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BPOXJIEHHBIE IOPOKU PABBUTHUA U XPOMOCOMHBIE
HAPYHIEHHUSA IIJIOJA: TEKYIEE COCTOAHHUE IMTPOBJEMBbBI
U NEPCIIEKTUBHBIE HAITPABJIEHU A

I.C. /loénomosa, B.T. Pvickenvouesa

Annomayus. TlpencraBien 0030p COBPEMEHHBIX JINTEPATYpPHBIX JAHHBIX, IIOCBSIICHHBIX PaHHEH IHarHoCTHKe, GpakTopaM pucka
1 TIPOTHO3UPOBAHUIO POXKACHHS JETeil ¢ MOPOKAMH PA3BUTHSI K XPOMOCOMHBIMH HAPYIICHUSIMH. IpeCTaBICHBI 3THOIOTHIECKUE
(hakTOpBl, CHOCOOCTBYIOIINE BO3HHKHOBEHHIO BPOXKICHHBIX IOPOKOB Pa3sBHTHS M XPOMOCOMHBIX aHOMAIMH IUIOA. YKa3aHbI
Hanbosee IeHCTBEHHBIC MEPONIPHSATHUS 110 PAHHEH JUArHOCTHKE, IPOTHO3HPOBAHHIO BPOXKICHHBIX aHOMAIIHH 014, TO3BOJISIONINE
CHM3UTb I0KAa3aTeNI JETCKOW WHBAJIMIHOCTH U cMepTHOCTH. OOCYXKIEHBI JOCTYMHbIE METOIbI NPEHATaJbHOH ANArHOCTHUKH
BPOXK/ICHHBIX MOPOKOB M XPOMOCOMHBIX marosoruii B Keiprsisckoit PecryOmuke, NpUYiHbI BOSHUKHOBEHHUS TPYIHOCTEH B HX
BBITNIOJIHCHUHM U BO3MOXKHBIE CHOCOOBI MX YCTpaHEHMS. AHAIN3 JINTEPATYPHBIX JaHHBIX ITOKa3bIBACT: LEIECOOOpa3HO HadaTh
yOOKHEe IIMPOKOMAacInTaOHbIC HCCieqoBaHus B KBIPrbI3cTaHe, MOCBSIICHHBIC BBISBICHHIO (DAKTOPOB PHCKA, ITYCKOBBIX
MEXaHU3MOB (DOPMHUPOBAHUS TIOPOKOB PAa3BUTHUS M XPOMOCOMHBIX HapyIIeHHH y aeTeil. MHPOBOIl OIBIT M COOCTBEHHBIC JaHHbIC
110 PAHHEMY BBUSIBIICHHIO M [IPOTHO3MPOBAHHIO JAHHON IATOIOTHH TOBOPAT O HEOOXOAMMOCTH BHEAPEHUs S(P(HEKTUBHBIX Mep,
HAIPaBJICHHBIX HA JOCTOBEPHOE CHIKCHUE YaCTOTHI BPOXKJICHHBIX OPOKOB Pa3BUTUSI © XPOMOCOMHBIX aHOManuii B KeIprei3ckoi
PecnyOnuxe.

Knroueswvie crosa: 6epeMeHHOCTL; d)aKTOpI)I PHuCKa; aHCYTUIOAUS; IPOTHO3ZUPOBAHUE,; BPOXKIACHHBIC IIOPOKU PA3BUTHUSA, CKPUHUHT,
npeHaTajJibHas AHarHoCTUKa.

TYUYJAYKTYH TYBACA KEMTUKTEPH ) KAHA
XPOMOCOMAUIBIK BY3YJYVYJIAPBI: KOMTOMJIYH YUYPIAI'BI
ABAJIBI ’KAHA KEJEYEKTYY BATBITTAPBI

