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XULOSA

Tadgiqot magqsadi: homilada xromosoma anoma-
livalari (XA) rivojlanish xavfi yugori bo ‘Igan homilador
ayollarda prenatal invaziv diagnostika (PID) usullarining
samaradorligini O zbekiston Respublikasi klinik tajribasi
asosida baholash.

Materiallar va usullar. 2025-yil 1-iyundan 2025-yil
31-dekabrgacha bo‘lgan davrda (7 oy) xavf guruhiga
kiruvchi 432 nafar homilador ayolda prenatal invaziv
diagnostika natijalarining retrospektiv tahlili o ‘tkazildi.
Homilador ayollarni tanlash 1 va II trimestrdagi
kombinatsiyalangan prenatal skrining natijalariga
asoslangan holda amalga oshirildi. Prenatal invaziv
diagnostika  xorion  biopsiyasi, amniotsentez va
kordotsentezni o'z ichiga oldi. Molekulyar-sitogenetik
tahlil 21, 18, 13-xromosomalar hamda jinsiy
xromosomalar  aneuploidiya  holatlarini  aniglash
uchun fluoressensiya in situ gibridizatsiya (FISH) usuli
vordamida amalga oshirildi.

Natijalar.  Prenatal invaziv diagnostika xavf
guruhiga kiruvchi 432 nafar homilador ayolda o ‘tkazildi.
Homilada xromosoma anomaliyalari 50 ta holatda
(11,6%) aniglangan. Eng ko‘p aniglangan patologiya
21-xromosoma trisomiyasi (9,9%) bo ‘ldi. Xromosoma
anomaliyalarining eng yuqori aniqlanish darajasi
biokimyoviy skrining bo ‘yicha yuqori xavfva ultratovush
markerlarining birgalikda kuzatilgan holatlarida (40%)
qayd etildi. I trimestr skriningi natijalariga asoslangan
holda o ‘tkazilgan prenatal invaziv diagnostika (15,1%)
1l trimestrga nisbatan (9,1%) yuqori diagnostik
samaradorlikni ko ‘rsatdi.

Xulosa. Tadgiqot natijalari xavf guruhidagi homila-
dor ayollarda prenatal invaziv diagnostikaning yuqori
diagnostik ahamiyatga ega ekanligini tasdiglaydi.
Eng samarali tanlash mezoni biokimyoviy skrining
natijalari va ultratovush markerlarining kombinatsiyasi
hisoblanadi. Olingan ma’lumotlar xavf guruhlarini 1
trimestr skriningi bosqichida erta aniglash muhimligini
ko ‘rsatadi.
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SUMMARY

Objective. To evaluate the effectiveness of prenatal
invasive diagnostic (PID) methods in high-risk pregnant
women with suspected fetal chromosomal abnormalities
(CA) based on the analysis of clinical experience in the
Republic of Uzbekistan.

Materials and methods. A retrospective analysis
of the results of prenatal invasive diagnostics was per-
formed in 432 high-risk pregnant women during the pe-
riod from June 1, 2025 to December 31, 2025. The se-
lection of patients was based on the results of combined
prenatal screening in the first and second trimesters.
Prenatal invasive diagnostics included chorionic villus
sampling, amniocentesis, and cordocentesis. Molecular
cytogenetic analysis was performed using fluorescence in
situ hybridization (FISH) to detect aneuploidies of chro-
mosomes 21, 18, 13 and sex chromosomes.

Results. Prenatal invasive diagnostics was per-
formed in 432 high-risk pregnant women. Fetal chromo-
somal abnormalities were detected in 50 cases (11.6%).
The most frequently diagnosed abnormality was trisomy
21 (9.9%). The highest detection rate of chromosomal
abnormalities was observed in cases with a combination
of high biochemical screening risk and ultrasound mark-
ers (40%). Prenatal invasive diagnostics based on the
results of first-trimester screening showed higher diag-
nostic efficiency (15.1%) compared with second-trimes-
ter screening (9.1%).

Conclusion. The results of the study confirm the high
diagnostic value of prenatal invasive diagnostics in high-
risk pregnant women. The most effective selection crite-
rion is the combination of biochemical screening results
and ultrasound markers. The obtained data indicate the
importance of early identification of high-risk groups at
the stage of first-trimester screening.

Keywords: prenatal screening, prenatal invasive di-
agnostics, chromosomal abnormalities, FISH diagnos-
tics, Down syndrome.
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Bpoxaennsie 3a00eBaHus SBISIOTCSI OHOW U3 Be-
JTYITIX TIPUYUH PAHHUX BBIKUIBIIICH, MEPTBOPOXKICHHUS,
MIEPUHATAJIBHON U MJIAICHYECKOH CMEPTHOCTH, a TaKKe
BPOXKIICHHON WHBAJMIHOCTH. BpokieHHbIC 3a0oeBa-
HUS WMEHYIOTCSl TaK)Ke BPOKICHHBIMH aHOMAJHSMHU,
BPOKICHHBIMH TTOPOKAMHU Pa3BUTHS WM BPOXKICHHBIMHI
nedexramu pasButusi. OHEM MOTYT OBITh OMpEIETIECHBI
KaK CTPYKTypHbIC WIH (YHKIHMOHAIBHBIC OTKIOHCHUS
OT HOPMBI (HampuMep, METabOIMYCCKUE PACCTPONCTBA),
KOTOPBIE MPOSBIIAIOTCS B IEPHOA BHYTPHYTPOOHOTO pas-
BHUTHS ¥ MOTYT OBITH BBISIBIICHBI IO POKACHUS, BO BPEMs
POXKIICHHS, a WHOTAA JIMIIb HA OOJiee MO3MHHMX 3Tamax
YKU3HH, KaK, HAIPUMEp, HapyIICH!s ciryxa. B menom moj
TEPMUHOM «BPOXKACHHBINY» MOHUMAETCS HAIWYHE TPU
POXKJICHUH WK B OPOIOBOM mepuon [1].

