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4YTO TAKOE HUMNC?

HWMC (HeMHBa3WBHbIM MpeHaTanbHbIA CKPUHWUHI UM HEMHBA3MBHbBIN MpeHa-
TaNbHbIN TECT) — CKPUHUHIOBbIM METOM, NpeHaTaslbHOro TECTUPOBaHMA.

[o3BONAET OLEHUTb PUCK Hanbonee PacnPOCTPaHEHHbBIX XPOMOCOMHbIX aHOMa-
NM Nnoga NyTeM aHanmMsa BHEKIeToYHOM nnogoBow (betonnaueHTapHom) OHK
Mo KPOBW MaTepu.

KAKUE OOKYMEHTbI PETMMAMEHTUPYIOT
NMPUMEHEHUE HUMNC?

©  KnumHmyeckme pekoMeHgaumm M3 PO «HopManbHasa 6epeMeHHOCTby, 2023

® MeToamnyeckme pekomMmeHgaumm «MpoBeageHmMe HEMHBA3MBHOIO
npeHaTanbHoro AHK-CKpMHMHIa aHeyn/IoMani nnoga no KpoBu MaTepm
(HMMC) MeToooM BbICOKOMPOU3BOAUTENBHOIO CEKBEHMPOBAHUAY.
AKyLLEepPCTBO U rMHekonoruda. 2024; 3 (MpunoxxeHue): 4-24

® [pwukas OenapTtaMeHTa 34paBooOxpaHeHUa ropoda MockBbl oT 13.03.2020
N2 199 «O6 opraHusaumm nNpoBeaeHns HeMHBa3MBHOMO NpeHaTalbHOro
TecTa B ropoge MockBe»
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AHEYCKPUH NITM

KAKUE BUAbl HATC BbIBAIOT?

HWMNC Ha yacTble aHeynnonamm — No3BOFET BbIgBUTb TOMCOMMK MO 21,18
1 13 xpoMmocomMaM (cuHapom [dayHa, SaBapaca v MaTtay).

MpodeccmoHanbHble MEAULIMHCKME COOBLLECTBA PEKOMEHOYIOT
nposegeHune HUMC Ha Tpucomuum no 21, 18 n 13 xpomocomam BCEM
6epeMeHHbIM XeHLUMHaM

HWIC c pononHUTEeNbHbIM BbiIBNIEHUEM PUCKA aHEeYN/1oMAUU MOnoBbIX
XPOMOCOM.

HITC BO3MOXXHO MPOBOANTb 419 CKPUHMHIA aHeyMIoMaMI Mo NOMTOBbIM
XPOMOCOMaM, OHaKO MPU TaKMX CUHOPOMAX 3aperncTpmnpoBaHa 3Ha4Ym-
TenbHaa A0NS JTOXXHOMOMOXUTENbHbBIX PEe3ybTaToB M WKMPOKada Bapua-
6eNbHOCTb KIMHUYECKUX MPOoSaBReHUIn (MoHocoMma X, XXX, XXY, XYY u
aHanornyHble).

MNMonHoreHoMHbIM BapuaHT HUMC noMmMo BbigBAEHMA PUCKOB 4YacTbIX
TPUCOMUIN M aHeYNIoOMOAMM MOMOBbIX XPOMOCOM MO3BOMIFET BbIABAATb
PUCKU PEOKUX TOUCOMUMN 1N HEKOTOPLIX MUKpOoAeneumnin/MmkpooynimKa-
LM (pa3mepoM 6onee 7-10 MH M.H.).

CnepnyeT yumTbiBaTh, YTO B PYTUHHOM KITMHMYECKOM NpaKTUKe Takoe
onpefeneHne He peKoMeHOoBaHO. MeTof He Mo3BosSeT BbIABUTb
PUCKU NONMUMNNONANN, CTPYKTYPHbIX aHOMaNMM XPOMOCOM, MOHOFEeHHbIX
U OPYrmX reHeTUYeCKMxX 3a6oneBaHuni, He CBA3aHHbIX C aHeYMToOUaUaMMU.
HecMoOTp4 Ha To, UTO NOTeHLUMaNbHO AaHHbIM CKPUHUHIOBbLIN MeTo[,
o6nagaeT BO3MOXHOCTbIO BbISIBMIATh PUCKM XPOMOCOMHbIX MUKPO-
neneumm v MUKpoaOyrInMKaumim, HasHadeHre NoaoBHbIX UCCefoBaHMMN
B HAaCTOALLUMN MOMEHT He NpefcTaBseTcs LenecoobpasHbiM B CBA3U

