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BBeaenue

3HayuTeJbHBIA Nporpecc B 006/1aCTM NpeHaTaJbHOW JUArHOCTUKUM XPOMOCOMHBIX
aHoMaJIMil 3a TMocJeJlHue [JBaAlaTb JIeT OOYC/JOBJIEH COBEPLIEHCTBOBAHUEM TEXHUKHU
NOJIydyeHUs IIJIOJAHOrO MaTepuasa, MOsBJIE€HMEM HaJleXKHbIX METOJO0B XPOMOCOMHOTO
aHaJsiu3a, pa3paboTKON HOBBIX IPOTPaMM yJIbTPa3BYKOBOT'0 U GMOXMMHUYECKOTO CKPUHUHT OB,
MO3BOJIAOLUX NPOBOAUTb 3QQPEKTHUBHbIA OTOOpP KEHIMH TPYIN BbICOKOIO pHUCKa MO
POXKJEHUIO IeTel C XPOMOCOMHBIMHU O0JIE3HAMM.

He BbI3bIBaeT COMHEHMS, UTO [10 MHOTUM NPUYUHAM MEJULUHCKOrO0, 1ab0paTOPHOro U
COLIMA/JILHOTO XapaKTepa, NpeHaTa/bHYH JWarHOCTUKY Ieeco06pa3sHO MNpPOBOJAUTH B
MaKCUMMaJlbHO paHHWe, HO Ge3omacHble [Jid IJIOJA CPOKU OGepeMeHHOCTU. B HacTosiee
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BpeMs B Halllel CTpaHe pa3BUBAIOTC, a 32 pyOeKoM yKe LIUPOKO NPOBOAATCS UCCIeL0BAHUA
C LeJbl0 INpPEHATaJbHOM [AUArHOCTUKU HapylleHWW pasBUTUA IUIoJa B | TpuMecTpe
6epemeHHOCTU. [locko/sbKYy mNpoBejeHHE HWHBA3UMBHBIX BMeLIaTeJbCTB COMPOBOX/AAETCS
onpe/ieJIeHHbIM YPOBHEM OCJO0XHEHUH, 3TH OIepalMyd OCYLIeCTBJSAITCA TOJbKO IpH
Ha/IMYUM NTOKa3aHUM. OCHOBHBIM NOKa3aHUeM JJIsl IpOBeJleHUsI MHBAa3UBHOI'0 UCCIeJ0BAHUSA
SIBJISIETCS BO3pacT OepeMeHHOM XeHUIUHbI 6osiee 35 seT. Ho 3HauMTe/NIbHOE YMCJIO CIydyaeB
XPOMOCOMHOM MaTOJIOTUM IJIOJla UMeeT MECTO y MOJIOABIX >KeHUIMH, A1 3$(PeKTUBHOIO
00c/eloBaHUSA KOTOPbIX MNpeAJOXKEH pPsJy, CKPUHUHIOBBIX MpOTrpaMM, HalpuMmep,
yJAbTPa3ByYKOBOe HcCCJeZjoBaHUe Iioja B 11-14 Hejenb GepeMeHHOCTHM U OIpejiesieHue
koHUeHTpauu PAPP-A u 3-XI'Y B | TpuMecTpe 6epeMeHHOCTH.

CKpUHHUHT C MU3MepeHUeM TOJIIMHbI BOpOTHUKOBOTO npocTpaHcTBa (TBII) niioga B 11-
14 Hepnenb OGepeMeHHOCTU MO3BOJIsIET BbIABUTH A0 80 % mJOJAOB C XPOMOCOMHBIMHU
aHoManuaMu [2]. BMecTe ¢ TeM, corjiacHO 06001eHHBIM MHUPOBBIM [JJaHHBIM, Pe3yJbTaThl
yJbTPa3BYKOBOI'O CKPUHMHIA C MCIOJb30BaHMEM TOJIbKO 3TOr0 MapKepa M ero
3QdeKTUBHOCTb B pa3HbIX UCCAEOBaTeJbCKUX LEHTpPaX CUJbHO BapbupyloT. Tak, npu
ckpuHuHre TBIl miofoB y »KeHIIMH Cpynnbl pyUcKa Mo Bo3pacTy coobmanock o 100 %

