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MPEHATAJIbHBIA CKPUHUHI CUHJIPOMA JIAYHA B
POCTOBCKOM OBJIACTH B 2010-2011 I'T. IPOBJIEMbBI U ITYTU
PEIIEHUA

H. B. KpuBeHuoBa, B. B. ABpyukas, P. A. LLokapes, C. KO. Kpurep, H. E. Kno4dkoBa, B. C. TumoyT,

E. K. TumonsiHoBa

®edeparnbHoe 2ocydapcmeeHHoe brodxemHoe yupexdeHue «Pocmosckull HayyHo-uccnedogamerbCKul UHCmumym
akywepcmea u neduampuu MuHsOpascoupassumusi», 2. Pocmos-Ha-LoHy.

PRENATAL SCREENING FOR DOWN SYNDROME IN ROSTOV REGION OF ROSSIA IN 2010-2011:

RESULTS AND IMPLICATIONS

N. V. Kriventsova, V. V. Avrutskaya, R. A. Shokarey, S. Y. Kriger, N. E. Klochkova, V. S. Gimbut, E. K. Timolyanova

SUMMARY

Screening for Down syndrome is an important part of routine antenatal care. Significant advances have
been made in antenatal screening for Down syndrome over the past few decades. Detection of fetal chromosomal
abnormalities in the early pregnancy takes the serious attention due to high cost of rehabilitation and high rate of
morbidity of such patients. We have developed quantitative polymerase chain reaction analysis (Q-PCR) for the
detection common fetal chromosomal abnormalities (TR-21, TR-18, TR-13) from amniotic fluid specimen and it
have to be a routine procedure for the women with the high risk for aneuploidy according to the FMF criteria. This
technology is cheap and easy to maintain in the most of clinics. Some medical considerations for local community
were issued also.

NPEHATANIbHUA CKPUHIHI CUHOPOMY OAYHA B POCTOBCbKIV OBJIACTI Y 2010-2011 PP.
MPOBJIEMU TA LLUNAXN BUPILLEHHA

H. B. KpuBeHuoBa, B. B. ABpyubka, P. A. LLlokapeB, C. 0. Kpurep, H. €. KnoukoBa, B. C. INmM6yT, €. K. TumonsiHoBa

PE3IOME
CKpVHIHT Ha cHapom [JayHa € BaXMBOK YaCTUHOK CTaHAAPTHOI 4OMNOMOroBoi AonoMoru. 3HadHi yenixu 6yno
[OCSIrHYTO B 4OMOSIOrOBOMY CKPUHIHTY cMHAPOMY [layHa NpOTSIrOM OCTaHHIX AEKiNbKOX AecATuniTb. BuasneHHs
XPOMOCOMHMX aHOManii Nno4y Ha paHHiX TepMiHax BariTHOCTI NpUBEpPTaE CEpPNO3Hy yBary B 3B'A3Ky 3 BUCOKOO
BapTiCTIo peabiniTauii Ta BUCOKMM piBHEM 3aXBOPIOBAHOCTI Y Takmx XxBopux. Mu po3pobunu kinbkicHui MNJ1P-aHania
(Q-PCR) ans getekTyBaHHs 3aranbH/UX XpOMOCOMHMX aHomanin nnogy (TR-21, TR-18, TR-13) 3i 3paska aMHiOTU4HOI

kputepiie FMF. Lia TexHonoris € AelweBoto Ta NPOCTO B 0OCMYroByBaHHi B BinbLUOCTI KNiHiK. Takox 6ynv BUNyLLEHi

Oesiki MeanyHi MipKyBaHHS Anst MiCLIeBMX rpoMag.

KniouyeBble cnoBa: ﬂpeHaTaﬂbelﬁ CKPUHUHI cuHapoma [layHa, Konu4yecTBeHHasa dnoopecueHTHas
nonunmMepasHasa uenHasa peakuyus, UHBasnBHasdA AMarHoCTUKa.

