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AHHOTALUA

B pamkax mnpenarampbHOro CKpuHUHTa | TpumecTpa OepeMEHHOCTH TPOBEACH aHAIH3
OMOXMMHUUYECKHUX TTOKa3aTenel KpoBu y 1214 xeHIyH. YPOBEHb CHIBOPOTOYHBIX MapkepoB [-XI'Y
u PAPP-A y GepeMeHHBIX SBISIETCS YyBCTBUTEIbHBIMU HMHIUKATOPAMU XPOMOCOMHOW MATOJIOTHU
mona. [Ipu Tpucomun mo 21-i XpoMocome 4acTo HaOI0JaeTCs OBbIIIeHHE coaepkanus B-XI u
camxkenne ypoBHs PAPP-A B kpoBu mamumentku. [Ipu Tpucommu miona mo xpomocome 18 oba
MIOKAa3aTesl EMOHCTPUPYIOT TEHJEHIUIO K CYHUIECTBEHHOMY CHUKEHUIO OTHOCHTEIBHO HOPMBI.
Crnenyer y4uThIBaTh, YTO KAK MPHU SYIJIOUAMHM IJI0/1A, TAK U MPU XPOMOCOMHBIX AHOMAJIUAX MOTYT
YCTaHABIIMBATbCA ATUMUYHBIE 3HAYCHHUS WHIUKATOPOB, YTO TPEOYeT MPUBICYCHUS K aHAIU3Y
JIOTIOIHUTENBHBIX MapkepoB. B mio0oM ciyyae OMOXMMHYECKHI aHalW3 JIUIIb IO3BOJISIET
YCTaHOBHUTH BEPOSTHOCTh HAJMYMUS MATOJOTMU IJIOJA U OTHECTH OEPEMEHHOCTh K TpYIIE pHCKa.
OKOHUaTEeNbHOE 3AKIIOYEHUS O HAIIMYUU WIA OTCYTCTBUM XPOMOCOMHOM MAaTOJOTHH MOYKET JaTh
TOJIBKO IUTOT€HETUYECKUI aHAIN3 IJIOJIHOTO MaTepHuaa.

KawueBble cjoBa: npeHaTanbHbli  ckpunuHr, [-XI'Y, PAPP-A, Tpucomus,
[IATOT€HETUYECKUI aHaIu3

CHmwKeHue 4acToThl BPOXKIEHHOW M HACJICICTBCHHOM IIaTOJIOTHH Y 4YEJIOBEKa SBIIACTCS
OTHOW M3 TNPHOPUTETHHIX 3a7ay COBPEMEHHON MeauuuHbl. IlpodunakTika Takux 3abojeBaHUN
BO3MOXXHA Ha PAa3JIMYHBIX HTallax OHTOI€HE3a — OT MPEKOHUENIMOHHOIO A0 IOCTHATAJIBHOTO.
MHoroneTHsisi MpakTHKa JAEATENbHOCTH 3/PaBOOXPAHEHUS IMOKa3bIBAaeT, YTO JJs OOJIBIIMHCTBA
HEU3JICYMMbIX U MHBAJIUIN3UPYIOIINX HACJIEICTBEHHBIX 3a00J€BaHUN €IMHCTBEHHO 3()()EeKTUBHON
MOXKET ObITh NPOQMIAKTUKA Ha IPEHATAIbHOM JTalle, OCHOBAHHAs Ha BBIABICHUU U paHHEH
AJIMMUHALIMY TUIO/IOB C TSDKENBIMU TeHeTHuecKuMu nedexramu. B Poccun, kak u B OOJBIIMHCTBE
Pa3sBUTBIX CTpaH MHUPA, Ha MPOTHKEHUU IIOYTH IIOJYBEKA BBIINOJHAIOTCA TIOCYIAPCTBEHHBIC
IIPOrpaMMbl  [IPEHATAJILHOTO TI'E€HETMYECKOIO0 CKPUHHMHIA HAcJIEACTBEHHBIX U BPOXKIACHHBIX
3a0oneBaHuii. OHM OCHOBaHBl Ha BBIABICHMHM MAapKepOB IOBBIIIEHHOTO pHUCKA HaJIU4UsA
TCHETUYECKUX aHOMAJIMH IMyTeM MPOBEIACHUS OMOXUMHUYECKOTO HCCIEIOBAHUS KPOBH MaTepH U
YJIBTPa3BYKOBOI'O MUCCIIEAOBAHMs TUIOAA. JKEeHIIMHAM, OKa3aBIIMMCS B TPYIIIIE ITOBBIIIEHHOTO PUCKA
[IOKa3aHa WHBAa3WBHAsg TIE€HETUYECKas JMarHOCTUKA, OCHOBaHHAas Ha I[MTOI€HETUYECKOM
HCCIIEIOBAHUY TTIOAHOTO Matepuaia [ 1, 2].