C HelOCTaTOUYHOM BaNMANPOBAHHOCTbIO

B cnyyae BbIgBMEHWA pUCKa aHeynIoMaAMKM MO XPOMOCOMaM, ANA KOTOPbIX OMnu-
CaHbl CMHAPOMbI, CBA3aHHbIE C O4HOPOAUTENBCKMMKN OUCOMUAMU, MOTYT ObliTb
PEKOMeHO0BaHbl AOMOMHUTENbHbIE UCCNeLoBaHWA A9 UCKTIOYEHMA COOTBETCT-
BytoLLero cuHaopoma [PMID: 32296163"; PMID: 370769732).

' Del Gaudio D. et al. Diagnostic testing for uniparental disomy: a points to consider statement from the American
College of Medical Genetics and Genomics (ACMG) //Genetics in Medicine. - 2020. - T. 22. - N2. 7. - C. 1133-1141.

2 Hui L. et al. Position statement from the International Society for Prenatal Diagnosis on the use of non-invasive
prenatal testing for the detection of fetal chromosomal conditions in singleton pregnancies //Prenatal Diagnosis. —
2023.-T. 43.-N2.7.—- C. 814-828.
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YEM OTJTIUMAETCH HUTIC
OT KOMBUHUPOBAHHOIO
(MPEHATANTbHOIO) CKPUHUHIA?

HUMC KOM6UHUPOBaHHbIN CKPUHUHT

3TO NpaMomn MeToa,

roe nccnepyetca AHK nnoga
(MnaueHTbl).

BbimonHaeTca no BeHO3HOM
KpOBU MaTepu

3TO KOCBEHHbIM METO[, OLIEHKM PUCKA XPOMOCOMHbIX
aHOManumn, NP KOTOPOM UCCENYOTCA MapKepbl
MaTEPUHCKOW CbIBOPOTKMU.

BktoyaeT BUOXUMUYECKMI aHaNnn3 MapKepoB
MaTePUHCKOW CbIBOPOTKM (b-XI'Y 11 PAPP-A)

1 yNbTPa3ByKoBoOe mccnenoBaHume (Y3U)

[103BONSET BbIIBUTL PUCKU
XPOMOCOMHbIX aHoManum nnofa

BbigBngeT pruckmn XpOMOCOMHbIX aHoManum naoaa,
MOPOKWM PasBUTUA NoLda, MO3BONAET NPOBECTU
OLEHKY PNCKOB BO3MOXHbIX OCMOXHEHUM
6epeMeHHOCTI/I — npexageppeMeHHbIX POOOB,
3a0epPXXKUM PasBUTUA naona 1 npeaxkmnamrcunm

99%* — KO2DPULMEHT OBHAPYIKEHUSA
PUCKOB HacCTbIX TPUCOMMUI
(cuHppoma OayHa)

0,05%* — KOPPUUMEHT NOXKHO-
MONOXUTENBbHbIX PE3YNbLTaTOB

90-95% — KO3PDULMEHT OBHAPYIKEHUS PUCKOB
YacTbIX TPMCOMUM™* (cuHOpoMa [dayHa)

<5 - KO3PDNLMEHT TOXKHOMONMOMKUTENBHbIX
pe3ynsratos**

dBnaeTca CKPUHUMHIOBbIM METO40M
1 MOXET BbITb peKoMeHaoBaH
BCEM XEHLLUMHaM —

c10 no 17 Hegenu 6epeMeHHOCTU

B HacTosee BpeMsa cumnTaeTcs oba3aTenbHbIM
n NpoBOAUNTCA BCeM XXeHLMHaM

MpoBoanUTCs OOHOKPATHO

[MpoBoauTCS ABaKAbl NIV TPWXKAObI, NePBbIN
CKPUHUWHTI — Ha CpoKe 12 Hefernb C KOMIMJIeKCHbIM
pacYeTOM PUCKa XPOMOCOMHbIX aHOMaNuM,
nocnenytoLme CKPUHUHIU BKIKOYAKOT TOMbKO
YNbTPa3ByKOBOE UCCNeAoBaHWe M BbIMOMHAOTCH
BO BTOPOM U TpeTbeM TprMecTpe

