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PAHHIN ITPEHATAJIBHUY TEHETHYHUM CKPUHIHT —
MIATHOCTUYHI MOKJINBOCTI TA YMOBU E®EKTUBHOCTI.
PETTOHAJIBHUI TOCBI

Apo6y3osa C.b., Hikonenko M.1.

Jloneuprcuii odaacnuii cneuiaaizoéanuii ueHmp MeouHHoi 2eHemuKu ma NPEeHaAmabHoi diazHOCIUKU

Pestome. B poGoTi cymMmoBaHO pe3yIbTaTy ITpeHaTaJIbHO-
ro FTeHETUYHOTO CKPUHIHTY 1-TO TPUMECTPY 3a CUCTEMOIO
OSCAR B JloHeulbKOMY O0JIaCHOMY CIIelliali3oBaHOMY
LIEHTPi MeAUYHOI reHeTUKU. CTyIiHb BUSIBJIEHHSI CHHIPOMY
Hayna cxiaB 93,1%, uncio XuGHO-TTO3UTUBHUX PE3YIlb-
TaTiB -1,2%. OnrcaHo OCHOBHI METOIMYHI BUMOTH 10 010X~
iMIUHOTO CKpVHIHTY, HaBe/IeHO OOUMCIIeHI MeTliaHu GioXiMi-
gHUX MapKepiB B 11+1-13+6 TvKHIB BariTHOCTI. OGrpyH-
TOBaHO, 1110 BUBHAYAIbBHUMHU YMOBaMM BUCOKO1 e(DeKTUB-
HOCTi paHHBOI ITPEHATAIBHOI IIarHOCTUKHY € JOTPUMAHHS €M~
HMX JJA00OPaTOPHO-TiarHOCTUYHMX CTAHAAPTIB i BIIPOBaIXKEeH-
Hs1 YHi(hiKOBaHOI CCTEMU KOHTPOJIIO SIKOCTi i ay/IUTYy.

KimiouoBi cJioBa: 10110/10roBa 1iarHOCTHKA, IIpeHaTallb-
HUIA TeHETUYHMI CKPUHIHT, BPOIXKEHi Ball PO3BUTKY, XPO-
MOCOMHa MaToJIOTist

3aBsSIKY CTPIMKOMY PO3BUTKY Cy4aCHOI TeHETUKU ITPO-
TSTOM OCTAHHIX POKiB BCTAHOBJICHO €TiOJIOTi0 0araThox Criai-
KOBUX 3aXBOPIOBaHb, 3alIPOITOHOBAHO HOBi METOIU FeHe-
TUYHOI TiarHOCTUKH [ 1-4]. Po3po0Ka CKpMHIHTOBUX METOIIB
00CTeKeHHSI, HAITpaBJIeHUX Ha TTOITYJIALIIO B IILTOMY, lajia
MOKJIMBICTh BIUIMHYTH i HA YaCTOTY IOIIMPEHOI BPOIKEHOI
maroJiorii. [IpeHaTanbHMI TeHETUIHWM CKPUHIHT, SIKWH TT0-
€HY€ TJa00paTOPHi i KITiHIKO-1iarHOCTUYHI METOU, CTaB He-
Bi/I’€MHOIO YaCTUHOO KOMITJIEKCHOI TOTOJIOr0OBOi1 iiarHOC-
TUKM, TOBiBILIM B YCbOMY CBiTi CBOIO BUCOKY €(DEKTUBHICTb.
ITokazaHo, 1110 MpM 3aCTOCYBaHHi CyYaCHUX METOJIiB MpeHa-
TaJIbHOI IIarHOCTUKW MOXHA BUSIBUTH 10 95% XpoMocoM-
HUX aHeYTUTOIniH i 1o 80% pO3MOBCIOMKEHUX BPOIKSHIX
Ban po3BuTKy (BBP) miiona [5-8]. loroorosi cKkpuHiH-
TOBi 00CTEXXEHHS IIPOBOAATLCS y 0araThoX perioHax YKpai-
HU, IPOTE, YaCTOTa BpOMKeHUX Bax po3BUTKY (BBP) B Vk-
PpaiHi IPOTSITOM OCTAHHIX IECATUPIY 3ATUIIAETHCS CTAOUTEHO
BHMCOKOIO, a MaJTIlOKOBa cMepTHicThb y 20-30% 3ymoB/ieHa re-
HeTU4HoIo natosorieto [9, 10]. Lle o0ymoBitoe HeOOXiTHICTh
BHOOpPY e(peKTUBHOI HAYKOBO OOI PYHTOBAHOI KOHLIETILII1 ITpe-
HaTaJbHOI 1iarHOCTUKY BPOIKEHOI Ta CIIaIKOBOI ITATOJIOTi i
MPUIAHSTTS Ha 1 OCHOBI BiITIOBITHOI 3araJIbHOHAILIOHATLHOI
[Tporpamu.

