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MAPKEPY XPOMOCOMHOI MATONONI Y MNOZAIB BIKOM 10-13 TWKHIB + 6 OHIB

H.M. IIpokonuyx!, O.I1. Aumonwx?’, I0.A. Isani¢', M.1. Hikonenxo’

! JIpBiBCHKMiT HALIOHATBHUI MeANYHII yHiBepcuTeT iMeni anmia [amumnpkoro, M. JIbBiB, Yrpaina

> ByKOBHHCBKHUI JiepyKaBHUI MeIUYHHUI yHIBepcuTeT, M. YepHiBIl, Ykpaina
S HarionaspHa akagemis micmsqumuioMmuoi ocsitu imeni I[1.J1. lynuka, Yrpaina

Haiibinvw nosny ingopmayito npo Hassuicmes Xpomocomuoi namonocii y nnooie [
mpumecmpy 8azimHocmi 0arOmeb GUKOPUCHAHHA KOMNJIEeKCHUx mapkepie: PAPP-A
(acoyitiosanutl 3 eacimuicmio npomein-A naasmu) + einonui [-XIJI (f xopioniunuu
eonaoomponin noounu); Y3/ (KII — komipyesuii npocmip + nocoea xicmka) oas 10-14-
20 MUMICHIB PO3BUMKY.

Mema pobomu — 6u3HaAUEHHsT PUZUKY XPOMOCOMHOL namonozii y niodis ¢ I mpumecmpi
6a2imHocmi Ha 0CHOGI mapkepis.: Oioximiuni mecmysannst PAPP + ginonuu f-XIJ1 3 10-
14-20 muoicnsa eacimuocmi,; Y3/{-eumipioganiis Komipyegoeo npocmopy ma 6CmaHo81enHs
HAAGHOCMI HOCOGOI KICMKU.

Mamepian i memoou. Obcmedxnceno 258 eazimnux i3 6UCOKUM PUSUKOM XPOMOCOMHUX
anomani 'y I mpumecmpi 3 SUKOPUCMAHHAM MApKepis: OIOXIMIYHI Mecmy8aHHs
PAPP+ginonui [-XIJI ma eumiprosants komipyesoeo npocmopy. 3HA4eHHs GUMIPIHUX
Mapkepis eupasiceni y uensadi CKiadosoi 8i0 OUIKy8anoi medianu Oisi 6I0N0GIOHO20
mepminy eecmayii. Medianu, 5-1i ma 95-u yenmuib, 8i0COMOK 34 MENCAMU OUIKYBAHUX
5-20 ma 95-20 yenmunis, a maxodic 6i0COMOK 3a MeNCAMU OUIKYBAHUX 5-20/95-20 yenmunig
0N 6CMAHOGNEHHsL namonozii nuooda. Jlocniodicents 6UKOHAHO HA YIbMPA38YKOBOMY
ckanepi Voluson Expert 8 3 suxopucmannsm mpancorocepa 3-4/] mpancaboominanbruil
RAB 4-8D, RAB 6-D ma mpanceazinanvnui RIC 5-9D. Meouunui yenmp « EXOME]]»
3aUMAEMbCsL eKCNEPMHUMU YIbMPA38YKOGUMU OOCTIONCEHHAMU, d MAKOJC THBA3USHUMU
00006cmedceHHsImMu, K nompioni 0ns eepugixayii namonoii nioda ma € 0a3o00
JIvsiscokoeo meduunoeo ywieepcumemy im. [anuna Ianuyvroco, DIIJO, xagpedpu
npoMeHesoi 0IacHOCMUKU.

Pesynomamu. I[lposeoenuti ananiz y 258 eacimnux iz 10-14-e0 muoicns eacimuocmiy
BUMIDIOBAHHS MOBWUHU KOMIDYEB8020 Npocmopy ma eizyanizayis abo eiocymHicme
Hocosol kicmxu. Tlamonoeis ekcnoHenyianbHo 30LbULYEMbCS 3 MOGUUHOIO KOMIPYe6020
npocmopy 6i0 0,2% 05t mux nioodie, moSUWUHA SIKUX 3HAXOOUMbCSL Midic 5-m ma 95-m
yeumuasmu, 00 65% npu moswuni 6,5 mm yu 6invute. Y epyni niooie i3 xpoMoCOMHUMU
anomanismu onuzvko 50% marome mpucomito 21, 25% — mpucomii 18 uu mpucomii
13, 10% — cunopom Tepnepa, 5% — mpunnoioito 1 10% — inwii XpomMocomui aHOMarii.
Toeonanus posmipie komipyegozo npocmopy ma mecmyeantsi PAPP-A i éinonozo [3-XIJ1
Odae uymausicmov nonad 90% i cneyugpiunicmo Oinvwe 95%. 3menwyemocs yvacmoma
XubHo-nosumueHux pezyromamie 6io 3,0% 0o 2,5%.

Bucnoexku. Toswuna Komipyeso2o npocmopy npu  XPOMOCOMHUX — AHOMANIAX
EKCNOHEHYIANbHO 3POCMAc 3 MOBWUHOI KOoMipyeeoeo npocmopy 6i0 0,2% ons mux
ni00i6, MOGUUHA SIKUX 3HAXOOUMbCst Mioie 5-m ma 95-m yenmunamu, oo 65% — npu
moGuuHi Komipyego2o npocmopy 6,5 mm uu 6invute. Y epyni niooie iz XxpomMoCoMHUMU
anomanismu onuzvko 50% maromo mpucomiio 21, 25% — mpucomii 18 abo 13, 10% —
cunopom Tepunepa, 5% —mpunnoidiio u 10% — inwi xpomocomni anomanii. Iloeonanns
po3mipie komipyesoeo npocmopy ma eusnauenHs PAPP-A i sinonoeo [3-XIJI nokazanu
yymausicmo nonad 90% ma cneyugiunicmo nonao 95%.
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MAPKEPBLI XPOMOCOMHOM NATOJIOTUH Y MJIOJA BO3PACTE
10-13 HEJEJIb + 6 JTHEM

H.M. Ilpoxonuyk, O.11. Aumonwk, 10.A. Heanoe, M.U. Hukonenko

Haubonee nonnyio unghopmayuio o Haauduu XxpomocomHo namono2uu y nio008 nepeoco
mpumecmpa 6bepemMeHHOCmuY 0aem UCHOAb308aHIe KOMIIEKCHbIX mapkepog: PAPP-A
(accoyuuposanmuwiil ¢ bepemennocmoio npomeun-A niasmor) + ceoboonviii [-XI'4 (P
XopuoHuueckuil eonadomponun uenoeexa) Y3U (BII — sopomuuurkogoe npocmpancmeo
+ Hocosas kocmb) Onst 10-14-11 nedenu pazeumusi.

