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Yumema: Jaynsi-xamummkuitn (X)) npenaran yeniH uiapyyJsr Hb
nHBa3uB Oyc OOJIOH MHBa3MB apryyjaan cyypuinar. MHBasus Oyc, ypruiin
JHX-uitH reHeTUKWHH WIMHXWITD Hb OHIep epTertdi Oaimar 0o
OMOXUMUIH apryya XsMIl ©pTOrTdi TeNUHTyd ad XoJaOornoiToil Oaifraar
Cy/Ulaauu)i TIMJAIIIICOH OaliHa. AMHHOIEHTE3 Hb XaMIMHH TYID9MAII
X9PATJdIIST MHBA3KMB OHOIIJIOIOOHBI apra 0ereej OoHOHUIOrOOHBI 99.8%
Yp IOYHTOH, 3ynbax spcmdi 1%-umac Gara Oaiimar'. JlayHbl XaMIIMHK 'YK
wpimryr tpucoMu 21 (T21) HE ppnxuil pasap XaMTUiH TYr?oMai
TOXHOJJIOT XPOMOCOMBIH dMIar Oereexn 319-1000 amba TOpCOH XYYXAUIH
1-T Toxuonnox GaiiHa®. XpoMOCOMBIH X3BHIH OyC XyBaarmiblH yp ayHI 21
JIYI93p XPOMOCOMBIH JaBXapjajl XaMIHiH HX oHouwiorgaor Oywoy 95%-a
TOXHOJZIOT . MaHail yJiica | 9XUitH CHUBIHTUIH OHOXUMHIH MapKepyy/l, XT
aBWa, aMHHUOIICHTE3, XOPUOH OMOIICHHH IIMHXHITIII33p OHOMIMIDK Oaiiraa
Y 3PT WIPYYJITHIT OOJOBCPOHTYH Ooirox miaapjarataii 6aiiHa. 3opuiaro:
JKupsMmcHuil XHUIl rypBaH caprailli TpucoMu 21-uiiH MAPYYJISIT ypruiiH
LIWISH XY3YYHUE apbiH 3ail, PAPP-A 6oson weneet B-hCG-uiiH romy yrra
XOOPOHJBIH XaMaapibll cynnax. Apra, aprawian: Cypamraar 2020-2022
OHBI XOOPOHA >KUpdMcHuW 117°-13* xyraraann xaBcapcaH WIPYYJITIdp
eHzep dpcaanmi (<1:250) rapu DXOMYT-uitH ynamsyiitn snaboparopur
AMHHOLEHTE32’p YPrUMH KAPUOTHIMUT IIUHXKIYYICOH 236 SKHPIMCOH
OMIITAUTr XaMpyylicaH. XaBcapcaH WIPYYJITMHH apraj ypruilH HIHIDH
XY3YYHHH apblH 3ail OOJOH SKUPAIMCAIH OMOITIHH I[yCaH[ >KUPIMCIHTIH
xosbooroit cuiiBaHruiiH A yypar (PAPP-A), XyHuil 4eneer XOpHOHBI
roHagotponuH (B-hCG) 39par OMOXMMUIH Y3YYIRNTYYIUHT IIMHKIGB. YP
ayn: PAPP-A-uitn MoM yrra ypruiin tpucomu 21-13#1 Oymarr 60.86%-

1 Hb 0.5-aac Oara, yeneet B-hCG MoM yrra 39.12%-n up 1.5-aac ux GaiiB. Tpucomu 21-uitH OyJIdrT OMOXMMUITH
Y3YYIIIITYYAuiAH xapuy coHromon oyroy PAPP-A MoM 0.5-aac 0ara, yeneet B-hCG MoM 1.5-aac ux Oaiixam mmisH
XY3YYHHUH apbIH 3aiiH 3y3aaH TpUCOMHE 2 1-T3i1 OyX TOXHOIA0IIT epreceeryii 0010BY 14.28%-11 Hb MIMIIH XY3YYHHIA apbIH
3aif eprecceH OaiB. BHOXUMUITH Y3YYI3ATYYI Hb COHTOMOJI Oycaap eepwieraceH Oynruita 69.56% (n=16)-1 Tpucomu 21
oarnaracad. Jlyrmaar: Yeneer B-hCG, PAPP-A 6a X3T aBuaH y3YY/I3IT-IIHI3H XY3YYHHUI apbiH 3aif Hb Oue Ouescsd yi
Xamaap4 eepuierex Oairaa Tys )KUPIMCHUN SXHHUN T'ypBaH cap/| TPUCOMH 2 1-MifH WIPYYJIAIT OMOXUMUITH OOJIOH X3T
aBMaH IIMHXWIMYHUN Y3YYIITYYIUNAT XaBcapcaH Oaii/yiaap ammriax Hb OMHAJI 3YiH au X0J100r101Toi OaiiHa.