BbISIBJIEHUU IJIOJIOB C cUHApoMoM JlayHa (7/7), mpyd 4acTOTe JIOXKHOIOJIOXKHUTEJbHbIX
pesyabTaToB 1,0 % (1/105), u o BhisiBsieHUHU 84 % minof0B ¢ cuHapomoM /JlayHa (21/25) npu
4acToTe JIOKHOMOJIOXKUTENbHBIX pe3yabTaToB 4,5 % (55/1227) [5, 11, 12]. B aHasioruyHoM
CKPUHMHIEe KEeHIWH, He BXOJAIIMX B IPYNNy pUCKA POXAEHUSA pebeHKa C XpOMOCOMHOMU
NaToJIoTHeld Mo BO3pacTHOMY (akTopy, 3¢peKTUBHOCTb BBISBJIEHUS IJIOZOB C 00JI€3HBIO
JlayHa 1o [JaHHBIM pa3HbIX aBTOPOB BapbupoBasa oT 33 xpo 100 %, a wyacrora
JIO)KHOIOJIOXKUTEJNIbHBIX pe3ysbTaToB oT 0,8 gm0 7,8 % [2,8]. Takue pasauyus
CBU/IETEJILCTBYIOT O CYyIIeCTBOBAaHUM WHJUBU/YAJIbHBIX OCOOEHHOCTEH B IMpOBEJeHUU
yABTPa3ByKOBOTO CKPUHMHIA B KaXKJOM JUAarHOCTUYECKOM LieHTpe, U 0 He0oOXOJAMMOCTH
UCXOJUTb M3 pe3yJbTaTOB COOCTBEHHbIX HAOJIIOJEHUH IpPU HCIOJb30BAaHUU JAHHOIO
y/ABTPa3ByKOBOr0 MapKepa.

CpaBHUTEJIBHO HOBBIM yJIbTPAa3BYKOBBIM MapKepoM 060Jie3HM JlayHa y nJ10/a ABJsSEeTCA
OTCYTCTBUE BU3yanu3danuu HocoBbiX kocTel (HK). Tak, npu y/ibTpa3ByKOBOM HCCJIeJOBAaHHUU
c 11-i1 mo 14-10 Hepenwo 6epeMeHHocTH HK He Bu3yanusupoBanuch y 73 % mnooB ¢
6oJsie3Hbl0 /layHa, TOrJia Kak y IJIOJOB C HOPMaJbHbIM KapUOTUIIOM OHU OIpesessiiIuCh B
99,5 % cay4aes [8].

B cepesuHe 90-x rofoB NpoLLIOrOo BeKa OBbLJIO yYCTAaHOBJIEHO, YTO NPHU CHHUXKEHHUHU
KOHIeHTpanuu PAPP-A (cBsizaHHOro ¢ 6epeMeHHOCTbI0 MPOTEHWHA IJa3Mbl KPOBU A) U
NOBBbILIEHUU WA CHUKEHUHM KOHLeHTpalUuu cBoO6oAHOU B-cy6bennHuIbl XY B CBIBOPOTKE
KpOBHU *KeHIIMHbl B 10-14 HeJesb GepeMEHHOCTH BEePOSITHOCTb HaIMYMsl XPOMOCOMHOMU
NaToJIOTUM y TIJIOAA CYLIeCTBEHHO BO3pacTaeT M COCTaBJisAeT, MO JAHHBIM pa3HbIX
uccaefoBateseit, ot 63 go 72 % [14]. dTOoT MeTOJ 6GUOXMMHUYECKOTO CKPUHHUHTA MOJIYYUJI
Ha3BaHHUe first trimester double test.

UccnepoBaHvs MO H3y4YEeHUI0 B3auMMOCBA3M MeXJAy KoHLeHTpauusmMu PAPP-A wu
cBo6oaHoro 3-XI'Y B cbiBopoTKe KpoBU 6epeMeHHoM U TBII nuiofia He BBIABU/IM KaKOU-THM60
3HAQUUMOM CBfI3U MEXAY y/JbTPAa3BYKOBbIM U OMOXUMHUYECKMMH MapKepaMHU HU Y IJIOJOB C
HOpPMaJIbHbIM KapUOTUIIOM, HU Y IJIOJJOB C XPOMOCOMHOM maToJiorvei. CieZ0BaTesbHO,
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PAPP-A u B-XI'Y B KpoBM MaTepu M BOPOTHUKOBOE MPOCTPAHCTBO IJIOAA SIBJISAKOTCA
HE3aBUCUMbIMU U aJIAUTHUBHBIMU IPU3HAKAMHU U MOTYT ObITh UCI0JIb30BaHbl COBMECTHO JIJisl
onpe/iesJieHUs pUCKa HAJIMYMs XPOMOCOMHOM NAaTOJIOTUHU y J10/a. TaKOW BapUaHT CKPUHUHTA
NOJIy4YWJ1 Ha3BaHHE «KOMOWHHUPOBAHHBIM yJbTPAa3BYKOBOM M OMOXMMHUYECKHU CKPUHUHT
XPOMOCOMHOM MaTOJIOTUHU IJI0/Ia B IEPBOM TpUMeCcTpe 6epeMeHHOCTU». [IpeBapuTeibHbIE
pacueTbl 3 PeKTHUBHOCTU TAKOTO CKPUHHUHIA MOKa3aJy, YTO OH N03BoJisieT BbIABUTb 80-85
% MNJ0A40B C XPOMOCOMHBIMH 3a00JiEBAHUSMM MpPU YaCTOTE JIOKHOMOJIOXKUTETbHbIX
pesysabTaToB 5 % [7, 14].

