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AHANN3 CNYYAEB POXXAEHNA OETEN
CBOJIE3HbIO JAYHA B CAHKT-TNETEPBYPTE
B 1997-2006 FTOAAX

m B padore 06001mens1 u
NMPOAHATU3UPOBAHBI Pe3yIbTAThI
CKPMHUHIa cuHapoMa /layHa B
Cankr-Ilerepoypre 3a 1997-2006 roabi

€ y4eToM Bo3pacTa OepeMeHHbIX, HATHYHS
OMOXMMHYECKHUX U YJIbTPa3BYKOBBIX
MapkepoB. OCHOBHY10 poJib

B (hopMHUpOBaHMM Py BBICOKOIO PHCKA
XPOMOCOMHBIX 00/1e3Hel y 171012 UTPaloT
BPauM )KeHCKHX KOHCYJbTaluii. Puck
poxaeHus pedeHka ¢ cuaapomom Jlayna

y *KeHIIUHBI cTapie 35 JieT cylecTBeHHO
BO3PaCTaeT, I03TOMY Yike NPU MOCTAHOBKe
Ha y4eT Bpa4 J0J:KeH NPouH(popMHUPOBATH
NalHeHTKY 0 Heo0X0AMMOCTH
KOHCY/IBTALMU TeHeTHKA M 03HAKOMHUThH

¢ 00IIeNnPUHSATHIMH MeTOaMHU
npeHaTaabHOM AuarHocTuku. B 1997

rofy B ropoje 0bLJI BHeJPeH MacCOBbIii
OHOXMMHYeCKHi CKPUHUHT BO

II TpuMecTpe GepeMEeHHOCTH € LeJIbI0
NpopUJIAKTHKH XPOMOCOMHBIX 00JIe3Hei,
Kk 2000 roay oxBat GepeMeHHBIX J10CTHT

87 %. OTMe4deHa He1ec000pPa3HOCTH
KOMILJIEKCHOT'0 HCII0JIb30BAHUS
OMOXMMHYeCKOro H yJbTPa3ByKOBOIO
ckpununra B I u Bo Il tpumectpe
O0epeMeHHOCTH ¢ 1eabI0 3 eKTUBHOI
NpopUJIAKTHKH XPOMOCOMHBIX §0JIe3Hel u,
npe:xjae Bcero, 6os1e3nu Jayna.

m KuitoueBbie ciioBa: cunipom Jlayna;
BO3PACTHON PUCK; OMOXUMUYECKHIE MapKepHI;
YIBTPa3ByKOBBIE MapKephl; ONOXUMHUIECKHUH
CKPUHUHT; MIPEHaTaTbHOe KaPUOTHITHPOBAHHE

BBepeHune

I'eHeTHYECKMIA CKPUHUHT IIUPOKO MPHMEHSETCS B MEIUKO-TeHE-
THUYECKOU ciyx0e. OH HallelIeH Ha paHHee BBISBIICHHUE HEKOPPHUTHPY-
€MBIX HapYIICHWH Pa3BUTHS, PUBOAAIINX K OTPAHHICHHOMY Kadec-
TBY XHM3HH. | eHETHMYeCKNi CKPUHUHT TTOMOTaeT HICHTH(OUITMPOBAT
TUTOZIBI C TIOBBIIIIEHHBIM PUCKOM aHOMAITUI Pa3BUTHSI HA OCHOBE H3Y-
YEeHUS HACIIE/ICTBEHHBIX 3a00JICBaHUI B CEMbE, IMOBBIIICHHOTO BO3-
PaCTHOTO PHCKa WM HA OCHOBE PE3yNIETaTOB OMOXUMHUYECKOTO TECTH-
POBaHMS KPOBH OEPEMEHHBIX H/WITH YIIBTPa3ByKOBOTO UCCIICAOBAHHUSL.

VYIBTpa3ByKOBOE HCCIEOBAaHUE TUIOIa W OMOXUMHYECKOE OII-
peneneHne coaepKaHusi HEKOTOPhIX MapKepPHBIX OCJNKOB B KPOBH
OepeMEeHHON SIBISIFOTCSI IIMPOKO MPUMEHSIEMBIMH B HACTOSIIIEE
BpeMsl CKPUHHHIOBBHIMH MeETOAaMH. Pe3ymbrarhl oOciemoBaHus
UCTIOJNB3YIOTCA Il (POPMHUPOBAHHUS TPYIIT KESHIIHMH BBICOKOTO
pUCKa POXKICHUS IETEH ¢ TOPOKAMH PAa3BUTHS /WA C XPOMOCOM-
Ho marojnorueir. HanGomnpmas 3¢(heKTHBHOCTh CKPHHUPYIOIIIX
MporpaMM, OCHOBaHHBIX Ha CTATUCTHUYECKOM aHaJH3e OOJBIIOTO
YHUCIIa KOCBEHHBIX MPU3HAKOB MATOJIOTUH TUTOJA, TOCTUTACTCS MTPH
MaKCHUMallbHOM OXBaTe OepeMEHHBIX, TPU TaK Ha3bIBAEMOM TO-
TaJIbHOM (MacCOBOM) 00ciieIOBaHMH [2].