MNosBongert nony4ynTb cBeaeHna
O BO3MOXXHbIX XPOMOCOMHbIX
aHOManmMax nnoga Unn nfaueHTbl

Onpepengaet rpynny pmncka rno BO3MOXXHbIM
OCITOXXHEHUAM N HANTUYUIO BPOXKOEHHbIX MOPOKOB
Pa3BNTNG Yy Nnofa

HUMC 1 KOMBUHUPOBaHHbIN MpeHaTanbHbI CKPUHWHE — 6e30MnacHble MeTodbl!

*— ana HAMC, BbINOIHEHHOMO C MpUMeHeHreM Habopa peareHToB AHeyCKpuH UM

** — PaHHUI NpPeHaTanbHbIN CKPUHUHI

B cnyyae nonyuyeHua HemHpopMaTueHoro pesynstata HUMC, Hanpumep,
B CBSI3M C HMU3KOM pgonen nnogoson JHK, BO3MOXXHO MOBTOPHOE B3ATUE

KpOoBU; NpU 3TOM BEPOATHOCTb MOoJ1ly4HeHUNA KOPPEKTHOro pe3yrbrata
nccnenoBaHMA yBenmmMdmBaeTCcd
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KOMY HA3HAYAETCH HUMNC?

BCEM 6epeMeHHbIM ¢ ogHoMnIoaHoM v AByniogHon 6epemMeHHocTbio ¢ 10 go 17
Hepenb. B cnydyae MHoronogHom 6epeMeHHoOCTU (bonee AByX MiofoB) BO3MOXK-
Hbl OrpaHUYeHNsa B MoNyYeHnn BanmMaHoOro pesynbraTa, TpebyeTca KOHCybTauma
Bpaya-reHeTnKa.

KAKUE OTPAHUYEHUA HUTC
CYWECTBYIOT?

'| MeTon He npefHasHayeH g9 BbiaBeHMa pUMCKa C6aﬂaHCl/IpOBaHHbIX CTPYK-
TYPHDbIX aHOManMmn XpoMocoMm, nonnniaongmnmn, MOHOIreHHbIX N Opyrnx reHeTtm-
YecKux 3aboneBaHMI Nnoaa, He CBA3aHHbIX C aHeyraongmnammn.

2 He pekomeHOyeTcs WCMOMb30BaTb B PYTMHHOM CKPUHUHIE [ANF BbiaB-
NIEHUA PUCKOB XPOMOCOMHbIX MUKPOoAeneumnn/MmMkpooynnvkaumm (Ha-
npumep, cnmHopoma geneummn 229112 — cuHgpoma Oun [xopoyXkun) B CBA3U
C HELOCTaTOYHOM BaNMOMPOBAHHOCTbIO.

3 WccnenoBaHve He npegHasHavyeHo O/19 CKPUHUMHIA HOCUTENbCTBa ayTOCOMHO-
peueCCMBHbIX My‘rau,mﬂ N 6epeMeHH01?1 XXEeHLWWMHbI.

4 TpyMeHeHne MeToda OrpaHWMYeHO Ha CpoKe 6epeMeHHOCTUM MeHee
10 Hepenb, T.K. B YKa3aHHbIM nepwopn ypoBeHb [HK nnofa B KpoBW Matepu
B 6O/MbLUMHCTBE CMy4daeB HMXKe Mopora aHaMTUUYEeCKOM YyBCTBUTENbHOCTMU
MeToaa, KoTopasa 0bblYHO coCTaBnaeT 4% O/19 OAHOMNOAHOM BepeMeHHOCTH,
7-8% — ona aBynnogHon 6epemMeHHocTu. Jona OHK nnoga 3aBUCUT Kak OT
CpoKa 6epeMeHHOCTU, TaK M OT Macchl Tefla 6epeMeHHON YeHLLMHbI 1 OpYyTrmuX
dakTopOB.

