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m Baxknyio poJib B 0T0Ope “KeHIIHH

rPYIII BLICOKOTO PHCKA 110 BPOKIeHHOI

U HACJIe/ICTBEHHOM, Npesk/e Beero,
XPOMOCOMHOM IaTOJI0TUHU, HTPAIOT
NPOrpaMMbl YJbTPA3BYKOBOI0 U
0MOXHMHUYECKOI0 CKPMHHHIA OepeMeHHbIX.
3a nocjeaHue S €T aIropuUTMbI
MPEeHATAILHOT0 CKPHHUHIA, PeaTn30BaHHbIe
B Cankr-IlerepOypre, no3BoJuiu
YBEJIUYHUTh BBISIBJISIEMOCTD ILJIO/10B C
cunapomomM Jlayna B 2,4 paza no cpaBHeHHIO
¢ 1997-2006 ronamu. IloBbienne
3(ppeKTHBHOCTH CKPUHUHIOBBIX
o0c1e10BaHMIi 3aK/1I04aeTCsl B IOCTOSTHHOM
KOHTPOJIe Ka4eCTBa yJIbTPa3BYKOBBIX

U OMOXMMHMYECKHUX UCCJIeOBAHUI 1
CO3/IaHNH BbICOKOTEXHOJIOTHYHBIX LICHTPOB,
paloTaoIuxX B pexxuMe

«KnuHuKH 0THOTO THS».

m Kinouessble ciioBa: cunapom [layHa;
IpeHaTalbHas JUarHOCTHKA; XPOMOCOMHbIE
AQHOMAJINH.

BBepeHune

['maBHOM 3ama4eil mpeHaTaaIbHOU TUArHOCTUKU SIBJSETCSI CBOE-
BpPEMEHHOE BBISIBJICHUE BPOKACHHON M HACIIEACTBEHHOH MaToJIo-
TUU ¥ TOJTYYEHHE MAaKCHMAaJIbHO TOYHOI'O MPOrHO3a ISl )KU3HH
U 3710pOBbs M107a. I3BECTHO, UTO BpOKI€HHAs MATOJIOrUs IJI0/1a
HEPEKO BO3HUKAET Y )KEHIIUH, HE OTHOCSIINXCS K IPYTIIE BBICO-
KOT'O PHCKa, B TOM YHCJIE U B MOJIOJBIX CEMBSIX, C HEOTATOLIEHHBIM
AKyLIEPCKO-THHEKOJIOIMUYECKUM HWIJIM HACJIEACTBEHHBIM aHAMHe-
30M. BaxxHoe 3HaueHHe B 0TOOpE KEHIIMH I'PyII BBHICOKOI'O PHU-
CKa 0 BPOXKAEHHOM M HACIEICTBEHHOM, NMpEXAe BCEro, XpoMo-
COMHOH MaTOJIOTHH, UMEIOT CKPUHHUPYIOLIUE MPOrPaMMBbL, B TOM
YyyUclie M MPOrpaMMbl OMOXHMHUYECKOTO CKPUHUHTA MapKEPHBIX
CBIBOPOTOYHBIX OenkoB (MCB) B kpoBU OepeMEHHBIX KCHIIUH.
OnpezneneHre NOMYISIUOHHBIX HOPMAaTHBHBIX 3HAYEHUH comep-
xanusi MCB B KpoBH MaTepH Ha pa3HBIX CPOKaX OEpPEeMEHHOCTH
M OLEHKAa 3HAYMMOCTH TE€X WM HMHBIX (PAKTOPOB, BIIHSIOLIUX
Ha ypoBeHb MCB, B HOpMe 1 ITPH aTOJIOT MU TIOJA SIBISIETCS Tep-
BBIM 3TAIlOM B Pa3BUTHU MacCCOBOI'0 OMOXMMHUYECKOTO CKPUHUHTA
(BC). Cnenytrommii atan — ontumuzanus anropurma bC u pac-
yeTa pucka poxzaeHus pedenka ¢ CJI ¢ nenplo CHHKEHHs duca
JIO)KHOTIOJIOKHUTENBHBIX PE3YJBTAaTOB U TOBBIIICHUS 3(PPEKTUB-
Hoctu ckpuHuHra MCB y 6epemennbix [4]. B Cankt-IletepOypre
HaKOIJIGH MHOTOJISTHUI ONBIT MaccOBOTO MPEHATalIbHOIO OHO-
XUMHUYECKOT0 CKPHHHUHTA, KOTOPBIH TOKa3all, 4To ero 3G QeKTUB-
HOCTH CYIIECTBEHHO MOBBIMIAETCA MPH MEPEXo/e OT CKPUHMHTA
B 1517 Henenb OepeMEHHOCTH K CKpUHUHTY B 9—13 Heneinsb [2].
3TO CBS3aHO, B NIEPBYIO OUEPEdb, C OOJBIICH «CHUIIO» MapKepoB
I TpumecTpa, ¢ MOBBILLIEHNEM TOYHOCTH OINPENIETIEHUS YPOBHSI ChI-
BOPOTOUYHBIX MaPKEPOB (UCIIONB3YETCS IMMYHO(ITYOpECeHTHBIH
METOA BMECTO HUMMYHO(EPMEHTHOTO0), C TOSBICHUEM TPETHETO
(akTopa aJs pacyeTa pUcKka — TOJIIMHBI BOPOTHUKOBOTO IPO-
crpanctsa (TBII) no nanueiM Y3U, mpoBeieHHOTO B SKCIIEPTHOM
YUPEKIECHUHU ropo/ia.