[IpumMeHeHrne MacCOBBIX CKPHHUPYIOIIUX MTPOTpaMM IS TIpeHa-
tanbHOU auarnoctuku (II) BposkaenHbix nopokos pa3zsutus (BITP)
B KPYITHBIX HACEIICHHBIX ITyHKTaX BO3MOYKHO TOJIEKO B TECHOM COTPY/I-
HUYECTBE aKymiepoB u reHeThkoB. B Cankr-IletrepOypre ocHOBHOE
BHUMAaHHE JO0JDKHO YACTATHCS B3aUMOJICHCTBHUIO JIE9eOHO-TIPO(IIIaK-
THYECKHUX YUpeXIeHUH, ydacTBytonmx B [1]] (>keHCKue KoHCyIbTa-
IIUH, THATHOCTHYECKUN METUKO-TeHETHYECKUH TIEHTp, Jadoparopus
ITJ1 HUU axymepcrsa u runexonorun um. . O. Orra PAMH), B cBe-
TE BBITIOTHEHUSI CYIIECTBYFOIIMX MPUKA30B U PACIIOPSHKEHUH, periia-
MEHTHPYIOIMX paboTy 3Toi ciryx0b1. Bee anropurmst [1/1, pazpabo-
TaHHBIC U aKTHBHO npuMeHsieMble B CaHkT-IleTepOypre, mosBrimch
Ornaroiapst 4eTKO OPTraHN30BAaHHOMW IIEHTPATM30BAaHHON CHCTEME B3a-
MUMOJICHCTBHS BCEX 3BEHBEB MEIUKO-TEHETHIECKOH CITyOBI TOpo/Ia.
Ocy1ecTBieHre BCEro KOMIUIEKCA 00CIeA0BaHUS OCpPEeMEHHBIX OT
MOMEHTA TIOCTAaHOBKM HA y4eT B )KEHCKOW KOHCYJIBTAIHHU JI0 TIPOBE-
JICHUs] HEOOXOMMMBIX WHBa3WMBHBIX IPEHATAJBHBIX O00CIIEIOBAHUIMA
Y aHaJIN3a UCcXo/1a 0epeMEHHOCTH BO3MOYKHO TOJIEKO TIPH IIOCTOSTHHOM
KOHTaKTe CIEIHAINCTOB MEIUKO-TeHETHIECKOH CITy)KOBI, TTofpas/e-
JICHUH YITBTPa3BYKOBOH M aKyIepcKoit ciryx0 roposa [5].

OCHOBHYIO pOJIb B MEPBUYHOM (POPMUPOBAHHH TPYII BBI-
COKOTO pHCKa XPOMOCOMHBIX OOJIE3HEW Y TI0/Ia MTParoT Bpadu
JKEHCKHUX KOHCYNBTAIUi, XOTs HAllPpaBUTh OEPEMEHHYIO K CTIeIH-
aJucTaM MpeHaTalbHON AMArHOCTUKH MOXET Bpad JIFOOOH crie-
[IUATBHOCTH.
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[lepBbIM 1 OCHOBHBIM (haKTOPOM pUCKA, KOTOPBIH
JIOJDKEH TPUHMMAThCS BO BHHMAaHME JIIOOBIM CIie-
LUAJTUCTOM, KOTOPBIH KOHCYIBTHPYET OCpeMEHHYIO,
SBIISIETCSL ee BO3pacT. M3BeCTHO, YTO PUCK pOXKIe-
Hus pedenka ¢ cuaapomoM Jayna (CI1) y KeHIIUHBI
crapmie 35 JeT cymecTBeHHO Bo3pacraeT (puc. 1),
MI03TOMY YK€ TIPH ITOCTAHOBKE Ha y4eT Bpad JOJKEH
MPOMH(OPMHUPOBATh MALMEHTKY O HEOOXOAMMOCTU
KOHCYJIBTAllUM T€HETHKA M O3HAKOMUTH C OOILIenpH-
HATEIMH MeTomamu T1]1.

1— Bospacr, ger

18-24 25-29 30-34 35-38 3941 42-46

Puc. 1. Puck poxaenust pederka ¢ C/I B pa3Tu4HBIX BO3PACTHBIX
rpynnax (cepelii — BO3PAaCTHOM PHCK, YEpHBIA —
CpemHMIl pHCK TIO pe3ylbTaTraM OHOXHMMHUYECKOTO
ckpunuHra B 15-18 Hemenb Oepemennoctu npu CJJ
y wioza (168 ciryqdaen))

