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CPABHUTEIbHbIE ACTMNEKTbI MPEHATAJIbHOU OUATHOCTUKU BPOXXAEHHBLIX MOPOKOB
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PesynbTaTbl npoBeAeHHbIX NCCNeAoBaHNI CBMAETENbCTBYIOT, YTO YNbTPa3ByKOBbIE MapKepbl 3a-
HYMaloT BeAyllee MecTo B paHHel AMarHoCTUKe BPOXAEHHbIX MOPOKOB Pa3BUTUSA U XPOMOCOMHbIX @HO-
manui. MNpy npoBegeHUn aHanuaa CTPYKTYpbl YbTPasByKoOBbIX Mapkepos B 1,9 pasa 4alle oTMe4eHo
CcoYeTaHne HEeCKONbKUX MO CPaBHEHWUIO C N30NTMPOBAHHBLIMW N3MEHEHNSIMU, XPOMOCOMHbIE aHOManum
BblsiBrieHbl B 13,3 % Npu “30NMpOBaHHbLIX YrbTpa3ByKOBbIX Mapkepax U B 9,4 % npu covyeTaHun He-
cKomnbknx. Hambonblunii yaenbHbIi BEC B CTPYKTYpe BCEX yNbTpa3ByKOBbIX MapKepoB NPUHaANexuT
BPOXAEHHbIM nopokam cepaua (11,7 %), cpeon HUX OTMEYEH BbICOKUIA YPOBEHb XPOMOCOMHbIX aHO-
Manuin — 57,1 % npv n30nupoBaHHbIX BPOXKAEHHbIX nopokax v 20,7 % npu coveTaHun ux ¢ ApyruMmu
ynbTpa3ByKoOBbIMWU Mapkepamu. [onyyeHHble pe3ynbTaTbl HEOBXOAMMO yunThbiBaTh Npu paspaboTke
anropyTMa NpPOrHOCTUYECKMX MEPOMPUATUI Y XKEHLLMH C ddakTopaMm pucka.

KnioueBble cnoBa: npeHaTanbHas QMarHoCTvka, BPOXAEHHbIe MOPOKM pa3BUTUS, XPOMOCOMHbIE
aHomanuu.

UDC 618.3/5-007-056.7-073

V. V. Artyomenko

PRENATAL DIAGNOSTICS COMPARATIVE ASPECTS OF CONGENITAL DEVELOPMENTAL
MALFORMATIONS AND CHROMOSOMAL ANOMALIES WITH THE HELP OF ULTRASONIC AND
BIOCHEMICAL SCREENING

The Odessa National Medical University, Odessa, Ukraine

Introduction. In recent decades there is a tendency of the inherited diseases and congenital ab-
normalities increase in world population. Due to WHO data the inherited diseases and congenital ab-
normalities are registered in 5-5.5% of the newborns, 1.5% of them are due to the unfavourable exo-
genic reasons during pregnancy, others are of mainly genetic nature.

The research objective — to study the comparative aspects of the ultrasonic and biochemical
screening in fetal congenital developmental and chromosomal abnormalities.

Materials and methods. 251 pregnant women and their fetuses were under observation (163 —
main group with different fetal congenital anomalies diagnosed during pregnancy or just after labours,
comparative group — 88 women with the risk of congenital anomalies but delivered healthy children
and 59 — control group — women without risk of congenital anomalies) to perform clinical obstetrical
examination, ultrasonic feto- and placentometry in 10—14th, 20—24th and 32—34th weeks of gestation,
serum levels of AFP, PAPP and HCG.

Results and conclusions. Ultrasonic markers take a leading place in early diagnostics of con-
genital developmental anomalies and chromosomal anomalies. During the ultrasonic markers struc-
ture analysis the combination of several in comparison with the isolated changes is 1.9 times more
often noted, chromosomal anomalies are revealed in 13.3% at the isolated ultrasonic markers and in
9.4% at a combination of several ones. The greatest relative density in structure of all ultrasonic markers
belongs to congenital heart diseases (11.7%), among them high level of chromosomal anomalies —
57.1% is noted at the isolated congenital defects and 20.7% at their combination to other ultrasonic
markers. High level of a chromosomal pathology is noted at fetal growth retardation (66.7%) and cysts
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gygrome of neck (37.5%) in a combination with other ultrasonic markers. Specific deviations from
normal pregnancy markers at various kinds of congenital developmental anomalies had 16-71% of
patients, complex changes pregnancy markers are noted in 19.2% in the basic group of patients and
in 10.0% — in comparison group. The received results are necessary for consideration by algorithm
working out in forecasting measures at women with risk factors.

Key words: prenatal diagnostics, congenital developmental anomalies, chromosomal anomalies.

Bctyn

OcTaHHIMK gecaTuniTTaMn B
YCbOMY CBITi BiAMiYeHa TeHOEeH-
Lis 4O HEeYyXMMbHOro 3pOCTaHHSA
NOLUMPEHOCTI cnagKoBux xBopob
i BPOOXKEHMX aHomanin cepea
HaceneHHda. 3a gaHumn BOOS,
cnagkoBi XBOpPOOGW i BpOMXKEHi
Baan po3sutky (BBP) peectpy-
toTbcsa y 5-5,5 % HOBOHapoxe-
HUX, y ToMy Yncni Ha BBP npu-
nagae 2—3 %. MNpu ubomy 1,5 %
3 HMX 3yMOBIIEHI fi€l0 Hecnpu-
ATANBUX €K30MeHHUX YUHHUKIB
nig Yac BariTHOCTI, AKi MatoTb ne-
peBaXHO reHeTUYHy npupoay
[1-3].