B 20092011 rr. 4yBCTBUTEIBHOCTH KOMOMHUPOBAHHOTO CKPH-
HuHra B 913 Hepenb OepemennocTr coctaBuia 96 % (129 u3z 134 cy-
vyaes CJl y miona) mpu 7,4 % JI0)KHOIOJIOKUTEIBHBIX PE3yJIBTaTOB
(JITTP). B I Tpumectpe noporoeoe 3HaueHue pricka CJ[ ObLI0 paBHO
1/250 (0,4 %). Beero B I Tpumectpe Obu10 00cnenoBano 30603 maru-
eHTkH (13 HuX 14890 (49 %) — 35 net u Gornee).

Bricokast monst KeHIUMH cTapuie 35 jeT oOBsACHAETCS TeM,
YTO B paccMarpuBaeMblil nepuon Komurter mo 3apaBooxpaHe-
nuto npu [IpaButensctBe Cankt-IleTepOypra Belaenun cpen-
cTBa 115l o0ecrneyeHus] CKpHHUHTa cTaplledl rpynmbl OepeMeH-
HBIX B paHHHE cpokH (pacnopsikenue Ne 496-p ot 28.09.2007).
BaxxHO OTMETHTB, YTO KOMOMHHPOBAHHBIN CKpUHUHT B | Tpu-
MecTpe (oxBaT coctaBui 93 % OepeMeHHBIX cTapilueil T'PYyIIb)
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O6cnepoBanbl 30603 6epemeHHbIe

/\

Bbicokui puck (2416 nauneHTok)

Huskui puck (28 187 6epeMeHHbIX)

1144 nHBa3nBHbIe 1272 oTKazanuch
npeHaTanbHble ANarHOCTUKM 1N He SBUANCH
Y \ 4 \
O6HapyxeHo 100 nnogos ¢ C[ Popunock 29 getein ¢ G Popunock 5 petenn ¢ Gl

Puc. 1. Pe3ynpraTsl npeHaTanbHOW AMATHOCTHKH B rpynne 6epemenHbx CankT-IletepOypra, o6caenoBanHbIX B 9—-13 He-

nenb (2009-2011 rr.). Puck paccuntan Ha ocHOBe u3mepeHus: PAPP-A, cBo6. B-XI" u TBII ¢ yueTom Bo3pacTa u aHaMHe3a

Y MaCCOBBIY OMOXUMHYECKUW CKPUHHHT JJII MOJIO-
nbeix 0epemenHbIx Bo 11 (88 % oxBaTa) — mpoBoju-
JIUCH B TOJIHOM COOTBETCTBUU C OTE€YECTBECHHBIMH
1 3apyOeKHBIMU PEKOMEHIALUSIMH, U TIOTyYeHHBIE
pe3ysbTaThl COOTBETCTBYIOT JIYUYIIUM MEXIyHa-
pPOAHBIM MOKa3aTensm [4].

Crnenyet HOTYEepPKHYTh, YTO IPH HATMYHH HU3KOTO
(menee 0,1 %) pucka poxkaeHus peOeHKa ¢ CHHIPOMOM
Hayna mo pesynsraTaM KOMOMHHPOBAHHOTO 0OcCe-
nosauusi (PAPP-A, cBo6. B-XTI, TBII) B 9-13 nenenb
HampaBiATh ManueHTKy Ha cKpuHMHT A®DII u XTI
BO 2-M TpuUMecTpe OEpeMEHHOCTH HET HEOOXOAMMO-
ctu. Cnenyrouuii 3tan 00cIeIOBaHus I YTIOMSIHY-
TOM rpyNIbl (OHA COCTABIISET MO HAIIUM JaHHBIM 00-
nee 76 % OepeMeHHBIX) — 1anoBoe Y3 mpu cpoke
18-22 nenenu 6epemennoct (puc. 2) [2].

B 2009-2010 rr. wacts Bpaueit JIITY 1-ro ypoBHs
OIITMOOYHO TTPOIOJKAIIN HAIIPABIIATH YKa3aHHBIX T1a-
LUEHTOK Ha MOBTOPHBIH OMOXUMUYECKUN CKPHHUHT
B 15-17 nenens. [lomoOnasi cuTyauus mpuBOAMIIA
K BOSHHKHOBEHHIO U3JIUIIHETO BOJTHEHHSI Y BO3PACT-

HBIX OEPEMEHHBIX U MEPerpy3Ke NPUEeMOB I'eHETHKA.
HUccnenoBanue ADII u XIT'Y Bo Il TpumecTpe pexo-
MEHJyeTcs TPOBOUTH B CIy4Yae MO3/HEH MOCTaHOB-
KU Ha y4eT B KEHCKYI0 KOHCYJBTAlUIO (IIpU CPOKE
Oonee 14 Henenb), MO0 NPU BBISIBICHUU «IIOTPa-
HUYHOTO» 3HaueHus pucka (ot 1/251 mo 1/999 unn
ot 0,4 1o 0,1 %) nocine mpoBeeHNsI KOMOMHUPOBAH-
HOTO CKpUHHHTa B 9—13 Henenb.