Ha ocHOBe MHOTOYHCIIEHHBIX HAOIONEHUH pa3-
paboTaHbl W MIUPOKO HCIIONB3YIOTCS TPH MEIUKO-
TeHETUYECKOM KOHCYJIBTHPOBAaHUU TaONHIIBI pPUCKA
XPOMOCOMHOM MAaTOJIOTUU JJI KaXKIOW BO3PacTHOU
KaTeropuu. 3Ha4eHUsI BO3PACTHOTO PHCKA MOTYT 3a-
METHO BapbHpOBaTh. [[pUYMHON 3TOTO MOXKET OBITH
CHIDKEHHUE BEPOSTHOCTH POXKICHHS OOIBHOTO peOeH-
ka 3a cuer rubdemn 50-99 % 1UIOMOB ¢ XPOMOCOM-
HOW TaToJIOTHEH TI0 Mepe MPOTPECCUpOBaHUs Oepe-
MeHHocTu. Hampumep, BepodaTtHOCTh Tpucomuu 21
(Tp21) y mona 35-neTHei xxeHIUHBI B 9—14 Henenb
cocrasigeT 1/175, B 15-20 nenens — 1/258 u Ha Mo-
MeHT ponoB — 1/385 [6]. AHamornyHas TeHIEHITHS
HaOIIOIAeTCs B OTHOIICHUU TPUCOMEH 21 M B TpyTUX
BO3pacTHEIX Tpymmax. [lapamokcanbHO, HO oOmIas
4acTOTa XPOMOCOMHON TMaTOJIOTHUH, COTIACHO TIOINY-
yeHHbIM Hamu pesyasraram [1/], B I u Il TpumecTpax
MIPaKTHYECKU He MeHsieTcs. Eciu ke paccMaTpuBaTh
ATy 4acTOTy B IpeJieiax BO3PACTHBIX TPYIII, HAIIPH-
Mep, B rpynme OepeMeHHBIX crapiie 39 mnet, To pe-
3yABTaTUBHOCTh MTPEHATAIBHOTO KapUOTUITUPOBAHHS
B | Tpumectpe (7,3 %) nelcTBUTENBFHO OKa3bIBaeTCS
B 1,5 pasa Berme, uem Bo 11 (5,0 %) [3].

[loaTomMy mpu ompeneneHUH pPUCKAa XPOMOCOM-
HBIX 0OJIe3HEH B pamMKax MpeHaTaJbHOrO CKPUHHHTA
0 BO3pPacTHOMY (akTOpy KOPPEKTHO HCIIONB30BaTh
TOJILKO T€ TaONUIIbl, B KOTOPHIX YYHUTHIBACTCS CPOK
OepeMEHHOCTH Ha MOMEHT KOHCYJIBTUPOBaHUSI.

B Ttabnmune mpuBeneHbl HallM CBOJHBIC JaHHEIC
(c 1997 mo 2006 rom), kacaromuecsi OEpeMEHHBIX,
y TUIOJIOB KOTOPBIX ObLTa Tp21, yCTaHOBIEHHAS TIpe-
uiy noctHaranbHo. U3 374 marepell, poauBIIKX Jie-

teit ¢ C/l B [lerepOypre B 3ToT nepuoa, 96 (25,6 %)
OTHOCWJINCH K TPYIIE BBICOKOTO BO3PACTHOTO PHC-
Ka. 3a 91o ke BpeMs 102 xeHmuHbI crapie 35 neT
npepBaiu OepeMeHHOCTh Tociie WHBa3UBHOU [1]]
u BeisiBieHUs Tp21 y tona. Takum oOpazoM, mons
BO3pAcTHBIX Marepeil cocrasiseT 36,9 % (198 u3
536), uT0 COOTBETCTBYET MUPOBOI cTaTucTHKE. Cpe-
II1 BO3pacTHhIX Marepeil aereit ¢ CJl uncino oTka3oB
ot naBazuBHOM [1/] coctaBmser 10 % (37 yenosex).
Takue OepeMeHHBIE OBLTH TPOMH(POPMHUPOBAHBI
0 HAJIMYUHU BBICOKOTO PHUCKA, HO TIO Pa3HbIM IIPUYH-
HaM HE y4acTBOB&JIN B PEKOMEHAYEMBIX 00CIIe10Ba-
Husx. Heobxomumo otmeruth, uTto 32 10 jer mpo-
CBETUTEIIbCKasi 1 OpraHU3aluoOHHasi paboTa CIryKObl
[TJ1 ropona mprBena K yBEIUYCHUIO KOJIMYECTBA Ma-
LUEHTOK cTapuie 35 JIeT, y KOTOPbIX ObUla BBISBICHA
natoiorus mioga (CH). Ecaum B 1997-1999 romax
y HanpaBneHHbIX Ha [1]] GepeMeHHBIX ATO# IpymITbI
muarHoctuposano 28,9 % (11 u3 38) mmogos ¢ C/l,
T0 B 2004-2006 romax sta mudpa mocturia 68 % (65
u3 96) (puc. 2). Muanmym Ha rpaduke B 2003 romy
COOTBETCTBYET HEOOBIYHO BBICOKOMY YHCIYy OTKa30B
U HesIBOK OepeMeHHbIX Ha wHBa3uBHYH0 1] (10 ge-
JIOBEK BMECTO 3—5 OTKa30B B APYTHE TOABI).

