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KanudopHuiickaa nporpamma npeHaTtanb-
HOrO CKPVHWHra fABMIAETCA OJHOW M3 CaMblX
MOJIHbIX M MacLITabHbIX B MVpe rocyAapCTBeH-
HbIX NPOrPaMM CKPUHUHIa XPOMOCOMHbIX aHO-
manun [1, 2]. bonblwon oxBaT NauMeHTOK Npo-
rpaMMoN, LeHTpann3oBaHHaA nabopaTtopHas
JANarHoCTVKa 1 cucTema CTaHAaPTU3MPOBaHHO-
ro HabnogeHna 3a 6epeMeHHbIMU MO3BONAIOT
NPOBOANTb KaueCTBEHHbI TabopPaTOPHbIN KOH-
TPONb M WCMOMb30BaTb OMTMMasibHble Xapak-
TEPUCTUKN A1 OLEHKU prCKa XPOMOCOMHbIX
aHomanui y nnopa. KanudopHuickun peectp
XxpomocomHbix gedekTo (CCDR) peructpupyet
BCe XPOMOCOMHbIe HapylleHVA B wTaTe Kanu-
bOpHMA, KOTopble [AMAarHOCTUPYIOTCA MpeHa-
TaJIbHO UM B BO3pacTe 40 OAHOrO rofa.

B nccnepgoBaHve BOLWNY JaHHbIE O CKPUHUH-
re 752 686 xeHwWwuH n 1 217 cnyyaes cMHApoma
NayHa. CywecTBylOT OorpaHuyeHna gnsa Cpas-
HeHMA 3PPEKTUBHOCTM CKPUHMHIA B Pasfiny-
HbIX NCCNefoBaHMNAX, CBA3aHHbIE C Pa3fINYHbIM
BO3PaCTHbIM AMarna3oHOM MaTepel, HU3KOM
CTaTUCTUYECKON MOLLHOCTbIO, NoTepen 13 Ha-
6nofeHNI, Pa3fIMYHON YacTOTOWM CKPUHMHT-
MONOXNUTENbHbIX Pe3yNbTaToB.

MATEPWUAJIbl U METOObl UCCJIEQOBAHUA
CornacHo npasunam KanndopHuiickorn npo-
rpamMmmbl NPeHaTanbHOrO CKPUHWHTA, BCE »KEeH-
LMHBbI, KOTopble Ao 140-ro AHs 6epeMeHHOCTM
HabnoJanncb B yuypexneHusax npeHaTanbHoM

MOMOLLY, AOMKHbI OblTb CHabXeHbl ByKneTom
C onucaHnem [lporpammbl MpeHaTasbHOro
CKpUHMHra fedeKkToB nnofa, MOAroTOBEH-
HbiM [lenapTameHTOM 3ApaBooxpaHeHusa Ka-
nMPopHUK. YupexpaeHna npeHaTanbHOW mMo-
MOLLYM 06A3aHbl ObINN NPEANOXKNTD XKEHLUHAM
y4YaBCTBOBaTb B 3TOW nporpamme. [uarHoc-
TUYECKMe YCNYIM FeHEeTUYECKOTOo KOHCYNbTU-
poBaHuAa, Y3/l n amMHMOUEHTe3 NpoBOAATCA
B CO3[aHHbIX FOCY[apCTBOM LieHTpaXx MpeHa-
TanbHOW AMarHOCTUKN.

B utone 1995 roga lNporpamma BHegpuna B
CKPUHWUHT TPOMHOW MapKep BPOXKAEHHbIX Aie-
beKToB, B TOM UKMC/ie XPOMOCOMHbIX aHOMa-
NWIA, C UCNONb30BaHNEM aBTOMAaTU3NPOBaH-
HOWM aHanuTuyeckon cuctembl (AutoDELFIA,
PerkinElmer, Waltham, MA) gna onpepe-
NeHNA WCXOAHbIX YPOBHEN XOpuoHU4Yec-
KOro roHagoTponnHa u4enoseka (XIY),
HEKOHDbIOTMPOBAHHOIO 3CTpuoNia U alb-
da-petonporenHa (AFP). CneynanbHo gna
KanndopHuinckon nporpammbl CKPUHUHIA
6bl10 pa3paboTaHO NporpammHoe obecne-
YyeHMe pacyeTa PUCKOB C MCMONb30OBaHWEM
cTaHgapTHoro anroputma laycca [3, 4]. Mpwu
pacyeTe MCMNOMb30BaNNCh MeAuaHbl 6roxm-
MUYECKUX MapKepoB, XapaKTepHbIX ANA WC-
cnegyemont nonynaumn wrata KanudopHusa.
MepuraHbl MOCTOAHHO Mognexkanu Habnopae-
HUIO N KOPPEKTUPOBKAM, HEOOXOAVMMbIM ANA
M3MEeHeHNA MHOXeCTBa Bapuauui. bonbwon

* (1aTbA BNepBble onybankoBaHa B xypHane Obstetric Gynecology 2009; 114: 50-8.