Yumema:  KupoMmcHuii

TypBaH capblH TypBaH CapblH XaBcapcaH wipyyer Hb 85-90%

AHRYIOMAbIH  Mapyyart 117°-13* nonoo xoHorTO#MI
XMHTIPX  IIUEKWITY?  Hb  OMHYBYHH — 4dyxain ad
xosoorgonroi. MnpyynruiiH sH3 apraj ypruiH OIMISH
XY3YYHHH apblH 3aif OOJIOH DXUIH I[yCHBI JKUPIMCIHTIH
xonbooroit cuitBoHrHitH A yypar (PAPP-A), xyumit
xopuonsl ToHamorponuH (B-hCG) 33par OmOXUMUIH
Y3yymaTyyauidr  mmmkuprt,  KupaMmcHuit  oxHuid

HapuiiBunanTail, 5% opuuM Xyypamd 2€par yp AYHTAH
OONIOXBIT CyJIaa4yu/l TOAOPXOMIMOH OaiiHa’. DMHII3YIHH
a4 XoJI0OTAONTONH Hb YHASCIDI Ooyutoo. TyxaiH XyHHMH
OMOXMMUIH Y3YYJIDITHAT WKW KUPAIMCHHUH XyTraraaTai
OMIITOHUYYIMHH  OMOXMMHUIH  Y3YYIRITHIH  JIyHIAX
yrrag xapelyynax 3amaap PAPP-A  Gonon demneer
B-hCG-nitn MoM (Multiple of Median) yTreIr Too1100710H
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WIAHKIIrH amurnagar®’. YKupamcuuii 10-14 moioo
XOHOTHIMH XOOPOHI 3pYYJd OKMPIMCOH VeI JXUiH
cuiiBaHruitH PAPP-A yypruiiH TyBIINH 3KCIIOHEHI[MAIaap
HAMAITIUPr  Oon uweneer PB-hCG-uiH TYBIIMH AXHHUH
econTuiiH mapaa Oyypaar’. Ypruiin Amnaraax YxaaHbl
Canruitn  (FMF) 3eBnemxeep xupsMmcHui 11%0-13%6
xyranaa 1axs PAPP-A MoM 0.5-aac 6ara, yeneet B-hCG
MoM 1.5 aac ux, WIMIPH XY3YYHHUH apbIH 3aif @precceH
0aiix Hb TpucoMH 21-MHH 3PT WIPYYJITHHH COHTOMOJI
LIAITYYp 'K Y3IOL OPT WIPYYISIT XAT aBUaHbl OOJIOH
OMOXMMUIH Y3YYJIUITYYIUHH XOOPOHJBIH XaMmaapJibir
YH2I3X Hb JlayHbl XaMIIMHXHUHH 3PCIIUIT TOOLOX,
XyypaM4 5epar XapHuy rapax 3pcadir Oyypyyiaxan
SMHAJI3YHH YyXajl a4 X0JIOOT0JITON FOM.

3opuaro: XKupsmcHui 3XHMI TypBaH capraill TpucoMu
21-uiH WIPYYJISIT ypruiiH IIMIPH XY3YYHMH apblH 3ai,
PAPP-A 6oson yeneet B-hCG-uiiH rod yTra XOOpoH/IbIH
XaMaapJbIT CyJyIax.

