedaiii cTaloTh BUPAKEHUMHU Mi3HIIIE, TOMY Il
BajJu nepeBaxHo AiarnoctoBadi y Il tpumectpi (30/38 Bunaakis Beix [THC).

B npenaranpHiit V3] ocTaHHIX pOKIB BeJiMKa YyBara MpUAUIIETbCS
MOKPAIIEHHIO Bi3yasizallli KapiaJbHUX aHOMAaJIiH Yepe3 IXHIO MOIUPEHICTh (Baau
ceplsl CKJIaJli B JOCIIJKYBaHIM rpyIi Maike TPETUHY BiJ YCiX J1arHOCTOBAaHUX
BBP — 28,6%), a Takox 4epe3 MOKIIUBICTh HaJlaBaTH €(PEKTUBHY KapAi0Xipypriuny
JonoMory TakuM aitsMm. Ilpore, OaraToleHTpoBI poOOTH MPOBIIHUX CBITOBHX
CHUIBHOT HaBITh B OCTAHHI POKH MOKa3ylOTh, 10 IO 0araThoX KpaiHax CBITY PIBEHb
IpeHaTaIbHOTO BUSABIICHHS BaJl cepus Bapitoe Big 30 1o 60 % [203, 204], mo €
BaroMUM YHHHHKOM JIUTSYO01 3aXBOPIOBAHOCTI Ta CMEPTHOCTI, OCKIJIbKA HEMOBJISTA
3 BaJlaMHu CepIsl MOXKYTh MOTPeOyBaTH BUCOKOCHEI[IATI30BaHOT JOTIOMOTH BXKE
HEBJIOB31 MicIs Hapo KeHHs. Lle miaKpecaoe akTyalbHICTh HAYKOBHUX JTOCIIKEHb
3 YAIOCKOHAJIEHHS MpeHaTaabHOro Y 3/[, SIke Ma€e BayKJIMBE 3HAYEHHSI JIJI1 CBOEYACHOT
1 MakCHUMaJIbHO PaHHBOI JIarHOCTUKHM KapAiadbHUX aHOMAaJli IUIoja ITiJI Yac
BariTHOCTI.

TakuM 4WHOM, OTPHMMaHI y LIBOMY PO3JUI AUCEPTAIIHHOTO IOCIIIKCHHS
JaHl IoJ0 BUBYEHHS crekTtpy BBP 3amexno Bixg recrariiioro mepiomy
NIATBEPKYIOTh MPOTHO30BaHI MOXIMBOCTI CY4YacHOTO IpeHaTanbHoro Y3/I,
BU3HAYCHI B OCTaHHiX Tran JaiiHax International Society of Ultrasound in
Obstetricsand Gynecology (ISUOG) [201, 202], i nmoka3yioTh, IO yKpaiHCBKI
MEJIMYHI 3aKJIaJId MOXYTh JOCITTH TaKoi e(eKTUBHOCTI JOMOJI0T0BOi exorpadii.

OmHuM 13 UYMHHUKIB, SIKI 3YMOBIIOIOTh €()EKTHUBHICTb BTOPHUHHOI
npo(IAKTUKHA BPOIKEHOT ATOJIOT 1] I1J10/1a, € CBOeYacHe 1 epekTuBHE (HOopMyBaHHS
TPyl BHCOKOTO TE€HETHMYHOTO PU3HKY. Lle mpoBOIUTHCA SIK HA €Tami JOMmOJIOTOBOi
J1arHOCTUKH, TaK 1 Ha MPEKOHIICTIIIHHOMY eTarll, ¢ 0COOJMBOI yBaru nmoTpe0yoTh

KIHKH 3 peNPOAYKTUBHUMU BTpaTaMU B aHaMHe31. Y OUIBIIOCTI KpaiH CBITY YacToTa
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HEBHUHOIITYBaHHS BariTHOCTI cTaHOBUTH 10% —42% 1 He Mae TEHACHITIT 10 3HWKEHHS
[205]. 3a ocTraHHI pokH 3pocTae Taka GopMa HEBUHOUTYBaHHS, SIK BariTHICTb, 1110 HE
PO3BUBAETHCS, MPUYOMY, B YKpaiHi ii yacTka ctaHoBUTH He MeHie 10% Bin
3arajibHO1 KIJTbKOCT1 penpoAyKTUBHUX BTpat [206]. AHOMAaIii pO3BUTKY eMOpiOHIB,
3YMOBJICHI T'€HETUYHUMU YMHHHUKAMH, BBAXAIOTh HAWMOIIMPEHINION MPUYUHOIO
penpoAyKTUBHUX BTpaT Ha paHHiXx TepmiHax. Lle, 3o0kpema, wmaibke 70%
BariTHOCTEM, 1110 HE PO3BUBAIOTHCA 10 6 TXKHIB, 50% — 10 10 TrkHIB 1 5% — micis
12 tuxuiB BaritHOCTI [207, 208]. OcobnuBy npoosieMy CTaHOBIATH MOBTOpHI PB,
3yYMOBJIEH] PI3HUMHU NPUYUHAMH, 30KpEMa, aHOMAIISIMU KaplOTHIYy B OJHOIO 3
MOJIPYXOKS, HAWYACTIIIE 3 PEHUIPOKHUMH 1 pOOEPTCOHIBCBKUMU TPAHCIOKAIISIMU
[209, 210].

I'pyna >KIHOK 3 paHHIMH BTpaTaMd BariTHOCTEH YacTO IOBMHHA MaTH
1HIMBITya1i30BaHUH IJIaH MPEHATAIbHOI JIarHOCTUKY MTPU HACTYTHUX BariTHOCTSX,
TOOTO, BUOIp ONTUMAJIbHOT TAKTUKHU JIOMIOJIOTOBUX O0CTEXEHD Y 0araTb0X BUIAIKAX
3aJIeKUTh BIJl IPUUUHU PENPOIYKTUBHUX PO3JIAIiB. Y 3B’SI3Ky 3 IIMM, OJHUM 13
3aBJlaHb JUCEPTAIIHHOTO JOCHIKEHHS CTajll0 BUBYCHHS CIEKTPY XPOMOCOMHHX
aHOMaJII MPU PaHHIX 3aBMEPJIMX BariTHOCTAX 3aJIEXKHO BIJl FECTALIHHOTO TEPMIHY
1 BiKy Marepi. Anamiz OyB mnpoBedeHuil cepen 165 emOpioHIB/TUIOAIB 13
XPOMOCOMHOIO MaTOJIOTIER0 BiJ] 3aBMEPJIMX BariTHOCTEN y TepMiHax 4-21 THXKICHb,
3 MapajeIbHUM JTOCHIPKEHHS KapioTUIy 0aThbKiB y BCIX BUIAJKAX.

CTpyKTypy XpOMOCOMHOI MaTOJIOTIl CKJaJIM aHEYIUIOimis — IOpYyIICHHS
KUTBKOCTI XPOMOCOM 13 3aJlydeHHSM Bix OaHi€l 10 BochMU Xpomocom — 90,9%,
MOPYIIEHHS M0iAHOCTI (TpuIuioinis) — 7,3%, CTpYKTypHI XpoMocoMi adeparii —
1,8%. Haituacrimie 3apeectpoBaHo Tpucomii aBtocom 21, 18, 13 ta 16: 18,2%,
16,4%, 13,9% 1 11,5% BignosBigHo Bix 3aranbHOI KutbkocTi XII, BimmoBigHO. 3
MOpPYIIEHh Yy CTAaTeBUX XPOMOCOMAaxX HAWMOIIMPEHINIow Oyla MOHOCOMIsS
xpomocomu X (15,2%). CepenHiil BiK XKIHOK 13 BTpaTaMu BariTHOCTI CTaHOBUB
30,23+0,70 poxkiB. CTaTUCTUYHO 3HAYYIIl BIAMIHHOCTI Y BIKOBOMY CKJIaJl KIHOK
MOPIBHSTHO 31 BCIEIO TPYMOIO 3HaMIeHO s Tpucomii 21 1 Tpucomii 18 - 34,44+1 44

pokiB Ta 32,75+1,65 pokiB (p<0,05), 1110 MiATBEPIKYIO BiIOMY BIKOBY 3aJIEKHICTh
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came IMX maTtoJiorid. J[yis mopyImieHb KUIBKOCTI aBTOCOM 1 CTaT€BUX XPOMOCOM
3QJIGKHOCTI BiJ BIKy MaTepi HE BCTaHOBJEHO. AHAJOTIYHO, HE BH3HAYEHO
OKpEMHUX HO30JIOTii BHSIBICHO NEpeBaKaHHS EMOpIOHIB Ti€l YW 1HIIOI CTaTi:
4OJIOBIYOi cTaTi y pasi Tpucomii 21 (66,7% nopiBusHo 3 33,3%), Tpucomii 13 (73,9%
MOPiBHSHO 3 26,1%), 1, HaBmaku, >kiHO4O1 cTaTi mpu Tpucomii 16 (63,2% mopiBHSIHO
3 36,8%), p<0,05.