B4 DHASKPHOASHA

J

ISSN 2309-4117

Ne2 (16) / man 2014 WWW.REPRODUCT-ENDO.COM.UA



(
\ DOAKYJIBTATUVB OT MIJ1 <<L|,|J-|A>>\

ob6bem NpoTecTMpoBaHHbIX 06pa3LoB no3sonun obHapy-
XUTb HebonbluMe, HO CTaTUCTMYECKN 3HauYMMble M3MeHe-
HMA MefMaH B 3aBUCMMOCTM OT Beca, pacoBOWN NPUHaanex-
HOCTU, HanNMuMA caxapHoro anabeta 1-ro Tuna (Koppekyma
MeAraH NPoBOAMIaCb Ha OCHOBAHUM UCCIefOBaHNIN Hace-
neHusa KanudopHwun).

KanndopHuincknin peectp XpoMOCOMHbIX AeeKTOB cyLe-
cTByeT ¢ 1985 ropa, Korga npasuTenbctso KanudbopHum npu-
HAIO HOPMATMBHbIE aKTbl, KOTOPble 06A3anK coobliats 060
BCEX XPOMOCOMHbIX aHOManuax, OOHapY>KeHHbIX BHYTPW-
yTpo6HO unu fo ogHoro roga [2]. B cepeauHe 2005 roaa npo-
n3oLwna pecTpykTypusaumnsa, KOoTopasa MOo3BOAUAA UHTErpu-
poBaTb faHHble KannpopHMIACKOro peectpa XPOMOCOMHbIX
fedeKTOoB € AaHHbIMY NMPeHaTanbHOW NPOrpammbl CKPUHMHIA
1 AAHHBIMY NPOrPaMMbl CKPUHMHIA HOBOPOXAEHHDIX.

OXnpaemasa 4acToTa XUBOPOXKAEHUI ANA KaXKAOro mare-
pUHCKoro Bo3pacTa B [TporpamMmme cKprHMHra 6binia paccumTa-
Ha C MpYMeHeHreM YPOBHS, ycTaHoBsieHHoro Morris et al. [5].
Bbinn noacunTaHbl Te cnyyamn 3aperncTprupoBaHHbiX B Kanu-
bOpHUINCKOM peecTpe XPOMOCOMHbIX AedeKToB aHOManun,
Korga pebeHok poaunca KmebiM B neprog ¢ 1 niona 2005 roga
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no 30 uioHa 2007 roaa. MNMockonbKy yacTb bepemeHHOCTEN C
06Hapy>KeHHbIMU XPOMOCOMHbBIMU aHOMANMAMK BO BTOPOM
TpumecTpe Obina npepBaHa CMOHTAHHO WM OKOHYMNACh
MepTBOPOXKAEHNEM, AN1A BCEX ITUX UCXOAOB, a TakKe cmep-
Tel nnoga n 6epeMeHHOCTeN C HeM3BECTHbIMY pe3ynbTaTamu
6bln MCNONIb30BaH MNOMNPABOYHbIN KO3ddULmeHT 0,77 [6]. ITa
nonpaska Obina HeoOXoAMMOWN ANA CPaBHEHUA C YacTOTON
aHOManui y pPoXAEeHHbIX >KUBbIMMU.

YacToTa BbIABNIEHMA pacCcUnTbIBanach Kak NpoLeHT obLuero
yncna 3aperncTPUPOBAHHBIX CITyYaeB Yy CKPUHWHM-MONOXM-
TeNbHbIX XEeHLUWH, KOTOPbIM Oblfl Ha3HauYeH aMHMOLIEHTE3 CO-
rnacHo porpamme. MNepep HanpaBneHem B NpeHaTaNbHbIN
OMNArHOCTUYECKUA LIEHTP YCTHO BbIACHUIN B YUpeX4eHMAX
npeHaTanbHOM NoMoLLM Takre GaKTopbl, Kak BO3pacT MaTepu,
recTalMOHHbIN BO3pacT, paca, Bec 1 AnabeTnyeckon cTaTyc.

PE3YJIbTATbl UCCNNEQOBAHUA

752 686 KeHLMH YCrewwHO NPOoLWAn CKPUHKHT (Tabn. 1) no
Mporpamme npeHaTasbHOIO TPOMHOIO MapPKEPHOrO CKPUHWH-
ra. Oxunaaemblin CPOK POLAOB UM POXKAEHUSA XUBOTO pebeHKa
Y 3TUX XeHLWMH npuxoaunca Ha nepuopd ¢ 1 nona 2005 ropa

