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BHEAPEHWE ANITOPUTMA
KOMBUHUPOBAHHOIO CKPUHNHIA
XPOMOCOMHOW MNATOJIOr N NNOAA
B1 TPUMECTPE BEPEMEHHOCTW.
OonbIT PABOTbI 3A4TOAA

m [Ipodsiema npeHaTaJbHOIl AMATHOCTHKHU
HacJIeJICTBeHHBIX 3a00JIeBaHuIi MI0a
sIBJIsIeTCs O/{HOI U3 HanboJIee aKTyaIbHbIX
B cOBpeMeHHOM akyuiepcTse. [lockoabky
NpoBe/ieHe HHBA3UBHBIX BMEIATEIbCTB
CONPOBOK/IAeTCs ONpe/ieTeHHbIM

YPOBHeM OCJIO:KHEeHMIl, 3TH onepanuu
OCYIIeCTBJISIIOTCS] TOILKO MPH HATHINH
nokazanuii. lis apexTHBHOrO
(opMHpOBaHUS IPYNIbI PHCKA MO
poxkaennio pedenka ¢ 6osie3nsio Jlayna
Npe/1I0iKeH Psi/i CKPUHHHIOBBIX IPOTPaMM.
B paGore npejcTaBiaeHbl JaHHbIE 110
oueHke IPPeKTUBHOCTH CKPUHHUHIA,
OCHOBAHHOIO TOILKO HA H3MePeHUHU
TOJIIHHBI BODOTHHKOBOIO MPOCTPAHCTBA,
onpesiesieHbl NapaMeTpsl 3QpekTUBHOCTH
CKPHMHHMHIA, YYUTHIBAIOLET0 HATHYHE

WJIM OTCYTCTBHE BH3YaTH3aLlHH HOCOBBIX
KOCTel, 1 mapaMeTpbl 3(p(PeKTUBHOCTH
CKPHMHHMHI2, 0CHOBAHHOI0 HA U3MEPEeHHH
KoHueHTpauuu PAPP-A u p-XI'd

B CbIBOPOTKe KPOBH OGepeMeHHOii
skeHIIMHBIL. [IpoBeieHa cpaBHUTEIbHAS
OLleHKA napaMeTpoB 3pGeKTUBHOCTH
Pa3IHMYHbIX BADHAHTOB CKPUHUHTA

¥ KOMOMHAIMH BCeX BbINIenepeyncIeHHbIX
MapKepoB.

m Ki1roueBblIe ci10Ba: BODOTHHKOBOE
MIPOCTPAHCTBO; HOCOBBIE KOCTH;
XPOMOCOMHAsI TTATOJIOTUsT; YIBTPa3BYKOBOI
CKPUHHHT; OHOXMMHYECKNI CKPUHIHT;
MIpeHaTaTbHOe KaPUOTHIINPOBAHHE

BBepeHune

3HauUTENbHBIM Nporpecc B 00NaCTH NpeHaTalbHON AMarHocC-
THUKU XPOMOCOMHBIX OOJIe3HEH 3a mociegHue Baauarh jJeT ooyc-
JIOBJIEH COBEPILCHCTBOBAHUEM TEXHUKU IIOJYYCHUS IUIOTHOTO
Marepuana, IOSBICHHEM HaJCKHBIX METOJOB XPOMOCOMHOTO
aHann3a, pa3paboTKOH HOBBIX MIPOTPaMM YIBTPa3BYKOBOTO U OHO-
XUMUYECKOTO CKPHHUHIOB, MTO3BOJISIIOLIMX MTPOBOANUTE 3P PEKTUB-
HBIH 0TOOP KEHIIMH TPYII BHICOKOTO PUCKA IO POXKACHUIO AETEH
C XPOMOCOMHBIMH OOJIE€3HAMHU.

He BbI3bIBaET COMHEHHS, UTO 110 MHOTHM NPUYMHAM MEIMUIIMH-
CKOT0, JIADOPAaTOPHOTO M COLMAJIBHOTO XapakTepa, MPeHaTaIbHYIo
JUarHOCTHKY LIEJIEeCO00pa3HO MPOBOAUTH B MAaKCUMalbHO PaHHHE,
HO Oe3omacHble IS IUIOAA CPOKHM OepeMeHHOocTH. B Hacrosimee
Bpemsi B Poccun pasBuBarorcs, a 3a pyOekoM yKe IHPOKO IIPOBO-
JSITCSL MICCIIEIOBAHMS C LIETIBbIO MIPEHATATbHOM JUAarHOCTUKH Hapy-
nieHui pa3BuTys mwioaa B I tpumectpe 6epemennoctH. ITockonbky
NPOBE/ICHNE MHBA3HBHBIX BMEILIATEIILCTB COMPOBOKAACTCS OIpesie-
JICHHBIM YPOBHEM OCJIOKHEHHH, 3TH ONEPALMU OCYIIECTBISIOTCS
TOJIBKO NIPY HAIMYMH MOKa3zaHui. OCHOBHBIM MOKa3aHUEM ISl TIPO-
BEJICHUS] KAPHOTUIIMPOBAHUSI TI0JA ABJIACTCS BO3pacT OEpeMEHHOM
KeHIIMHbI Oosee 35 net. Ho 3HaUnTEIbHOE YHCIIO CIIydaeB XpOMO-
COMHOM TaTOJIOTMH IUIOAA UMEET MECTO Yy MOJIOJBIX JKeHIIMH, IS
sddexTrBHOrO 00CIEIOBAHUS KOTOPBIX MPEATIOKEH PsA CKPUHHH-
TOBBIX NPOTrpaMM, HapUMEP, YABTPa3BYKOBOE HCCIECIOBAHUE ILIO-
nma B 11-14 Henenb OEpeMEHHOCTH W OTIpe/IelieHHe KOHIICHTPAITUH
PAPP-A u 3-XI'U B | TpumecTpe GepeMEeHHOCTH.