3 MeaunKo-opraHi3auinHoi Tou-
KU 30py, BupiwanbHa ponb Yy
KOMIeKCi 3axoaiB Wwoao npodi-
nakTkn Ta 3anobiraHHa cnag-
KOBIl i BpOKEHI naTonorii Ha-
NeXnTb npeHaTanbHin giarHoc-
Tuli, Wo gossonse 3anobirtu
HaPOKEHHIO OITEN 3 TXKKUMMU,
HeKopuMroBaHMMn Bagamm po3s-
BUTKY, 3 COLianbHO 3HaYYyLLn-
MU Ta CMEPTENbHUMU FEHHUMM
i XPpOMOCOMHUMMK XBOpobGamun
[1-3].

barato aBTopiB BBaxatoTb,
WO OAHUM 3 HambinbL pauio-
HanbHUX i NEePCNeKTUBHUX Ha-
NPAMIB, SKi CNPUSIOTb 3HMKEHHIO
iIMOBIPHOCTiI pO3BUTKY 3axBOpIo-
BaHHS, € NOro NPOrHO3yBaHHS,
O A03BOSIIE BM3HA4YaTU Hau-
OinbLU pauioHanbHy TaKTUKY Be-
OEeHHs nauieHTa, BpaxoByBaTH i
BUKOPUCTOBYBATWU BCi MOXIUBI
NpoinakTyHi Ta nikyBarnbHi 3a-
xoawn [1-3].

[Nonpu goceig, HakonNM4eHMin
aesknMmmn gocnigHukamm [1-3],
MOXXITMBOCTIi NOPIBHAMNBbHOT OLliH-
KV poni ynbTpasBykoBOro Ta bio-
XIMIYHOrO CKPUHIHTY B MNpeHa-
TanbHin giarHoctuui BBP i xpo-
MOCOMHUX aHOManin y nnoga
BUBYEHI He MOBHICTIO, WO CBia-
YNTb NPO aKTyanbHICTb 06paHo-
rO HayKOBOrO Hanpsimy.

MeTa pgocnigXXeHHA — BU-
BYMTU MOPIBHANBHI acnekTn poni
yNbTpa3BYKOBOro Ta BioxiMiyHo-
ro CKpVHIHry B NpeHaTanbHin gia-
FHOCTULI BPOAXXEHUX Bag pPoO3-
BUTKY i XpPOMOCOMHMX aHOMarin
y nnoga.

MaTepianu Ta meToau
pocnigXXeHHs

[na pocsrHeHHs nocTtasne-
Hoi meTn B6yna cdbopmoBaHa go-
chnigxyBaHa rpyna, oo sKoi yBi-
vwna 251 BaritHa xiHka. [nsa Bu-
BYEHHS YMHHUKIB pU3NKy hop-
MyBaHHA BBP, wo TpanngatoTsca
Han4yacTiwe, i XPOMOCOMHUX aHO-
Manin y nnoga Ta BU3HAYEHHS
MO>XJMBOCTI X MNPOrHo3yBaHHSA
BariTHUX Oyrno po3aineHo Ha oc-
HOBHY rpyny i rpyny NOPiBHSIHHS.
OCHOBHyY rpyny yTBOPUIN XiHKMN,
BigibpaHi 3rigHO 3 KpuTepiem
BKIMHOYEHHS: AiarHOCTOBaHi BpoO-
DPKEeHi aHomanii y nnoga nig yac
BariTHocTi abo Bigpasy nicrns no-
noris (n=163). do rpynn nopie-
HAHHSA YBIALWNM NaUiEHTKN, SKi
Manu nig 4ac BariTHOCTI puauk
HapOAXXEHHS ANTUHU 3 BPOLXKE-
HUMW aHOManisiMK, ane Hapoau-
nu 3gopoBux giter (n=88). Kor-
TponbHa rpyna 6yna cdopmo-
BaHa 3 XiHOK, SIKi He Manun puaun-
Ky HapOMXXeHHS OiTein 3 BpoaKe-
HUMW aHOManis MK Ta 3BEpPHYNU-
Cs AN 06CTEXEHHs 3a BNacHUM
baxaHHam (n=59). Posnogin na-
LLiIEHTOK OCHOBHOI rpynu i rpynu
NOPIBHAHHA Ha NiArpynu NpoBo-
ANNN 3 ypaxyBaHHAM KOHKpeT-
Horo BapiaHTa BBP abo Bpomxe-
HOT aHOManil.

KpuTepil BKNOYEHHS:

— BPOMKEHi aHoMarnii B aHam-
He3i Npu nonepegHix BaritHoC-
TAX;

— XPOMOCOMHI aHomanii B
aHamHesi Npu nonepeaHix Barit-
HOCTSX;

— BPOMKEHI Ta XPOMOCOMHI
aHomanii, aki 0ynu giarHocTtoBa-
Hi Mg Yac oCTaHHbOI BariTHOCTI.