TABJTIMUA 1. OXKUOAEMOE YNCJTIO CJITYYAEB CMHOPOMA JAYHA N OAKTUYECKOE YNCIO CNYYAEB MO BO3PACTY 1 CKPUHUHIOBO-
MY CTATYCY MATEPU, COMTTACHO JAHHbBIM KANTMOOPHUCKOTO PEECTPA XPOMOCOMHbIX IEGEKTOB
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10 19 1:1522 0,0
1 13 1:1521 0,0
12 24 1:1520 0,0
13 86 1:1518 0,1
14 528 1:1516 03
15 2,531 1:1513 1,7 1 1
16 6,490 1:1509 43 2 0
17 11,812 1:1504 78 4 2
18 18,826 1:1497 12,6 12 7
19 26,922 1:1488 18,1 20 13
20 30,442 1:1476 20,6 14 5
21 31,962 1:1461 21,9 16 9
22 34,494 1:1441 239 29 15
23 36,918 1:1415 26,1 42 18
24 39,167 1:1381 28,3 24 17
25 40,700 1:1339 30,4 33 15
26 41,802 1:1285 32,5 35 22
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TABJIMUA 1. TPOJOTMEHNE

& s E = (] E ° E E s
5 gg F E.. @ z s 2 : 3% ¥ 23 _ §$
= 5z g = g = = g > =N L B c S E S = = 5 = = =s
) = = = T 4 > g £ = 0 = = S [ S = E = o ]
E g g g = EIg =& 2 a B £3 ] sS8 = E S 3 2 35
- sx ©S3E g¥g gz B Ei 4§z $§5 £°g & 538 g8
e E5 £:8 g5z E£&8 FE 35 ©% i sg%¥ & 5:% 938
2 E o = E E S S S s S 5 Q= © § = © = o e =& Qa =
3 S g g $*° = g = £ e 52 = S g2
27 42,053 1:1219 344 26 13 13 1,397 0,033 946 0,50 0,022 1
28 42,737 1:1139 374 43 20 23 1,581 0,037 1,155 0,47 0,027 18
29 43,765 1:1045 418 33 19 14 1,817 0,042 1,370 0,58 0,031 1
30 42,982 1:937 45,7 49 35 14 1,981 0,046 1,491 0,71 0,035 23
31 42,487 1:819 51,7 56 39 17 2,293 0,054 1,832 0,70 0,043 17
32 40,587 1:695 58,2 60 41 19 2,684 0,066 2,180 0,68 0,054 23
33 37,542 1:571 65,5 60 47 13 2,925 0,078 2,465 0,78 0,066 32
34 34,895 1:455 76,4 79 60 19 3,301 0,095 2,875 0,76 0,082 44
no35 649,784 639,5 638 398 240 27,638 0,043 20,419 0,62 0,031 240
35 26,545 1:352 75,1 55 49 6 3,104 0,117 2,719 0,89 0,102 26
36 21,266 1:266 79,4 67 57 10 3,177 0,149 2,851 0,85 0,134 29
37 16,160 1:199 80,8 633 58 5 2,850 0,176 2,595 0,92 0,161 28
38 12,137 1:148 81,5 75 69 6 2,709 0,223 2,454 0,92 0,202 39
39 9,155 T 81,7 82 79 3 2,526 0,276 2,333 0,96 0,255 43
40 6,617 1:85 77,0 62 61 1 2,258 0,341 2,105 0,98 0,318 20
41 4427 1:67 65,4 59 58 1 1,666 0,376 1,580 0,98 0,357 25
42 2,817 1:54 51,2 52 51 1 1,236 0,439 1171 0,98 0,416 28
43 1,729 1:45 374 23 21 2 841 0,486 802 0,091 0,464 1
44 962 1:39 241 24 24 0 539 0,560 511 1,0 0,531 1
45 526 1:35 14,8 9 9 0 342 0,650 328 1,0 0,624 4
46 229 1:31 71 6 6 0 166 0,725 156 1,0 0,681 2
47 127 1:29 42 1 1 0 105 0,827 102 1,0 0,803 0
43 75 1:27 2,6 1 1 0 65 0,867 63 1,0 0,840 0
49 40 1:26 15 36 0,900 36 0,900
50 26 1:25 1,0 25 0,962 25 0,962
51 20 1:25 0,8 19 0,950 18 0,900
52 14 1:24 0,6 13 0,929 13 0,929
53 5 1:24 0,2 4 0,800 4 0,800
54 5 1:23 0,2 5 1,000 5 1,000
55 2 1:23 0,1 2 1,000 2 1,000
56 1 1:23 0,0 1 1,000 1 1,000
57 2 1:23 0,1 2 1,000 2 1,000
Crapwe 35 102,88 686,8 579 544 35 21,691 0,211 19,876 0,94 0,193 266
Bcero 752,68 1326,4 1,217 942 275 49,331 0,066 40,295 0,77 0,054 506