I.C. /loenomosa, B.T. Pvickenvouesa

Annomayus. DpTe ANATHOCTHKA, KOPKYHYY (paKTOPIIOPY jKaHa OHYTYY KEMTUTH JKaHa XPOMOCOMAIIBIK Oy3yITyynapsl 6ap 6annapasH
TOpPOJYLIYH O0IDKONII00 Ool0HYa 3amaHbar afgabuii MaaneIMaTTapra cepen caiyy oepuiareH. TyiynaykTyH Tybaca KEeMTHKTEPUHUH
JKaHa XPOMOCOMIYK aHOMAIIMSUIAPBIHBIH ITalia OOIyIIyHa MIapT TY3TOH THONOTHSUIBIK (akTopiop kentupmireH. TyHynaykTyH
Tybaca aHOMAJMSUIAPBIH DPTE AHBIKTOO JKaHa OOJDKONII00 OOIOHYA DH TaaCHpAyy dapaiap KepceTY/IreH, Oya OammapiabiH
MaWBINTHITBIHEIH JKaHA OJIYMYHYH JEHIDOJINH TOMOHIOTYYI® MYMKYHAYK OepeT. Maxkanana Keiprei3 PecrmyOnukacsinna TyGaca
KEMTHKTEP/IM KaHa XPOMOCOMAJBIK IATOJOTHSUIAP/bl MPEHATAIABIK [MArHOCTHKAJIOOHYH JKCTKMIIMKTYY BIKMalaphbl, aaapbl
aTKapyy/a KbIIBIHYBUIBIKTApABIH Iaiiga Oonyy cebenTepu jKaHa anapbl XKOIOYHYH MYMKYH OOJTOH BIKManapbl TalKyyTaHIbL
AnabusTrapiarsl MaajgbIMarTapra Tajago0 KepceTkeHei: Keiprbicranma OangapaslH KEMTHKTCPUHHH JKaHA XPOMOCOMAJBIK
Oy3ylmyynapblHBIH Iaiia OOIyLIyHYH KOPKYHYdYTyy (DaKTOpIOpYH, TPUITEpPICPHH aHBIKTOOTO apHAIraH TEepeH, MacImTabnyy
U3III00IOpAY 0aIlTOO MaKkcaTka bUIAHBIKTYY. Bysl MaToIorHsHbl 9pTe aHBIKTOO KaHa 00KOMOJIZI00 OOIOHYA AYHHOTYK TaKphIioa
JKaHa 030YK MaansMarTap Kelprer PecryOnuikackinia oHYTYYHYH Tybaca KeMTUKTEPHHHH jKaHA XPOMOCOMAIIBIK aHOMAITHSIIAP/IbIH
KBIIITBITBIH MIICHUMAYY a3aiiTyyra OarbITTalraH HaTbIiKaTyy 4apanap/bl KUPrU3Yy 3apbUIABITBI )KOHYH/I® aiThII Typar.

Tyuynoyy ce30ep: xoul OOWIyylTyK; TOOOKEIIUK (DAKTOPIOpPY; AHEYIIOAus; OOJDKONZ00; OHYTYYIery Tydaca KeMTHKTEp;
CKPUHUHT; MPEHATAIIbIK IUArHO3.
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PREDICTION OF CONGENITAL MALFORMATIONS
AND CHROMOSOMAL DISORDERS OF THE FETUS:
CURRENT STATE AND PROMISING DIRECTIONS

G.S. Dovlotova, V.T. Ryskeldieva

Abstract. This article presents a review of current literature data on early diagnosis, risk factors and prediction of the birth of
children with malformations and chromosomal disorders. The etiological factors contributing to the occurrence of congenital
malformations and fetal chromosomal abnormalities are presented. The most effective measures for early diagnosis and prediction
of congenital fetal anomalies are indicated, which make it possible to reduce the rates of childhood disability and mortality. The
available methods of prenatal diagnosis of congenital malformations and chromosomal pathologies in the Kyrgyz Republic and
the causes of difficulties in their implementation and possible ways to eliminate them are discussed. An analysis of the literature
data shows that it is advisable to start in-depth large-scale research in Kyrgyzstan on the identification of risk factors, triggers for
the formation of malformations and chromosomal disorders in children and, based on world experience and our own data on the
early detection and prediction of this pathology, to the introduction of effective measures aimed at to a significant reduction in the
frequency of congenital malformations and chromosomal abnormalities in the Kyrgyz Republic.

Keywords: pregnancy; risk factors; aneuploidy; prognosis; congenital malformations of the fetus; screening; prenatal diagnosis.

Beenenue. [Ipobnema BpokIeHHOH MaTOJIOTUH
mona (BITP) mpogomkaer ocTaBaThCsl akTyallbHOM,
npuobpeTas B TOCICAHUE JCCATWICTHS, Hapsiay
C MEIHKO-OMOJIOTHYECKOM, M OCTPYI0 COIMAIBHO-
9KOHOMHMYECKYIO 3HAUUMOCTb.