KpuTepiin BUKNOYEHHS — Bia-
MOBa XiHKM Bif, J0OAaTKOBOro 00-
CTEXEHHS nif, Yac ujiel BariTHOCTI.

bioeTnyHi acnekTn nongaranu
Yy NMMCbMOBIW 3rofi XiHKn1 Ha nNpo-
BEJEHHA OCHOBHUX i Ao4aTKO-
BMX METOAiB OOCHIMKEeHHA. Ycsa
anapaTypa Ta Habopwu peakTuBiB
Oynu cepTudikoBaHi 3rigHo 3
YMHHMM 3aKOHOLaBCTBOM, a 3a-
CTOCOBaHiI MikyBarbHO-Npodinak-
TWUYHI 3axoau Bigmosiganu Kii-
HiYHMM npoTokonam MOS3 Yk-
paiHu.

YnbTpasByKoBE AOCHIIKEHHS
(Y3[) npoBoamnu Tpboma eTa-
namun y 10-14, 20-24, 32—
34 TwxK. BariTHOCTI. Y nepLiomy
TpUMeCTpi BariTHOCTI nig yac
AOCTiAXEeHHS BUKOPUCTOBYBanu
TpaHcabaoMiHanbHUI i TpaHc-
BariHanbHWn JaT4YnKKn, NPoOBOAM-
nn GioMeTpito NnigHoro AnuUs, BU-
MiptoBann Kynpuko-TiM ssHUN
po3mip eMmbpioHa. AHaTOMIO eM-
OpioHa BMBYanM N OLIHKY €KCT-
paamHianbHUX YTBOPEHb MPOBO-
OWnn BiANOBIAHO OO NMPOTOKONY
MO3 Ykpainn wopgo Y3[ y nep-
oMy TpuMecTpi BariTHocTi. Oc-
HOBHa MeTa AOCHiAXeHb Ha LibO-
My eTani nonsrana y BUSIBIIEHHI
yNbTpa3BykoBMX Mapkepie (Y3M)
XPOMOCOMHOI MaTonorii Ta rpyomx
BBP, wo € nokaszaHHaAMKU Ans
iHBa3nBHOI NpeHaTtanbHOl aia-
FHOCTWKM, @ TaKOX Yy AiarHOCTU-
Ui akyLLepcbKol naTonoril.

Y pgpyromy i TpeTboMy Tpu-
MecTpax BariTHOCTi BM3Ha4vanm
KiJTbKICTb MNOAIB, X NMOMOXEHHS
i NnepeanexaHHsi, NPOBOAMIN PO3-
LIMpeHy beToMeTpIto, NaLeHTo-
rpacdito, BUMiptoBaHHSA KiflbKOC-
Ti HABKONOMMIAHMX BO, a TaKOX
JetanbHe BMBYEHHS aHaTOMIl
nroga BignoBiAHO OO MPOTOKO-
ny MO3 Ykpaium woao gocni-
KEHHA Y APYroMy—TpeTboMy
TpuMecTpax BariTHOCTi. Exorpa-
diyHe OoCnigKEHHSA Ha LbOMY
eTani 403BONANO YTOYHUTK Xa-
paktep BBP, BusiButun i andepeH-
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uiroBatn Y3M XpOMOCOMHOI na-
Tonorii nnoga Ta BU3HAYUTU Ha-
SIBHICTb MiAcTaB Ansi NpoBeaEH-
HS1 BariTHMM iHBa3MBHMX npoue-
Ayp 3 METOoK BUKNIOYEHHA abo
niaTBepOXXEHHA XPOMOCOMHOT
naronorii nnoaa.

Cepea WwmnpoKoro crnekTpa cu-
pOBaTKOBMX MapKepiB BariTHOC-
Ti My Bigganu nepesary anbda-
deTtonpoTeiHy (API); acouino-
BaHOMY 3 BariTHICTIO NpoTeiHy A
(PAPP) i xopioHi4HOMY roHago-
TponiHy noguHu (XIJ1), piBHi
AKUX BU3HAYanu LWIsxoM iMyHo-
depMeHTHOro aHanisy 3a 3a-
ranbHOMNPUAHATUMU MEeToLMKa-
M.

B ocHoBHil rpyni Ha Bioximiy-
Hi Mapkepu BariTHocTi 6yno o6-
ctexxeHo 39 (26,5 %) nauieHTok,
y rpyni nopiBHAHHSA — 35 (42,2 %),
a B KOHTPONbHIW rpyni — 52
(91,6 %). Y 88 Bunagkax Bu3Ha-
yeHo PAPP,y 92 — A®l iy 96
cnoctepexeHHsax — XIT1.

Pe3ynbTatu gocnimxeHHs
Ta iX 0OroBopeHHs

[ns Bu3HayeHHsA edhbeKTUBHOC-
Ti Y3-CKpUHIHIy WOA40 BUSABMEH-
Ha BBP i xpomMocoMHMX aHOMa-
nir Ha gononoroBomy etari Oy-
N1 NpoaHani3oBaHi pe3ynbTatn
Y3[ nauieHTok nig 4ac Barit-
HOCTI.