MeToro 1aHoi pOOOTH CTaJTO Y3araJIbHEHHST BJIACHOTO 12-
PIYHOTIO JOCBiTy TPOBEIEHHSI pAHHBOTO ITPEHATATIBHOTO Te-
HeTU4YHOro ckpuHiHry 3a cucreMoro OSCAR (One Stop
Clinic for Assesment of Risk) Ta ol1iHKa e(heKTUBHOCTi KOMII-
JIEKCHOI TOITOJIOrOBOI IiaTHOCTUKY B PETiOHi.
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Marepiaa i MeToaH TOCTiTKEHHS

IpoanasizoBaHo pe3yibraté 98360 CKpUHIHIOBHX 10C-
JimkeHs B 1171~ 13" Hemiib BariTHOCTI 3 BITOMUMU KaTaM-
HECTMYHUMU IAHUMU LIOA0 3aKiHYEHHS! BariTHOCTI Ta yTOY-
HEHMM ITpeHaTaIbHO a00 MOCTaHATAIBHO JiarHo30M. Komrt-
JIEKC METOIIB BKJIIOUAB YJIETPa3ByKoBe nocmimkeHHs (Y3/1),
OioXiMiYHMI CKpUHIHT MapKepiB MaTepMHCHKOI CUPOBATKH,
PO3paxyHOK iHIMBiTyaJTbHOTO PU3UKY BariTHOI Ta iHBa3UBHi
MaHinyJsiii y chopMoBaHUX rpyrax BUCOKOTO FeHeTUYHO-
TO PU3UKY. YCi eTaIy IpOBOIMIIHCS Oe3MOCcCepeTHbO B HAIIIO-
My LleHTpi, pe3ynbpTraTi KOMILIEKCHOI 1iarHOCTHKY OYJ10 OT-
pMMaHO Ha IMpOoT3i 1-2 aHiB.

IIpotoxon Y3/ 1 TpumecTpy, siKe MPOBOAUIIOCS IIPpU
KTP mnona Bix 45 MM 10 84 MM, 000B’sI3KOBO BKJIIOUAE
OLiHKY exorpaiyH1X MapKepiB XpOMOCOMHOI IaToJI0rii (TOB-
ILIMHA KOMiPLIEBOTO ITPOCTOPY, HAsIBHICTh/BiICYTHICTh KICTOK
Hocy; GPpPOHTO-MaKCUISIPHUI KYT, TPUKYCITiIabHa Perypri-
Tallisl, KPOBOILUIMH Y BEHO3Hii MPOTOI1i), a TAKOXK aHATOMi4-
HUX CTPYKTYP (TOJIOBHOTO MO3KY, Ceplisl, IUTyHKY, HUPOK,
CEYOBOI0 MiXypa Ta KiHIIiBOK).

PiBHi 6ioxiMivHMX MapKepiB 1 TpuMecTpy — IIalieH-
TapHoro 611Ky PAPP-A (pregnancy associated plasma protein
A) i BUTbHOI B-CyOOIMHM1II XOPIOHIYHOTO TOHAAOTPOITiHY (fB-
XI') BUMIipIOIOTHCS METOIOM iMyHO(MIYOPECLIEHTHOTO
TRACE-aHani3zy Ha TecT-cucTeMaX BUPOOHMIITBA
,BRAHMS” (HiMmeuuunHa). 3HayeHHSsI GioXiMiYHUX Map-
KepiB BUpaxaroTbcss B MoM (Multiple of Medians, ckiagosa
Bi/l MeliaHU [UTs BIIMOBITHOTO recTalliiiHoro TepMiny). Po3-
paxyHOK iHIMBiTyaTbHOTO TEHETUIHOTO PU3HKY BUKOHYETh-
cs 32 TOTIOMOTOI0 KOMIT IOTEpPHOI ITporpamu ,,Astraia”
(Himeuunna) 3 BmacHumu moaudgikarismu. [Toporosi 3Ha-
YeHHS iHIUBiAyaIbHOTO PU3UKY: Wit cuHapoMy JdayHa (CII)
-1/250, nns cunapomiB Ensapnca /Tlatay — 1/100.

B LlenTpi, sikiit oTprMaB aKpeaUTALIiio y MKHAPOIHIM
opranizarii Fetal Medicine Foundation (FME Benmnko6pu-
TaHis), BIPOBAIKEHO CUCTEMY KOHTPOJIIO sIKOCTi. Bei nmikapi
MpeHataabHoI AiarHocTukuM LleHTpy MatoTh stitieH3ii FME,
MPOXOASTH TaM LIOPIYHMI ayTUT CBOIX pe3ybTaTiB. [1opsin i3
BHYTPILLHIM KOHTPOJIEM, LIOMICSILIS TPOBOIMTHCS 30BHILLIHII
KOHTPOJIb SIKOCTi ITPEHATAIbHOTO CKPUHIHTY B €BPOTIEHCHKiit
cucteMi UK NEQAS.

[HBa3MBHI MaHIITyJIsI11ii BKJIIOYAIOTh OiOTICiI0 BOPCUH
XOpiOHY, TpaHCAOIOMiHATLHII aMHIOIIEHTEe3, TPAHCA0IOMi-
HaJIbHY OiOIICiIO IUIalIeHTH, KOpAOLIeHTe3. BuroropneHHs
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ripernaparis MeTachazHUX XpOMOCOM 3 OiONTaTy IIaleHTH TPo-
BOISITH ,,lIpIMUM” MeTomoM [ 11]. [I1s1 KyTbTUBYBaHHS aM-
HiOTMYHOI PiIHU BUKOPHCTOBYEThCS CTAaHIAPTHA METOIMKA
3 BJaCHUMU MoAM(iKallisIMU, sIKa TO3BOJISIE OIEP>KyBaTU
BHMCOKOSIKICHI XpOMOCOMHI npenapartu 3a 7-9 nHis [12].