*Yacrota BblABNeHNA bbina PaccynTaHa nyTem pasfieNneHna KonnyecTBa CKpUHUHT-MONOXUTESNIbHbIX Cy4aeB Ha oblLiee KonnuecTeo CKPUHUHT-NONOXUTENBHbIX
1 CKPUHWHT-0TPULIATENIbHBIX CyYaeB
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no 30 uioHa 2007-ro. Mo pe3ynbTataM CKPUHMWHra rpynny
puvcka no cuHppomy [layHa coctaBunu 5,4% 6epemeHHbIX.
O6wanA yactoTa CKPUMHUHI-NOJIOXKMNTENbHbIX pPe3ynbTaToB
(no cuHppomy [layHa, Tpucomun 18, fedpeKTOB HepBHON
Tpy6Kun n cuHppoma Cmuta-Jlemnu-Onuua) - 6,6%. Cornac-
HOo MeToauke Morris et al., no pacyeTy YacToTbl CMHAPOMA
[JayHa y geTen fo 1 roga, B 3aBMCMMOCTI OT BO3pacTa maTe-
pu, oXngaemoe YMCo CyvyaeB XUBOPOXKAEHUA NMPU OTCYT-
CTBUM NpepbiBaHMA bepemMeHHOCTH cocTaBuno 1 326 (tabn. 1).
Bbino 3apeructprpoBaHo 506 cnyyaeB npexpeBpeMeHHOro
npepbiBaHNA 6epPeMeHHOCTY, BbIKAAbILIEN U NOTEPAHHbIX 13
HabnpeHnA npeHaTasibHO AWArHOCTUPOBAHHBIX CJyyYaeB.
B HacToALee BpeMa MHOrMe XeHLWUHbI B Bo3pacTe 35 net n
CTaplue, KOTopble NMPOLAN CKPUHUHT B MEPBOM TPUMECTPE,
npuHUManu yvyactue B [porpamMmme pacliMpeHHOro npeHa-
TanbHOro cKpuHUHra (AFP, XI'Y, HeKOHbIOrMPOBaHHBIN 3CTpa-
[V1on), TONbKO eCnn NoNyYnnv oTpuuatenbHble pe3ynbTaTbl
CKPVHVHIa B MePBOM TPUMeECTpE.

YyBCTBUTENBHOCTb CKPWHMWHIA MO BbIABNEHNIO CMHAPOMA
[ayHa (npeHaTanbHaA AMArHOCTMKa U AMarHocTuka B 1 rog
XWU3HK) coctaBuna 774% (95% AW 75,0-79,7%). Mpn 3TOM
y KeHWKMH Monoxe 35 net — 62,4% (95% OW 58,6-66,1%) n
94,0% (95% [N 92,0-95,9%) y *eHwumH cTapLue 35 neT. Pe3ynb-
TaTbl 3G GEKTUBHOCTU CKPUHMHIA 3HAUMTENIbHO pa3fnyanacb
B 3aBMCMMOCTU OT BO3pacTa maTepwu (Tabn. 1) n metopa onpe-
feneHns cpoka rectayuu (tabn. 3). Ecnn cpok 6epemeHHOC-
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TN onpegensanu ¢ nomoublo Y3, To YacToTa BblABNEHUA
cnHppoma [layHa B rpynne pucka no pesynbratam cKpu-
HUHra coctaBuna 81,3% (95% AW 78,8-83,8%), a ecnm no
JaTe nocjiefHeln MeHCTpyaunum — MeHble 67,5% (95% AU
62,0-72,9%).

BbiaBnAemocTb (MO pe3ynbTaTaM CKPWHKHIA npeHaTasib-
HOW AMArHOCTUKN 1 MePBOro rofa »K13Hu) ansa Tpucomun 18,
Tpunnonann n Tpucommm 13 coctasuna 82,5%, 98,1% v 36,0%
COOTBETCTBEHHO (Tabn. 2), Ana APYrux XPOMOCOMHbIX Ha-
pyweHnin — 51,4%. Cungpom TepHepa 6bin BbisiBNeH B 79,4%
cnyyaes, a cuHapoma KnanHdensrepa — 36,6%. OgHako 3Tu
[Ba 3aboneBaHusA, Kak NpaBusIo, He ANarHOCTUPYIOTCA B Nep-
BbIi rof xun3Hu. CnefoBaTesibHO, MOKa3aTesnu BbIABAAEMOCTHN
JaHHbIX aHOManu1I He OTpaXatoT obLLee KOIMYECTBO CllyyaeB
AVArHOCTYKN (B T. Y. U MOC/Ie MEPBOro rofa Xmn3Hum).

bonee uem 90% CKPUHWHI-MONOXUTENIbHbIX MALUEHTOK Ha-
XOAUNNCb NoA HabtoAeHNEM B FOCYAapPCTBEHHbIX MPeHaTaslb-
HbIX AuarHocTuyecknx ueHTpax [1]. OgHaKko He BCe »KeHLMHbI
rpynnbl pyUcKa COrnacuancb Ha npoueaypy amHuoLeHTe3a.
YacToTa BbINOMIHEHHbIX ANArHOCTUYECKUX MEPONPUATUIA CY-
WEeCTBEHHO He OTNMYanacb Cpeaun KeHWUH C PasnyHbIMA
XPOMOCOMHbIMY aHOMANIUAMU, KPOME TFpymmbl C TPUCOMUEN
21 (tabn. 4).