OpHOM U3 4aCThIX XPOMOCOMHBIX aHOMAJIUH Cpeu
HOBOPOXK/ICHHBIX SBIIAETCS TPUCOMMUS 1O 21 XxpoMocoMme:
cunapom Jlayna (C). Ero xapakrepHbIMU ITpU3HaKaMu
SIBJISIFOTCSL yMCTBEHHAs OTCTaIOCTh, MOHTOJIOUHBIH THUIT
JIUIA U TOPOKHU Pa3BUTUS MHOTMX OPTaHOB M CUCTEM
(cepae4HOCOCYIMCTOM, HEPBHOM, SHAOKPUHHOM U JIp.).
Yenexu coBpeMEHHON METUIIMHBI TO3BOJISIOT YCIEITHO
JIEUUTH YaCTO BO3HUKAIOLIUE y TAKUX JieTel coMaTHue-
cKye 1 MH(EKIMOHHbIE 3a00JICBaHUS, @ XUPYpPruiecKas
KOPPEKLUs BPOXKIEHHBIX TIOPOKOB J€TIaeT BO3MOKHBIM
YBEJINYUTB POJIOIDKUTEIBHOCTD JKM3HU TAaKUX OOJIBHBIX
10 40-60 srer. CToUMOCTb JICYCHUS], peaOUIUTALMN U
MIO)KU3HEHHOTO COZIePKaHusl OOJIBHOTO C BPOXKJICHHON
natosorueit B 100-1000 pa3 mpeBbllaeT 3aTpaTsl Ha
AQHTEHATAIBHYIO JMarHOCTUKY, NPO(MIAKTUKY U KOp-
pexiuto narojoruu mwioaa [1]. OOrenomyasiuoHHas

4acToTa pOXKJCHUS JieTel ¢ cuHapoMoM JlayHa cocras-
qsiet 1:700-800 noBopoxaeHHbIX. Tosnbko B PocToB-
CKOM 00JTaCTH €XKEroJHO pokaacTes okoo 50 nereid ¢
Tpucomueit no 21 xpomocome. C KIMHUYECKOW TOUKH
3peHusl, peHaranbHas quarnocruka C/1 siBisiercst Hau-
OoJree CI0KHO OCYIIECTBUMOM 1 3P PEKTHBHOCTH Mep 1O
00OHAPY>KEHUIO U TPEAOTBPALLEHHIO ITOSIBICHHS TAHHOM
MIaTOJIOTUH B 3HAYMTEILHON Mepe 3aBUCHT OT IIPaBUIIb-
HOCTH OPTaHM3aIMH CITY>KObI TPEHATaILHOTO TeHETHYe-
CKOro KoHTpoJis. Takum 00pazom, mpoodiema 10poJ0BOi
JIMarHOCTUKU CHHJpoMa JlayHa siBIsieTCsl aKTyajlbHOU
JUIsl TIPAKTUYECKOM MEIUIIMHBI BO BCEM MUpE.

B nocnennee Bpemst B IpakTHKE MHOTHX 3apy0ex-
HBIX JIAOOpaTOpHi ISl TMarHOCTUKY HanboJiee 4acThIX
tpucomuii (cunapom Jlayna, Dnsapaca u [laray) npu-
MEHSETCSI METOJ| KOJIMYECTBEHHOH (IIyopeceHTHON
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rormMepa3Hoit enHoi peakiun (KD-ITLP wm AmaMO-
[P — npumMeHUTENBHO K HCCIEI0BAaHUIO aMHUOTHYE-
CKHUX BOI), KOTOPBI TIO3BOJISIET OOHAPYKUTEH TPOHHYIO
JI03Y CTICIII(PHIHBIX JJTs KAKI0H XPOMOCOMBI MapKepOB
— KOPOTKHX TaHIEeMHBEIX moBTOpoB (STR) u, ciemno-
BaTEIIbHO, BBIIBUTH TPETHIO IIHIITHIO» XPOMOCOMY.
JlaHHBIT METO BHEIPEH B JTa00OPaTOPHH MEIUITTHCKON
renetuku PocroBckoro HUM akymepcrBa u neauarpuu
¢ 2009 rona [2].

Kimanueckoe npumenenne Amuuo-I11[P mHoro-
KpaTHO TIOATBEPIKACHO BBICOKOW UyBCTBHTEIBHOCTEIO,
CTIEIM(UIHOCTHIO ¥ TTO3BOJISIET MOy IHTh 97,0% pe3yib-
TaTOB B TeUeHHE 48 4acOB, CHU3UTH PUCK NPEPHIBAHUS
6epemennoctu 1o 0,5% [4].