OTtpuMaHi pe3y/ibTaT aHaJli3yBaJIX 3a TOTIOMOT' 00 Me-
TOIB BapialliitHOI CTATUCTUKU, ME€Ta-aHaJli3y i3 BUKOPHUC-
TaHHIM KOMIT'I0TepHUX IMporpam “Statistica”, Bepcist 6.0
(StatSoft Inc., CIIIA) ta Microsoft Excel, Bepcis 7.0
(Microsoft, CILIA).

Pe3yabraTu Ta ix 00roBOpeHHs

BaxxinBo10 XapakTepuCTUKOI0 OOCTEXEHOT BUOIpKU
cTaB ii BIKOBUIA pO3MOIij, 3TiIHO SKOMY KiJTbKiCHO ITepeBa-
JKaJn XiHKY BikoMm 23-26 pokis (32,1%). I'pyna Barit-

Opurinanbhi ctatti/ Original papers

HMX BikoM TToHan 35 pokiB ckiiana 8,4% Bin ycix o6cTexke-
HMUX, 1110 MTOTO/KYETHCS 3 BITOMOCTSIMU 111010 BIKOBOT'O CKJ1a-
ny noponiieit Ykpainu [13] i cBiZuuTh Ipo Te, 1110 IpeHa-
TaJbHUM FTeHETUYHNM CKPUHIHT y PEriOHi € MAaCOBOIO MPO-
rpaMolo, a He TECTYBaHHSIM Y CEJIeKTUBHO BiliOpaHill rpyIi.
Lle no3Bos1sIE pOOMTH OOIPYHTOBAHI BUCHOBKM IIIOAO OC-
HOBHUX MOMYJSALIAHUX TEHACHILi i 3aKOHOMiIpHOCTEI y
PO3IOiJIi CKPpUHIHTOBHX MapKepiB, BUOOPY ONTUMATbHUX
CKPMHIHTOBUX CTpATETiil, OLIIHKYU BILUIUBY JOIOJOrOBO1
NIarHOCTMKY HAa YaCTOTY MOIITMPEHOI BPOIKEHO] MaTOJIOTi1 B
PpETioHi.

CyMoBaHi pe3y/ibTaTi KOMOiHOBAHOTO YJIbTPa3BYKOBO-
ro Ta 0i0XiMiYHOTO CKPUHIHTY 1 TpMeCcTpy B 00CTEeXKEHiit
BUOipLIi HaBeneHi y Tadumii 1.

Tabauys 1
Pe3ynbTaTé npeHATAJIbHOTO F€HETHYHOTO CKPHHIHTY B 00CTeXKeHiil BUOipii
1 TpumecTp
Ioka3unku Venoro Baritni Baritni
BikoM <35pokiB BiKOM ?35 pokiB
KinbKicTb 00CTEXEHUX 98360 90098 8262
(100%) (91,6%) (8,4%)
BKJ1104eHO [0 TPYIN PU3UKY 1485 721 764
(1,5%) (0,8%)* (9,2%)*
Kinbkicth OUiKyBaHUX 3a BiKOBUM 176 108 68
posmoaisioM kiHok Bunankis CJ1 (1,8 / 1000) (1,2 / 1000) (8,2 /1000)
TpeHaranbHo BusiBieHO Bunankis C/1 164 99 65
(93,1%)* (91,9%) (95,6%)
BusiBieHO iHI10i XpOMOCOMHOI MATOJIOTI1 145 88 57
KinbKicTb XMOHO-TTO3UTUBHUX PE3YJIbTATIB 1,2% 0,6%* 7,9%*
(1176 /98051) (534 /89911) (642 / 8140)
Bussneno sunankis BBP 614 441 173

TTpumiTka: *piBeHb 3HAUYyIIOCTI BimmiHHOCTEM p<0,01.

Ycboro 10 rpyrnu BUCOKOTO pU3UKY OYJIO BKITFOUEHO
1485 BariTHuX XiHOK (1,5%). 3aKOHOMipHUM CTaB (haKT,
11O BaTiTHI XKiHKM CTapIIOi BIKOBOI TPy MaJIl BUCOKUIA
IHAUBiNyaaIbHUM pU3MK YaCTillle, HixK )KiHKU BiKoM 10 35
pokiB (9,2% i 0,8% BinmosinHo, p<0,01), 1110 3yMOBJICHE
rpymi pu3uKy BusiBiaeHo 309 XpOMOCOMHUX MATOJIOTii TI0-
J1a, BKITIOYai04uu 267 aHEYIIOiIiiA XpOMOCOM, CITEKTP SIKMX
TMpe/ICTaBIeHo Ha puc. 1.

@1 - rpucomis 21 02 - tpucomis 18
O3 - rpunnoinis 04 - mouocomis X
05 - rpucomis 13 06 - crpyxrypui xpomocomui abepauii

B 7 - inwi aveynnoinii

Puc. 1. CriekTp XpOMOCOMHOI TAaTOJIOTi1, JIarHOCTOBAHOI B
cchopMOBaHiii rpyIi pu3nKy

Haii6inbiny KinbKicTb ckiiaB cuHapom JlayHa (164 Bu-
TaJIKK), 3arajibHUI CTYITiHb BUSIBJIEHHS STKOT0 6YyB 93,1 %,
1110 CYTTEBO TIEPEBUIIIYE 11ei TOKa3HUK Y APYTOMY TPUMECTPI.