CKpUHHMHI C H3MEPEHHEM TOJILMHBI BOPOTHHUKOBOTO IPO-
crpanctBa (TBII) mona B 11-14 Hexens GepeMEHHOCTH TO3BO-
nsieT BhISIBUTH 10 80 % MIIONOB ¢ XpOMOCOMHOM maronorueit [2].
Bwmecre ¢ Tem, cortacHO 0000IICHHBIM MUPOBBIM JaHHBIM, PE3YIlb-
TaThbl yIBTPA3BYKOBOTO CKPHHUHTA C UCIIOIb30BAHMEM TOJIBKO 3TO-
ro Mapkepa u ero 3QQeKTUBHOCTh B Pa3sHbIX HCCIEAOBATEIbCKUX
LEHTpaxX CUJIbHO BapbUpyIOT. Tak, npu ckpununre TBII mioxos y
JKCHILMH TPYIIIBI PUCKa 110 Bo3pacTy coobmianock o 100 % BbIsiB-
JICHUH TI0A0B ¢ cuHapoMoM JlayHa (7/7), mpu yacToTe JIOXKHOIO-
JIoxuTenbHbIX pesyisraros 1,0 % (1/105), u o BeisiBieHnn 84 %
Io/10B ¢ cuHapoMoM JlayHa (21/25) mpu yacToTe J0KHOTIOI0XKH-
TeNBHBIX pe3yasratoB 4,5 % (55/1227) [5, 11, 12]. B ananoruaaom
CKPMHUHIE JKCHIIMH, HE BXOAALIMX B TPYHILy PUCKA POXKICHHS
peOeHKa ¢ XPOMOCOMHOM IMAaToJOrHel MO BO3PACTHOMY (akTopy,
3 PEeKTUBHOCTD BBISBICHUS IUIOAOB ¢ Oone3Hbio JlayHa mo naH-
HBIM pa3HBIX aBTOpPOB BapbHpoBana oT 33 no 100 %, a gacrora
JIO’KHOMOJOXKUTENbHBIX pe3ynbTaToB oT 0,8 no 7,8 % [2,8]. Takue
pasyinunsl CBUJETEILCTBYIOT O CYLIECTBOBAHHUHM WHAMBHIYallb-
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HBIX OCOOCHHOCTEH B INPOBEACHUU YIBTPa3BYKOBO-
IO CKPUHUHTA B KaXKJIOM JIMarHOCTHYECKOM IIEHTPE,
1 0 HEOOXOIUMOCTH UCXOIUTh U3 PE3yIBTATOB COOCT-
BEHHBIX HaONIOJCHUN TIPH HUCIIONB30BAHUU JTAHHOTO
YABTPa3BYKOBOT'O MapKepa.

CpaBHUTEIHFHO HOBBIM YIBTPA3BYKOBBIM MapKe-
poMm Oonesnu JlayHa y Tuiona sIBISIETCSI OTCYTCTBUE
Bu3yanuzauuu HocoBbIX koctel (HK). Tak, npu yib-
TPa3ByKOBOM HUccienoBaHuu ¢ 11-it mo 14-1o0 Hepento
oepemennoct HK ne Busyanusuposamuch y 73 %
IJ10/10B ¢ OoJe3HkIo JlayHa, Torna Kak y TUI0/I0B ¢ HOp-
MaJbHBIM KapHOTHIIOM OHH OIpeAensiuch B 99,5 %
ciyyaes [8].

B cepenune 90-x romoB mpomutoro Beka OBLIO
YCTaHOBJIGHO, YTO TIPHU CHIDKEHHH KOHIEHTPAIIUU
PAPP-A (cBs3aHHOTO C OE€peMEHHOCTHIO TPOTEHHA
ITa3MbI KPOBU A) U TIOBBIIIICHUH WJTH CHAKEHUH KOH-
neHTpanuu cBoboHoH B-cyonenuamibl X1 Y B chiBO-
pOTKe KpoBH KeHIHHBI B 10—14 Henens OepeMeHHOC-
TH BEPOSTHOCTh HAIMYHS XPOMOCOMHOW TATOJOTHH
y IO/ CYIIECTBEHHO BO3PACTAET W COCTABIISIET, IO
JAHHBIM pa3HBIX UCCIIeAOoBaTENeH, oT 63 10 72 % [14].
OTOT MeTOn OMOXMMHUYECKOTO CKPUHHHTA MOy
HazBaHue first trimester double test.

HccnenoBanus Mo W3y4eHUIO B3aUMOCBSI3U MEXK-
ny koHneHtpamusmu PAPP-A u ceo6omnoro B-XI'
B CBHIBOpOTKe KpoBu OepemenHoit n TBII mmoga He
BBISIBUIIM KaKOH-THOO 3HAUNMOW CBSI3M MEXKIY Yib-
TPa3BYKOBHIM W OHOXHMHUYECKUMH MapKepaMu HHU
y IUIOJIOB C HOPMAJbHBIM KapHOTHIIOM, HU Y TUIO-
JIOB C XpOMOCOMHOH mnaronorueil. CrienoBaTenbHoO,
PAPP-A u B-XI'U B kpoBM Marepu W BOPOTHHKO-
BO€ MTPOCTPAHCTBO TUIO/IA SIBIISTFOTCS HE3aBUCHMBIMHU
Y aJUTITUBHBIMH MTPU3HAKAMH U MOTYT OBITH HCITOIb-
30BaHbI COBMECTHO JJIs1 OTIPEICTICHHSI PUCKA HATHYIHS
XPOMOCOMHOM MAaTOJIOTUHU Y MIofa. Tako BapHaHT
CKPUHHHTA ITOJTyYnJT HAa3BaHNWE «KOMOMHHPOBAHHBIN
YABTPA3BYKOBOW W OMOXMUMHYECKUN CKPUHUHT XPO-
MOCOMHOW TaTOJIOTHH IIJIOAA B TIEPBOM TPHUMECTpPE
oepemenHoctu». llpenBapurenbHble pacdeThl A¢-
(heKTUBHOCTH TaKOTO CKPHHWHTA TIOKa3alld, YTO OH
MO3BOJISIET BBISIBUTE 80—85 % miuogoB ¢ XpoMocoM-
HBIMH 3200JICBAaHUSIMU TIPHU YaCTOTE JIOKHOTIOJIOKH-
TEeNbHBIX pe3ynbTatoB 5 % [7, 14].

