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CozpgaHue OMopecypCHOM KOMIEKIIMY KOMITIOHEHTOB KPOBU
OepeMeHHBIX >KEHILWH IS BBISIBJIEHUS] TeHETUYECKUX
OCOOEHHOCTEM MI0Ja, a TAaKXKe AJIsl MOMCKa FreHETUYECKUX
MapKepOB IreCTallMOHHBIX OCJIOXKHEHU
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Poccus

Llenb. Co3paHve konnekumn obpasuoB nnasmbl U NekoumuToB Kpo-
B GEpPEMEHHbIX A1 YCOBEPLUEHCTBOBAHNS METOLI0B HEMHBA3WBHOIO
npeHaTanbHOro TECTMPOBAHUS, a TakXe [ MoMcka MapkepoB Ae30K-
CUPUBOHYKIENHOBOI KACNOTbl U U3YHEHUS MONEKYNSIPHBIX MEXaHWU3-
MOB reCTaLNOHHBIX OCJTIOXHEHWIA.

Marepuan u metoabl. B npouecce co3naHns KOMeKUMM UCMosib-
3yl0TCS OpWUrMHaNbHble CTaHAAPTHLIE OMEpaLVOoHHbIE MPOLEAYPHI.
Buomartepuanom ans xpaHeHus CRyxuT nnasma u NerkoLmTbl KPOBK
6epeMEHHbIX XEHLLVH.

Pe3ynbTathbl. [10 cocTosHNIO Ha nionb 20231 B KONeKuun cogepxar-
¢ 06pasLbl nnas3Mbl KPOBY 1 neiikouuTapHoi nneHkn ot 5814 6epe-
MeHHbIX. [4ns 5692 XEHLMH BbINOSHEHO NOIHOFEHOMHOE CEKBEHVPO-
BaHWe BHEKNETOYHOW 1e30KCMPUBOHYKNENHOBOW KUCNOTbI U3 NAa3mbl
kpoBu Ha npubope lon GeneStudio S5 (Thermo Fisher Scientific Inc,
CLUA). Y 522 xeHwmH cobpaHbl fJaHHble 0 LUMTOreHeTn4eckoM umc-
cnefoBaHUM MaTepuana nnofa nocine WHBa3WBHOW MpeHaTanbHoMn
nmarHoctukn. B 241 cnyyae o6pasupl nonyyeHbl 0T 6epEMEHHBIX
nnogamu ¢ HopMasbHbIM KAPUOTUMOM 1 282 cryyasix 0T 6epeMeHHbIX
nnofamMun ¢ XxpOMOCOMHbIMU aHoManusmu. Mocne 3aBeplueHus 6epe-
MEHHOCTU pofamu AaHHble O TEYEHUW M UCXoAax 6EPEMEHHOCTH CO-
6paHbl y 590 XeHwwH, B 212 cnyyasax 6epeMeHHOCTb 0CNoXHMIach
"6ONbLWMMM aKyLlepckuMu cuiagpomamun”. Ha 6ase konnekuum npo-
BefeHa anpobauusi paHee pa3paboTaHHoro 6uonHdopmMaTNyeckoro
anroputMa HEMHBA3VMBHOMO NMPEHATaNbHOrO TECTVPOBAHUS HA CEKBE-
Hatope DNBSEQ-G50 (MGI, Kutait). MonyyeHHas cneupndnyHoCTb Co-
OTBETCTBOBAsA OXMAaemoii n coctasuna >99,9%. YyBcTBUTENBHOCTb
metona — 100%.

3aknioyeHue. Co3fnaHHas Konnekums, a Takxe acCoLMUpPOBaHHbIE
C HEN KNMHUYECKME 1 TEHOMHbIE AaHHbIE SBNSIOTCS LIEHHBIM PECYPCOM
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Bioresource collection of blood components from pregnant women to identify fetal genetic features, as well
as to search for genetic markers of gestational complications
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Aim. To create collection of plasma and leukocyte blood samples from
pregnant women to improve methods of non-invasive prenatal testing,
as well as to search for deoxyribonucleic acid markers and study the
molecular mechanisms of gestational complications.

Material and methods. The collection creation process uses original
standard operating procedures. The biomaterial for storage was plasma
and leukocytes from the blood of pregnant women.

Results. As of July 2023, the collection contains samples of blood
plasma and buffy coat suspension from 5814 pregnant women.
For 5692 women, whole-genome sequencing of extracellular
deoxyribonucleic acid from blood plasma was performed on an lon
GeneStudio S5 system (Thermo Fisher Scientific Inc, USA). Data
on cytogenetic examination of fetal material after invasive prenatal
diagnosis were collected from 522 women. In 241 cases, samples
were obtained from pregnant women with fetuses with a normal
karyotype and in 282 cases from pregnant women with fetuses with
chromosomal abnormalities. After pregnancy ended with childbirth,
data on the course and outcomes of pregnancy were collected from
590 women. In 212 cases, pregnancy was complicated by great
obstetrical syndromes. Based on the collection, a previously developed
bioinformatic algorithm for non-invasive prenatal analysis was tested
on a DNBSEQ-G50 sequencer (MGI, China). The obtained specificity
corresponded to the expected one and was >99,9%. The sensitivity of
the method is 100%.

Conclusion. The created collection, as well as the clinical and genomic
data associated with it, is a valuable resource for basic and applied
research.

Keywords: bioresource collection, pregnancy, prenatal diagnosis,
extracellular deoxyribonucleic acid, DNA markers of pregnancy compli-
cations.
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fundamental research project N2 1021062812133-0-3.2.2 "Opti-
mization of methods for prediction, prevention and treatment of great
obstetrical syndromes, as well as delivery strategies in pregnant women
from high-risk groups, in order to improve obstetric and perinatal
outcomes.” The samples used were deposited in the unique scientific
installation "Human Reproductive Health" (registration number
USu_3076082).
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BkAHK — BHekneTouHas AHK, BkmTAHK — BHekneTouHas mutoxoHapuansHas AHK, BkdAHK — BHekneTouHas detansHas AHK, AHK — nesokcupuboryknenHosas kucnota, UM — uHBa3nBHas npeHartanbHas anarHo-
cTuKa, Ko-3/ITA — 2-3amelLleHHas kanwesas Conb aTUNEHANAaMUHTETPaYKCYCHOM kucnoTsl, MTAHK — mutoxonapuanstas IHK, HUMT — HenHBasvBHOE NpeHaTanbHoe TECTUPOBaHME.

Benenne

ITpodurakTrka 1 paHHSST AMarHOCTUKA MATOJIO-
TUIi TUIOAA U BO3MOXHBIX OCJIOXKHEHUI BO BpeMsi bepe-
MEHHOCTH, POJOB U B MOCIEPOAOBOM MEPUOJE SIBISIOT-
Cs OTHAUMU U3 KJTIOYEBBIX 3a/1a4 COBPEMEHHOTIO 3IpaBO-
oxpaHeHus [1].

B nocnenHee necatuietrie BO3pOC UHTEPEC K U3Y-
YEHUIO0 BHEKJIETOYHOU M1e30KCUPUOOHYKIEUHOBOM
kuciaotel (IHK) (BxkIHK), uupkynupytonieii B riazme
kpoBu 6epeMeHHbIX. [ToMruMo cobcTtBeHHOM BKIHK
B IJIa3M€ KPOBU OEPEMEHHBIX, TAKXE CONEPXUTCS
BkIHK mniomHoro mpoucxoxneHusi — BHEKJIETOUHAS
deranpHasgs JHK (BkdIHK) [2]. B HacTosiiee Bpe-
Ms BKGJIHK ncronb3yeTcst 11t HEMHBa3WMBHOTO TIpe-
HaTagbHOro tectupoBanus (HUIIT) xpomocoMHBIX
a"Homanuii. HUTIT uMeeT BbICOKYIO YyBCTBUTEIBHOCTh
U cneuu@UYHOCTh IJi PaclpOCTPaHEHHBIX XPOMO-
COMHBIX MATOJIOTUI TaKUX, Kak Tprucomusd 21 (cuHapom
Jayna), Tpucomus 18 (cuHapom DaBapiaca) U TPUCO-
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mus 13 (cunapowm Ilatay) [3]. B To e BpeMst BO3MOX-
Hoctu HUIIT s oGHapyxeHus1 npyrux popm xpo-
MOCOMHBIX aHOMaJIWiA, BKJIIOUas MaTOJOTMU MOJOBBIX
XPOMOCOM, peIKue aHOMaJUU, MO3audyHbie (HOPMBI
AHEYTUIOUIUIA, YAaCTUYHBIE XPOMOCOMHBIE aHOMAJIUH,
110 KOHILIa He U3y4eHsl [3].