— 68,9 % [14]. KinbKicTb XMOHO-TIO3UTUBHUX PE3YJIbTATiB
B 00CTeXeHiit Bubipii — 1,2%, yactoTa BUSIBICHHS XPO-
MOCOMHOI naToJjorii — 1/5 iHBa3UBHUX AOCTiIXKEeHb (T10-
piBHSIHO i3 1/27 y npyromy TpuMecTpi), 110 CBITYUTH TTPO
BUCOKY €(heKTUBHICTb (pOpMYBaHHS TPy pU3UKY CaMe 3a
JTAHWMU PAHHBOTO CKPVHIHTY.

Lle omHielo mepeBarolo mpeHaTaJIbHOIO CKPUHIHTY 1 -
IO TPUMECTPY € OO BUCOKA AiarHOCTUYHA 3HAYYIITICTb 15T
BUSIBJIEHHS 1IMpokoro criekTpy BBP miona HexpomocoMHo1
€TioJIorii, Y T.4. JIETaJIbHUX Bal, 1110 IOTPeOYIOTh ITepeprBaH-
Hs1 BariTHOCTI. ByacHi qaHi moka3sasu, 1o Bxxe y 1 Tpumectpi
BariTHOCTI T AiarHOCTUKY AOCTYIHi 6inst 74% Ban LITHC,
85% nedexTiB mepeaHbOI YepeBHOI CTiHKM, 39% Bam cevo-
BUIUTBHOI cucTeMU, 58 % Ball OTIOPHO-PYXOBOTO aIapary,
38% BpomxeHUX Baj ceplsl 1miona, 62% MHOXUHHUX
BPOIXKEHUX BaJl PO3BUTKY.

Cr1if1 3BepHYTH yBary, 1o 6iyist 60% miteit 3 XxpoMoCcoM-
HOIO TTATOJIOTIE0 i 72% miTeli i3 BpOMKEHUMHU BalaMU PO3-
BUTKY OYJI0 1iarHOCTOBAHO y BariTHUX KiHOK MOJIOIIIIOTO
BiKy, ITepeBaxkHa OLTBIIICTh IKMX He MaJia O0TSIKEHOI'O aKy-
1IepCchKOro a0 pOAMHHOro aHaMHe3y. ToMy HeMae iHIIIo1
aJibTepHATUBY €(PEKTUBHO BUSIBJISITH BPOIKEHY IaTOJIOT 10
TJI011A B LIi¥ TPyTIi, HiXk MacOBe MPeHATAIbHE TeHETUYHE CKPU-
HiHTOBe OOCTEeXXeHHSI. TUM He MeHI1Ie, 0COOIMBOI yBaru no-
TpeOye i KOMIUIEKCHA TOMOJIOroBa iarHOCTHKA Y XKiHOK CTap-

NUHITOdVHYIN
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1oro Biky. Hatiri pesysibratyt cBim4aTh, 110 Mpu3HaYeHHS iHBa-
3UBHUX 00CTEXEHb BCIM 0€3 BUKITIOUEHHS BariTHUM XXKiHKaM
BiKOM > 35 pokiB — HeBUMpaBaaHo. HeoOxinHi qudepeHii-
ilfoBaHM MiAXiM Ta OLliHKA iHAWBiTyaJbHOTO FeHETUYHOTO
PU3BUKY JUTSI KOXKHOI 3KiHKH.

3rigHo maHux Tabauii 1, paHHii KOMOiHOBaHMIA
CKPHMHIHT OYB IpoBeAeHM I 8262 BariTHUM XiHKaM cTap-
1oro Biky. Buxoasum 3 TpaguiiiiiHuX mokasaHb J10 pu-

MBM, mom 6, Ne 1, 2013 pix

3HAYEHHS iIHBa3UBHUX MAHITTYJIsILiiA, CJTif OyJ10 TPOBECTH
8262 inBasusHi iporeaypu. GaKTUYHO 0 IPYITN PUSUKY
0yJ10 BKIIIOUCHO TiTbKH 9,2 % KiHOK (764 ocobu). KibKicTh
HEOOXimHMX iIHBa3UBHUX MAHIITYJISLIiH B LILJIOMY CKOPOTH-
nacs Maiike Ha 90%. 1o rpynu pu3uKy 0YJI0 BKIIOYEHO
TinbKM 7% XiHOK BikoMm 35 pokiB, 12% — 36 pokis,
16% — 37 pokis, 24% — 38 pokis, 33% — 39 pokiB
(puc. 2).
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Puc. 2. Bincotok BariTHMX CTapiloi BIKOBOI IPYIH, sIKi TOTPEOYIOTh iIHBA3MBHUX OOCTEKEHb 32 Pe3y/IbTaTaMy CKPUHYIOUMX POrpaM

Jluire y xxiHoOK BikoM moHan 41 pik BiKOBUI pU3UK
TaKWi BEJIMKUIA, 1110 HE3aJIEXKHO Bill pe3y/IbTaTiB CKPUHIHTY
IHAMBIAYaTbHUI TeHETUYHUI PU3KK 3AJTUIITUTHCS BUCOKUM.
B winomy, sikiio 6 iHBa3MBHE 00CTEXKEHHS IPU3HAYATIOCS
TLTBKM 32 BIKOBUM KPUTEPIEM, HEOOXiTHO OYIT0 ITpoBeCTH 68
IHBa3WBHUX MAHiMyJISILiN 15T 1iaTHOCTUKY 1-T0 BUMAAKY
XpOMOCOMHOI atoJtorii. [ Ipr3HayeHHs1 iHBa3MBHOIo 00CTe-
JKEHHSI 3a JaHUMM KOMOIHOBaHOTO CKPUHIHTY JIO3BOJIVIIO
3HU3WTH LIei TOKAa3HUK Maiike BaecsTepo — 1/6 iHBa3uB-
HUX OOCTEXKEHb.