ITo nmamueiv BO3, exerogHo BO BCeM MHUPE OT
BPOXKIICHHBIX 3a00JIcBaHMII B TeueHHe 28 qHEW mocie
poxknenuss ymupaer oxosio 240 000 HOBOPOXKICHHBIX.
BpoxaeHnbie 3a00JI€BaHNs TAKXKE SIBISIOTCS TPAYUHON
cmeprt eme 170 000 nereit B Bo3pacte oT 1 mecsua 1o
5 ner. BpoxneHHble 3a00JeBaHUST MOTYT CIIOCOOCTBO-
BaTh Pa3BUTHIO UIMTEIFHONW MHBATUIHOCTH, YTO HaHO-
CHUT 3HAUUTENBHBIN yIIepO OTASTBHBIM JIUIIAM, CEMbSM,
cHUCTEMaM 3/IpaBOOXpaHEHUs W o0miecTBy. [IeBsITh u3
JIECATH JICTEH, POJMBIINXCS C CEPhE3HBIMH BPOXKIICHHBI-
MU 3200JI€BaHUSMH, TPOKUBAIOT B CTPaHAX C HA3KUM U
CpemHNM ypOBHEM 1oxofa. [1o Mepe CHIDKEHHS TMoKa3a-
TeJIell HeOHATAIIbHON CMEPTHOCTH M CMEPTHOCTH JICTEH B
BO3pACTE 0 5 JICT, BPOXKACHHBIC 3a00JICBAHUS CTAHOBSIT-
cs Bce OOJbIIeH MPUYMHON HEOHATAaTbHOW CMEPTHOCTH U
CMEpTHOCTH JieTel B Bo3pacte 110 5 set. Hanbonee pac-
MPOCTPAHCHHBIMH TSDKEJIBIMUA BPOXKICHHBIMU  3a00JIe-
BaHUSIMH SIBJISIFOTCSL TIOPOKHU Ccepliia, 1eeKThl HEPBHOM
TpyOKu u curapom Jlayna [1].

Panusis quarHocTHKa T€HETUYECKUX HAPYIICHUH y
IJ10/1a SIBJIAETCS] BAXKHOM 3a/laueli COBPEMEHHOMW IpeHa-
TaJbHON MEIUIIMHBI, TOCKOJIBKY ITO3BOJISICT CBOCBPEMCH-
HO BBISIBJIATH MATOJIOTHIO, OTIPE/ICIIATh TAKTHKY BEICHUS
OepeMeHHOCTH W CHIKATh PHCK POXKICHHS JETeH C Ti-
YKEJIBIMHU HACJICACTBEHHBIMU 3a00JIEBaHUSMH.

B mocnennue necaTuieTHs 3HAYMTEIBHOE pa3BU-
THE TIOJIYYWJIA METOAbI MPCHATAILHOW JHATHOCTHKH,
BKJTIOYAIONINE HEMHBA3WBHBIC M WHBA3WBHBIC TOIXOIBI.
[IpenaranbHBIN CKPHHUHT C UCTIOJIB30BAHNEM YIBTPA3BY-
KOBOT'O HCCIICZIOBaHHS, OMOXUMHYCCKOTO aHAIN3a ChIBO-
POTKH KPOBHU OCPEMEHHOW ¥ HEMHBAa3UBHOTO PCHATAIIb-
HOTO TECTUPOBAHMUS, UMEIOT PEIIAoNiee 3HAYCHUE IS
BTOPUYHON MPODHUIAKTHKN BPOXKIEHHBIX 3a00JeBaHUN
[2]. IIpoBeneHue mpeHaTaaIbHOTO CKPUHUHIA MO3BOJISIET
c(opMHUpOBaTh TPYIIIEI PUCKA IO XPOMOCOMHOM aHOMa-
muu (XA) mnoga. OgHAaKO OKOHYATEIBHOE MTOATBEPIK/Ie-
HHUE THarHO3a BO3MOYXKHO TOJIBKO C MCTIONB30BaHUEM HH-
Ba3HMBHBIX METOJIOB MPCHATAIILHON JUATHOCTUKHU, KOTO-
pbie 00CCIIEUHUBAIOT MOyYCHHE KICTOYHOTO MaTepualia

TUToZa JUTS IATOT€HETHYECKOTO M MOJEKYJISIPHO-TeHEeTH-
YecKoro aHanm3a. [IpeHaTanpHas TUArHOCTHKA OOBITHO
BKJIIOYAeT MHBA3UBHbIE METO/IbI 3a00pa 00pa3IoB, Takue
KaK aMHHOLICHTE3, OMOIICUSI BOPCHH XOPHOHA HIIM KOp-
JIOTIEHTE3, IS TeHETUIECKOTO TeCTUPOBaHUS Tuiona [2].