Brtpatu BariTHOCTI 4epe3 aHOMaIbHUI KapiOTHII MJI0AA YaCTillIe peeCTPyBaIH
y TepMiHi 4-12 THXHIB, NOPIBHSIHO 3 TepMiHOM 13-21 Tmwxusamu (61,7%:38,3%,
p<0,05). lo 12 TwxHIB HallyacTile 3aBMUPAIA BariTHOCTI, JIe¢ Y eMOpioHy Oynu
XpPOMOCOMHI TMOpYIIEHHS 3 BHUCOKOIO JETaIbHICTIO — Tpucomis 16 (94,7%),
tpuroigis (83,3%), nomatkoBi MapkepHi xpomocomu (77,8%).

[{uroreneTnuHe 0OCTEKEHHSI XPOMOCOMHOTO Ha0Opy MOJPYKHIX Map, y AKUX
IIPU 3aBMEPJIMX BATITHOCTSAX OyJIO BUSBIIEHO NOPYIIEHHS KIJIBKOCTI a0 IMJI01THOCTI
XpPOMOCOM, HE€ BHSIBWJIO MOPYIIEHb KaplOTHIY, HIO MiJITBEPIKYE CIIOpaTUYHE
MIOXOJPKESHHS TaKUX MOPYIICHb Yepe3 MyTallii de NoVo B cTtaTeBux KiiTuHaX. OTKe,
aHami3y KaploTuily OaTbKiB HeMae. AJNTOPUTM KOMIUIEKCHOI MpeHaTaabHOI
JIIarHOCTUKY TIPU HACTYITHUX BAaTriTHOCTSIX B TAKMX BUIIAJIKaX BIJIOBIIA€ 3arajibHIN
CKpUHIHTOBIN mporpami. PekoMmenmariii Bipi3HIIOTECS Y BUITQJKAX J11arHOCTUKHU
CTPYKTYPHHMX XpOMOCOMHUX abepailii, 3 3-X BUIIaJKiB TaKUX IepeOya0B, BUIBICHUX
y JOCHIJKyBaHiM Tpymi, JABa BUMAAKKA OYyJIM HACIIIKOM HOCIHCTBa MaTepsiMu
30aJJaHCOBAaHUX  XPOMOCOMHHUX  pPOOEpPTCOHIBCBKMX  TpAHCJIOKAIlid:  MDK
xpomocomamu 13 1 14 (xapiotun matepi 45,XX,der(13;14)(q10;q10)) 1 mix
xpoMocomami 14121 (kapiotun marepi 45,XX,der(14;21)(q10;q10)). Taxi abeparii
HE TPU3BOAATH JI0 KIIHIYHMX (DEHOTUIIOBUX TMPOSBIB Yy HOCIIB, OJHAK, 4Yepes
THYKIIFO BEJIMKOI KIJTBKOCTI TaMeT 3 He30alaHCOBAaHUM XPOMOCOMHHUM HabOpOM,
HMOBIPHICTh HECHPHUSATIMBHX 3aKIHUYEHb BariTHOCTI B 000X BHIAIKaX CKJIajae
npubam3Ho 66%. | B Takux poauHax y pa3l HACTYIHUX MPUPOJTHUX BariTHOCTEH

CTAaHJAPTHUX CKPUHIHTIB HeA0oCcTaTHhO. OOOB’S3KOBHM BHJOM IpEHATAIbHOI
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JiarHOCTUKU Oyjie 1HBA3MBHE OOCTEXKEHHS 3 TOYHUM IUTOTCHETHMYHUM aHaJi30M
Kap1OTHITY TIJIO/IB.

TakuMm YMHOM, MUTOTCHETUYHHUMA aHATI3 MaTepialy 3aBMEpPJIOi BariTHOCTI €
BOKJIMBAM €TAallOM TEHETHYHOTO KOHCYJBTYBaHHS POIWH 3 OOTSIKEHUM
aKylnIepCbKUM aHAaMHE30M, $IKl ITUIAHYIOTh BariTHiCTh. CBO€YacHE YTOUYHEHHS
MPUYUHA PETPOAYKTHBHOI BTpPATH Ja€ MOMUIMBICTH YITKO BH3HAYUTH IPOTHO3
HaIlaJIKiB B pOAWHI 1 BHUOpaTH aJeKBaTHUM 1HAMBIAyalTi30BaHUN aJITOPUTM
MpeHaTaIbHOI JIIarHOCTUKY TIPY HACTYMHIN BariTHOCTI.

OcTaHHIM PO3AUIOM JHUCEPTAIIHHOTO JOCHIPKEHHST CTajJ0 BUBUYCHHS
KJIIHIYHUX, YJIBTPA3BYKOBUX Ta ITUTOTEHETUYHUX XAPAKTEPUCTHUK ILJIOJIB 3 PI3HOIO
toBuHO KII y I Tpumectpi BaritHOCTI. el exorpadiunuii mapkep Bxke 30 pokiB
BUKOPHUCTOBYEThCA B KJIIHIUHIN mpakTuil [99], ajie He3Bakarouum Ha MPOrpec B
yIbTPA3BYKOBUX TEXHOJOTIAX, BIH 3aJIMIIAETHCS HAWBArOMIIIOK 1 3HAYYIIOO
pPaHHBOIO €XOorpaiyHOK O3HAKOI HIMPOKOr0 CHEKTPY BPOHKEHOI 1 T€HETHYHOI
MaTOJIOT1] MIIo/A.

AmHani3 BUKoHaHo cepen 127 BaritHocTel 3 po3mupenuM KII miona, y Tomy
gucni rpyna I 3 posmipom KIT (2,5-3,5) mm (38 Bumaakis) i rpymna II 3 KIT>3,5 mm
(89 BumankiB). OOunBi rpynu OyiaM CHIBCTaBHUMH 3a BikoM. Hecmpusitiuse
3aKIHYEHHS BariTHocTi mnpu posmmpeHHi KII Oimbme 3a 2,5 MM cymapHO
crioctepiranocs y 65,3% BUNIAIKIB, 3 IKMX XpOMOCOMHI ITOpYyIIeHHs ckiamm (58/83)
69,9%, anomaiii cucreM Ta oprauiB mioaa — (21/83) 25,3%. Cuig BiAMITHTH, IO
XpPOMOCOMHA MaTtojoris yacrime 3apeectpoBana npu KII (2,5-2,5) mm (55,3%)
nopiBHsHO 3 41,6% npu KII >3,5 mMm. BogHouac, Bagu po3BUTKY Majiu 3BOPOTHY
3anexxHicTh — 7,9% npu KII (2,5-3,5) mm 1 20,2% tipu 36unbienni KIT>3,5 mm, arne
B 000X BHMAaJIKaxX PI3HULISI MK TpyniaMu He OyJia CTaATUCTUYHO 3Hauy1oro (p>0,05).

VY crekTpi XpoOMOCOMHOI MATOJIOT11, IIarHOCTOBAHOI Y TIOIB 13 TOTOBIIEHUM
KII, nepeBaxkasia aneymioinis (tadu. 4.4), 3 sskoi HaltyacTimoro Oyia Tpucomis 21,
He3asexxHo Bia crynens posmupenHs KII — 61,9% Bix yciel maronorii y rpymi [ 1
54,1% y rpymi II. [Ipyroro 3a nomupenicTio Oyna tpucomis 18 — 23,8% 1 18,9%,

BINOBIIHO. Y pa3i po3mmpenHa KII >3,5 mm yacriiie BHUSBISIIM MOHOCOMIIO
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xpomocomu X (13,5%), 60 115t 1IOTO XPOMOCOMHOTO TIOPYIICHHS CHEIU(BIIHOIO
O3HAKOIO € BUPAXEHUIN HAOPAK TUI0/a 332 TUIIOM IIUWHOT IUCTOTITPOMH.