B 2009-2011 rr. conepxanue A®II u XI' B kpo-
BU mpu cpoke 15-17 Henmenb OBLIO HCCIEIOBAHO
y 132929 6epemennbix (88 % oxBata). I'pynna BbI-
cokoro pucka cocrasmia 7311 gen. (5,5 %) (puc. 3).

[locne mpoBeneHrst NHBA3UBHOM MpeHaTaJbHON
nuarnoctuku (MI1/1) m kapuoTunupoBaHus 11042
y 2639 mauueHToK 3TOW Trpynmbl OBIJIO BBISBICHO
33 cnyuas tpucomuu 21. Cpenu aereit 4 672 Oepe-
MEHHBIX BBICOKOTO pucKa, oTkazaswmuxcs ot UIL/I,
B 21 ciyyae auarno3 TpucomMuu 21 OblI yCTaHOB-
JeH moctHatanbHO. 34 pebenka ¢ CJ[ ponunochb
B rpymnme Huskoro pucka (125618 uen.) (dactora
coctaBuia 1/3700). Takum oOpazom, 3a Tpu TO-

PAPP-A,

cB. B-XT, TBN
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Puc. 2. AHFOpI/ITM «KOHTHHTEHTHOT0» OMOXMMHUYECKOr0 CK

1% / C pac4eToM CyMMapHOro pucka \ 76%

17% Puck < 0,28 %

Ny

Y3 ckpunubr B 18-22 Hep.

pUHHHTA
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06cnenoBatbl 132 929 6epeMeHHbIX

/\

Bbicokuin puck (7311 nauneHTok)

/\

Huskuin puck (125618 6epemeHHbIX)

2639 nHBa3NBHbIE
npeHatanbHble JUarHOCTUKMN

4672 oTKazanucb
1N He SBUANCH

Y Y

Y

O6HapyxeHo 33 nnogos ¢ C[

Popunock 21 getei ¢ G

Popunock 34 geteit ¢ CL,

Puc. 3. Pe3ynbpraThl mpeHaTanbHON qUAarHOCTHKHU B Tpynne 6epeMeHnHbXx CaHkT-IleTepOypra, 00CIe10BaHHBIX IIPH CPOKE

15-17 menens (2009-2011 rr.). Puck paccunrtan Ha ocHoBe u3Mepenuss ADII u XI' ¢ yueTom Bo3pacTa 1 aHaMHE3a

CJIEIHUX T'oJla Cpelu OEPEMEHHBIX C BHICOKUM pH-
CKOM, YCTaHOBJICHHbIM B 15-17 Hepnenb, ObLI BHI-
sBieH | ciydail CJ] Ha 80 MHBa3UBHBIX IPOLEAYD.
UyBCTBUTEIBHOCTh OMOXMMHUYECKOTO CKPUHHUHTA
coctaBuia 61 % (54 u3 88) mpu JIIIP 5,5%.

AHann3 OMOXUMHUYECKUX MapKepoB B KPOBHU Oe-
pemennbix npu CJI y miona mokas3bpIBaeT, 4TO OT-
KJIOHEHUSI MapKepOB OT HOPMBI 3aBUCSIT OT CPOKa
OepEeMEHHOCTH M MAaKCHUMAaJbHBIN CIBUT OMPEeIs-
ercs B paHHue cpoku — B 9—10 Hepens (tadm. 1).

OddexTuBHOCTH BBIsIBIIeHUS 10/10B ¢ CJ] ¢ 1I0-
Moo Y3U u otknonenuit TBII rakke cHukaeTcs
C YBEIMYECHHEM CpoKa OepeMmeHHocTH [9]. 3a Bpems
HCCIIeIOBAaHNM NOJTy4eHbI JaHHbIe 0 136 Oepemen-
Hbeix ¢ CJ[ y niozaa, o0cieJOBaHHBIX B XO/A€ CKPH-
HuHra [ Tpumectpa (puc. 4).

