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Hens nccnenosanus. IlpoBeneHne cpaBHUTEJIBLHOI0 aHaIM3a 3(Q(PEKTHBHOCTH NPEHATAJLHONH JUATHOCTHKH
(ILX) xpomocomubix anomanmii (XA). Marepuaa u meroanl. 3a nepuox ¢ 2012 mo 2014 r. B kaGUHET MEIUKO-
reHeTH4ecKoil KoHCyIbTanuu ooparnioch 1102:xeHuHbI B epuoe 6epeMeHHocTH. UHBa3uBHAsI IMATHOCTHKA
npoBegeHa 170 GepeMeHHBIM € YYeTOM BBISIBJIEHHBIX YJIBTPa3BYKOBBIX W OHOXMMHYECKUX MAapPKEpOB.
Pe3yabrarsl uccienoBanuii. UHBa3nBHBbIE MeTObI MO3BOJIUIN AMATHOCTHPOBATH XPOMOCOMHYI0 NATOJIOTHIO y 26
miogoB. Ilokasarenbp 3()(eKTMBHOCTH HMHBA3WBHOI NpeHATATbHONW IWAarHocTHKW coctaBua 153 %, uro
COOTBETCTBYET MeKIYHApoaqHOMY cTaHaapty ®onma mequuuHbl miona (FMF, Anriauns). 3akiawuenue. Cucrema
OPraHM3ali MacCOBOTO0 PAaHHEro MPeHATAJIBHOI0 CKPHHHMHIA TpedyeT AajbHeHINero ycoBepUIeHCTBOBAHMSI.
J1s MOBBINIECHHSI NUATHOCTHMYECKHX BO3MOXKHOCTeH JIa0opaTopuii NMpeHATAJIbHOH JHATHOCTHKH He00X0AMMO
BHEIPSITH COBPEMEHHBbIE METOABI HCCIEI0BAHNS, TAKHE KAK XPOMOCOMHBIIi MUKPOMATPHYHBINH aHAIN3 M MeTO
xoauuectBennoii IIIP (QFPCR).
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The aim of the research. To conduct a comparative nalysis of prenatal diagnostics efficiency in fieldof
chromosomal abnormalities. Material and methods. Dring pregnancy 1102 women consulted medical genetic
service from 2012 up to 2014. Invasive diagnostitesed on ultrasonic and biochemical markers was atipd to
170 of patients. The results of the research. Invae methods allowed to diagnose chromosomal pathglyp of 26
fetuses. The efficiency index of invasive prenataliagnostics was 15.3 % which is in line with the ternational
standard of the Fetal Medicine Foundation UK. Conalsion. The system of obligatory screening at early
pregnancy stages is to be further developed. To irease efficiency of the prenatal diagnostic laboraties new
methods are to be implemented, such as Chromosonidicro Matrix Analysis and QFPC.
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Oco0eHHOCThIO MEANKO-TEHETUUECKOTO KOHCYIBTUPOBAHUS SIBIISETCS €0 MPOpUIaKTUYECKas

HaIpaBJICHHOCTh. 3HAYUTEIBHBIA TMpOrpecc B NMPOPHUIAKTUKE BPOXKICHHOW W HACJICICTBCHHOM



MaTOJIOTHH CBSI3aH C pa3pabOTKON M BHEAPEHUEM B IMPAKTHKY KOMIUIEKCA METOAOB IIPEeHaTaIbHON
JMAarHOCTUKH, TIO3BOJIIONINX JaTh OILCHKY COCTOSIHUS IUI0/Ia, YCTAHOBUTH TOUHBIM JUArHo3 s
NPEOCTABICHUS OyIyIlUM PpOTUTENSIM HcUYepIbIBaloield WHGPOPMAMM O CTENEeHH pHUcKa
pokaeHus 00JIbHOTO peOeHKa. B 3aBUCMMOCTH OT 3a7a4 MCCIEIOBaHMS M CPOKOB OCPEMEHHOCTH
HCIOJIB3YIOTCS pa3INYHbIEC TEHETUYECKUE METO/IbI TMAarHOCTUKH.