Omxe, oTpuMaHi JlaHi CB1IYaTh PO BUCOKY 1H(OPMATHUBHICTH 301JIbIICHHS
toBmmHU KII moma y I TpumecTpi sik Mapkepa MIHUPOKOTO CHEKTPY XPOMOCOMHOT
nartoJorii. YactoTa 1 criektp XI1 BapiroroTh 3ajie’)KHO Bij cTyrneHs noToBiieHHs KIT
1y JociimxeHi Bubipiil O11bIIMMHU MOPIBHSHO 3 JAHUM IHIIUX aBTOPIB, 0COOINBO
npu posmipi KII 2,5-3,5 mm [108, 109]. Tak, 3a nanumu Srebniak M.I. et al. 38%
moaiB 13 KIT (2,5-3,5) mm manmu XI1, 3 skux 28% cranoBunu tpucomis 21, 18, 13
xpomocoM, 7% - aHomanii crareBux xpomocom, 0,8% - tpumnoimis, 1,6% -
He30amaHcoBaH1 XpoMocoMH1 abepartii. binbina yactora BusBienns XI1 y BnacHii
BUOIpIi MoOXe OyTH TMOB’si3aHa 3 ONTHUMI30BAaHUMHU AJITOPUTMAMU  OLIHKHU
IHAMBIYyaJIbHOTO TE€HETUYHOTO pHU3HMKY BariTHUX, TOOTO, OLIBII TOYHHUM
(opMyBaHHSM TPYIl BUCOKOTO PU3HKY.

VY mnoaiB 13 po3mupenum KII 1 HopmaneHuM kapiotunom (69/127) 54,3%
Oyno BusBaeHo 21 Bumamox BBP. Ixmiii cmektp OyB Takok pi3HOMaHITHHM,
ocobnmBo B rpymi 3 po3Mipom KII >3,5 mwm, ne BBP 0yno niarnoctoBano y 34,6%
(puc. 4.9, 4.10), ne nepeBaxkanu Bagau cepis (9 BUMaAKIB), OyJIO BUSIBICHO TaKOXK
MHOxuHHI BBP (4 Bumanku), Bamm [HHC 1 kictkoBo-M’s30Boi cuctemu (1o 2
BUMAJIKK), piakicHui cunapoM llorrep (1 Bumamox). Ciig OKpeMO aKUEHTYBaTH
yBary Ha BUSBJICHHX y | TpumecTpi KapialbHUX aHOMAaTisX, paHHS J1arHOCTHKA
SAKUX BaXJMBa IS TPABWIBHOTO (POPMYBaHHS TPyN PU3UKY, 3aCTOCYBaHHSA
BIJIMOBIJTHUX METO/IIB TOOOCTEXEHHS Ta KOHCYJIbTallli y mpo(uibHUX (HaxiBIIiB.

VY nocnimpkyBaniit Bubipii 31 127 mnonis 13 posmmpenum KII, Busineno 48
BUMAJKIB BPODKEHUX Baja cepis Oyio, 3 IKux 38 3apeecTpoBaHi y IUIOAIB 3
MOETHAHOKO XPOMOCOMHOIO Mmatojioriero. Hozosmorist Baja cepiis Oyiia npeacraBieHa
AB-koMyHikali€o, KOHOTpyHKaidbHuUMH Bagamu, JMILII, ©HenocratHicTiO
TPUCTYJKOBOI'O KJanaHa, KOAPKTAIl€l0 aopTH, TeTepoTakciero. BeraHnoBieHo, 1o
WMOBIPHICTh BUSBJICHHSI KapJiaJbHOT aHOMaJli YITKO KOpeJroBajia 31 CTyNeHEeM
30utemenHss KII mmoma. Tak, y rpymi I mpu posmipi KIT (2,5-3,5) mm Oyno

niarHoctoBaHo 23,7% Bunankis Bax cepud, yrpymi I mpu 361memenni K11 >3,5 mm
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- 43,8% Bam cepus (95% I 11,7-38,3: 33,7-54,2, p=0,03; BIII=0,40). Ile
Y3rOKY€EThCS 3 JAHUMM 1HIIUX JOCTIAHUKIB [194] 1 3yMOBIIIOE HEOOX1AHICTH
CKEpYBaHHS BariTHOI Ha MOTNuOJIeHy exokapzaiorpadiro miona Bxe y I Tpumectpi
nicist BusBneHHs 30ubeHHs KII npu pytuHHOMY ckpuHiHroBoMy Y3/l y sKiHOUYHX
KOHCYJIbTalisfX. Ha 1me BKasyroTh 1 OULIBIIICTh MPOBIAHUX CBITOBUX EKCIEPTIB 3
MEAMIMHU TIo/1a. Tak, 3TiHO 3 JITepaTypHUMHU JAaHUMH Y IUIOJIB 13 HOPMaJbHUM
KapioTUnoM 1 0e3 HecepleBUX aHOMaliil [oJaBaHHS CKaHyBaHHS cepls [0
KOMOIHOBaHHUX MapaMeTpiB CKpUHIHTY | TpUMeECTpy CyTTEBO MOKpaIly€e BUSBICHHS
ocHoBHUX BBP cepus npotsarom I tpumectpy [211].

Pannst miarHocTHKa KapaiaibHUX aHOMamii y mioaiB 13 posmupeHum KII
TaKOX € BAXJIMBOIO JUIsl BU3HAYEHHS! TAKTUKW 1HBA3MBHOI J1arHOCTUKH, TEPMIHY 11
IIPOBENICHHS 1 CIIEKTPY HEOOX1HUX JIA0OPATOPHUX F'€HETUYHUX METOJIIB. 30KpEMa,
y pa3i BUSBJICHHS aHOMAaJII BEJTMKUX CYJIUH (KOHOTPYHKaJIbHUX aHOMAJii) pazoM
31 CTAaHAAPTHUM KapIOTUIYBaHHSAM CIIiJI OOOB’SI3KOBO BUKOHYBATH MOJIEKYJISIPHO-
UTOT€HETUYHE JTOCIHIKEHHS ISl BUKJIIOUEHHSI MiKpoeseliiiHoro cunapomy Jli-
JI>xopKi, IKOTO cepell 00CTEeKEHOI TPy BUSBICHO 2 Bumaaky [195].

BaxnuBo akueHTyBaTW yBary Ha aHalli3 KaTaMHECTUYHOI 1HQopMalii B
oOcTexeHld rpym BariTHUX xiHOK. I[lpu posmipi KII (2,5-3,5) mm mnpu
HOpMaJIbHOMY Kapiotuni rtuioga 82,5% BariTHOCTEM 3aKIHUMIIWCS HAPOIKEHHS
3nopoBux aiteit. [Tpu ToBuai KI1 >3,5 MM 1 HopMansHOMY KapiOTHIIl TUIOAA TAKKX
HOPMAJIbHUX 3aKiHYeHb BariTHoctel Oyno 65,4%. 1ls indopmarris gyke BaKiInBa
JUIST TEHETUYHOTO KOHCYJIBTYBAaHHS JKIHOK TICHIA Tepuioro Y 3-CKpUHIHTY, IS
JOHECeHHs 0 HuX iHdopmMarii, mo 30umbmenHs KII He € cuHOHIMOM HasBHOCTI
narosorii mioga. lleli Mapkep € TIIbKM TIOKa3aHHSAM JJIs  TMPOJOBXKCHHS
noryMOJIeHOT  1HAMBIAyaTi30BaHOI MpPEHATaJbHOI JIaTHOCTUKUA 33 OKPEeMUM
AJITOPUTMOM.