K coxaneHuto, B 3TOM «IOBHUHHBD» HE TOJIBKO
camu OepeMEHHbIe, HO U T aKyLIepbI-THHEKOJIOTH,
KOTOpbIE HE PEKOMEHIYIOT JKCHIIMHAM IpU HaJH-
YHH BBICOKOTO PUCKA JienaTh nHBasuBHyto 111, omu-
OOYHO CuHuTas, 4TO C TOMOILIBIO YIBTPa3BYKOBOTO
MCCIICIOBAaHUSI MOKHO HCKIIIOYUTH XPOMOCOMHYIO
naronoruto 'y twiona. Ilo manneiM K. Nicolaides,
BHEJIPUBIIETO OCHOBHBIC YIBTPA3BYKOBBIE MapKephl
(Y3M), B cienuaan3upoBaHHOM LIEHTPE YJIBTPa3BY-
koBoii [1/] Y3M BeLaBistorces Toapko y 40 % mionos
¢ Tpucomueit xpomocomel 21 [6]. ITpu ananuse cae-
neHuit o netrsix, poausluxcsa ¢ CI ¢ 1997 no 2006
rofl, YCTaHOBJIECHO, YTO Y3M, OTMEUEHHbIE CIenua-
JMCTaMH YABTPa3ByKOBBIX KaOuHeToB CaHkT-IleTep-
Oypra, HaOmonanucy Tospko B 7,2 % (y 27 u3 374
OepemenHbIx). Ecniu He Opath B pacder 58 JKeHINWH,
MO3HO CTABLIMX HA YYE€T JUI y4acTusl B OMOXUMH-
yeckoM ckpuHuHTe Il TprMecTpa (mocne 22 Henenb
0epeMEeHHOCTH), U IPEATIONOKUTh, YTO OHH JKE BOBCE
He nenanu Y3U, To BhisABIsseMOCTh Y3M BbIpacTer
HEHaMHOT0 — 10 8,5 %. OcHoBHBIM Y3M, KOTOPBIii
BCTpeuaercs cpenu poauBiux aeren ¢ C/, sBuser-
cs1 MHorooaue. HeoO0xoauMMo OTMETHTB, UTO Cpean
OepeMeHHbIX, BOBPEMsI HAIPABJICHHBIX Ha WHBA3MB-
HYIO TMarHOCTUKY XPOMOCOMHBIX OOJIE€3HEH B CBS3U
¢ BbIsiBIIeHHEM Y3M (B mo0OoM Bo3pacrte), 1O Ha-
[IMM JIJaHHBIM XPOMOCOMHAS [TaTOJIOTHS BCTpEYaeTcs
¢ yactotoi 12—-17 % [3]. Cpenn HampaBIEeHHBIX Ha
[1J1 6epemennbIx y 88 mauneHTok ¢ Y3M oOHapyxe-
Ha Tp21. Takum oOpasom, Bcero 3a 10 et B CaHKT-
[etepOypre Y3M BoisiBnenst y 21,9 % minonos ¢ Tpu-
comueit mo xpomocome 21.
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Tabnuya

AHa/Iu3 OpraHu3aloHHbIX NpU4HH poxaenus aereii ¢ CII B Cankr-IlerepOypre (1997-2006), undpbl 03HAYAIOT KOJIHYECTBO

OepeMeHHBIX, poguBmnx aereii ¢ CJ1

Ton 1997 | 1998 | 1999 | 2000 | 2001 | 2002 | 2003 | 2004 | 2005 | 2006 | Bcero

He crosunu Ha ydere 4 6 7 6 5 8 5 5 5 58
He yuyactBoBanu B CKpHHUHTE 25 6 19 12 10 13 5 21 23 21 155
[NonoxurensHbie pesynsTatel MCh 3 8 15 13 12 15 6 3 5 89
Jlo:xxnooTpunarensHsie pesyasrarsl MCh 0 3 12 9 4 6 51
Hccnenosanre MCB 6e3 pacyera pucka 0 0 0 0 0 1 5 9
V3M 3 2 3 4 3 27
Bospact crapue 35 ner 4 9 14 11 7 7 13 11 12 8 96
Otxkasel ot [1/] - - 6 5 10 4 3 5 37
Bcero ponunocs gereit ¢ CI{ 35 24 39 39 39 44 37 37 38 42 374
BrisiBieno C/1 y muiona na IT/{ 3 5 6 13 18 15 31 30 38 166
Bceero mnonos ¢ CJI, BBISIBICHHBIX IIpe- U 38 29 46 45 52 58 52 68 68 80 536
MIOCTHATAIEHO

25 lf)/((; -

20 A 90

0
I I I I I I I I I
1997 1998 1999 2000 2001 2002 2003 2004 2005 2006

Puc. 2. KommuectBo ciayuaeB CJ{ y ruioma cpexu GepeMEHHBIX
crapme 35 I5eT, BBIBICHHBIX MpeHaTanbHo (A) u
noctHaranbHO (b)