B nomnosiHeHHe K OOHApy>XEHUIO XPOMOCOMHBIX
AHOMAJIMI CTalu MOSIBASATHCS KOMMEPYECKUE TECThI
JUISL BBISIBJIEHUSI MOHOT€HHBIX 3a00JIeBaHUH Yy TJIoIa Ha
ocHoBe ucciaenoBanus BKJAHK. Tem He MeHee, Bompoc
CKpPUHUHIA TeHHBIX MyTauuid y ruioga nmo BKGIAHK
OCTaeTCsl OTKPBITHIM. BOJBIIMHCTBO TECTOB OCHOBAHBI
Ha UCCIeTOBAaHUM HOCUTEIbCTBA MATOT€HHBIX MyTaIlA
Yy MaTepU U OTLA, U TOJIBbKO JIMIIIb B HEKOTOPBIX CITydasix
npumeHsietcs aHanu3 BKJAHK [1].

HenaBHue uccnenoBaHus noka3aid BO3MOXHOCTb
ucnosb3oBanus BKGIAHK mist mporHo3upoBaHust puc-
Ka pa3BUTHS aKyllepcKux mnaTtoyoruit [4]. UaMeHeHust
B npodune u ypoBHe BKGIAHK Obuin oOGHapyKeHbI



buobankuposanue

KnroueBbie MOMEHTBI
Yro U3BECTHO 0 MpeaMeTe NCCIeT0BAHNUSA?

BuopecypcHble KOJMIEKIIUU SIBISIFOTCS Ba>KHBIM
WHCTPYMEHTOM ISl TIPOBENECHUSI HayYHBIX MCCTIe-
MIOBaHMUI, co3maHus 00JIee COBEPILIEHHBIX TUATHO-
CTUYECKHUX TECTOB, Pa3pabOTKMU HOBBIX IMOIXOMOB
K JICYEHUIO U MpOo(UIaKTUKE Pa3TIUIHbIX 3a00J1e-
BaHUIi yeIoBeKa.

Konnekiys 6moo6pasioB KpOBU U €€ TTPOU3BO/I-
HBIX, TIOJIyYEHHBIX OT OEpEMEHHBIX XXEHIIIMH, U Ha-
JINYMe TAaHHBIX aHaMHe3a, Pe3yJbTaTOB paHHEro
MpeHaTaJbHOIO CKPUHUHTA, JaHHBIX 00 MCXOIe
0epeMEeHHOCTU M T€HOMHBIX HAHHBIX IO3BOJISIT
YCOBEPIIIEHCTBOBATh METOAbI HEMHBA3MBHOM TIpe-
HaTaJbHOM NMArHOCTUKMU, a TakxXe 00eCcneyuThb
MPOTHO3MPOBAHME OCIOXHEHUI O0EpeMEHHOCTH.

Yro 100aBIKI0T Pe3Y/IbTATHI HCCIETOBAHUSA?

CosnaHa 1 oxapaKTepr30BaHa YHUKaIbHAs OMope-
CypCHasl KOJUICKIIUS TUTa3Mbl U JIEKOIITMTOB KPOBU
OT OepeMEeHHBIX KEHIIWH IJIs1 pa3pabOTKU HEWH-
Ba3MBHBIX TMAarHOCTUYECKMX ITOIXOMOB K BBISIBIIC-
HUIO TeHETUYECKUX OCOOCHHOCTE IIona, a Takxke
nng noucka JIHK-MapkepoB M u3yyeHUs1 MoJjie-
KYJISIPHBIX MEXaHU3MOB T€CTAllMOHHBIX OCIOXHE-
HuUil. BanuoupoBaH MeTon HEMHBA3UBHOIO Ipe-
HaTaJIbHOTO TECTUPOBAHMSI Ha OCHOBE paHee pas-
paboTaHHOTO OMOMHMOPMATUUECKOTO aJropruT™Ma
Ha cekBeHaTope DNBSEQ-G50 (MGI, Kurait).
BbuopecypcHasi Koylekius, a TakXe acCOIU-
WpOBaHHBIE C HEWl KIMHUYECKHME U TeHOMHBIE
MaHHbIE MOTYT OBITh MCIIOJb30BaHBI B (ByHIa-
MEHTaJbHBIX U MPUKIATHBIX HAyYHBIX MCCIIE-
noBaHusx. [lpenyioxkeHHBIM BapuaHT HEWHBa-
3UBHOTO IIPEHATaJIbHOTO TECTUPOBAHUSI MOXET
OBITh MCIOJb30BaH B J1a0OPATOPHOI IMpaKTUKE.

Key messages
What is already known about the subject?
Bioresource collections are an important tool for
research, creating more advanced diagnostic tests,
and developing novel approaches to the treatment
and prevention of various human diseases.
A collection of biospecimens of blood and its
derivatives obtained from pregnant women, and
the availability of history data, results of early
prenatal screening, data on pregnancy outcome
and genomic data will improve methods of non-
invasive prenatal diagnosis, as well as provide
prediction of pregnancy complications.
What might this study add?
A unique bioresource collection of plasma and
blood leukocytes from pregnant women was
created and characterized to develop non-in-
vasive diagnostic approaches to identifying the
genetic characteristics of the fetus, as well as to
search for DNA markers and study the molecular
mechanisms of gestational complications.
A method of noninvasive prenatal testing based on
a previously developed bioinformatics algorithm
on a DNBSEQ-G50 sequencer (MGI, China) was
validated.
The bioresource collection, as well as associated
clinical and genomic data, can be used in basic and
applied scientific research. The proposed option
for non-invasive prenatal testing can be used in
laboratory practice.

Yy XEHIIWH C MpeaKaMIicueil 5], 3aaepkKoii pa3BUTHS
mioaa [6] u npexneBpeMeHHbIMU pofamu [7, 8]. OgHa-
KO 3TU JJaHHBIE 3a4aCTyIO TPOTUBOPEUMBBI, UX HEAOCTA-
TOYHO VIS UCTIOJIb30BAHUS B KJIMHUYECKON MPaKTHUKE,
TMO3TOMY HEOOXOMMMBI TAaTbHENIIIE UCCIIEIOBAHNS.

Cnenyet otMeTuTh, uTo BKJIHK Takke comepur
mutoxoHapuaibHyto JHK (BkmMTIHK), dparmen-
Thl TEHOMOB BUPYCOB U OakTepuii [9-11]. [ToBblieHuE
ypoBHs1 MmutoxoHapuaabHoit JHK (MTIHK) B xpoBu
OOHapyXeHO Yy XEHIIMH ¢ Tpeakiaamncuein [12-17],
TreCTallMOHHBIM caxapHbIM quabetom [18], 3amepxxkoit
pa3Butus miaoaa [19]. DTo mo3BojsgeT paccMaTpuBaTh
BkMT/IHK B kauecTBe moTeHUMalbHOro 6uMoMapkepa
OCJIOXHEeHUI GepeMeHHOCTU. B cBOIO oyepenb BUpPYC-
HbIe U OakTepuajbHble MH(OEKIIUN TaKXKe MOTYT BbI-
3BaTh OCJIOXHEHUsI OEPEMEHHOCTH, a UX CBOEBPEMEH-
HOE BBISIBJICHUE U JIeUeHUE TTO3BOJISIET U30EXAaTh TSIXKe-
JIBIX TIocaencTsuit [9, 11, 20].
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BaxHas poyib B pa3BUTUU IMATOJIOTHI OepeMeH-
HOCTHU OTBOIMTCS ITOJUMOpGhH3MaM IeHOB caMOii JKeH-
IOMHBI, O YeM CBHAETCILCTBYIOT JaHHBIE CEMEITHOTO
aHaMHe3a, pe3yJbTaThl UCCIENOBAHUN OIU3HEI0B, 3T-
HUYECKHE Pas3InIusg W MOJICKYJISIPHO-TeHETHICCKIE
uccienoBanus [21]. OnHako gaHHBIE O CBSI3U MOJIU-
MOpP(}U3MOB Pa3IUIHBEIX TEHOB C PUCKOM Pa3BUTUS
OCJIOKHEHUI OGepeMeHHOCTH TO-MpPeXHEMY TTPOTUBO-
pPEUMBHI, UTO YKa3bIBacT HA HEOOXOTUMOCTD JOITOTHM-
TEJIbHBIX UCCIENOBAaHUI, a TaKXKe MepecMoTpa BKJIaaa
TreHeTUIECKNUX (PaKTOPOB B (pOPMUpPOBAHME ITATOJIOTHIA
OepeMEHHOCTH.

B Hacrosgiiee BpeMsi 000pynoBaHUEe U METOMbI,
ucrnoasdyemble 15 aHanusza JJHK, crpemurenbHo pas-
BuBatoTcs. C nosiBaeHueM 00Jiee COBEPLICHHBIX U 10-
CTYITHBIX BApMAHTOB BO3HUKAECT HEOOXOOUMOCTh OBICT-
poit anpobalyu U BHEAPEHUSI HOBEMIIMX TEXHOJOTUt
B J1JaOOPaTOPHYIO MPaKTUKY.
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Taomuuna 1

KonanuecTBo anukBOT U yciaoBuia HpO60l'IOI[1"OTOBKI/I o6pa3u03 KpOBHU

Tun obpaszua KonnuectBo anukBor ~ MeTon 00paboTKu O06beM, MKIT YenoBust XpaHeHUsT

[Mnazma 4-8* ueHtpudyruposanue 2000 g, 4° C, 10 muH; 1000 -80° C
uentpudyruposanue 16000 g, 4° C, 10 MuH.