Apra, apraunaji: Cynanraar HII alllUHTUHH CylanraaHbl
3arBapaap ryiuatras. Cynmanraana xupsamcHuii 1170-13*6
JIOJIOO XOHOT'TOW, HOI' yparTtail, XpOMOCOMBIH 3MIITUIH
9PT WIPYYIrI3p OHIOP SPCAAITIN, OHOLI OaTalraaxyyax
3opwiroop 2020-2022 onbl xoopoHn IXOMY T-uiin
HY3II-T amHuoueHTe3 XHUHIIMPH YprufiH KapHOTHUI
IUHXKITYYJICOH 236 SKUPIMCOH DMITTIUr XaMpyylicaH.
Cynmanraanj XxamparfcaH SMAIIT3HUYYIUIH JyHOQX Hac
35.8+4.5 xwun (20-47 nac), nyanax BXU 26.55+4.56 kr/
Mm? GaiiB.

bun cynanraaraa AIIYYUC-uitn Cynanraansi
€c 3yiH xstHanThIH X0pooHbl 2021-05-21 (2021/3-06)-b1
©J16p 36BLIOOPOIT aBU T'YHIPTIIB. DXUWH I[yCHBI CUMBIH/T
PAPP-A ©6a B-hCG-mitn xonnentpanuidr Perkin Elmer
xommanuiiH 1omor ammrian (Delfia, Perkin Elmer, Fin-
land) mapxan Ttysiapax apraap (Fluoroimmunoassay)
CKpPHHUHT OHOIIMJITOOHBI TOBJ TOJOPXOWIOB. XOT aBHaH
mUHKWIrAT Brnabyp mex smuamarr Voluson E-10 (GE,
USA) anmapartaap ryHURTrIB. XpOMOCOMBIH 3MIITHIH
SPCANIMIT  J99PX  MIMHKWITIOHUK  Y3YYIDITYYIDI
yHIOCIOH Astraia (Astraia Software Gmbh, 2022, Mu-
nich, Germany) nporpamMMbIl' alIWIiIaH TOOLOB . YT
nporpammaap Tpucomu 21-uitH spcman (<1:250) rapcan
toxuongong FMF-uiiH 3eBIeMKuiiH 1aryy aMHHOLEHTE3
IUHXKUITIY XUAITIXUIT 30BIOCOH.

Cypanraany  xamparjical — SMATTIHUYYIUdH
PAPP-A yypruiir MoM ytraap #p 0.001-0.500, 0.501-
0.900, 0.901< rak, xapun uemeeT P-hCG-uiir MoM
yrraap b 0.001-1.000, 1.001-1.500, 1.501-2.000 Goson
2.000< rask OYJIArIIB.

Cynanraanj  Xamparaarcajibll  aMHHOIICHTE3
HIMHKWITI9HAR Yp AYHr?3p TpucoMu 21 separ Oyroy
JlayHbl XaMITUHKTIH ypar T3k 0yit (n=23), ceper Oyy
9pyYJt ypar 13k Oyl (n=213) Oyisr GonroH xyBaacaH.
Craructuk OGonosepyynanteir IBM SPSS  Statistics 26
porpamMmaap XHis.

Yp ayu: L{uToreHeTHKUIH MIMHXKUITIOHI XamparjacaH
HUHUT 236 KUPIMCIH IMITTIHUyyadsc 90.25% (n=213) b
X9BUitH, 9.75% (n=23) ub TpricoMu 21 Oyxuii KapuoTHNTAH
ypar T33C3H OaiiB.
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X9BUWH Kapuotunrai Oyiasrr >35 HacHBI
sMarmiuyyn 64.1%, tpucomm 21-13i Oymarr 82.6%,
nyHaak Hac Hb 38.1£3.5 sxmi Oaiiraa Hb <35 XypTanx
HacHbI OYJIAITAIH XaphlyyiaxaJl CTaTUCTUK a4 XOJIO0TI0I1
oyxuii ennep Oaiie (p<0.001).

Cynanraann — xamparjcal — SMATTIHUYYIUNH
cuiiBonruitn - PAPP-A Gonon weneer  B-hCG-miin
KOHLUEHTPAMWH yTIThIr MoOM-1  mIMDKYYIDH — OyJor
XOOPOHJT XapbllyyJaH Cy/UIaB.

VYpruiin tpucomu 21-m3i Oymrr 60.86%-x
apyyn xapuortuntaid Oymart 45.23%-nx PAPP-A-niin
MoM yrtra 0.001-0.500 xoopona, xapun ueneet B-hCG
MoM ytra spyy:n kapuoruntaii Oynruitn 48.08%-1 Hb,
tpucomu 21-1aii Oynruita 39.12%-1 b 1.5 MoM-ooc ux
OaiiB. YpruitH tpucomu 21-198 Oymart nynaax PAPP-A
MoM=0.507+0.442, X3BUHH KapuOTHNTI{  OYJIOIT
PAPP-A MoM=0.822+0.05 0Oyr0y TOXUOJIJIBIH OYJIArT
CTaTUCTHKHIH a4 X0J00T0NTO# sutraatait 6aiie (p<0.05).