[loHsiTHO, YTO B CHEUUAJIN3UPOBAHHBIX LEHT-
pax yneTpa3BykoBoi [1]] mpoueHT BeIsiBIEHUS Y3M
BBIIIIE, YEM B LIEJIOM T10 TOPOAY, HO OTCYTCTBHE Y3M
HE OTMEHSIET HeOoOXOOMMOCTh WHBa3uBHO#N I1]].
Bpauam >keHCKMX KOHCYNbTALMH U CaMHUM CIELH-
anucTaM MO yJAbTPa3BYKOBOW IMArHOCTHUKE BaXKHO
IIOMHUTB, 4TO OOJIbILIE NOJOBHUHBI M10A0B ¢ C/| Mo-
ryT He uMeTh ¥Y3M B 18-24 nenenu 6epeMEeHHOCTH,
Korza oObIUHO pemraercs Bonpoc o nposeaeHuu [1/1.
Bxnan Y3M B I1JI Bo3pocC B mociaeaHUE TOAbI B CBSI-
31 ¢ 0oJiee aKTUBHBIM HCIIOJIb30BaHUEM YIBTPA3BY-
KOBOT'O CKpUHUHTA B | TpuMecTpe — nccineoBanus
TOJILIMHBI BOpOTHHKOBOro mnpoctpanctBa (TBII)
u orcyrctBusi HocoBo koctu (HK). M3 35 mno-
noB ¢ Tp21, BeisiBieHHBIX B 2006 roay, 26 umenu
VY3M (puc. 3). Ilpu stom u3 40 GepeMeHHBIX, po-
nuBiux geteit ¢ CI B 2006 roxy, Y3M oTmeueHsbl
TOJBKO y Tpex. Obmas yacrora Y3M y minonos ¢ CJJ
B 2006 rogy coctasuia 38,6 %. Ctonb BbICOKas yac-
ToTa Y3M CcBsi3aHa ¢ TE€M, 4TO 4acTh IIOJ0B C Tp21
u yBenuuenuem TBII B 11-13 nenenb He A0XKUBaET
JI0 BTOPOTO CKPUHUHTOBOTO cpoka (1822 Hememu
OEepeMEHHOCTH).
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Puc. 3. Yactora Y3M y mnonoB ¢ CJI, BeisiBieHHBIX ¢ 1997 o
2006 rox: 1 — mpenaransHO ¢ Y3M; 2 — mpeHaTanbHO
6e3 Y3M; 3 — pomuBIIUXCS TOCTE BBIABICHHS Y3M;
4 — poauBIINXCA C HOPMaJIbHBIMU pe3ynbraTamu Y31

OpnHuM u3 Haubojee pachpOCTPaHEHHBIX METO-
noB npodunaktuku CIl sBisiercss OMOXMMUYECKHUN
ckpunuHr. C ero momoieio GopMHupyeTcs Trpymia
BBICOKOT'O PHCKa XPOMOCOMHOM HJTH BPOXK/IEHHOH Ta-
TOJIOTMH IUIOJA. B 3aBUCMMOCTH OT CpoKa recTaiuu
BCEM OepeMEeHHBIM MpEeAaraeTcs NPOUTH KOMIICKC-
HBIH YJIBTPa3BYKOBOM W OMOXUMHYECKHN CKPHHUHT
B | TpumecTpe, KOTOPBIil TO3BOJISET BBISIBUTH HE Me-
Hee 85 % monos ¢ C/l, 11bo (ecnu cpok OepeMeH-
HOCTH TIpeBbImaeT 13 Henmenb u 6 AHEN) OMOXHUMU-
yeckuit ckpunuHr Bo Il Tpumectpe — B 16 Henens [2].

B 1997 rony B ropoze ObIT BHEIPEH MacCOBbIN OHO-
XUMHYECKHid CKpUHUHT BO Il TpuMecTpe GepeMeHHOCTH,
k 2000 romy oxsar 6epemeHHbIX foctHr 87 % [4]. Pucy-
HOK | WITIOCTpUpYET BKJIaZ N3MEHEHHBIX OMOXMMHIIEC-
KUX MapKepoB B OOMIMH pHCK OCpeMEHHOM KEHIIMHBI
TI0 CPaBHEHHMIO C €€ BO3pacTHBIM pUcKoM. Jaxe y aBaji-
LaTWIETHUX naimenTok npu CL y mmona puck yBenu-
yuBaeTcs B 45 pas, HO TOJIBKO Yy Th OOJIBILIE TIOJIOBUHBI
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13 HUX OyJTyT OTHECEHBI K TPYTIIIE MOBBIIIEHHOTO PHCKA,
T. K. ICXOHBIA pUCK B 20 JIET CIUILKOM MaJl.