JleiikonMtapHas rieHKa 2 ueHTpudyruposanue, 2000 g, 4° C, 10 MuH; 300 -80°C

[Mpumeuanue: * — B 3aBUCUMOCTH OT TUIA MTPOOUPOK (B3SITHE KPOBU OCYLIECTBIsieTCsl B [Be Mpodupku ¢ Ky,-DATA (8 anvkBoT) uiu B oaHy Mpooup-

Ky co cradbmnuzatopom BKIHK (4 anukBoThHI)).

PenieHue onuvcaHHbIX MPOOJIEM HEBO3MOXHO 0e3
cbopa OMoIoThYeCKUX 00pa3LoOB OT OepeMEHHBIX JKEH-
mwuH. B 2015t Ha 6aze OTnena reHOMHOW MeTUIIMHBI
®IBHY "HUUN ATuP um. .0. Orta" OBLJIO OpraHu-
3o0BaHoO otneneHne brobank "TEHO®OHI". C 2019r
buob6ank "TEHO®OH/" asnsercs uneHoM Hamuo-
HaJIbHOI accouranuu 6M0O6aHKOB U CITELIMATIUCTOB T10
ounoodankuposannio (HACBUMO). buobank "TEHO-
DOH/I" cienmanu3npyercs Ha cOope M XpaHEHUH pa3-
JIMYHBIX TUTTOB OMO0OOpPa3OB OT MAllUEHTOB C 3ab0Je-
BaHUSIMU, 3HAYMMBIMU JUTSI penpoayKimu. Komnekimn
O6robaHKa MOCTOSTHHO TMOMOJHSIOTCS U (hOPMUPYIOT-
Cs B COOTBETCTBUU ¢ HaydyHbIMU TipoekTamu @T'BHY
"HUUW ATuP mm. [.0. OtTa".

ey HacToseil paboThl — co3MaHNe KOJIIEKIIUN
00pa31IoB IJIa3Mbl U JIEHKOIIMTOB KPOBU OEpeMEHHBIX
JUIST yCOBEPIIEHCTBOBAHMUS METOIOB HEMHBA3UBHOTO
MpeHaTaJbHOTO TECTUPOBAHMSI, a TaKXKe IS TToMucKa
JHK-MapkepoB U U3y4eHUST MOJIEKYISIPHBIX MEXaHU3-
MOB Te€CTallMOHHBIX OCIOXHEHUIA.

B craTbe mipencraBieHbl pe3yJbTaThl S-JIeTHEeH pa-
OOTHI TIO CO3IaHUIO, PA3BUTHIO U TTONACPKAHUIO KOJ-
JIEKIIMU 00pa3iioB KOMITIOHEHTOB KPOBU OepeMeHHBIX
JKEHIIIMH, JaHa KJIWHWYecKash XapakKTepucTuka Ouo-
00pa3IoB, MPEACTaBICHbI Pe3yIbTaThl cOOpa MCXOI0B
0epeMEeHHOCTH, KPAaTKO MOABEACHbBI UTOTU HUCTIOJIH30-
BaHWSI KOJUIEKIIUM U OTIpeNesieHbl NajbHeie mep-
CITEKTUBBHI.

Marepuaj ¥ METOIbI

Jng co3maHus KOJUIEKUMU MCIOJIb3YIOTCS 00pasibl
KPOBM XEHIIUH >18 JeT ¢ OAHOIUIOAHOK OepeMEHHOCThIO
cpokoM >9 Hen., kotopeie HampasieHsl B DITBHY "HUU
ATuP um. [1.0. Orra" mig npoBeAeHWsT MHBa3WBHOI TIpe-
HatanbHoll nuarHoctuku (MUI1H) naum HUIIT xpomocom-
HBIX aHoMauit. Pabora onobpeHa Druueckum Komurerom
®TBHY "HUU ATuP um. I.0. Orra" (Nel30 ot 16 urous
2020r) 1 MpPOBOAUTCH B COOTBETCTBUM C XeJIbCUHKCKON Jie-
kJapauueit. B3situe KpoBM OCyIlIECTBIISIETCS MOCIIE MOTyYe-
HUS UHGOPMUPOBAHHOTO COMIACUS XKEHIIMHbBI Ha UCITIOJIb30-
BaHUe ee OMomaTepuaia B HaydHbIX Lefsix. [lepen B3siTueM
KPOBHU Y BCEX XKEHIIWH cobupaetcsd uHdopmalus o Bo3pacre,
Bece, pocTe, CPoKe U crnocode HACTYIJIEHUS] OEPEMEHHOCTH,
0 pe3yJibTaTax paHHEro MPeHATAIbHOTO CKPUHUHTA U JAHHBIX
YJIBTPa3BYKOBOTO HcclieoBaHus. B ciiyyae HeoObxonuMocTu
WIII xpoBb cOOUPAIOT 10 MPOLIEAYPHI.

' https://ott.ru/science/structure/bioresursnaya-kollekciya-

reproduktivnoe-zdorov-e-cheloveka/ (01 ntons 2023).
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COop OuosiorMyeckoro mMarepuajiga M ero odopaborka
MPOBOIUTCST B COOTBETCTBUU C pa3pabOTaHHBIMU CTaHIAPT-
HBIMU OTIEPAIIMOHHBIMU TIpOLIeAypaMu. B3siTue KpoBu Tpo-
U3BOAUTC B mpobupku oobeMoM 10 M ¢ 0,5 M pactBopoMm
K,-OTA (2-3amelieHHON KanueBOil COMM 3TUIEHIUAMWH-
TETPAayKCyCHOM KUCIIOTHI) B CIydae KpaTKOBPEMEHHOTO Xpa-
HEHUS WIK B TpOoOUPKHU, conepxaiiue craduiausartop BKAHK
(Streck, CIHA wiu GBM, Poccus), ecnu tpebyercs niau-
TeJIbHOE XpaHeHue M0 MpoOoIoarotoBku. Ecim KpoBb co-
OpaHa B npobupku ¢ K,-OJITA, obpaboTka 6Guomarepuasia
MPOBOAUTCSI B TeueHue 2 4 nocjie coopa [22]. Eciu KpoBb
cobpaHa B nmpobupku co ctadbunuzaropom BKIHK, To ee 06-
paboTKa TTPOBOAMTCS He TOo3MHee, yeM yepe3 14 mHeil mocie
BEHEIYHKIIMY, B COOTBETCTBUU C PEKOMEHIALIMSIMU TTPOU3-
Bonutels. OOpasIibl MIa3Mbl ¢ TEMOJTM30M WIN XWJIE30M HMC-
KJTIOYAIOTCST U3 KOJUIEKIIMU. KoJMJecTBO aJluKBOT, YCIOBHUSI
MPOOOITOATOTOBKY W XpAaHEHUSI TPeNCcTaBIeHbl B Tabmuie 1.

Hnga HUTIT ucnonb3yeTcss ofHa aJluMKBOTa IJIa3Mbl
kpoBu. Boeigenenue JAHK mpoBoauTcsd ¢ momolipio Ha-
6opa pearentoB "MagMAX Cell-Free DNA Isolation Kit"
("Thermo Fisher Scientific Inc.", CIIIA) cortacHO peKo-
MmeHnanusm npoussonutens. HUIIT npoBoautcss mero-
IIOM TTOJTHOT€HOMHOT'O BBICOKOTIPOM3BOIMTEIBHOTO CEK-
BeHupoBaHus BKJIHK Ha mpu6ope lon GeneStudio S5
(Thermo Fisher Scientific Inc, CILIA) uiu Ha npubope
DNBSEQ-G50 (MGI, Kwuraii) ¢ mociaenyomum npuMeHe-
HUEM paHee pa3paboTaHHOTo GMOMHGOPMATUIECKOTO all-
roputMa’. V KeHIIMH C BEICOKAM PHUCKOM IO pe3y/bTaTaM
HWIIT ocyuiectBiasiercst coop nH(GopMaLuu o pesysbrarax
HTI (un1m o pe3yapTaTax KapuOTUNMPOBAHMS MaTepuasa
Iiofa mocjie 3aBeplieHusi 6epeMeHHocTH). B ciayyae HuU3-
KOTO pHCKa, a TaKXe IMPU ITPOJIOHTUPOBAHUM OGepeMeHHO-
CTH B cliydae BBICOKOTO PHUCKa OCYIIECTBIISIETCS COOp maH-
HBIX O TEYEHMH, UCXOMaX OEPeMEHHOCTH M COCTOSTHUU HO-
BOPOXICHHBIX TIOCJIE POIOPA3PEIICHMSI.