Ienbl0 JaHHOW pabOTbl ABJAJIOCH CpaBHeHUE 3PGEKTUBHOCTH BbISIBJIEHUSA
XPOMOCOMHBIX aHoManui miaoga ¢ ydetoM TBII, orcyrcTBua Busyanusanuu HK, gaHHBIX

OMOXMMHUYECKOr0 CKPpUHMHTA MU KOMOWHAIMU BCeX BblllleNepeyrcAeHHbIX MapKEPOB.
MaTepuas 1 METOABI
Hamu npoBezeH peTpoCcneKTUBHBIN aHa/lu3 o6cie0BaHus 36 KeHLUHb]I IPU CPOKax
12 Hepenb 1 nHelt — 13 Hefesb 6 [Hel 6epeMeHHOCTU. Bo3pacT »XeHLUH BapbUpPOBaJ OT 25
Jo 53 seT. HUccienoBaHue BBINOJHEHO Ha yJbTpa3BykoBoM amnmapate SAMSUNG HS40,
OCHAlLeHHOM BCEMM THUIIAMH JAaTYMKOB, UCIOJIb3YIOLMMUCA B aKyLIepPCKUX UCCAeL0BaHHUSAX.

Bo Bcex cayyasax usmepsaaun KTP, TBIl u npoBogunm Busyanusauuwo HK miopa. Bce
M3MepeHUsI MPOBOAUJIUCH COTJIACHO CYLIeCTBYHOUIMM pekoMeHaauusM [2, 3]. MaTepuanom
JUIT MCC/IeJOBAHUSI CAYXKUJMU 00paslibl BEHO3HOW KPOBU OEpEMEHHBIX >KEHIUH, B3SITble
nocje MpoOBeJeHHUs YJbTPAa3BYKOBOTO HCCJIe0BaHUA. B cbIBOpoTKe KpoBU OGepeMeHHOU
YKEHIUHb] onpefesiuch KoHueHTpauuu PAPP-A u cBo6oaHoi B-cyobeaunuubl X' npu
cpokax 6epemeHHOCTU 12 Hezesb 1 nHell — 13 Hejenb 6 AHeW. U3MepeHUsI TPOBOJAUINCh
METOZ0M 3JIEKTPOXEMHUJIIOMUHECIIEHTHOr0o MMMyHoaHasiu3a (ECLIA). lina pacyetra pucka
poxeHUs1 pebeHKa C XpPOMOCOMHOHM NaToOJIOTMEW C y4eTOM BO3pacTa MaTepH, JaHHbIX
aHaMHe3a U KOHLEHTpalMu 000MX ChIBOPOTOYHBIX O€JIKOB, MCIIOJIb30Bajach Iporpamma
“Life Cycle” FISH Aneu FISH Prenatal I prob Kiti npousBoactBa “Creative Bioarray” CILIA. K
rpynine 6epeMeHHbIX BBICOKOI'O PHUCKa MO POX/JEHUIO JeTel C XpOMOCOMHOW MaToJIorhen
OTHOCHJIM MAIIMEHTOK NMPHU pUcKe 6osiee yeM 1 Ha 250 [1].

[lokazaHUAMM [Ji1 WHBA3WBHOW MpeHaTa/JbHOM JUAarHOCTUKHU SABJSAJIUCH BO3PaCT
»KeHILUHBbI cTapiue 35 seT, 3HayeHue TBII mioga 6osiee 2,5 MM, OTCYyTCTBUE BHU3yaau3al Uy
HK nsoza, Hanuyre cb6asaHCUPOBAaHHBIX XPOMOCOMHBIX IEPECTPOEK y OJHOTO U3 POAUTEEN
U pOXJeHue pebeHKa C XpOMOCOMHBIMY aHOMaJIMAMU B aHaMHe3e. [ly1oiHbIi MaTepuan Ajs

LUTOr€eHEeTUYECKOr0 HCCJAeJ0BaHUA IOJy4aJu IyTeM aMHHUOLieHTe3a. AMHHUOLIeHTe3
BBINOJIHUJIM MO/ YJbTPa3BYKOBbIM KOHTpOJIEM, METOJOM «CBOOOJHOW PYKH», MYHKIHIO
IPOBO/JMU/IM BHeIJALeHTapHO, B CBOOOJHOM OT IeTesb MyNOBUHbI HaubOJIbIIeM KapMaHe.
KsieTkn nosiydeHHble U3 BOPCMHOK XOPHUOHA MCCJI€L0BAJIM C MCIIOJIb30BaHMEM NMApTHUM prime
FISH Aneu FISH prenatal I ProbKiti.