Jlns Toro, mo0 MakCUMabHO OOIPYHTOBAHO MIiTIATH 10 BUKOHAHHS IIIE
OJTHOTO 3aBJaHHs pOOOTH 1010 ONTUMI3AIlI] ATOPUTMY MPEHATATBHOT JIarHOCTUKH
JUIsl HAOPSAKIUX TUIOAIB 13 pi3HOO0 ToBIMHOKO KII, Oynmo Takox mpoaHaai3oBaHO

YacTOTYy 1HIIUX YJbTPa3BYKOBUX MIHOPHUX €XO-MapKepiB y IUIOIB 31 301JIbILIEHUM
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KII. o ananizy Bxiarouniu Bizyamnizauito KH Ta kpoBominH uepes3 BeHO3HY IPOTOKY
(tabm. 4.6). ITatonoriyna KH (amnasis/rinomnasis) Oyna BusBieHa y 52,6% 110/1iB
I miarpymu 1 42,6% mromie II rpymu (95% JI: 31,8-65,3 : 36,5-55,8, p>0,05).
[TaTomnorito BeHO3HOT MPOTOKU BUABWIU B 36,8% I rpymu ta 29,2% mnoxis 13 11
rpynu, 1 pI3HUI TaKoX He Oyia cratucTuyHo ictotHoro (95% I: 21,1-53,2:20,1-
37,5; p>0,05). He Oymo pi3HUIll MK KUIBKICTIO MiarHOCTOBAHOI XPOMOCOMHOI
natoJorii y mioiB 3 natosioriynoro KH 1 posmmpennm KII, He3anexHo BijI CTyneHs
rioro 30ubeHHs (60,0% y rpyni 11 63,2% y rpymi 11, p>0,05). L1i nani cniBnagaroTh
3 JIITepaTypHUMH, 30KpeMa BiCYyTHOCTh a0o rinoruiasist HK cnocrepiranacs y 58,82
% BunaakiB cuapomy Jlayna ta y 1,72 % HeypakeHHX BariTHOCTEH, BiJIIOBITHO
[196, 197].

BcTanoBneHO BIJICYTHICTh CTAaTUCTUYHO 3HAYYIIOI PI3HUIN 32 YaCTOTOIO
BUMAAKIB MoeAHaHHA mnaronoriyHoi KH Ta BeHO3HOI mpoTokuM y IUIOAIB 3
posmupenum KII, He3aneKHO Bifg HAABHOCTI XPOMOCOMHOI maToJiorii abo Baj
pOo3BUTKY. Lle cB1IUMTH, 1110 KOXKEH 3 MPOaHaII30BAHUX €XO-MapKepiB HE KOPEIIOE
MDK COOOI0 1 HE KOpEJIO€ 31 CTAaHOM IUI0JIa, OTXE, € HE3aJICKHUM MOKa3HUKOM
PHU3UKY 1 MOXKE OyTH BUKOPUCTAHUWA y KOMIUIEKC] 3 1HIIMMH YJIbTPa3ByKOBUMH Ta
O10XIMIYHUMH MapaMeTpaMu JUIsi OIIHKH 1HJUBITYyaJIbHOTO KOMOIHOBaHOTO
T€HETUYHOI'O PU3UKY BAriTHOI KIHKH.

@diHaTbHOK  YaCTHHOK  BHUKOHAHHSA  JHCEpTaIliiHOi  poOOTH  cTaja
CUCTEMATHU3alllsl OTPUMAHUX JAHUX I OOIPYHTYBaHHS OINTHMI30BaHOTO
QITOPUTMY TPEHATAIBHOI JIarHOCTHKM BariTHUX 13 HAOPSAKIMMU IJ10aaMu (puC.
4.15). BianoBigHO A0 BITYM3HSHOI HOPMATHUBHOI 0a3u, TECTOM MEpINOi JiHII B
CUCTEMI TMpEeHATadbHOi MJIarHOCTUKM € KOMOIHOBAaHUW YJIbTPAa3BYKOBHM Ta
OioxiMiuHui ckpuHiHT | Tpumectpy (11 TwxkHiB 2 aHl — 13 THkHIB 6 1HIB). Y pasi
BusiBiieHHs posmipy KII (2,5-3,5) MM, XIHKH CKEpPOBYIOTHCA Ha Ol0XIMIYHUN
CKPHUHIHT 3 pPO3paxyHKOM 1HAMBIAYaJTIbHOTO PU3UKY II0JI0 XPOMOCOMHUX TPUCOMIH,
3aJIEKHO BiJ IKOTO OOMPAETHCS TOIabIlla TAKTUKA. Y pa3i BusBiieHHs po3Mmipy KII
>3.5 MM, BariTHa BiJipa3y CKEPOBYETHCS Ha KOHCYJIbTAIIIO O TeHeTHKa. Takumu €

pexoMeHaanii MiKHapoOJHHUX TOBapucTB, 30kpeMma, Fetal Medicine Foundation.
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Boanouwac, y nocnimkeHid HaMu rpymi Maixe 25% BCiX BUMAIKIB BPOHKEHUX BaJ
cepir Oyiu BUsIBJIEH] Yy TUI0iB 13 po3mipoM KII (2,5-3,5) mm. Tomy nepiiia BaxkinBa
Moau(DiKalis alropuTMy y TOMY, IO TPU BIACYTHOCTI y Jikaps 3 Y3/ MoxIMBOCTI
BUKOHATH Pa30oM 3 PYTUHHUM Y 3-CKpUHIHTOM OJHOYACHO PaHHIO PO3IIHPCHY
exokapjiorpadiro, BariTHy He0O0X1JIHO CKepyBaTH Ha ekcriepTHe Y 3/[ BULIIOro piBHS
Bxke npu po3mipi KII 2,5 mm 1 Ginbire.

Bin sikocti pannboi Y3]J] 1 MakCMMaJabHO TOYHOI OIIIHKH 1HJIMBITYaJTbHOTO
T€HETUYHOI'0 PU3UKY BAariTHOI 3aJIEKUTh TAKOX CIEKTP HEOOX1THUX JTaOOPATOPHUX
FEHETUYHUX METOAIB y XOJIl 1HBAa3WBHOro oOcTexxkeHHS. Jlpyra BaxiuBa
MoaudiKallisl aaropuTMy PaHHBOI MPEHATAIBHOI JIIarHOCTUKU — TPU BUKOHAHHI
01011C1i BOPCUH XOPIOHY Y IJI0/1a 31 BXKE 11arHOCTOBAHOKO a00 3aIliI03PEHOI0 Ba0k0
ceplls, pa3oM 13 TpaguuiiHuMm kapiotunyBaHHs (GTG-meTonm) ciiji BUKOHYBaTH
MoJsIeKyJsipHO-TIuToreHeTnuHui FISH-anamiz mns BukimrodeHnus cunapomy Jli-
JIxopmki. 3a MOXKIIMBOCTI PEKOMEHAYEThCs 30epiratu 3pa3ok matepiary/JITHK
IJ10/1a, OCKIJIBKU 3aJIEKHO BiJ] pe3yJbTaTiB HACTyMHUX MociaigoBHUX Y3Jl moxe
noTpeOyBaTUCS BUKOPUCTAHHS IOJATKOBUX MOJCKYJSIPHO-TCHECTHYHUX AaHAIII3iB
(kaiHIYHME ~ ek30M) a00  MOJEKYJISIPHO-IIMTOTEHETUYHUX  (XPOMOCOMHUMI
MIKpOMAaTPUYHHM aHaii3). | 3BiCHO, BariTHUM >KIHKaM, sIK1 OyJIM BKJIIOUYEHI JI0 TPYIIU
BHCOKOI'O0 PU3MKY Ha MIJICTAaBl PE3yJbTaTiB MEPIIOro MPEHATATbHOTO CKPUHIHTY,
MOTPiIOHO MPOBOJAUTH T€HETUYHE KOHCYJITYBaHHS Ha KOKHOMY €Tarll JIIarHOCTHKH.
[Ipenatanbue BusinenHs BBP 1 xpomocoMHMX aHOMaiit 1a€ MOKIIUBICTh BUOpATU
aJIcKBaTHY TaKTHUKY BEJCHHS BariTHOCTI 1 TTOJIOTIB, CKAJICTH MPOTHO3 0OTOBOPUTH 111
JlaHl 3 POJIMHOIO, a TAKOX JOTIOMOTTH YCBIJIOMJICHOMY BHOOPY OaThKiB, HaJaBIIH
00€KTUBHY 1 TOUHY 1H(GOpPMAIIIIO PO CaTH 370pOB’ A TJ10/1a. Y BUIAJIKY 30€peKeHHS
YY MEepEepUBaHHS MATOJOTIYHOI BariTHOCTI POJAMHA MAa€ OTPUMATH TCUXOJIOTIYHY
MITOTOBKY Ta BECh 0OCST HEOOX1MHOI MEIUYHOI JOMOMOTU Y TEpPUHATATHHOMY
nepio .