MATEPUANbLI N METOLObI
3amnepuon ¢ 2010 o 2011 rox Ob110 BRIOIHEHO 375
WHBA3UBHBIX MTPOIEAYP (IIATOTCHETHYCCKAM METOIOM H
K®-III1P), B pe3yasrare KOTOPHIX ObUTO BBIsIBICHO 20
IJI0A0B ¢ cuHapoMoM JlayHa, 4 — ¢ cuHIpOMOM DaBap/-

OPUTUHANBbHBIECTATbM

ca, 3 — c cunapomom Ilaray, 1 — ¢ cunnpomom TepHepa
U 2 — C TPUIUIOUAHUEH.

ITockombky 3(h(heKTHBHOCTH MPEHATAIEHOTO CKPHU-
HHUHTa ompexaesseTcs poxaaemoctbio nereil ¢ CJ,
HaMm# OBITH 000OIIEHBI W MTPOAHATN3NPOBAHEI JaHHBIC
IO TUTOZaM C CHHApPOMOM JlayHa, BBISBICHHBIM IIpe- U
nmocTHaTaibHO B PocToBckoit obmactu 3a 2010-2011
To/la C yYeTOM BO3pacTa OCpeMEHHBIX, HAMUUS OHO-
XUMHYECKUX U YIBTPa3BYKOBBIX MapKEPOB.

PE3YNbLTATbI N X OBCYXOEHNE
B taOrmiiie mpruBeieHBI HAIIIN CBOTHBIC JAHHEIC, Kaca-
forrecst OepeMEHHBIX, Y IIOZ0B KOTOPBIX ObLIa TPHCOMHES
o 21 xpomocome. Beero 3a iBa roma 6sut0 pokaero 90
Jiereii ¢ Tpucomueii o 21 xpomocome, y 20 5KEHIHH C O/
TBEPIKIICHHBIM TMarHO30M CHHIpoM JlayHa OepeMeHHOCTH
OBLTH TIPEPBAaHBI 10 MEIUIIMHCKIM TIOKa3aHHUsAM. TakmM
00pa3oM, gacToTa pOKICHUS JeTeH C TAHHOM MTaToJIOTHEH B
2010-2011 ropax cocraBuia 1:1035 HOBOPOXKIEHHBIX MU

1:837 (c y4erom npepBaHHBIX OepeMEHHOCTEH).

Tabnuua

CrtaTncTuMka obcneaoBaHHbIX 6epeMeHHbIX, Y KOTOpPbIX Obina AnarHocTMpoBaHa Tpucomus no 21 xpomo-
coMe nJioaa, ycTaHOBIIeHHas npe- unu noctHatanbHo 3a 2010-2011 roabl B PocTtoBCKOM obnactu

BbisiBreHsbl BbisiBreHsbl Bcero nnogos ¢ C[i,
npeHartanbHoO NMOCTHaTanbHO | BbISIBNIEHHbIX Mpe- 1
nocTHaTanbHO
Bcero nnogos ¢ C[] 20 90 110
BospacTt xeHwuH ctapwe 35 net 15 41 56
JKEHLUMHbI, Ha KOTOPbIX HET AaHHbIX 0 26 26
JKeHLWHbI, He y4acTBOBaBLUME B 12 (npepBanu
OMOXMMNYECKOM CKPUHUHTE GepemeHHocTb Ao 16 28 40
Henernb)

MonoxuteneHble pesynsraThl 7 15 29
BUOXMMMNYECKOTO CKPUHMHTA
JIoxxHoOTpULaTenbHble pe3ynbraThl 1 21 29
BUOXMMMNYECKOTO CKPUHUHTA
YKeHLLMHbI, He yyacTByloLLME B 3 31 34
yrbTPa3ByKOBOM CKPUHWHIE
Y3 mapkepbl XpOMOCOMHOWM 14 3 17
naTonormu

51% (56 u3 110) sxeHuIrH, OepeMEHHBIX TUIOJAMH C
CJI, OTHOCHITUCH K TPYIIIE BEICOKOT'O PUCKa IO BO3PACTY,
TOr/a KaK B MPEbITYIINE TOJIbl OHU COCTABIISLIIA OKOJIO
30%. IT0 MOKHO OOBSICHUTEL TEM, YTO B POCTOBCKOI#1 00-
nactu ¢ 2005 mo 2010 roga 1015 )KEHIIMH POKAIOLIUX B
BO3pacTe cTapiie 35 neT, ypenuuuiaach ¢ 6% 10 9% [3].
Jonst >xeHuuH nocne 35 JieT ¢ miogaMu, UMEKIIIMHU
TpucoMuio 1o 21 xpoMocome, BbIsIBJICHHAs! [TpeHAaTalb-
HO, cocTasysieT 75%.