CTaTUCTUYECKYy0 06pabOTKYy MOJYyYEeHHbIX pe3yJbTaTOB OCYLIECTBJSIN MeTOAAMHU
BapHaLlMOHHOM CTAaTUCTUKU C NpUMeHeHHeM NakeTa npukaasHbix nporpamMmm STATISTICA
Bepcus 12.5 c6opka 192.7 ot paspaboTuyuka StatSoft Ha nmaaTdopme Microsoft Windows 10.

[luppoBbie faHHBIe 06paboTanu Ha IBM coBMeCcTUMBbIN epcoOHaJIbHOM KOMIIBIOTEPE C
MCI0JIb30BAaHUEM MaMATU MNpPUKJIAAHBIX nporpaMMm Microsoft Excel-2019 mnsiatdopme
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Microsoft Windows 10. CBejeHUs CYUTaIMd JJOCTOBEPHBIMHM NpPU YCJIOBHH, Korjaa t 22, a
P<0,05.

PacyeT 4YyBCTBUTE/NBHOCTH, CHELUUPUYHOCTU U MPOTHOCTUYECKOM 3HAUYMMOCTHU
CKpPUHUHTA NPOU3BOJUJICS C UCIIOJIb30BAHUEM METO0/|a YEThIPEXIOJIbHBIX TAOIUL].

PesysbTathl: Pe3ysbTaTbl 006C/e0BaHUSI OepeMEeHHbIX >XEHIIMH C XPOMOCOMHOM
naToJIOrMew MJ0/Aa NpeACcTaBleHbl B Tabaune 1.

Tabauya 1

Pe3ysibTaThbl 06C/Ief0BaHUA GepeMeHHbIX »KEeHIHWH C XPOMOCOMHOM NaToJIorueu
mioaa

Busyanusanusa Puck no
Ne TBII, MM HK OMOXUMUYECKUM PesysibTaTt
MapKepaM
1 C.JlayHa
2 Hopma
3 3 ecThb Hopma
4 Hopma
5 Hopma
6 Hopma
7 Hopma
8 Hopma
9 1,3 eCThb 1/5624 HopmMma
10 Hopma
11 Hopma
12 1,7 eCcTb 1/1391 Hopma
13 1,4 eCcTb 1/7497 Hopma
14 2,9 eCTb 1/5 C.ZlayHa
15 1,5 ecCThb HopmMma
16 3,2 eCThb 1/503 HopmMma
17 Hopma
18 2,6 C.[layHa
19 Hopma
20 Hopma
21 Hopma
22 2,2 eCThb 1/1308 Hopma
23 Hopma
24 3,6 eCTh 1/102 Hopma
25 1,5 eCThb 1/6988 HopmMma
26 Hopma
27 C.[layHa
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28 1,5 eCTh HopmMma
29 1,6 eCTh 1/2305 Hopma
30 Hopma
31 Hopma
32 1 eCThb 1/5301 Hopma
33 2,47 eCcTb Hopma
34 HopmMma
35 3,1 eCcTb 1/98 HopmMa
36 1,4 eCThb Hopma

[Ipy ynbTpa3sByKOBOM HCCJIeLOBaHUMU NpoBefeHO usMepeHue TBIl y 36 miuoga. Y 6
(16,7%) 6epeMeHHBIX KeHIIUH NpU cpoke 11-14 Henenb 3HayeHue TBII niioga npeBbicUIO
2,5 MM, 4TO SBJISIJIOCh MOKa3aHWEM [Jis TpPOBeJleHUMs] aMHUOIIEHTe3a BOPCUH XOPHUOHA.
[TonyyeHHbIe pe3y/ibTaThl IPe/ICTABJEHbI B TabIHIIE 2.

Tabauya 2

Pe3y/ibTaThl CKPMHUHIA, OCHOBAHHOI0 Ha nsmepenuu TBII nmioaa

XpoMocoMHasA XpoMOCOMHOM
PesysabTaT TecTta Bcero
[aTOJIOTUS eCTh NaTOJIOTUU HET
[TonoxrTEeNbHBIN
2 5 7
(TBII 60.s1€€ 2,5 MM)
0 .
TpULLATEeJbHbIN ) 1 29
(TBII menee 2,5 MM)
Bcero 4 32 36

CkpunuHr mno TBII mioga mo3Bosiua BbigBUTH 50,0 % mJ00B C XpOMOCOMHOM
NaTOJIOTUEH, IPU YACTOTE JIOXKHOMOJIOKUTENbHBIX pe3yabTaToB 15,6 %.

YyBCTBUTENBHOCTD U CIEUPUUYHOCTD JAHHOTO MeTo/la CKpUHUHTa paBHbl 50 1 84,4 %
COOTBETCTBEHHO. [IporHoctuyeckass 3HAYUMOCTb IMOJIOKHUTEJBHOTO U OTPULATEJBHOrO
pe3yJIbTaTOB TecTa cocTaBuia 26,8 1 99,2 % cooTBeTCTBEHHO.