Leabio nanHOW pabOTHI SIBISIIOCH CpaBHEHUE d(-
(heKTUBHOCTH BBISIBIICHUSI XPOMOCOMHOH ITaTOJIOTHH
mioga ¢ ydyeroMm tonbko TBII, Tonbko oTcyTcTBUA
Bm3yanm3anuu HK, Toiapko TaHHBIX OMOXMMUYECKO-
rO CKPHMHMHTAa W KOMOWHAIIMU BCEX BBINIETICPEUHC-
JICHHBIX MapKepOB.

MaTtepuan u metogbl

Hamu mpoBeneH peTpoCneKTUBHBINA aHaIu3 00-
caepoBanus 1301 sxenmunsl npu cpokax 10 Henenpb
0 mueit — 13 Henmens 6 mHEl OepemeHHOCTH. Bo3s-
pacT KeHIIUH BapbupoBai ot 16 no 47 net. Uccae-

JIOBaHUE BBITIOJHEHO Ha YJIBTPa3ByKOBOM amIapare
ALOKA SSD-2000, ocHameHHOM BCEMHU THIIAMH
JaTYMKOB, HCHOJIB3YIOLIUMUCS B aKyLIIEPCKHX HC-
cinepoBaHusix. Bo Bcex cayuasx usmepsuin KTP,
TBII u npoogunu Busyanuzanuto HK nnoga. Bee
M3MEPEHUsT NPOBOAMINCH COIVIACHO CYIIECTBYIO-
oM pexoMeHaanusaM [2, 3]. Marepuaniom aJist uc-
CIIEJOBAHUSl CIYXHJIM 00pa3lbl BEHO3HOH KpOBU
OCepeMEHHBIX KCHILWH, B3SThle MOCIE MPOBEACHUS
YABTPa3ByKOBOTO HCCIIeI0BaHMs. B CbIBOPOTKE Kpo-
BU O€pEeMEHHOM KEHIIMHBI ONPEACIISINCH KOHIICHT-
paruu PAPP-A u cBoGomHO# B-cyObenmantbr XY
npu cpokax OepemenHoctu 10 Hemens 0 mHEl —
13 nenens 6 nueil. U3mepeHust pOBOAUINCH HA TECT-
cucremax Qupmbl “Wallac Oy/PerkinElmer Life
and Analytical Sciences” meTomoM UMMYyHO(]IYO-
pometpun (nocraBuiyk “Pribori Oy”, ®unnaHaus).
g pacdyera pucka poxaeHUs peOCHKa ¢ XpOMO-
COMHOM MNarojorueil ¢ y4eroM BO3pacTa MarepH,
JaHHBIX aHAMHE3a U KOHLEHTPALUH 000UX CHIBOPO-
TOYHBIX OEJIKOB, UCIOJb30Bajachk mporpamma “Life
Cycle” npouszBoactsa “Wallac Oy/PerkinElmer Life
and Analytical Sciences” (mocraBmuk “Pribori Oy”,
Ounmnstaang) [1]. K rpynmne 6epeMeHHBIX BBICOKOTO
pHCKa MO0 POKACHUIO JETe ¢ XPOMOCOMHOW Maro-
JIOTMel OTHOCWIIN MAallMEHTOK MIPH pHUCKe Oonee ueM
1 Ha 250.

[TokazanusiMu AJi1 MHBA3UBHOM MpeHATaIbHON
JIMAarHOCTHKH SIBJISUIMCH BO3PACT KEHIIMHBI CTapIie
35 ner, 3nauenne TBII miona 6omnee 2,5 MM, OTCYTCT-
Bue Buzyammzaunu HK mnopa, nanuume cOamancu-
POBaHHBIX XPOMOCOMHBIX MEPECTPOCK y OIHOTO U3
poauTenel M poxIaeHHe peOeHKa ¢ XPOMOCOMHOMN
natojorued B aHamuese. I[lnognslii marepuan aiis
LUTOTCHETHYECKOTO HCCIICOBAHMUS TTONTyYalu IIyTeM
TpaHCAOAOMMHAIBHOW OHOICHU BOPCHH XOPHOHA.
LluToreHeTHUECKNi aHAIN3 BBIIIOJIHEH Ha BOPCHHAX
XOpHOHA C HCIIOJIBb30BAHHUEM YCKOPEHHOTO MPSMOTO
METoJa IMPUTOTOBICHUS M OKPACKH XPOMOCOMHBIX
npenaparos [4].

CTaTUCTHYECKUH aHaNn3 TOMYYECHHBIX JaHHBIX
NPOBOAMWIICS C HCIOJIB30BAHUEM KOMIIBIOTEPHON
nporpammbl Microsoft Excel m makeToB mporpamm
CTaTUCTUYECKOTrO aHanu3a Statgraphics.

Pacuer 4yBCTBHUTENBHOCTH, CHEHM(YUUHOCTH
Y IPOTHOCTHYECKON 3HAYMMOCTH CKPUHUHTA TIPOU3-
BOJMJICSI C MCIHOJIB30BAaHUEM METO/A UYCTHIPEXIOb-
HBIX TAOIHUIL.