B mnacrosimuee Bpems B /7 permoHax P® BHeApeH CcTaHAApTU3MPOBAHHBIM IPOTOKOJ
oOcnenoBaHus OEpeMEHHBIX JKEHIIUH C IENIbI0 paHHEH NMpEeHaTalbHOW TUAarHOCTHKH XPOMOCOMHBIX
aHoManuid. MeXXIyHapOIHBIM CTaHIAPT MPOTOKOIA 0OcIeoBaHus pa3padboTad DOHIOM MEAUITUHBI
wiona (FMF, Aarmus). CpoKoM Takoro CKpUHHHTA YCTAHOBJICH IMEPBBI TPUMECTP OEpeMEHHOCTH
(mepuon 11-13,6Henemb), BKIFOYAIONIETO YIBTPA3BYKOBOE MCCIICAOBAHNE TUIOAA U OMOXMMUYECKUIN
aHallM3 MAaTEPUHCKUX CHIBOPOTOYHBIX MAapKEpOB. YIBTPa3BYKOBbIE HCCIIEIOBAaHUS MPOBOASTCS
TOJIBKO CTICIUATIMCTaMHU KCIIEPTHOTO YPOBHS, UMEIONIUMHU MEXayHapoaHsii ceptuduxar FMF, a
orpeaesieHue  ChIBOPOTOUHbIX MapkepoB (PAPP-A wu cBoOomHoi Gera-cyobenuuuisl X1 )
MPOU3BOIUTCS UCKIIOUUTENBHO cepTrduurpoBanbiMu FMF ananuzaropamu.

Jlis OUEHKM HMHIUBUAYaJbHOTO PUCKAa XPOMOCOMHBIX AHOMAJIMH HCIONB3YeTCs MporpaMma
Astraia, no3Bossitomias (KpoMe OLEHKH PUCKOB) MPOBOAWUTH BHEUIHUN aylIuT YJIbTPA3BYKOBBIX H
OMOXMMHUYECKUX H3MEepeHUH. bepeMeHHbIM JKeHIMHaM, T[ONaBIIMM B TPYIIY BBICOKOTO
TeHeTHYecKoro pucka (¢ moporoBbiM 3HaueHueMm 10 1/100), mpoBoauTCs MEAWKO-TEHETHYECKOES
KOHCYJIBTHPOBAaHHE M WHBa3WBHas mpeHaranbHas auarHoctuka ([1J]). Ilpu Ttakom mnomxome
3HAYUTEIBbHO CHI)KAETCA YHCIO JKEHUIMH, KOTOphIM TpeOyeTcss MpoBeNeHUE WHBAa3UBHOU
JMarHOCTHKH, a BEPOATHOCTh BBISABIECHUS CUHApoMa J[ayHa U APYruX XpOMOCOMHBIX 3a00JIeBaHMMA
yBenmmuuBaetcs 10 95 %.

Llenbto HACTOSAIIET0 MCCIEAOBAHUS SIBISETCS aHaiW3 A(PQPEKTUBHOCTH TMpeHaTaIbHON
JUarHOCTUKKA Ha Marepuane oO0cieqoBaHus OEpeMEHHBIX JKCHIIUH, MPOXKUBAIOUIMX Ha
TEpPUTOPHUU 3aNaJHOTO AAMUHUCTPATUBHOIO OKpyra ropojia MOCKBBI U «HOBOI» MOCKBBI.

MarepuaJibl 1 METOABI

[IpoBenen aHanmu3 pe3ynbTarToB padOThl CIYKOBI MPEHATaTbHOW TUArHOCTUKU POAMIBLHOTO
noma Ne3 3a 2012-2014 rogsi. PabGora mo mnpeHaTaJbHONW AMArHOCTHUKE MPOBOAMIACH B
COOTBETCTBHH C Npukazamu JlemapramenTa 3apaBooxpanenust oT 27 oktsiops 2009rona Ne 1376
«O nanpHeHNIEM COBEPLUIEHCTBOBAHUN OPraHU3allMY MPEHATAJIbHON TUAarHOCTUKU BPOXKIEHHOU U
HacnencTBeHHOM mnaronoruu» U oT 14 wurons 2013 roma Ne 600 <«© coBepiieHCTBOBaHUU
OpraHu3ally TpeHaTaIbHON (JOpOIOBOi) MHArHOCTUKKM HAPYIICHUH pa3BUTHS IL10Aa/peOeHKa».
[Ipu sToM criemyer ydecThb, 4TO ciayx0a ImpeHaTalbHOW AMArHOCTHKU B MOCKBE HaxoIWTCs Ha

HauaJIbHOM JTare BHEJAPECHUS MEXKIYHAPOIHOTO CTaHAapTa 00CIeIOBaHHS OEPEMEHHBIX YKECHIIUH.