Lenv pabomut — onpedenerue pucka XpOMOCOMHOU RAMoLocuL y niooos 6 1 mpumecmpe
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bepemennocmu Ha OCHOGe Mapkepog: Ouoxumuueckoe mecmupoganue. PAPP +
c60000Hbu f-XTY ¢ 10-14-1i neoenu bGepemennocmu, Y3H: usmepenuss 60pomHuKo8020
NPOCMPAHCMEaA U HATUYUe HOCOBOU KOCTIL.

Mamepuan u memoowt. O6ciiedosano 258 6epemenHbIx ¢ 8bICOKUM PUCKOM XPOMOCOMHBLX
anomanuil 6 I mpumecmpe ¢ UCNONBL308AHUEM MAPKEPOS: OUOXUMUYECKOE MECMUPOBANUS
PAPP + c60600nvuii f-XI'9 u usmepenusi 60pOMHUKOBO20 NPOCMPAHCMEA. 3HAUeHUs.
UBMEPEHHBIX MAPKEPO8 BbIPAIICEHBL 8 BUAE COCMABIAIOUEU 0XHCUOAeMOU MeOUansl O
coomeemcmesyloue2o cpoxka 2ecmayuy. Meduanvl, 5-ii u 95-u yewmunu, npoyenm 3a
npedenamu oxcuoaemvix 5-co u 95-20 yewmunel, a maxodice npoyewm 3a npeoeramu
oxrcudaemuix 5-20 / 95-20 yenmueti 015 ycmanosienus namoiocuu niooa. Mcciedosanue
8bINONHEHO HAYTbMPa3eyKoeom ckanepe Voluson Expert 8 cucnonvzosanuem mpancorocepa
¢ 3-4/] mpancaboomunanvuviti RAB 4-8D, RAB 6-D u mpanceacunanvusiti RIC 5-9D,
Meouyunckuii yeump «EXOME]]» 3anumaemcs >KCnepmuviMu VibmpazeyKoGbLMU
UCCIE008AHUAMU, d TAKIICE UHBASUBHBIMU 00CIE008ANUAMU, KOMOPble HYIUCHbL OIS
sepughukayuu namonocuyu naoda u seisiemcs 6azou  JIb606cK02O MEOUYUHCKO2O0
yuusepcumema um. Januna I'anuykoeo, @IJJO, kaghedpul 1yuesoil OuacHoCmuKu.
Pesynomamul.  Ilposedennviii  ananuz y 258 OepemeHHbIX € 6bICOKUM PUCKOM
XPOMOCOMHBIX anomanuil 6 I mpumecmpe ¢ UCNONb306AHUEM MAPKEPOE: DUOXUMUYECKOE
mecmuposanue PAPP + ceoboonutii f-XT'Y ¢ 10-14-1i nedenu bepemennocmu, usmepenue
MONUWUHBL BOPOMHUKOBO20 NPOCIMPAHCMGA U SU3VATUZAYUS UIU OMCYMCMBUE HOCOBOU
Kocmu. Ilamonocust 9KCNOHEHYUATbHO VEETUUUBAEMCs ¢ MOIUUHOU B0POMHUKOBOZO
npocmpancmea om 0,2% 0ns mex nio008, MOIUWUHA KOMOPBIX HAXOOUMCS MeHNCO)
S5-m u 95-m yeumunamu, 0o 65% — npu morwune 6,5 um unu 6onee. B epynne niooos ¢
Xpomocomuvimu anomanusamu okono 50% umerom mpucomuu 21, 25% — mpucomuu 18 unu
mpucomuu 13, 10% — cunopom Tepuepa, 5% - mpuniouous u 10% - Opyeue xpomocommuie
anomanuu. Couemanue pasmepos 60POMHUKOBO2O NPOCIPAHCMEA U MECMUPOBANUs
PAPP-A u c60600n020 3-XI'9 0aem uyscmeumenvrnocms b6onee 90% u cneyugpuurnocmso
bonee 95%. Ymenvwaemes uacmoma n0HCHONONIONCUMENbHBIX pe3yiomamos om 3,0%
00 2,5%.

Buieoowt. Tonwyuna 60pomnuxos8o20 npocmpancmed npu XpOMOCOMHbIX AHOMAIUSIX
9KCNOHEHYUATBHO B03PACIAen ¢ MOIWUHOU 8OpOmMHUK06020 npocmpancmea om 0,2%
0Jis1 mex nio008, MoIUWUHA KOMOPLIX HAX0OUMcs mexcoy 5-m u 95-u yenmuasmu, 00
65% — npu moawure BOPOMHUKOB020 Npocmpancmea 6,5 mm u bonee. B epynne niodoe ¢
Xpomocomuvimu anomanusamu oxono 50% umerom mpucomuu 21, 25% - mpucomuu 18 unu
13, 10% - cunopom Tepuepa, 5% -mpuniouduio u 10% - opyaue xpomocommuvle aHOMATUL.
Couemanue onpeoenenusi pazmeposg GOpOmMHUKO8020 npocmpancmea u PAPP-A u
c60000H020 [3-XT'Y noxasanu uyscmeumenvrocms 6onee 90% u cneyugpuunocms 60nee
95%.
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CHROMOSOMAL PATHOLOGY MARKERS IN FETUS AT THE AGE OF
10-13 WEEKS + 6 DAYS

N.M. Prokopchuk, O.P. Antonyuk, Yu.A. Ivanov, M.I. Nikolenko

The most complete information about chromosomal pathology presence in fetuses of the
first trimester of pregnancy is provided by the use of complex markers: PAPP-A (plasma
protein-A associated with pregnancy) + free f-hCG (human f chorionic gonadotropin)
ultrasound (CP - collar space + nasal bone) for the 10-14" week of development.
Purpose of the work — determination of the risk of chromosomal pathology in fetuses in
the first trimester of pregnancy based on markers: biochemical testing of PAPP + free
B-hCG from the 10-14" week of pregnancy, Ultrasound investigation (US): measurement
of the collar space and nasal bone presence.