HudepentiifioBaHmit Mifxia 10 BEAEHHS BATiITHUX CTap-
IIMX BIKOBUX I'PYIT OCOOJIMBO BaXKJIMBUIA B YKpaiHi, OCKiJib-
KU pY 3aTaJIbHIl TEHIEHLIi1 10 ITOPOMiHHS Y MOJIOIOMY Billi,
BariTHi Oisbiie 35 pokiB — 11e, BOCHOBHOMY, >KiHKH, SIKi 3
Pi3HUX MPUYMH, YaCTillle aKyIIepChbKO-TiHEKOJIOTIYHUX, HEe
MOIJIM MaTy IUTYHY paHilie. [Ipr3HauyeHHs iHBa3UBHUX Ma-
HIIMyJISILI M BUKITMKAE Y LIMX XKiHOK OCOOJIMBY 3aKJIOMOTAHICTb,
iy BUMaaKax O0TSKEHOI0 aKyllIepChKO-TiHEKOJIOTiYHOTO
aHaMHe3y MOxKe OYTH OB’ 13aHO 3 OLTbILIMM PU3UKOM Iepe-
PMBaHHS BariTHOCTI, HiX i3 pU3MKOM HapOIXKEHHS XBOPOi
JTIUTUHU.

SIKi x (hakTOpM CTANIM 3aTTOPYKOIO TOCSATHEHHS TAKOT
BHUCOKOI e(heKTUBHOCTI paHHBOT KOMIUIEKCHOI ITPEeHATaIbHOT
JIaTHOCTUKN?

[Mo-nepiue, 11e cTaHAapTU3ALLiSI Ta JOTPUMAHHS OC-
HOBHUX METOAMYHMUX BUMOT IIPOBEACHHSI 0i0XiMiYHOI'O
CKPUHIHTY, IKWi1 Ha0yB 3HAUHOT'O ITOLIMPEHHS B YKpaiHi,
ajie Ma€ HeI0CTaTHIO iIH(DOPMATUBHICTb MOPIBHSIHO i3 BCTa-
HOBJIEHUMU MiXKHapOAHUMMU NMoKa3zHuKamu [5,7,15]. 1o
3araJlbHUX BUMOT BiIHOCSITBCS: TOUHE JOTPUMAHHS METO-
UKW TIPOBENIEHHS JOCIiKEHHSI, TIPaBUJIbHICTb BUMipIO-

BaHb 0iOXiMiYHMX MapKepiB, 3013KHICTb i BIITBOPIOBAHICTh
pe3yJibTaTiB, BAKOPUCTAHHS KOHTPOJbHUX i CTAHIAPTHUX
3pa3KiB.

CrenniyHIMY BUMOTaMU €:

— 30ip BCiX HEOOXiMHMX aHAMHECTUYHUX JaHUX Bari-
THOI >KiHKU JUTsl TOYHOI OLIIHKM T€HETUYHOT'O i aKYIIIEPCHKOI0
pU3UKy (piBHI OiOXiMIYHMX MapKepiB 3ajiexkaTh Bi Baru
JKiHKM, TTaJIiIHHST, pACOBOT'0 ITOXOIKEHHST, HASIBHOCTi COMa-
TUYHOI IIaTOJIOTi1 — IyKpOBUIA Tia0eT, peaabHOI AMChYHKIIIT
TOILIO, 3aCTOCYBaHHSI JOMTOMI>KHUX PETTPOITYKTHBHUX TEXHO-
JIoTiiN);

— 000B’SI3KOBUI1 pO3pPaxXyHOK iHIMBIAyaJIbHOTO T'e-
HETUYHOTO PU3UKY 32 IOTTIOMOTOIO BiIMIOBIHOTO ITPOTpaM-
HOTO 3a0€e3MeUeHHS;

— BUKOPHUCTAHHS €AMHOI TEPMiHOJIOTII i KpUTEpiiB
OLIIHKU Pe3yJIbTaTiB, 1110 JO3BOJISIE JIETKO ITOPiBHIOBATU OT-
puMaHiy pi3HUX LieHTpax 1aHi (MoM, cTymiHb BUSIBIEHHS
MaTOoJIOTii, XMOHO-MO3UTHUBHI i XOHO-HEraTUBHI pe3yJib-
TaTu);

— BUKOPHMCTaHHS perioHaTbHUX HOPMaTHBHUX 3Ha-
YyeHb 0i0XiMiYHMX MapKepiB, BpaXOBYIOUM CTATUCTUYHO 3Ha-
YyIIi BiIMiHHOCTI y MeliaHaX MOKa3HMKIB 3aJIEXKHO Bill aHa-
JIITUYHOTO METO/Y, TaK i TOPiBHSIHO i3 HOPMaTUBHUMM 3Ha-
YeHHSIMM, HaIAHUMU BUPOOHUKAMU B IHCTPYKILISIX IO TECT-
CUCTEM.