5 B pdage cnyvaes Ha nposefeHWe 1CCNefoBaHUsa MOXeT BNUATb Hanuume B
MaTepUHCKOM KpoBoToke [OHK 3amMepulero niona (CUMHAPOM «MCYE3akoLLEero
6n3HeLa»).

6 Pesynbrathbl MccnefoBaHWMA MOTYT 3aBUCETb OT HaNMymMa y 6epeMeHHoP1 KeH-
LLIMHbBI OMnyXxXos1ieBoro 3aboM1eBaHng, B T.U. ,D,O6pOKa‘-ieCTBeH HOTO.

7 [llpoBedeHMe UccnefoBaHMA OrpaHUYeHO MPU MHAEKCe MaccChl Tena bepe-
MEHHOM YeHLLUMHbI 6011ee 30 Kr/M2.
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8 [poBefeHye MccneqoBaHNA MOMYT 3aTPYAHATb OCOBEHHOCTM KapmuoTuna
MaTepwu (HanpuMep, Hanndmne Kapuotmna 47, XXX), Mo3anLmnM3M B cOMaTU-
UECKMX KNEeTKax y Nioaa, B NaueHTe nnmy Matepu (HanpuMmep, Mo3aunu-
HbI BapmaHT KapuoTmna 45, X).

9 [MpoBeLieHMe nccnegoBaHUs OrpaHMYeHo Nnocne NnepenmBaHng anioreH-
HOWM KPOBMW, Tepanmmn anforeHHbIMM KNeTKaMu, TpaHCMTaHTaLUMM OpraHoB
NN KOCTHOIo Mo3ra.

B a3ToM cny4dae pe3synstat HUTMC MoyKeT 6bITb He TOTbKO
HeMHPOPMaTUBHbBIM, HO U OLLMGOYHbIM.

10 Ha BO3MOXHOCTb MpOBedeHNd UCCNEAOBAaHUA MOTyT BAUATb TAXKesble
AyTOMMMYHHbl€ MpoLLecchl B opraHuamMe Matepu [PMID: 254277973, PMID:
248623574,

11 Ha ponto nnopgoson OHK B nnasme KpoBuM BepeMeHHOW KEeHLLMHbI MOryT
Bnmnate: OPBW v gpyrve BocnanuTtenbHble npouecchl [PMID: 36359370]°,
nedmnumT BUTaMmHa B12 [PMID: 27328203]°, HBB-remarnobuHomnatmm
[PMID: 31736384]7, paHee ycTaHOBNeHHasa runeptoHua [PMID: 25963912]¢,
NPUEM HeKoTopbiX nNpenapatoB [PMID: 30740743°% PMID: 36572105°] un
Opyrue coctoaHua.

3 Chan R. W. Y. et al. Plasma DNA aberrations in systemic lupus erythematosus revealed by genomic and
methylomic sequencing //Proceedings of the National Academy of Sciences. — 2014. — T. 111. — N2. 49. — C. E5302-
ES311.

“Hui L. et al. Repeated failed non-invasive prenatal testing owing to low cell-free fetal DNA fraction and increased
variance in a woman with severe autoimmune disease //Ultrasound in Obstetrics & Gynecology. — 2014. — T. 44. —
Ne. 2.

5 MUzes G. et al. Cell-free dna in the pathogenesis and therapy of non-infectious inflammations and tumors //
Biomedicines. —2022. - T.10. - N2 11. - C. 2853.

6 Schuring-Blom H. et al. Maternal vitamin B12 deficiency and abnormal cell-free DNA results in pregnancy //
Prenatal Diagnosis. — 2016. - T. 36. — N2. 8. — C. 790-793.

7 Putra M. et al. The association of HBB-related significant hemoglobinopathies and low fetal fraction on
noninvasive prenatal screening for fetal aneuploidy //The Journal of Maternal-Fetal & Neonatal Medicine. - 2021. —
T.34.— N2 22. - C. 3657-3661.