Pe3ynbraThl cBHAETENBCTBYIOT O TOM, YTO HC-
ciefoBaHue oOpasla KpoBU IpH cpoke 13 Hexenb
TaK ke, Kak u usmepenue TBII B 3TOM cpoke, npu-
BOJAT K CHUXKCHUIO YYBCTBUTEIBHOCTH CKPUHUHTA
MPaKTUYECKU 10 YPOBHSI CKpPUHUHTA 2-TO TpUMeE-
ctpa. Takum oOpa3zom, NaHHBIE yOEIUTEIBHO TO-
BOPAT O TOM, YTO HCCIEOBaHUE OMOXHMHUYECKHX
MapKepoB Jydllle NIpoBoAUTh B 9—12 Hexens, a Y3U
B 11-12 Hemenb OepemeHHOCTH. ONTHMaITBHBIM

Tabauya 1
Menuansl cogep:xkanust PAPP-A u cBo6. p-XI' B pannue
CpOKH 0epeMeHHOCTH B KPOBH 0epeMeHHBIX
npu curapome Jlayna y mioga

Cpok 6epemen- | PAPP-A | CBo6. B-HCG Yucno
HOCTH (He.) (MoM) (MoM) ciydaeB
9 0,21 1,83 12
10 0,29 1,39 30

11 0,35 1,50 39
12 0,35 1,87 42

13 0,57 1,77 22
Menuana 0,35 1,77 N =145

cpokoM Jiist BU3uTa B « KITMHUKY OHOTO JHS» (THe
OJTHOBPEMEHHO OCYIIECTBIISICTCS UCCICIOBAHUE 00-
pasna kposu u Y3W) sBusercs cpok 11-12 Henens.
B I tpumecTpe GepeMEHHOCTH TOYHOCTH ONpeEe-
JeHus Komunko-remeHHoro pasmepa (KTP) u TBII
UTpaeT pellaloIlyIo PoJib B pacueTe UHAUBUIYaAIb-
HOTO pUCKa, MOCKOJIBKY YPOBEHb MapkepoB | Tpu-
MECTpa CHJIbHEE 3aBUCHUT OT CpOKa OepeMEeHHO-
ctu. Ananuz 1000 Ge3BBIOOPOYHBIX HANpaBICHUN
K o0OpasliaM KpOBHU I0Ka3all, YTO PACIPEICIICHIEC
TBII CHMXEHO OTHOCHUTEJIBHO MEXKAYHapOAHBIX
crangaproB Ha 0,3-0,5 mwm. [locne momoOHOTO HC-
cnepoBanus B CIIA aBTOpHI cienanu BEIBOI O CY-
LIECTBEHHOM 3aHM)XEHUM He ToJbko TBII, HO u
B IIEJIOM CpPOKa OEPEeMEHHOCTH (T.€. O 3aHUIKCHUH
KTP) neonbiTHBIMU crneuuanuctamu Y3, 4To
cHmKaeT 3((HEeKTUBHOCTh CKpUHHHTA | TpumecTpa
Ha 18% [7].

CpaBHuM 3((HEKTHBHOCTh MPOBEICHUS CKPH-
HuHra B | u Bo Il Tpumectpax. HeoOxomumo oTme-
TUTh, YTO 12% MalMEHTOK HE 3aKOHYMIN MOJTHOE
obcnenoBanue B Il TpumecTpe W He mpeACTaBIIH

100 - o)
83
80 -
67
60 -
40 +
20 -
0- T T T
1 2 3 4
N 9-10 1 12 13 Hen.
39 36 40 21 yen.

Puc. 4. UYyBCTBUTEIBHOCTh KOMOMHHPOBAHHOTO CKpH-
HUHTa [pPH HOJyYeHHH oOpas3la KPOBH B pasHbIC CPOKH
OepeMEeHHOCTH
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Tabauya 2

IIpuunnbl poxkaenus aerei ¢ cunapomom Jayna B Cankr-IlerepOypre (1997-2006 — 6noxuMu4ecKuii CKpUMHUHT
II rpumectpa; 2007-2011 — cxkpununr I Tpumectpa A xeHmuH crapue 35 Jjer u Il TpumecTpa — 1719 M0JIOABIX)

T 1997-2006 2007-2011
(uemn.) % (uemn.) %
He crosun Ha ydere 58 11,6 51 9,7
He yuacTBOBaIu B CKPUHHUHIE 155 30,9 70 13,4
E{ZTZ::;IHHOJI:?{);:;;;:;}I: irng{}::;;z:;}o JIMarHOCTHKY) 89 17.8 60 11,3
JloxHOOTpHLIATENBEHBIE PE3YIBTAThI 51 10,2 60 11,5
Cpenn pomuBIIMX BO3pacT Matepu 35 u Ooiee 96 19,2 86 16,4
OTKa3bl OT NPEHATAIBHON TUAarHOCTUKHU 37 7,4 39+9 9,2
Bcero ponunocs 374 75 217 41
BrisiBneno nociue npeHaraibHON 1HAarHOCTHKU 127 25 307 59
Bcero mionos ¢ C/1 501 100,0 524 100,0