[TopanpioMy yIOCKOHAJICHHIO TIEPUHATAIBHOI JOTMOMOTH, CKJIaJI0BOIO
YACTUHOIO KO € KOMIUIEKCHA JIOTIOJIOTOBA J1arHOCTHKA, MPUIISETHCS 0COOIUBA

yBara 3 OOKy JiepKaBu 1 KEpIBHUKIB OXOPOHU 3740p0oB’s. [ po3poOku epeKTuBHUX
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MPAKTUIHUX 3aX0/IIB Jy’KE BAXKJIMBUM € MPOJAOBKECHHS HAYKOBUX JOCIIKEHB 010
PI3HUX aCIEeKTIB BTOPUHHOI TPO(PLIAKTUKHA BPOIKEHO1 ATOJIOT1i. 3a pe3yJibTaTaMu
BUKOHAHOTO JUCEPTALIMHOTO JOCTIIKEHHSI OI[IHEHO €(DeKTUBHICTD Ta JIarHOCTUYHI
MO>KJIMBOCTI PAHHBOTO YIBTPa3BYKOBOT'O CKPUHIHTY BPOXKEHUX BaJI 1 XPOMOCOMHOI1
MaTOJIOTii, ONITUMI30BaHO AJTOPUTM TPEHATAIBHOI JIarHOCTHKHU | TpuMmecTpy, 110
Oyne crpusTd MiABUIICHHIO TOYHOCTI (JOPMYBaHHS TPYN BUCOKOTO T'€HETHUYHOTO
PU3HKY, CBO€YaCHOMY TIPOBEACHHIO HEOOXIHOTO CIEKTpy BepHUQiKydOi

JI1arHOCTUKH, 301JBIIIEHHIO CTYTICHSI BUSBJICHHSI BPOJPKEHOI IMaTOJIOT 1.
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BUCHOBKMU

Y nuceprauiiiHii poOOTI HaBEACHO TEOPETHYHE Y3arajdbHEHHA Ta BUPIIICHHS
HAYKOBOTO 3aBJaHHSA, IO TOJSATa€E y po3poO0Ili ONTHMI30BAHOTO AJITOPUTMY
KOMILJIEKCHOI TPEHATaJIbHOI JIIarHOCTUKU JUIsl TUIOAIB 3 PO3IIMPEHUM
KOMIPIIEBUM TIPOCTOPOM Ta YAOCKOHAJIEHHI PaHHBOI YIbTPa3BYKOBOI
J1arHOCTUKHU BPOJKEHUX BaJl PO3BUTKY.

1. HopmaTuBHI 3HaYeHHS! OCHOBHUX OloMeTpuyHuX napameTpis mioaa (bIIP, Or,
OX, IC) y nocmimxkeniit BuOipi BariTHUX JIbBIBCHKOi 00J1aCTI CTATUCTUYHO
ICTOTHO HE€ BIJIPI3HSIIOTHCS BiJl 3arajlbHOBXKUBAHUX PEPEPEHTHUX 3HAYECHb.
OmuiHKa JTOBXKMHM KICTKM Hoca mioaa y Il TpumecTtpi mae mpoBOAUTHUCS 3a
OOYUCIEHHMMH pETiOHAJIBHUMHU HOpMarhBaMu, ki y 14-18 TWxkHIB
BIJIPI3HSIIOTHCA BiJI IHIIUX oy (p<0,05).

2.  JliarHOCTMYHI MOXJHUBOCTI cy4dacHoro Y3J[ mo3BoNsIOTH BUSBUTH Yy |
TpumecTpi BaritHocTi 30,3% BBP, y II tpumectpi — 58,9%, y Il TpumecTpi —
10,8%. BcranoBneno, mo BBP cepuieBo-cylMHHOT CHCTEMH Ta LUEHTPAIBHOI
HepBOBOi cucteMu — 28,6% 1 19,4%, BIAMIOBIIHO BiJ 3arajibHO1 KIJILKOCTI, OYyJIn
HAWTIOMIMPEHIIITUMU B 3arajbHiN CTPYKTYpl IPEHATAIBHO JIarHOCTOBAHUX Ba/I.

3. BusBieHO 3HaUyIly PI3HUINO MiX BTpaTaMH BariTHOCTEH depe3 aHOMaJIbHHM
KapilOTUN TUIOIB Ha TepMmiHax 4-12 TWXHIB MOpiBHSAHO 3 TepMmiHamu 13-21
TixkHIB (61,7%:38,3%)(p<0,05), npuuomy HaifdacTiiie 3aBMUApaJIA BariTHOCTI
Ha TepMiHI MeHIEe 12 THXHIB, AKIIO B €MOpIOHIB OyJlId XPOMOCOMHI
MOPYIICHHS 3 BHCOKOIO JICTAIBHICTIO — TpHcoMis xpomocomu 16 (94,7%),
Tpurnoigis (83,3%), nogaTkoBi MmapkepHi xpomocomu (77,8%). BiamMiHHOCT1 y
BIKOBOMY CKJaJl >KIHOK IOPIBHSHO 31 BCIEI0 TPYIOI0 3HAWACHO JHIIE IS
tpucoMii 21 1 Tpucomii 18 (p<0,05).

4. HecnpusTiuBe 3aKIHYEHHS BariTHOCTI y Bunaakax posmupeHoro KII mioga
nmoHaja 2,5 MM BUSIBIICHO y 65,3% BUNAAKIB, 13 SIKHX XPOMOCOMHI TTOPYIIICHHS
ctaHoBHIN 69,9%, aHoMaiii cucrem Ta oprasiB mioma — 25,3%. JloBeneHno

BIJICYTHICTh 1CTOTHOI Pi3HUIII MiX Tuiogamu 3 ToBmuHOK KII (2,5-3,5) MM 1
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OubIIe HIX 3,5 MM 3a MOMIUPEHICTIO XPOMOCOMHUX MOPYIIEHb , 1[0 BKAa3y€ Ha
HEOOX1THICTh MPOBEACHHS T€HETUYHUX JOCTIKEHb HAOPSAKIUX IUIOJIB BXKE
npu posmmpenHi KI1 monax 2,5 mm.

5. Y cmekTpi XpOMOCOMHOI MAaTojorii cepea HaOPSKIWX TUIOAIB TepeBakasa
aHeymioigis aBrocoM (94,8%), 30kpema, TprucoMisi XpomocoMu 21 cTaHoBuUIA
61,9% Bix yciei xpomocomuoi marosorii npu ToBumHi KIT (2,5-3,5) mm154,1%
nipu ToBIuHI KI1 >3,5 MM. ﬁMOBipHiCTL JIarHOCTHUKH KapJlaJbHUX aHOMAJIiH,
10 OyJIM HAWUTIOMIUPEHIIIO BaJIO0 Y TJIOMIB 13 TPYIIH PU3UKY, 3ajiexKasa Bij
po3mipy KII 1 Oyna BuIorw mpu ioro 30UIbIIEHH] TTOHAT 3,5 MM MOPIBHSHO 3
(2,5-3,5) mm 95%/1 11,7-38,3:33,7-54,2, p=0,03; BIII=0,40. IIpote, cepen
BpPOKEHUX BaJl ceplisi AB-KOMyHIKaIli10 ICTOTHO YacCTIIlle BUSIBIISUIN Y TIJIO/I1B
3 meHoo ToBimHOIO KII (2,5-3,5 mm) (p=0,03, ¥2=4,70).

6. ONTUMI30BaHUI AJITOPUTM MIPEHATAIBHOI 1IarHOCTUKHU Y BariTHUX 13 HAOPSKIMMHU
IJI01aMu  OOIPYHTOBY€E OOOB’A3KOBY exokapaiorpadiro cepus mioaa y [
TpuMmecTpi Bxke mnpu po3Mmipi KII >2.5 MM 1 HEoOXITHICTH MNPOBEIACHHS
1HBa3UBHUX OOCTEXEHb 3 aJCKBaTHUMU JA0OPAaTOPHUMHU TI'E€HETUYHUMU

METO/IaMH caMe y paHHi recrauiiiai TepMinu (11-13 TuxHIB).
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MNPAKTUYHI PEKOMEHJAILIII

VY IbTpa3ByKOBI CKaHEpH, JIe¢ B HAJAIITYBAaHHIX 32 YMOBYAHHSM 3aKJIaJCHO
HOpPMHU  OCHOBHUX OlomeTpuuyHux mnapamerpiB  Hadlock, wmoxyTb
BUKOPUCTOBYBATHUCS JJIs IPEHATAIBHOI YJIbTPa3ByKoBoi giarHoctuku y [-111
TpUMECTpax BariTHOCTI.