Jlns pacdyera pucka pOXXIEHUS pPeOCHKAa C XPOMOCOMHOM TAaTOJIOTHMEH ¢ y4eToM Bo3pacta
MarepH, JaHHbIX aHamMHe3a, Y3U u KOHIeHTpanuu o00MX CHIBOPOTOUHBIX OenkoB B 1 Tpumectpe
ucrons3oBanacs nporpamma «LifeCycle» (Perkin Elmer Life & Analytical Sciea, Wallac, Oy,
P.O.Box 10 FIN-20101 Turku, FinlandypcraBuiuk OOO «IIpubGopsr Oii» (Mocksa). K rpymme
OepeMEHHBIX BBICOKOTO PUCKA POXKICHMS AE€TEH ¢ XpPOMOCOMHOM MATOJIOTHEH OTHOCUIIM MALUEHTOK
npu pucke Oosnee yem 1 Ha 250. J)KeHUIMHBI M3 TpPyNIbl BBICOKOTO PUCKA HANPABISIMCh Ha
KOHCYJIBTAIIMIO Bpada-TeHeTHKA B POAMIBbHBIN 1oM Ne 3.

3a nepuon ¢ 2012n0 2014 1. MeaUKO-TEeHETHYECKOE KOHCYJITUPOBAHUE HA 0a3e POIUIHLHOTO
noma Ne 3 mposeneHo 11026epeMeHHbIM keHITMHAM. Heo0XommMocTh B IPOBEICHUH MHBA3UBHOM
nuarHoctuke Obuta ompeneneHa aiast 341 sxenmuubl. 171 sxenmumua (50,15 %), yuntsiBas
BO3MOXXHOCTh  JTOOPOBOJILHOTO  00CJEIOBaHUS, OTKA3ajMCh OT NPOBEACHHUS TNPOLEAYPHl B
HACTOSIIIIMA MOMEHT. VIHBa3MBHAs IUTOTCHETHYECKAs AHMArHocTuka mposeaeHa 170 6epeMeHHBIM C
YU4ETOM  BBISBICHHBIX  YIBTPa3BYKOBBIX M  OHMOXMMHYECKHX MAapKepoB.  YJbTPa3BYKOBbIE
MCCIICIOBAaHUS COCTOSIHHS IUIOAA NMPOBOIMWINCH B cpoke OepemenHocTH 11-14 Henenb Bpauamu-
CIEeLUATNCTAaMH, HMEIONIMMU JONYCK Ha TPOBEICHHE YIBTPa3BYKOBOTO CKPUHHHIOBOTO
obcinenoBanust B 1 TpuMecTpe M CHEUUAIM3HUPYIOIIMXCS HA IPEHAaTalbHOM BBIABICHUU
BPOK/JICHHBIX TOPOKOB Pa3BUTHSL.

Ponuneneiit 1om Ne 3 pacrnonaraer HEOOXOIMMBIMU TEXHHMUYECKUMH M OPraHMU3aLMOHHBIMU
BO3MOXKHOCTSIMA /i1l TIPEHATAJbHOTO KAPHOTHIIMPOBAHHUS IUIONA B IENAX  HCKIIOYCHHUS
XPOMOCOMHOM NaTojoruy. Tak, B 3aBUCUMOCTH OT CpoKa O€pEMEHHOCTH MPUMEHSIOTCS BCE METO/bI
uHBa3uBHOU [/l nns monmydeHMs KIIETOK IUIOJA M 3apOABINIEBBIX 000J0YEK: XOPUOHOHMOICHS,
aMHHOIICHTE3 U KOpAoIeHTe3. L{uToreneTnueckoe ncciieoBaHue MI0AHOTO MaTepralia IpOBOAUTCS
BPaYOM-LIMTOTCHETUKOM TEHETHYEeCKOH Ciy>kObl HaydHO-IpakTHYecKOro IeHTpa METUIIMHCKOU
MIOMOILY JIE€TSIM.

Pe3yabTarhbl U 00CyKIeHUE

C MOMeEHTa OpraHM3alli MEIUKO-TEHETUIECKOTO0 KOHCYIBTHPOBaHus B pogome Ne 3 (epuon
2012-2014 rr.) 3a COOTBETCTBYIOIEH NOMOIIBI oOparmwirck 1102 skeHIMHBI B TEpUOE
o6epeMeHHocTH 10 U 2-T0 TpUMeECTpa.