ComnacHo naHHbIM BcemupHO# opraHuzanuu
3apaBooxpaHenus (BO3), or BpoxIeHHBIX 3a00-
JIEeBaHUN B TEUEHHE NEepBbIX 28 JHEH KU3HU exe-
rofHo ymuparoT 240 Tbic. HOBOPOXKIEHHBIX JETEH.
BpoxeHnHble MOPOKU U XPOMOCOMHbBIE HapyILIEHUS
ABJISIIOTCSL IPUUMHON cMmepTu Takxke 170 Thic. ne-
Teil B BO3pacTe OT OJHOI0 MecALa A0 ISATH JIeT. DTH
3a00NeBaHusl TaK)Ke MOTYT HPUBOAUTH K JTUTEIb-
HOM MHBAJIMIHOCTH, YTO OKa3blBAE€T 3HAYUTEJIbHOE
BO3JCHCTBIEC Ha OTHCIBHBIX JIOACH, MX CCEMBH,
CUCTEMBI 3paBOOXPaHEHUs] U OOIIECTBO, NPUUYEM
JICBATh U3 JIECSATU NeTell, POAMBIIMXCSA C Cepbes-
HBIMU BPOXKICHHBIMH 3200JICBAHUSMH, ITPOKUBAIOT
B CTpaHax ¢ HU3KUM WM CPETHUM YPOBHEM J0XOa
[1].

W3 MHOXeCTBa MCTOYHUKOB JUTEPATYPHI, IO-
CBSIIEHHBIX BPOXKJIEHHBIM IOPOKaM Pa3BUTHSA
U XPOMOCOMHBIM HapyIICHUSIM IUIOJa, CTAHOBHUTCS
SICHO, YTO OOJNBITMHCTBO aBTOPOB IPHUICPIKHBAOT-
Csl MHEHHSI, YTO 3TH HO30JOTUHU MOJIHATHOIOTHYHBI
" MyJbTUhaKTOpHBI [1—4]. dakTopamMu pucKa, Kak
U NPUYMHOM [aHHBIX HO30JIOTUH, MOTYT BBICTY-
IaTh COOTBETCTBEHHO aHTPOINOTEHHBIC arMocdep-
HbIE 3arpsi3HUTENIN Bo3lyXa [5], KypeHue marepu,
3JI0YTIOTPEOICHUE AJKOTOJIEM, OKUPEHHE, Iuader,
MICUXOJIOTHYECKHUI CTPECC, CPOK Hadana BUTAMHHO-
MPOQHUIAKTUKA TI03Ke 12-1 Henemn, XpOHUIeCKHe
BOCTIANINTENIBHBIC 3a00J1€BaHNs, HOBOOOPAa30BaHUS

TIOJIOBBIX OPraHOB M MOJIOUHOM >kefe3bl [6]. Bos-
pacT >KeHIIMHBI cTapiie 35 JeT, HaTuuue He MEeHee
JIBYX CaMOITPOU3BOJILHBIX BBIKUJIBIINICH HA PaHHUX
CpoKax OepeMEHHOCTH, HaJH4YHe B CEMbe peOeHKa
¢ 6onesnpio JlayHa MM IPYTUMH XPOMOCOMHBIMHU
0O0JIe3HSIMH, ¢ MHO)KECTBCHHBIMU IOPOKaMHU, MOHO-
TeHHBIC 3a00JICBaHUS, paHee IUArHOCTHPOBAHHBIC
y OmKalIIuX poJCTBEHHUKOB, IPUMEHEHUE B PaH-
HUX CpOKax OepeMEeHHOCTH (hapMaKoIOTHUCCKUX
IpernaparoB, MePeHECEHHBIC BUPYCHBIC MH(DEKIIUH,
00JTydeHne KOTo-TH00 U3 CYIPYTOB JI0 3a4aTusl SB-
JISIFOTCSI, TI0 MHEHHIO TaJDKUKCKUX aBTOPOB, (haKTO-
pamu pucka BIIP [7]. XapakTep BHyTpHyTpOOHOTO
pa3BUTHS TUI0AA U (POPMUPOBAHUE OIPEICICHHOTO
BIIP ompenensitoT 0COOCHHOCTH aKyIIepCKO-THHE-
KOJIOTUYECKOTO aHaMHe3a, TeueHHe OepeMEeHHOC-
TH. AHTHOTE€HHBIH AucOalaHC OTMEYEH IaTCKUMHU
HCCIJICZOBATEsIMU B CBSA3M C IOPOKAaMHU Pa3BUTHS
cep/ilia 4eloBeka, paBHO Kak M MpeskIammcuu [§].
UccnenoBarenn u3 Kazaxctana OTHOCAT K (pakTo-
pam pucka BozHukHoBeHus: BIIP octpeie TORCH-
U pecruparopHble HHPEKIMH, 000CTPEHIE TOH3MII-
nUTa, TMenoHedpuTa, OPOHXUTA HA PAHHUX CPOKAX
O0epemenHocTH [9]. BcemupHas opraHuzanms 37pa-
BOOXPAHCHUSI OTMEYAeT B 4HCIE (PAKTOPOB PUCKA
COLIMAIbHO-9KOHOMHUYECKHE (HEMOJHOLEHHOE IH-
TaHHE, AaJIKOTOllb), TCHETHYECCKHE (KpoBOCMeEIle-
Hue), nHpeknuu (cudummc, Kops), nehUIUT Hona,
(oMeBOl KUCIIOTHI, OXHUPECHUE, CaXxapHBIi JHa0eT,
9KOJIOTHYECKUE (TIeCTHIUABI, TabaK, pamuoaKTHB-
Hoe u3nyuyeHwue) [1].
MarepuaJnbl
Marepuanom 115t