N3 Ouoxumuyeckux MapKepoB IAaTOJOTMH  IUIOAAa  HaWjiydlmeM oOpazom  cels
3apEKOMEH/IOBATIM  XOPUOHMYECKUN TOHAMOTPONMUH dYenoBeka, [-cyobemuuuna (B-XIY) wu
acCOLIMUPOBAHHBIN ¢ OepeMeHHOCThIO TpoTerH-A mia3mbl (PAPP-A), koTopsie 00HapyXUBalOTCs B
KpoBU OepeMeHHOH >KeHIMHbI. MccnenoBaHue KOHLEHTpAlMM JAaHHBIX BEIIECTB B MAaTEPHHCKOU
KpoBH B 1iepuof 11-14 Henenb 6epeMEHHOCTH MO3BOJISIET KOCBEHHBIM 00pa30M OLICHUTH COCTOSHHE
3[0pOBBSl IIJIOJIA, B TOM YHCIE B €ro reHermdeckoM acrekrte [3]. HecMoTps Ha MHOTOJIETHIOIO
npakTuky nzydeHus B-XI'U u PAPP-A y GepeMeHHBIX, 1O CHX MOp OCTAIOTCS HE BIOJIHE SICHBIMH
IIPUYMHBl KAK JIO)KHOOTPHULIATENIBHBIX, TAaK W JIOKHOIOJOXXUTEIbHBIX PE3YJIbTaTOB TECTOB,
OCHOBaHHBIX Ha OMOXMMHUYECKOM HMCCIIEAOBaHUU. J{JIsl peleHns 3THX U APYTHX BOIPOCOB TpedyeTcs
BCECTOPOHHEE U3Yy4YEHHE 3aKOHOMEPHOCTEN paclpeiecHus M0Ka3aTeleld B HOpME U MPHU NaTOJIOTHH
wioAa. llenplo MaHHOrO MCCIENOBaHMS CTAJIO COMNOCTABIEHUE HEKOTOPHIX CTATUCTHUYECKUX
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XapaKTePUCTHK, onuchiBaomux ypoBeHb B-XI'H u PAPP-A B kpoBH KeHIIUH, OEPEMEHHBIX TUIOOM
6€3 XpOMOCOMHBIX aHOMAJIUH U MPH HAJTMYUH Y TUI0/1a TprucoMuH 1o 21 mim 18 xpomocomam.

B wuccrnenoBanue BrItoueHbl 1214 SKEHIMH, TPOXOIUBIIMX OOCIECIOBAaHHMS B paMKax
MPEeHaTAILHOTO CKpUHMHTA | TpuMecTpa OepeMEeHHOCTH Ha 0a3e MeIMKO-TeHeTHYECKOM 1abopaTtopun
I'AY3 KOKB B mepuox 2013-2022 rr. I'pynma cpaBHeHus (nmanee — rpymma 1) Bxmrodana 1000
CIly4aiiHO OTOOpaHHBIX W3 0a3bl JAHHBIX HKCHIIMH, OEPEeMEHHBIX IUIOAOM 0€3 XPOMOCOMHBIX
aHomanmii. ['pynma 2 O6puia chopMupoBaHa M3 BCEX JKEHIMH C MPEHATAIbHO WM MOCTHATAIBHO
YCTaHOBJIEHHOM TpucoMuel no xpomocome 21 y muiona wim HoBopoxkaeHHoro. Hakonen, rpynmna 3
OXBaThIBaJIa JKCHIWH, UMEIOIIUX Ha MEPUOJI 00CIeIOBaHMS IIJIOJ ¢ TPUCOMHEH Mo xpomMocome 18
WJIN POJUBIINX peOeHKa ¢ 3TON aHOMaHeH.