8 Zhou V. et al. Effects of maternal and fetal characteristics on cell-free fetal DNA fraction in maternal plasma //
Reproductive Sciences. — 2015. - T. 22. — N2. 11. — C. 1429-1435.

2 Kuhlmann-Capek M. et al. Effects of medication intake in early pregnancy on the fetal fraction of cell-free DNA
testing //Prenatal Diagnosis. - 2019. - T. 39. - N2. 5. - C. 361-368.

9 Nitsche J. F. et al. The effects of heparin, aspirin, and maternal clinical factors on the rate of nonreportable
cell-free DNA results: a retrospective cohort study //American Journal of Obstetrics & Gynecology MFM. - 2023, —
T.5.— N2 3. - C.100846.
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KAK MPOYUTATD PE3YJIbTAT?

Pesynbratbl HUATIC MoryT 6bITh:

1

2

MOMOXXUTeNbHbIE — CBUOETENLCTBYIOT O BbICOKOM pUCKe Hanuuua y nnoda u/
WM BbIABNEHHOWM B MNaLeHTe XPOMOCOMHOM aHoManmm (XA);

oTpuuaTeNibHble — CBUOETENbCTBYIOT O HU3KOM PUCKE HaNMMumg y nioda xpo-
MOCOMHbIX aHOMasui, HO He NUCKoYaloT BEPOATHOCTb HalMUYmMa XPOMOCOM-
HbIX HapyLUEeHUM MONHOCTbI. OCOBEHHO BaXXHO 3TO MOMHUTL B CllyYae Bbli-
COKOFO pUCKa TPUCOMUKM MO pe3ynbTataM BGUOXMMUYECKOTO CKPUHUHIA U
Y3 - B 3TOM criydae o9 yTOUHeHWa danbHenwmnx encTBuiM Heobxoomma
KOHCy/bTaL Mg Bpaya-reHeTmka.

HeBanuaHble — pe3ynbsTaThl, MPU KOTOPbIX pacyeT pUcka XA Mpom3BeCcTU He-
BO3MOXXHO BBUAY HU3KOW O0NM BHekNeTodHon [HK nnoga B KpoBW Matepu
NN No OpyrmMm npuvmHam;

JIOXKHOMOMOXXUTENbHbIE — KOr4a NonoxxuTerbHble pe3ynstaTthl HAMC He Ha-
XOOAT noarsep>XXaeHmMd C NMoMoOLLbO MHBaA3MBHOM npeHaTaanoﬁl OnarHoCcTm-
KW UK MO ncxony 6epeMeHHOCTl/I.

|_|pl/IL‘II/IHOI;I JTOXXHOMONOXNTENIbHbIX Pe3ysibTaTOB MOIryT ObITb I'IﬂaLI,eHTaprIIZ
MO3anUN3M, MO3aNLM3M B COMaAaTUHECKUMX KNEeTKaxX MaTepK, CbeHOMeH «ncHe-
3akoulero 6J'Il/l3HeLI,a>>, onyxoneBble O6pa3OBaHl/I¢| Y MaTepun, B T.4. ,D,o6po+<aqe—
CTBEHHbIe, 0CcoBeHHOCTU KapnoTunna MatepKn, TexHn4eckne m 6l/IOl/IHCbOpMa-
TU4YecKMne ocobeHHOCTU MeToda UccrnegoBaHna u ap.

NIoOXXHOOTpULLATENbHbIE — MPU oTpULaTeNbHbIX pe3ynsrtatax HAUTMC, xpomo-
COMHasg aHoOManus no AaHHbIM WMHBA3MBHOM MpeHaTarbHOM OMarHOCTUKMU
WK Mo ncxofy 6epeMeHHOCTU.

MPUYMHOM NTOXHOOTPULLATENTbHbBIX PEe3Y/1bTaTOB MOIMYT CNY>XWUTb WUCTUHHbIN
M1000BbIM MO3aULM3M, TEXHUYECKME Nn BronHpopMaTUdecKe ocobeHHo-
CTW MeTofa UccrefoBaHUsa U Op.