Cepen BBP nnoga, BusiBne-
HWX B OCHOBHIl rpyni, nepeBaxa-
I0Tb BPOOXeHi Bagn HepBOBOI
cuctemun (23,1 %), Ha apyromy
MicLi — MHOXMHHI BBP (20,7 %),
Ha TpeTbomMy — BBP cucremmn
kpoBoobiry (20,4 %). Y cknagi
MHOXWHHUX BBP npoBigHuMn €
BPOMKEHI Baan CUCTEMM KPOBOODI-
ry, HEpBOBOI Ta KICTKOBO-M’130BOI
CUCTEM.

Y rpyni XiHOK, WO Hapoaunu
DiTen 3 BPOOKEHNMM aHOMarnisa-
Mu (n=163), y nepLuomy Tpume-
cTpi BaritHocTi Y3l He npoBo-
annocs y nosioBuHi BUNagkKiB
(50,3 %). Y 33,4 % XiHOK nig 4Yac
obCTexXeHHsA naTtonorii He BUSB-
neHo, y pewrti Bunagkis (16,3 %)
BusaBneHi BBP abo Y3M xpomo-
COMHOI naTonorii y nnoaa.

Y 12,3 % nauieHToK giarHoc-
TOBaHO i30nboBaHi BBP abo Y3M
XPOMOCOMHUX aHomarnin, y 4,9 %

P

— 3MiHM Oynu noegHaHumMmn. Y
cTpykTypi BBP HanuvacTiwe Bu-
SABNSANNCSA Baan HEPBOBOI CUCTE-
Mmn (36,7 %), LUNYHKOBO-KMLLKO-
BOro Tpakty (36,7 %) i cevocTa-
Tesoi cuctemu (13,3 %). Xpomo-
COMHa naTonoris BUsIBNEHa npu
ubomy y 16,7 % Bunagkis, Haw-
OiNbLUy KiNbKiICTb XPOMOCOMHUX
aHomanin (75,3 %) BigMivyeHo y
nnoaiB 3 KiCTO3HOK FirpomMoto
LIKNT Ta HEIMYHHO BOASIHKOM. Y
CTPYKTYpPi XpOMOCOMHOI NaToso-
rii HAKGINbLLY NMTOMY Bary Manm
cuHgpom Epeapaca (37,5 %),
cuHapom Lepwescbkoro — Tep-
Hepa (25,0 %), no 12,5 % npu-
nano Ha cuHapom [ayHa i kapio-
MM — 47 XY+mar, 47 XX+C.

Y rpyni nopiBHAHHA (N=88)
Y3M xpomocoMHOi natonorii
nnoaa susieneHi B 4,8 % sunaa-
KiB, Y 54,8 % BariTHMx natonorii
npu Y3 He BusineHo, y 40,4 %
0OCTEXEeHHS1 HE MPOBOANIIOCS.

Y rpyni koHTponto (n=59) Y3/
y nepLiomMy TPMMECTPI BariTHOC-
Ti npoBegeHo y 92,4 % naujien-
TOK, naTonorii Npu obCcTeXeHHi
He BUSIBINEHO.

Y Apyromy Ta TpeTboMy Tpu-
MecTpax BariTHocTi Y 3[] BMKOHa-
HO B OCHOBHIV rpyni 'y 77,9 % i-
Hok. KicTo3Ha rirpoma wui y no-
€HaHHi 3 iHwWumKn Y3M Busene-
Ha Yy 4,9 % Bunaakie, y 37,5 %
3 HUX BUABNEHI XPOMOCOMHI
aHomanii. Y 1,2 % sunaakie gia-
rHocToBaHo cuHgpom Lleplues-
cbkoro — TepHepa Ta CTpykK-
TYPHI 3MiHM XPOMOCOM, NPU LbO-
My KICTO3Ha rirpoma noeaHyBa-
nacsa y 1,2 % nnoais 3 HeiMyH-
HO BOASIHKO (Mpyn MOHOCOMiIi X
i 3 baraToBoOasM).

3MmiHM hopmm vepena nnoga
(bpaxiuedranisa Ta gonixoueda-
nisl) ik NoegHaHi 03HaKN BUSIB-
nexHo B 1,81 1,2 % Bunagkise BiA-
noBigHo, 6paxiuedanis Bigmive-
Ha sk oguH 3 Y3M npu cuHapo-
Mi EgBappgca, kapiotun y peLuTi
BMnNagkis 6yB HOpManbHUM.

Mikpouedranisi giarHocToBaHa
K i3onboBaHa o3Haka B 0,6 %
BUMNaKiB, Y NOEAHAHHI 3 iHLLIMMN
mMapkepamn — B 1,8 %, 3MiH Ka-
pioTny nnoga He BUSIBNEHO.