Ha pucynke 4 npuBeieHa AHHaMUKa pPe3ylIbTaToB
oOcnenoBanus 6epemenHbIx ¢ CJ y moma 3a 1997—
2006 romer. B HOs0pe 2003 roma mo (hMHAHCOBBIM
MpUYUHAM OBUI MPeKpalieH OecIuTaTHhI OHMOXUMU-
YeCKUH CKpUHUHT BO Il TpumecTpe. DT0 HEMeUIEHHO
MIPUBENIO K CHUIKEHUIO YUCIa 0OCIEeTOBaHUA MOJIO-
JBIX XKEHILUH U K pocTy poxaeHus nereit ¢ CI. B cBs-
3u ¢ TeM, uTo ¢ 2003 roga B maboparopuu [1]1 HU
akymepctsa 1 ruHekonorun um. . O. Otra PAMH
AKTUBHO pa3palaThIBaeTCs M BHEIPSETCS KOMOWHU-
pOBaHHBIM CKpHHUHT B | TpumecTtpe OepeMeHHOC-
TH, a B 2006 Toly K €ro nNpoBEACHUIO MOIKIFOUUICS
n Jlnarnoctuyeckuit (MeTUKO-TeHETHYECKHI) TISHTP,
B 2005-2006 rogax HECKOJIBKO BO3POCIO KOJTUUECTBO
w0108 ¢ CJI, BbIsIBIIEHHBIX B | TpuMecTpe, HO YHCIIo
Heo0CIIeJOBaHHBIX MOJIOJIBIX MaTepel O0CTaeTCs BbI-
cokuM (2629 yenosek). Ecitm ¢ 1997 mo 2003 ron
HEYKIIOHHO CHW)KaJlaCh JIOJIsl HEOOCIeOBaHHBIX Ma-
tepeit neteii ¢ CI (c 82 1o 33 %), To mocie mpekpa-
IIeHUs MaccoBOoro ckpuHuHTa (HOsI0pH 2003 Toma)
aTa 1oist Bo3pocna 1o 44 % (tadm.).

B 2002-2003 romax oCHOBHOH 3aja4deil ciry» Obl
[1]1 sBnsics KOHTPOJIb 3a COOIIOIEHUEM BpadyaMu
KEHCKMX KOHCYJBTAIMH MPUKA30B U PACTIOPSIKEHUI
KomuTeTa 1o 31paBOOXpaHEHHIO, PEriIaMEeHTUPYIO-
mmx obcienoBanne OepemeHHbIX, B 2004—2006 ro-
Jax K 3TOMy J00aBHIach MpoOiemMa «pacroi3aHus
CKPUHHHT2Y IO YACTHBIM JIA00OpaTOpHUsIM, HE COOIIO-
JAIOIINM TPeOOBaHUS K MPOBECHUIO TeHETUYECKOTO
TECTUPOBaHUS OEpEeMEHHBIX. Bpaum KEHCKHX KOH-
CYJIBTAIIHA, K COXKAJICHHIO, HE UMEIOT BO3MOKHOCTH
OOBSICHUTD JKEHIIMHE WJIM HE MMEIOT JO0CTaTOYHOM
MOJATOTOBKH 110 MEIMIIMHCKOM TE€HETHKE, YTOOBI
Pa3bACHHUTD, YTO TaKoe OMOXMMHUYECKHN CKPHHUHT.
OTo0 mpuBeno K poxaeHuto noka § perert ¢ C/, ma-
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Puc. 4. Yactora OMOXMMHYECKUX MapkepoB y 1008 ¢ CJI, BbI-
siBiieHHBIX ¢ 1997 o 2006 roxa: 1 — poausmuecs, bBXM
He HCcCclIeoBali; 2 — POAUBILIMECS ¢ OTPULATEIbHBIMU
pesyasratamu BXM; 3 — poauBLIMECs C MOJIOKHUTEIb-
HBIMU pe3ynsTataMd bXM; 4 — BBISBICHHBIE MpEHa-
TaJIbHO 10 BCEM IIOKa3aHUAM

TE€PU KOTOPBIX, CIaB KpoBb Ha uccienoBanue ADII
u XI'Y, He mony4uiin 3aKJIOUYEHUs C OLICHKOH pHcC-
ka CJl y mnoga. HacropaxuBaet, 4To, HECMOTpSI Ha
Pa3bACHUTENBHYIO PadOTy CIIELUAIMCTOB, BPauu HE
OpPHECHTHUPYIOT OCEpeMEHHBIX Ha OoOpalleHue B OAWMH
3 4 AMAarHOCTUYECKHMX LEHTPOB, MUMEIOLINX pPa3-
pelLlIeHre TIAaBHOTO CHEeNMAINCTa M0 MEAWLIUHCKON
TCHETHKE TOpoja Ha NMPOBEACHUE OMOXUMHUYECKOTO
CKPMHHUHIA, TIOCKOJIBKY YHMCJIO TAKUX HEKOPPEKTHBIX
aHAJM30B BBIPOCIO 3a TpU roja B 2,5 pasza. B Hacros-
niee Bpems pacueT pucka CJI y niuoaa Ha OCHOBaHUH
omoxumuyeckoro ckpuauHra B | mm 11 Tpumectpax
OepemenHoctn nposogurcs B DemepambHOM Me-
muko-reHeTrdeckoM meHTpe (HUU axymepctBa u
runekojorun uM. J[. O. Orra PAMH), JImarnoctu-
YecKOM (MEIMKO-TEeHEeTHYEeCKOM) LieHTpe, Juarnoc-
THYECKOM J1abopatopHoM neHTpe («brnorexmeny) n
000 «HII® Xenuke».