OTcyTcTBMe BU3ya/IM3allMM HOCOBBIX KOCTeH. B HalleM uccief0BaHUY NPOBOAWIIACH
TaKXXe OLleHKa y/JbTpa3ByKoBoM Budyanusanuu HK y 36 nanuenTtok nioza. ¥ 20 miiofoB U3
36 HK He BusyanusupoBaaucsk (Tabu. 3).

Tabauya 3

Pe3y/ibTaThl CKpUHUHTIA Ha OCHOBe Bu3yaausanuu HK miioaa

XpomocomMHass | XpOMOCOMHOU
PesysabTaT TecTta Bcero
NaTOJIOTUSA €CTh| NAaTOJIOTUU HET

[Tos10KUTEJBbHBIN 3 17 20
(HOCOBBIE KOCTHU IJI0/Ia HE BU3YAJIU3UPYIOTCS )
OTpunaTeJbHbIN 1 15 16
(HOCOBBIE KOCTH IJI0/]a BU3YAJTU3UPYIOTCH)
Bcero 4 32 36
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JlaHHbIA BapUaHT CKPUHUHra MO3BOJIMJ BbIIBUTb 15% IJIOJOB C XPOMOCOMHOM
NaToJIOTUEeN, MPU 4YacTOTe JIOKHOIOJIOKUTEJIbHbIX pe3yabTaToB 47,2% % (17 u3 36).
YyBCTBUTENBHOCTL W CHeUPUUYHOCTb CKpPUHUHra coctaBuau 83 u 93,3,8 %
COOTBETCTBEHHO, MPOTHOCTUYECKAsd 3HAYUMOCTb IMOJIOKUTEJbHOTO U OTPULATEJSbHOrO
pe3ysabTaToB — 60 1 97,5 %, COOTBETCTBEHHO.

Takum o6pa3oM, nosiyueHHble JaHHblE CBU/IETEJIbCTBYIOT O TOM, YTO MPU OTCYTCTBUHU
Bu3dyaausanuu HK msosa MoxxHO 3amofj03pUTh HAJUYME Y HET0 XPOMOCOMHOM MaTOJIOTHUH.
OpHako y 60/BIIMHCTBA IJIOZ0B € XpoMocoMHoM naTtosiorueit HK Busyanusupyrorcs yxe B |
TpUMecTpe OepeMeHHOCTH, UYTO He MO03BOJIAeT HCHoJib30BaTh oleHKy HK B kayecTBe
€/IMHCTBEHHOT0 MapKepa XpPOMOCOMHOM MaToJIOTMM IoAa. B 3Tol cBA3SM HaMm
npeacTaBjsieTcd OoJsiee 1eJeco00pa3HbIM NPOBOAUTH OLEeHKy Budyaausanuu HK B
COYETaHUU C JIpyTMMU MapKepaMu XpPOMOCOMHOW maToJIorTMM MioAa B | Tpumectpe
6epeMeHHOCTH.

BuoxyMMHU4YeCcKNil CKPUHHUHT [0 MapKEPHBIM CHIBOPOTOYHBIM 6e/IKaM

Puck HaaMyusg XpPOMOCOMHOM MaTOJIOTMHA IJIoJa ObLI MOJACYUTAH C TOMOILbIO
aBToMaTudeckod mporpammsbl Life Cycle. Puck 1:250 u 6oJsiee cuuTasic MOBbIIIEHHBIM. B
Ipynny pucka Mo pesyJjibTaTaM OMOXUMUYECKOTO0 CKPUHMHTIA Momaju 3 >KeHIIUH. B uTore
OMOXMMUYECKOr0 CKpUHMHTa BbisBJIeHO 33,3 % MJI040B C XpPOMOCOMHOM NaTOJIOTHEH,
4acTOTa JIOXKHOMOJIOXKUTEJbHbIX pe3yJbTaTOB TecTa cocTaBuaa 67,7 %. TakuMm obpasom,
YYBCTBUTEJBHOCTb OMOXMMUYECKOr0 CKpUHUHra coctaBua 25 %, ero cneuduyHOCTb —
93,9 %. [IporHocTrUyeckasd 3HAYUMOCTD IOJIOKUTEJBHOTO U OTPULATE/IbHOIO pe3yJ/IbTaTOB
Tecta coctaBuia 2,7 1 91,6 %, cOOTBETCTBEHHO.

KoMOMHMPOBaHHBbIN YJIbTPa3BYKOBOM 1 OMOXUMHUYECKUN CKPUHUHT XPOMOCOMHOM
NaToJIOTUH IUVI0JA

13 36 o6cief0BaHHOW KEHIIMHBI B TPYNIYy PHUCKA, MO JAaHHBIM YJbTPa3BYKOBOTO
CKPUHMHIA, 0TOOpaHO 27 4YesOBEK, M0 JaHHbIM OMOXMMHUYECKOTO CKPUHUHIA — 3 4eJioBeK.
TakuM 06pa3oM, KOJMYECTBO MKEHUIMH C YJbTPa3ByKOBbIMU H/WUJIM OHUOXMMHUYECKUMU
MapKepaMHU XpPOMOCOMHOM MAaTOJIOTUU IIJI0JA COCTaBUJIO 27 d4esioBeK. M3 36 KeHIUUH C
BbISIBJIEHHOH Y IJ1I0/Ja XpOMOCOMHOM NAaTOJIOTUEN B rpynne prcka 6nu1o 27 (TabJ. 4).