IIpu exorpadiuniii OLIHII KICTKM HOCY IUIOAa Y XOJI CKPHHIHTOBOTO
yIbTPa3ByKoBOTO jociiypkeHHss Il TpumecTpy BariTHocTi HEOOXI1JIHO
BUKOPHCTOBYBATU BUKJIOYHO OOpaxoBaHi periOHaIbHI HOPMATHUBH JOBKUHH
KH y 14-22 tuxni. O1iHKa pOT0 €X0-MapKepy Ha MiJCTaBl JITepaTypHUX
JaHUX MOXKE TPHU3BECTH 10 XHOHO-TIOBUTHUBHUX PE3YNbTATIB, IITYYHOTO
MIJBUILEHHS IHJIMBIAYalbHOTO PHU3UKY XPOMOCOMHHUX TPHCOMIA 1,
BIJIMOB1AHO, 3POCTAHHS KUJIBKOCTI HETIOTPIOHUX 1HBAa3UBHUX MaHIITYJISIIIN.
[luroreneTHUHU aHal3 MaTepialy 3aBMepJiol y 4-12 THKHIB BariTHOCTI €
BaXJIMBUM €TallOM TE€HETUYHOIO KOHCYJBTYBaHHS POAMH 3 OOTSKEHUM
aKylIepChbKMM aHAMHE30M, SIK1 IUIAHYIOTh BariTHICTh. CBO€YAaCHE YTOUHEHHS
MPUYMHU PETPOTYKTUBHOT BTPATH 1a€ MOXKIUBICTh YITKO BUSHAYUTH IPOTHO3
HaIaJKIB B POJMHI 1 BUOpATH aJeKBAaTHUM 1HAMBITyalTi30BaHUI aJITOPUTM
MpeHaTaNIbHOI JIATHOCTUKY MPU HACTYIHIN BariTHOCTI.

JliarHOCTUYHI MOXXJIMBOCTI cy4acHoro Y3Jl M03BOJISIIOTH BUSBHTH Y |
TpumecTpi BaritHOCTi 30,3% BBP, y Il tpumectpi — 58,9%, y Il Tpumectpi —
10,8%. BcranoBneno, mo BBP cepueBo-CyAMHHOI cUCTEMHU Ta EHTPAIBHOT
HepBOBOi cuctemu — 28,6% 1 19,4%, BIAMOBIIHO BiJl 3arajbHOi KUIBKOCTI,
Oynu  HAWMNOWIMpPEHIIMMH B  3arajbHId  CTPYKTypl  MpeHATalIbHO
1arHOCTOBAaHUX Bal.

[Tpu BusiBiIeHH1 30UTBIIIEHHS KOMIPIIEBOTO IIPOCTOPY IJI0/1a IIOHAT 2,5 MM TIPH
PYTUHHOMY CKpUHIHTOBOMY VY3/[ y JKIHOYMX KOHCYJIbTAllisiX, BariTHY
HEOOXITHO CKEPOBYBATH HA aHATOMIYHE TMOTIUOJICHE JOCIIIKEHHS TII0/1a,

TOMY YHUCJI exokapzaiorpadito mioaa Bxke y | Tpumectpi BariTHOCTI.
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6. Y miomiB 3  IarHOCTOBAaHUMH  aHOMAJISIMH  BEIIUKUX  CYyJHH

(KOHOTPYHKAJBbHUX aHOMaJlli) pa3oM 31 CTaHJAPTHUM KapiOTHUIyBaHHIM
GTG-meronom  cmig ~ OOOB’SI3KOBO ~ BUKOHYBATH  MOJIEKYJISIPHO-
nurtorenetnunnid  FISH-amamiz  ams  BHKITIOYEHHS  MIKPOJENCIITHOTO
cunapomy Jli-/xopxi.

[Ipu HOpMaNbHOMY KapiOTHIi IUIOJA 3a pe3yibTaTaMu O10mcii BOpPCHH
XOpIOHY peKOMEHIY€EThCs 30epiratu 3pa3ok matepiany/JJHK miona, ockinbku
3aJIeKHO  BiJl  pe3yJbTaTiB HACTymHUX mochigoBHux Y3J[ Moxe
MOTpeOyBaTUCS BHUKOPWUCTAHHSA JOJATKOBHX MOJICKYJIIPHO-TCHETHUYHUX
aHami3iB  (KIHIYHUM ~ €K30M) ab00  MOJEKYJSIPHO-IUTOTEHETUIHUX
(XpOMOCOMHUI MIKPOMATPUYHUI aHAII3).

[Ipn reHeTMYHOMY KOHCYJIBTYBAaHHI IHOK 31 30utbiieHuM po3mipom KII
I0Ja TMICHS MepHioro Y3-CKpUHIHTY BaXKJIUBUM € JIOHECEHHS 10 HHUX
1H(opmartii, o 30ubieHHs KIT He € cHHOHIMOM HasiBHOCTI NATOJIOT 1] TII0/1A.
Ile#i mapkep € TUIBKM TIOKa3aHHSAM JUIsl TPOJOBXKEHHS MOTJIMOICHOT

1HMBITyal130BaHOI MPEHATAIBHOI IIarHOCTUKHU 32 OKPEMHUM aJTOPUTMOM.
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Ankema eazimmuoi

AHKeTa BariTHOI

I1b

Ne ITutanus Binnosiab (3a3Haure noTpioHe)
1 | Jlata HapoKEHHs
2 | 3picr, Bara cM KT
3 | Anpeca
4 | EleKTPpOHHA MOIITA
5 | KonrakTHuii Tenedon
6 | 1-if neHp OCTaHHIX MICSYHUX
7 | IlopssmkoBHii HOMEp BariTHOCTI 12 3 4 5 6 7 8
8 | BammigHeHHs: HPUPOJIHE OTaKOHI
9 o ssuuaitne EK3 o  IIPT (ICSI)
EK3 O 3aMOpO’KEHi SHIEKITITHHY (BiK KIHKH TIPH
3aMOpO3IIi POKIB)
O JOHOPCHKI AUICKITITHHU (BIK
JIOHOPA )
O JOHOPCHKHIA eMOpioH (BiK
JIOHOpA POKIB)
10 | SAxmo6yno EK3, un nposoaunocs PGT? OTaKoOH1
11 | ITopsakoBHI1 HOMEp IOJIOTIB 12 3 4 5 6 7 8
12 | Jara ocraHHix mOJIOTIB / /
B sxomy tepmini Oynu nojoru THK.
Bara quTHHE 1IpH HapODKCHHI r
13 | 3akiHYeHHs NONIEPEIHIX BariTHOCTEH:
- HOpMaJIbHi MMOJIOTH B 37 THXKHIB 1 Mi3HiIIE OTaKk O HI O KUIBKICTB:
- iepexyacHi moyoru 31-36 THXHIB OTaK O Hi O KUIBKICTG:
- iepeayacHi moyioru 24-30 THXHIB OTaKk O HI O KUIBKICTB:
-camoabopT/3aBMepIIa BariTHICTh 70 12 Tmx/22 Tk | O Tak O Hi O KiJIBKICTB:
-MEpPTBOHAPODKEHHS OTak O Hi O KUIBKICTB!
-TIIepepUBAHHSI BariTHOCTI: 32 OaKaHHSIM O Tak O Hi O KiJTBKICT:
3a MeJI.IIOKa3HuKamMy | O TaK O Hi O KiIbKICTh:
14 | BariTHOCTI 3 IPEEKIaMIICIEI0 O TaKk O Hi O KUIbKICTb:
15 | IIpuitoM ropMoHaNbHBIX MpenapaTiB MiJ 4ac OTaKOHI
BariTHOCTI (porecTepoHu: Ay(dacToH, Ha3Ba Ipenapary
yTPOXKeCTaH, JIOTeTHA Ta 1HIII):
Jlo3a mpenapary Ha 100y
3 IKOTO TEPMiHY
BariTHOCTI
16 | [TpwitoMm acmipiHa: OTaKOHI
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17 | ®omieBa KUCIOTA OTaKOHI

18 | XpoHiuHi 3aXBOPIOBAHHS Y BariTHOI KIHKH:
- IIYKPOBHA J1iaber OTaKoOHI
- TinepToHis OTaKOHI
- CUB (cucTeMHU# YepBOHHI BOBYAK) OTaKOH1
-aaTudochoin THUHCHHAPOM OTaKOHI
- TpomMOOdimist OTaKOH1
- 3aXBOPIOBAHHS IUTONOIOHOI 371031 OTaKOHI

19 | MuadekmiitHizaxBOpIOBaHHS: OTaKOH1
- renatutu (A, B, C), cudwunucra iHmi:

20 | IManinas OTaKOHIONPUIIMHEHO
JIiTH 49U TUTO/IM 3 XPOMOCOMHUMH aHOMaJIisiMU | O Tpucomisa 21 O Tpucomig 18 O
B aHAMHE31 TpucoMis 13

0O 1HIIIC:

21 | Bumanku BpoKeHUX a00 CaJIKOBUX OTaKOHL
3aXBOPIOBaHb y JITEH (SKIIO TaK,
KOHKPETH3YHTE)

22 | Bumagku BpODKEHUX 200 CIaJIKOBHX OTaKoOHI
3axBOpIOBaHb y Bammx poauyiB abo poaundis
90JIOBiKa (SIKIIO TaK, KOHKPETH3YHTE)

23 | Sxwuii mikap ckepyBaB
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Jlooamox b

AKTH BIIPOBA/’KCHHSA

1. AKT BIPOBAXKCHHs: AJITOPUTM MPOTHO3YBAHHS TMEPUHATAIBHOT
MaToJIOTIl JJIsi KIHOK 3 PHU3UKOM BPOKEHOI Ta/ab0 CIMaaKoBOi IMATOJOTII.
Bnposamxeno: MI'L[ 1Y «Iactutyt cnaakoBoi matonorii HAMH Vkpainu», m.
JIsBiB (mrotmit-mucroman 2021 p.).