naHHBIX Y3-uccnenoBanus B 11-13 Hemens Oepe-
MEHHOCTH (CKPUHHHTOBBIE CPOKH). Takum 0Opasom,
B pacyeTe MHAMBHUIYaJBbHOI'O PUCKA HE HMCHOJIb30-
BaJics ynbpTpa3BykoBod Mmapkep — TBII I'pynna
BBICOKOI'O pHCKa Cpeau OO0CIEeJOBAaHHBIX 10 BCEM
TpeM Mapkepam cocTtaBuia 2416 OepeMeHHBIX
(7.9%). lloutu mosioBMHA OEPEMEHHBIX BBICOKOTO
pucka (1 144 ven.) coryiacunach Ha MPOBEICHUE WH-
BAa3UBHOW AMArHOCTUKH JJIs OIIPEENICHUS KapHOTH-
na nuoaa. Tpucomus mo 21-if XpoMocoMe BBIsIBIIEHA
B 100 cnyuasax. 13 1272 HOBOpOXIEHHBIX, MATEPH
KOTOPBIX OTKa3aJIUCh OT KAPHOTUIINPOBAHUS IJIO/A,
y 29 nocraneH quarsos — cuaapom ayna. Cpeaun
MAUEHTOK C BBICOKHM PHUCKOM IOCJIE KOMOMHHMPO-
BAHHOT'O CKpUHHUHTA | TpuMecTpa BeIsiBIEH | ciiyyail
CH na 19 naBa3uBHBIX npouenyp. Yacrora poxie-
Hus pedenka ¢ CJ] y OepeMEHHBIX HHM3KOIO pPHCKa
(28187 uen.) cocrapmia 1/5700, T.e. cHU3MIACH TIO-
CJle IPOBEICHUsI CKPUHUHTA [0 CPAaBHEHUIO C ITOIY-
JIAIUOHHON yacToTol B 8,1 paza. DddexTuBHOCTH
npopunaktuku CJ| mpu mpoBeneHUH KOMOMHHPO-
BaHHOI'O CKpUHHMHTA B 9—13 Hemenb OepeMeHHOCTH
B 4 pa3za BbIlIE, 4eM NPH OMOXUMHUYECKOM CKPUHUH-
re B 1517 Henens OepeMEHHOCTH.

B niesioM HECMOTPS Ha BHICOKYO BBISIBIISIEMOCTD,
HEe00XOIMMO OTMETHTbh, UTO B | TpumecTpe rpyn-
Ia pUCKA OCTAETCs CIULIKOM Ooibimoi. OgHon
13 NMPUYUH €€ yBEIUYEHUS SIBIISIETCS NMPOBEIACHUE
CCJIGKTUBHOI'O CKPUHHMHTA Cpeau OepeMEHHBIX
crapue 35 net. B rpynne nanueHTok 10 35 net, 00-
CleZIOBaHHBIX B 9—13 Hepeny OepeMEeHHOCTH, TPYII-
na pucka coctaBuina 4,6 %. OqHako B OTAEIBHBIX
3apyOexHBIX MyOJUKAIUsAX COOOLIAETCS O BO3-
MO>KHOCTH CHM)KEHHS JIO)KHOIOJIOKHUTENBHBIX pe-
3yJnbTaToB 10 2,53 % [6].

OcHOBHBIE pe3epBbl MOA00HOH 3P (HEKTUBHOCTH
KOMOWHHMPOBaHHOI'O CKPUHUHTA KPOIOTCS B CTaH-
JapTU3alliy OIpENeeHHus] CPOoKa OepeMEeHHOCTH
n usMmepenus TBIL

buoxumuueckuit ckpununr Bo Il Tpumectpe
0epeMEeHHOCTH OCHOBAH Ha MOCTOSIHHOM KOHTPOJIE
HOPMAaTHBHBIX 3HAUCHUH U UX Koppekuuu. Pazopoc
B OIpPE/IeJICHUH CPOKa OEPEMEHHOCTH Pa3THIHBIMU
crnenuanucramu Y3Jl HuUBenaupyercs MyTeM IIo-
CTOSIHHOTO OIpejeNieHUs] MeAuaH paclpeneieHus
YPOBHSI OMOXMMHYECKHX MapKepoB. TouHOCTH ycTa-
HOBJIEHUsI Cpoka OepemeHHOcTH B 15-17 Hemenb
CyIIECTBEHHA, OHAKO HE SIBISAETCA KPUTHUUYECKOM,
nockonbky Menuanbl ADII u XI'Y uzmenstoTcs 10-
cratoyHo MeasieHHo [kuura [1]1, 2006].