(Bypar 1).
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3ypar 1. PAPP-A yypruiin (MoM yTraap) TYBIIMHT
TOJOPXOIJICOH IYH (Cyajraansl 0yjarip)

Yeneet B-hCG MoM ytra spyyn KapuOTHIITaH
Oynruitn 48.08%-1 Hb, Tpucomu 2 1-13¥ Oynruita 39.12%-
1 Hb 1.5 MoM-ooc nx 6aiiB. XapuH ypruifn Tpucomu 21-
1 6ymrt geneetr B-hCG MoM=1.762+1.079, xoBuitn
KapuoTHNTYH OymartT wemeet B-hCG MoM=1.849+1.281
OaiicaH Hb OYJIAr XOOpOH. suraaryil OaitHa (p=0.174).

(3ypar 2)
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3ypar 2. HeaeoT B-hCG yypruiin (MoM yTtraap)
TYBUIMHT TOJIOPXOMJICOH JYH (CyAairaansl 0yJriip)

Toxuonmon 0a XSTHAJITBIH Oyaryyma
svarmuyynuiitn  PAPP-A MoM  6a weneetr B-hCG
MoM-nifH Mdapar OGooH  eBepmerr daHapeir ROC
IIMHXHITIATINP TOA0pXoitnoB (3ypar 3).
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3ypar 3. X3BuiiH kapuoTunTaii 6a Tpucomu 21-13ii ypruiin
PAPP-A MoM (A), yeseet f-hCG MoM (b) 60s10u NT-uiin (B) eBepmen,
MIAPIr YaHaApbIr ROC mMIMHAKKWITAIIIP YHYICIH AYH

PAPP-A MoM ytreia Tacnax mar (cut off point)
0.301, manpar uanap 44.4%, eBepmerr yaHap 79.6% Oaiis.
Yeneetr B-hCG MoM yr1rei Tacimax 1ar 1.758, mampar
yanap 37.0%, eBepmer yanap 59.7% Oaii. lumn
XY3YYHHH apbIH 3aiiH 3y3aansl Tacnax 1mar 3.050, maapar
yanap 42.9%, eBepmerr yanap 77.4% 6aiiB (XycHart 1).

XycHorr 1. Tpucomu 21-13i ypruiin PAPP-A MoM
00J10H 40J100T B-hCG-uiiH M3Ip3IT 60J10H 6BOPMOIL
yaHap ofopxoiijacod 1yH (ROC muHKHITII)

1= ~_~ ~_~

2 = X S

9 i = = o

XyBbcaryujg s = & s = =] A~

5 é’ = 2 = <

< « @ «

[ = =
PAPP-A MoM 0301 444% 79.6% 0653 0.0l
Honoor f-hCG 1758 37.0% 59.7% 0.501 0.990
MoM
NT 3.050 42.9% 77.4% 0577 0.188

Ypruita Tpucomu 2 1 -T31 OYJIITT HIHIIDH XY3Y YHUI
apbiH 3ai 2.82+1.50 MM, X3BHHH KapHOTHIITIH OYJIAIT
2.3540.96 MM Oy0y TOXHOJIIUIBIH OYJIATT CTATHCTUKUITH
a4 xoJ00r10J1 OyXuii straaraii eprecces oaiina (p<0.001).
PAPP-A MoM=0.001-0.500 yea ypruiiH mvisH Xy3yYHUN
apblH 3alT MUHXKIDX3J TPUCOMU 21-T3H TOXHOJIBIH
38.46%-1 Hb MIWIPH XY3YYHHH apbiH 3ail 3.1 mMM-33¢
J3311 eprecceH OaiiHa. Tpucomu 21-13# TOXHOMAIYY AL
PAPP-A MoM=0.001-0.500 OGaiixamx WIWIBH XY3YYHHII
apeiH 3aif 61.53%-1 Hb epreceeryii Oaiiraaraac xapsai
PAPP-A MoM aH3yIuiofasir WIPYY/IdX Oue maacaH
XY4T3H Mapkep 00JI0X Hb TOJOPXOMIOTI0XK OaifHa.