Jlnst yayera 00Opa3loB, KIMHUYECKUX U TeHOMHBIX JaH-
HBIX UCTOJb3ytoTcs Tabnuubl Excel. Bece cBenenust 06 06-
paslax XpaHsTcs C COOJIIOIeHUEeM YCIOBUI KOHMDUISHIIN-
ATHbHOCTH — KaXXIOMy 00pasIly pUCBAaNBaeTCsl YHUKATbHBIN
UICHTU(UKAIIMOHHBIN HOMep. Pe3yisraThl ceKBEeHUPOBaHUS
XxpaHsTcs B Buae aiisioB B ¢opmare bam s npudo-
pa Ion GeneStudio S5 unu B Buzae fastq — i npubopa
DNBSEQ-G50.

Crartuctuueckass oOpaboTKa JaHHBIX MPOBENeHa C 10-
MOIIIbIO TTpoTpamMMBbl Jamovi (version 2.3.26). [l mmoka3aTe-
JIeld, XapaKTepu3yIonX KauyeCcTBeHHbIEe TTPU3HAKK, YKa3aHO
abCoJIIOTHOE 3HAYeHUEe WM OTHOCUTEIbHAas BeJIMUYMHA B TIPO-
meHTax. s KoJMMIecTBEHHBIX TTePeMEHHBIX PacCUMTHIBAIN

2 Kostonura M. 0., Bawykosa E. C., Tnotos A. C. 1 ap. Crnocob HewH-

BA3VBHOIO MPEeHaTaNbHOr0 CKPUHMHIA aHeyrionanin nnoga. Homep
nateHTa: RU 2712175 C1. Jata ny6nvkauum: 24.01.2020.



buobankuposanue

cpelnHee U CTaHIAPTHOE OTKJIOHEHME OT CpelHero (Bce mepe-
MEHHbIE UMeJIM HOPMaJbHOE paclpeneieHre COrIaCHO KPH-
teputo Lllanupo-Yunka).

Pe3yasTaThl

KonmuecTBo 00pa3iioB B KOJUIEKIIMU IO COCTOSI-
Huto Ha 01.07.2023r npencrasieHo B Tabauile 2. Pabota
no cbopy 6M000pa3loB U CO3MAHUI0 KOJUIEKIIMU MPO-
nojekaercs. st popMupoBaHUsl KOJJIEKLIUU UCITOb-
3YyI0TCS 1BE IPYIINbl 0M00OPa31IoB.

B mepBOM cityyae MCIOIB3YIOTCS 00pasibl KPOBU
OepeMeHHBIX, KoTopble HampasieHsl B ®BHY "HUN
ATuP um. 1. 0. Orra" mns nposenenus WMII B cBsizu
C PUCKOM pOXIEeHUs pedeHKa ¢ aHeyrionaueid. B kos-
JIEKIIMIO BKITIOUAIOTCSI 00pa3iibl KpOBU BCEX KEHIMH.
TTocne UTIJ ocyiecTBisieTcss cOOp CBeAEHUIA O Kapro-
TUTIUPOBAHUM MaTepuaja 1ona. [IpenmyiiecTBaMu
TAKOTO ITOJIX0/IA SIBJISTIOTCSI HETTOCPENCTBEHHOE OTpesie-
JIeHWe KapuoTHIIa TUI0a U BOZMOXHOCTh (hDOPMUPOBA-
HUS KOHTPOJIBbHBIX BBIOOPOK. C MOMOIIIBIO 3TOTO MO~
xona Ha 01.07.2023r coOpaHbl 00pa3iubl KpoBU OT 322
O0epeMeHHbIX (Tabauua 3). CpenHuil Bo3pacT XXKEeHIIWH
cocraBinseT 29,6%5,44 net (20-47 ner). Cpoku Gepe-
MEHHOCTU HaXoJsTcs B mpenenaax ot 9 1o 32 Hen. recra-
umu (cpenHee 3HayeHue 13/4+2/6 ven.). HopMabHbIi
KapuoTHII oripeneieH B 241 ciyuae, u3 Hux 52,3% (126)
ciydaeB — TIOIbI Mykckoro nona u 47,7% (115) cinyya-
€B — IIJIOMBI XXEHCKOTO ToJia. Y 67 TUIONOB BbISIBJICHBI
aneyruiounuu (tabauua 3). s 200 xeHIuH nposee-
HO MOJTHOTeHOMHOEe ceKkBeHupoBaHue BKJIHK.

Bropyto rpyIimy cocTaBisitoT 06pas3iibl KpOBU XKeH-
wvH, HanpasiaeHHbIXx Ha HUIIT. ITpu BbIIBIeHUU BbI-
cokoro pucka 1o pesyabratam HUIIT xeHinuHa Ha-
npasasgetrcsd Ha WITI nasg uuToreHeTU4ecKoro mccie-
noBaHUs Matepuana riona. Eciau pesynsratet HUTIT
u UIIJI coBnangamT, obpaszel] BKJIIOYAETCS B KOJUIEK-
nuto. B ciydae Hu3Koro pucka 1o pesdyasratam HUIIT
obpasell XpaHUTCS N0 3aBeplieHUs O0epeMEeHHOCTHU
pomamMu, TocJie Yero OCYIIeCTBIISIETCs] cOOp MaHHBIX
0 TeYeHUHU U ucxonax bepeMeHHocTU. K mocTonHCTBAM
3TOTO TIOIXO0Ja MOXXHO OTHECTU TMOJTHOTE€HOMHOE CEeK-
BeHupoBaHue BKJIHK obpa3noB Bcex XeHIIUH, BO3-
MOXHOCTb 0TOOpa 00pa3loB C PENKUMU XPOMOCOMHBI-
MU aHOMaJUsIMU, BO3MOXHOCTb cOopa OuomMaTepuana
JI0 KJITMHUYECKUX TIPOSIBJICHUI OCIOXHEHUIT OepeMeH-
HOCTU ¥ (pOpMUPOBAHUSI BHIOOPOK KEHIIWH B 3aBUCH-
MOCTH OT TeCTAIIMOHHBIX TTATOJIOTUIA.

Ha 01.07.2023r ¢ nomouisto HUTIT obcnenoBaHbl
00pa3libl r1a3Mbl KpoBU OT 5554 naneHTok. s 5492
JKEHIINWH TMojiydeH pe3ynbraT. CpenHuii BO3pacT 3TUX
XKeHIUH coctaBuia 33,513,21 net (19-47 net), cpenHuit
CPOK OepeMEeHHOCTHU TP B3SITUM KpoBU — 12+ 1,4 Hen.
(9-34 men.).

BbIcokMii prcK XpOMOCOMHBIX HapyIIeHUH y TIJ10-
na no pedynsratam HUIIT onpeneneH B 254 Habiio0-
neHusix, 201 ciaydyail XpOMOCOMHBIX aHOMaauil ObLI
noaTBepxaeH B pesynsrate I/ (tadnuua 4). BaxHo
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Taoanma 2
KonuuectBo 06pasiios,
BKJTIOYEHHBIX B Kojurekuto Ha 01.07.2023r

[Tokazarenb Konnuecrso
Hanpagnenst Ha HUTIT 5554
— HU3KUIT pucK 5238
— BBICOKMIT pUCK 254
HUIIT He BbINOIHEH 65+F*
Harnpasnensr Ha UTT[ 541

B cBs13u ¢ BICOKMM puckoM 1o pesynsratam HUTIT 219
— HOPMAJIbHBIN KapUOTHUIT 18%**
— XPOMOCOMHBIC aHOMATTK 201
Harnpasnensl cpasy Ha UTT/1 322
— HOPMAaJIbHBIN KapUOTHUIT 241
— XPOMOCOMHbBIE aHOMAJTUK 81

— BBINOJHEHO MOJHOTEHOMHOE CEKBEHMPOBaHNE

BkJIHK (HUIIT) 200
Bcero

— HOPMaJIbHBIN KapyuOTUIT 241
— XPOMOCOMHBIE AaHOMATIUU 282
TIpoBeneH coop nHdopMmalu 06 ucxonax

OepeMEHHOCTH 635
[Monyyena nnbopmaius o 6epeMEeHHOCTH 590
— OoJIbIlIME aKyIIePCKUe CUHAPOMBI¥ 212
— HEOCJIOKHEHHOI TeueHre OepeMeHHOCTU ¥ 378
[TonyyeHue TaHHBIX HE TIPEACTABIISIIOCh BOBMOXHBIM ~ 45%%*

[Ipumevanue: * — BKIIIOUEHBI CIIEAYIOIINAE MATOJOTUU: TUIIEPTEH3US
OGepeMeHHBIX, MPEIKIAMIICHSI, TeCTALIMOHHBIN caXxapHblil AnabeT, mpe-
JKIeBPEMEHHbIE POMIBI M 3alepXKa Pa3BUTHUS TIona, ** — mompasyme-
BAeTCs OTCYTCTBUE TIEPEUMCIIEHHBIX TTATONOTHI, *** — HCKITIOUEHBI U3
kosutekunu, BKIHK — BHeknerounas JJHK, UTT — nHBazuBHas npe-
HaTajbHas auarHoctuka, HUIIT — HeMHBa3MBHOE MpeHaTalbHOE Te-
CTUPOBaHIE.