[Ipu GnoxumMuyeckoMm ckpuHuHre B 9—13 Henenb
CUTyallusl COBEpIIEHHO MHas. /luHaMuKa H3MeHe-
Huii ypoBHst PAPP-A u cBo6. B-XI'Y TpeOyeT TOU-
HOCTH ONpPEACICHUs CPOKa OEpEeMEHHOCTH A0 | ITHS.
Beicokasi TOUHOCT W3MEpEHUs] OMOXUMHYECKUX Map-
KkepoB | TpumecTpa B COBpEMEHHBIX aHAJIU3aTOPax
OCTaeTcsi HeBOCTPeOOBAHHOM, ecH pa3dpoc cpoka
0epeMEHHOCTH B MPOTOKOJIaX Pa3HbIX CIICIIMATUCTOB
V31 mpu ogHOM KOMYUKO-TeMeHHOM pa3mepe (KTP)
cocrasisieT oT 4 1o 7 aueit! Cnyx6a mpeHaTanbHON
JUArHOCTUKH yKe He pa3 oOpamiainach ¢ Ipoch0on
YHUPUIHUPOBATH TaOMUIBl ONpEAEICHUs CpOKa
oepemennoctn o KTP B obcnenyemom peruone
[4]. Ans ucKIIOYEHHS AOMOJHUTEIBHBIX MOTPEI-
HOCTEH TEepBUYHOE HCCIIeI0BAaHUE HOPMATUBHBIX
3HAYEHUM colepKaHUs MapKepoB B KPOBHU JKUTEIb-
Hun [letepOypra B 9—13 Hexenb oCyLIECTBISIOCH
Ha OAHOM Y3 ammapaTe OAHUM crenuaiuctom [1].
OnbIT NpOBEJICHUSI CKPUHUHTA B PEXKUME KIMHUKH
OJTHOTO JTHSI TIOKa3aJl HEOOXOAUMOCTh MOCTOSTHHOT'O
KOHTpPOJISI BbIcOKoro kauectBa Y3U. Beimonnenue
CTaHJApTHBIX YCIOBUH M3MepeHHH Ha Y3 ammapa-
Te (yHU]UKAIKS U3MEPEHUH) IPUBEIIO K TOMY, YTO
MeIuaHbl OMOXMMHYECKUX MapkepoB | Tpumectpa
CTAaOMJIBHBI B TEUCHUE 6 JIET y BCEX IICHTPOB, COOJIO-
JAIOIINUX ATU ycmoBus [8]!

Jns moBwimenus: 3ddexTuBHOoCTH TpOdUIIaK-
tuku BIIP u, B nepByto ouepenb, cunapoma JlayHa
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[IpaBurtenbcTBO PO npunsiio penieHue o HoBCEMeCT-
HOM BHEAPEHUH PAHHET O CKPHHHHT A, OCYLLIECTBIISI0-
LIErocs ¢ MOMOIIBIO BEICOKOTOYHBIX aHAIM3aTOPOB,
1 00s3aTeNbHON CepTUPUKALIMKN BpauehH-dKCIEPTOB
V3]l ¢ NOCTOSHHBIM ayJUTOM KadecTBa H3Mepe-
nuii  TBII (Pacnopsixenue IlpaButensctBa P®
Ne 1141 or 17/12/2010, npukaz M3 PD Ne 71-u
or 01/02/2011 o MepomnpusTUSAX, HampaBICHHBIX
Ha IpOBe/IeHHE MpeHaTalbHOH (10pOA0BOI) JUarHO-
CTUKM HapylleHWi pas3Butus pedenka). [IumoTHbie
HcCclieoBaHus MO0 3(PQPEKTUBHOCTH PAaHHETO OHo-
XUMHYECKOI0 CKPUHMHTAa B Hamed nabopaTtopuu
Havanuck ¢ 2006 1. B Hacrosmiee BpeMsi Mbl UMe-
€M BO3MOXHOCTb CPaBHUTbH pa3NUYHbIE BapUAHTHI
ckpuauHra. Kak crnenyer u3 Tabauisl 2 BHEIpEHHUE
MIpeHaTAIBHOr0 CKPUHUHTAa B | TpumecTpe 3Hauu-
TenbHO (B 2,4 pasa) ynydIlIWIO BBISBICHHE IUIOIOB
¢ CJI mo cpaBuenuto co I tpumectpom (59 % u 25 %
COOTBETCTBEHHO). DTO CBSI3aHO HE TOJIBKO C OOJIBIIICH
YyBCTBUTEIBHOCTHIO KOMOMHUPOBAaHHOTO CKPUHHUH-
ra, Ho U C Te€M, 4TO B paHHUE CPOKH Y MALMEHTOK
HabmoaeTcst 6onbLIasi TOTOBHOCTD K JOMOIHUTEb-
HOMY 00CJIeJOBAaHUIO.

BwmecTte ¢ Tem, ciaenyeT OTMETHTH, 4TO 3PQek-
TUBHOCTb CKPMHHUHTA 3aBHCHUT HE TOJBKO OT CpO-
KOB OEpeMEHHOCTH, HO M OT CO3HAaTEJIbHOCTHU
OTHOILICHUS OEpPEMEHHBIX K MPEHATaIbHON JuarHo-
CTHUKE BOOOIIE U K OMOXMMHYECKOMY CKPHUHHHTY
B YaCTHOCTH.

B Tabnune 2 cyMMHUpOBaHbI IPUYMHBI POXKIC-
nus gereid ¢ CJ| B Cankr-IletepOypre mpu ckpu-
nunre Bo Il tpumectpe (1997-2006 rr.) u mocie
nepexoaa Ha pannue cpoku (2007-2011 rr.).