Material and methods: 258 pregnant women with a high risk of chromosomal
abnormalities in the first trimester were examined by means of markers: biochemical
testing of PAPP + free p-hCG and measurements of the collar space. The values of
the measured markers are expressed as a constituent of the expected median for the
corresponding gestational term. Medians, the 5" and 95" percentiles, percentage outside
the expected 5" and 95" percentiles, as well as percentage outside the expected 5"/
95™ percentiles to establish fetal pathology. The study was performed on an ultrasound
scanner Voluson Expert 8 using a transducer with 3-4D transabdominal RAB 4-8D, RAB
6-D, and transvaginal RIC 5-9D. Medical Center "EKHOMED" is engaged in expert
ultrasound envestigations, as well as invasive examinations, which are required for
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verification of fetal pathology, is the base of Danylo Halytsky Lviv Medical University,
DPGE, Department of Radiation Diagnostics.

Results. The analysis was carried out in 258 pregnant women with a high risk of
chromosomal abnormalities in the first trimester using markers: biochemical testing of
PAPP + free -hCG from 10-14 weeks of pregnancy, measurement of the collar space
thickness and visualization or absence of the nasal bone. The pathology is increased
exponentially with the collar space from 0.2% for those fetuses whose thickness is
between the 5th and 95th centiles, up to 65% for a thickness of 6.5 mm or more. In
the group of fetuses with chromosomal abnormalities, about 50% have trisomies 21,
25% have trisomies 18 or trisomies 13, 10% have Turner syndrome, 5% have triploidy,
and 10% have other chromosomal abnormalities. The combination of collar size and
PAPP-A and free 3-hCG testing results in a sensitivity of over 90% and a specificity of
over 95%. The rate of false positives is reduced from 3.0% to 2.5%.

Conclusions. The thickness of the collar space in chromosomal abnormalities grows
exponentially with the thickness of the collar space from 0.2% for those fetuses whose
thickness is between the 5th and 95th centile, up to 65% with a collar space thickness
of 6.5 mm or more. In the group of fetuses with chromosomal abnormalities, about 50%
have trisomies 21, 25% have trisomies 18 or 13, 10% have Turner's syndrome, 5% have
triploidy, and 10% have other chromosomal abnormalities. The combination of the size
of the collar space and PAPP-A and free 3-hCG determinations showed a sensitivity of
more than 90% and a specificity over 95%.

Beryn

[lix dYac CcKpUHIHI'Y B TEpIIOMY TpUMECTpi
BariTHOCTI TPOBOJUTHCS YIBTPa3ByKOBa JiarHOCTHKA
Ta JOCHIKCHHsI OiOXIMIYHMX MapKepiB, Ha MiACTaBi
OTPUMaHMX JaHUX BHKOHYETHCS PO3PAXYHOK DHUBUKY
XpOMOCOMHUX aHoManiii [1-4]. OmuH i3 HaWOLIBII
MOLIMPEHUX YIIBTPa3BYKOBUX MapKepiB € BUMIpIOBaHHS
komipuesoro npocropy (KII). KIT — ne ynbrpasBykose
300paKeHHSl PIIUHM, HAKOIWYEHOT y Tepuomy
TPUMECTPI BariTHOCTI MiJ IIKIPOI 3aHBOI YaCTHHH
mmi tooga [5]. YactoTa XpOMOCOMHHX Ta IHIIMX
aHomaiiii Oinpime moB’s3aHa 3 po3mipom KII, Hix
3 Horo HasBHicTIO. Brpomoex apyroro TtpuMecTpy
MPOCTIp 3a3BUYAll 3HUKAE, ajleé B JESIKUX BHIIQJIKaxX
PO3BHMBAETHCSL Y INOTWIMYHUN HAOpsIK ab0 KUCTO3HY
rirpomy 0e3 3arajpHOr0 HaOpSKY IUiofa adbo 3 HuM [6].
Haiikpamum TepMiHOM BariTHOCTI JJIsl BUMipIOBaHHS
KIT mnoma € Bix 11 twxkuiB 1o 13 TwkHIB + 6 IHIB.
Haiimenmnm  kynpukoBo-TiM’stHuM  po3mipom  (KTP)
Mae Oytu 45 mm, a HaiOuTbmuM — 84 mMm. [lpuunHu
BHOOpPY HaWMEHIIOro BiKy BaritHocTi 11 TWXHIB —
BHUCOKHH pHU3UK B | TpuMecTpi BUMarae mpoOBeICHHS
y JIarHOCTHYHHX JOCIi/PKeHb — Oiorcii xopioHa. [lo
TepMminy 11 THXKHIB, XOpioH O0i0mCil0 HOB’S3YIOTH 3
YacTIIMMK PelyKIIHHUMH BaJjaMy KiHIIBOK. IcHye iBi
crparerii ominku KII mig gac mpoCiBHUX JOCHIIKCHB
3 METOI0 MOUIyKy TpucOoMii 21, mo MaroTh momioHy
4acTOTY BU3HAUYEHHS Ta XMOHO-TI03UTHBHUX PE3YIIbTATIB.
OCHOBHMMH METOJaMH CKPHHIHTY HasIBHOCTI aHOMaJIii
PO3BUTKY € 010XIMIYHHI CKPHHIHT TIEPILIOT0 TPUMECTPY:
BH3HAUYEHHs ACOLI{OBAHOIO 3 BariTHICTIO IJIa3MOBOIO
nporeiny A (PAPP-A) B kommuiekci 3 6eta-cy0oquHHUIICIO
XOpIOHIYHOTO ToHajoTponiny JroauHu (6era-XIJI)
[7-9].

expas (puc 1).