Bospact oOcnenoBanHbix Haxomwics B mpemenax 184 — 459 mer (tad. 1). Cpok
O6epeMeHHOCTH 00CiIeI0BaHHbBIX BapbipoBai oT 73 10 99 nHeil. Cpok 6epeMEHHOCTH yCTaHABIMBAICS
BpauaMu Y3-IMarHOCTUKM HAa OCHOBAaHMHM H3MEpPEHHs] BEIMYMHBI KOIMYUKO-TEMEHHOIO pazMepa
wiona. Becem KeHIMHAM MPOBOAMIOCH OMOXMMHUYECKOE MCCIIEIOBAHUE CHIBOPOTKH KPOBH IS
YCTaHOBJIEHUS] KOHIleHTpanuu MapkepoB OepemeHHoctu [B-XI'U um PAPP-A. MucTpymeHTanbHBIC
MCCIIEJOBAHMSI BBIIOJHSIMCH HA aBTOMAaTHYECKOM (priroopomerpuyeckoM ananuzatope AutoDELFIA
COrJIACHO  NPOTOKOJIAaM  Pa3pabOTUYMKOB  OMOXMMHUYECKHX  TecT-cucTeM.  KoHIEeHTpauus
OMOXMMHUYECKUX MapKepOB KPOBHU BBIpAXKaIach B MEXIyHAPOIHBIX enuHHULAX Ha utp (ME/m).

B xone uuToreHeTn4eckoro uccieoBaHusl TOTOBUIIN MpenapaTrbl BOPCUH XOPHUOHA, KIETOK
AMHUOTHYECKON KHUJIKOCTH WM JTUMQPOIUTOB MyITOBUHHON KPOBU (MIPH KApUOTUITUPOBAHUH ILIOAA)
WM Tipenaparbl nepudepruyeckoid KpoBH (B Clydyae IMOCTHATaIbHOTO KAapUOTHUIIUPOBAHUSA).
Pacrnio3naBanue u 0T60p MeTaa3HbIX MIACTUH BBIOIHSIIOCH C UCIOJIB30BAHUEM aBTOMATHYECKOTO
ammapaTHO-IIporpaMMHOro komriekca Axio Imager/Metafer, a kapuoTunupoBaHnue — ¢ TOMOIIBIO
UCCIICIOBATEIbCKUX MHUKPOCKONOB AXIO SCOpe W rpaguyeckoro mporpaMMHOrO OOECHeUeHHS
Ikaros. Jlns cratucTHYecKoro aHaim3a W rpaguyecKoro MPEACTABICHUS JaHHBIX HCIOJIb30BAIH
nporpammubie npuitokerus STATISTICA v.7. u Excel. Ilpu onmcanuu rpynm oOcCiieT0BaHHBIX
paccuuTHIBAIMCH BHIOOpPOUYHBIE MOKa3zaTrenau. CpaBHEHHE TpyII MPOBOAMIOCH C HMCIOIb30BaHUEM
HENapaMeTpUYEeCKUX METOJOB Ha OCHOBE pacyeTra KpUTepus )~ TMOCiIe IpeIBapUTEIbHOU
IPYNIUPOBKU JaHHBIX. OTINYKS CUYUTAIIU CTATUCTUYECKH 3HAaUUMbIMU 11pu ypoBHe P<0,05.