OpHako, HECMOTPS Ha BBICOKYIO AHATHOCTHYECKYIO
[IEHHOCTh MHBA3UBHBIX MPOIEAYD, UX IPUMEHEHNE CBS-
3aHO C ONpeJIeNICHHBIMHI PUCKAMU IJIsl TEYeHHsI OepeMeH-
HOCTH, YTO TpeOyeT 4eTKoro oOOCHOBAHHMS IOKa3aHUH
K X TPOBEICHHIO. B CBs3M ¢ 3THM 0co0oe 3HaueHHE
npuobpeTaeT oreHka AP(GEKTUBHOCTH IPEeHATATHHON
nnBazuBHoi auarnocruku (ITMJ]) y 6epemMeHHBIX, OTHO-
CSIIIUXCS K Pa3IMYHBIM FPYIIIAaM PUCKA IO Pa3BUTHIO XA
y mIoza.

B Pecnybnuke Y30ekucraH B TOCIEIHNUE TOABI aK-
THUBHO BHEAPSIOTCS COBPEMEHHbBIE TEXHOJIOIMU IpeHa-
TaJIBHOTO CKPUHHMHTA W JUATHOCTHKY, HAIPABICHHBIC
Ha paHHEE BBIABICHHE BPOXKACHHBIX M HACIEICTBEH-
HBIX 3a00JeBaHMid. B HacTosiee Bpemst B Hallel cTpa-
He comacHo I[loctanosnenuto Ilpesupenra Ne 296 ot
08.09.2023 r. «O mepax IO OXpaHe 310pOBbsS MaTepu
" peOeHKa, YKPEIUICHHIO PETPOIYKTHBHOTO 3T0POBBS
HaceleHus» Ha 0aze oraeneHUil « CKpUHUHT Marepw U
pe6énkay Pecrybmmkanckoro Crennaii3upoBaHHOTO
Hayuno-IIpaktiuueckoro MeauuuHCKOro eHTpa 310po-
BbsSl MaTepu U peOEHKa M ero 14 peruoHaIbHBIX (UIH-
AJIOB PEATM3YIOTCS PSA MEpOIPHATHH, HaNpaBICHHBIX
Ha paHHee BBISIBJICHUE BPOXKIEHHBIX 3a00jieBaHMN Ha
J0poJoBOM dTare. [IpeHaranbHblil CKPUHUHT BKIIIOYAET
B ce0s1 KOMOMHUPOBAHHBIN YIIETPA3BYKOBON U OMOXHMU-
yeckuii ckpunudr | u Il Tpumectpa, a Takxke B cirydae
BBISIBJICHHSI BBICOKOTO pHUCKa 10 XA IUI0/1a MpOBEICHUE
1a.

OnHako BOIPOCH A(PQPEKTUBHOCTH MPUMEHEHHS
TIN]] y GepeMeHHBIX TPYIIBI pUCKa TPEOYIOT MaabHEH-
TIeTO N3yYCHUS U aHAJIN3a C YIeTOM PETHOHATBHBIX 0CO-
OeHHOCTEH, CTPYKTYphI ()aKTOPOB PUCKA ¥ OpraHU3aLMH
CUCTEMBI JI0POI0OBOM MOMOIIIH.

B cBs3M ¢ 3THM TETBIO HACTOSIIETO MCCICIOBAHUS
SIBIISIETCSL OlleHKa 3(PPEKTUBHOCTH TPUMEHEHHUS METO-
noB [IM]] y OepeMeHHBIX pa3MYHBIX TPYII PHCKa Ha
OCHOBE aHaJM3a KJIMHHYECKOro ombita B PecmyOiike
Y30exucraH.

MATEPUAJI 1 METO/JbI

JlaHHOE HCcienoBaHue MPEACTABIIET CO00H peTpo-
CIIEKTHBHOE HaOII0aTelIbHOe KOTOPTHOE UCCIIE0BaHuUE,
BKJTIOUAOIIEe aHAIN3 PE3yJAbTAaTOB IIPEHATAIHLHON WH-
BasuBHOM auarHoctuku (ITN]I) y 6GepeMeHHBIX TpyTIbI
BBICOKOTO PHCKa 10 XPOMOCOMHOM MaTOJIOTHH ILIOJA.
WccnenoBanne mnpoBeeHo B oOTAeiaeHUM «CKPUHHMHT
Matepu U pebEHka» PecryOmuKaHCKOTO CIIeIHaTu3upo-
BAaHHOTO HAYYHO-TIPAKTHYECKOTO METUIIMHCKOTO IIEHTpa
3n0poBbs Marepu u pedbénka (PCHIIMI[3MuP) u ero
peruoHabHbIX Guinanax B byxapckoii, CamapkaHIcKoi
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n @epranckoii obOmacTsixX, a Takke B PecmyOnmke
Kapakanmakcran B mepuon ¢ 01.06.2025 mo 31.12.2025
rr. (7 mecsineB). Bee nanmenTtku noanucanu MHGOpMH-
poBaHHOE JTOOPOBOJILHOE COIIacue Ha IPOBEICHHE HH-
Ba3WBHOW IHATHOCTHKH ¥ HCIIOIB30BaHUE OOE3THYCH-
HBIX JTAaHHBIX B HAYYHBIX IETIAX.