Pe3synbTaTthl
Pesynprarsl 00cienoBanus OepeMEHHbBIX KEHIIMH
C XPOMOCOMHOH IaTOJIOTHEH IUIoJa MPEACTABICHBI
B Tabmure 1.
'YBesiueHue TOJIUHBI BOPOTHUKOBOIO IPOCTPAHCTBA
Ilpn ynbTPa3ByKOBOM MCCIIEAOBAHUH IPOBEICHO
mmepenue TBII y 1301 mmoma. ¥V 77 GepeMeHHBIX
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Pe3y.]'ll)TaTbI 00cJ1e10BaHUA ﬁepeMeHme JKeHIIUH C XpOMOCOMHOﬁ MaToJIOTHel 1mioaa

Tabnuya 1

Ne TBII, mm HK, mm Kapuorun ninona Prck o Groxmmirecki
Mapkepam

1 1,7 2,4 47, XX,+21 1/10
2 2 2,3 47, XX, +21 1/10

3 3,9 2,1 47,XY,+21 1/10
4 2,0 1,9 47,XX,+21 1/10

5 2 1,2 47, XX, +21 1/12

6 2,3 2,0 47,XY,+21 1/19

7 4,0 0,0 47,XY,+21 1/23

8 2,7 2,6 47, XY,+21 1/29

9 33 2,2 47,XY,+21 1/48
10 34 2,1 47,XY,+21 1/52
11 0,9 1,5 47, XX, +21 1/812
12 5 2,1 47,XX,+21 1/557
13 6 1,7 47,XY,+21 1/67
14 3.4 2,2 47, XX, +21 1/132
15 2 2 47,XX,+21 1/146
16 3,9 1 47, XX,+21 1/164
17 11,5 1,7 48,XYY,+21 1/58
18 5,0 2,6 46,XX,der(13;22),+21 1/10
19 7,3 2,7 46,XV,der(14;21),+21 1/1505
20 3,2 1,4 47,XY,+13 1/18475
21 5,7 1,2 47,XY,+13 1/278
22 8,0 3,1 47,XY,+13 1/330
23 53 0,0 47,XY,+18 1/270
24 4 1,6 47,XY,+18 1/307
25 4,7 2,9 47,XX,+18 1/389
26 4,3 0,0 47,XY,+18 1/542
27 3,5 2,4 47,XY,+7,9ph,der(10)/46,XY,9ph,der(10) 1/237
28 8,2 2,2 45X 1/100
29 8,5 2,1 45X 1/649
30 15,0 3,2 45.X 1/90
31 4,1 2,0 45X 1/1447
32 5,9 2,0 45X 1/4465
33 10,9 2,1 45X 1/13036
34 1,1 2,3 47,XXY 1/129
35 2,2 3,7 47, XXX 1/13
36 5,2 2,0 69,XXX 1/219

JKeHIHH npH cpoke 11-13 nenens 3nayenue TBII mio-
JIa TIPEBBICHIIO 2,5 MM, YTO SIBJSUIOCH TIOKa3aHUEM ISt
MIPOBEICHHS TPAHCAOTOMHHAIILHON OWOIICHH BOPCHH
XOpPHOHA ¢ TIOCIEAYIONMM KapuoTupoBanreM. [1o-
JIy4eHHBIE Pe3yJIBTaThl MPEACTABICHBI B TAOIHIIE 2.
Ckpunusar no TBII miona mo3Boiaun BBISIBUTH
75 % MI040B ¢ XpPOMOCOMHOM NAaTOJOTUEH, ITPH Yac-
TOTE€ JIOXKHOIOJIOKUTEIBHBIX Pe3yasTatoB 3,9 %.

YyBCTBUTENBHOCTh M CIIEHU(DPUIHOCTH JAHHOTO Me-
ToJa CKpUHUHTa paBHBI 75 1 96 % COOTBETCTBEHHO.
[IpornocTuyeckass 3HAYUMOCTb MOJOKUTEIBHOTO
U OTPHUIATEIBHOTO PE3yJbTAaTOB TECTa COCTaBHIIA
351 99,2 % COOTBETCTBEHHO.
OTtcyTcTBHE BU3YAIN3A0MH HOCOBBIX KOCTEH

B HameMm wuccnenoBaHUM NPOBOAMIIACH TaKKeE
OIICHKa yNIbTpa3BykoBo#l Bu3yanuzauuu HK y 1301

[ | AYPHAID ARYIIEPCTBA »1 JKEHCKUX'D BOJb3HEMN

TOM LVI BbIMYCK 1/2007 ISSN 1684-0461



OPUT'MHAJIBHBIE NCCJIEJJOBAHIA 31
Tabnuya 2
Pe3ysibraThl CKpHHMHIA, 0CHOBAHHOIO Ha u3Mepenuu TBII miiona
Pesynbrar tecra XpoMocOMHas [aToNOTHsl €CTh | XPOMOCOMHOM MaTOJIOrUy HeT* ** Bcero
[onoxutensusiii (TBIT 6oxee 2,5 mm) 27 * 50 77
Otpunarensusiii (TBIT menee 2,5 mm) 9 ** 1215 1224
Bcero 36 1265 1301

* — tpucomus 21 — 12 mionos, Tpucomus 18 — 4 miona, Tpucomus 13 — 3 mmoga, MoHOCOMUS X — 6 TUIOAOB, TPHILIOUIUS —

1 wton, kapuotun 47,XY,+7,9ph,der(10)/46,XY,9ph,der(10) — 1 oz,
** — 7 monoB ¢ kapuotunom 47,XX,+21, 1 miox ¢ kapuoturom 47, XXX, 1 — ¢ kapuotunom 47,XXY;
**% Mo pesynbTraraM MPEeHATAIBHOTO KAPUOTUITUPOBAHHUS IO WITH 0 HCXOIaM POIOB

Tabnuya 3
Pesynbrarsl ckpuHuHra Ha ocHose Busyanusannu HK niona
XpomocomHast XpoMOCOMHOM
Pesynbrar Tecra Bcero