Tao6auna 1
XapakTrepucTiKa rpynn 00cjie10BaHHbIX
I'pynna 1 I'pynna 2 I'pynna 3
(n=1000) (n=170) (n=44)
Bo3spacr, ner
MUHAMAIbHBIA 19,9 18,4 21,0
MaKCHUMAaJIbHBIN 455 44,4 45,9
CpeaHui + cTaHJapTHas
oIIroKa 31,7+0,13 34,1+ 0,49 34,7+ 0,85
Cpok 0epeMeHHOCTH, JTHEH
MUHHAMAaJIbHBIN 77 73 76
MaKCHUMAaJIbHBIN 99 99 98
CpeaHui + cTaHJapTHas
oIIroKa 89,4+0,14 89,0+ 0,38 85,8+ 0,64

KoHneHnTpanus XOpHOHHYECKOTO TOHAJOTPONHUHA-3 B CHIBOPOTKE KpPOBH IKECHIIHH,
OCpEeMEHHBIX HOPMAJIBHBIM IIJI0JIOM, Haxoauiack B mpenenax 0,28-262 ME/n (ta6. 2). Takoi
IIMPOKMHA  JWama3oH  BapbUpPOBaHUS  TOKa3aTelsl  ONpPENeNseTCs  MHOTOYMCICHHBIMU
¢buznonornyeckuMu (akropamMu M NATOJIOTMYECKMMHU IPUYMHAMU, HHOT/IA COMYTCTBYIOIIMMU
o6epemenHoctu [4]. Ilpu sTOoM pacmpenesneHue HHIUBUAYAJIbHBIX 3HAYEHHH OTIMYAIOCh OT
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HopMasbHOro. bonee 75% o0cneqoBaHHBIX HMMENM KOHIEHTpaluio Mapkepa B mpezaenax 20-80
ME/n. V 11,4% o0cnaeqoBaHHBIX 3HaueHHE mokazarenas Obuto mMenee 20 ME/n. Jomst mwmip ¢
npesbimatomium 80 ME/n ypoBuem [B-XI'U cocraBuna 12,9%. B Takoil cuTyauum cpenHee
3HAYEHUE KOHIIEHTPAIIMU BEIIECTBA HE SBIISETCS IMOKA3aTEIbHON XapaKTePUCTUKOMN ISl BEIOOPKU B
1[EJIOM, BMECTO Hee OOBIYHO HCIONb3YIOT BEJIMYMHY MEAHMAHbI, KOTOpas B JaHHOW BBIOOpKE
cocraBmwia 39,3 ME/n. Dto 3HaueHue cienyeT MPHUHATH 33 ATAJOH IS OLIGHUBAHHS CTEICHU
OTKJIOHEHHSI MOKa3aressl OT HOPMbI M YCTAHOBJIEHHUS PUCKa MATOJIOTUU OEPEeMEHHOCTH B KaXJIOM
cirydae.

Taoauma 2

Bbuoxumuyeckue nokasarejim CbIBOPOTKH KPOBH B IPyNnnax 00cjieJ0BAHHbIX

I'pynna 1 I'pynmna 2 I'pynna 3
koHneHTpanus B-XI'', ME/n
MUHAMAaJIbHAA 0,28 16,7 1,8
MaKCUMaJIbHAI 262 360,4 95
cpenHsd + cTaHaapTHas
oImrnoKa 47,8+0,99 94,5+4,39 14,9+2,35
MeauaHa 39,3 76,5 10,7
koHneHtpanus PAPP-A, ME/n
MUHUMAaJIbHas 0,26 0,19 0,12
MaKCHUMaJIbHAI 14,8 10,2 4,2
cpenHss + cTaHaapTHas
oIrnoKa 3,1+0,07 1,8+0,13 0,7+0,11
MearaHa 2,61 1,27 0,49