[Ipy Wcnosib30BaHUM KOMOWHMPOBAHHOIO CKpUHMHra BbisiBjeHO 100 % mniozoB c
XPOMOCOMHOM MNaTOJIOTMEH, NPU YaCTOTE JIOXKHOIOJIOXKUTENbHbIX pe3yabTaToB 58,3 %.
[lokazaTesn YyBCTBUTEJIbHOCTHU U CHELMPHUUHOCTU TAKOTO CKpUHUHTA cocTaBuau 100 u 46,7
%, cOOTBeTCTBEHHO. [IporHocThyeckasi 3HaUMMOCTb MOJIOXKHUTEJBHOTO U OTPULATEJIbHOIO
pe3yabTaToB TecTa paBHa 11,1 u 93,3 %.

Tabauya 4

Pe3ysibTaThl KOMOMHHUPOBAHHOTO yJbTPAa3BYKOBOTO M  OHOXUMHYECKOTO
CKpMHMHIAa XPOMOCOMHOM NaTOJIOTUH IJIOJAA

XpoMocoMHasd .
XpoMOCOMHOM
Pe3sysabTat Tecta HaTOoJIOTUSA Bcero
HaTOJIOTUHU HET
ecTb
[Tos102kUTENbHBIN (Ha/IUYKE YJIbTPA3BYKOBbBIX 4 26 30
Y /WJIY OUOXUMUYECKUX MapKePORB)
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OTpunartenbHbId (OTCYTCTBUE YIBTPA3BYKOBBIX 45 33 78
Y /W11 6UOXMMHYECKHUX MapKepOoB)
Bcero 49 59 108

06cyxxaeHue

B Hamei paboTe HU3y4yeH KOMOWHHUPOBAHHBIA YyJIbTPAa3BYKOBOM M OHOXMMHUYECKUU
CKPUHUHT XPOMOCOMHOM MaToJIoTKMu maoja B | TpuMecTpe 6epemeHHocTH. [IpeacTaBaseTcs
11eJ1eC000pa3HbIM OLEHUTh BKJIAJ, KaXKJOTO0 MapKepa XpOMOCOMHOW MaTOJIOTMU IJIOJAA B
3G PeKTUBHOCTb KOMOMHUPOBAHHOI'0O CKpUHUHTA B | TpuMecTpe.

3¢ PeKTUBHOCTD YJIBTPA3BYKOBOI0 CKpMHHMHIA

Kak ciefyeT u3 nmoJsiy4eHHbIX JJaHHBIX, IPU NPOBEJAEHUU CKPUHUHIA, OCHOBAaHHOTO Ha
yBesindueHuu TBII 6osee 2,5 MM, BoisiBjieHO 50 % M/10/0B ¢ XpOMOCOMHOM MAaTOJIOTUEH, IPH
4acTOTEe JIOXKHOMOJIOKUTENbHBIX pe3ybTaToB 15,6 %, 4TO COOTBETCTBYET JAHHBIM JAPYTUX
aBTOpOB [6, 15].

[lo HekoTopbiM aaHHbIM [13, 18], onenka HK B mnepBoM TpumecTpe Mmo3BoOJIsSIET
yBeJNYUTb 3P PEeKTUBHOCTD YIbTPa3ByKoBOro ckpuHuHra. HK He Bu3yanusupoBanuch y 66,9
% nozoB ¢ Tpucomuein 21, 57,1 % nuonoB ¢ Tpucomueirt 18, 31 % nuiooB ¢ Tpucomuen 13,
8,8 % nyionoB ¢ MoHOCcOMUeN X, y 6,7 % 1MJ107,0B C aHOMaJIMel 0JIOBBIX XpoMocoM [13].