MATOJOTUS €CTh | MATONOTHU HeT***
[TonoxunTenbHbIH (HOCOBBIE KOCTH IUIO/A HE BU3YAIIM3UPYIOTCS) 3 * 2 5
OTtpunarenbHbli (HOCOBBIE KOCTH IUIOJa BU3YATU3UPYIOTCS) 33 1263 1296
Bcero 36 1265 1301

* — tpucomust 21 — 1 mwiox, Tpucomust 18 — 2 miona;

** — tpucomus 21 — 18 momos, Tpucomus 18 — 2 mnona, Tpucomust 13 — 3 mona, MoHocomus X — 6 TIJI0I0B, TPHILIOUANS —
1 o, 1 rtox ¢ kapuotunom 47,XXX, 1 — ¢ kapuotunom 47,XXY u 1 — ¢ kapuoturnom 47,XY,+7,9ph,der(10)/46,XY,9ph,der(10);
*¥* 10 pesynbraraM MMPEeHATAILHOTO KAPUOTUIIHPOBAHKS IUIOAA WITH IO UCXOaM POJIOB

mwiona. ¥Y 5 mnonos u3 1301 HK ne Busyanusuposa-
uck (tadm. 3).

JlaHHBIN BapHaHT CKPUHHUHIA MO3BOJIMII BBISIBUTD
8,3 % miIo10B ¢ XpOMOCOMHOM MaTONOTHEN, IPH Yac-
TOTE JIO)KHOMOJNOXKUTENBHBIX pe3ynsTaroB 0,15 %
(2 m3 1301). UyBCTBUTENBHOCTh U CHEIUPUIHOCTD
cKpuHuHra coctaBuiu 8,3 u 99,8 % COOTBETCTBEH-
HO, IPOTHOCTHYECKAs 3HAYMMOCTb MOJIOKUTEIBHOTO
1 OTpHLATENBHOTO pe3ynsratoB — 60 u 97,5 %, co-
OTBETCTBEHHO.

Takum 006pa3oM, MOSyUYEHHbIC JaHHBIE CBHJE-
TEJIBCTBYIOT O TOM, YTO NPH OTCYTCTBUH BU3YaJH-
3armuu HK monma ¢ ©0mbInoii cTeneHbI BEpOsT-
HOCTH MOKHO 3al0J03pUTh HaJIM4YUE y HETO Xpo-
MOCOMHOH marosorud. OpHako y OONBIIMHCTBA
IJI0AO0B ¢ XpoMocoMHoi natonoruein HK Busyanu-
3UpYIOTCS yke B | TpumecTpe OEpeMEHHOCTH, YTO
HE M03BOJISIET UCIOIb30BaTh oueHKy HK B kauect-
BE€ €JUHCTBEHHOTO MapKepa XpOMOCOMHOM maro-
Joruu mioaa. B 3Toil cBA3M HaM mpeacTaBIseTCs
OoJee 1enecoo0pasHbIM MPOBOIUTE OLEHKY BH3Yya-
mm3annn HK B coueranuu ¢ apyrumm mapkepamu
XPOMOCOMHOI1 maTojoruu miaoja B I tpumectpe Oe-
PEMEHHOCTH.

Buoxumuyecknii CKpUHUHT 110 MAPKEPHbIM
CHIBOPOTOYHBIM OeJIKaM

Puck Hanuuus XpOMOCOMHOM MaTOJIOTHH IO/
OBbUI MOACYUTAH C TIOMOIIBIO aBTOMaTHYECKON MPO-
rpammel Life Cycle. Puck 1:250 u 6osnee cunraincs
MOBBILICHHBIM. B Tpymnmy pucka mo pesyibraraMm

OMOXMMHUYECKOT0 CKpUHHUHTA Tomana 261 sKeHu-
Ha, B TOM 4Huciie 25 KEHIIUH ¢ XPOMOCOMHOM MaTo-
noruel wiona. B urore OMOXMMHUYECKOTO CKPUHUH-
ra BbIsiBIEHO 67,8 % MJI000B ¢ XpPOMOCOMHOH Ta-
TOJIOTHEH, YaCTOTa JIOKHOIOJIOKUTEITHHBIX PE3yIIb-
TatoB Tecta coctaBuia 18,9 %. Takum obOpazowm,
YyBCTBUTEIHHOCTh OHOXHMHUYECKOTO CKPUHHUHTA
cocraBuna 67,8 %, ero cnenudpuanoctp — 81 %.
[IporHocTudeckass 3HAYUMOCTH ITOJIOKHTEIHLHOTO
U OTPUIATENILHOTO PEe3yJbTaTOB TECTa COCTaBWIIA
8,1 1 98,5 %, COOTBETCTBEHHO.
KoMOuHupoBaHHbIH yJIbTPa3ByKOBOM

H OMOXMMHMYECKUI CKPUMHUHT XPOMOCOMHOI
MATOJIOTMH IJI0AA

N3 1301 oOciaenoBaHHOW KEHIIUHBI B TPYIIITY
pHCKa, 10 JaHHBIM YJIbTPa3ByKOBOTO CKPHHHHTA,
oToOpano 77 4enoBeK, MO JaHHBIM OHOXMMHUYEC-
KOro CKpuHUHTa — 261 4enoBek, U3 KOTOpbIX B 21
ciydae TUIOJBI MMENW pa3lIndHble YIbTPa3ByKO-
BbIe MapKepbl XpOMOCOMHOUW maTtoyioruu. Takum
00pa3oM, KOJTMYECTBO XKEHIUH C YIbTPa3ByKOBHI-
MH W/WIU OMOXMMHYECKUMH MapKepamMHu XpOMO-
COMHOM MAaTOJOTMHU IUIofa coctaBmio 317 deio-
BeK. M3 36 jKeHUIMH ¢ BBISIBICHHOM y mjoaa Xpo-
MOCOMHOW TMaTOJIOTUEH B TpyIIie pucka Oburo 35
(Tabm. 4).