MIPpOCTOPY Ta BCTAHOBJICHHSA HAasIBHOCTI HOCOBOT KICTKH.

Marepiaa i MeToau A0cCTiIzKeHHST

O6crexeno 258 naunienris. [Tpn BumiproBanns KII
300paKeHHs CJIiJl 30UTBIIUTH TaK, adM TrojiBKa IUIONA
Ta BEpXHs YacTUHA HOr0o rPyIHOI KIITKH 3aliMalid BECh

Merta nociigKeHHs

BusHaueHHsT pU3HMKY XpOMOCOMHOI marojorii vy
wioiB B | TpumecTpi BariTHOCTI Ha OCHOBI MapKepiB:
6ioximiuni TecryBanust PAPP + Binbuuit B-XIJI3 10-14-
TO THXKHSI BariTHOCTI; ¥Y3/[-BUMIpIOBaHHS KOMIipIICBOTO
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Puc. 1. BuMiproBaHHSI KOMIpIIEBOTO ITPOCTOPY.

Crix onmepkatu cepenuHHHA 3pi3 mioxa. [lmix mae
OyTH y IPOMIXKHOMY TIOJIO’KEHHI 3 TOJIIBKOIO Ta XpeOTOM
Ha OnHIA miHIl. SIKmio mmws TUIoma € PO3IrHYTOIo,
BUMipH OyIyTh XHOHO 30UNBIICHUMH, SKIIO K IIHS
€ 3irHyToro, BUMIpH OyayTh XHOHO 3MCHIICHUMH.
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Heo0xi1HO pO3pi3HUTH LIKIPY IUI0/Ia Ta HABKOJIOILIIAHY
000JI0HKY. 3aBX/I1 HEOOX1IHO BUMIPIOBATH HAHOIBILINIH
pO3Mip KoMipLeBoro npocropy. BumiproBaru ciig Bij
BHYTPIIIHBOTO Kparo JiiHil OIryHIB, pO3TalIOBaHUX
Y3I0BXK JIiHIi, BH3HAYCHIA SK TOBIIWHA KOMIPIICBOTO
MpOCTOPY — TMOMEPEYHHH OIrYHI[IB MAalTh YiTKO
3nmuBaTHCs 3 OLIOIO JIiHI€I KpaiB, HE BHUIMHAIOUUCH Y
01k notuMuHOi piguHu. [1pu 3acTocyBaHHI TKAHWHHOTO
rapMOHIYHOT0 300paskeHHs1 OIryHIIl Kpalle po3MilllyBaTH
Tpoxu Bcepenuny KII, Hix Ha JIiHISX, OCKIIBKH 11e MOXKE
TPOXH TIOTOBILYBaTH JiiHIl. BaumBo mnpuTeMHUTH
301IbLIEHE (J10 UM MiciIst HOTO 3yNHMHKH ) 300paskeHHs. Lle
JloriomMarae 3aroOirTé XMOHOMY PO3MIIIEHHIO OiryHIIiB
Ha HEYITKUX Kpasx JIHIH Ta HEJOOIIHKH CIPaBKHbOTO
po3mipy. Biponosx Y30 (yabTpa3ByKoBe 0OCTEKEHHS)
CJIiJI 311MICHIOBATH [TOHAJ OJJHE BUMIPIOBAHHS, 1, 32 YMOB
JOTPUMAaHHS yCiX BUILE HaBEJCHUX BUMOT, BIHCYBATH
70 06a3u JaHNX HaHOIIBIINIA PO3MIp cepell OiepIKaHUX.

Hocnimpkenns pisas PAPP-A npoBomutbest B sIKOCTI
OioxiMi4HOTO Mapkepa pu3MKy TpucoMii 21, Mae
JIarHOCTHYHE, MOYUHAIOUM 3 8-9 THIKHIB BariTHOCTI.
IMpn BaritHocti PAPP-A  — BHCOKOMOJEKYISIPHUMH
DIKONPOTETH — BUPOOJISETBCS Yy BEJUKIH KIJIBKOCTI
TpoobaacToM i HaAXOIUTh Y MAaT€pPHHCHKY CHUCTEMY
LUPKYJISLii, KOHIEHTpAlis HOro y CHpoBaTIi KpOBi
Marepi  30UIbIIyeTbCcs 31 30UIBLICHHSM — TEPMiHY
BariTHOCTI. Y NpeHaTalbHOMY CKpUHIHTY | TpumecTpy
BariTHOCTI 1I€ Mapkep pH3MKy cuuapomy JlayHa Ta
IHIIUX XPOMOCOMHHX aHOMAaJIi{ TIJI0/1a.

VY xomrutekci 3 BusHadeHHsAM [(-XIJI BusHaueHHS
PAPP-A ontumanbHO MPOBOAMUTH y TEPMiH OiM3bKO 12
TkHIB BariTHOCTI (11-14 tnxkuiB). [licns 14 TwxHIB
BariTHOCTI JiarHocTHyHa 3HauuMicTh PAPP-A B sikocTi
Mapkepa pu3uKy Tpucomii 21 Brpavaetbes. EdexkruBHuit
MoUTyK TprucoMmii 21 y nmeprioMy TpuMECTpi I0CATaeThCs
roeAHaHHSM BiKy Marepi, Topuau KI1 mona, yactoru
ckopoueHsb cepis (HCC) miona ta piBHS MaTCPUHCHKUX
cupoBarkoBux OunkiB — BinbHOrO B-XIJI Ta PAPP-A.
OmuiHKa IHIIMX O3HAK MOKpAIy€ HACIIAKH TOEJIHAHUX
MIPOCIBHUX JIOCIIPKEHb Yepe3 MiJBUIIEHHS TOYHOCTI
BH3HAYECHHS TA 3MEHIICHHS YaCTOTH XUOHO-IIO3UTHUBHUX

pesynbrariB. 1li 03HaKM MOXYTb OIIIHIOBAaTHCS y BCIX
namieHTiB ado ymmnie y 15% 3 HUX y pasi NpOMiXKHOTO
pmsuky (Bix 1:51 mo 1:1000) micast moeaHaHOTO
JOCIIIKEHHS.