H METOoAbl MCCJICA0BAHUSA.
HCCIICAOBAaHUA  MMOCITYKWUIIN
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JJaHHbIE HAy4YHOH JIUTEpaTyphl, IPEICTABICHHON
B PUBMed, eLibrary u T. 1.

B KsIpreizckoit Pecrryonuke, 1mo opunnansHeIM
nanubeiM Hankomcerara KP (2018), ypoBens poxiie-
HUS JIeTeH ¢ BPOXKJICHHBIMH IMOPOKAMH COCTABIISIET
2,5-3,0 %. IlepBoe MecTO B CTPYKType 3aHUMAIOT
MIOPOKH CEPICIHO-COCYANCTOM cucteMsl (33,9 %),
BTOPO€ — IOPOKHU LIEHTPaJbHOH HEPBHOM cHcTe-
MBI (27,4 %), TpeTbe — MOPOKN KOCTHO-MBIIICYHOMH
cuctemsl (12,9 %) [10]. B cTpykType aeTckoii nHBa-
JTUTHOCTH BPOXKJCHHBIC aHOMAJIMH 3aHUMAIOT BTO-
poe mecTo (24 %) [11]. OnHuM U3 OCHOBHBIX IyTeH
COXpaHECHHS 3/I0POBbsI SIBIISIOTCS TPEAYTIPEKICHUE
Y TIPOTHO3UPOBAHUE 3a00JIEBaHUIHA.

Ilpenamanvhbie MemoObl TUATHOCTUKU BPOXK-
JIEHHBIX TIOPOKOB yAOOHEe BCEro AEIUTh Ha He-
MpsIMBIE, KOTJIa UCCIEAYETCSI MaTh, U MPsMbIE, KOT-
Ja O0BEKTOM HCCIEIOBAaHHUS CTAHOBUTCS ILIoxn [7].
[TpsiMbIe METOMBI, B CBOIO OUEPE/Ib, OAPA3ACIIIIOT-
Csl Ha MHBa3MBHbIE U HEMHBA3UBHbIE.

Hneazuenvie memoowvt TUarHOCTUKNA BKIIOYa-
10T B ce0s1 aMHUOLIEHTE3, KOPAOLEHTE3 U OUOIICHIO
BOPCHH XOpHMOHA. JlaHHBIE HCCICIOBaHUS HEIB3S
PEKOMEHJI0BaTh K PYTHMHHOMY HPUMEHEHMIO, TaK
KaK OHH BJEKYT 3a COOOH ONpeaeeHHBIN MPOICHT
OCIIO)KHEHHH BILIOTH IO (PETATBHBIX ITOTEPB.

Kopeiickoe 00mecTBo MEIWIMHBI IO/
B 2019 1. mpemsoxuiio mepBoe PYyKOBOACTBO IO
JUATHOCTHYECKOMY  MPUMEHEHUIO  HWHBA3WBHBIX
METO/IOB JUIsl KOPEHCKUX >KeHIIMH. PexomeHnanuu
comepkar 11 KITIOYEBBIX BONPOCOB, COAEPIKAIIMX
OrpaHUYeHHUs ISl IPUMEHEHHUSI HHBA3UBHOTO CKPH-
Hunra [12].