B Tabnuue 6 ykasaHbl Mcxofbl 6€peMeHHOCTU Y MKEeHLUUH,
KOTOpble COrnacuincb Ha aMHUOLEHTE3, UCXOAA U3 AaHHbIX,
MoNyYeHHbIX NPy NpoBefeHun MNporpammbl TPOMHOFO Map-

TABJIULA 2. YACTOTA BbIABJIEH A MPOrPAMMOI OCHOBHbIX AHEYMIOUANW U BCEX AIPYTX XPOMOCOMHbIX AHOMAJTAIA

Y NPOWEALWNX CKPUHWUHT BEPEMEHHbIX

CuHapom

TepHepa

Cunpgpom
Tpucomuu 18

Yucno cnyyaes, noanexaBLumnx CKpUHUHTY 189 263
Yncno CKpUHUHT — NONOXKUTENbHBIX Cyuaes 150 217
Yacrota BblaBneHua (%) 794 82,5

95% [N (%) 73,6-85,1 77,9-87,1

T -3 ¥
-— = Gy )
T8 5 E = z 2
3 =3 2 H g
S = s I E = 3
= C 5 = = o
= s 2 (= = 2
1217 41 54 89 901
942 15 53 32 463
174 36,6 98,1 36,0 51,4

75,0-79,7 21,8-51,3 90,1-99,9 26,0-45,9 48,1-54,7

TABJINUA 3. YACTOTA BbIIBNEHMA MPOrPAMMOW OCHOBHbIX AHEYMIOUANIA Y MPOLLEALLMX CKPUHUHT BEPEMEHHbIX

CMOMOLbIO METOAOB OMPEAE/EHWNA CPOKA TECTALIW *
-]

Curppom TepHep
CuHgpom
Tpucommu 18

[lo gare nocnepHeit MeHcTpyaumum

Y31

Yucno ciyyaes, NOANEXABLLINX CKPUHUHTY 44 84
Yncno CKpUHUHT-NONOXMUTENbHBIX CNlyuaes 34 72
Yactota BblasneHna (%) 773 85,7
95% 21 (%) 64,9-89,7 78,2-93,2
Yncno ciyyaes, NOANEXABLLINX CKPUHUHTY 142 173
Yncno CKpUHUHT-NONOXNUTENbHBIX CNlyuaeB 15 140
Yacrota BblaBneHna (%) 81,0 80,9
95% [N (%) 74,5-87,4 75,1-86,8
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283 10 17 25

191 4 17 9

67,5 40,0 100,0 36,0
62,0-72,9 12,2-73,8 80,5-100,0 17,2-54,8

910 29 35 61

740 n 34 23

813 37,9 97,1 37,7
78,8-83,8 20,3-55,6 85,0-99,9 25,5-49,9

* eHLMHDI, Y KOTOPbIX CPOK 6EPEMEHHOCTVI onpeaenani Tofbko CMomoLLbo ¢VI3VIKaJ'IbHOF0 o6cneioBaHuNs, B TabnuLie He NpeACTaBJieHbl U3-3a UX Heb0MbLLOr0 KONNYECTBA
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KepHOro CKpuMHrHra. YactoTta npepbiBaHNA 6epemeHHOCTEN
npuv Tpucomum 21 coctaBuna 61%, a yactora rmbenu nnopa/
CnoHTaHHoro abopTa coctaBuna 4,5%.

OBCYXOEHUE

3¢ PeKTNBHOCTb BbIABNEHNA CMHAPOMa [layHa npu npo-
BegeHn KannpopHMIncKoro TpoiHOro MapKepHOro cKpu-
HUHra coctasuna 77,4%, npu NOXHO-MONOXUTENbHbIX
pesynbratax (JINP) - 5,4%. [nA »eHWWH Mmonoxe 35 ner

/ DOAKYJIBTATUMMB OT MJ1 «OIJT1TA»

B-XTY. XoTA y CKpMHMHra B NEPBOM TPUMECTPE CYLLECTBYIOT
3HauuTeNbHble MPeuMyLLeCcTBa, CKPUHWHI BTOPOro Tpumec-
Tpa C NCMOoJsIb30BaHMEM TPOMHOrO MapKepa MMeeT NOoYTH K-
BVBANIEHTHYIO0 YYBCTBUTENbHOCTb W YaCTOTY CKPUHWHI-MONO-
XUTENbHbIX Pe3ynbTaTos.

K co)kaneHunio, MHOrme »eHLNHblI He MOTYT YNOXUTbCA
B CTpOrvie BpemMeHHble paMKu, HeobxoanMble AnA Npose-
OeHNA CKPUHUNHIa B NEPBOM TPUMECTPeE, NPy 3TOM HeT fo-
CTaTOYHOro Konu4yecTBa Hagnexawmm obpasom nopro-

TABJTALLA 4. IMATHOCTUYECKMIA BbIBOP CKPUHWHT-MOIOMKMTESIbHBIX BEPEMEHHbIX B 3ABUCIMOCTW OT CKPUHUHITOBOIO

CTATYCA VI TUMA XPOMOCOMHbIX AHOMAJTUIA

edands)

wodiHn)
gL uuwodrudy

wodiHi)