Men tpucomu 21-mii O6ymarr PAPP-A MoM
>0.5 Gaiixan 44.44 %-1 Hb WIMJIH XY3YYHHUH apbliH 3aiiH
XAMXKI? epreceeryi, 55.55%-1 Hp MWIH XY3YYHUI apbiH
3aif 3.1 MM-33¢ epreccen Oaiina (3ypar 4).
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3ypar 4. Tpucomu 21-uiin 6y;i3rT PAPP-A yypar
naaBpbiH MoM ytra nax NT-uiin eprecenrii
XYMYYCHIiH 33J13X XyBb.

VYpruita Tpucomn 21-m3#, uwemeer [-hCG
MoM>1.501 6aiixazm 33.33%-11 Hb IIWIPH XY3YYHUI apbIH
3aif 3.1 MM-33C m33m eprecceH, 66.66%-1 Hb IIHIPH
Xy3yyHu#t apeiH 3aii 3.0 Mm-33c Oara OaitHa. XapwH
ypruitH Tpucomu 21-19#, "emeer B-hCG MoM <1.501
Gatixan 53.84%-1 Hb MMIH XY3YYHUI apbiH 3aif 3.1 MM-
93¢ HX, 46.16%-1 Hb MIMIISH XY3YYHUH apbiH 3aif 3.0 MM-
93c Oara XaMKIITIH Oaliraa Hb TyC TyC TOIOPXOMIOTIIIO0
(Bypar 5).
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naaBpbiH MoM ytra nax NT-uiin eprecesrai
XYMYYCHIiH 33J13X XyBb.
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Tpucomu 21-niin OysrT OMOXUMHITH
Y3YYJ2ATYYAMIH Xapuy coHromou Oytoy PAPP-A MoM
0.5-aac Oara, weneer f-hCG MoM 1.5-aac ux, NIMIH
XY3YYHUH apbiH 3aiiH 3y3aaH 3.1MM-33¢ ux Oaiix Hb
14.28%, xapuH HIMIPH XY3YYHMH apblH 3aiiH 3y3aaH
epreceeryii Oyy X3BHUIH, OMOXUMHUIH Y3YYJIITYYIUHH
Xapuy COHromosl eepwientdi Oaiix Hb 85.71%-1

TOIOPXOIIIOTIIO0O0.

bruoxuMuitH y3yymanTyyl Hb coHromon Oycaap
0OpWIOrJICOH OYJSIT KUPIMCOH OMITTIHH  IyCHBI
uiiacuiitn PAPP-A MoM (.5-aac Gara, weneet B-hCG
MoM 1.5-93¢ ux Oycax yrra OyXHWi TOXHOJJUIYYABIT
Japaax XYCHAITIIp Y3YY/IdB. DHd3 OyiruitH 69.56%
(n=16)-1 Tpricomu 21 6atnaracan. (XycHarT 2).

XycHart 2. Tpucomu 21 6aTiaracan ypruifH COHromos1 oyc
PAPP-A MoM, yeneet -hCG MoM 6a NT yrryyn

% v pacomow N Kamenn
1 0.676 3.106 3.8 47, XY, +21 1:4
2 0.845 5.081 1.3 47, XY, + 21 1:107
3 0.824 1.023 2.9 47, XY, +21 1:180*
4 0.264 0.453 3.5 47, XX, + 21 1:4
5 0.566 1.243 32 47, XX, + 21 1:10
6 0.199 1.073 1.5 47, XX, +21 1:22
7 0.186 0.578 2.4 47, XX, + 21 1:4
8 0.296 1.394 1.6 47, XX, + 21 1:33
9 0.251 1.482 3.1 47, XY, +21 1:4
10 0.218 1.236 1.3 47, XY, +21 1:25
11 0.628 3.497 2.0 47, XY, + 21 1:77
12 0.225 1.165 32 47, XY, +21 1:4
13 0.909 0.833 3.2 47, XY, +21 1:106
14 0.365 1.255 43 47, XX, + 21 1:4%*
15 2.244 1.151 52 47, XY, +21 1:66
16 0.620 1.091 2.9 47, XY, + 21 1:14

Taiinoap: *3-p moxuononvin Xy8b0 3 y3yyaA21m X36UtiH amaaa Xyeb XyHuu 3pcodnuun ymea 1:180,
mpucomu 21 6bamnazocan; **14-p moxuononvin xyev0 PAPP-A spc 6azaccan, NT spc 3yzaapcan,
xapun -hCG 6aza 33pa32 uxaccam, spcoanuiin ymea 1:4 moxuonoond mpucomu 21 bamnazocan batina.