HactynHa rpyna Y3M xpomo-
COMHUX aHOMarlii — Lie BpoaKe-
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Hi Bagu cepus. Ak isonboBaHa
O3Haka usa Baga Tpanunaca y 4
(2,5 %) nnogis, y 2 (50,0 %) i3
HUX BUSIBIIEHI XPOMOCOMHI aHo-
Manii, B ogHOMY BuUNagKky — Le
cuHgpom [ayHa, B iHWOMY —
cuHgpom Egsappaca. Y noeaHaH-
Hi 3 IHWKMMKU Mapkepamn BpPO-
[KEeHi Bam cepus 3apeecTpoBa-
Hi 'y 15 (9,2 %) Bunagkax, y 3
(20,0 %) 3 akux BigMIYEHi XpoO-
MOCOMHIi aHomanii. CnekTp umx
aHomanih npeacraBfieHUn Ta-
KUM YMHOM: cuHapom [ayHa
(n=1) y noegHaHHiI 3 rinonnasieto
nerexiB; cuHapom Matay (n=1) y
noegHaHHi 3 cepeguHHUM po3-
wenneHHam obnuyys, rinonna-
3iel0 YyepB’saka MO304YKa, OM-
danouene; cuHgpom Egsapaca
(n=1) y noegHaHHi 3 mikpoueda-
i€, CUHOAKTUNIE | ManoBoa-
asm. Y 2 (13,3 %) i3 15 Bunag-
KiB Oynu BUSIBNEHI CTPYKTYPHI
3MiHM XpOMOCOM, siKi NoegHyBa-
nucs 3i 36iNblUEHHSM LWUAHOI
CKNnagKku 1 atpesieto agBaHagus-
TUNanoi KUWKKN. [inepexoreHHi
POKyCKU y LINyHOYKax cepus
Tpannanucs sik noegHaHi Y3My
2 (13,3 %) Bunagkax, akapgis —
B 1 (6,7 %) Bunaagky y Burnsgi
i30N1bOBAHOrO Mapkepa y nnoga
3 OBINHAT, NATOMOrii XpOMOCOM
NPV LbOMY He BUSIBNEHO.

Mpn npoBedeHHiI aHaniay
cTpyktypn Y3M B 1,9 pasy yacrTi-
e BiAMIYEHO NMOEeOHaHHS Kinb-
KOX MapKepiB NOPIBHAHO 3 i30-
NbOBaHMMM 3MiHaMM1, XPOMOCOM-
Hi aHomanii BuseneHi y 13,3 %
BMNaAKiB Npwu i3onboBaHux Y3M
i B 9,4 % — npw noegHaHHi Kinb-
kox Y3M. Hanbinbwa nutoma
Bara y CcTpykTypi Bcix Y3M Hane-
XWUTb BPOSKEHUM Bajam cepus
(11,7 %), cepen Hux BigMivYeHO
BUCOKUIA piBEHb XPOMOCOMHUX
aHomanin — 57,1 % npw i3onbo-
BaHMX BPOLKEHMX Bajax cepus
i 20,7 % npu NoeAHaHHI ix 3 iH-
wumu Y3M. BunagkiB rigpoue-
danin BusieneHo 8,5 %, npote
XPOMOCOMHOI NaToNoril Npu Lbo-
MY He 3acbikcoBaHo. Taki Mmapke-
pWY, SK KiCTU CYAMHHUX CMneTeHb,
AdiadparmanbHa rpwxa, 6araTo-
BOAAS, rinonsiasid HOCOBOI KiCT-
KW, i30MbOBaHO Tpannsnucs B
NOOAMHOKUX BMNagkax, npoTe y
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100 % npu LbOMY BUSIBMEHI XPO-
MOCOMHi aHoManii. ATpesis oBa-
HagUATUNAaNol KULLKKW, KULIKOBA
HEenpoXigHiCTb, KiCTO3HO-aAeHo-
MaTo3Hi BBP nereHis noegHyBa-
nmcsa 3 XpOMOCOMHMMUK aHOMa-
niamn y 50 % Bunagkis. Bucokuii
piBEHb XPOMOCOMHOI naTonorii
BiAMIYEHO npu 3aTpuMui pocTy
nnopa (66,7 %) i KicTO3HiW rirpo-
Mi Wi (37,7 %) y NOEAHAHHI 3 iH-
wummn Y3M.

AHanisytouu gaHi gocnigpkeH-
HS1 HA CMPOBATKOBI MapKepw Ba-
rTHAX B OCHOBHIW rpyni Ta rpyni
NOPIBHAHHSA, MOXHa 3pobutmn
BUCHOBOK, LLIO 3HMXeHHS PAPP
BMABNANOCA y ABOX rpynax npu-
OnNM3HO 3 04HAKOBOI YaCTOTO
(30,8 i 34,3 % BignosigHo; p>
>0,01), nigBueHHa gaHoro 6io-
XiMiYHOro Mapkepa BABiyi YacTi-
e Bigmivanocs y rpyni nopie-
HaHHA (10,31 20,0 %).