V 42 % OepeMeHHBIX, POJMBIIMX 32 3TH TOJIBI IeTeH
¢ C/I, orcyTcTBYIOT CBEIEHUsI O pe3yibrarax OMOXH-
mudeckoro ckpunutra (BC), y 26 % — 0e3ycrnoBHbIM
MOKa3aHWEeM K KapUOTHIMPOBAHUIO TIJI0JA CITYXKHIT BO3-
pact, y 24 % — pesynsrarbl bC ObUTH OJOKHUTEIbHBI-
MH, HO MAlMEHTKN HE OOpaIlaIMCh Ha KOHCYBTALMIO
K crieranuctam 1o [1J] unu He ObUTH HarpaBJIeHbI HA
NOJIOOHYIO KOHCYABTALMIO, 16 % Marepeil He CTOsUTH Ha
yueTe BOOOILE WM HE 00PATHIIUCH B KEHCKYIO KOHCYIIb-
Taruio 10 24 Hexenb OepeMeHHOCTH, 15 % — mMenu
orpuLarenbHsle pe3ynasrartsl bC, okomno 7 % — nmenn
Y3M u 2,5 % (HoBas rpynmna, BO3HUKILAs B IOCICAHUE
TO7Ibl) — HOYYHJIH HA PYKH BMECTO PE3yJIBTaToB I'eHe-
THYECKOTO CKPMHHHTA JIaHHBIC UCCIIEIOBAHMS B KPOBU
ypoBust ADIT u XTI kak OHKOMapKepOB, KOTOPHIC HUK-
TO HE CMOT" HHTEPIIPETUPOBATH C TOYKU 3PEHHS OLICHKU
pucka poxxaeHus pedenka ¢ C/.

TakuM 00pa3om, UMEIOLIMECS AaHHBIC T'OBOPST
0 TOM, YTO MBI [T0OKa HE MOYKEM MOBJIMATH Ha HEKOTO-
pble GakTopsl (MO3IHUH CPOK MOCTAHOBKU HA yUET,
OrpaHNYEHHS YyBCTBUTEIBHOCTH METO/A (JIOXKHOOT-
pHULATETIbHbIC PEe3YJIbTaThl CKPUHUHTA), KOTOPbIC HE
MO3BOJISIIOT OOHAPYXUTH 10 15 % mionos ¢ Tp21), HO
ymcio ciydaes CJl yxe cerogHs MOKHO YMEHBIIINTb.
st sToro Tpedyercsi COBCEM HEMHOTO — YTOOBI
Bpaul NEPBUYHOIO 3BEHA, BELyLIHE OEpeMEHHBIX,
BBIMOJTHSUTM MYHKTHI [Ipunoxenust 1 k pacmopsoke-
Huto Ne 45 ot 21.02.2005.

HeobOxomumo Takxe, 4ToObl KaXKAbIH CIICLMAINCT
YIBTPa3ByKOBOM AMarHOCTHKU XOPOLIO OPHEHTHPO-
Bajics B Y3M M MOT IpH UX BBISIBICHUH PEKOMEHIO-
BaTh OCPEMEHHOM KOHCYJIBTALMIO Y CIICLMANNCTA IO
IT1. Kak MBI BUMM, y MHOTUX OepeMeHHBIX ¢ Tp21
y 11012, He HanpaeieHHbIX Ha [1]1, Bo3pacT uiu roso-
JKUTEINIbHbIEC PE3YJIbTaThl OMOXUMHYECKOTO CKPHUHHHTA
COYETAMCh C MHOTOBOIUEM (8 ciydaeB u3 27).