OTMETHTD, UTO B CJIydyae pelKUX XpPOMOCOMHBIX aHOMa-
JIMI MCcclenoBaHNe KapuoTHIIa Tutofa ObUIO BBITIOJHE-
HO TOJIBKO Y 12 KeHIIMH, 6 clyyaeB ObUIM MOITBEPK-
nensl pesyastatamu U, Cpeny HUX aBa ciaydast Tpu-
COMHUM TI0 XPOMOCOME 2, OJIMH CJiydail TPUCOMUU T10
XpoMocome 22, OIUH cliyyaii MOHOCOMUM XPOMOCOMBI
18 (y mionma BbISIBJIeHA Aesielusl JUIMHHOTO Tjieva Xpo-
MOCOMBI 18), Ba ciiydyast TPUCOMUU IO XpoMocome 16.
Bce 211 06pasiibl BKITIOYEHBI B KOJIEKIIUIO.

Hwuskuit prck XpOMOCOMHBIX HapyIlIeHUI Yy TI10-
na ¢ momouipio HUIIT 6bu1 onpenenen B 5238 Ha-
omoneHusx. Ha 01.07.2023r y 635 xeHIUMH mOcIe 3a-
BeplIeHUs OEPEeMEHHOCTH poJaMU OCYIIECTBIIEH cOOp
JIAaHHBIX O TEYEHUM U ucxomax oepeMeHHOcTH. s 45
KEHIIIMH TOJIydeHWe CBENeHWI He MPencTaBisuIoCh
BO3MOXHBIM, UX 00pasibl ObUIM MCKITIOUEHBI U3 KOJI-
JIEKLIMU; B TO e BpeMs 11 590 >keHIIUuH uHpopma-
Mg ObUIa ToJlydeHa. Y BceX 3TUX XKEeHIIUH ObLIO Mo-
JIyd4eHO (heHOTUITNIYECKOE TTOATBEPXKIACHNE OTCYTCTBHUS
aHeyruiouanii 1 noja riona. OCHOBHBIE KIIMHUYECKUE
JlaHHbIe TIpencTaBieHbl B Tadbauue 5. CpenHuil Bo3-
pacT B 3TOit KoropTe >XKeHIIUH cocTtaBua 34,015,18 ner
(20-46 net). CpenHuii cpok GepeMEeHHOCTH Mpu cOO-
pe kpoBu coctaBui 14+1,6 Hen. (9,5-34 Hen.). Y 6oJib-
muHCTBa XeHInuH (552 (93,6%)) B3siTE KPOBU OCY-
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Taommna 3
PesynbraTthl KapuOTUTTMPOBAHUS
Marepuasa IIo10B OepeMeHHBIX,
Yb1 00pas3Ilbl KPOBY BKITIOUEHBI B OMOPECYPCHYIO
koytekuuio Ha 01.07.2023r (n=322)

Kapuotun/pesynsrar FISH* KapuoTtunuposaHue
Hopma

46,XX 113

46, XY 124

46,XX,9ph 2

46,XY,9ph 2

Bcero 241

ChanaHcHpOBaHHbBIE MEPECTPOINKU
46,XY,t(15;16)(q15;q22)pat
46,XY,t(4;5)(p16;q31)pat
45,XX,der(14;21)(q10;q10)mat
46,XX,inv(8)(p21;q22)
46,XX,t(6;10)(q25;p15)mat [15]
Bcero

1
1
1
1
1
5

ITaronoruu

AHeyrionaun

no
—_

47,XX,+21
47,XY,+21
47, XX,+18
47 XY, +18
47,XY,9ph,+18
47 XX, +13
47 XY,+13
45X

47, XXX
47 XYY
Bcero

N
[\S)

—_ === ]o|wn

N
~

Mozanuusm
47, XX,+21 [25]/48,XX,+20,+mar [4]
48 XY,+18,+20 [12]/47,XY,+18 [5]
47 XY,+7 [1]/46,XY [22]
Bcero

1
1
1

3
CTpYKTYpHO HecOalaHCUPOBAHHBIE TIEPECTPONKM
47 XY,add(10)(q26),+21 (FISH:47 XY,+21. 1
ish der (10)t(10;13)(q25;922)
(wepl0+,wepl3+,RB1-)
47, XX, der (13;13)(q10;q10),+13+21
[15]/47,XX,+21 [14]
47,XX,+marpat
46,XX,add(16)(p13.3)
46,XX,rec(8)dup(8q)(p21;q22) dpat
46,XY,der [6]
Bcero

1
1
1
1
6

[Mpumeuanue: * — GuoMaTepra IJIsl ”HBA3UBHOTO MCCIIENOBAHMUS COOU-
pajicst METOIOM XOPMOHOMOTICUY, TIALIEHTOOUONICUM WJIH KOPAOLIEHTe3a
B 3aBHCHMOCTH OT CPOKa 6EPEMEHHOCTH.

mecTBasIoCh 10 20 Hem. 6epeMeHHocTH: Yy 280 (47,5%)
6epeMeHHBIX — 10 13 Hen. uy 272 (46,1%) GepeMeH-
HbIX — Mexay 14 u 20 Hen. Tonbko y 38 (6,4%) Guo-
MaTtepuan o1 moaydyeH rnocie 20 Hen. B 212 ciyyasix

Ta6auna 4
PesynbraThl HEMHBA3UBHOTO TIPEHATAIIBHOTO
TECTUPOBAHMS Y TIOATBEPKAAIOIIE MHBA3UBHOM
nuarHoctuku Ha 01.07.2023r (n=5492)
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Pesynasrar HUTIT* Bricokuii puck [MoarsepxneHo
no HUIIT mo U1
Hopma
Hopwma, neBouka 2499 —
Hopwma, manbunk 2739 —
Bcero 5238
OCHOBHBIE TPUCOMUU
Tpucomust 21, neBouka 63 61
Tpucomust 21, ManbauK 92 91
Bcero 155 152
Tpucomus 18, neBouka 14 12
Tpucomus 18, MaabunuK 10 9
Bcero 24 21
Tpucomus 13, neBouka 9 7
Tpucomus 13, MaTbuuK 7 5
Bcero 16 12
AHOMAJTIH TIOJIOBBIX XPOMOCOM
Monocomus X, 1eBOUKa 9 7
Tpucomus X, neBouka 3 1
Jucomus Y, MaJIbunK 3 2
Bcero 15 10
Penkue naronoruu
Penkue nmatosnoruu, neBouka 28 3
Penkue nmatonoruu, Majabunk 16 3
Bcero 44 6

IMpumeuanue: * — HUTIIT BbIMOJIHEH METOIOM MOJTHOI€HOMHOTO CEK-
BeHupoBanusi BKJIHK 6Gepemennbix Ha mpubope lon GeneStudio S5
(Thermo Fisher Scientific Inc, CLLIA), olieHKa XpOMOCOMHBIX aHOMAaNHUit
MpoBe/ieHa B COOTBETCTBUU € pa3paboTaHHBIM OMOMH(pOPMATUYECKUM
QJITOPUTMOM?, TIOJ HOPMOI1 TTOpa3yMeBaeTcsl OTCYTCTBHE aHEYIIOMINH;
BkJIHK — BHekuerounast THK, UT1/1 — nHBa3uBHast IpeHaTaJbHas Ia-
rHoctuka, HUIIT — HemHBa3uBHOE MpeHATaIbHOE TECTUPOBAHKE.

0OepeMEeHHOCTh OCIOXHUIIACH "OOJIBITMMHU aKyIIePCKU -
MW CUHIPOMaMM'": TECTAIIMOHHBIN caxapHbIil AuadeT
Ha queToTepanuu ObL1 muarHoctuposaH y 62 (10,5%)
JKEHILWMH, Ha MHCyauHoTepanuu — y 17 (2,9%) Gepe-
MEHHBIX, TUMepTeH3usl GepeMeHHBIX — y 23 (3,9%),
npeskiamicus — y 49 (8,3%), npexneBpeMeHHbIE PO-
Ibl — Y 25 (4,2%) XeHIINH, 3a0epXKa pa3BUTHUS IUIOIA
Obl1a ycTaHoBJIeHa B 36 (6,1%) ciydasix.