Crnenyetr OTMETUTH JOCTHUTHYTHIE 32 9TH TOABI
BBICOKYIO OpPraHHW30BAaHHOCTb M B3aWMOJEHCTBHUE
MeJIUKO-TeHeTH4YecKoi ciyx0b1 u JIIIY ropona.
B 2011 rony 93 % GepemMeHHBIX cTapIiell BO3pact-
HOHM IpyNIlbl y4acTBOBAJIM B PaHHEM IpeHaTallb-
HOM CKpuHHHTe. UyBCTBUTEIBHOCTh CKpPHUHMHTIA
y manueHTok crapie 35 et gocturiaa 88 %. Ilpu
3TOM, OJHAKO, BO3POCJO YHUCIO OTKAa30B OT WH-
Ba3UBHOM mpeHatanpHoU aumarnoctuku (MILJ).
[Ipuunnel oTka30B pasHble. C OIXHOW CTOPOHHBI,
BCETJa HalIyTCs «COBETUMKH», JaK€ Cpeau Me-
JULIHMHCKUX PAaOOTHUKOB, MO0 HEKOMIETEHTHOCTHU
MpeyBelnUMUBaIOLUINE PUCK MpepbiBaHus Oepe-
menHoctu nocne UITJ. C agpyroit — B mocieanee
Bpemss CMU akTuBHO nmponaraHAMpyOT BO3MOXK-
HocTH BocnuTanus nereil ¢ CJI, He mpenocTas-
s CIIOBa CHEMAINUCTaM M JUIIasi >KeHIINH 00b-
EeKTUBHOM MHPOpMalHH O COCTOSHUH 30POBBS
1 o0ydYeHUs JieTell ¢ JaHHOU marojiorueit. J[aBHO
Hazpena HeoOXOIMMOCTh CO3AaHUs €IMHON 0asbl
CKPUHUHTA, BEJb MOJYYHUB OTBET C BHICOKHM pH-
ckoM poxjaeHus pedenka ¢ C/l B ogHoii nabopa-
TOpuH, OepeMeHHass CTPEMHUTCS IepeaesaTbh ero

B JIPYTOH, €CTECTBEHHO, B O0Jiee TI03AHIE U MECHEe
nHQOPMAaTUBHBIE CPOKHM U TepseT IparoleHHOe
BpeMs MPOBEACHUS 00CIeIOBaAHUS.

BosHukna u HOBasg cuTyanus — 3a TOCIEN-
HUE TOABl 9 KEHUIMH OTKa3ajuCh OT MpEepbIBa-
HUA OEpEeMEHHOCTH, YK€ 3Hasi KapHUOTHII ILIONA
U auarHo3 Oyaymero pebenka. K coxanenuro,
ponuBIIMecs OOJIbHBIC ACTH ObLIM Cpa3y *Ke mnepe-
JaHbl Ha MoINe4YeHue rocyaapctsa. ONbIT KOMOU-
HUpoBaHHOTO ckpuHuHra y 30000 OGepeMeHHBIX
Cankr-IlerepOypra mo3BONSET BBISIBUTH OCHOB-
HbIe TPYAHOCTH MEPEX0oaa Ha MacCOBBIH CKPUHUHT
B 9—13 Heyenb OEpeMEHHOCTH.

Bo-niepBbIX, HEOOXOAMMO YETKOE COOJIOJICHHE
CPOKOB HampaBlIeHUs OEpeMEHHBIX Ha 00cienoBa-
Hue. Bo-BTOpBIX, CyAst MO TEKYIIMM MPOTOKOJIAM
V31 B 10-14 Hepenb, HaOMrOgaeTcss oOIast TEH-
JEHIIUS K 3aHIKEHUIO CPOKa OEpEeMEHHOCTH U Be-
nuunssl TBIT (B 80% mnportokonos u3 JIIY 1-ro
ypoBHs TBII = 1 MM), 4TO IPUBOAUT K HEKOPPEKT-
HOW OIICHKE OTKJIOHEHWU OMOXMMHUYECKHX MapKe-
POB M HEeMH(POPMATHUBHON OLIEHKE PHCKA POXKICHUS
pebenka ¢ CJI. B-Tperbux, s MOJHOIEHHOTO
ckpunuHra 60000 6epeMeHHBIX TOpoJa HE XBaTa-
€T BBICOKOMPO(ecCHOHaNbHbBIX CHIEIHAIUCTOB Y 3/]
U HE CYIIECTBYET 3aKOHOAATEIBHBIX MEXaHH3MOB,
obOecreunBalomnX MOCTOSHHOE COBEPIICHCTBOBA-
HUE WX HABBIKOB M KOHTPOJIb Ka4eCTBA U3MEPEHUS
KTP u TBII. U, nakoner, HeoOXOAHMMO CO31aTh
00IIETOPOJCKYIO CETh MPEHATAIbHOTO CKPUHUHTA,
00BeAMHSIONIY IO KaK BCE 1TA0OPATOPHH, OPEICs-
Io1I1e OMOXUMHUYECKHE MapKephl, Tak U Y3 KabuHe-
Thl. [IpuMeHeHME TI000HOM 0a3bI TAHHBIX TOMOXKET
OTEepaTHBHO BBISIBUTH OCPEMEHHBIX, 00CIIeIOBaAHHE
KOTOPBIX SIBJISICTCSI HETIOJIHBIM, M 00€CTIEUUTh HUTO-
rOBbIIl KOMOMHUPOBAHHBIH pacdeT pHucKa.