Tounnit  cepeauHHMH  3pi3  oOnmuYst  IuIOJA
BH3HAYAETHCSI 4YEPe3: EXOIeHHWH KIHYMK Hoca Ta
MPSIMOKYTHY (opMy NepeqHbOl YacTUHM IiJHEOiHHS;
IIPO30PICTh MPOMIKHOTO MO3KY B LIEHTPI; KOMipLEBHH
npoctip mo3any. IloBopotr romiBku y 0ik Ha 10° Bifg
CEPeIMHHOT JiHIT NPU3BOAMTE JI0 BIIXHUJICHHS KiHYHKA
HOCAa Ta TMOSIBM 300paXCHHS BHJIMYHOI KICTKH SK
€XOIr'eHHOT OyZI0BHM Mi’K HOCOBOIO KiCTKOIO Ta IEPEAHBOI0
YaCTHUHO¥O i HEeO1HHS. [Tonanbinuii ToBOpOT 10 OJIN3BKO
15° Big cepeauHHOI JiHIT MPU3BOAMUTH 10 3HUKHCHHS
HOCOBOI KICTKHM Ta PO3LIMPEHHS BHJIMYHOI KICTKH 10 11
3’€/IHaHHS 13 1 {HEOIHHSIM.

JlocimipkeHHST  BUKOHAHO HAa  YJIBTPa3BYKOBOMY
ckaepi Voluson Expert 8 3 BHUKOpUCTaHHIM
Tpancatocepa 3-4/1 tpancadnominansanii RAB 4-8D,
RAB 6-D Ta tpancBarinaneauii RIC 5-9D. Menuunuit
uentp «EXOME]/l»  3aiimMaeTbcs  €KCHEPTHUMHU
YIBTPa3ByKOBHMH JOCIIJDKEHHSIMU, a TaKOX
IHBa3UBHUMHU JOOOCTCIKEHHSIMH, SKi TOTPiOHI JyIs
Bepuikanii narosorii wona ta € 6a3or0 JIbBIBCHKOTO
Menu4HOro yHiBepcutery iM. Jlanwnma [amunpkoro,
IO, xadeapu mpoMeHEeBOi 1iarHOCTHUKH.

PesyabraTtn Ta ix 00roBopeHHs

CkpuHninr BaritHux posnouyaro 02.10.18. Aymur
3MIMCHEHO BiHOCHO TAII€HTIB, OOCTEKEHHX MIXK
02.10.18 1 20.12.19 pp. VYceoro obcrexeno 258
BaritHUX. HaiiOinbnr noBHy iH(opMarito npo HasBHICT
XpOMOCOMHOT Tatostorii y rois [ puMecTpy BariTHOCTI
JIAf0Th BUKOPHUCTAHHS KOMIUIEKCHUX MapkepiB: PAPP-A
(acouilioBaHWii 3 BariTHICTIO NpPOTEiH-A IUIA3MH) +
BinbHUH B-XIJI B-XOpioHIYHMIA TOHAIOTPOIIIH JIFOJMHN);
V31 (KII — xomipueBuii mpocTip + HOCOBa KicTKa) JUIs
10-13-r0 THKHIB PO3BHTKY.

Ha puc. 2 HaBeneHi pesynbrati BumiptoBanus KII
3aJIeKHO BiJl po3MipiB 1u1ozaa 3a jornomoroto Y3/1.
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Puc. 2. Po3mozin kKoMipiieBOro mpocTopy B 3aJeKHOCTI Bif TiM’ sTHO-KynprukoBoro posmipy (TKP).
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VY Tabin. 1 BKa3aHa TOBIIMHA KOMIpIIEBOTO MPOCTOPY,
mo nepepuiryBaia 50 mepueHTeNIb, TOOTO MediaHy y
30,4% Bumnazakis, nepesunrysaia 95 nepueHtmwis y 14%
BUIIAJIKIB.

[pubnuzno 'y 5% BuUmankiB  cHOCTEPIraeThes
OOBHTTS IyNOBMHOIO HABKOJO INUI IJIONA, IO MOXKE
cnprunHsaTH XuOHe notosuenHs KI1. YV Takux Bunaakax
posmipu KII Buine # HmX4Ye NYyNOBHHH € DPIi3HUMU;

Taoauus 1
PedepenTHi 3HaueHHsI TAa BiICOTKHM BeepelMHi KOKHOI0 HEHTWISI KOMipLEBOIo POCTOPY
[Tapametpu > MejiaHa > 95-i IEHTHITb
KomipueBuii mpoctip 30,4% 14,%

PO3paxOBYIOYH PU3HKH, OUITBHINIE BHKOPHCTOBYBATH
cepemHe 3HA4eHHS WX ABOX po3mipiB. ToBmmua KII
mtoxis 30utemryerses 3 KTP rona. V 75-80% rutoxis i3
tpucomieto 21 ToBmmua KIT nepeBumrye 95-i neHTHIR
JIOMMyCTUMHUX MeX. Bik Marepi MOXHa IO€THATH
i3 KII mnoma Tta 3ampoBaguTH eQEKTHBHI TPOCIBHI
JIOCH/DKCHHS TEpPIIOT0 TPUMECTPY Ui  TOIUIYKY
XpOMOCOMHHX aHOMamii. Y twoma i3 3amammm KTP
xoxxaIN po3mip KII mpeacrasise moka3HUK HMOBIPHOCTI,
SIKUA TIEPEeMHOXYEThCI Ha TEPBUHHUHA (OCHOBHHIA)
MaTEePHHCHKAHN Ta 3aJISKHUH Bifl BIKy BariTHOCTI PH3HK,
mobu pospaxyBarn HoBui pusuk. o Oimpmmit KII,
THUM BHUIIAM CTa€ TIOKa3HUK WMOBIPHOCTI, OTKE, BUIIUM
crae HOBUHM pusuk. | HaBnmaky, ynM meHwui KII, tum
MEHIIIM CTa€ IMOKAa3HUK HMOBIPHOCTI, OTKE, HIKIUM
CTa€ HOBUM PU3HK.