Takum 00pa3om, IEPBEIM U OCHOBHEIM (DaKTOPOM
pHUCKa, KOTOPBIA JTOMKEH MPUHUMATHCS BO BHUMaHHE
JFOOBIM CHEIIHATIHCTOM, KOTOPBI KOHCYIBTUPYET Oepe-
MEHHYIO, SIBJIsSIETCS ee Bo3pacT. MI3BecTHO, 4To PUCK pOXK-
JIeHUs peOCHKA ¢ CHHPOMOM JlayHa y KCHIIIMHBI CTapIIe
35 5er cyuiecTBEHHO BO3PACTaeT, OITOMY YK€ MpHU
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TIOCTAaHOBKE Ha yUeT Bpay JOJDKEH PONH()OPMHUPOBATh
MAMEHTKY 0 HEOOXOANMOCTH KOHCY/IBTAll! TeHETHKA
1 03HAKOMUTH C 00IenprHATHIME MeTomamu [1/1.

B tabnrie npeacTaBiieHs! JaHHBIE 110 YYaCTHIO JKEeH-
m1H, 6epeMeHHBIX oaMu ¢ CJ1 B OMOXMMIUYECKOM CKpH-
HuHre. Tak, He Ipe/cTaBIeHb! JaHHbIE HA 24% KEHIH
(26 m3 110). V 11% xenuwH (12 u3 110) GepeMeHHOCTH
ObL1a pepBana 110 12 Heylek mociie IpoBeICHNS NHBA3UB-
HOM npeHaTanbHON TrarHocTiku. 26% (28 u3 110) xen-
IIMH HE COCTOSUIM Ha y4eTe WM OOpaTHiINCh B KEHCKYIO
KOHCYJIbTanuro nocie 20 Henenu 6epeMeHHOCTH.

Tonbko 40% (44 w3 110) pomuBmmx nereit ¢ C/1
JKEHIIIMH MPONUIN OMOXMMUYECKUH CKPUHUHT BTOPO-
ro Tpumectpa. Ilpu aHanm3e 3THUX JaHHBIX oOpamaer
BHHMaHHUE OOJIBIIIOE KOJTMIECTBO JIOKHOOTPUIATEIILHBIX
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pe3ynbrartoB — 50% (22 u3 44). Takum o6pazom, 3pdek-
THBHOCTB BBISIBIICHUSI TUT010B ¢ CJ1 110 GnoXuMuaeckoMy
ckpuHuHTY B PO He mpesbimaer 50%, 4to sBisieTcs
HEBBICOKMM OKA3aTeJIeM

Ha Ham B3misii, mprudrHa KpOeTCst B TOM, UTO B HAIIIEM
pETHOHe MHOTO HE3aBHCHMBIX KOMMEPYECKHX Jraboparo-
Wi, KOTOPBIE HCTIONB3YIOT PA3IMIHBIE TECT-CHCTEMBI, 0e3
KOJIMIECTBEHHOW OIICHKH MH/IMBH/TyaIbHOTO PHCKA.