3a pesyabTaTaMu aHaji3y 0113bK0 50 THCSIY 3pa3KiB
KpOBi nmauieHToK y TepmiHax 11+0 — 13+6 TuxxHiB BariT-
HOCTi OYyJ10 po3paxoBaHO HOpMAaTUBHi 3HaueHHs fB-XT i
PAPP-A nipu ¢izioioriyHiii BariTHOCTi, sIKi MOXKYTb BUKO-
PMCTOBYBATHCS Y pOOOTi BCiX MEMUYHUX 3aKJIa/IiB, 110 3aii-
MalOThCS 0IOXiMIYHUM CKPUHIHTOM BariTHUX (TaoJ1. 2).
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Tabauys 2
ba3osi piBai PAPP-A i f8-XI" y 1 TpumecTpi BariTHOCTi
Tepmin BariTHOCTI Teepnodasunii qBocaiiToBmii iMyHO(TyOopeceHTHUI ImyHodyopecueHTHHIi aHATI3 TEXHOJIOTIEID
(TYDKHIB+/IHIB) anani3 (Tecr-cucremn” Delfia”) TRACE

(tect-cucremn “BRAHMS”)

PAPP-A fB-XTI' PAPP-A fe-XT'

(meniana MO/) (MenmiaHa,Hr/mur) (meniana, MO/m) (MeniaHa, Hr/mut)

11+0 1,88 58,17 1,34 50,16
11+1 1,98 51,31 1,48 48,32
11+2 2,24 49,88 1,54 47,35
11+3 2,31 48,92 1,67 45,52
11+4 2,57 45,01 1,80 43,78
11+5 2,68 44,16 1,86 42,95
11+6 2,93 43,05 2,00 41,43
12+0 2,94 42,71 2,14 40,00
12+1 3,09 40,81 2,28 38,67
12+2 3,36 41,37 2,43 37,45
12+3 3,53 40,95 2,59 36,31
12+4 3,75 40,47 2,75 35,26
12+5 3,97 38,03 2,92 34,30
12+6 4,27 36,95 3,10 33,42
13+0 4,65 35,44 3,28 32,60
13+1 4,79 34,81 3,46 31,85
13+2 5,03 33,12 3,66 31,15
13+3 5,52 33,17 3,86 30,52
13+4 5,89 29,94 4,08 29,95
13+5 6,36 29,69 4,31 28,43
13+6 6,99 27,11 4,74 25,74

Jpyrum BasxamBUM (paKTOPOM € (DYHKITIOHYBaHHSI ITO-
CTifHO Ai1040i yHi(hiKOBaHOI CCTEMI KOHTPOJIIO SIKOCTi Ta
ayIUTy — OCHOBHOI JJAHKH, 110 TIOETHYE MiXK CO00I0 BCi
CKPHMHIHTOBi MeTONIH i 3a6e3meuye e(heKTHBHE ITPOBEICHHSI
KOMILIEKCY IOTIOJIONOBMX 00CTEKeHb. 3aCHOBYIOUMCH Ha IO~
MepeaHbO BU3HAYEHMX JJAOOPATOPHO-IIaTHOCTUYHUX CTaH-
JapTax, BCTAHOBJIEHUX MOMYJISILIHHUX OCOOJIMBOCTSIX PO3-
TO/TUTy MapKepiB B HOPMI i P MATOJIOTiSIX TUI0JA, BIACHOMY
JTOCBIiIli MPOBEIEHHSI ITPeHAaTaIbHOI JiarHOCTUKY, HAMU PO3-
PpOO6JIEHO i BIIPOBAKEHO KOMIUIEKCHY CUCTEMY, SIKA MiCTUTD
4 KOMITOHEHTH! — BHYTPIIIIHIif KOHTPOJIb SIKOCTI; TIEPEBipKY,
OLIIHKY i MEHEIKMEHT SIKOCTi (puc.3).

BryTpiwHin

{  KOHTPONbL AKOCTI
nepcoHal

N YEHITT)Y. 7ﬂr517f)r‘ﬂ”0/‘)f‘i:,-' )
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_.f .

—— -

e ™~ —
( / MeHemKMeHT N\ !
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S = Vsl —

N, MO3 excneprue S~ _—

Puc. 3. KOMITOHEHTY CUCTEMU SIKOCTi IIPEHATAIbHOTO
TeHETUYHOTO CKPUHIHTY

BHyTpillIHii1 KOHTPOJIb IKOCTI HAITpaBJIEeHW I Ha 3a0€3-
MeYeHHsI TOYHOCTi BUKOHAHHSI CKPUHIHTOBUX TOCTiXKEHb.
IepegBipka sIKOCTi rapaHTye KOHTPOJIb 32 KOPEKTHICTIO OTPH -

MaHUX pe3yJIbTaTiB 00cTexkeHHSs. OLliHKa SIKOCTi J03BOJISIE
MPOCTEXUTH 32 piBHEM BUSIBIICHHS ITATOJIOTII Ta BiIIIOBIIH-
iCTIO pe3yIbTaTiB BUBHAYCHUM KpUTepisiM. MeHeIKMeHT
SIKOCTI 3a0€3I1eUy€ eI1iIeMiOIOTiYHy OLIiHKY BIUIMBY ITpeHa-
TaJTbHOI'O TEHETUYHOTO CKPUHIHTY Ha YACTOTY BPOJIXKEHUX
BaJ PO3BUTKY i MPUNAHSITTS HEOOXiTHMX YIPaBIiHCHKUX
PpillIeHb.

KommoHeHTH crucTeMy KOHTPOJIIO TiCHO OB’ sI3aHi MixK
€00010, TaK sIK KiHIIEBOIO MipOI0 3a0€3MeUyIOTh OI1H Pe3y/ib-
TaT — BUCOKY e(heKTUBHICTh MPEeHATAIbHOI JiarTHOCTUKU
BPOJKEHUX Bafl PO3BUTKY. TUM HEe MEHIIIe, KOXKEH 3 HUX Ma€
oco0mBi anropuT™u. J11st cuctemartr3alltii OCTaHHiX 3arpo-
TIOHOBAHO TPH PiBHi KOPOTKOCTPOKOBOTO i IOBFTOCTPOKOBO-
T'O MOHITOPUHTY pe3y/IbTaTiB IPEHATATLHOTO CKPUHIHTY.