KpurepusiMu BKIIIOUYEHHS B UCCIIEI0BAHNE SIBIISUINCH:
OepeMeHHbIE KEHIIMHBI C BHICOKMM PHUCKOM XPOMOCOM-
HBIX aHoMaJwii (XA) mioja 1mo pe3yjabraraM MpeHaTa b-
HOTO CKPWHHUHTA, T€CTAI[MOHHBIN CPOK OepeMEeHHOCTH
12-21 Henenu, a Tarke Hajaudue WH(GOPMHPOBAHHOIO
JI0OPOBOJIBHOTO COIIACHS HA ITPOBEACHHE IIPEHAaTAIBLHOMN
nuBazuBHON auarHoctuku ([THU]T). Kpurepusimu uckimo-
YEeHUS SBISUIMCH: HEMOJHBIC KIMHUYECKHEe MIIH Jabopa-
TOpHBIE JAaHHBIC, a TAKKe OTKa3 OepeMeHHOH OT mpoBe-
nenwust [T,

KomMOMHMpOBaHHBII NpeHaTIbHbIA  CKPUHUHT |
TpUMeCTpa BKJIIOYAJ TPOBEICHUE YIBTPA3BYKOBOTO HC-
cnenoBanns (Y3U) B cpoke recranmu 11-13,6 Hexenb
C LENbI0 BBISBICHUS BPOXKIEHHBIX IOPOKOB Pa3BHUTHS
(BIIP) rutona u oueHKHM OOLIENIPUHSTHIX Y3-MapKepoB
XA mioma, TakuX KaK yBEJIHMYCHHWE TOJIIWHBI BOPOT-
HUKOBOTO TIPOCTPAHCTBA, YKOPOUYEHHE UTMHBI HOCOBOM
KOCTH, OCOOEHHOCTH KPOBOTOKA B BEHO3HOM IIPOTOKE C
OIpe/IeIeHHEM ITyJIbCAIIMOHHOTO MHJEKCA, a TaKkKe Ha-
JYUe PETyPTUTANHN Yepe3 TPUKYCHHUIATBHbIA KIIamaH.
Kpome Toro, mpoBOIMIOCH OMIpeAeIeHNEe KOHIIEHTPAIIIH
OMOXMMHYECKHX MapKEPOB — aCCOLMUPOBAHHOTO C Oepe-
MEHHOCTbIO M1a3mMenHoro nporerna A (PAPP-A) u cBo-
001HO# B-cyObeTMHUIIBI XOPHOHIMYECKOTO TOHAIOTPOIIH-
Ha venoBeka (B-XI ) B cbIBOPOTKE KPOBH OEpeMEHHOM.

B ciryuae orcyterBus ckpuHuHra I tpumecrpa i
10 JOTOJHUTEIBHBIM OKa3aHUSM I0CJIe MEJUKO-TeHe-
TUYECKOW KOHCYNBTAllMH TPOBOIMICS KOMOWHHPOBAH-
HbIM TpeHaraibHblil ckpuHUHT I TpumecTpa, KOTOpbIi
BKJItouan mnposefgeHue Y3U B cpoke recrauuu 16-20
Helleslb C LEJbI0 JICTaNbHOM OLIEHKM aHaTOMHYECKHX
CcTpykTyp mona u BbisiBiaeHusi BIIP, a taxxke oneHku
V3-mapkepoB XA mioga. Kpome Toro, mpoBommioch
orpezieIeHle KOHIIEHTPan OMOXMMHUYECKUX MapKepOB
B CBIBOPOTKE KpPOBHM OepeMeHHOH, BKirodas anbgha-de-
tonporent (APII), XxopHoHHYECKUI TOHAIOTPONIUH Ye-
noBeka (XI'Y), ceoboansiii actpron (HD), kotopsie uc-
TTOJIL3YIOTCS JIJISl OLIEHKH prcka XA W HekoTopbix BITP
Ioza.

Marepuanaom Juisi HCCIIEOBaHUS OMOXMMHUYECKHX
mapkepoB [ u II TpumMecTpa ey umm oOpasIsl BEHOZHON
KpOBU OEpPEeMEHHBIX, B3ATHIX MOcie mpoBeneHus Y3U.
V3amMepenust KOHIIEHTpALMK ChIBOPOTOYHBIX MapKepOB
MPOBOMINCE Ha TecT-cucremax ¢upmel «Wallac Oy/
Perkin Elmer Life & Analytical Science» MeTomom um-
MyHO(ITIOOpOMETpHUH. 3a MOPOTOBLIC 3HAUCHUS TTPUHH-
Manuch konebanust PAPP-A, B-XT'Y, A®II, XI'Y u HD
B npexenax 0,5-2,0 MoM. [lns pacuera MHAUBUAYaIIb-
HOTO PHCKa POXIeHUs peOeHKa ¢ XA ¢ yueToM Bo3pacTa
MaTepy, JaHHBIX (ETOMETPUIECKUX MapaMeTpoB ILIOJA,
KOHIIEHTPAIIMH CBIBOPOTOYHBIX OEJIKOB, HCIIOJIB30BANIACH
nporpamma LifeCycle 2.4 npoussonctsa «PerkinElmer
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(CIODA) ¢ yuerom moporoBoro 3Hadenust (1:100).
[IporpamMma aBTOMAaTHYECKN PACCIUTHIBAET PHUCK POXKIIE-
HUsE pebeHka ¢ cunapomoM JlayHa, cuHIpoMoM DjBapca,
[Taray, TepHepa u nedekroM HEpBHOM TPYOKH, KOTOPBIH
yKa3bIBaeTCs B IH(pax, MOPOroBoe 3HAYCHUE PUCKA CO-
crassier 1:100. CTeneHb pucka XpOMOCOMHOMN TIaToJ0-
MU OLIEHUBAJIU, KaK BBICOKYIO Ipu cooTHomenuu 1:100
n 6onee, npu coorHowenuu 1:100-1:1000 — npomexy-
TouHbIi, 1:1001 1 HIDKE — HU3KHIA.