[To marueM K. Nicolaides, BHeIpHBIIIEro 0CHOBHEIC
YABTPa3BYKOBBIE Mapkepbl XA B CHEIHATN3UPOBAHHOM
[IEHTpe TpeHaTanbHoi nuarHoctuku B Jlormone (Fetal
Medicine Foundation), ymerpa3BykoBbsie Mapkepsl (Y3M)
BBISIBISIFOTCS. TONBKO Y 40% TIIONOB ¢ TPUCOMHUEN XPO-
mocoMel 21. Tlpu aHanuse cBeeHni 0 MaTepsix AeTel ¢
CJI, BBISIBIEHHBIM Ipe- WK nocTHatanbHo B 2010-2011
I'T. OBITIO YCTAHOBIICHO, YTO B YJIETPa3BYKOBOM CKPUHUHTE
TIPUHSIN y9acThe TobKo 45% (50 u3 110) 6epeMeHHBIX.
VnbTpa3ByKkoBbIe Mapkepbl XA ObUIH BRISBICHBI y 34%
(17 m3 50) 6epemennsx wmogamu ¢ CII. B 14 ciygasx
13 HUX OBUT TPOBEAEH aMHHOIEHTE3 C IOCIEIYIONM
TIpepbIBAaHNEM OEpPEMEHHOCTH. YCTaHOBIIEHO, YTO 3TH
17 ynbTpa3BYKOBBIX HCCIECIOBAHHUI OBUTH BHITTOIHEHBI B
KpyIHBIX Toponax Poctosckoit oomactu (PoctoB-Ha-J{oHy
n Taranpor) cepTnUIPOBAHHBIMHI CHEIHATNCTAMU.

BbIBOAObI

Takum 00OpazoM, MPOBEICHHOE HAMH HCCIIEI0BA-
HUE TI03BOJISIET BBIJICIUTH OCHOBHBIC ITyTH ITOBBILICHUS
3¢ (PeKTUBHOCTH NpeHaTanbHOH auarHoctuku Cl B
PocroBckoii obmactu.

1. OOyuenne Bpaueii 0OCHOBaM M ITPUHIIUITAM ITpEeHa-
TaJILHOW ANarHOCTHKH, T.K. OCHOBHYIO POJIb B (hopMupo-
BaHHU TPYIIT BEICOKOTO PUCKA XPOMOCOMHBIX O0Je3HeH
y IUI0JIa UTPAIOT BPAYM JKEHCKUX KOHCYNbTaluid. Puck
poxaeHus pedeHka ¢ cuHApoMoM JlayHa y >KEHIHHBI
cTapuie 35 JeT CyIECTBEHHO BO3PAacTaeT, U MOATOMY
y’Ke TIpH TIOCTaHOBKE Ha YUET Bpad JJOJKEH MPOUH(Op-
MHPOBATh MMAIMEHTKY O HEOOXOANMOCTH KOHCYIIBTAIINN
TeHETHKa ¥ 03HAKOMUTH C OOIIETTPUHITHIMU METOJaMU
MIPEHATAIbHON IUAarHOCTHKH.

2. Oxsar ckpuHuarom 70-95% OGepeMeHHBIX 00-
JIACTH, T.K. TOJIBKO MAacCOBOE CKPHHHUPOBAHHME BCEX
OepeMEHHBIX MOXKET C(OPMHUPOBATH TPYIITY PUCKA TIO
JaHHOHM marosiorud. J{ist moBbIeHNs 3 PEKTHBHOCTH
MIPEHATaIbHOTO OMOXUMHYECKOTO CKPUHUHTA TpedyeTcst
COOJIOICHNE CIICTYIONINX MPABWII: B JIAOOPATOPHHU TI0
Ka)XJIOMY M3 IMOKa3aTeslell JOJKHO MPOBOAUTHCS HE
MeHee 3 THICSY MCCIICIOBAHHUHN B T'OJ1 y JKSHIIMH C TOUHO
OITPE/ICIIEHHBIM CPOKOM OEpEMEHHOCTH, YTO TTO3BOJIUT
OLICHUTh CTAOMIIBHOCTH MCHOJB3YyEMbIX MEIUaH; Mpo-
BE/ICHHUE ©XEAHEBHO BHYTPHIA00PATOPHOTO KOHTPOJIS
KaueCcTBa C UCTOJIb30BAHUEM KOHTPOJIBHBIX MaTePHAIIOB
niponsBoauTerst. O0si3arenbHas 00paTHast CBSI3b M aHAIN3
CITy4aeB IIpe- ¥ MOCTHATAIBHOTO BBISIBICHHS XPOMOCOM-
HOW MaTOJIOrMH, BPOXKACHHBIX TOPOKOB Pa3BUTHSL.