[Ipu wcronb30BaHNM KOMOWHHUPOBAHHOTO CKPH-
HUHTa BbIsIBICHO 97,2 % mIOIOB ¢ XPOMOCOMHOM
MATOJIOTHUEH, TPH YACTOTE JIOKHOIOJIOKHUTEITHHBIX
pe3ynsTaroB 22 %. [Tokazarenn 4yBCTBUTENBHOCTH U
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Tabnuya 4

Pe3y.]'ll>TaTl>I KOMﬁHHﬂpOBaHHOFO YJIbTPa3ByKOBOI'O U OMOXUMHYECKOT0 CKPUHHUHIa XpOMOCOMHOﬁ nmaToJIOruu 1mnJjojaa

XpomocomHas XpOMOCOMHOH
Pesynbrar Tecta Bceero
MaTONIOTHS €CTh | TATOJOTHN HeT***
[onoxxuTeIbHBIN (HAMUYHE YIBTPA3BYKOBBIX H/HIH OMOXHUMHUYECKUX MapKEPOB) 35 % 282 317
OTtpHuarenbHbIi (OTCYTCTBUE YIBTPA3BYKOBBIX H/MIIH OMOXUMHYECKUX MapKEPOB) 1 ** 983 984
Bcero 36 1265 1301

** — 1 mox ¢ Tpucomuei 21;

* — tpucomus 21 — 18 ionos, Tpucomust 18 — 4 mrona, Tpucomust 13 — 3 miona, MoHocomusi X — 6 TUTOJIOB, TPUIDIOUINST —
1 wron, 1 twiox ¢ kapuotunom 47, XXX, 1 — ¢ kapuorunom 47,XXY, 1 — ¢ kapuotunom 47,XY,+7,9ph,der(10)/46,XY,9ph,der(10);

*** 110 pesyabpTataM MpeHaTaaIbHOTO KapUOTHIIMPOBAHKSI IO/ HIIH 10 HCXO/IaM POZIOB

CHenu(pUIHOCTA TAKOTO CKPUHHUHTA COCTAaBHIN 97,2
u 77%, coorBeTcTBeHHO. [IporHocTuueckas 3Ha4u-
MOCTb HOJIOKUTEIBHOTO ¥ OTPULATEIBLHOTO PE3Yiib-
TaroB TecTa paBHa 11 1 99,8 %.

O6cyxpeHue

B Hameit pabore anpoOupoBaH KOMOMHHUPOBaH-
HBI yJIBTPa3BYKOBOH W OMOXUMHYECKHIA CKPHHHUHT
XPOMOCOMHOM narojioruu mioaa B I Tpumectpe Oe-
pemenHoctu. IlIpencrasusiercss  menecooOpa3HbIM
OLICHUTH BKJIaJ Ka’KA0TO MapKepa XpOMOCOMHOH Ta-
TOJIOTUH TUI0/1a B 3 (EKTUBHOCTh KOMOMHUPOBAHHO-
ro CKpUHMHTA B | TpuMmecTpe.
¢ (PeKTUBHOCTH YJIBTPA3BYKOBOI0 CKPHHHMHIA

Kak crnenyer U3 moiay4eHHBIX AaHHBIX, IPH MPO-
BEACHUM CKPUHHUHTA, OCHOBAHHOTO Ha yBEJIMYCHHUU
TBII 6onee 2,5 MM, BbIsiBIEHO 75 % TIIOIOB € XpoO-
MOCOMHOM NAaTONOTUEH, MPH YacTOTE JIOKHOIOJIO-
KUTEIBHBIX pe3ynasTaToB 3,9 %, 4TO COOTBETCTBY-
€T JaHHBIM APYTUX aBTOpoB [6, 15]. BmecTe ¢ Tem,
B HalIeM HCCIICIOBAHUM OTMeYaaach 3HAYUTEIBHO
Oosiee HU3Kasi 4acTOTa JIOKHOIOJIOKHUTEIBHBIX pPe-
3ynbratoB (3,9 u 7,2 %, COOTBETCTBEHHO).

ITo mexoropsiM manHbIM [13, 18], ouenka HK
B NEPBOM TPHUMECTpPE MO3BOJSET YBEIMUUTH -
(exkTUBHOCTDH ynabTpa3BykoBoro ckpuHunra. HK ne
BHU3YyalU3HPOBAINCH ¥ 66,9 % MI0J0B C TpHUCOMHU-
eit 21, 57,1 % nnogos ¢ Tpucomueit 18, 31 % mo-
noB ¢ Tpucomueit 13, 8,8 % minogoB ¢ MOHOCOMUEH
X,y 6,7 % nion0B ¢ aHOMaJIMEH MOJIOBBIX XPOMO-
com [13].

B nameMm wuccienoBaHMM OTCYTCTBHE YIbTpa-
3BykoBOM Bu3yanuzauuu HK ormeueno y 5 mionos.
CKpHHUHI, OCHOBaHHBIM TOJNBKO HA BH3yaJU3alMU
HK, no3onun BbisiBUTH 8,3 % MJIOJOB C XpOMO-
COMHOH MNAaroJjorueil, mpu 4acToTe JIOKHOIIOJIOKH-
TenbHBIX pesynsratoB 0,15 %. OOpamaer Ha cebs
BHUMaHHUE KpaiHe HeOOJIbIIOe KOIUYECTBO IUIOJOB
C XpOMOCOMHOHU maronorueut, y xoropeix HK npu
YABTPa3ByKOBOM HCCIIECIOBAaHUN HE BU3YalIU3UpOBa-
JIUCh, TI0 CPAaBHEHMIO C JAHHBIMHU APYTHX ABTOPOB.
Mopdonoruueckoe ucciea0BaHNE IIIOA0B C OTCYTCT-