2. AKT BHOPOBAKCHHS: AJNTOPUTM TPOTHO3YBAHHS TEPHHATAIBHOI
MaToJIOTIl JJisi KIHOK 3 PHU3UKOM BpOJDKEHOI Ta/ab0 CMajKoBOi MAaToJOrii.
Bnposamxeno: KHII JIporoduiirika miceka nomikmidika JIMP (17.11.2021 p.).

3. AKT BIOPOBAPKCHHS: AJTOPUTM TMPOTHO3YBAaHHS TMEPUHATAIBHOL
MaToJIOTIT JJisi KIHOK 3 PHU3UKOM BpOJDKEHOI Ta/ab0 CmajKoBOi MAaToJOorii.
Bnposamxeno: KHII 4-a mickka nomikiidika M. JIbBoBa (17.11.2021 p.).

4, AKT BHOpPOBKEHHS: AJITOpUTM TPODUIAKTUKKA TEPUHATATHHOT
NaTOJIOTII y JKIHOK 3 BPOJKEHHMMH BajaMu cepus Iony. Broposamxeno: KHIIT
JHporodunuka miceka noxikiinika JMP (05.12.2023 p.).

S. AKT BHOpPOBKEHHS: AJTOpUTM TPODUIAKTUKKA TEPUHATATIHLHOT
MaTojorii y >KIHOK 3 BPO/DKEHMMH BajamMu cepils mionay. BmopoBamkeno: Y

«IHcTUTYT cnaakoBoi nmarojorii HAMH VYkpainny», m. JIsBiB (01.12.2023 p.).
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Jlooamox B

CIIMCOK IMYBJIKAIIN 3JIOBYBAYA 3A TEMOIO JTUCEPTAIIII

1. Sharhorodska YeB, Shkolnik OS, Makukh HV, Korinec YaM, Prokopchuk NM.,
Retrospective analysis of the spectrum of congenital heart defects in newborns
and the timing of their diagnosis. XXypHayl KIIHIYHUX Ta €KCIEPUMEHTAIbHUX
MeanyHuX Jgociimkerb. 2018; (6):315-22. doi:10.21272/jcemr. (Ocobucmui
BHECOK: YIbMPA38YKOBI O0O0CHIONCEHHs YACMUHU NAYIEHMIB, AHANI3 APXIBHUX
3HIMKIE Ma 8I0e0, Y3a2albHeHHs. Pe3VIbmamis).

2. Kopineup M, IIpoxomuyk HM, Illapropoaceka €b, Ilkomsuuk OC. Anami3
YacCTOTHU Ta CTPYKTYPU BPOJKEHOI Ta CHAJAKOBOI MATOJIOTIi, IO J1arHOCTOBAHO
HEIHBa3UBHUMH Ta 1HBa3UBHUMHU MeTonamu 3a 2019-2021 pp. Menuunuii hopym.
2021;(24):38-42. (Ocobucmuii 6necox: yabmpazeykKosi OOCHIONCEHHS YACHMUHU
nayieHmis, auaniz apxieHux 3HIMKI6 ma 6i0eo, CMamucmuyHa obpooka ma

V3a2albHeHHsL Pe3Ybmamis, opmynioeanis UCHOBKIE).

3. Bosk IOM, AnTosntok OI1, [Tpokomuyk HM. Panus npenaTtanpHa gAiarHOCTUKA
po3BUTKY 1MoniB. [liBAEHHOYKpaiHCBbKMN MEOUYHHI HAYKOBHH  JKypHAll.
2019;(22):4-11. (Ocobucmuii  enecok: ides pobomu, auaiz NPOMOKONIE
ONnepamusHUX 8MpPy4anb ma aymoncii, YibmpazeyKosi O00CNIONCeHH NAYiEHmIis,
AHani3 apxXiGHUX 3HIMKIE ma 8i0eo, CMamucmuyHa obpooOKa ma Y3a2albHeHHs
pe3yibmamis, hopMyno8ants 6UCHOBKIB, NIO20MOBKA Mamepiany 00 OpyKy).

4, Kopineup M, IIpokomuyk HM, Ilapropoaceka €b, IIkonsHuk OC.
YacToTa Ta CTpyKTypa BPOJKEHOI Ta CHAJKOBOI MATOJIOTI, IO M1arHOCTYEThCS
HEIHBa31MHUMHU Ta 1HBa31MHUMH METOJIaMU cepes] HaceneHHs JIbBIBChKOT 00JacTi.
[liBneHHOYKpaiHChKU MeauyHuil HaykoBuid >kypHan. 2021;29:47-53. URL:
http://178.20.159.39/zhurnaly/29 2021.pdf. (Ocobucmuii enecok: ioes pobomu,

aHali3 NPOMOKONI6 ONepamueHux 6mpy4ansb ma aymoncii, YIbmpa3eyKoei
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00CNIOJNCEHHsT NAYIEHMIB, AHANI3 APXIBHUX 3HIMKI6 ma 6i0eo, QOopMYI08aAHHS
BUCHOBKIB, NI020MOBKA mamepiany 00 OpyKy).

S. [Tpokomuyk H, Hikonenxo M, Kopineup S, IBaniB FO. Ouinka pe3ynbratiB
NpeHaTadbHOI JIIATHOCTUKUA BPOJIKEHUX BaJ PO3BHUTKY IUIOAY y KIHOK B Ppi3HI
tepMiHM Tectarii. [lepcriektuBu Ta iHHOBalii Hayku»(PyOpuka «MenunuHay).
2023; 10(28): 796-808. https://doi.org /10.52058/2786-4952-2023-10(28) -796-808.
(Ocobucmuii 6necok: ioes pobomu, anaiz NPOMOKOLIE ONEPAMUSHUX BMPYUAHb MA
aymoncii, yiompazeyKosi O0O0CHIONCeHHs YACMUHU NAYIEHMI8, AHANI3 APXIGHUX
3HIMKI@ ma 8i0eo, cmamucmuiHa o00pobKa ma Y3a2albHeHHs pe3ynibmamis,
DOPMYNI08AHHS BUCHOBKIB, NIO2OMOBKA MAMEPIANy 00 OPYKY).

6. Anrontok OII, ITpokomuyk HM. IlpenartanbHa M1arHOCTHKAa XPOMOCOMHOI
natoJjiorii. Mennuauit popym. 2016;(8):9-12. (Ocobucmuii énecok: ioesi pobomu,
aHaniz NpPomMoKONI6 ONepamusHux 6mpyyaHb ma aymoncii, YIbmpa38yKo6i
00CNIOJCeHHsT  YacmuHu NAyi€Hmis, aHalli3 apXieHux 3HIMKIE ma 8i0eo,
cmamucmuyHa o00poOKa ma  Y3a2albHeHHS  pe3yabmamis,  QopMynIo8aHHs
BUCHOBKIB, NI020MOBKA Mamepiany 00 OpyKy).

7. Kitsera N, Helner N, Prokopchuk N, Osadchuk Z, Teneta M, Bezkorovaina
G, Mikula M. Reproductive Anamnesis of Women's Cohort with Turner Syndrome
from Lviv Region(West Ukraine). J Genet DNA Res. 2018; 2 (2): 1000110.
(Ocobucmuii enecok: amaniz npPoOmMoOKoOIE ONEPAMUBHUX SMPYUAHb MA AYMONCII,
VILMPA38YKOBL OOCNIONCEHHS YACMUHU NAYIEHMIB, AHANI3 APXIGHUX 3HIMKIE ma
gideo, cmamucmu4Ha 0OpoOKa ma y3a2albHeHHs pe3yibmamis, Qopmyno8anHs
BUCHOBKIB).