K coxanenuto, Isi MOJIOABIX >KEHIUH BEPOSIT-
HOCTB IIOTIACTh B IPYMITy «OMOXUMHUYECKOTO» PHUCKA
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M0 HAIIIUM JaHHBIM cocTaBIIsIeT 53 %. TolbKO Kaxkaas
BTOpasi U3 OEPEMEHHBIX MOJIOXKE 35 JIET IpU TPHCO-
MuH 21 y ruiona uMeeT BeICOKUH puck (6oinee 0,28 %)
[0 pe3yiapraTaM OHOXMMHMYECKOro cKpuHuHra Il
TpuMecTpa. OTCyTCTBHE OECIIaTHOIO CKPUHHHIA
B Tpynne OepeMeHHBIX 10 35 JIET MPUBEIO K PE3Ko-
My yBEJIWYEHHIO poxkaeHus aereid ¢ CIl MMEHHO B
Mosonoi rpynne. Ecnu st crapiiero Bospacta (¢
y4eToM coOJIofeHusT BeceX pacnopsbkeHnit Komure-
Ta 10 37JPaBOOXPAHEHHIO) polieMa MpoUIaKTHKI
(baktnuecku pemieHa (puc. 2), TO OCHOBHas 3ajia-
ya Hamed ciayxO0bsl Ha 2007 TOI — HANpaBUTH BCE
yCUJIMS Ha MOJIOIBIX OepeMeHHbIX. MBI yKe Heoq-
HOKpaTHO oT™Mevainu [ 1], 4To ocoboe BHUMaHUE clie-
JYeT yACISATh MOJIOJBIM KEHIIMHAM, HMEIOIUM IOT-
PaHMYHBIM PUCK M KJIACCHYECKOE OTKJIOHEHHEe OHo-
XUMHUYECKUX MapkepoB (Hanpumep, ADII 0,6 MoM
u XI'Y 2,0 MoM). Ilpu ymerpazBykoBOM 00CIEno-
BaHUM HEOOXOJMMO YTOUHHTH CPOK OEpeMEeHHOCTH
1 BHOBb PAacCUMTaTh MHIUBHIYalbHBIA puck. Ecin
WH/IMBUAYaJIbHBIN PUCK HOBBICWIICS WM OOHApYyXeH
X0Tb oiuH Y3M, O6epeMeHHYI0 HE0OX0IUMO CPOUHO
HanpaBUTh K F€HETHKY JAJsl JanbHeimero o0cieno-
BaHUSL.

Cpenu MOJOABIX JKEHILMH, HE OXBAaUYCHHBIX OMO-
XMUMUYECKUM CKPUHUHIOM, HET BO3MOXXHOCTH MHBIM
00pa3oM BBIIBUTH IPYMITy PHCKa XPOMOCOMHOM Ta-
TOJIOTHH IJT0/1a, TOCKOIBKY Y3 MOXKEeT 3a110103pUTh
HaJIW4YMe XPOMOCOMHBIX abeppauuii B 22 % ciydaes
Tp21 y mnona. Hamo moBcemecTHO mpomnaraHaupo-
BaThb IPOBEICHUE OMOXMMHUYECKOTO CKpHHHUHTa Oe-
PEMEHHBIM MOJIOXKe 35 JIeT 1 JOOUBAThCS BHEAPEHHUS
MaccoBoro oocienoBanus B | u Il Tpumectpax mist
Bcex OepeMeHHBIX, He OorpaHHuYuBas Bo3pacT. Ecin
y JKEHIIUHBI cTapiue 35 JeT pe3yiabTarhl OMOXHMU-
YECKOT0 CKpMHHMHIA OTPULATENbHBl — B ClIydae OT-
Kaza OT MHBA3MBHOIO OOCJIEHOBaHHMS IO BO3PACTY,
MBI 3HAaeM, YTO BEPOSTHOCTb DPOXKACHUS peOCHKa
¢ CJI mana (98 % sxeHmun crapue 35 set ¢ Tp21
y IJIOAa UMEIOT MOJOKHUTENbHbIH pe3ynsrar bC),
XOT$1 OCTAETCs BEPOATHOCTh NPUCYTCTBHUS Ooee pea-
KHX XPOMOCOMHBIX abepparnuii [2].

W3 npoBenenHoro ananuza poxaenus gereit ¢ C/J
MOYXHO 3aKJIFOUUTb, YTO NMIEPBBIM yCIOBUEM MOBBIIIE-
Hus 3¢pdexruroctu I1J] CI sBusiercss yeTkoe uc-
nojHeHue pacnopsbkeHus Komurera no 3apaBooxpa-
Henuto IIpasurensctBa Cankr-IletepOypra Ne 45-p
ot 21.02.2005, a BTOpbIM — BHEAPEHUE TOTAIBHOTO
onoxumuueckoro ckpuauHTa (B I 11 BO 11 TpriMecTpax
OEepEeMEHHOCTH B 3aBUCUMOCTH OT CPOKa MOCTAaHOBKU
OepeMeHHOH Ha yUer).
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ANALYSIS OF DOWN'S SYNDROME BIRTHS
IN SAINT-PETERSBURG (1997-2006)

Kascheeva T. K., Lyazina L. V., Vokhmyanina N. V.,
Kuznetzova T. V., Romanenko O. P., Baranov V. S.

m Summary: Trisomy 21 or Down’s syndrome is one of the most
common genetic abnormalities affecting 1 in every 700 births
worldwide. The risk of this chromosomal defect increases with
maternal age. The benefit of detecting chromosomal abnormalities
before birth is nowadays widely acknowledged. As a result,
screening programs have been established in many countries,
in which the risk of Down’s syndrome is calculated for every
pregnancy. In Saint-Petersburg total biochemical screening for
Down’s syndrome has been performed in the second trimester of
pregnancy since 1997. Assessment of risk proceeds due to maternal
age and maternal serum marker concentrations. Also all pregnant
women underwent ultrasound examinations for screening for
chromosomal abnormalities. Results of introduction of screening
programs for Down’s syndrome and some organization problems
since 1997 up to 2006 were discussed in our paper.

m Key words: Down’s syndrome; age; maternal serum markers
of Down’s syndrome; prenatal diagnosis
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