Yucno NpoLeALWUX CKPUHNHT + 4incno

150 217
BbIABNEHHbIX ClyYaeB
Yucno cnyyaes, I'IOJ'IylWIBLIJ:IX 9 149
[AMarHoCTUYecKue ycnyru
% KapuoTUnupoBaHHbIX 62,7 68,7

a =
- S = H = S
g S T 5 3 g
= S a3 = H
g3 g 2 g =)
== < = w
942 15 53 32
466 14 42 20
49,5 %% 93,3 79,2 62,5

*BTomuncne NPOLLEALLINX aHann3 AMHUOTIAYECKON KINAKOCTY C KapuoTunnpoBaHeMm, NiaLeHTapHYy0 buroncuto, KapuotunupoBaHue 3M6pI/IOHaﬂbHOI7I TKaHW, l1pe(KO>KHbII7I

oT60p 06pa3Lia NynoBMHHOI KPOBY

** YactoTa AUArHOCTUKN TPUCOMUN 21 C MOMOLLIbH TeCTa Y2 3HaunTeNbHO oTnYanach (p < 0,001)

TABJIMUA 5. UCXOAbl BEPEMEHHOCTW Y CKPUHUHI-MONIOKUTESTbHBIX 2KEHLLWH, Y KOTOPbIX

BblS1 MPOBEAEH AMHWOLEHTES3, n (%)

edanda) wodiTHi)
g1 umwodndL wodiHiny

bepemeHHble, pouBLLNe X1BbIX AeTeli 21,3

20( 11(7,4)
37(394 95(63,8)
22( 18(12,1)
15( 25(16,7)

149

lpepBaBLue 6epeMeHHOCTb
[n6enb nnopa / camonpou3BobHbIiA abopT 233
lcxon HewBecTeH / noTepAHbI U3 HabniofeHua 16,0

Bcero 9

)
)
)
)

YyacToTa BbiABNEHUA cocTaBuna 62,4%, npm yactote CKpu-
HUHI-NONOXUTENbHbIX pe3ynbTaToB — 3,1%. [1nA XKeHWNHbI
B Bo3pacTe 35 f1eT 1 cTaplue YyBCTBUTENIbHOCTb CKPUHUHIa —
94,0% npu YacToTe CKPUHUHI-MNONOXKNUTENbHbIX pe3ynbTa-
T0B — 19,3%. ECnn cpok 6epeMeHHOCTM onpeaenanu nytem
Y3W, ob6wana 4yBCTBUTENBbHOCTb CKPUMHUHra 6bina 81,3%,
uyTOo NpUbNMKaeTCcA K TaKOBOW NpY NpoBefeHUn YeTBepT-
HOro CKpVHVHra 1 KOMGMHNPOBaHHOIO CKPMHUHIa B Nnep-
BOM TpumecTpe [13-15].

Bpaun fonmkHbl MOMHUTb, YTO €C/iN CPOK BepeMeHHOCTH
onpefenaeTca no gate nocsiefHen MEHCTpyaLn, YyBCTBU-
TEeNIbHOCTb CKPVHWHIa aHOManumn coctaBnaeT nuwb 67,5%.
B KOM6GVMHMPOBaHHOM CKPWHMHIe B MEPBOM TpuMmecTpe
ANA AUArHOCTUKN UCNONb3yeTcA pa3Mep BOPOTHMKOBOrO
NPOCTPaHCTBa B COYeTaHNM C BO3pacTOM MaTepu, ypoBHEM
CBA3aHHOro ¢ 6epeMeHHOCTbI0 CbIBOPOTOYHOFO MapKepa —
npoTtenHa A n nn6o yposHsa obuiero X' nn6o ceobopgHoro
DHAOKPUHOAOT S
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g s = =
=2 = = Q = =
g8 2= s g
= 3 & '§ = 3
=~ = H &
122 (26,2) 8(57,1) 0(0) 2(10.0)
286 (61,4) 6(42,9) 30(71,4) 12 (60,0)
21(4,5) 0(0) 4(9,5) 0(0)
37(7,9) 0(0) 8(19,1) 6(30,0)
466 14 42 20

TOBJIEHHbIX CNELNAANCTOB, YTO6bl N3MEPUTb C MOMOLLbIO
Y31 pasmep BOPOTHUKOBOIO NPOCTPaHCTBa A4NA pacyeTa
p1CcKa XpOMOCOMHbIX aHOManuii B NepBoM TpumecTpe.
Bonee Bbicokaa OT OXUAaeMON YyBCTBUTENIbHOCTb CKPU-
HUHra cnHgpoma [layHa B pamkax KanndopHUNcKom ckpu-
HVHrOBOW MPOrpammMbl CKOpee BCEro ABNAETCA pe3ybTaToM
[eNCTBMA HECKONbKNX PaKTOPOB:
= LleHTpanu3oBaHHaA MporpaMma CKpVHUHra ¢ 6onbwmm
OXBaTOM MO3BOJNIAET MPOBOAWUTb KayeCTBEHHbIN KOHTPOSb,
KOTOpPbIi HEBO3MOXHO peann3oBaTh B pamkax nabopatopuii
C MaJibiM OXBaTOM.
= [nAa ynyyweHna KauyecTBa CKPUHWMHIa NPYMEHAITCA OT-
pefbHble MeAvaHbl AnA 6epemeHHOCTeN, ANAarHOCTUPOBaH-
HbIX € nomoublo Y3W, no gate nocnegHen MeHCTpyauum u
dun3nkanbHom obcnepgoBaHum [7].
% [lo Bcem popmam ONPOCHUKOB C OTCYTCTBYIOLLEN MHPOP-
Mauven (Hampumep Beca M pachl) yYaCTHWULbI CKPUHUHIA
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«MPO3BAHMBAIOTCA», UTOObI BbIACHUTL Y HUX HELOCTAKOLLYHO
MHPOpPMaLMIO Nepes TeM, KaK PacCunTaTb PUCK.