Ha ocHoBanmm pe3ymnbratoB KOMOHMHHPOBAHHOTO
npeHarainbHoro ckpununra I u Il TpumecTpoB ObLia BbI-
JleJieHa TpyIina OEpPEeMEHHBIX C BRICOKUM HHIMBHYaJb-
HBIM pUCcKoM XA 1utona aiist mposenenus [T /1. Bpagom-
TCHETHKOM TIPOBOIMJIACH pa3biACHUTEIbHAs Oecema C
OepeMeHHBIMHU U YJICHAMH X CEMbH, OpaJioch HH(HOPMHU-
poBanHoe coniacue Ha nposenenue [T1]]. B 3aBucumo-
CTH OT CpoKa OEPEMEHHOCTH U KIIMHUYECKUX TOKa3aHUH
TIPOBOAMIICE CIIAYIONINE METOIbI MHBa3HBHOM JHarHO-
CTHKH:

* XOpHOHOHOIICHS BBINOJHSIACH B CPOKE IecTallin
11-14 nenens 6epemennocru. [lomyyenue BOpcuH Xopu-
OHa OCYIIECTBISIIOCH TPAHCAOJOMIHAIBHBIM METOIOM C
HCTIOIb30BAHUEM OJIHOPA30BOM MMYyHKIIMOHHOM HUIJIBI.

* AMHHUOLEHTE3 MPOBOAMIICS MPEUMYIIECTBEHHO B
cpoke bepemenHoctu 16—20 Henensb. C MOMOIIBIO TyHK-
IIMOHHOW WIJIBI OCYIIECTBISUIACh aCIHpanys aMHHAOTH-
YEeCKOH KHUIKOCTH Yepe3 MEPeHIO OPIONTHYIO CTEHKY
OepeMeHHOIA.

» KopmoueHte3 BBINONHSIICS NPU HEOOXOIUMOCTH
YTOYHEHHUsI JHWarHo3a B OoJyiee TO3THHE CPOKH Oepe-
MEHHOCTH, Kak TpaBmio mocie 20 Hemenb TecTaluy.
[poneaypa 3akiroyaiach B MyHKIIUU ITYTIOBUHHOMN BEHBI
¢ 3a00pOM KpOBH TLIO/1A.

Bce mpomexypbl MCTIONB30BATUCH TOA KOHTPOJIEM
V3U, nony4ueHHbIH MaTepral (BOPCHHBI XOPUOHA, aMHH-
OTHUYECKAsl XKHUIKOCTh, TyTIOBUHHASI KPOBb) HAIIPABIISIICS
JUIE  MOJIEKYJISIPHO-LIUTOTCHETHYeCKoro ananuza. Jlis
BBIBIICHUS XA IUTOAa MPHMEHSIACh (ITyopecIieHTHAs
rubpuamzanys in situ (FISH) ¢ ucnonp3oBanuem crnery-
¢dunueckux npokapoonnpoBanHbix JJHK-30n108. Llensio
UCCIIE0BaHUs ObUIO ONpeJiesieHue HaMYKis TPHCOMUM
o 21-it (Down syndrome), 13-ii (Patau syndrome), 18-i
(Edwards syndrome) xpomocomam, a TakXe IMOJOBBIX
xpomocoM (X 1Y) JIsI BBISIBIICHHSI aHEYTIIIOUTUH.

Craructiyeckas oO0pabOTKa IMOMYyYCHHBIX JAaHHBIX
MIPOBOJMJIACH C HCIIOJIBb30BAHMEM METOOB OIHMCATEINb-
HOM M CpPaBHUTENILHOW cTaTuCTUKH. KoimdecTBeHHbIE
MTOKA3aTeNIN TPECTABICHBI B BHE a0CONIOTHBIX 3HaUe-
HUI ¥ OTHOCHTENBHBIX 4acToT (%). s oueHku pas-
JUUUil MeXAy TpyNIaMu UCIOJIB30BAJICS KpuTepuil x>
(xu-xBagpar) Ilupcona. CTaTUCTUYECKH 3HAYMMBIMHU
CUHMTAIUCH PA3JINYHS TP YPOBHE 3HAYMMOCTH P < 0,05.
Jlist ananusa BeisBIsieMOCTH XA IUT0/]a B 3aBUCUMOCTH
OT KpUTEpUeB 0TOOpa OEPEMEHHBIX B I'PYIILYy BBICOKOTO
pucka (OMOXMMHYECKHA CKPUHUHT, ¥Y3-MapKephl WIH HX
COYeTaHNe) MPUMEHSJICS CPAaBHUTEIBHBIN aHAIN3 YaCTOT.
Takoke nmpoBoxMIIOCH cpaBHEHNE AP PEKTUBHOCTH IIPOBE-
nenus [TN]] o pe3ynbraraM mpeHaTaIbHOTO CKPHHUHTA
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I u IT TpumectpoB GepemenHocTn. CTarucTUdeckast 00-
paboTKa JaHHBIX POBOAMIACH C MUCIIOIb30BAHUEM IIPO-
rpammuoro makera SPSS 26.0 (IBM, USA).
PE3VJIbTATBI UCCJIEJJOBAHUMI
CornacHo JIaHHBIM TPOBEICHHOTO MCCIIEI0BaAHMS 32
niepuox ¢ 01.06.2025 1. mo 31.12.2025 roxn (7 MecsieB)

[IN]] 6b11a mpoBeneHa y 432 GepeMEHHBIX TPYIIIB PHU-
cka. /lannbie o nposeaenuto [11]] B pa3zpese pernoHos
1 COOTHOILIEHHE C IPEHATAIbHO AMArHOCTHPOBAHHBIMU
ciryyasmu XA 110712 IpeJcTaBlIeHbl B Tadmuue 1.