LlomicsraHmMii piBeHb KOHTPOJTIO TIPOBOIUTD IEPCOHAIT
J1aboparopii/LeHTpy 3a ABOMAa KPUTEPiIMU — PO3IOILT OT-
pUMaHMX JaHUX BiTHOCHO MeJliaH! i BiICOTOK ITO3UTUBHUX
Ppe3yIbTaTiB CKPUHIHTY (KiJIbKICTh XKiHOK, SIKi BKIIFOUEHi 10
IPyIU BUCOKOTO pu3MKy). [1pu 3am0BiIbHil SIKOCTI ITporpa-
MM MelliaHa MapKepy y Oynab-sskux 100 o0paHux 3pa3kax mo-
BMHHA JIEXKaTU y 11 SITUBIICOTKOBOMY JiaIria30Hi HABKOJIO 3HA-
yeHHst | MoM, o610 Mixk 0,95 MoM Ta 1,05 MoM. Binco-
TOK CKPUHIHT-TTO3UTUBHUX PE3YJIbTATIB OUiKYETHCS PiBHI
5%, T00TO, OTpUMaHi 3HauYeHHs y 3% a00 7% BxXe CBim4aTh
PO MOXJIMBI TOXMOKM i € BaXKJIMBUM paHHIM iHAMKATOPOM
icHyt04Oi mpoGieMur. MOHITOPUHT 3a LIUMU JIBOMA KpUTEPisi-
MM JTO3BOJISIE CBOEYACHO MOOAYUTH i BUTIPABUTU CUCTEMHI
TIOMIJIK! B JTA0OpaTOPHIX 200 (hyHKITIOHATTBHIX JOCITIIKEeH-
nsix. Hanpuknan, BusHaunty jtikapiB 3 Y31 abo 1abopatop-
HMIA TIepCOHAJ, YUl BUMIpIOBAHHSI/OLIIHKY BiIXUJISIIOTHCS Bill
CTaHIAPTHUX.
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OpurinanbHi ctatTi/ Original papers

LLlopiuHuit piBeHb KOHTPOJTIO IO3BOJISIE TPOBOIUTH IOB-
TOCTPOKOBY OLIHKY SIKOCTi BUBHAYEHUM pehepeHC-LIEHTPOM.
Bin npoBoauThCs 3a HACTYITHUMM KPUTEPISIMU: CTYTIIiHb BU-
SIBJIEHHSI IIATOJIOTi i YMCI0 XUOHO-TTO3UTUBHMX PE3Y/IbTATiB
(XIIP). 1151 TOTO, 11100 pedhepeHC-LEHTP Mir KOPEKTHO ITPO-
BOIMTU 30BHIILIHIO OLLIHKY SIKOCTi, BCi 3aJTy4€Hi 10 MporpaMmu
MeIWYHi 3aKJ1ai1 TOBMHHI CYBOPO NOTPUMYBATUCS ENMHUX
JTabOPaTOPHO-TIarHOCTUIHMX CTAHIAPTIB.

Buxonstuu i3 B1acHUX pe3ysbTaTiB i peKoMeHaalii
MPOBITHUX MIDXKHAPOJIHUX LIEHTPIB IIPeHaTaIbHOI TiarHOC-
TUKU, TOKa3HUKAMM 33/I0BLUTbHOI SIKOCTi CKDUHIHTOBOI IIPO-
rpaMu | TPUMECTPY € CTYTiHb BUSBICHHS XpPOMOCOMHOI
ratoJorii He Hrue 3a 80% tipu piBHi XTIP 5-6%. [106-
POI0 SIKiCTIO 00CTEeXXEHHS MOXHa BBaXKaTu AETEKIIit0 85-
90% tipu piBHi XITP 3-5%. BrcoKoIo SIKiCTIO ITpeHaTaib-
HOTO CKPUHIHTY € CTYIiHb BUSIBIIEHHS matosiorii 90-95% 3
BinnosinHuM piBHeM XITP 1-3%. Biiblil BUCOKOTO CTY-
TeHs1 BUSIBJIEHHS I1aTOJIOTii Ha TeMepilllHiil yac He 10CATHY-
TO B XKOMHIil KpaiHi [6].

TperTiii piBeHb MOHITOPUHTY — €MiAEMiONOTIYHUIA,
KPUTEPIEM OLIIHKU SIKOTO € TIOMYJISIIIilfHa YacTOTa BPOKe-
HUX BaJl PO3BUTKY y PETiOHI ITPOBEIEHHS MAaCOBUX CKPUH-
IHTOBMX ITporpaM i y MaciuTadax Beiei kpainu. TeHaeHIily
MOLITMPEHOCTI BPO/KEHOI MATOJIOTii BU3HAYAIOThCS 3a CTO-
POKOBOIO TTATOJIOTIETO, STKa Ma€ BUCOKY TIOIYJISALIIHHY Jac-
TOTY i He CKJIala€ TPYIHOILIB IJII KOPEKTHOI TiarHOCTUKY B
comii 21-1, 18-i1, 13-i1 xpoMOCOM), BaJili HEPBOBOI TPYyO-
KU, BaJIi ITePEeTHBO1 YePeBHOI CTIHKM, IEBHi MHOXKMHHI Ball
DO3BUTKY.