Posnonmin toBmumHM KII B eymioigHWX TIIIOMIB:
cepenHi 3Ha4eHHS |-#, 5-if Ta 95-if meHTHIII 3pOCTarOTh
13 KTJI miona; 99-ii neHTwib € OIM3bKO 3,5 MM 1 HE
3miHeThes 3 KT,

[oromenns KII moB’s3ane 3 Tpucomiero 21 Ta
IHIMUMH ~ 3HAYHUMH ~ XPOMOCOMHUMH  aHOMAIlisIMH,
moraz 50 BazaMu IUT0[a Ta TCHETUIHUMHE CHHIPOMAaMH,
CMEpTIO IIofa. TMM He MeHII, y OiIbIIOoCTi BHUIAIKIB
KII po3cMOKTYy€eTBCS 1 IiTH HAPOPKYIOTHCS 3T0POBUMH.

[orosmenns KII mroga moB’s;3ane 3 pisHOMaHITHOIO
HU3KOI0 CTaHiB, IO POOWTH BIPOTITHUM BiACYTHICTH
€IMHOTO MEXaHI3My HAKONMUYyBaHHSA PIOUHH TiJ
mKiporo mmi 1mioga. MOXITHBI MEXaHi3MH BKIIIOYAIOTh:
BaIw/IUCYHKINT Ceplsd; BEHO3HHWH 3acTiii TOJIOBH Ta
mwi; mopymieHy OymToBy TO3aKJIITHHHOTO MAaTPHUKCY;
MOpPYIICHHS JIM(MATUIHOTO BIATOKY; aHEMIl0 IUIOMA,;
rinompoTeiHeMito  TUIOAa;  IUIOAOBY  iH(EKIIIO.
Beno3uwmit 3acTiif TOI0BH Ta MHAi MOXKe OyTH HACIIIKOM:
CTHCKaHHS Tija IUTOJa dYepe3 YIIKOMKEHHS TIITiIHOL
000JIOHKH; BEPXHBOTO THUCKY CEPEIOCTIHHA 3 MPHIUHH
miapparManbHOi KWiIH a00 BY3BKOI TPYOHOI KITKH Y
pas3i ckemetrHoi mawcrnrasii. JlaHi IIOMO BIATBOPEHHS

0aratpox O1NIKiB — CKITaJJOBHUX MO3aKIIITHHHOTO MaTPHKCY
MICTATBCS Ha XpoMocomax 21, 18 abo 13.

IMyHHOTICTOXIMIUHI JOCHIMHKEHHS IIKIPH IIIOMIB
i3 XpPOMOCOMHHMH aHOMAJiSMH TIOKa3ajdl OCOOIHBI
YIIKO/KEHHS IMO3aKIITHHHOTO MAaTpPUKCY, II0 MOXKYTh
OyTH 03HaKaMH e(eKTy T03yBaHHS T'€HIB.

VYmkomkeHHsT OyIOBH TO3aKIITHHHOTO MAaTPHKCY
TakoXX Moke Oyt mpuumHoio moToBmieHHs KII mioma
mpu 6araTb0X TCHETHYHUX CHHIpPOMAX, SKi TOB’s3aHi
3 TOPYIICHHSMH KOJAareHOBOTO MeTabomisMy  (SIK
axongporere3 Il Twmy), aHOMAaTiIMH pPELENTOPiB
YHMHHUKA 3pOCTaHHSA (PiOpobIacTiB (IK aXOHIPOTLIA3is)

abo 3MiHaMH MeTaboNi3My UMHHHKa OiloreHesy
niepokcucoM (sik cuaapoM Zellweger’a).

MosxnuBuM ~ MexaHi3mMoM — motoBmieHHs  KII €
pO3IIUpEHHS  APEeMHUX  JIM(PATHIHUX  IIPOCTOPIB

BHACIIJIOK 3aTPUMKH PO3BUTKY 3’€IHAHb i3 BEHO3HOIO
CHCTEMOIO 200 aHOMAaJEHOTO HEePBUHHOTO PO3IIHPEHHS
9u mposideparii TiMpaTHIHAX IPOTOK, K1 BTPYIAIOTHCS
Yy 3BHYAHHUA TOTIK MK JiM(aTHYHOIO Ta BEHO3HOIO
cUcTeMaMH. IMyHOTICTOXIMIYHI JOCHIDKEHHS — IIKipH
MOTWJIMYHOI TUIAHKA Y TUIONIB i3 cuHIpomoM Turner’a
MTOKa3aly, 1Mo JIiM(paTHIHI CyANHN Ha TIOBEPXHI IIKipH
HEIOpO3BUHEHI. Y IUIOAIB 6€3 XPOMOCOMHHX aHOMAIIIH,
ane 3 mortosueHnM KII HemocTaTHii miMpaTnaHni BiATIK
BHACINIJOK Tirmoruasii 9u ariasii JiM(paTHIHuX CyIuH
moB’si3HAN 13 cuHApoMoM Noonan Ta JiMdenemoro,
HEWpOM’S30BUMH TOPYLICHHAX, TAKUX K CHHIPOM
medopmariii BHACHiZOK akiHe3ii IIoma, MiOTOHIYHA
muctpodis Ta cmiHampHa M si30Ba arpodis. KIT moxke
OyTH TOTOBIIEHHWM dYepe3 MOPYIICHHS IJiM(paTHIHOTO
BiJITOKY BHACIIJOK 3MEHIICHHS PYXiB IJIOAA.