K  neunsazuenvim memodam orHOCATCA
VY31 u MPT. BcenenctBue QOCTYNMHOCTH W TIPO-
CTOTBI MIPOBE/ICHUS Yallle BCEro UCIOoJb3yercs Y3-
JIUATHOCTHKA, C TTOMOIIBI0 KOTOPOW, MPH HAJMUUU
OIBITHOTO CHELHAINCTa, MOXKHO TUArHOCTHPOBATD
10 50 % CTpYKTypHBIX aHOMAaJIUH IJI0Aa B PaHHUE
cpoku O6epemenHocTd U o 100 % rpyObix aHOMa-
nuit [13]. TIpy BOSHUKHOBEHUU COMHEHUH MalMeHT-
kU HamnpasisoTcs Ha MPT, xotopas moaTBepkaaet
WM ucKirodaeT naronoruto. K coxanenuto, MPT
SBIISIETCSI MAJIOAOCTYIHBIM METOJIOM HCCIIEOBAaHUS
BCJIC/ICTBHC €€ BBICOKOH cromMoctu. Kpome Toro,
u Y3U uMeeT cBOU HEJOCTATKU.

JI TMarHOCTUKY TIOPOKOB Pa3BUTHUS HEOOXO-
UM Y3-anmapar dKCIepTHOrO Kjlacca U YeM BBILIE

€ro pa3pelraoas CrIoCOOHOCTh, TEM PAHBIIE MOXK-
HO BBISIBUTH aHOMAJINH Y IJIOAA U NIPEIOCTaBUTh pe-
3yIBTATHl POAUTEISIM JIJISl IPUHSATHS UMH PEIICHUS.
Taxoke KauecTBO BbINONHEHHOro Y3U 3aBUCUT OT
KBalTU(UKAIMK CIIEIHATUCTa B 9TOW 00nacTu jaua-
THOCTHUKH.

ABTOpBI OTMEUAIOT OTCYTCTBHE CTAaHJAPTH30-
BaHHBIX AHAaTOMUYECKUX MPOTOKOJIOB JUISl IMOBBI-
IICHUST YyBCTBUTEIBHOCTH YJIBTPa3ByKOBOTO CKpH-
HUHIa CTPYKTYPHBIX aHOMaJIUH IUIOJA B HEPBOM
TpUMeCTpe OEPEMEHHOCTH U MPHU3BIBAIOT MPEIIPH-
HATh Pa3padOTKy M BHEAPEHHE MEXITYHapOIHBIX
IIPOTOKOJIOB IPOBEACHUS Y3-CKpUHMHIA IIEPBOIO
TpumMmectpa [14]. IMeHHO MOATOMY HPOJOIIKAIOTCS
MOUCKH Haubojee >(PPEKTUBHOTO IMPEHATATLHOTO
ckpununra BIIP, a Takke XpOMOCOMHBIX Hapyllie-
HUI Ha OCHOBE JIOCTYITHBIX, TPOCTHIX ¥ HEHHBA3UB-
HBIX METOJMK, OCHOBAHHBIX Ha BBISBICHUHU (HaKTO-
pOB pucka ¢ Y3-JOMOIHEHHEM M OIpeleJIeHuEM
OMOXMMHUYECKHX MapKepOB MaTEpH.