Takwuii anasi3z npoBeaeHo HaMu y JloHebKOoi 00J1acTi 3a
2006-2011 poku. CymapHa 4acTOTa BPOIKEHUX BaJl PO3BUT-
KY cepell HOBOHapoKeHUX ckirana 16,1%o (cepenHiii mmo-
Ka3HUK 1o Ykpaini 20,6%o0), yactota cuHapomy JlayHa —
0,43 %0 Tipu cepeTHbO YKpaiHChKOMY MTOKa3HUKOBI 0,9%o.
ITrtoma Bara BpoIKeHUX BaJl PO3BUTKY Y TPUUMHAX MATIO-
KOBOI CMepTHOCTI 3HM3MIIacs y JloHebKiii 06macTi 3 22,2 %o
y 2006 potii 10 18,8%0 y 2011 poti. i maHi miaTBE p/IKYIOTH
BHMCOKY e(heKTUBHICTh 00paHOI HAMU CTpaTerii 10I0JIOrOBO-
0 0OCTEKEHH$ BariTHUX XiHOK.

BucHoBku

Jlorosiorosa 1iarHOCTHKA BPOKEHOI Ta CIIaIKOBOI Ta-
TOJIOTI, sTKa 6a3yeThCsl HA MACOBOMY IpEHATaIbHOMY reHe-
TUYHOMY CKPUHIHTY 1-TO TpUMECTpY BariTHOCTI, € TOJIOB-
HMM Pe3epBOM JUIsI 3HVDKEHHSI YaCTOTH BPOIIKEHMX BaJl PO3-
BUTKY. 3a YMOBU CTaHIAPTU3AaLIil KOXKHOTO JiarHOCTUIHOTO
eTaIy Ta BIIPOBaLKCHHS ITOCTIHO AiI0U0] CCTEMI KOHTPO-
JTIO SIKOCTI i ayAuTy pe3yJIbTaTiB, paHHil KOMOIHOBAaHMIA YiTb-
Tpa3ByKOBUI Ta 0iOXiMiYHMI1 CKPUHIHT TIOBUHEH CTaTH «30-
JIOTUM» CTAHAAPTOM KOMITJIEKCHOI ITpeHaTaIbHOI JiarHOCTH -
KU B YKpaiHi.
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PAHHUI IPEHATAJIBHBI TEHETUYECKU
CKPUHUHTI — IVMATHOCTHYECKUE
BO3MOXHOCTHU N YCJOBUA
DOPEKTUBHOCTU. PETMOHAJBHBIN OIIBIT

ApoOy3oBa C.b., Hukonenko M.U.

Pesiome. B paboTe cyMMUpoOBaHbl pe3yJibTaThbl PeHaTab-
HOTO FeHEeTUYECKOT0 CKpMHUHTA 1-10 TpUMecTpa Mo cucteme
OSCAR B [IoHe1koM 0671aCTHOM CieIMaTM3MPOBAHHOM LICH-
Tpe MEIUIIMHCKOM TeHeTUKU. CTeTieHb BBISIBIICHUS CUHIpOMa
Hayna coctaBuiia 93, 1% mpu ypoBHE JIOXKHO-TTOJIOKUTE b~
HBIX pe3yabTaToB 1,2%. OnvcaHbl OCHOBHBIE METOIMYECKIE
TpeOOoBaHMSI K OMOXMMWYECKOMY CKPMHUHTY, TIPUBEIEHBI pac-
CUMTaHHbIE MeIMaHbl OMOXMMUYECKMX MapKepoB B 11+1-
13+6 Henenb 6epeMeHHOCTH. OGOCHOBAHbI OIPEIEISIOIINE
YCJIOBUSI AOCTVIKEHUS BbICOKOM 3(h(PeKTHBHOCTHM paHHEel Mpe-
HaTaJIbHOM AMArHOCTUKU — COOJTIOIEHUE €TMHBIX TAO0paTop-
HO-IMarHOCTUUYECKUX CTAaHAAPTOB U BHEAPEHUE CUCTEMbI KOH-
TPOJIsl KAUeCTBA U ayJIUTa PE3Y/IbTATOB.

KiroueBbie ciioBa: 1opoioBast IMarHoCTUKA, TPeHaTab-
HBII TeHETUYECKUI CKPUHMHT, BPOXKICHHBIE TTOPOKHU Pa3-
BUTHSI, XPOMOCOMHasI TTaTOJIOTHST
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PRENATAL SCREENING IN THE 17
TRIMESTER OF PREGNANCY — DIAGNOSTIC
ABILITIES AND EFFICIENCY’ CONDITIONS.

REGIONAL EXPERIENCE.

Arbuzova S.B., Nikolenko M.I.

Summary. The results of the 1* trimester prenatal
screening by OSCAR scheme in the Donetsk Regional Centre
for Medical Genetics and Prenatal Diagnosis were
summarized. The detection rate of Down syndrome was
93,1% with the false-positive rate of 1,2%. Both the main
methodological requirements for biochemical screening and
the medians of biochemical markers in the 11+1-13+6 weeks
of pregnancy were described. It was justified that the key
conditions of high prenatal screening efficiency were the
mauntenance of laboratory-diagnostic standards and
introduction of the quality control system.

Key words: prenatal diagnosis, prenatal genetic screening,
congenital malformations, chromosomal pathology
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