3Ha4eHHS BUMIPSHUX MapKepiB BHpakeH! y BHIVISAIL
CKJIaOBOI BiJ OUYiKyBaHOI MeMiaHU UIS BiIIIOBIIHOTO
TepMiHy recrtamii. Memianu, 5-i Ta 95-i meHTWIH, a
TaKOX BIJICOTOK 32 MEXaMH OYiKyBaHHX 5-T0o Ta 95-ro
LEHTHJIIB, a TAaKOX BIJCOTOK 3a MEXKaMH OYiKyBaHHUX
5-r0/95-10 HeHTWIIB HaBeaeH] B Ta0I. 2.

Taoauus 2
Metoau 5-¥ IEHTHIID MeaiaHa 95-11 LIEHTHIID
Bimpamii B-XTJI (MOM) 0,358 1,512 5,599 30,4 >3a 9511
PAPP-A (MOM) 0,27 3,546 3,546 20,3 < 3a 5ii
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Juist inTepuperanii pe3ynbrari Bu3HaueHHst PAPP-A
Woro 3HayeHHs Bu3Haudaerbcss B MOM (multiples of
median — kpatHe g0 Mexianu). 3HaueHHs PAPP-A,
BupaxkeHi B MOM, MOXHa IOpIBHIOBaTH Ha pi3HUX
TepMiHax BariTHOCTI a00 M pi3HUMHM JaboparopisimMH.
@paxuis  ButbHOT B-cybommuuni  XIJI  cranoButh
6mm3bko 1% Bix piBHA iHTakTHOro XI, OloNOrivyHO
HeakTHBHA. JOCHIPKEHHS OKa3aju, 10 caMe piBeHb
BibHOI  ¢pakuii P-cybommuuni XIJI — nHaiOLibm
TOYHHUH MapKep HasBHOCTI ()eTaJbHUX aHEYIUIOifiil B
MepIIOMY TPUMECTPi BariTHOCTI: el Tect i PAPP-A
BXOJSITh B KOMIUIEKC IIPEHATAJBHOrO O10XiMIYHOTO
CKPHMHIHTY MEpPUIOr0 TPUMECTPY 1 PO3PAXyHKY PH3HKY
KOMI'IOTEPHOT IPOrpaMu.

bioximiss MarepuHChKOi KpoBi. BaritHocTi 3
TPUCOMISIMU TOB’s13aHI 31 3MiHAMHM BMICTY pIi3HHX
ionoBo-anenrapuux  (feto-placental) OinkiB vy
MaTEepHHCBHKIN CHPOBATIIi.

[IpocitoBaHHsT ~ mepHmIOro  TPUMECTpYy  4epes
noeaHanHs BiKy wmarepi, toBmuHy KII muonma, YCC,
cupoBatkoBi PAPP-A rta Binpnuit B-XIJI Bu3Hauae
6mm3bK0 90% BariTHOCTEH 13 TpUcOMi€ero 21 pu 4acToTi
XUOHO-TIO3UTUBHUX BUCHOBKIB y 3%.

[Ipu BariTHOCTAX 13 TpucoMi€ro 21 CHPOBAaTKOBHM
BinpHuii 3-XTJI € maitke BaBiui Oinbmmm, a PAPP-A
— MaiDKe HamloJIOBUHY 3HW)KEHHM IIODIBHSHO 3
BariTHOCTSIMHU 0€3 XPOMOCOMHHX aHOMaiH.

[Ipu po3paxyHKax TOYHHX OCOOMCTHX PHU3HUKIB
MaIieHTKH HEeOOXITHUM € HaJallTyBaHHS BHMipIOBaHb
BinbHOTO B-XIJI Ta PAPP-A. KoxkeH BUMIipsiHUIT piBeHb
MEPEeBOJUTHCS Yy KparHE O4iKyBaHOI HOPMaJbHOI
MeJliaHu, MPUTAMaHHOI BariTHOCTI TOTO X BIKY, NpH
Takiii MaTepUHCBHKI Maci Tijla, TaKOMy K CTaryci
AT HHSI.

VY 5KIHOK, 110 NaJISATh, Ta KIHOK, Y SIKHX CHPOBAaTKOBHH
PAPP-A € 3amxeHunM, i 1ie Moke OyTH XMOHO TPaKTOBaHO
Ha KOPHUCTH IIJIBUIIEHOTO pPH3UKY Tpucomii 21 Ta
BIJIIOBITHOTO 3POCTaHHS YaCTOTH XWOHO-TIO3UTHBHUX
pe3yJbTariB.

Tpucomis 18 ta Tpucomis 13 € apyrorw i TPETHOIO
HaHOIIBII MOUIMPEHUMH XPOMOCOMHUMH aHOMAJISIMH
micns tpucomii 21. YV tepmini 11-13 TwxkuiB +6  aHIB
BiZIHOCHA 4YacToTa Tpucomiit 18 Ta 13 mopiBHSHO 11O
tpucomii 21 cranoButh O6mm3pko 1 10 2,5 ta 1 no 7
BiJIIIOBI/THO.

[Momwupenictb XPOMOCOMHHX aHoMaJIii
eKCIOHeHIIaIbHO 3pocTrae 3 toumHoo KII Bix 0,2%
Juis TX TwiofiB, ToBinHa KIT sIKuX 3HaX0qUTHCS MiXK
5-m Ta 95-mM nentmismu, 10 65% mnpu ToBmumHI KII
6,5 MM un Oinbine. Y rpyni MmIoaiB i3 XpOMOCOMHHMH
aHoMaiissMu 0nmu3bpko 50% maroTe Tpucomiro 21, 25%
— Tpucomii 18 um 13, 10% — cunapom Tepuepa, 5%
— tpurutoigito i 10% — iHII XpOMOCOMHI aHOMAaJii.
[ToenuanHs po3MipiB KOMIpLIEBOTO MPOCTOPY 3 IHIIUMHU
yABTpa3ByKOoBUMH Mapkepamu, PAPP-A rta BiibHUM
B-XTJI omiHrOBaNKMCH 1 TOKa3aJd YyTIUBICTH TOHAT
90% Ta cnenudivnicTh MOHAM 95 %.