Bcero, no cocrosiiuio Ha 01.07.2023r B KOJUIEKLIMNA
cofepKaTcs 00pa3ibl IIa3Mbl KPOBU U JIEUKOLIUTAPHON
mieHKU ot 5814 GepeMeHHBIX. [ 5692 KeHIIUH BbI-
MOJIHEHO MOJIHOTeHOMHOE cekBeHupoBaHue BKIHK.
JlaHHBIE O IUTOTEHETUYECKOM MCCIIeNOBAaHWN MaTepua-
sa rioaa nocie MITJI cobpanbl y 522 XeHIIWH, JaHHbIE
0 TeUeHUU 1 ucxomax oepeMeHHOCTH — y 590 KeHILMH.

B HacTosieit pabore o06pasiibl KOJJIEKLIUU ObLIN
WCITOJTb30BAHBI IS alipo0allii U BaJIMJAIIMM paHee pas-
pabdoTtaHHoro buonH@opmarrueckoro aaropurma HUIIT
METOJIOM BBICOKOTTPOU3BOIUTETHLHOTO CEKBEHUPOBAHMS
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Tabmuna 5
Knnanueckue JaHHBIC O TCUEHUUN 6epCM€HHOCTI/I 1 COCTOAHMU HOBOPOXKICHHDBIX,
accoUMMpOBaHHbIE ¢ 0Opa3aMu, coopanusie Ha 01.07.2023r (n=590)
Kareropuu nokasareseii IMoka3zatenu n=590
Abc. %
Hacrosiiast 6epeMeHHOCTb OnHormonHast 590 100,0%
Bepemennocts DKO 57 9,7%
[MapureT pomoOB M OCIOXKHEHHUS [MepBoponsimue 206 34,9%
OGepeMEHHOCTH B aHAMHE3e TToBTOpHOPOSIIHE 384 65,1%
HeBbIHammBaHue B aHaMHe3€ 148 25,1%
[MpeskiaMicus B aHaAMHE3e 33 5,6%
lecrauroHHbII caxapHblil AnadeT (IMeToTepanusl) B aHaMHe3e 23 3,9%
[ecTallMOHHBIN caxapHbIi TUa0eT (MHCYIMHOTEPAITNsl) B aHAMHE3e 4 0,7%
[pexneBpeMeHHbIE POIBI B AHAMHE3E 12 2,0%
3angepkka pa3BUTHS TJI0A B aHAMHE3¢e 0,3%
[TpexxneBpeMeHHast OTCIIOMKA TUTAeHThI 1,0%
T'mHekoornyeckue 3a60eBaHusA CHHIPOM MOJUKUCTO3HBIX SMYHUKOB 15 2,5%
HapyXHblii TeHUTaJIbHbII SHIOMETPHUO3 45 7,6%
AneHomnos 6 1,0%
Muoma MaTKu 84 14,2%
XPOHUYECKUIT SHIOMETPUT 17 2,9%
Kucra ssuunuka 56 9,5%
[Monumn sHIOMETPUS 18 3,1%
Tunepruiasust sHIOMETPUS 1 0,2%
DKCTpareHUTAIbHbIE 3200JIeBAHMS Oxupenne >30 kr/m> 53 9,0%
U36BITOK >25-30 KI/M> 148 25,1%
Jeduuut Maccnl Tea <18 kr/m? 9 1,5%
CaxapHblit auader 1 Tuna 4 0,7%
CaxapHblil 1uaber 2 Tumna 1 0,2%
lenaro3 4 0,7%
Tunepronunyeckast 60J1e3Hb 11 1,9%
AHTHDOCHOTUTIUTHBIN CUHAPOM 4 0,7%
Bapuko3Has 60J1e3Hb 82 13,9%
XpoHuyeckuil nueaoHeGpuT 71 12,0%
TTarosorust IUTOBUIHOMN XKeJIe3bl 67 11,4%
TecTallMOHHBIE OCIOXHEHUS [MaTonornyeckas npubaBka Beca 136 23,1%
AHeMusi 6epeMeHHbIX 138 23,4%
Vrpoxkarolye rmpexaeBpeMeHHbIE POIbI 25 4,2%
lecTallMOHHBIIA caXapHBIi Aua0eT (IMeToTepars) 62 10,5%
lecrauroHHbIi caxapHblil AuadeT (MHCYIMHOTeparnusl) 17 2,9%
Orekn 38 6,4%
TunepreHsus 6epeMeHHBIX 23 3,9%
[Mpesxnammncust 49 8,3%
HELLP-cunapom 1 0,2%
lenaro3 GepeMeHHbIX 14 2,4%
MHoroBoue 30 5,1%
Mainosonue 26 4,4%
TeuyeHue POIOB M OCIOKHEHUS Ponsl camocTosTeIbHBIE 350 59,3%
[pexnaeBpeMeHHOE U3TUTUE OKOJIOTIIOAHBIX BOL, 107 18,1%
[MpexneBpeMeHHbBIE POIIBI 25 4.2%
OnepaTtruBHOE pojiopaspelieHne Ponbl onepaTtuBHBIM MyTeM 240 40,7%
[TnaHoBoe KecapeBo ceueHue 219 37,1%
DKCTPEHHOE KeCapeBo CeueHne 21 3,6%
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Ta6muna 5. IIpononkenue

Kareropuu nokasatesneit [MTokaszarenun n=590
Abc. %
IMokazaHust K oriepaTuBHOMY PyGe Ha maTke 74 12,5%
POOPAa3pEIICHUIO Mpesknammcus 14 2,4%
OTcyTCTBYE ONMTUMATBHOM TOTOBHOCTH K POIAM POIOBBIX ITyTEi 27 4,6%
DKceTpareHUTaIbHAsH TATONIOTHS 15 2,5%
OCIIOXHEHMSI, CBSI3aHHBIE C CaXapHbIM I1a0beTOM 3 0,5%
OTc10iiKa MIaleHTh 4 0,7%
OTSronieHHBII aKyIIepCKuii 1 TMHEKOJIOTHYECKUH aHaMHe3 14 2,4%
BHyTpuyTpoOHas TMITIOKCHS TIoaa 8 1,4%
HenpaBuibHOE MojoxeHue miona 24 4.1%
V3Kkuii Ta3 7 1,2%
[TpexneBpeMEHHOE U3JIUTHE OKOJIOTUIOAHBIX BOJL 4 0,7%
Pasmep mona 5 0,8%
Pesyc-koHbmukT 2 0,3%
HapyiiieHre MaTOYHO-TIIAIIEHTAPHOTO KPOBOTOKA 6 1,0%
DeTanbHbIE OCTOXHEHUS 3anepxkKa pa3BUTHS I1J10a 36 6,1%
JNuabetryeckast heTomnatust 3 0,5%
TunepOouIMpyOuHEMUSI 73 12,4%
Buyrpuyrpo6Has nH(eKInsI 2 0,3%

ITpumeuanue: BKJIHK — BHeknerounast JTHK, DKO — skcrpakoprnopanbHoe ortonotBopenue; HELLP-cunapom: H — hemolysis (remonus), EL —
elevated liver enzymes (TIOBbIILIEHNE B KPOBU YPOBHS TIeueHOUHBIX (hepmeHTOB), LP — low platelet count (TpomOotiuTorneHust).

Ha npubope DNBSEQ-G50 (MGI, Kwuraii). B kaue-
CTBE KOHTPOJIST MCIIOIB30BAIM aJITMKBOTHI TUIA3MBI KpPO-
BU 50 6epeMEeHHBIX IIJI0JaMU C HOPMaJIbHbIM KapuOTH-
nom. s Banmunanmu HUTIT ucnonb3oBanu alMKBOTHI
r1a3Mbl KpoBu apyrux 150 xenmuH: 100 6epeMeHHBIX
TI0JaMu ¢ HOPMaJIbHBIM KapuoTuiioM u 50 ob6pas3uoB
OepeMEHHBIX TUIOAAMU C XPOMOCOMHBIMHM ITaTOJIOTHSI -
Mu. Bo Bcex citydasix pe3y/israThl, IMOJTydYeHHbIe KakK 11 -
TOTEHETMYECKUM METOIOM, TaK M IPH MCITOTb30BaHUHI
HWIIT, coBnanu. OTCyTCTBUE aHEYIUIOMAUWNA y ruioga
nocie aHanusa BKJIHK 6bu10 onpeneneHo B 100 Ha6t0-
JIEHUsIX, TaTOJOTUsl KapuoTUIIia Oblia omnpeaejseHa B 50
HabmoneHusx (Tadnuia 6). Bce marosoruu ObLIM OIpe-
neneHbl BepHo. TakuM o6pa3oM, crielu@UIHOCTh METO-
Jla COOTBETCTBOBAJIA OXMIaeMOI 1 coctaBuia >99,9%.
YysctBuTeabHOCTh MeTona — 100%.

Oo6cyxaeHne

BuopecypcHble KOJUIEKIIMU SIBJISIIOTCSI BaXKHBIM
WHCTPYMEHTOM JIJIsI TIPOBEIEHUST HAyYHBIX MCCIIEI0-
BaHUIi, co3naHus 60Jiee COBEPIIIEHHBIX TUArHOCTUYE-
CKHUX TECTOB, pa3pabOTKU HOBBIX MOAXOAOB K JICUEHUIO
U po(UIaKTUKE Pa3IMYHbIX 3a00J€BaHUIl YeTOBEKa.