B HaleM ucc/ejoBaHUU OTCYTCTBHE YJbTPa3ByKOBOUM Bu3lyasiusanuu HK oTmeuyeHo y
20 nsogoB. CKpUHUHT, OCHOBAaHHbIM TOJIbKO Ha Budyasnusanuu HK, mo3Bosina BbIIBUTH 75 %
IJIOJIOB C XPOMOCOMHOM MaTOJIOTUEHN, IPU YACTOTE JIOKHOIOJIOKUTEJbHBIX PE3YIbTaTOB 2,7
%. ObpauiaeT Ha ceb6s1 BHUMaHUe KpaliHe HebOJIbLIOe KOJMYECTBO IJIOJOB C XpPOMOCOMHOMU
natoJsioruei, y koropbix HK npu ybTpa3aByKoOBOM HCC/Ie[JOBAHHUU He BU3yaJTU3UPOBAJIUCh, 10
CpaBHEHHUIO C JIaHHBIMM JIPYyrUX aBTOpPOB. Mopdosioruyeckoe uccaefoBaHUE IJIOJOB C
oTcyTcTBMeM Bulyanusanuu HK, npoBegenHoe S. Minderer et al. [17], noka3asno Hanuuyue
1eHTpoB occudurkanuu HK y 16 u3 17 obcsiejoBaHHbBIX IJI0JI0B ¢ 60s1e3HbI0 JlayHa. /laHHas
Haxo/JKa CBU/IETEJbCTBYeT O TOM, YTO B OOJIBLIMHCTBE C/JIy4YaeB XPOMOCOMHOM MaTOJIOTUH
IJioJla UMeeT MeCTO BbIpakeHHasd runomiasus HK, koTopas MoxeT oUIMO60YHO
pacueHUMBaTbC KaK MX MCTHHHasgd areHe3us. ABTOpbl BBINOJHUJIM TOBTOPHYIO
pPeTPOCNEKTUBHYIO OL|€eHKY YJIbTPa3ByKOBbIX U300paxkeHUH, U HK 6b111 06Hapy»xeHbl y 5 U3
6 MJ0/0B, HO UX [AJMHA OKa3ajachb MeHee 5 MpPOLEHTHJ/IM, KOHTYpbl — HEYEeTKUMH, a
9XOTeHHOCTb CHUKEHA, YTO ObLJI0 paclieHEHO KaK NMposiBJIeHUe BblpaxkeHHOU runomiaduu HK
[17]. 3Tu jaHHble NO3BOJIAIOT OOBACHUTH HEOOJIbIIOE YMCAO0 IJIOJOB C XPOMOCOMHOM
naToJioruen U oTcyTcTBueM Busyanusanuu HK B Halem ucciegoBaHum.

JPpPeKTUBHOCTb GMOXUMHUYECKOr0 CKPUHHHTA

HWcnosib30BaHWE GUOXMMHYECKOr0 CKPUHHMHTIA MO3BOJIMJIO BbIABUTH 33,3 % IJIOJOB C
XPOMOCOMHOM MaTOJIOTHEN, MPU YACTOTE JIOXKHOIOJIOXKUTENbHBIX pe3yabTaToB 66,7 %. Ilo
JlaHHBIM JpyTUX aBTOpPOB [9, 14, 16], 6MOXMMHUYECKHUN CKPUHUHT N103BOJIsIET BbIABUTH 60-75
% MJI0JI0B C XPOMOCOMHOM NMAaTOJIOTHUEN, YTO HECKOJIBKO BbIIIIE, YEM B HAlLlleM MCCJIe[JOBaHUU.
OTyacTH TaKhe pas3jU4Yus MOXHO OOBSCHUTb TeM, YTO H3MeHeHHe KOHIeHTpaluu
MapKepHbIX O6EeJIKOB B MEePBOM TpUMeCTpe 6oJjiee XapaKTepHO MMEHHO /i 6oJie3HH JlayHa.
COOTBETCTBEHHO, aBTOMaTUYECKHWE MPOrpaMMbl 06PabOTKU pe3ybTaTOB OUOXUMUYECKOTO
CKpPUHUHTA pacCYUTaHbI, IJTaBHBIM 00pa3oM, Ha ollpe/iesieHre pucKa 6os1e3HU JlayHa y mioja.
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CnemoBaTesbHO, OWOXMMHUYECKWH CKPUHUHI B MeHbIIEd CTeNeHUW MpPUMEHUM [
BbISIBJIEHUA JPYTUX XPOMOCOMHBIX 3ab6o/ieBaHUMW. B paHHOM paboTe Mbl OLeHUBAIU
3QPeKTUBHOCTb OMOXMMUYECKOT0 CKPUHUHIA JJIS BbISIBJIEHUS PA3JIMYHBIX XPOMOCOMHBIX
NaTOJIOTHUH.