Kak ycraHoBieHO, y JKCHIIMH W3 TPYINIbl 2 pacnpezeneHue koHreHTpanuu B-XI'Y B
oOpa3iax ChIBOPOTKH KPOBH B LIEJIOM CMEIIEHO B CTOpOHY noBbiiieHus. [Ipu stom 47% obpaszuon
uMmenu BennuuHy Mapkepa 6osiee 80 ME/n u mums 1,18% menee 20 ME/n. MeauansHoe 3HaYCHHE
KOHIICHTpAllUM BEIIECTBA B JaHHOW Tpymme coctaBuio 76,5 ME/a, 4to modTu BIBOE MpEeBHIIIACT
HOpMaJbHYI0 BenuuuHy. l[IpoTHBOMONOXKHAS TeHIeHIMs Habmoganack B rpymnme 3. CHUXKEHHE
koHneHtpanuu B-XI'Y no 20 ME/n u menee nHabmonanocs B 81,8% o0pa3noB kpoBu. Mennana
cocrapuia 10,7 ME/n. O4eBuaHO, HaJMYME XPOMOCOMHOM AHOMAJHMH SBISETCS CYIIECTBEHHBIM
(dhakTOpOM, BIUAIONIMM Ha KoHIeHTparuio B-XI™ B ceiBOpoTKe KpoBU OepeMeHHOn. Tpucomus 1mo
xpomocome 21 0OBIYHO MPUBOAMT K MOBBIIIEHUIO KOHIIEHTPAIMK BEIIECTBA, a MPU HATMYUU TJI0/1a
¢ TpucoMmuei-18 HabmomaeTcs CTOMKOE CHIDKEHUE MOKas3aTels. YUYUThIBas MOJTy4YeHHBIC aHHBIC,
MapKep MOXHO MPHU3HAaTh MH(OPMATUBHBIM MPU YCTAHOBJICHHH PUCKA XPOMOCOMHOM aHOMalUU
mnona. Ilpu 3ToM B KaKIOM OTHENBHOM Cillydae PEKOMEHIYETCs pacCYUThiBaTh BenuduHy MoM
(multiples of median), koTopas xapakTepH3yeT CTEICHb MPEBBIMICHUS (MM CHUKCHHS)
WHAUBUIYAIBHOTO YpoBHS 3-XI Y 10 OTHOIIEHHUIO K HOPMAJIBHOW ME/IUaHe.

Ha cnemyromem stare uccienoBanus ObUIM pacCUMTaHbl 3HaYeHUsT MoOM KOHIIeHTparuu [3-
XI'Y (manee — MoM B-XT'Y) mst Bcex obcnenoBanHbiX (puc. 1). Tlockonmbky rpymma 1 sBisiiach
ATAJIOHOM TMPU pacdyeTe HOPMAIbHOM MeauaHbl, OOJNBIIMHCTBO oOcienoBaHHBIX (76,3%) umenun
3HaueHue MoM B mpenenax 0,5-2. [Ipu 3TOM HACTOPOKEHHOCTh MOTYT BBI3BaTh OUYEHb BBICOKHE
3HAUEHUS TIOKA3aTeNs Y HEKOTOPhIX OepeMEHHBIX. B maHHOW BBIOOpPKE MaKCHMAallbHOE 3HAYCHHE
MoM B-XI'Y cocraBuio 6,74, 9To JaeT MOBOJ JUIsl BHECEHUS JTaHHYIO JKEHIUHY B TPYIIY pUCKa
[0 XPOMOCOMHOM MNaTOJIOTUH Iulofa. B panmpHelilmieM TakuM MallMeHTKaM MOKa3aHa MHBA3WBHAA
MpeHaTalbHasl TUarHOCTUKA C IMTOT€HETUYECKUM MCCIIEJOBAaHUEM IIOAHOTO MaTepuana. ToiabKo B
3TOM Cllydae YJIacTcsl YCTaHOBUTH, CBSI3aHO JIM MOBBINICHHE KOHIEHTPALUU CHIBOPOTOYHOTO
Mapkepa ¢ XpOMOCOMHOW aHOMAJIMEN WIIM BbI3BAHO MHBIMU MPUYUHAMMU.
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Pacnipenenenne crpynnupoBanHbix 3HaueHH MoM [B-XI'U npu XpoMOCOMHOM MaTOIOTUH
IUI0/1a JOCTOBEPHO OTJIMYAJIOCH OT pacrpeaeseHus B KOHTpoabHO# rpynme (P<0,05 mis rpymnm 2 u 3
1o cpaBHeHUIO ¢ rpynmoi 1). Ananus pacnpenenenus MoM B-XI'YH y sKeHIWH, HECYIIUX TIIIOJ C
TpucoMuel no 21-if xpoMocome MoKasajl, YTO 3HAUMUTEeIbHOE KOJUYeCTBO 00caen0BaHHbIX (41,2%)
JEMOHCTPUPOBAJIM HEBBICOKOE 3HAa4YEHME IOKa3arens, B npeaenax 1-2. Takue 3HaueHus MOryr
MPUBECTH K JIOKHOMY 3aKJIOYEHHIO O OJIaromojiyuuu MpoTeKarolmel OepeMEeHHOCTH W Tpu
OTCYTCTBMUM aHajgu3a JPYIHMX MAapKepoB XPOMOCOMHOM MaTOJOTMH U  MOCIEAYIOLIEr0
LUTOT€HETHYECKOT0 MCCIIEIOBAHUS MPUBECTH K POKICHHUIO pedeHKa ¢ Tpucomueil. Tem He MeHee,
47,6% o0cnenoBaHHBIX U3 TPYIIBI 2 UMeNnu 3HadyeHrne MoM Oonee 2, Torna Kak B KOHTPOJIBHOM
TpyIIMe A0J TAKUX KEHIIMH cocTaBuia b 13,1%.