Tabnuya 1

CooTHOLIEHNE NIPEHATAJIbHO JHATHOCTUPOBAHHBIX ciy4aeB XA y IU104a B pa3pe3e perHOHOB
3a nepuoz ¢ 01.06.2025 r.-31.12.2025 ron

Peruonst BCEI'O |% XA e BblsBiIeHO | Her pesynbratoB | XA BbLiBICHO | % BbIiBIeHUsS XA
TamkeHT 261 60,4 225 4 32 12,3

Hyxkyc 38 8,8 32 2 4 10,5

byxapa 17 3,9 15 0 2 11,8

Camapkasg | 67 15,5 58 1 8 11,9

Deprana 49 11,3 44 1 4 8,2

BCEI'O 432 100% |374 8 50 11,6

OCII0)KHEHUH, CBSI3aHHBIX C IIPOBEICHUEM MHBA3HB-
HBIX MIPOIIEAYP (CaMOTIPON3BOIBHBIN BEIKUIBIII, KPOBOT-
edeHne, NHPEKIIMOHHBIE OCIOKHEHNUS), B UCCIIEAyeMOH
IpyIIIe 3aperucTPUPOBAHO HE OBLIO.

OCHOBHBIMH KPHUTEPHUSMHU Uil OTOOpa TPYIMIBI K
npoBenernio [TN]] sBIAINCE MHIUBUAYATBHBIN OHOXH-
mudecknid puck XA miona 1:100 u Gonee, n1Ba u 6onee
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BY3-mapkeps: XA = Boicoxnii pac no BC 5a XA
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II TpamecTp

V3- mapkepa XA (paciiupeHne TOJIIMHBI BOPOTHUKOBO-
TO MPOCTPAHCTBA, TUIOIIIA3US WIIH OTCYTCTBHE M300pa-
JKEHHSI HOCOBBIX KOCTeH U Jp.), BoisiBnenune BIIP mioxa,
a TaK)Ke COYETaHUE BBHICOKOIO PUCKA 110 OMOXMMHYECKO-
My ckpunuHry (BC) na XA mnoga u V3-mapkepo XA
mnona (puc. 1).

Bcero

B Coueranne Y3-MapKepos H BbICOK0ro pucka no BC ma XA

Puc. 1. CooTHomenue rpynmnsl pucka i nposenenus T/

B Tabnuiue 2 moka3aHO KOJIMYECTBO IPEHATAIBHO
JIMarHOCTUPOBAHHBIX CilyyaeB XA II0/1a B 3aBUCUMOCTH
OT KPUTEPUEB 0TOOPa B TPYIITY «BBICOKOTO PUCKa» TPH
MIPOBE/ICHUH MPEHATATBHOTO CKpUHUHTA | TpuMecTpa.

B Tabnuue 3 moka3aHO KOJIMYECTBO IPEHATAIBHO
JIMarHOCTUPOBAHHBIX CilyyaeB XA II0/1a B 3aBUCHMOCTH
OT KPUTEPUEB 0TOOPA B TPYIITY «BBICOKOTO PUCKa» TPH
MPOBEACHUH MpeHaTaabHoro cKkpuHuHra Il Tpumectpa.

CpaBHUTENBbHBIN CTATUCTUYECKUI aHaIU3 TOKa3all
JIOCTOBEpHBIE PA3IM4Ms B BBIABISIEMOCTH XA B 3aBH-
CHMOCTH OT KPHTEpHEB 0TOOpa OCEpEeMEHHBIX B TPYIITY
BBICOKOTO pHcka. Hanbosee BhICOKas BBIABIIEMOCTh XA
HaOJo1a1ach IPY COYETaHUH BBICOKOTO PUCKa N0 OHo-
XMUMHYECKOMY CKpUHHUHTY U Y3-MapkepoB — 40% (24 u3
60 cirygaeB). [Ipu M30IMPOBaHHOM MOBBIIICHHOM PUCKE
M0 OMOXMMHYECKOMY CKPHHHHTY XA BBISBISUINCH B
7,5% cayuae (21 u3 278), a npu HaIM4YUK TOJBKO Y3-
MapkepoB — B 5,3% ciyuaeB (5 u3 94). Craructuueckuii
aHaJIN3 TI0Ka3aJI TOCTOBEPHBIE Pa3IuIHs MKy IpyTIa-

Mu (x> = 55,35; p<0,001), 4TO CBHIETEILCTBYET O BbI-
COKOIl JTMarHOCTUYECKO 3HAUMMOCTH COYEeTaHHs OHo-
XIMUYECKHUX U YIBTPa3ByKOBBIX KPUTEPUEB IPU OTOOpE
OepemeHHBIX TSt TpoBeneHwst [T/,

B nenom no pesyneraraMm npeHaTaabHOrO CKPUHHUH-
ra [ Tpumecrpa XA y mioza Obuta BeisiBiaeHa B 15,1%
(27 u3 179), B TO Bpemst kak npu nposeneHuu [TN]] mo
pesyasratam I Tpumectpa XA miona ObuTa BEISIBICHA B
9,1% cny4aes (23 u3 253) (puc. 2).