BreM Busyanmsanuu HK, nposenennoe S. Minderer
et al. [17], moka3ano HajaW4uue LEHTPOB OCCU(UKa-
muu HK y 16 u3 17 o0ciienoBaHHBIX TUIONOB C 00-
ne3nbto JlayHa. JlaHHas Haxoika CBHIETEIBCTBYET
0 TOM, YTO B OOJIBITMHCTBE CIy4yaeB XPOMOCOMHOM
MATOJIOTHH TUIO/Ia UMEET MECTO BBIPaKEHHAs THIIO-
rutazust HK, kotopas MoxeT ommmO0oYHO paciieHHBATh-
Csl KaK WX WCTUHHAS areHe3us. ABTOPHI BHITIOIHUIH
MMOBTOPHYIO PETPOCIIEKTHBHYIO OIEHKY YIBTPa3BY-
KOBBIX mM300paxennid, 1 HK Obmn oOHapyXeHbl y
5 13 6 MIOOB, HO UX JUIMHA 0Ka3aJlach MEHee 5 Mpo-
[EHTHIIN, KOHTYPhl — HEYETKUMH, a AXOT'€HHOCTH
CHIDKEHA, YTO OBLIO PACIEHEHO KaK IPOSBICHHE
BbIpaskeHHOHM runoriazuun HK. DTtu nanneie no3so-
JSIOT OOBSICHUTH KpaiiHe HEOOIBIIIOE YHCIIO TUIOIOB
C XPOMOCOMHOM TaTOJOTHEH W OTCYTCTBUEM BH3ya-
m3anud HK B HatieMm nccineqoBalHuu.

¢ PeKTUBHOCTH OHOXMMHYECKOT0 CKPHUHHHITA

Hcmonp3oBaHne OMOXUMHYECKOTO CKPUHHHTA T103-
BOJIWJIO BBISIBUTH 67,8 %0 MJI0I0B C XPOMOCOMHOM MaTo-
JIOTUEH, TIPH 9aCTOTE JIOKHOTIOJIOKUTEIIBHBIX PE3YIIbTa-
ToB 18,9 %. 1o nanHpM ipyTHx aBTOpOB [9, 14, 16], 61o-
XMUMHUYECKUH CKPUHUHT MO3BOJISET BBIIBUTE 60—75 %
TUTOZIOB C XPOMOCOMHOM TIaTOJIOTHEH, YTO HECKOIBKO
BBIIIIE, YeM B HaIlleM HcciienoBaHuH. OTYaCcTH TaKue
pa3IIUHs MOYKHO OOBSICHUTH TEM, YTO M3MEHEHHE KOH-
HEHTPAIM MapKEePHBIX OCITKOB B TIEPBOM TPHMECTPE
Oornee xapakTepHO UMeHHO Jutst 6one3nu Jlayna. Coot-
BETCTBEHHO, aBTOMAaTHUYECKHE TIPOrPaMMbl 00PaOOTKH
PE3yIIBTaTOB OMOXMMHUYECKOTO CKPUHHMHIA pPacCUUTa-
HBI, TIIABHBIM 00pa3oM, Ha OTIpeJIeNieHHe pUcKa 0oIres-
i [layna y monma. CremoBarenbHO, OMOXMMUYECKHUIA
CKPUHHHT B MEHBIIIEW CTETIEHH MPUMEHHUM s BBISIB-
JICHUsI IPYTHX XPOMOCOMHBIX 3a0oseBannii. B maHHOM
pabote MbI orieHuBaU 3(H(HEKTUBHOCTh OMOXUMHYEC-
KOr0 CKPWHHHTA JUISl BBISBIICHUS Pa3IMYHBIX XPOMO-
COMHBIX TIAaTOJIOTHIA.

[Ipexxne Bcero, ciieayeT oOpaTWTh BHUMAaHHE
Ha BBICOKYIO YaCTOTY JIOKHOIIOJIOKUTENBHBIX pe-
3yAbpTaToB Onoxumuyeckoro ckpuHuHra (18,9 %).
Jansbprii GpakT MOXHO OOBSCHUTH TEM, YTO B Ha-
[IeM HCCIIEJIOBAaHWU 3HAYUTEIBHYIO 4acTh (22,6 %)
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COCTABJISUIM KCHIIMHBI cTapiie 35 JIeT, TO eCTh JKeH-
LIMHBI, MMEIOIINE 3aBEAOMO IOBBIILICHHBIH PHUCK
pOXIeHus: peOeHKa ¢ XpOMOCOMHOM rmaTonoruei. B
HCCIIEyeMYIO TPYIITy ObUTH BKJIIOUECHBI TAKXKE JKEH-
LIMHBI ¢ POXKACHUEM peOeHKa ¢ XpPOMOCOMHOM aTo-
JIorHeHd B aHaMHe3€, U KEHIIMHBI-HOCUTEH cOalaH-
CHPOBaHHBIX XPOMOCOMHBIX IIEPECTPOCK, Y KOTOPBIX
PUCK XPOMOCOMHOI MaTOJNIOTHM Yy IJIOAA CYILECT-
BEHHO IPEBHIIIACT OOMICTIOMYJISILUOHHBIH YPOBEHb.
B aBromarmueckoil mporpamme NOACYET PHUCKA
XPOMOCOMHOM MAaTOJOTMH IJIOAA OCYILIECTBIIACTCS
C YYeTOM BCEX BBIIICIEPEUUCICHHBIX (aKTOPOB,
YTO, B KOHEUYHOM CYETE, M NPUBEIO K YyBeJIHYe-
HUIO IPYTIBI PUCKA B HAILIEM MCCIICAOBAHUM M, KaK
CJIEZICTBHE 3TOTO, K YBEIMUEHHUIO YaCTOTHI JIOKHO-
MOJIOKHUTEIBHBIX PE3yIbTATOB.