MHTepnpeTauua otpumuaTtenbHblx pesynstatoB HUTMC ocyllecTBngeTcs Bpa-
YOM aKyLLEePOM-TMHEKONTOroM NM60 BPayYOM-reHETUKOM.

MHTepnpeTaunsa MonoXXumTernbHbIX U HEBalIMOHbIX Pe3ynbTaToB OCYLLEeCTBAA-
eTCcsl BPaYOM-TeHETUKOM W/ KOHCUTMYMOM Bpadei ¢ pelleHreM Bornpoca o
MpoBeAEHMN MHBA3MBHOW NpeHaTanbHOM anarHocTukm (Ura).
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Pe3ynbratbl AHK-CKPUHWHIA He OOMKHbI pacCMaTPUBaTbCS B OTPbIBE OT
9 pe3ynbraToB APYrUX KIMMHUYECKMX TeCTOB. B HacTHOCTK, Mpwu nonagaHum
6epeMeHHOM B rpyrny BbICOKOro p1UCKa Mo pe3y/ibTaTaM paHHEero
npeHaTanbHOro ckpmHuHra (PMNC) nnu BoigBieHUM NOPOKOB Pa3BUTUSA
naoga ¢ NoMoLpbo Y3 HeobxoamMMo npoBeaeHne reHeTUYeCKoro
KOHCY/IbTUPOBaHUSA ON19 peLleHnsa BOrnpoca 0 BO3MOXXHOM Ha3Ha4YeHUu
MHBA3MBHOM NpeHaTanbHOM anarHoctuku (UMNO) BHe 3aBUCUMOCTU
OT NpefwecTBytoLwero pesynsrata HUTMC.

B cBA3K C BO3MOXHbIMU OWMBKaMK B AMarHocTuke XA nnona, CBA3aHHbIMU C
naaueHTapHbIM Mo3anumM3MomMm, npu nposegeHnm WML no pesynsrtatam HATMC
npennoytTuTenibHee NPOBOLAUTb aMHUOLLEHTES, @ HE acnMpPaLUMio BOPCUH XOPUO-
Ha/MnaueHToLeHTes. B cnyyaax oGHapy>KeHUs MapKepoB XA Uv MOPOKOB pa3Bu-
TVAa NAoAa NpPu ynbTPa3ByKOBOM UCCIeO0BaHMM M BbICOKOM PUCKE TPMCOMUM MO
xpomocomaM 21 mnm 18 no HNMC ona paHHen noaTBepy)caatoLler AMarHoCTUKM B
| ToUMecTpe gonycKaeTca NpoBeaeHMe acnunpaLmy BOPCUH XOpUuoHa. B cnydae
BbIIBIIEHUNS BbICOKOIO PUCKa TPUCOMUU XPOMOCOMbI 13, MOHOCOMUU X, PEOKUX U
HaCTUYHbBIX XA NMPU OTCYTCTBMIW YbTPA3BYKOBbIX MapKepOB XPOMOCOMHOW MaTo-
NTOrMK MM NMOPOKOB PAa3BUTUA PEKOMEHOOBAHO NPoOBeAeHME aMHUNOLLEHTE3a.

[Mpun BbIgBNeHUM ¢ NoMoLbio HNTIC BbICOKOIo pucka YacTbix XA, ONd npoBefe-
HUA MOATBEPXAAKLWEN MHBA3MBHOWM OMArHOCTUKM OOMYCTUMO MpUMEHeHMe
akcnpecc-metonoB FISH n QF-PCR. B cniydae oTpuuaTenbHOro pesynbraTta npu
BbICOKOM puicke no HUNIMC BO3MOXXHO NpOoao/iKeHe o6¢ceqoBaHmgd, B T.U. MpoBe-
OeHune KapuoTUNMpPoBaHMS.