PAPP-A MoM >0.901, Yeneet B-hCG MoM >1.5
Gaiixan Tpucomu 21 Garnarnaaryil. BuoxumuitH coHromMon
Oyc xapuyrait Oysarr Oyroy uweneer B-hCG MoM <1.5,
PAPP-A MoM <0.5 Gaiixan 43.75% (n=7)-1 Tpucomu 21

WJIBPCOH, BHA OYJIAIT WIWIAH XY3YYHHH apblH 3aiiH 3y3aaH
eprecceH 0aiix Hb 57.14% (n=4), IWIPH XY3YYHHUH apbIH
3allH 3y3aaH epreceeryil Oaiix Hb 42.85% (n=3) OaiiB
(XycHorT 3).

Xycnort 3. Tpucomu 21 6aTiaracal TOXHOJIJIBIH COHTOMOJI
oyc PAPP-A MoM, 1esieet B-hCG MoM ytra

PAPP-A MoM, yeneet f-hCG MoM-ytryyn

Tpucomu 21-uiin
TOXHOJIVIBIH TOO

Tpucomu 21-uiin
TOXHOJIIIBIH 33J13X XyBb

PAPP-A MoM >0.901, weneet B-hCG MoM >1.5 -yTryyn 0 0

PAPP-A MoM <0.54eneet -hCG MoM <1.5
PAPP-A MoM >0.54eneert -hCG MoM <1.5

7 43.75%
5 31.25%

BuoxumuitH coHromon Oyc XapuyTail OyJdrT
goneer B-hCG MoM <I1.5, PAPP-A MoM >0.5 0Oatixazg
31.25% (n=5)-1 mmdpcoH, SHY OYIAIT NIWIBH XY3YYHHH
apbIH 3aiiH 3y3aaH eprecceH Oaiix Hb 60% (n=3), mMIPH
XY3YYHHH apbIH 3aiiH 3y3aaH epreceeryil 0Oaiix Hp 40%
(n=2) GaiiB. I'ypsan Ttoxmomgonn B-hCG MoM >1.5-
aac nx, PAPP-A MoM>(.5 -aac ux Gaitxax Tpucomu 21
WIBPCOH OaiiB.

Xommpmek: bugHuil  cyganraaHj  xamparjacaH —eHJep
spcmanmi  (n=236) smarmituyymuite  9.7%-x1  (n=23)
Tpucomu 21 OGarnarncan He cymraad [.Cancap, (2023)
HapblH cyjanraana 8.1% racoH yp IyHTIH OMpoIoo
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Oaitnaa®. Cymmaau Wright. D, (2014) HapbiH TpucoMu
21-uiiH MAPYYITHHr JKUPIMCHHUN OSXHUH TypBaH caph
XaBcapcaH apraap Xuux3J Maapar ya”ap 90%, xyypamu
9epar xyBb 5% Oaitna’. FMF-uitH yaupaaMkuiiH naryy
XUWTJICOH OMAHUH CcynaliraaHbl Yp OYHTI3C Y3YYIITYY X
XOOPOH/IBIH XaMaapalryi 0aiiraa 4 xaBcapcaH WIPYYITHHH
SUCUMH Yp AYHJ aHOYMIOWABIH SPCIdIUMH YHIIDIT
HAMATAYYIDK Oaiiraa Hb TOJIOPXOHIOTIIOO0.