Cpenu OepeMEHHBIX C BBICOKMM pPHCKOM, OOpaTMBLIMXCS K Bpauy-T€HETHKY, HPUYMHBI
oOpalleHus] pacpeieIuINCh CIEAYIOMNUM 00pa3oM: >KEHIIIMHBI, OOpaTUBIINECS 10 pe3ylbTaTaM
OMOXMMHUYECKOTO CKPHHHHTA CBIBOPOTOYHBIX MapkepoB (52,6 %) xeHmunsbl crapuie 35et (24,6
%) ¥ >KEHIMHBI, UMEIONINe YAbTpa3BykoBble (Y3) Mapkepbl XpOMOCOMHOMW IaTOJIOTHH Y ILIOJA

(11,4 %),a Taxxe 1Mo MHBIM MpU4HHaM (CM. puc. 1).
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Puc. 1. Cmpykmypa namonozuu 6epemeHHOCMU 8 3a8UCUMOCNU OM NPUYUHBL 00paleHUs

B pesynbrare oOparenusi copMupoBaHa rpyma >KEHIIHH ¢ BEBICOKUM PHCKOM XPOMOCOMHOM
MaToJIOTUM 'y IUIOAA, KOTOpbIM MokazaHo mpoBeAeHue wuHBa3MBHOW [I/]. WMuBasuBhHas [1]]
pekomengoBana B 341 ciydae. U3 uux 156 (45,7 %)KeHIIMH OTKA3ajdMCh OT HCCIICAOBAHHS 110
TICUXOJIOTUYECKUM U penuruo3HbiM npudrHaMm. Okxono 1,5 % KeHIMH MMeNnd MEIUIMHCKHE
MPOTUBOIMOKA3aHMsI K TPOBEACHUIO WHBAa3MBHOW NPEHATANIBHON JUArHOCTUKH, 3 %0 >KEHIIHMH
BBIPA3WIIH KEJTaHUE TIPOBOAUTH IUATHOCTHKY B IPYTUX JICUCOHBIX YIPESIKICHHSIX.

Bcero 6bu10 poBeneno 170unBasuBHbix [1]1. bruoncus xoprona (miamenTsi) B 1-M TpuMecTpe
OEpEeMEHHOCTH C IETbI0 KAPUOTUIIMPOBaHUs IioAa cocraBuia 8,2 % oT BceX HCCIeTOBAHHIMA.
Bonbilioe  KONMMYECTBO WMHBA3MBHBIX BMEIIATEIbCTB MPHUIUIOCH Ha amHHOIeHTe3 (88,2 %),
MPOBOAMMEIN BO 2-M TpuMecTpe Oepemennoct. Kopmouenres (24 tpumectp) cocrasua 3,5 %.
[IpenaranpHasi TUArHOCTHKA C TIOMOIIBIO KOPAOIEHTE3a MPOBEICHA TOJIBKO B CIIYYasX BBISIBICHUS
MO3HO MAHU(ECTUPYIOIIMX TOPOKOB Pa3BUTH MO pPE3yabTaTaM YIBTPa3ByKOBOTO HCCIICOBAHHUS
I07a.

CremyeTr OTMETHTh, YTO XOPHUOHOHOIICHSI C TOCIEAYIOIIMM KAapUOTHUITHPOBAHUEM BOPCHH
XOpHUOHa B TIEPBOM TpUMECTpe OEpEeMEHHOCTH HMMEET BaKHOE MPEHMYIIECTBO Iepen APYrHMU
WHBa3UBHBIMU METOJIaMH, TaK KakK IO3BOJSET MOMYyYUTh OBICTPBIA OTBET W, MPU HEOOXOIUMOCTH,
npepBaTh OEPEMEHHOCTH €Ille Ha pAHHUX CPOKAX C HAMMEHBIIUM PUCKOM JUISI 3[I0POBbS KCHIIUHBI.

[To pexomenmamusiM MexayHapogHoro cranmapta FMF B cTpykTrype Bcex mpeHaTalbHBIX
WHBA3UBHBIX TPOLEAYpP AOJS CaMOW paHHEH MO CPOKaM MPOBEICHUS XOPHOHOMOIICHU JOJDKHA
coctaBiATh He MeHee 60 %,a momns kopaoreHTe3oB — He O6onee 2 %. Kopmonenres, kak Hanbonee
3HAYMMasi 1O OCJIO)KHEHUSM MAaHUITYJISIINSA, MOXET IMPOBOAMUTHCS TOJIBKO B HCKIIOUUTEIBHBIX
Cllydasix C LeNbI0 BbIOOpAa TAaKTUKHA BEIEHHsS OCPEeMEHHOCTH M POAOpPA3pEIICHHs] C Y4eTOM

COCTOSTHUSI MaTepH U COCTOstHUs (3aboneBanus) mwioza [1].