[0na npoBefeHUs MoaTBep)KAatoLWen MHBAa3MBHOM AMArHOCTUKM MO PeaKUM U
YACTUYHbIM XPOMOCOMHbBIM aHOMaNMAM MOIMYT NPUMEHATHCH LUTOreHEeTUYECKUNIA
MeTon (KaproTUMUPOBAHME), MonekynapHo-umtoreHeTnyeckme (FISH, m-FISH,
m-Band) 1 MoneKkynapHo-reHeTU4Yeckme (MoNeKynapHoe KapmoTUNMPOBaHME Ha
OHK-MmkpomaTpuuax, CGH) MeToabl, KaXXablM M3 KOTOPbIX MMEeT CBOU MNpenmy-
LLecTBa M orpaHnyeHuns.
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AJITOPUTM OBCJIEOOBAHNA
NPU BbICOKOM PUCKE XPOMOCOMHOM
NATOJTOITMU NNOOA

MpY NOOATBEPXKOEHMN BbICOKOTO prcKka XA UMMM MOPOKOB PasBUTUA Mioaa,
ACCOLIMMPOBAHHbIX C XPOMOCOMHbIMW aHOManmUAMu, no gaHHbiM HUMC n/unm
Mo OaHHbIM CKPUHWHIA 1-ro Uan 2-ro TpuMecTpa C nepepacyeTtoM MHOMBUAY-
aNlbHOro pUcKa poxkaeHWs pebeHka ¢ XA Ha OCHOBE [aHHbIX MOBTOPHO MpPO-
BegeHHoro Y3M nnona, pekoMeHAoBaHO HampaBUTb 6epeMeHHyto nauneHTKy
Ha NpoBedeHne MHBAa3MBHOW MpeHaTaslbHOM AMArHOCTUKM (B1oncmsa XoproHa,
MAaLEHTbl, aMHMOLLEHTE3, KOPAOLUEHTE3) C UCCNeA0oBaHMEM MOYYEHHOIoO Ma-
Tepmana LUToreHeTUYeCKUMIM (LUTOreHeTUYeCcKoe mccnegoBaHme (KapmoTtmmn))
N MOMEKYNAPHO-FreHETUYECKUMUM MeToAaMuU.

Bbl60p MeTOoOa B3dTUA MaTepUuaslia nnoga and MHBa3MBHOM npeHaTaanon
ANAarHOCTUKU 3aBUCUT OT CPOKa 6epeMeHHOCTVI n npep,nonaraeMoﬁ aHOMalIunuu.

Buroncuma xopmnoHa npoBoanTca rnpu cpoke 10-14 Hepenb 6epeMeHHOCTU.
AMHMOLLEHTE3 NPOBOAMUTCA MPU CPOKe BbepeMeHHOoCTK >15 Heaenb.

B cny4daax obHapy)XeHUa MapKepoB XA UMK MOPOKOB Pa3BUTUA Mioda npu
YNbTPa3BYKOBOM WMCC1eA0BaHMM U BbICOKOM PUCKE TPUCOMUIN MO XPOMOCO-
MaM 21 nunn 18 no HUMC onga paHHen noaTBep>aatoLlen AMarHoCTUKM B | Tpu-
MECTpE O0MYyCKaeTca NpoBeaeHme acnmpaLnm BOPCUMH XOPMOHa.

B cnyyae BbigBNEHMA BbICOKOIO pUCKa TPMCOMUKM XPOMOCOMbI 13, MOHOCOMKM
X, peaKMX U YacTUUHbIX XA MPU OTCYTCTBUW YNbTPa3BYKOBbIX MAapPKEPOB XPO-
MOCOMHOWM NaToNOrn UM NOPOKOB PA3BUTMUSA PEKOMEeHO0BaHO NpoBeaeHmne
aMHMoLeHTe3a. MHOMBMAOYanbHbIN BbICOKMIM pUCK XA y nnoda Mo OaHHbIM
CKPWHWHra cocTtasnsaet >1/100.