3HmkeHHs ADIT cnocTepira-
nocay 6,4 % BvnagkiB y OCHOB-
HiM rpyni, y rpyni NOpiBHSAHHA —
y 12,5 % (p>0,01), niaBuLleHHS
LbOro Mapkepa Bigmiyanocs B
OCHOBHIN rpyni y 32,3 % Barit-
HUX iy 18,8 % XiHOK y rpyni no-
piBHSAHHSA (p>0,01). 3miHm XTIy
Oik 3HMWKEHHS Byno BUSIBNEHO B
20,0 % iHOK B OCHOBHII rpyni Ta
B 12,9 % — y rpyni NOpPiBHSAHHSA
(p>0,01), y Gik nigBMLWEHHA —
y 46,7 i 51,6 % BignoBigHoO
(p>0,01), To6TO 3MiHM cMpoBaT-
KOBMX MapKepiB BUABNSANNCS Y
ABOX rpynax npmbnusHo 3 ogHa-
KOBOIO 4aCTOTOH0.

3 MeTo BCTaHOBMNEHHSA Aia-
FHOCTUYHOI 3HAYYLLIOCTi NMOKa3HW-
KiB CMpOBaTKOBUX MapKepiB Ba-
rTHOCTI Oynu BU3HAYEHI iX YyT-
NMBICTb, cneynivHICTb, NPOrHoC-
TU4YHA LiHHICTb NO3UTMBHOIO pe-
synbTaTty (ML) i nporHocTuyHa
LiHHICTb HEraTMBHOrO pesyrbTa-
Ty (MUH) ons BpogkeHUx aHo-
Manin y Wifiomy, a Takox A4 OK-
pemux rpyn BBP i xpomocomHmx
aHomanin.

Y pesynbTaTti NpoBeAeHoro
aHanisy BCTaHOBIIEHO, O CUPO-
BaTKOBi MapKepu BariTHOCTI npu
BPOOXKEHUX aHOManisax MakwTb
BiZAHOCHO HEBWUCOKY YYTNMBICTb i
BUCOKY cCreynivHiCTb: YyTnn-
BicTb konuBanacsa Big 0,07 go
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0,38, npu ubomMy HaKbinbLIO
YyTNMBICTIO XapakTepusyBaro-
ca 3HmxeHHa PAPP (0,38), a
HaNMEHLLOK — 3HWKEHHA AT
(0,07). AHanisytoum oTprMaHi AaHi,
MOXXHa 3pOOMTN BMCHOBOK, LLO
CUPOBATKOBI MapKepwn BariTHOCTI
MatoTb BUCOKY crieumndidHicTb (Big
0,44 po 0,91), Hanbinbla cne-
LMGiYHICTb ycTaHOBMeHa Ang
nigeuweHHa APl (0,91), a ta-
KOX Ons 3HwkeHHst XITT i A®T
(0,88 i 0,81 BignoBigHO), HaK-
MeHLLa crneumqidHiCTb XxapakTep-
Ha anga nigsuweHHa X1 (0,44).
lMporHocTnYHa LiHHICTb Hera-
TMBHOrO pe3ynbTaTy BU3Ha4YeHa
SK BigHOCHO cTabinbHa Benu4yn-
Ha NPaKTU4HO ANSA BCiX CMpOBa-
TkoBUX MapkepiB (Big 0,5 go
0,59), Hanbinbwa — ANnA 3HU-
XeHHa PAPP i HanmeHwa —
Ong nigBULLEHHSA | 3HMXEHHS
AO®TI1. MNMporHocTUYyHa UiHHICTb
No3NTUBHOrO pesynbTaTy Gyna
HaMBULLOW Npu 36inbLieHHi AT
(0,76) i HAMMEHLLO — NpPU 3HU-
XeHHi yboro mapkepa (0,25).

Y nigrpyni BariTHUX i3 MHO-
XUHHUMK BBP pesynbtatu Gio-
XiMIYHOTO CKPWHIHIY ©ynun Taku-
mun: PAPP Big 0,1 go 3,2 MOM,
y cepegHbomy — 0,9 MOM; AQTT
— Big 0,65 go 5,1 MOM, ce-
pedHe 3HayeHHa — 2,1 MOM,;
XM — Big 0,3 go 3,1 MOM, y
cepegHbomy — 1,5 MOM.

Y NonoBMHM NaLlieHTOK 3 MHO-
*vHHummn BBP (50,0 %) Bigmive-
Hi 3MiHn PAPP meHwe 0,5 MOM,
36inbLUEHHs1 4aHOro CUPOBAaTKO-
BOro mapkepa noHag 2 MOM —
y 17,2 % Bunagkis. Y pewrTi
33,4 % Bunapgkie 3Ha4yeHHa PAPP
BiAMNoBigano HopmasnbHOMY piB-
HI0. Y JaHin nigrpyni nauieHTok
306inbLueHHs APl noHag 2 MOM
Biamivanocsa y 50,0 % sunagkie,
y pewwTy nauieHtok A®I 6yB Hop-
ManbHUM. 3miHn XI'J1 meHLwe
0,5 MOM BigmivyeHo y 14,1 % 00-
CTEXEHUX MaLiEHTOK, Y TPETUHU
BariTHux (33,3 %) XI'J1 nepeBu-
wyeae 2 MOM, HopmanbHWiA pi-
BEHb JaHOro CMPOBAaTKOBOIO Map-
Kepa BariTHOCTI BigMivyeHun y
50,0 % Bunagkis.