B namiem uccrnenoBaHuM HEOONBIIOE KOJIWYECTBO XOPHUOHOMOICHH CBA3aHO CO CHH)KEHHOM
3¢ (EeKTUBHOCTHIO OpTaHMW3AIMK TMPEHATATbHOW JMATHOCTHKU B JKEHCKUX KOHCylbranusax 3AO
ropona Mocksel. Takas kapTuHa 00yCIIOBJICHA MO3THUMHU CPOKAMHU MMOCTAHOBKHU HA yUYET B KEHCKUX
KOHCY/JIBTALIUAX OEPEMEHHBIX JKEHIIHMH, YTO CHIKAeT BO3MOXHOCTb HUX HH(MOPMHPOBAHHOCTU O
TeHETUYECKUX puckax. Tak, B OOJBIIMHCTBE CIIY4aeB JKEHIIMHBI M3 TPYNIbl BBICOKOTO
TeHETUYECKOTO PUCKA IMOJIyYaal MEIHKO-TEHETHYEeCKOE KOHCYIBTHPOBAHHE BO BTOPOM TPUMECTpE
OEpEeMEHHOCTH, YTO MPHUBOAMIIO K MO3THEH TUArHOCTUKE XPOMOCOMHBIX aHOMANIHMH y IJIoJa, a B
psife cay4yaeB M K OTKa3y MallMeHTOK OT UHBA3UBHBIX MPOLEAYD.

3a ucrekmue 2,5rona mo pesynpraraM 170 MHBa3UBHBIX MPEHATANTBHBIX JUATHOCTHUK BBISBICHO
26 XpOMOCOMHBIX aHOMaNWi, TO ecTh 3ddexkruBHOCTh MHBa3uBHOW [1J] coctaBmia 15,3 %.Ilo
pesynbratam 2008—200% 0108 naHHbIN MOKa3atenab mo PO B cpennem cocrasui 8,7 % [2].

Mexnay TeM MO JaHHBIM MexAyHapomHoro crangapra FMF, maBasuBHas 1[I cuurtaercs
noctarodHo 3G HEeKTUBHOM, eciu oHa qocturaetr 15 %wu Beime. [1o utoram dbenepanpHOro aynura 3a
2012wu 2013roxpl, npoBeAeHHOTO B pernoHax P®, rie ObuT BHEApPEH MEXKIYHApOIHBINA CTaHIApPT
panneit [1/1, cpennuii nokasarens >¢dextuBHOCTH MHBa3UBHON I/ coctaBun 28,3 %wu 28 %
COOTBETCTBEHHO, B MocKkoBckoii obmacti — 35 % [2,3].

Takum oOpa3oM, MpHUBEIEHHBIE CPaBHUTENIbHBIC JaHHbBIE MOKa3bIBAIOT, YTO COBPEMEHHBIH
QITOPUTM TPOBENICHUSI TPEHATAILHOTO CKPUHUHTA sIBIseTCs Hamboyiee 3PPEKTUBHBIM METOJOM
MacCOBOTO 00CJIeIOBaHUS OEpPEMEHHBIX YKCHIIIH.

Yacto BcTpeuaeMblii W HamOoOJee CIOXKHBIM ISl TpPEHATAIBHOW JMAarHOCTUKH W3 BCEX
XPOMOCOMHBIA aHOMaNHK siBsieTcs: cuaapoM JlayHa. B Hamem uccnenoBanuu ObUTO BEISIBIIEHO 24
mwioga ¢ cunHapomoM /[layna, 1 muox ¢ cunapomom Onsapaca v 1 miop ¢ nmomucomued mo V-
xpomocome. [lokazaHus Ui IpUMEHEHHUs WHBAa3MBHBIX METOJOB NPEHATAIBHOW TUATHOCTUKU H

pe3yIbTaThl IPEACTABICHBI B Ta0muie 1.