B mocnennue ronbl B Poccum cranm mosiBASTH-
Cs CTaHAAPTU3MPOBAHHBIE KOJIJIEKIIUM OMO0OpPa3IoB,
KOTOpbIE COOMPAIOTCS B Mepuon 0epeMeHHOCTU. Tak,
B ®T'BHY "HUU ATuP um. [.0O. OrTa" Bemyrcs padbo-
THI 110 CO3aHUI0 YHUKAJIBHOMN KOJIJIEKIIMU OroMaTepu-
ajia >XEHIIWH Ha pa3HbIX CPOKax recraluu. B sty Koi-
JIEKIIAIO BXOISIT 0Opa3iibl BEHO3HOI KPOBU, MOYH, ITy-
TMOBUHHOI KPOBM Y TUTAIICHTAPHOM TKAaHU OT KEHITWH

C Pa3MYHOM aKylIepCKOI MaToJIorueil U ¢ HEOCIOX-
HEHHBbIM TeyeHueM OepeMeHHocTu. Ha ceromHsimHuit
neHb coopanHo >400 obpasloB, U cOOp MPOAOIXKAET-
cs. OcHOBHBIE O0JJaCTHM MCIIOJB30BAHUSI ATOU KOJI-
JIEKIIMU CBSI3aHBI C MTOMCKOM PAaHHUX MOJIEKYJISIPHO-
TeHEeTUYECKUX MapKepoB HauboJiee pacnpoCTpaHEeH-
HBIX OCJIOXKHEeHU# 6epeMeHHocTH [23]. B TO ke Bpems
Takasi BaxkHas 00JacTb MEIUIIUHBI, KaK MpeHaTaabHas
MMarHOCTUKa ocTajlach 0e3 BHUMaHUs. B HacTosiei
paboTe Mbl MPUCTYNUIU K (POpMUpPOBaHUIO OUOpe-
CYPCHO KOJIJIEKIIUU, OPUEHTUPOBAHHOI Ha pa3padboT-
Ky HOBBIX METOJJOB HEUHBA3UBHON MpeHATAIbHOM qua-
THOCTMKM Ha ocHoBe aHanu3a BKHK.

B kauvecTBe mnepBUYHOro OuoMarepuana Obl-
Jla BbIOpaHa 1ebHasi KPOBb, cOOpaHHas B MPOOUPKU
¢ Ky)-BATA wnu co crabunuzatopoM BkJIHK. Dkc-
MepUMEeHTaIbHbIE UCCIENOBAaHUS TTOKa3aau, YTO Hau-
OoJsiee MOAXOMSIINM OMOMATEPUAIOM JUISI BbIACICHUS
BkJIHK saBnsiercsa mia3ma KpoBu [24], a onTumasb-
HBIM BapUaHTOM MJIs B3STUSI KPOBU SIBJIIETCS ee 3a060p
B mpobupku ¢ K,-OTA [24]. OgHako 3TOT TUIT TIPO-
OMPOK MPUTONEH TOJIBKO I KPaTKOBPEMEHHOIO Xpa-
HEHUS TIPY KOMHATHOU TeMmepaType M0 HeHTpUubyru-
pOBaHMS M3-3a Pa3pylIeHUs] KJIETOK U KOHTaMUHALUU
reHomHo#t JIHK. s quTebHOro XpaHeHus 10 1LeH-
TpUDYrUpoOBaHUS MOAXOASAT MPOOUPKU, comepKaliue
CTabMIM3aToP, 3alUIIAIOIINI KJIETKA KPOBU OT Aerpa-
nauuu [24]. BaxHo OTMETUTD, UTO 006a TUIa MpoOUPOK
MOAXOMST /151 cOOpa JEUKOLUMTOB, COAePKAIIUX TEHOM-
nHyto JJHK 6epeMeHHbIX XeHIINH, KOTOPYIO MOXKHO UC-
MOJIb30BAaTh 7151 MOMCKA TEHOB MPEAPACTIONOKEHHOCTH
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buobankuposanue

Taommna 6
Pesynbrathl TecTupoBaHust 00pasioB BKAHK
OepeMeHHBIX METOIOM TTOJITHOTEHOMHOTO
cekBeHMpoBaHus Ha mpudope DNBSEQ-GS50
(MGI, Kuraii) (n=150)

Kapuotumn/ Kapuorunuposanue HUIIT*
pesynbrat FISH
Hopwma

46,XX 50 50 (HopMa, ieBOYKa)
46, XY 50 50 (HOpMa, MaTbIKK)
Bcero 100 100

AHeyronauu
47,XX,+21 10 10 (tpucomus 21, neBouka)
47,XY,+21 10 10 (Tpucomus 21, MabuuK)
47 XX, +18 6 6 (Tpricomus 18, meBouKa)
47 XY, +18 6 6 (Tpricomust 18, MaJTBIMK)
47,XX,+13 5 5 (tpucomus 13, neBouka)
47,XY,+13 5 5 (Tpucomus 13, MaIbYMK)
47, XXX 1 1 (Tpucomus X, neBovka)
47,XX,+2 1 1 (Tpucomus 2, 1eBoYKa)
47 XY, +16 1 1 (Tpucomus 16, MaIbIMK)
47,XX,+22 1 1 (Tpucomus 22, neBoYKa)
45X 3 3 (MoHOCOMUST X, IEBOYKA)
47.XYY 1 1 (mucomust Y, MaJIbYMK)
Bcero 50 50

IMpumeuanue: * — HUTIT BbIMoJHEH METOIOM TMOJTHOTCHOMHOIO CEK-
BeHupoBanus BKJAHK 6epemennbix Ha npuoope DNBSEQ-G50 (MGI,
Kurait), olleHKa XpOMOCOMHBIX aHOMaJIMii MPOBeLeHa B COOTBETCTBUU
¢ pa3paGoTaHHBIM OMOMH(MOPMATHYECKNM aNTOPUTMOM?, MOI HOPMOil
rnoapasymeBaetcst oTcyrcTBue aHeymiounuu; BKIAHK — BHekaeTouHas
JHK, HUTIT — HewHBa3uBHOE TIpEeHATaIbHOE TECTUPOBAHUE.

K OCJIOKHEHUSIM OepeMeHHOCTU. Takxke oOpasiibl re-
HomHo#t JIHK 6epemenHbix B psine noaxomos HUIIT
HCIIOJIb3YIOTCS B KauecTBe KOHTpoJs [3], yTo oOycio-
BUJIO HEOOXOMMMOCTb cOOpa JIEHKOIIUTOB KPOBU.

Hnsg ananuza BKIAHK 6epeMeHHBIX MCIOIb3YIOT-
Cs pa3IMYHbIE MOJIEKYJISIPHO-TEHETUUECKUE METOJbI.
OpnHUM 13 HanboJiee YCTICIIHBIX U TIePCIIEKTUBHBIX Me-
TONIOB SIBJISIETCSI BHICOKOIIPOU3BOAUTEILHOE CEKBEHU -
poBanue [3]. [Tostomy B 2017r B PTBHY "HUU AluP
nM. J1. 0. Orra" 66T HaUYaT cO60p 00pas3IoB KPOBU Oe-
PEMEHHBIX XeHIIUH, HanpaBiaeHHbIx Ha UTT], ¢ uenbio
pazpabotku texHosoruu HUIIT XpoMOCOMHBIX aHO-
MaJiuii METOJIOM BBICOKOIIPOM3BOIUTEIIBHOTO CEKBEHM-
poBaHUs. DTU 00pa3Iibl COCTaBUJIM OCHOBY IPENCTaB-
JICHHO KOJUIEKIIMU, KOTopas chopMUpOBaHa U3 ABYX
TpynIr: o0pa3ibl OT XEHIIWH, OEpeMEHHBIX TJIOJaMU
C XpPOMOCOMHBIMU aHOMAJIMSIMU, U 00pa3iibl OepeMeH-
HBIX TUTOIAaMU 06€3 XPOMOCOMHBIX ITaTOJIOTHIA.