bonee 4yBCTBUTENBHBIM JAHHBIA MapKep OKa3ajcsi MpPHU BBIABICHUH TPUCOMHUU 1O 18-i
xpomocome y mioaa. ¥ 95,5% oOcienoBaHHBIX U3 TPYIIbl 3 ycTaHOBIEHBI 3HaueHne MoM B-XI'Y
MeHee | ¢ o4eHb BBICOKOH moiei 00pa3noB co cHmxenneM MoM menee 0,5. Kak u B nmpeasiayiieMm
ciydae HeOoJblIas 4acTh 0OCJIEeIOBaHHBIX C aHOMAJIbHBIM IUIOJAOM HMMEJla HOpMajbHOE 3HAUYEHHE
MoM, 4ro yka3piBaeT Ha HEOOXOIUMOCTh MCIOJB30BAHUS JOMOIHUTEIBHBIX MAPKEPOB MATOJIOTHH
OepeMEeHHOCTH IIPU aHAIM3€ UHIMBUYaTbHOU CUTYALIUH.
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Pucynok 1. Beruunna MoM koHuentpanuu B-XI' y 6epemMeHHBIX U3 00C/1€10BAHHBIX
rpynn

KonuenTpanus npoTerHa, acCOLMUPOBAHHOTO C OEpPEeMEHHOCTHIO, Y JKEHIIMH Trpymmsl 1
Haxomwiack B mpenenax 0,26 — 14,8 ME/a (ta6. 2). Kak u B cinydae ¢ B-XI'U pacnpenencuue
OTJIMYAJIOCh OT HOPMAJIbHOTO, YTO OOOCHOBBIBAET CJIOXHUBIIYIOCS TPAKTUKY HCIOJIb30BaHUS
Me/IMaHbl Kak BBIOOPOYHON XapaKTEpUCTHKM IOKa3aTens. MeauaHa Ioka3aTelissi B KOHTPOJIbHOU
rpynme cocraBwia 2,61 ME/n.  OxumaemMo, TMMOYTH TMOJOBHHA OOCJIEIOBAHHBIX HMEITH
koHleHTpanuto PAPP-A B mmamazone 1-3 ME/n BrmouutensHo. Menee 10% o0pasmos
XapaKTEepU30BaIUCh CHIKCHHBIM (MeHee | ME/m) 3nauenmem mokaszarens. C Ipyroil CTOpOHBI,
MenuaHa KoHleHTpauuu PAPP-A B obeux rpymmax ¢ maTojorueil mioga 3aMeTHO CHIJKalach, B
rpymnmne 2 ee 3HadeHue cocraBuiio 1,27, a B rpynne 3 — 0,49. OueBUaHO, paCCMOTPEHHBIE TPUCOMUHU
y IUI0/Ia TIPUBOJAT K CYIIECTBEHHOMY CHHKEHHIO BBIPAOOTKHM O€jKa OTHOCHUTEIBHO HOpPMBI. Tak,
cHmkenHoe meHee 1 ME/n 3nauenne PAPP-A nabmonanocs y 41,2% GepeMeHHBIX MPU TPUCOMHHU-
21 ny 79,5%(!) 6epemeHHBIX IpU TPUCOMUU-18.