Tabmuna 1
IToka3aHus K IPOBEACHUIO HHBA3UBHOMU ITPEHATAIIBHOW TUAarHOCTUKU U PE3YIbTaThl
NMOKa3aHus KOJIHY€eCTBO XPOMOCOMHAsI ATOJIOTHSA Y TJI0/Aa
WHBAa3HBHBIX MPOLEAYP

Bospacr (>351eT) 15 MOJIMCOMUS 110 Y-XpoMocome - 1
Y3-mapkepsl 32 c.Jlayna - 2
BBICOKH# prick XA 1m0 6/X CKpUHHHTY 54 c.Jlayna - 2
Bo3pact + Y3-mapkepsl + 0/X ckp. 12 c.Jlayna - 8
BO3pacT + 0/X CKpHHUHT 42 c.Jlayna - 8

c.Jlayna — 4
V3-mapkeps! + 0/X CKPHHHUHT 13

c.OnBapaca — 1
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Pruck MHOrMX XpOMOCOMHBIX 3a00JIeBaHWU Yy TUIONA BO3pacTaeT ¢ YBEIMYEHHEM BO3pacta
marepu. JKeHmuHBI 35 €T W crapiie COCTaBISIOT CaMyl0 MHOTOYHCIICHHYIO TPYIIY Cpenu
OepeMeHHBIX, KOTOPHIM MOBOAWTCS WHBAa3WBHAs MPEHATAIbHAS TUArHOCTHUKA, XOTS YIEIbHBIA BEC
ATHX JKEHIIUH HaXOMUTCs B mipezenax 5 %0t o0Iero yucia B MOMyJISIHH.

CpenHuii BO3pacT KCHIIUH C BBISBICHHOW XPOMOCOMHOHM marojioruei mioga cocraBuin 36,8
aer (cpemy >KEHIIMH ¢ marojiorued ruioga cunapomom Jlayna — 36,5ner). B 33,3 % ciyuaes
Tpucomus 1o 21 mape XxpomMocoM ObUTa BBISIBJICHA Y TUIOJOB KEHIIMH BO3pacTHOM rpynmnbel 35—40
net; B 33,3 %cnydaeB cpenu skeHmuH crapiie 40 et u B 33,3 %ciydaeB cpeau KEHIITHH MOJIOKE
35 ner.

VY JKEeHIUH B Bo3pacte J0 35 JIET, UMEIOIIUX BHICOKHN MHIUBUAYAIbHBIA PUCK XPOMOCOMHBIX
aHOMaJIMil y Tuloga MO pe3yiabraTaM OHOXMMHYECKOTO CKPHUHHHTA CBIBOPOTOYHBIX MapKepOB
(mporpamma LifeCycle),xpomocomubie aHoMannu ObUTH BBISBJICHBI TOJIBKO B IByX CIydasX.

CoderaHue YIbTPAa3BYKOBBIX MapKepoB C BO3pacTHbIM Qakropom (>35 ner) w/wm ¢
W3MCHCHHBIM OMOXMMHYECKUM CKPHUHUHTOM CBIBOPOTOYHBIX MAapKEPOB 3HAYUTEIHHO TMOBBIMIAIN
s¢dextuBHOCTy WHBa3uBHOW [IJI. B HamemM wucciaemoBaHMM B JaHHBIX Ciydasx TOKa3aTelb

s dexTrBHOCTH HHBa3uBHOM I1]] nocturan 52 % puc. 2).
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Puc. 2. 9¢ppexmuenocmo unsasuenoii I1/] npu pasnuunvlx NOKA3aHUAX K ee NPO8edeHUo

Haubonee 1neHHbiM Y3 MapkepoM XpPOMOCOMHBIX aHOMAJHMH MO IMpaBy CUUTAETCS TOJIIMHA
BopotHukoBoro mpoctpanctea (TBII). B namem uccrnemoBannu TBII y maomoB ¢ cuHapOMOM
Jlayna B cpoke recranmuu 11-13,6Henens nmena 3nadeHus or 1 mm g0 5,0 Mm. Cpenu KeHIIUH C
cunapomoM Jlayna y miozna B 12 cnydasx u3 24 (50 %)0butn BBISBICHBI YIBTPa3BYKOBBIC MapKephI
XPOMOCOMHOH MaTOJO0TUX B TIEPBOM TPUMECTpE OEPEMEHHOCTH B BUJI€ PACIIMPEHHUS] BOPOTHUKOBOTO
MpOCTpaHCTBa. BmecTe ¢ Tem pacimmpeHre BOPOTHHUKOBOTO MpocTpaHcTBa Habmromanock B 30

cnydasix. To ectb B 18 (60 %)cinydasx He ObLIO BBISBICHO XPOMOCOMHBIX aHOMAJIWH y ILJIOAA.



Hopmanbeubiii kapuotun npu yBenuueHuu TBII y mmoma Henb3sh OIHO3HAYHO pACIICHUBATH
MTOJIO’KUTENBHO.