3akirouenue. B 1980-x rr. B mpakTuky mpo-
THO3UPOBAHUSI XPOMOCOMHBIX aHOMAJIUH (TPUCOMUI
21, 18, 13) ObL1 BHEIPEH, TaK HA3BIBAEMBIH, JBOMHOM
CKpUHHUHT-TECT | TpumecTpa, B KOTOpOM st 0OHapy-
KEHUS TCHETUYECKON MAaTOJIOTHH III0/Ia, KPOME BO3-
pacra MaTrepu, UCIOJIb30BaJICsl YPOBEHb ChIBOPOTOU-
HBIX IT00BBIX TOpMOHOB PAPP-A n BXI™Y B cpokax
o6epemennoctu 11-13 nenens. [Tozanee ObLT co3man
U BHEAPEH TPOWHOI CKPHHHUHT-TECT (2 TpUMecTpa)
B cpokax OepemeHHocTn 16-20 Hemenb, KOTOPOM
CTaJM OIpENeNsITh YPOBHHU aib(da-(eTonporenna
(ADII), Gera-XI'Y u cBobomHOrO 3cTprona. 3a-
TEM, JUIS TOBBIIICHUS TOYHOCTH IMPOTHO3a HEMeEll-
KUMH HCCIIeIOBaTesIMU OblIa cO3/aHa MporpaMmma
PRISCA (Prenatal Risk Assessment), koTopasi 00b-
e/IMHIJIa JJaHHbIE aHAMHEe3a MaTepH, BKJII0Yas paco-
BYIO MPHUHAJIEKHOCTD, NaHHble Y3U U ypoBHH ChI-
BOPOTOUHBIX OMOMapKEPOB.

JlaGopatopHbie TeCThI TPOBOMIUCH HA UMMY-
HOXEMIJTIOMAHECIIEHTHOM aHanmu3atope Immulite
2000 XPi (Siemens, CIIA). Dta mporpamma pac-
yeTa pUCKa OCIIOKHEHMH, M B HACTOSIIEE BPEMS
OHA MMEET EBPOICIHCKYIO U POCCUICKYIO CepTU(H-
Kaluio, T. €. Iepe] BHEApeHHeM Obula IpoBepeHa
U ajanThpoBaHa B poccHiickol momynsanuu. B Bek
KOMITBIOTEpHBIX TexHonmoruid Ha cmeny PRISCA
HeMmenkue paspabotunku B 2012 1. mpeseHTOBa-
JU U B JaJbHEHIIEM BHEAPWIM IO BCEMY MHUPY
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YCOBEPIICHCTBOBAHHOE MPOTPaMMHOE 00ECIICUCHIE
ASTRAIA [15] — akymepcko-rHHEKOJIOIHYECKYI0
0a3y JaHHBIX, KOTOpasi TOMHUMO XPOMOCOMHBIX Ha-
pymenuii (tpucomuii 21, 18 u 13), paccunteiBaeT
PUCK pa3BUTHS paHHEH W MO3AHEN MpedKIIaMIl-
CHUH, 33JI€PKKU BHYTPUYTPOOHOTO pa3BUTHs ILJIOAA
(3BYP) u mpexaeBpeMEHHBIX POJIOB. DTOT MOIYIb
ObL1 pazpaboTaH B TECHOM COTpyIHHYEcTBE ¢ DOH-
nom meaunuubl mwofa (FMF, Jlongon). Jloctyn
K paboTe ¢ MOIyJIeM HUMEIOT TOJIBKO cepTH(ULIupo-
BanHble FMF-crieninanuctel, nMeromuye nepcoHaib-
HEII KOJI.

3TO0 mporpaMMHOE 00ECIICUCHUE Ha CETOIHIII-
HUH JIeHb MPOILIO TMPOLECC YHUPHUKAIUH IS BCEX
cyobpekroB PD, m yactora oOHApYKEHHUS XpOMO-
COMHBIX HapyuieHuil B Poccun (Hampumep, TpHUco-
must 21) moBeicunack 10 84 % B cpaBHeHuu 30 %
B 2007 r. [16]. Maccossiit ITHC B Poccuu nposo-
JUTCs B paMKkax [IporpamMMbl TocyiapCTBEHHBIX Ta-
paHTHi, HO 1aXke [P BMEIIaTeNIbCTBE FOCY1apCTBa,
THUCKyccu 00 ero 3(h(eKTUBHOCTH HE MpeKparia-
FOTCHAL.