Pacnipenenenne crpynnmupoBaHHbix 3Ha4eHU MoM konneHTpanuu PAPP-A (manee — MoM
PAPP-A) npu XpOMOCOMHOH MAaTOJIOIMM IIJIOJA JOCTOBEPHO OTJIMYAJIOCH OT paclpeieiieHus B
KoHTposibHOU rpymme (P<0,05 mms rpynn 2 w 3 mo cpaBHeHHWIO ¢ rpymnmoi 1). AnHamu3
pacripenenenus 3HaueHuss MoM PAPP-A nokasan, uyTo npu 6epeMEeHHOCTH HOPMAaJIbHBIM IUIOIOM
oonee 70% o00OcCIeI0BaHHBIX JKEHIMH IEMOHCTPUPYIOT BETMUUHY MHAEKca B mpenenax 0,5-2 (puc.
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2). OOpamaer Ha ce0s BHUMaHHUE 3HAYMTENIbHAs 10js o0pasnoB ¢ BenmumunHod MoM menee 0,5
(16,6%). Hanpotus, nump 11,7% oOcnenoBanHbIX U3 rpymnmbl | uMenw HOBbILIEHHOE Oosee 2
3HaueHue MoM PAPP-A. [lo uMeromuMcss K HacTOAIIEMY BpPEMEHU JaHHBIM CHHUYKEHHOE
cogepkanue PAPP-A B CBIBOPOTKE KpPOBM aCCOLMMPOBAHO Y HEKOTOPBIX NAIMEHTOK C
OTKJIOHEHHSIMH TpPOTEKaHUs OEepeMEeHHOCTH BIUIOTH JO YIPO3bl TPEPHIBAHUSA BCIEICTBUE
pa3nuyHbIX puuuH [4, 5]. M0OXXHO 3aKJIIOUUTH, YTO B CUJIy €CTECTBEHHBIX OCOOCHHOCTEH CHHTE3a U
pactipenenenuss B TkaHsix PAPP-A npu OepeMEHHOCTH SYIUIOWIHBIM IUIOJIOM B OOJBIIMHCTBE
CJIy4aeB MO>KHO OKUJaThb HOPMAJILHOE UJIM MIOHM)KEHHOE 3HaueHHue nHaekca MoM.
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BennunHa MoM

PucyHnok 2. Besimunna MoM konunentpanuu PAPP-A y OepeMeHHBbIX U3
00cJ1eI0BAHHBIX TPy

VYka3aHHas TEHAEHLUS MHOTOKPAaTHO YCHJIMBAETCS NMPH HAIWYMHM XPOMOCOMHOW IAaTOJIOTUU
mwioga. OCcoOOCHHO TMOKa3aTeIbHO YBEIMUYEHHUE IO OOPa3IloB CO CHIKEHHBIM MeHee 0,5 ypoBHEM
MoM PAPP-A. Tak, npu Hanuuuu y mioja TpucoMuu-21 B 3Ty karteroputro nomnagaer 52,4%
oOpasuoB, a mpu Tpucomuu-18 — 88,6%(!). Ilpu sToM B o0eux rpymmax ¢ maTojorueit mionaa
BBISBJISUTUCH 00pa3ibl ¢ HOpMabHBIM 3HaYeHneM MoM. Jlons o0pasuos ¢ BennunHoit MoM or 0,5
1o 2 B rpymre 2 cocrasuia 41,8%, a B rpynmne 3 — 11,4%. OtoT dakt yka3piBaeT Ha HEOOXOAUMOCTb
KOMIUIEKCHOTO TIOJX0/a MPHU aHAJIM3€ NeHETHYECKOro craryca mioja. Mcrnonb3oBaHue eaMHUYHBIX
MHJIUKAaTOPOB MOKET NPHUBECTH KaK K JIO)KHOIOJIOKUTEIBHOMY, TaK M JIOXKHOOTPULATEIIBHOMY
3aKJIIOYEHHUIO TP YCTAHOBJIEHUU PUCKA HATMYUS Y HETO XPOMOCOMHOM TPUCOMMUHU.