B 2019r Ha 6a3e coOpaHHBIX 00pa3L0B ObLIa BbI-
nojiHeHa arnpobanus texHosoruu HUIIT xpomocom-
HBIX aHOMaJIMii HA OCHOBE MOHHOTO ITOJTYIIPOBOIHUKO-
BOro cekBeHupoBaHus Ha rpudope Ion GeneStudio S5
(Thermo Fisher Scientific Inc, CILIA). Iis 3Tor0 OBUT
pa3paboTaH OpPUTMHAJBHBIM OMOMH(OpMATUUECKU
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MPOTOKOJI OLIEHKM PUCKA XPOMOCOMHBIX TATOJIOTUIA
y 1ona. beliu Ucrosb30BaHbl ATMKBOTHI TJIa3Mbl KPO-
BU OT 185 XXEeHIIUH C OIHOIUIOAHON OepeMEeHHOCThIO.
ITpu uccnenoBanuu 145 06pa310B aHEYTUIOUIUA Y TUTO-
J1a 0OHApYXXEeHO He ObLIO, YTO COOTBETCTBOBAJIO PE3YJIb-
TaTaMM LIMTOTeHEeTUYeCKoro ucciaenoBaHus. B 40 cuy-
yasx ObUTM BBISIBJIEHBI XPOMOCOMHBIE aHOMaiuu. Bce
40 aneyriounuii, ooHapyxxeHHbIX ¢ moMouisio HUIIT,
cooTBeTcTBOBaIM pesynsratam UTI [25, 26].

C 2020r paspabortanHbiit Bapuant HUIIT BHe-
IpéH B kimHUYeckyto npaktuky ®I'BHY "HUN AluP
nMm. J1.0. Orra". Ha ceromHAIIHMIA J€Hb 5TUM METOIOM
npotectupoBaHo >5000 06pa3oB OepeMEHHBIX KEHILMH
[27], 4yTO TO3BOJWIO 3HAYUTELHO YBEJIUUUTh KOJUYe-
CTBO 00pa3IOB C XpPOMOCOMHBIMU aHOMAJIUSIMA U pac-
IIUPUTH CIIEKTP TATOJIOTU, BXOMSIINX B KOJUIEKIIMIO.

B 2022r Ha 6a3e KoJuieKLIuU ObLIO MPOBEAEHO Te-
CTUpOBaHUE pa3paboTaHHOrO0 OMOUMH(OPMATUUYECKO-
ro aniroputMa HUIIT ¢ ucnonab3oBaHUEM TEXHOJOTUU
BBICOKOTIPOM3BOAUTEIBHOTO CEKBEHUPOBAHUSI, TIPE -
JIOXKeHHOM KuTalickoil kommanueii MGI. PesynbraThl
anpoOaiuu, MpencTaBieHHble B HacToslleid pabdorte,
CBUJIETEILCTBYIOT 00 YCIIEITHOM TECTUPOBAHUM TIPO-
tokona HUIIT mgng nmpubopa DNBSEQ-G50 (MGI,
Kuwurait). C nekabps nmpouioro roma 3Ta TeXHOJIOTUS
npumensiercs B PTBHY "HUU ATuP um. 1. O. Orra",
K HAacTOSIIIIEeMy BpeMEHM IMpoaHaau3upoBaHo >1500
00pas31I0B TUIa3Mbl KPOBU O€pEMEHHBIX XKEHIIVH.

DJIeKTPOHHBIN KaTajor KOJUIEKIIUY BKJIIOYaeT UH-
dopManMio o pesysbraTax paHHETO MpPEeHaTaJIbHOTO
CKPWHWHTA, YTO TTO3BOJISIET TIPOBOIUTH JIOTIOJTHUTEIbHbIE
uccaenoBaHus. Tak, Ha OCHOBe TecTupoBaHUs 4272 06-
pas3loB KOJUIEKIIMY uccienoBaHa 3(GheKTUBHOCTh pa3pa-
6otanHoro Bapuanta HUIIT B KMHUYECKON MpaKTUKE.
[IpoBeneHHbIe NCCIEIOBAaHMS TTOKA3aJIU, YTO IIPOTHOCTH -
yeckas eHHocts HUIIT mist Tpucomuii mo xpomocomam
21, 18 u 13 3HaUYUTENLHO BBIIIE, YeM Y paHHEro MmpeHa-
TaJILHOTO CKPUHUMHTA, YTO COOTBETCTBYET JIAHHBIM JIPYTUX
uccaenosatenieit [27]. TlokazaHo, YTO TMpeATOKEHHBI
BapuaHT HUTIT no3BoJisieT ¢ BICOKOI TOUHOCTBIO BbISIB-
JITH PETyJISIpHbIE TPYCOMUM, aHEYTUTOMINH TIO TTOJIOBBIM
XpoOMOcoMaM, a Takxke "penkue Haxonku'" [27].

[MperMyIiiecTBOM CO3MaHHOM KOJIEKIIVU SBJISIETCS
TO, 4TO 11 60obIIMHCTBa 00pa3toB BKAHK nposeaeHo
TTOJTHOTEHOMHOE CEKBEHUPOBaHUE. DTO OTKPHIBAET I -
POKME BOBMOXKHOCTH JIJIST HAyYHBIX MCCIIENOBAHUIA.

UccnenoBanusi, IpoBeneHHbIE HA OCHOBE MMe-
folIeiicss TeHOMHOM WHGpOpMallMK, TTOKa3aju, 4TO
B o0Opa3iax miaa3Mbl KpOBU OEPEeMEHHOU MOXHO 00-
HapyxuTb ¢parmeHTsl JJHK BHUpYycOB, cMOCOOHBIX
HETaTUBHO BJIMSITH HAa TeUeHUE OEPeMEHHOCTH, TaKUX
kak Varicella zoster, Human betaherpesvirus 5 (CMV)
u Human parvovirus B19 [26]. Takxke GblJI0 MOKa3aHo,
yto BO BKJIHK comepxutcss nocTaToO4HOE KOJIUYECTBO
MTAHK nnsg ananuza nocnenneii. IpogemMoHcTpupo-
BaHO, 4To BKMTIHK B ma3me KkpoBu 6epeMeHHbIX MO-
KET OBITh MCITOTb30BaHa JIJIsSI TTIOMCKA HYKJICOTHIHBIX
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BapuaHTOB U onpeneneHus ramiorpynn MTAHK. ITo-
KazaHo, uto ypoBeHb MTIHK B mia3zme KpoBu MOXeT
CIIYXXWUTh TOTIOJIHUTEIbHBIM MapKepoM KadyecTBa OMO-
06pasuoB, HarpasasieMblx Ha HUTIT [10]°.

Oco060 mnepcrneKTUBHON MpPeacTaBaseTcsl BO3-
MOXHOCTh MOUCKa Ha 6a3e kosutekuuu paHHux JHK-
MapKepoB OCJIOXHEHUI rectaiiuu. Bo-nepBbix, 00Jb-
IIMHCTBO 00Pa3lOB MOJYYEeHbI MPOCIEKTUBHO 10 BO3-
HUKHOBEHMS aKylIepCKUX OCIOXHEeHUU. Bo-BTOpBHIX,
B Tipoliecce (popMUpOBaHUS KOJIJIEKIIUM COOMPAIOTCS
JaHHbIE O TedeHUU GepemMeHHOCTH. [1py 3TOM KIMHU-
yeckasi aHHoTalus 61Moo0pas3loB COAEPKUT MOAPOO-
Hyl0 UH(OpMaInio 0 (GOHOBBIX U TUHEKOJOTMYECKHUX
3a00JIeBaHUSIX, a TAKXKE 00 0COOEHHOCTSIX TeUYEHUST Ha-
CTosIlIe 6epeMeHHOCTU. DTa UH(MOPMaIIUs TTO3BOJISIET
(opmupoBaTh cTpaTUdUIIMPOBAaHHBIE TPYIIHLI Oepe-
MEHHBIX B 3aBUCUMOCTH OT 1IeJIel NCCIIeIOBaHNsI.

B Hacrosiiiee Bpemsi Ha 6a3e KOJIEKIIMUA MPOBO-
JATCSI MCCIENOBAaHUsI, CBSI3aHHbBIE C OLEHKOW KJIWHU-
yeckoit 3HaunmocTu aetekiuu JHK-BupycoB B KpoBu
OepeMeHHOI, pa3pabOTKON IMOAXOA0B K BbISIBJEHUIO
MUKPOIIEPECTPOEK, CO3JaHMEeM HEMHBA3WBHBIX Me-
TOIOB TIpPEeHATaJTbHOTO CKPMHWHTAa MOHOTEHHBIX 3a-
0oJIeBaHUI M XPOMOCOMHBIX TIaTOJOTUIl Ha OCHOBE
TapreTHOro CEeKBEHUpPOBaHUsI, a Takke nouckom JTHK-
MapKepOB OCIOXHEHUI 0EpEMEHHOCTH.

3akmoueHue

CO3I[aHHa$I KOJUICKIIMA, a TAKXKE aCCOLIMMPOBAaH-
HblEe C HEWl KIIMHUYECKUE U TEHOMHBIE JAHHBIC dB-
JIAI0TCA HEHHBIM PECYypCOM JId (I)YHI[aMCHTaI[bHI)IX

3 MopuwHesa A. B., Kostonuna M. 0., Bawykosa E. C. n ap. Cnoco6

aHanusa mutoxoHapuanbHon OHK ans HeMHBasuBHOrO nNpeHartanb-
Horo TecTmpoBaHus. Homep natenTa: RU 2 772 912 C1. Jata ny6nu-
Kauum: 27.05.2022.
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