[lepexon K paHHEMY TMpEHATaIbHOMY CKpH-
HUHTY HEOOXOIHMMO OCYUIECTBIISITh, COXPAaHUB BCE
JOCTHXKCHUS TOPOJACKOM CIyXKOBl MpeHATAIHHOU
JUArHOCTUKH, JIOTIOJIHMB M YCHJIMB PaOOTarOIIUN
B TOpOJic aJrOpUTM oOcIienoBaHUsl OepeMEeHHBIX
HECKOJBKMMH BBICOKOTEXHOJOTHYHBIMH IICHTPAMU
«KIMHUKH OJHOTO JTHS».
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H AZipeca aBTOPOB ISl IIEPeNUCKH

EARLY PRENATAL BIOCHEMICAL SCREENING, PRESENT
STATE, CURRENT PROBLEMS AND OPTIONS

Kascheeva T.K., Nicolaeva J. A., Karpov K.P.,
Vohmianina N.V., Romanenko O.P., Baranov V.S.

m Summary: In Saint-Petersburg total biochemical screening
for Down’s syndrome in 2-d trimester have been established
since 1997. Also all pregnant women underwent ultrasound
examinations for screening for chromosomal abnormalities.
Results of introduction of 1-st trimester combined screening
since 2006, its influence for detection rate, achievements and
problems were discussed in our paper.

m Key words: Down’s syndrome; prenatal diagnosis; chromosome
abnormalities.

Kaweesa Tamvsna Koncmanmunoéna — BeA. H. COTp., 1. 0. H.
®I'BY «HUUAT um. /1. O. Orray C30 PAMH,

190034, MenneneeBckas nmuHus, 1.3, CankT-ITetepOypr.
E-mail: tkklpd@mail.ru.

Huxonaesa IOnus Anamonvesna — axymep-rHHEKOJIOL.
DI'BY «HUUAT um. 1. O. Orray C30 PAMH,
190034, Menneneesckas unus, 1. 3, Cankr-IlerepOypr.

baparnoe Braoucnas Cepeeesuy — 3aBenyromnii Jlaboparopueit
MPEHATAJILHOH JTMarHOCTUKM BPOKAEHHBIX M HACNIEACTBEHHBIX
3abosieBanuii, 1. M. H., wieH-kopp. PAMH, npogeccop. ®I'BY
«HayuHo-nccnenoBaTenbCKiii HHCTHTYT aKyLIepCcTBa M THHEKOIOTHH HM.
J1. O. Orra» C30 PAMH 199034, CII6., MeH ieneeBcKas TMHUs, 1. 3.
E-mail: iagmail@ott.ru.

Kapnoe Koncmanmun Ilaenosuy — 3am. 1. Bpada no K9P, k. m. H.
CII6I'KY3 «/lnarHocTHIeCKUii HEHTP (MEIUKO-TeHETHICCKUMN )»,
194044, Canxr-IlerepOypr, ToGonbckast yi., 1. 5.

Boxmsanuna Hamanus Bacunivesna — 3aB. OHOXUMHYECKOM
nabopatopuei, K. M. H.

CIIOI'KY3 «/lnarnoctuueckuii HeHTp (MEMKO-TeHETHYECKUI)»,
194044, Caukr-IletepOypr, Tobombekast yi., 1. S.

Pomanenxo Onvea [TanmeneiimoHo8Ha — TI1. Bpad, 1. M. H., Tpod.
CIIOI'KY3 «/lnarnoctuueckuii HEHTp (MEUKO-T€HETHUECKU)»,
194044, Cankr-IletepOypr, Tobosbckas yii., 1. S.

Kascheeva Tat'vana Konstantinovna — leading researcher, Doct. Biol. Sci.
Inst. Obstetr. & Gynec. named by D.O.Ott of N-W.Depart. RAMS.
199034, Mendeleevskaya line, 3, St.Petersburg.

E-mail: tkklpd@mail.ru.

Nikolaeva Yukiya Anatolevna — OB/GYN doctor.
Inst. Obstetr. & Gynec. named by D.O.Ott of N-W.Depart. RAMS,
199034, Mendeleevskaya line, 3, St. Petersburg

Baranov Vladislav Sergeevich — professor, chief of the Laboratory
for Prenatal Diagnosis, D. O. Ott Research Institute of Obstetrics and
Gynecology, Northwest Branch of the Russian Academy of Medical
Sciences 199034, Saint-Petersburg, Mendeleevskaya liniya, 3. E-mail:
iagmail@ott.ru.

Karpov Konstantin Romanovich — Deputy Head of the Clinic, MD. City
Medical Genetic Center, 194044, Tobol’skaya str., 5, St.Petersburg.

Vokhmyanina Nataliya Vasilevna — chief of biochemical laboratory,
Ph.D. City Medical Genetic Center.
194044, Tobol’skaya str., 5, St.Petersburg.

Romanenko Olga Panteleymonovna — Head of the Clinic, Doct.Med.Sci.
City Medical Genetic Center, 194044, Tobol’skaya str., 5, St.Petersburg.

[ | AYPHAID ARYIIEPCTBA » JKEHCKUX'D BOJIB3HEMN

TOM LXI BbIMYCK 3/2012

ISSN 1684-0461