HocoBa kicTka BH3HA€THCS HASBHOIO, SIKIO BOHA
€ OULIBII EXOrCHHOI, HIDXK JIiHiS IIKIpH HaJ HEo, i
BIJICYTHBOIO, SIKIIIO BOHA a0o B3arajii HernomiTHa abo
11 eXOTCHHICTh TaKa K, SIK €XOTCHHICTh JIHIT IKIpU, YU
MeHIa 3a Hel (pucyHku 3, 4).
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BiACYTHICTb HOCOBOI KiCTKMH

D eynnoiaui

Il Tpucomis 13
[ rpucomin 18
[l rovcomin 21

Puc. 3. CraructuyHi 1aHi npo BiACYyTHICTh
HOCOBOT KICTKH Y IIJIOJIIB BIKOM
11-13 TrxkHiB +6 qHIB.
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Puc. 4. YrnerpaszykoBe 00CTS:KEHHS TUIOA.
BincyTHICTE HOCOBOI KiCTKH B IO/
11-Tit THxHIB + 6 QHIB.

SIKI10 TOJATKOBO 10 TIOCIIOBHOCTI Jill y MOIIyKax
Tpucomii 21 BHUKOpPHCTaTH OCOOJIMBOCTI  MOIIYKY
Tpucomii 18 Ta Tpucomii 13, Toai TOUHICTH BU3HAYCHHS
Tpucomiit 18 Ta 13 3pocre Bix 75% 10 95% 13 He3HAUHUM
MiIBUIIIEHHSIM 3arajbHOI YaCTOTH XUOHHUX pPe3ybTaTiB
Bix 3% 1o 3,1%.

TounicTe BuUMIpIOBaHHS BMmicTy ButbHOTO [-XIJI
ta PAPP-A 3anexarp Bij amapata ¥ BHUKOPHUCTaHUX
pEaKTUBIB, BiJ BiKy BariTHOCTI, MaTepUHCHKOI Barw,
€THIYHO1 PUHAJIEKHOCTI, CII0co0y 3arIiJHeHHS 1 TOTO,
MaJuTh MaIi€HTKA 94 Hi [6, 9].

BigmiaaocTi Mix Tphoma TpucoMismu: K11 mona mpu
TpucoMisix 18 ta 13 € OiIbIIKM, HIXK y BHITAJIKy TPUCOMIL
21; cupoBarkoBuii PAPP-A mpu tpucomisx 18 ta 13 €
HIDKYMM, HDK Y BUNQAKY Tpucomii 21; cUpoBaTKOBUI
BitbHui B-XTJI y Bunanky tpucomii 21 € migBUIeHNM,
HaTOMICTh y pa3si Tpucomiii 18 ta 13 BiH € Hu3bKHM; HCC
mJio7a pu Tpucomii 13, Ha BiAMiHY Bix Tpucomiii 21 Ta
18, € miaBHILEHOIO.
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Orxe, npu 3HWKeHHI KoHueHTpauii PAPP-A i
MiZBUICHHI a00 3HIKCHHI KOHIIGHTpALii BUIBHOT
B-cybommunni XIJI y cupoBaTii KpoBi BariTHOI IHKH
B 10-13 TwKHIB BariTHOCTI BIpOTiAHICTH HASBHOCTI
XPOMOCOMHOI Maroyiorii y mjoxa iCTOTHO 3pOCTae.
Konuenrpauis PAPP-A rta B-XIJI y kpoBi wmarepi
i TOBIIMHA KOMIpPIIEBOTO MPOCTOPY, HASBHICTH UM
BIZICyTHICTh HOCOBOI KICTKH € HE3aJIeKHUMH O3HAKaMH
i BHUKOPDHCTOBYIOTBCSl ~ CIUIBHO JUISi  BU3HAYEHHS
PHU3HMKY HasiBHOCTI XPOMOCOMHOI TaToJorii y Iuioza.
EdekTuBHiCTS TaKOro MeETOMy CKpPHHIHTY jgocsrae 85-
90%.

BucHoBku

ToBIMHA KOMIPIIEBOTO IPOCTOPY MPHU XPOMOCOMHHUX
AQHOMaJIisIX EKCIIOHEHIIaJIbHO 3POCTaE 3 TOBIIMHOIO
KoMipieBoro mpoctopy Bim 0,2% s THX IUIOMIB,
TOBII[UHA SKHUX 3HAXOTUTHCS MK 5-M Ta 95-M IICHTUIISIMH,
110 65% — IpH TOBIIMHI KOMipLIEBOTO ITPOCTOPY 6,5 MM 4H
Oinbmre. Y Tpyri IUIONIB i3 XPOMOCOMHUMH aHOMAJISIMH
6mm3bko 50% matoTh TpucoMito 21, 25% — Tpucomii 18
a6o 13, 10% — cungpom Tepruepa, 5% —rpuruioigito i
10% — iHmi xpomocoMmHi aHomatii. [ToeqHanHs po3MipiB
KOMIpIIEBOTO TMpOocTOpy Ta Bu3HaueHHs PAPP-A i
BinbHOTO B-XIJI mokaszanu uytnuBicte noHan 90% ta
cnenudivnicTs monan 95%.

IlepcnekTUBY MOAAJBIIUX JOCTIKEHb

BoOauaemo y moiryky 10JaTKOBUX MapKepiB PaHHBOI
JIIarHOCTHUKH XPOMOCOMHOI IATOJIOTIT 3 METOI0 3HUKCHHS
BiJICOTKA XMOHO-TIO3UTUBHUX PE3YJIbTaTIB.
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