MokasHukn PAPP y nigrpyni
NavjieHTOK i3 XpOMOCOMHOLO NaTo-
norieto y nfoga 3miHoBanucs B
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mexax Big 0,28 no 1,0 MOM,
CTaHoBna4YM y cepegHbomy 0,4
MOM; piBeHb ADIT — Big 0,4
no 1,1 MOM, cepegHe 3Ha4eH-
Ha — 1,1 MOM; XI'lT1 — Big 0,22
no 3,1 MOM, y cepegHboMy —
0,9 MOM.

Y uin nigrpyni 3apeectposa-
HO TaKi BiAXWMNEHHS CMPOBATKO-
BOro Mapkepa Big HOpMaTUBHO-
ro 3HaJeHHs: pieHb PAPP meH-
we 0,5 MOM Bigmi4yeHo y norno-
BUHK BaritHnx (50,0 %), 36inb-
weHHsa noHag 2 MOM He 3ape-
ecTpoBaHo, y 50,0 % obcTexeHnx
nokasHuk PAPP Bignosigas Hop-
Mi. PiBeHb A®IT meHwe 0,5 MOM
BMABMEHO Y 4BEpPTi NauieHToK
(25,0 %), 6inbwe 2 MOM — y
Takoi X KinbkocTi (25,0 %), T06-
TO HOpMaribHi 3Ha4YeHHA AP ma-
nm 50,0 % obcTekeHux Barit-
HuX. MNokasHukn XIJ1 6ynu Takn-
mu: y 43,3 % 3apeecTpoBaHO
3HWKEHHS PiBHS JAHOr0 Mapke-
pa meHwe 0,5 MOM, nigBuLLEH-
HA Oinbwe 2 MOM BigmivyeHe
y 29,1 %, y pewTn nauyieHToK
(28,4 %) nokasHukn XIT1 Bigno-
Biganm HopmMi.

Mig wac aHanisy cupoBaTKo-
BUX MapkepiB npu pisHnx BBP y
nrnoga 6yno BCTaHOBIMEHO, WO
npu Bagax pPO3BUTKY HEPBOBOI
cMCTEMW criocTepiranacs xapak-
TepHa 3MiHa APl y Gik 36inbLUeH-
HA (y cepegHbomy — 2,6 MOM),
npu LUbOMY B Niagrpyni 3 Bigkpu-
TMMK aedeKkTammn HepBOBOI TPYO-
KN cepefHin piBeHb ADIT carae
2,8 MOM. 30inbweHHa API
noHag 2 MOM Bigmivyanocs y
50,0 % Bunagkis, npu UbLOMYy B
NOSIOBMHU 3 HUX piBeHb ADIT ne-
pesuwyBae 4,7 MOM. binbw
HiXX Y NOSTOBUHK NaLieHTok 3 BBP
HepBoBoI cuctemu (58,2 %) Bia-
MiyeHi BigxmneHHa PAPP Big Hop-
mu. 3miHm XI'J1 3apeecTpoBaHo
y 23,3 % obcTexeHnx NaLieHToK.

Y nigrpyni BaritTHux i3 BBP
CUCTEMU TPaBIIEHHS y pe3ynbTa-
Ti BIOXiMIYHOrO CKPUHIHIY BigMi-
yeHi 3miHn APl (cepeaHe 3Ha-
YeHHa — 2,4 MOM), XIT1 (y ce-
pegHbomy — 2,1 MOM), ocob-
NUBO NpU BIAKPUTUX OedeKTax
nepeaHbOoi YEPEBHOI CTiHKM (rac-
Tpowwuauc, omdanouene), npu-
yomy A®PI1 Ginbwe 2 MOM Bia-

OLECRAH MELRVAHR K 9PHRN



miveHo y 50,0 % nauieHTOK.
PiseHb PAPP 6yB 3miHeHun y
50,0 % BariTHux, XI'J1 Bigpi3HsaB-
csa Big Hopmun y 45,5 % Bunagakis.

Mpn BBP ce4vocTtateBoi cuc-
TEMWN HaNBINbLL XapaKTepHUMM
6ynu aminn X1 (54,4 %) i PAPP
(40,2 %). 36inblUeHHS i 3MeH-
weHHa ADIT Big HOpMaTUBHUX
3HayeHb Bigmivyanocs B 16 % Bu-
nagkKi..

Y nigrpyni BaritTHux i3 BBP
KiCTKOBO-M’S130BOI CUCTEMU BU-
SIBIIEHO BUCOKMIA piBeHb ADTT —
y cepegHbomy 3,1 MOM. 3miHe-
Huin PAPP y naHiin rpyni 3apeec-
TpoBaHo y 71,1 % Bunagkis, y
30,4 % XiHOK BUSABMNEHO 3MiHU
AOIT i XIT.

HanbinbLwi 3mMiHM cnpoBaTko-
BUX MapKepiB BariTHOCTI y rpyni
BariTHMUX i3 MHOXWHHUMK BBP
BigMiveHi wopo APl (cepeaHe
3HavyeHHa — 2,1 MOM), 36inb-
weHHa A®I nonag 2 MOM 3a-
peectpoBaHo y 50,0 % Bunagakis.
Y 67,7 % nauieHTOK BigMiYeHi
BigxuneHus PAPP. 3miHn XIJ1
Mann 47,3 % obcTexxeHux nauj-
EHTOK.