Ha ocHoBaHMM MPOBEIEHHOTO aHAIN3a MOXKHO 3aKJIFOYUTh, YTO OMOXMMUYECKHE TIOKa3aTeln
kpoBu B-XI'Y u PAPP-A y GepeMeHHBIX SBISIOTCS 4yBCTBUTEIBHBIMU MHIMKATOPAMHU XPOMOCOMHOMN
natojioruu 1wioaa. [1pu Tpucomun mo 2 1-i XxpoMocome 4acTo HaOII0AaeTCs TTOBBIIIEHUE COACPKAHUS
B-XI'Y u cumxenue ypoBHst PAPP-A B kpoBu nauuentku. [Ipu Tpucomuu miona mo xpomocome 18
o0a mokasatensi IEMOHCTPUPYIOT TEHJICHIIMIO K CYIIECTBEHHOMY CHMKEHUIO OTHOCHTEIBHO HOPMBIL.
[Ipu 3TOM ClleyeT yUuThIBaTh, YTO KaK MPH SYIUIOUIUH TUIOAA, TaK U IPU XPOMOCOMHBIX aHOMAIIHAX
MOT'YT YCTAQHABJIMBATHCS ATUMMYHbIC 3HAUECHHUS MHIMKATOPOB, YTO TPeOyeT MPUBICUECHUS K aHAIU3Y
JIOTIOJTHUTEIBHBIX MapKepoB. B mo0om ciydae OMOXMMUYECKHIA aHATTU3 JINIIb T03BOJISIET YCTAHOBUTD
BEPOSITHOCTh HAJTMYMS NMATOJOTUH TUIOJM U OTHECTH OEPEeMEHHOCTH K rpyrie pucka. OKOHYaTeIbHOE
3aKJIIOYEHHS O HAIMYMU WIA OTCYTCTBUM XPOMOCOMHOM IATOJIOTMM MOXKET JaThb TOJIBKO
LIUTOI€HETUYECKUH aHaINU3 IJIOJHOTO MaTepuaa.
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BIOCHEMICAL PARAMETERS OF BLOOD IN PREGNANT WOMEN
NORMALLY AND WITH CHROMOSOMAL PATHOLOGY OF THE FETUS
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Abstract

As part of the prenatal screening of the first trimester of pregnancy, biochemical parameters of
blood were analyzed in 1214 women. The level of serum markers 3-hCG and PAPP-A in pregnant
women are sensitive indicators of chromosomal pathology of the fetus. With trisomy on the 21st
chromosome, an increase in the content of 3-hCG and a decrease in the level of PAPP-A are often
observed in the patient's blood. With fetal trisomy on chromosome 18, both indicators show a
tendency to a significant decrease relative to the norm. It should be taken in account that both with
fetal euploidy and with chromosomal abnormalities, atypical values of indicators can be established,
which requires the involvement of additional markers in the analysis. In any case, biochemical
analysis allows only to establish the likelihood of the presence of pathology of the fetus and attribute
pregnancy to the risk group. The final conclusion about the presence or absence of chromosomal
pathology can only be given by a cytogenetic analysis of the fetal material.

Keywords: prenatal screening, B-hCG, PAPP-A, trisomy, cytogenetic analysis
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