Kak yxxe oTMe4anoch IpyriuMu UCCIIEIOBATENSIME, PACIIMPEHUE BOPOTHUKOBOTO MPOCTPAHCTBA
SBJISIETCS TUMUYHBIM (PEHOTUIMYECKUM MPOSBICHUEM, XapaKTEPHBIM HE TOJBKO JIJISI XPOMOCOMHBIX
aHOMaJluii, HO W Ui BPOKIACHHBIX MmopokoB pasButus (BIIP) [5]. Hambomee wacto w3 BIIP
PETUCTPUPYIOTCS BPOXKICHHBIE IIOPOKHU CEP/Illa M CKEJIeTHBIC AUCIUIa3uu [4].

B HacTositee Bpemsi MpeHaTaIbHOE BBISBICHUE CHHAPOMATHHOW MATOJOTHUHU Y ILIONOB ¢ Y3-
Mapkepamu win BIIP sBisiercss cBepx3agadeil, © B HEKOTOPBIX CiIydasX HaM MOXET OKa3aTb
3HAYUTEIHHYIO TIOMOIIb COBPEMEHHBbIE METONbl HccliefoBaHuA. lcrmonb30BaHHE XPOMOCOMHOTO
MukpomarpuuHoro aHamu3za (XMA) B mpeHaTalbHOW IUArHOCTUKE TPYIIONW HCCleaoBareieh
Wapner R.J. et alio3Bonuiio onpeaeauTb TOMOJIHUTEIbHBIC KINHHYSCKH 3HAYMMBbIC OTKJIIOHCHUS Y
6 % 1008, UMEIOMUX Y3-MapKepbl U HOPMaJIbHbIH KapHOTHIT [6].

OnHOlt W3 OCHOBHBIX 3aJad Bpaya-TeHETHKa SBJSETCS BBIOOp MPaBMWIIBHOIO MeETOoAa
MOATBEPKIAIONICH TUArHOCTUKU. [IoMHMO JBYX, CTaBIIMX yXKe KJIACCHUECKUMHE, METOJIOB H3yYCHHE
XPOMOCOMHBIX aHOMAaJIMIi — KapUOTHIIMPOBaHUS U (uiyopecleHTHOM rudpuan3anmu in situ (FISH-
METO]I), B TIOCJIEHEE BpeMsl 0OJIbIliee PacpOCTPAHEHUE MOTYIAIOT METO/IbI HA OCHOBE TEXHOJIOTHH
XMA. Kaxaplil U3 NepeuncI€HHbIX METOOB TUATHOCTUKH UMEET CBOM MOKA3aHUSI K TPUMEHEHUIO
U Takke orpanmdyeHus. XMA oOnagaer HamOonbliedl WHPOPMATHBHOCTHIO, HO HE MO3BOJISET
OTIPEICTUTh COATAHCHPOBAHHBIE XPOMOCOMHBIE TIEPECTPOUKU W WHBepcHH. {15 ux oOHapyKeHUs
BCE €II€ HCHOJB3YIOT KapuotunupoBaHue. XMA, Kak M MHOTHE [IpyTM€ COBPEMEHHBIC
BBICOKOTIPOM3BOIUTEIbHBIE METOABl HCCIEOBAHUS, IMO3BOJSET MOJYYUTh OOJBIIOE KOJIUYECTBO
nH(OpPMAIIUU O XPOMOCOMHBIX a0eppanusx, OJHAKO KIMHUYECKas 3HAYMMOCTh TOJBKO YacTH U3
HUX JTAJICKO HE BCETIa OMHCaHa.

Korna peub 3aXoAMT TONBKO O BBIABICHUHM AaHEYIUIOMAWN, TO MOMUMO KapUOTHIIMPOBAHMS
BO3MOYKHO HCIIOJIb30BaHHE MYJIBTUIUIEKCHONW aMIuiduKaiuu JurupoBadubix 30H10B (MLPA B
AHIVION3BIYHOM JMTEparype), KonumdecTBeHHbIH (uryopecuententHoiii [P (QF-PCR), anamu3
KOPOTKHX TaHJAeMHBIX MOBTOpOB (STR).