B myOmuxamumsax 2021 ©. poccHiCKHE aBTOPEI
MPEICTABUIN PE3yJbTaThl BHEIPEHHUsS HEUHBA3UB-
Horo npeHaranpHOoTO Tecta (HUIIT) onmpenencHus
BHekneTouHoi /JIHK B kauectBe TecTa BTOPOH Jiu-
HUU TIOCIIE TIPOBENICHUS CTAHJAPTHOTO KOMOMHHUPO-
BAaHHOIO IPEHATaJIbHOIO CKpUHUHra. BHekierou-
nas JIHK xoprnona (¢deransnas JHK) mupkymupy-
eT B KpoBu OepeMeHHOH xeHuuHbl. HUIIT cran
npuMeHsAThes ¢ 2011 ., HO He MPHOOPEINT MUPOKOTO
MIPUMEHEHUS B CBSI3U C €r0 BBICOKOH CTOMMOCTBIO.
DToT TecT o0naaaeT BhICOKOH YyBCTBUTEILHOCTHIO
U 1o3BojgeT modtd co 100%-i TOYHOCTHIO Aua-
THOCTUPOBATh XPOMOCOMHBIE aHOMAJIMH Y TUIOJA 10
21, 18 u 13 xpomocomam [17]. DTH uccienoBaHUs
SIBIISIFOTCSI [IaraM¥ ISl TOTO, YTOOBI TPOM3BECTH
HanmoHanbHyto Banuaanuio HUIIT, uro nmo3Bonut
B Oymymem co3aarh COOCTBEHHBIE, POCCHICKHE,
PEKOMEHIalIMK TPEHATAIbHOTO CKPUHUHIA U BHEJ-
puth JJHK-CKpUHUHI B KayecTBE CKPUHUHIA IIEp-
Boii unuu [18, 19].

EBpormeiickue wuccrenoBareny MOATBEPAMIIN
a¢pdexruBHocts HUIIT, HO B TO %€ BpeMms yaenu-
M 0coboe BHUMaHUE TOMY (DakTy, 4TO HEKOTOPHIE
TECTBI, IPE/ICTABICHHbIE HA MUPOBOM PBIHKE, HAXO0-
JsITCst 6€3 TPOBEPEHHBIX TAaHHBIX 00 UX MPOU3BOIM-
TenbHOCTH [20].

Astopel w3 Kuras m3yunnu 3¢pQeKTHUBHOCTD
komOuHIpoBanHoTo MpuMenenust HUIIT u V3U Ha
MPeAMET UX B3aUMOJCHCTBHS. B pesynsrare uccie-
JIOBaHUS YCTAHOBJIEHO, YTO YJIBTPa3ByKOBbIE (heHO-
Tunel none3Hs! st HUTIT, ocobeHHo 11t mporaosa
tpucomuu 18 u 13. HUIIT umeer BaxxHOE KIIMHAYE-
CKOE 3HAa4YCHHUE, HO €r0 CKPHHHUHTOBBIC XapaKTepHC-
TUKU HYKJIAIOTCS B yay4iueHuu [21].

ABTOpBI 13 SINOHUMU NOATBEPAMIIU, YTO YIIyd-
mamoIascs  paspelaromias crnocoOHocTh  Y3-
anmaparypsl U IIUTOTCHETUYCCKUI aHaIn3 (eTalb-
Hoii /IHK 3Ha9uTeNbHO MOBHIIAIOT () (PEKTHBHOCTH
MPEHATAILHOTO CKPUHUHTa KaK XPOMOCOMHBIX
aHOMaJIMH IJI0/1a, TaK M CTPYKTYPHBIX aHOMAaJHi
paszBuTus 1uiona, Bkmouass aHomanuu [HTHC, CCC
u XKKT [22].

B KP na ceropssmHuii 1eHb MPOBOAUTCS TIpe-
HaTaJIbHBIA CKPUHUHI XPOMOCOMHBIX HapyLICHUH,
paspaboranHbiii DOHIOM MEMIIUHBI TIII0/Ia, HO BO3-
MOXKEH OH TOJIFKO B YaCTHBIX Ja0OPaTOPUsIX U KIIH-
HUKaX M, K COXaJCHHUIO, UMEET JIOCTaTOYHO BBICO-
KYIO CTOUMOCTb U HE JIOCTYIEH sl OOJIBIIMHCTBA
MaeHToB. /s KOMITBIOTEPHOTO aHAIHM3a B HAIICH
cTpaHe, kKak u B Poccuu, mpuMeHseTcs nporpaMmm-
Hoe obecneuenne ASTRAIA [15], pa3paboranHoe
Ha OCHOBE 00CJIEZIOBAaHUM KUTEIbHUL €BPOIEUCKUX
CTpaH W B OOJBIIMHCTBE CIIy4aeB EBPOTICOUTHOM
pacsl, Ui KOTOPBIX, BEPOSTHEE BCEro, BEIMYHMHA
MoM Oyner oTAMYHA OT TAKOBOH Y KBIPTBI3CKUX
JKEHIMH, TaK KaK OHa PacCYUTHIBAETCA C y4YETOM
HAKOIUICHHBIX JIaHHBIX O CpEIHEM COJCPKaHUH
TOPMOHA B ONPEAETICHHON MONMYJIALUHU JKEHIIUH Ha
JTAHHOM CpPOKe OEPEeMEHHOCTH.