CraricTHUeCKUH aHaiu3 I0Ka3ajl OTCYTCTBHE IO-
CTOBEPHBIX pa3nuuuii Mexay rpymnmamu (x> = 3,12; p =
0,078), oqHako oTMedanach TEHACHIINS K 60Jiee BHICOKOM
quarnoctuueckoi agdexrusuoctu [TN]] nocie npose-
JIeHusl CKpuHUHTa [ TpuMecTpa.

B pesynsrare mpoBeAeHHBIX MOJEKYISPHO-IIUTOTe-
HETHYECKUX HCCIeOBaHUNA XA TI0Aa OBUTH BBISBICHEI
B 50 cnyuasix, 4to coctaBuio 11,6% ot oOmiero xouu-
yectBa nposenenHor TN (50 u3 432), npu sToM ca-
Masi BEICOKas 4acToTa 0OHApyKEHHUS ObIIa OTMEUYECHA [T
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cunapoma Jlayna (Tpucomust 21 xpomocomsl) — 9,9% (43
n3 432), cunapom DaBapaca (Tpucomust 18 XpoMoCcoMbr)
6611 BoIsiBiIeH B 0,9% (4 u3 432), aHOoManuu MoJoBBIX

xpomocoMm — 0,5% (2 u3 432), a camast HU3Kas — IJIs CHH-
npoma Ilaray (Tpucomus 13 xpomocomsr) — 0,23% (1 u3
432) (puc. 3).

Tabnuya 2

BoisiBiisiemocTh XA y miioaa no pesyiasraram [IU/] B 3aBUCMMOCTH 0T KpUTEpPHUsi 0TOOPa GepeMeHHbIX I'PYINIbI PUCKA

B I TpumecTpe

DaKTOpbl pHCKA e ﬁBaP:;f;::::z:]ra oot s etaged i o
XA B I TpEMecTpe nagz:pm ckpaaaAra (PAPP-A, B- gj;::ﬂ::ef;li_‘z ?Kl:::;;;:_:—; BCELO
XTI .
TamkeHT
caenaso ITHTT 27 53 20 100
BEIABICHO XA 2. 3 9 14 (14%)
Hykyc
coemaso ITHTT 1 10 2 13
BBLABICHO XA 2 1 4 (30,8%)
CamMmapkaHT
cpemnaso ITH]T 2 20 8 30
BBUIBIIEHO XA 0 2 2 4 (13.3%)
Byxapa
caemaso ITIJ] 0 8 3 11
BEIIBIIEHO XA 0 ] 0 1(9,1%)
PepraHa
caenaso ITHLTT 0 25 0 25
BEIABICHO XA 0 4 0 4 (16%)
BCEI'O
eRenan TN 30 116 33 179
16,8% 64,.8% 18,4% 100,0%
BBHIABIeHO XA 3 i £ 2
10,0% 10,3% 36,4% 15.1%

Tabruya 3

BeisiBasiemocth XA y mioaa no pesyiabtatam IIU/] B 3aBucHMOCTH OT KpUTepHsi 0TOOpa GepeMeHHBIX I'PYIIBI PUCKA
B Il TpumecTpe

DAKTODEI DHCKA ¥3- 5 Pﬂ“'jb—m“_" CouerTanue PAKTOPOB PHCKA
petp MapKepbl e e (¥3-mapkepsl XA u pesyastar | BCETO
XA B II TpEMecTpe XA ckpuaHHATA (APIL, B-XT, R T e cxpn;]nnra)
H3) )
TamKeHT
caenado ITFLT 8 137 16 161
BBISBIEHO XA 0 9 9 18 (11,29%)
Hyxkyc
coenado ITFLTT 24 1 0 25
BBISBIEHO XA 0 0 0 0 (0%)
CamapKaH[I
coenado ITFLTT 4 23 10 37
BBISBIEHO XA 1 0 3 4 (10.8%)
Byxapa
coenado ITFLTT 4 1 1 ]
BBISBIEHO XA 1 0 0 1 (16,7%)
PepranHa
coenano ITFLT 24 0 0 24
EBISEIEHO XA 0 0 0 0 (0%)
BCET'O
cac e TN o4 162 27 253
) 25,3% 64.,0% 10,7% 100,0%
BhIfIBJ1eHO XA = = 2 : - = = =
3.1% 5.5% 44.4% 9.1%

Taxoke OBUTH MPOBEACH aHAIN3 BO3PACTHOH CTPYK-
TypbI O€pEMEHHBIX JKSHIITHH C BBIABICHHBIMU XA IIJI0/a!
TaK HanOOJIbIIEE KOJIMYECTBO XA 1U10/1a OBIJIO BLISIBIEHO
y OepeMeHHBIX TpyMIbl pucKa B Bo3pacre 35-37 ser —
19% (15 u3 79), manee mo Mepe yObIBaHUS B BO3pacTe
crapme 40 net —14,8% (8 u3 54), 37-40 net — 12,5% (8
n3 64), 30-34 rona — 10,7% (9 u3 84), 25-29 ner — 6,8%
(4 13 59) 1 HauMeHbIlIee KONUYECTBO B BO3PACTE MIIalIe
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25 ner — 6,5% (6 u3 92) (puc. 4).