XapaktepHumu y rpyni naui-
EHTOK i3 XPOMOCOMHO MaTono-
rieto y nnoga 3apeecTpoBaHi 3Mmi-
Hn PAPP (y cepegHbomy —
0,4 MOM), piBeHb PAPP meHLwe
0,5 MOM BigmivaBcst y nonosu-
H¥ BariTHUX (50,0 %), y nonosu-
HN 0OCTEXEHUX BYB 3MIHEHWUN i
piBeHb ADTT. NokasHuk X1 3mi-
HtoBaBcs y 71,3 % Bunagkis,
npnyomy yacTiwe (43,3 %) Tpa-
NNAN0CSA 3HWXKEHHS PiBHA AaHO-
ro CMpoOBaTKOBOro Mapkepa Ba-
riTHocTi meHwe 0,5 MOM.

BHacnigok aHanisy giarHoc-
TUYHOI LIIHHOCTI MOKa3HUKIB, L0
BMBYanuncs, MoxHa 3pobuTtu Bu-
CHOBOK, LLIO HAMOINbLLOK YyTnun-
BICTIO cepef, CMpOBaTKOBUX Map-
KepiB XxapakTepusyetbca nigsu-
weHHs APl npn BBP HepBoBoIl
cuctemu (0,83), 3HWxkeHHA PAPP
npun MHOXuHHMX BBP (0,75),
3meHLweHHs PAPP npu BBP kicT-
KoBO-M’a30BOI cuctemun (0,67),
3HWKEHHS | nigBuweHHsa XIT1 npu
XPOMOCOMHUX aHomanisix (0,67).
Mig yac aHanisy 3miH cupoBaT-
KOBMX MapKepiB BariTHOCTI BCTa-
HOBMeHa ix BUcoka cneuundiy-
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HICTb MPaKTUYHO ANS BCiX BUAIB
BpoaXeHux aHomanin (Big 0,53
anst 3HmkeHHs PAPP npu 6inb-
LIOCTi BPOAXKEHMX aHOManih Ao
0,95 gna nigeuweHHa XIJ1 npu
BBP cuctemu TpaBneHHs). Kpim
TOro, BCTaHoBreHa Hu3bka MLH
pe3ynbTaTiB UMX MapKepiB, Hal-
Oinbwa MUl pesynetaty Bigmi-
YyeHa ansa niasmweHHa API npu
BBP HepoBoi cuctemu (0,55).

BucHoBoOK

PesynbTtatv npoBeaeHux go-
CrnigxeHb ceigyaThb, WO ynbTpa-
3BYKOBI Mapkepu nocigarwTb
NPoBIAHE MicLe Y paHHin giarHo-
CTULi BPOOKEHNX Bad PO3BUTKY
i XPOMOCOMHUMX aHomanin. Mpwn
BMBYEHHI CTPYKTYpU yNbTpasBy-
KoBUX Mapkepis B 1,9 pasy 4ac-
Tile BiAMIYEHO NOEAHAHHS Kiflb-
KOX Baf MOPIiBHSHO 3 i305IbOBa-
HUMM 3MiHAMKW, XPOMOCOMHI aHO-
manii BusasneHi 'y 13,3 % npwm i3o-
NbOBaHUX yrbTPa3ByKOBUX Map-
kepax i B 9,4 % — npu noegHaH-
Hi Kinbkox. Hanbinbwa nMtoma
Bara y CTPYKTYpi BCiX yrbTpa3By-
KOBUX MapKepiB HanexuTb BpO-
oxeHum Bagam cepud (11,7 %),
cepepf HUX BigMIYEHO BUCOKWM
piBEHb XPOMOCOMHMX aHoMarlin
— 57,1 % npwu i3onboBaHMX BPO-
oxeHnx Bagax i 20,7 % npwu no-
€0HaHHiI 1X 3 iHLWMMK YNbTpasBy-
KOBUMU Mapkepamun. Bucokum
piBEHb XPOMOCOMHOT naTonoril
3apeecTpoBaHO Npu 3aTpuMui
po3BUTKY nnoga (66,7 %) i kic-
TO3HiK rirpomi wwi (37, %) y no-
€0HaHHiI 3 iHWKMKM YNbTpa3BYKoO-
BUMM Mapkepamun. CneyundiyHi
BiAXWIEHHSA Big HOPMK cMpoBaT-
KOBUX MapKepiB BariTHOCTI npwu
Pi3HUX BMAax BPOAXEHUX Bag
po3BuTKy Manu 16—71 % naui-
€HTOK, NOeAHaHi 3MiHW cupoBaT-
KOBMX MapKepiB BariTHOCTI BigMi-
yeHiy 19,2 % BunaakiB B OCHOB-
Hin rpyni nauieHTok i B8 10,0 % —
y rpyni nopiBHAHHSA. OTpuMaHi
pesyrnbTaTt HeobXiAHO BpaxoBy-
BaTU Npu po3pobui anroputmy
NPOrHOCTUYHUX 3aX0AiB Y XIHOK
3 YAHHMKaAMWN PUBKKY.
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