VYpruitn Ttpucomu 21-Toi  OYITHIT, XIBUHH
KapuoTUNTIH Oyydrmai  xapeuyymaxang PAPP-A MoM
TOXHMOJIIBIH OYJIOTT CTATHCTHKUHH ad  XOJIOOTOJITON
6aiiB (p<0.05) xapun yesneet -hCG MoM Oyiar X00poHT
saraaryi 6aiiHa (p=0.174). bun yr cynanraaraap Tpucomn
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21 sepor yen uveneet B-hCG 6Gonon PAPP-A-nitn MoM
eepwientuiir cyanaxan 60.86 % PAPP-A MoM 0.5-aac
Oara, 39.12% geneet f-hCG MoM 1.5-aac X TOXHOJIIOI]
tpucomu 21 wmpesn He Ziolkowska'?, (2019) Mirsafa-
ie'®!"(2022) HapbIH cymanraaraii xapeiryynaxan PAPP-A
MoM <0.5 oiiponmoo, yeneetr B-hCG MoM >1.5 Oara
Oailnaa.

bupnuii cynanraaraap TpucomMu 21 MIDPCIH
XYMYYCHIH COHTOMOJI ©OpWIONT WIBPCIH  OYIdIT
14.28%-1 Hp MMIPH XY3YYHHH apblH 3aifH XOMXK)
eprecceH, 85.71%-n epreceeryii 0aiiB, Ziolkowska
HapblH cyjairaaraap TPUCOMH 21 WIDPCOH XYMYYCHHH
17.2% Hp muadH Xy3YYHUH apbiH 3ail eprecceH, 82.8%-
Il Hb epreceeryii 0aiiHa. JH? Hb OUJHHUN CyHalaraaHbl yp
JYHTOI qyibk OaitHa.

Jdyrmaar: Yeneet B-hCG, PAPP-A 6a XaT aBuaH y3yyiamiT-
LIMJISH XY3YYHHH apblH 3aif Hb Oue OMescId yi xamaapu
eepuJierjex Oaifraa TyJ KUPAIMCHHUN 9XHUI TypBaH capl
Tpucomu 2 1-uiH HAPYYJIAIT ONOXMMUIH OOJIOH XOT aBHaH
HIMHKWITI9HAN  Y3YYJRITYYAMNT XaBcapcan Oaiiuiaap
alUIIax Hb YMHAJI 3YHH a4 X0s00ra01Tol OaiiHa.
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Detection of trisomy 21 in the first trimester
of pregnancy combined assessment of PAPP-A,
free B-hCG and nuchal translucency

Azjargal B!, Urjindelger T5°, G Erdenetuya’®, J Munkhtsetseg '
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Background: Prenatal diagnosis of Down syndrome (DS) is based on non-invasive and invasive methods. Non-invasive,
genetic testing of fetal DNA is expensive, while biochemical methods remain valuable. Amniocentesis is the most com-
monly used invasive diagnostic method, with a diagnostic accuracy of 99.8% and a miscarriage risk of less than 1%'.
Trisomy 21 (T21), also known as Down syndrome, is the most common chromosomal disorder worldwide, occurring in 1
in 319-1000 live births®. Duplication of chromosome 21 is the most frequently diagnosed result of abnormal chromosome
segregation, occurring in 95%?°.

Aim: The aim of the study was to investigate the relationship between of the fetal nuchal translucency values and mul-
tiples of the normal median of PAPP-A, free B-hCG levels in antenatal detection of trisomy 21 in the first trimester of
pregnancy.

Materials and Methods: The study was conducted between 2020 and 2022 among 236 pregnant women who underwent
examination for as high-risk of trisomy 21 (<1:250) at 11*°-13*¢ weeks of pregnancy, and whose fetal karyotype was
analyzed by amniocentesis in the genetic laboratory of the National Health Center. In the combined screeing method,
biochemical markers such as pregnancy-associated serum protein A (PAPP-A) and free chorionic gonadotropin (B-hCG)
and NT values were analyzed for the predefined ranges.

Results: 60.86% of trisomy 21 had PAPP-A MoM below 0.5 and 39.12% had elevated free B-hCG MoM>1.5. The B-hCG
MoM (> 1.5) and PAPP-A MoM (< 0.5) selected ranges (typical form) of trisomy21 showed that NT levels were not in-
creased in all fetuses with trisomy 21 whereasTrisomy 21 was present in only 14.28% of cases. In 69.56% of cases, there
was an atypical form.

Conclusion: Free B-hCG MoM, PAPP-A and ultrasound-based nuchal translucency values were independent markers for
the diagnosis of trisomy 21. Combined biochemical and ultrasound evaluation is essential for the detection of trisomy 21
in the first trimester of pregnancy.

Keywords: PAPP-A and free B-hCG, Nuchal translucensy, Prenatal screening, Trisomy 21
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