= O6yuyeHMe MeaULMHCKMX paboTHMKOB npoBefeHuio Y3
[ano BO3MOXHOCTb AMAarHOCTUpoBaTb cuHapom [layHa npu
Y3W B 74,8% cnyyaeB 6epeMeHHOCTEN.

= [lpeHaTanbHble AMarHOCTMYECKMe LEeHTPbl JO/MKHbI nepe-
CUnTaTb CPOK BEPEMEHHOCTU M PUCK cMHApoMa [layHa npwu
CKPUHVIHT-MOJSTIOKUTESIbHON GepeMeHHOCTH, ecii NPOoBefeH-
Hoe B JaHHOM UeHTpe Y3W yKasbiBaeT Ha Apyroii Cpok b6epe-
MEHHOCTW, KOTOPbI OTIMYAETCA OT Y>Ke YCTAaHOBNIEHHOrO Ha 14
LHel 1 6onee. 3To No3BOJAET U36eXKaTb MHOTUX JIOXKHO-MONO-
XUTENbHbIX C/lyYaeB B pe3ynbTaTe HenpaBubHOW ANAarHOCTU-
K1 reCcTaLMOHHOro Bo3pacTa.

Tabnuubl 4 1 5 oTpaxkaloT BbIGOP, CAeNaHHbIN yYacTBYOLWU-
MV B Nporpamme xeHwmnHamun. [laxe ecnm nporpaMmma cKkpu-
HWHra yKa3blBaeT, YTO Y XEHLUNHbl BbICOKUI PUCK CUHAPOMA
JayHa y nnoga, y 50,5% n3 Takmx XeHLMH nocne nposefe-
HVA aMHUOLeHTe3a 3TOT PUCK CHMXKaeTcA. Cpeam »KeHLWMH ¢
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TOYHbIM ANArHo3oM cnHapoma flayHa y nnofa, Kak MUHUMYM,
26,2% coxpaHAeT 6epemMeHHOCTb.
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1 BTOPOro TpumectpoB. CMOAENMPOBaHHbIE NPOrHO3bl MOKa-
3bIBAIOT, YTO CPEAM MXEHLLMH, KOTOPbIM NPOBOAUTCA N3MEPEHNA
TONLMHbI BOPOTHMKOBOrO MPOCTPAHCTBA B MEPBOM TPUMECTPE,
npumepHo B 75% CrlyuyaeB MOXKHO 06HapyXUTb cMHAPOM [ayHa.
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MPEHATAJIbHA MPOTPAMA CKPUHIHIY XPOMOCOMHWUX AHOMAJI 3 BAKOPUCTAHHAM
MOTPINHOIO MAPKEPY

N. Neely Kazerouni, Bob Currier, Linda Malm, Susan Riggle, Christina Hodgkinson, Sylvia Smith, Corinna Tempelis, Fred Lorey, Amber Davis,
Laura Jelliffe-Pawlowski, Lynn Walton-Haynes, Marie Roberson, [lenaptameHT oxopoHu 310poB'a KanidopHii, Piumong, wrat Kanidopris, CLLIA

MeTot npepcTaBneHoro AocnifXKeHHA Oyno BUBYEHHA eQEKTUBHOCTI CKPUHIHTY MOTPiliHMX MapkepiB KaniGopHilicbkoi mporpamu CKpuHiHry,
BUKOPUCTOBYIOUM JlaHi 3 PeecTpy XpomMocomHux AedekTis wraty Kanigopia (CCDR).

Y mocnigxeHHa yBiinwno 752 686 XiHOK rpynu pu3nKy, 3riiHO CKPUHIHTY, 3 0YiKYBaHOW AaTo0 NOJOriB B nepiod 3 nunHA 2005 poky no KiHelb YepBH#
2007-ro. Y cxBaneHux fepxaBoto NpeHaTanbHUX AiarHOCTUYHMX LeHTpax NPoBOAMNO0CA AiarHOCTUYHE CNOCTEPEXEeHHA 3a CKPUHIHT-NO3UTUBHUMU XiHKamMK.
[JlaHi npo pe3ynbTati Bi3uTIB LK XiHOK bynu BBeAeHi B KanihopHilicbkuii peectp xpomocomHux AedekTiB. IHwi mxepena KanidopHiicbkoro peectpy
XPOMOCOMHUX AedeKTiB BKNoYalTb 000B'A3K0BY 3BITHICTb yCiX LUTOreHeTUYHNX nabopatopili i NikapeHb, a TakoX AaHi Npo pe3ynbTaTh BariTHOCTI 3
JOKYMeHTaLiil npeHaTanbHNX yCTaHOB.