3. Crporo periaMeHTHPOBAHHBIH CPOK OepeMeH-
HOCTH ISl BBITTOJHEHHUS: OMOXMMHYECKOTO CKPUHHMHTA
— 11-14 Henens onpeneneHyue ypoBHEH CHIBOPOTOUHBIX

MapKepoB: ITa3MEHHOTO ATLOYMHHA, aCCOIMIPOBAHHOTO
¢ OepeMEeHHOCTHIO W CBOOOIHON OeTa-eaUHUIIEI XOPHO-
HUYECKOTO TOHAIOTPOIIMHA YeI0BEYeCKOro W/imi 16-18
Henens 0epeMeHHoCTH; Y3 ckpuHuHTa — 11-14 Henemp,
20-22 nenenu. [IpoBenenue ynbTpa3ByKOBOIO UCCIIENO-
BaHMS C OCMOTPOM MapKepOB XPOMOCOMHOM TTaTOIOTHH
B 11-14 Henenms TOIHKHO OCYIIECTBISTHCS CEPTUPHIIIPO-
BaHHBIM CITEIHATACTOM. KITFoUeBBIM MOMEHTOM SIBIISIETCS
m3mepenne TBII ¢ yaerom KTP (45-84 MM) i 9eTkum co-
OJFOIEHIEM IPYTHX KPUTEPUEB, peKOMEHIOBaHHBIX Fetal
Medical Foundation (JIormoH) st orieHKH MapkepoB XA
B 3TOM CPOKE 1 00s13aTeTIHHBIM (DOTO-TOKyMEHTHPOBAHHEM
TIATOJIOTMYECKHUX HAXOIOK Y TuTofia. [ pyrima prcka JommKHa
(bopMupOBaTHCS 32 CYET KOMOMHHPOBAHHOTO CKPHHIHTA
C y4eTOM Bo3pacTa OepeMeHHOM.

4. OcymiecTBIEHHE BCETO KOMIUIEKca 00cieoBa-
HUs1 OEpeMEeHHBIX OT MOMEHTa IIOCTAHOBKH Ha YYeT B
JKCHCKOW KOHCYIBTAIINH JI0 TIPOBECHUS HEOOXOIIMBIX
WHBA3UBHBIX MPEHATAIBHBIX 00CIICIOBAaHUN U aHAIIN3a
ncxoma OEpeMEHHOCTH BO3MO)KHO TOJBKO MPH MOCTO-
SIHHOM KOHTAKT€ CIIEIIHAIMCTOB MEIUKO-T€HETUYECKOM
CITY’KOBI, TIOIpa3/IeICHUH YIBTPa3ByKOBOW U aKyIIep-
CKOM CITy’k0, MOITOMY HEOOXOAMMO CO3JaHUE YETKO
OpTaHW30BAHHON IICHTPATH30BAHHON CHUCTEMBI B3am-
MOJIEMCTBUS BCEX STUX 3BEHHEB.

5. CpoK BBITIOTHEHHS aHAITU30B JI0 BBIIAYH PE3yib-
TaTOB IMAIMEHTKE JOJDKCH OBITh CTPOTO pPETTaMEHTH-
pOBaH U MaKCHMAJBHO CKaT (He mo3aHee -2 Hemens).
Heocnopumsim npeumyniectsom KO-ITLP, momumo
CHIDKCHUS PUCKA IIPEPHIBAHNS OSPEMEHHOCTH, SIBISCTCS
OBICTpPOTA IPOBEICHHS — AHAJIA3 MOXKET OBITH BHIITOTHEH
B TedeHHe 48 JacoB ¢ MOMEHTA TIOCTYIUICHHUS 00pasia
aMHHOTHYECKOH )KUIKOCTH B 1a00OpaTOpHIo, a OoIbIas
MIPOM3BOAUTEIFHOCTH JAHHOTO METO/Ia TTO3BOJISIET Opra-
HU30BaTh CKPHHUHT B TPYIIIaX PHCKA M3 OMHOTO PETHOHA
B IMHOU TICHTPATN30BaHHON JIAO0PATOPHH.

B 3axiroueHrne HEOOXOIMMO OTMETHTB, UTO (-
(EeKTUBHOCTH COBPEMEHHBIX METOIOB HMHBa3MBHOI
TIPEHATAFHON JUAarHOCTHKH, B OCHOBHOM, 3aBHCHT OT
(hopMHPOBaHUS TPYTIITEI TOBBIIIIEHHOTO PUCKA.
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