CrouMoCTb [IPEHaTaJIbHOTO CKPUHUHTA
B I bumkeke cocrtasnsier B cpeanem 4500 comoB
(axcnieptHOe Y3U, omnpeseneHre B CHIBOPOTKE KPo-
Bu B-XI'Y m PAPP-A Ttoipko Ha 00OpyaOBaHHMU
¢upmsl Roche, koHCYIBTAINS TEHETHKA).

Marepuan g HUIIT Bpaum ornpasisitor
B poccuiickue J1abopaTopud B KaueCTBE BTOPOTO
JTama JUisi CHWKCHUS YUCIIa WHBA3UBHBIX METOJIOB
muarnoctuku. Crommocts HUIIT nHa ompenene-
Hue Tonbko Tpucomuu 21 — 15 teIic. comoB, HUIIT
cTaHnapTHeld (5 3a0oneBanuil) — 32 THIC. COMOB
n HUIIT pacmmpennsii (32 3aboneBanns) — 60
TBIC. COMOB. B utore, eciiu mpoBecTH MOJHBIN CKpH-
HUHT XpOMOCOMHBIX aHOMAJIMH TUI0/1a, OEpPEMEHHOM
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B KP motpebyercs 64 500 com. s xuteneit KP
3TO YPE3BBIYAHHO JOPOTO.

CHC}IyeT OTMETHUTH, YTO OCHOBHBIMH BBOIHBI-
MU ISl pacuera PHCKOB B MPOTPaMMHEIX obecrie-
yeHusix 1 PRISCA u ASTRAIA siBnsitorcs Bo3pact
MarepH, CPOK OEPEMEHHOCTH, dSTHHYCCKAST IIPHHAI-
JIC)KHOCTD, MapyUTET, BPCAHLIC IPUBBIYKU U MHOTHC
IpYTHE XapaKTePUCTHKH, PA3HSIIUCCS B KaXKIOM
MOMYJISIIIHOHHOM COOOIIEeCTBE.

Kak w3BecTHO, THHUYECKAs] MPUHAIICIKHOCTD
ornpenessiercsi reorpaduueCKUME YCIOBHSIMHU TIPO-
JKUBAaHUS, a Takke COMUATBHO-IKOHOMHUYCCKUMU
U KyJIBTYPHBIMH OCOOCHHOCTSMH, KOTOpPBIE, HECOM-
HCHHO, BIHSIIOT Ha 310poBbe. CIIeHOBaTENBHO, IT-
HUYECKasd MNPUHAMIICIKHOCTD SABJIACTCA OHHOﬁ u3
OCHOBHBIX XapaKTEPUCTHK, BIHSIONINX HA PHCKH.
JIyist KayKI0r0 3THHYECKOTO COOOIIEeCTBA CYIIECTBY-
IOT pasHbIC PHCKH, IMPOTHOCTHYECKUE (PAKTOPHI
U OCOOCHHOCTH TedeHHs 3aboneBaHuil. Takum 00-
pa3oM, MOXKHO MPEAIOJIOKUTh, YTO TyBCTBUTEIH-
HOCTH pacde€Ta PHUCKOB CYHICCTBCHHO ITOBBICUTCA
IPU UCIIOJIE30BAHUH TIPOTPAMMHOTIO 00CCIICUCHHUS,
CO3[JAHHOTO Ha OCHOBE HAOMIONCHHS OCepPeMEHHBIX
OJTHOPOIHOHM ATHUYECKOH TPYIIBI, B JaHHOM CITy-
yae — LEHTpaibHoaznarckoil. Kpome Toro, Hemnb3s
He OpaTh BO BHUMAHHUC OUCBHIHYIO SKOHOMHYE-
CKYIO IIeIeCOO00Pa3HOCTh Pa3padOTKU MPOrpaMM-
HOTO 00CCIICUCHHS MM CO3/IaHMs KAJIBKYIISATOpa Ha
JIOKAJIbHOM YPOBHE.

[Mocrynuna: 01.08.23; peuensuponana: 15.08.23;
npunsita: 18.08.23 .
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