OTpumaHa uyTAmuBICTb CKPUHIHTY Ha CuHAPOM JlayHa cknana 77,4% (n = 1217). Lieii noKa3HUK 3HaYHO Pi3HMBCA 3a/1eXHO BiZ MeToY OLiHKM recTawiiiHoro
BiKY i Biky MaTepi. YyTnuBicTb CKpUHiHTy cunapomy [layHa y iHoK MonoALLmx 35 pokiB i cTapwenx 35 pokis cknana 62,4% i 94,0% BianoBigHo. YyTauBicTb
CKPVHIHTY BMABNEHHA CMHApPomy [layHa AnA BariTHOCTeli, AiarHocToBaHux 3a gonomorow Y3/, cknana 81,3%, AiarHOCTOBaHMX 3a [aTol OCTaHHbOI
MeHCTpyauii — 67,5%. Yactota cungpomy TepHepa, Tpucomii 18, Tpunnoigii i Tpucomii 13 cknana BignoBigHo 79,4%, 82,5%, 98,1% i 36,0%. CKpuHiHr-
no3uTUBHA YacToTa cuhapomy [layHa cknana 54%. Tinbkn 49,5% XiHoK 3 cuHapomom [layHa y nnoja, AKi 6y CKpUHIHT-NO3UTUBHUMY, NPOALLAN
amHioueHTe3. Cepef XiHOK, y AKNX aMHioLeHTe3 BUABIB CuHApPOM [layHa y nnoga, 61,4% Bupilumnu nepepBaty BariTHiCTb, 26,2% Hapoauny XUBKX AiTei,
y 4,5% 6yB BUKMAEHb a0 MepTBOHAPOAKEHHS iy 7,9% pe3ynbTaT BariTHOCTi HeBiZOMUIA.

Takim unHom, edeKTUBHICTb Li€i MacuTabHOT NpOrpamimn CKPUHIHTY 3 BUKOPUCTAHHAM NOTPIHOTO MapKepy nepeBuLLY€ 3BYaiiHUA NPOrHOCTUYHWI PiBeHb
BUABNEHHA cuHApomy [layHa. MeToponoria AaHoro AOCiAXeHHA byne BUKOPUCTOBYBATUCA ANA OLIHKN epeKTUBHOCTI NOAANbLUNX YAOCKOHANEHD CKPUHIHTY.

KniouoBi cnoBa: xpomocomHi aHomanii, cuiapom [layHa, npeHaTanbHuii CKpUHIHT, NOTPIAHWIA MapKep CKPUHIHTY.

TRIPLE-MARKER PRENATAL SCREENING PROGRAM FOR CHROMOSOMAL DEFECTS

N. Neely Kazerouni, Bob Currier, Linda Malm, Susan Riggle, Christina Hodgkinson, Sylvia Smith, Corinna Tempelis, Fred Lorey, Amber Davis,
Laura Jelliffe-Pawlowski, Lynn Walton-Haynes, Marie Roberson, California Department of Public Health, Richmond, California

To examine screening performance of California’s triple-marker screening program, using data from a statewide registry for chromosomal defects.

This study included 752,686 women who received a screening risk and had an expected date of delivery between July 2005 and the end of June 2007. Follow-up
diagnostic services for screen-positive women were performed at state-approved centers. Data on diagnostic outcomes from these visits were entered into the
California Chromosomal Defect Registry (CCDR). Other CCDR sources include mandatory reporting by all cytogenetic laboratories and hospitals and outcome data
forms submitted by prenatal care providers.

The observed detection rate for Down syndrome (n = 1,217) was 77,4%. It varied significantly by gestational dating method and maternal age. The rates for
women aged younger than 35 years and 35 years and older were 62,4% and 94.0%, respectively. The detection rates were 81,3% for ultrasound-dated pregnancies
and 67,5% for last menstrual period—dated pregnancies. For Turner syndrome, trisomy 18, triploidy, and trisomy 13, the detection rates were 79,4%, 82,5%, 98,1%,
and 36,0%, respectively. The positive rate for Down syndrome was 5,4%. Of women with a Down syndrome fetus who were screen positive, only 49,5% opted for
amniocentesis. Of women who obtained results from amniocentesis indicating a Down syndrome fetus, 61,4% had an elective termination, 26,2% had a live birth,
4,5% had a death or miscarriage, and 7,9% had an unknown outcome.

The observed performance of this large triple-marker screening program exceeds generally predicted detection rates for Down syndrome. This study methodology
will be used to measure the performance of subsequent screening enhancements.

Key words: chromosomal abnormalities, Down syndrome, prenatal screening, triple marker screening.
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