8. Jlosunceka MP, ITpokomuyk HM, Mikyna MI, Kopineus M, Onekcrok OBb.
BB 4MHHUMKIB PI3HOI €TIOJNOrli y BUHHMKHEHHS 3aBMHUpaHHs BariTHocTi. Acta
Medica Leopoliensia. 2018;24(4):1823.
doi:https://doi.org/10.25040/am12018.04.018. (Ocobucmuii eénecok: idesi pobomu,
aHali3 NPOMOKONI6 ONepamueHux 6mpy4ansb ma aymoncii, YIbmpa3eyKoei

00CNIOJCeHHsT YaCMUHU NAYIEHMI8, AHANI3 apXi6HUX 3HIMKIE ma 8ideo,
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cmamucmuyHa o0podOKa ma  Y3a2albHeHHs — pe3yabmamis,  opmyno8aHHs
BUCHOBKIB).

Q. Sharhorodska Ye, Prokopchuk N, Helner N, Makukh H. Medical-genetic
consultation of women with congenital heart diseases of fetus. EUREKA: Health
Sci. 2019; (1): 39-47. doi: 10.21303/2504-5679.2019.00845. (Ocobucmuii enecox:
aHali3 NpPoOmMoOKONI6 ONepamueHux 6mpyuyansb ma aymoncii, YIbmpa3eyKoei
00CNIOJICeHHsT  YaCMuHU NAYIEHMI8, AHANI3 apXieHux 3HIMKI@ ma 8ideo,
cmamucmuyHa o00poOKa ma  Y3a2albHeHHs  pe3yabmamis,  QopMynIo8aHHs
BUCHOBKIB).

10. IIpoxomuyk HM, I'ensuep HB, Ilukamtok BC, Autontok OIl. [{lurorenetuune
JOCHIKEHHSI XPOMOCOMHOI maToJiorii 1ioniB. KiliHiuHa Ta ekcrnepuMeHTalbHa
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00CNIOJCeHHsT YaCMUHU NAYIEHMI8, AHANI3 apXi6HUX 3HIMKIE ma 8ideo,
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aHaMHe31, 1110 3YMOBJICHI PO3BUTKOM €MOpPIOHIB/IUIOAIB 13 aHOMaJIbHUM
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NPOMOKOJIE ONEPAMUBHUX 8MPYYAHb MA AYMONCIi, YIbMPA38yKOGI 00CIIOHNCEHHS
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Indopmaniiinuii auct

[Tapropoaceka €b, Makyx [I'B, IkomsHuk OC, IIpokomuyk HM,

[Mumanceka I€, YaiikoBcbka ['C. AnroputMm npodiuIakTUKKM MNpPEeHATATBHOT
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HaToJIOTii y KIHOK 3 BPO/KEHUMH BajJaMy cepisl mionay: iHpopM. yiucT. JIbBiB:
JIHMY; 2023(ioess pobomu, ynempa3zeykosi OOCHIOMNCEHHS HYACMUHU NAYIEHMIS,
cmamucmuyHa 00pobKa ma  Y3a2anlbHeHHs  pe3yibmamis,  QOopMynt08aHHs,
nio2omosKa mamepiaiy 00 OpyKy

MeToau4Hi pekoMeHaamii

Antontok OIl, Ilpoxomuyk HM, ID'enpnep HB, Kopineup AM, yxi.
[IpenaTtanbHa A1arHOCTUKA MPUPOJKEHUX BaJ PO3BUTKY IIOJIMHUA: METOJ. DEK.
UYepniBui; 2018. (idex pobomu, poboma 3 aimepamyprumu Odxcepeoamu,
VALMPA38YKOBI OOCNIONCEHH MA BUKOHAHI COHOZPAMU OCOOUCMO, Ni020MO8Ka
mamepiany 00 OpyKy)

IMaTeHnT

boiiuyk TM, AnTontok OII, IIpokonmuyk HM, Kopinens SAM, BUHaXITHUKH.
ByKkoBUHCBHKUI JepKaBHUNW MEAWYHUNA YHIBEPCUTET, MaTeHTOBIACHUK. (Crocio
MPEHATANIbHOI 11arHOCTUKY XPOMOCOMHOT IMaTOJIOT11 YJITPa3ByKOBUMH MapKepaMHu.
[Matrent VYkpaimm UA 115287 U. 2017 xsitr. 10. 6 c.(ides pobomu, awnaniz
NPOMOKOJIE ONepamusHux 6mpyuanb ma aymoncii, jaimepamypHux odxceper,
VIbMPA38YKOB8I  O0CNIOJNHCEHHSI NAYIEHMIB, AHANI3 APXIBHUX 3HIMKI8 ma 8ioeo,
cmamucmuyHa o06podOKa ma  Y3a2anbHeHHs — pe3yabmamis,  Qopmyno8aHHs
BUCHOBKIB, NI020MOBKA Mamepiany 00 OpyKy).
Te3u koH(pepeHuii

1. Kopinens M, Ilpoxkomuyk HM. AmnHani3 4actoTd Ta CTPYKTYpHU
BpPO/DKEHOT Ta CITaJKOBOi MATOJIOTIi, M0 JIarHOCTYETHhCS YJIbTPa3BYKOBUMU
MeToaaMu. IMyHOreHeTHKa Ta IMyHO3aJieXH1 perpoIyKTUBHI BTpaTtu. Marepianu
HAyK.-TIPAKT. KOH(. 3 MIKHAp. y4acTio 10 60-piuus BiJ JHS HAPOIKEHHS I.M.H.,
npod. IOpis Mocuposuua Tappumoka (1960 2020); 2020 Yepsus 12; JIbBiB,
VYkpaina. JIeBiB; 2020:89-92. (Ocobucmuii enecox: ides pobomu, anauniz
NPOMOKOJIE ONEPAMUBHUX 8MPYYAHb MA AYMONCIi, YIbMPA38YKOGI 00CIIOHNCEHHS
YACMUHU NAYIEHMIB, AHAI3 APXIGHUX 3HIMKIE Ma 810e0, CmamucmuyHa 0opooKa ma

V3a2anbHenHs pe3yIbmamie, hopmynt08aHHs BUCHOBKIE, NiI020MO6Ka Mamepiany 00

OpYKY).
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Kopineus AM, I[Ipokomuyk HM, llapropoaceka €b, Ilkonsauk OC. Ultrasound
diagnosis of the stomach of human fetuses. Development, education, culture:
integration trends in the modern world. Proceedings of the XIV Inter Sci Pract
Conf. 2023 Apr 11-14; Oslo, Norway. International Science Group; 2023. P. 215-
220. URL: https://isg-konf.com/development-education-culture-integration-
trends-in-the-modern-world. (Ocobucmuii énecox: ynbmpazeykosi docrioxcenns
yacmuHU NAYIEHMIB, aHAll3 apXi6HUX 3HIMKIE ma 6i0eo, cmamucmuina oopooKa

mMa y3a2a1bHeHHsl pe3yibmamis, opmyno8ants GUCHOBKIR).

3. Anrtonwok OII, I'nareitko O3, IIpokonuyk HM, I'enbuep HB. ['eneTnunuii
MOHITOPUHT NPUPOHKEHUX BaJ[ PO3BUTKY, CAMOBUIBHUX BUKHUIHIB Ta HEILUIITHUX
nuto01B. [Ipupoannyl yntanusa. Matepianu [V MixkHap. HayK.-mipakT. KoH).; 2017.
Tpas 18-21; Yepnipmi. Kniniuna ta ekcnepumeHTanbHa natosorig. 2016.; 15 (2):
20-27. (Ocobucmuii suecok: ides pobomu, auaniz NPOMOKONIE ONEPAMUSHUX
BMPYHUAHb MA AYMONCIi, YIbMPA38YKO8I 00CIIONCEHHS YACMUHU NAYIEHMIB, AHA3
apxieHux 3HIMKI@ ma 8ideo, cmamucmuyHa o00podKa ma  Y3a2albHEeHHs

pe3yibmamis, YoOpMynI08anHs BUCHOBKIS, NIO20MOBKA Mamepiany 00 OpyKYy).
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