OBCYXIAEHUE PE3VIIbTATOB

[Tonmy4yeHHbIE pe3ynbTaThl CBUAETEILCTBYIOT O BBICO-
KoM nuarnoctuueckor 3aunmoctu [1MJ] y 6epemennbix
TPYIITBI BEICOKOTO pPHCKa. B HacTosIeM mccienoBaHuH
XA mmona OiTH BBISIBIIEHBI B 11,6% ciiydaeB cpenu Bcex
IIPOBEIEHHBIX HMHBA3UBHBIX Hpouenyp. JaHHbIA mHoka-
3aTellb CONOCTaBUM C PE3yJIbTaTaMU MEXIYyHapOIHBIX



“)Kypnan meopemuueckou u knunuyeckou meouyunwt ”, Ne2, 2026 e.

UCCIICIOBaHUM, COIIACHO KOTOPBIM YaCTOTa BBISBICHUS
XA miona npu nposeneHnn [11]] y 6epeMeHHBIX TpyTI-
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B Cpenano ITH]T

IIBI BBICOKOTO pHCKa BapbupyeT oT 8% 1o 15% [3,4].

II TpaMecTp

B Brispjieno XA

Puc. 2. Coornomenue xonnuectsa [TM]] u BeisiBnenHoi XA y mona B [ u II TpumecTpax.

= Cuaapom Jayma
= Cumapom IMaray

Puc. 3. CHCKTp MNPpEHATaJIbHO BBIABJICHHBIX XPOMOCOMHBIX aHOMAJIHI mioaa.
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= CHEIpoM JaBapaca

“ AHOMA/IHH NOJI0BBIX XpoMoCoM

<25 et 25-29 mer 30-34 mer

ETIpogeneno ITH]T

35-37 netr 38-40 mer > 40 mer

B BpigBaeso XA

Puc. 4. Bo3pacTtHasi CTpyKTypa OEpeMEeHHBIX C BBISIBIEHHBIMU XA y IuIo/a.

Hamubonee pacrpocTpaHEHHON XpOMOCOMHOI MaTo-
JIOTHEH, BBIABICHHOW B XOJE HCCIIEAOBAHUSA, SIBIISIACH
Tpucomuss 21 (curapom JlayHa), koTopas COCTaBWIIA
9,9% ot olmiero uncna MpOBEAEHHBIX MPOLEAyp. ITO
COOTBETCTBYET AaHHBIM MHPOBOH JINTEPATYPHI, TI€ CHH-
npom JlayHa siBisieTcss Hauboee 4acTo BCTpeyarolencst

XPOMOCOMHOM aHOMaJIMeH, TUarHOCTUPYEMOM IIpH Ipe-
HaTaJIbHOM 00cienoBanuu [3].

Oco0oe BHHMaHHE 3aCIy)KHBACT aHAJIM3 KPUTEpPH-
eB orOopa Oepemennsix ams mpoeaenus [INJ]. B na-
CTOSILIEM HCCIICJOBAHMN HauOONbINas BBIBISEMOCTD
XA (40%) Obuta OTMEYEHa NPU COYETAHHU BBICOKOTO
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pucka TO OHOXWMHYECKOMY CKPUHHHTY W HaIAYHA
V3-mapkepoB XA twiona. OTO IMOATBEPKIAECT BBICO-
Ky IPOTHOCTUYECKYIO IECHHOCTh KOMOWHHPOBAHHOTO
MIPEHATAJIBHOTO CKPUHUHTA U COINIACYETCS C JaHHBIMHU
JIPYTHUX WCCIENOBAHUH, MOAYEPKUBAIOMINX 3HAYUMOCTh
WHTETPUPOBAHHON OLIEHKH YABTPA3BYKOBBIX U OMOXHMH-
4YeCcKUX Iokasareneu [4,5].

[IpoBeneHHbI aHANM3 IMOKAa3aJ, 4TO TUATHOCTH-
geckass d((EeKTHBHOCTh WHBA3WBHBIX IMPOLEAYp TOCIE
ckpununra I Tpumectpa (15,1%) Ob11a BeIIIe, 9eM Tocie
ckpununra Il tpumectpa (9,1%). 310 MOXKET CBHIETEIB-
CTBOBAaTh O BAXHOCTH PAaHHETO BBISBICHUS OCPEMEHHBIX
TPYTITBI BBICOKOTO PUCKa M CBOEBPEMEHHOTO HaIIpaBlie-
HUS WX Ha MTHBA3WBHYIO JTHATHOCTHKY.

Kpome Toro, BEHIsBIEHAa TCHICHIHUS K yBEIHMUCHHIO
YaCTOTHI XPOMOCOMHBIX aHOMAJIMI C BO3PACTOM MarepH,
YTO COOTBETCTBYCT OOMICIIPUHSATHIM IPEICTABICHUSIM O
TTOBBIIIIEHHOM PHUCKE aHEYTIOMANH Yy OepeMeHHBIX cTap-
el Bo3pacTHOH rpymmsl [3].

Takum 00pa3oM, pe3yibTaThl HCCICIOBAHUS MO-
TBEPXKJAOT LeJIeCO00Pa3HOCTh BHEIPEHHSI KOMIIEKCHO-
TO MO/X0a K MPEeHAaTaIbHOMY CKPUHHUHTY, BKITFOUAIOIIe-
TO YNIBTPa3BYKOBBIE H OHOXUMHYECKHE METOMIBI, a TAKKE

CBOEBPEMEHHOE NMPUMEHEHHE HHBA3WBHBIX THATHOCTH-
YeCKHX MPOIEAYp M MOATBEPKACHUS XPOMOCOMHOM
[aTOJIOTUHU TUIOAA.
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