HeoOxomumo Takke OTMETHTH, YTO HCIIOJIb30BaHUE BBICOKOYYBCTBHUTEIBHBIX MOJIEKYISPHBIX
METOZIOB TPU JIMArHOCTUKE MO TKAaHW XOPHOHA U IJIALEHThl MOKET MPUBECTH K MOBBILICHUIO YUCIIA
JIOXKHOTIOJIOKUTENBHBIX ~ PE3yIbTaTOB, a TaKXKe pe3yJAbTaToB ¢  OOJNBIIOH  CTEMEHBIO
HEOTMpeACNEHHOCTH MPOTHO3a. [IpruunHONi MOTOOHBIX TPYTHOCTEH SBISETCS OOJIBIIOE HAKOILIICHHE
MATOJIOTMYECKUX MYTalMi B TKAHU IUIALIEHTHI, M0 CPAaBHEHHIO C IUIOAOBBIMH KJeTKamH. bombliee
cofiepaHue IUIOJOBBIX KJIETOK HMEETCSs B aMHHUOTHMYECKOM J>KHMIKOCTH; aMHUOIMTHI HAMHOTO
TOYHEE OTPaKalT TEHETHMUYECKHWH CTaTyC IUIoJa 1O CpPaBHEHUIO C KIeTKaMu Tpodoobiacra.

[IpuMeHeHHEe  METOJOB  MOJIEKYJSIPHOTO — KapUOTHUIMPOBAHHUSA, O4YEBHAHO, Oymer  Oonee



WH(pOpPMATUBHO TIPU TPOBEJACHUW aMHHUOIlEHTe3a B Hadane |l Tpumectpa OepemeHHOCTH TIO
CPaBHEHHIO C XOPHOH- U TUIALEHTOOUOTICHEH.

B cBsI31 ¢ MHTEHCHBHBIM Pa3BUTUEM METOJI0B BBICOKOIIPOM3BOJUTEIILHOTO CEKBEHUPOBAHUS Ha
CErO/IHSAIIHUI JI€Hb B psAJE€ CTPaH MUpPAa MPUMEHSAIOTCA METOAbl HEMHBA3MBHOIO IMPEHATaJIbHOTO
TEHETUYECKOTO TECTUPOBAaHUS YacTO BCTPEYAEMbIX AaHEYIUIOMAMM 10 (parMeHTUPOBAHHOM
BHeksieTouHoi JIHK muiona B kpoBu Matepu.

3akirouenue

YenenHas peanusais MacCOBOTO PaHHETO MPEHATAIbHOIO CKPUHUHIA BO3MOYKHA TOJBKO MPH
YETKOM OpraHW3ali COBMECTHOW palbOThl Bpayed JKEHCKUX KOHCYJIbTAlluid, KaOWMHETOB
MPEeHATaJIbHON AMArHOCTHKH, Ta00paTopuu, OCYIIECTRISAIONEH OMOXUMHUECKUN CKPUHUHT, Bpaueii-
TEHETHKOB M CHEIHMAIMCTOB JabopaTopuil MpeHaTanbHON quarHoCTUKU. JlanbHeiimero pa3BuTs u
COBEPIIICHCTBOBaHMs TpeOyeT IUTOTCHEeTHUecKas cocTaBistomas ciayxoer [IJ[. B memsx
MTOBBIIICHUS TUarHOCTUYECKUX BO3MOKHOCTEN U JUIsSI COKPAILEHUSI CPOKOB ITOJIY4EHUS PE3YJIbTaTOB
TEHETHYECKUX AaHAJIU30B HEOOXOJMMO BHEApATH B pabory maboparopuil MpeHaTaabHOU
JMarHOCTUKY HOBBIE METO/Ibl HCCIIEIOBAHMS, TAKUE KaK XPOMOCOMHBIN MUKPOMATPUYHBIN aHAIN3 U
meton kommuectBennoi I[P (QFPCR).

JIns  JOCTOBEpHOM OIEHKM PE3YJbTAaTOB pAaHHEW NpeHaTaJbHOW JUAarHOCTHKH TaKkKe
HEOOXOIMMO OpraHU30BaTh CHCTEMY «OpaTHOW CBS3M», C IOMOIIBIO KOTOpOH ciyx0a
MPEHATaJbHONW TUArHOCTUKM CMOXKET TOJIydaTh CBEACHHs 00 HCXomax OepeMEeHHOCTEH U pOJOB
peOEHKOM C TE€HETHYECKMMHU HapyHIeHHSIMH W IMOPOKaMHU pa3BUTHSA, NMPOBOAMUTH aHAlIU3 CBOEH

paboThI, pa3pabaThiBaTh U BHEAPATH METOIbI onTuMaTu3amuu [1]1.
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