[Ipexxne  Bcero, cieayeT  00paTUTh BHHMaHUe Ha  BBICOKYK  4acTOTy
JIOXKHOIIOJIOXKUTEJIbHBIX pe3yJIbTaTOB OMOXUMHYECKOT0 CKpUHUHTA (66,7 %). [laHHBIA QaKT
MOXXHO OOBSICHUTH T€M, YUTO B HallleM MCCAeJ0BaHUM 3Ha4YUTeJbHYI 4acTb (58,3 %)
COCTaBJISIIM KEHUIMHBbl cTapuie 35 JieT, TO eCTb >KEeHIIWHBb], HMeWlhe 3aBeJoMO
NOBBbILIEHHbI PUCK pPOXJeHHUs pebeHKa C XpPOMOCOMHOHM mnaroJsioruei. B ucciepyemyro
rpynny OBLJIM BKJIOYEHbl TaKXe >KEHIIUHbI C pOXJEeHUeM pebeHKa C XPOMOCOMHOM
naToJiorued B aHaMHe3e, U J>KEHLUHbI-HOCUTEJM COAJaHCUPOBAHHBIX XPOMOCOMHBIX
nepecTpoek, y KOTOPbIX PUCK XPOMOCOMHOM MAaTOJIOTUM Y IJIOJA CYLeCTBEHHO NpeBbIIIAeT
001IeNnoNny/SILMOHHbIA  ypoBeHb. B aBToMaTU4eckoW nporpaMMe TMOACYET pPHUCKA
XPOMOCOMHOM MaTOJIOTUU MJIOJA OCYILEeCTBJSETCS C y4eTOM BCeX BblllleNepedyrcIeHHbIX
$akKkTopoB, YTO, B KOHEYHOM CYeTe, U NMPHUBEJO K YBEJWYEHUIO TPyININbl pUCKa B HalleM
UCCeJOBAaHUM M, KaK CJeJ[CTBUE 3TOr0, K yBEJWYEHHUIO YaCTOThI JIOXKHOIMOJIOXKUTENbHbBIX
pe3y/IbTaToB.

[lonyyeHHble  JJaHHble CBUJETEJNbCTBYIOT 00 3(PQPEKTUBHOCTH NpPUMEHEHUs
OMOXMMHUYECKOTO0 CKPHHHHIA B NEePBOM TpPUMeECTpe OepeMeHHOCTH C IieJibl0 BbISIBJIEHUSA
rpynnbl pUcKa IO XPOMOCOMHOM MaTOJIOTHMU IjioAa. B cBA3U Cc TeM, YTO KOHLEHTpauus
MapKepHbIX OGeJIKOB CylleCTBEHHO HU3MEeHSIeTCS B 3aBUCMMOCTH OT CpOKa OGepeMeHHOCTH,
Heo6X0JUMO 4YeTKO YCTAaHOBHUTb CPOK OepeMeHHOCTH, YTO MOXeT ObITb JOCTUTHYTO IpHU
yJAbTPa3BYKOBOM HCCJIe[JOBAHUH.

JbPeKTUBHOCTh KOMOMHHMPOBAHHOIO YJIbTPAa3BYKOBOr0O H OHOXMMHUYECKOIO
CKpMHMHTIa

[lo pgaHHBIM psAza aBTopoB [9, 10], KOMOMHUPOBAHHBIA YJbTPAa3BYKOBOM H
OMOXUMUYECKUN CKPUHHUHT B | TpuMecTpe GepeMeHHOCTH MO3BOJIsIET BbIABUTH 73-85 %
IJIOJIOB C XPOMOCOMHOM NMaTOJIOTHEN.

Kak caenyer w3 HallMX [JJaHHbIX, KOMOWHHUPOBAHHBIA YJbTPAa3ByKOBOW U
OMOXMMUYECKUN CKPUHUHT N03B0JIWA BbIABUTH 100 % m1040B ¢ XpOMOCOMHOM NaTOJIOTHEH,
IpPY YaCTOTE JIOXKHOIOJIOKHUTENbHbIX pe3ysbTaToB 58,3 %. YacToTa BbIsIBJIEHUS IJIOJO0B C
XPOMOCOMHBIMM HapylUIeHHWSIMM B HallleM MCCAeJOBaHUM COOTBETCTBYET JAaHHBIM OJHUX
aBTopoB [7, 13, 14] 1 HecKOJIbKO IpeBbIIAeT TAaKOBYI y Apyrux aBTopoB [10]. Bricokas
4acToTa JIOKHOIOJIOKUTEJbHBIX pe3yJbTaTOB B HAlIeM HCCAeJ0BaHUM, IO BceH
BEPOSTHOCTH, OO'bSICHAETCA OOJIbLIIMM, YEM B 0OOLIed MOMYJALMH, KOJWYECTBOM >KEHIIUH
TPYIbl BBICOKOTO PUCKA M0 HAJUYUI0 XpPOMOCOMHOM MaTOJIOTUH MJIOJA, O YeM YIIOMUHAJIOCh
paHee.

Takum o6pa3om, nosiyyeHHble JJaHHble CBU/IETEIbCTBYIOT O BBICOKOU 3 PEKTUBHOCTHU
KOMOMHUPOBAHHOTO YJbTPa3BYKOBOrO W OHOXMMHUYECKOTO CKpPUHHMHIA XPOMOCOMHOMU
NaTOJIOTUU MJI0/A, YTO MO3BOJISIET PEKOMEH/,0BATh €ro JJis LIUPOKOTO BHEAPEHHUS B CAYKOY
NpeHaTa/JbHON JUAarHOCTUKHU CTPAHBI.
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