[TonmyueHHBIE 1aHHBIE CBUAETENBCTBYIOT 00 (-
(heKTUBHOCTH MPUMEHEHUSI OMOXUMUYECKOTO CKPH-
HUHTa B IEPBOM TpPHUMeECTpe OEPEeMEHHOCTH C Iie-
JbIO BBISBJICHUS I'PYNIBl PUCKA 11O XPOMOCOMHOMN
MaTOJIOTHHU TUIofa. B cBA3M ¢ TeM, 4TO KOHIIEHTpa-
111 MapKEPHBIX OEJIKOB CYLIECTBEHHO M3MEHSETCS
B 3aBHCHMOCTH OT CpOKa OEpeMEHHOCTH, HEOOXO-
JUMO YEeTKO YCTaHOBHUTH CPOK OEPEMEHHOCTH, YTO
MOJKET OBITh TOCTUTHYTO MPH YJABTPA3ByKOBOM HC-
CJICJIOBAaHUHU.
¢ PeKTUBHOCTE KOMOMHMPOBAHHOTO
YJILTPa3BYKOBOI0 H OMOXHMHMYECKOI'0 CKPMHUHIA

[To nanHBIM psina aBTOpoB [9, 10], kOMOMHUpPOBaH-
HBI YJIBTPa3BYKOBOH W OMOXUMHYECKHIA CKPHHHHT
B | TpumMecTpe OepeMEHHOCTH MO3BOJISICT BBIIBUTH
73—-85 % mi1040B ¢ XpOMOCOMHOM NaTOJIOTHEH.

Kax cnenyer u3 Hammmx TaHHBIX, KOMOMHUPOBaHHbIH
YIBTPa3BYKOBOH M OMOXUMHUYECKHH CKPHHHMHI I03BO-
T BBIABUTH 97,2 % MI0A0B ¢ XpOMOCOMHOM Marojio-
THEH, ITPU YaCTOTE JIOKHOIONOKUTENBHBIX PE3YbTaTOB
22 %. BaykHO OTMETUTS, YTO B IPYIITY PHCKa ITPU KOM-
OMHMPOBAHHOM CKPHHHUHIE HE MOMaJ JIMIIb OAWH IO
C XpOMOCOMHOI Tatosorueit (Tpucomueii 21). Yactora
BBISIBIICHUS TUIOZIOB C XPOMOCOMHBIMU HapyLICHUSIMU
B HAallleM HCCIIE0BaHUU COOTBETCTBYET IaHHBIM OJJHUX
aBTOpOB [7, 13, 14] 1 HECKONBKO MPEBBILLIACT TAKOBYIO
y apyrux aBtopoB [10]. Beicokast yacToTa JI0:KHOMO-
JIOKWUTEIBHBIX PE3YJIBTATOB B HAIIEM HCCIICIOBAHUN
M0 BCEH BEPOATHOCTH OOBSCHAETCS OOJBILNM, YeM
B OOLIEH MOIMYJISIUH, KOJIMYECTBOM JKEHIIMH IPYIIIbI
BBICOKOTO pHCKa M0 HAJIWYUIO XPOMOCOMHOM MaToso-
T'MH TJI0Z1A, O YeM YIIOMUHAJIOCh paHee.

Takum o0Opa3om, HONyYEHHbIE IAHHBIC CBUIC-
TENBCTBYIOT O BBICOKOW A(PPEKTUBHOCTH KOMOWHH-
POBaHHOIO YNBTPA3BYKOBOTO M  OHMOXHMHYECKOTO
CKPMHUHIa XPOMOCOMHOH MaTojoruy IUIOAA, YTO
MO3BOJISIET PEKOMEHI0BATh €r0 AJIsl IIMPOKOTrO BHE-
peHHUs B ciIyk0y peHaTanIbHON AnarHocTuky CaHKT-
[TerepOypra.
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FIRST TRIMESTER COMBINED ULTRASOUND
AND BIOCHEMICAL SCREENING TEST FOR FETAL
CHROMOSOMAL ABNORMALITIES. FOUR YEARS
EXPERIENCE

Nekrasova E. S., Nikolaeva Yu. A.,
Kascheeva T. K., Kuznetzova T. V., Baranov V. S.

m Summary: Assessment of risk of fetal chromosomal diseases
proceeds due to maternal age, concentration of PAPP-A, free
B-hCG, value of nuchal translucency (NT) and presence/absence of
nasal bone. It is very important to make such analysis due to lack
of such investigations in Russian literature. We investigate 1301
women at 10—13 weeks of pregnancy, mean age 32 (16-47).We use
ultrasound scanner Aloka SSD-2000 and system of prenatal screening
Life Cycle (Pribori Oy, Moscow). In 77 of 1301 fetuses there was
NT 2,5 mm or more and 27 of them had chromosomal diseases. In
5 of 1301 fetuses there was absence of fetal nasal bone, 3 of them
had chromosomal diseases and one had severe malformations. In
261 of 1301 patients there was increased risk of fetal chromosomal
pathology due to results of biochemical screening, 5 of them had
chromosomal pathology. Totally we diagnosed 35 out of 36 fetuses
with chromosomal diseases (18 fetuses with trisomy 21,4 fetuses
with trisomy 18, 6 fetuses with Turner syndrome, 3 fetuses with
trisomy 13, one of each with 47,XXY, 47,XXX, triploidy and
47,XY,+7,9ph,der(10)/46,XY,9ph,der(10). Detection rate
of combined screening in the first trimester of pregnancy was
97,2 %, sensitivity and specificity was 97,2 % and 77 %, false
positive rate — 22 %, positive predictive value — 11 %, negative
predictive value — 99,8 %.

m Key words: nuchal translucency (NT); nasal bone;
chromosomal pathology; biochemical screening; ultrasound
screening; prenatal karyotyping
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