MMpPOTUBOMOKa3aHUAMKM K MHBA3MBHOW MpeHaTanbHOM OMAarHOCTUKE ABNAIOTCA:
MHOEKLUMOHHbIE 1N BOCManmTeNbHble 3aboneBaHus Nobon nokanmsaumm, yrpo-
YKAIOLLMM BbIKMAbIW UK NpeXaeBpeMeHHble poabl. B cnydyaax ceHcnbunimsa-
UMK no cucteme Rh(D) HeobxoOaMMO B3BECUTb MOTEHLMANbHYIO MOb3y/PUck
OT NpoBeAeHMNA MHBA3MBHOM OAMArHOCTUKU. [KNMHMUYeCcKMe pekoMeHaaumm M3
P® «HopmManbHaa 6epeMeHHOCTb», 2023]



AHEYCKPWUH NJTM

B oeHb obpalleHna nauneHTKM U3 rpynnbl BbICOKOrO pUcka B MeOMKO-reHeTu-
yeckoe oTgeneHue el NPoBOAUTCA AononHuTenbHoe Y3W BpadoM-aKCNepToMm
permoHanbHOro ypoBHsa. MNpun NoaTBepXXaeHUn pucka XA y nnoga bepemMer-
HOW npepgnaraeTca npoBedeHVe WHBA3WMBHOM MpeHaTallbHOM AMarHOCTUKM
(M O) oA NOCTaHOBKM MpeHaTanbHOro amarHosa ¢ odopmMneHmneM MHOopMm-
POBaHHOro JOB6POBOMNBHOMO CorfacKa/oTkasa oT NpoLenypbl. YUnTbiBas Bpemd,
HeobxooMMoe Ona MPOBEeAeHUA KOMMeKca WMHBA3WMBHOWM [OMArHOCTUKMK, Ha
MOCTAaHOBKY OKOHYaTe/IbHOro MpeHaTaNbHOro gMarHosa ¢ MoMeHTa obpalle-
HUA BepeMeHHOW B OKPYXKHOWM KabuHeT npeHaTanbHOM amarHocTukm (OKIMO)
YXOOUT He 6onee 1 Hegenu. B cnydae AMarHOCTUKKM BPOXOEHHbIX MOPOroB pas-
BUTUA 1 XA MPOBOAMTCA MpPeHaTanbHbI KOHCUIMYM MO OaNbHEWLen TakTukKe
BefeHUa JaHHOW 6epeMeHHOCTI.



AHEYCKPWH NJTM

AHEYCKPVH UMM @ [IHK-TEXHONOT S

Habop peareHToB AHeyCkpuH WM
npegHasHadeH Ang  HEeWHBA3MBHOMO
OHK-CKpUHUHIa 6epeMeHHbIX  YKeH-
WMH C Lenblo OBHapy)XeHUs XpoMo-
COMHbIX aHOManuM Mnnoga — aHeynso-
naounm no aytocomam 13, 18, 21, nonoBbiM
XpoMocoMaM X 1Y, a TakxKe YaCTUYHbIX
OYyAAMKauum v geneumm C MOMOLLbIO
mcecnegoBaHua BHeknetodyHon  [OHK
nnoga METOOOM  BbICOKOMPOM3BOAM-
TenbHOro cekBeHupoBaHMa (NGS) Ha
nnatdopme lllumina ¢ mcnonb3oBaHM-
eM nporpaMMHoro otecrneyerHus (MO)
«AHeyCKpuH». [Mocne npoBefeHUda cekBeHMpoBaHUA O «AHeyCKpUH» onpe-
nenaet gonto OHK nnoga v pacCymMTbiBAET PUCK HaNMYMa aHeynaoungmim (HU3-
KUM/BbiICOKMM). B criydae oBbHapy>KeHUs BbICOKOIO pUCKa TPUCOMUK MO OPYrUM
xpomMocoMaM MO «AHeyCKPUH» YKa3blBaeT 3TO B 3aK/IIOHYEHUU MO pe3yribTaTaM
nccrnenoBaHua. Takke BO3MOXHO MofyvYeHue OOMNONHUTENbHOM MHbOPMaL MM
O HaNMUUYUM YaCTUYHbBIX OyNAMKaALMIA 1 geneumi npm ydactmm bmomnmHoopmMaTmKa.

MCCNEOYEMbIN MATEPUAN
KPOBb 6epeMEeHHOM MeHLLWHbI, HaYMHas
¢ 10 akyLLUepcKoM Hegenn 6epeMeHHOCTH.

B cnyyae HeobxoanMMoCcTu NpoBeaeHa MHBa3UBHOWM AMArHOCTUKIM Ha aHeynioun-
O BO3MOXXHO BblMosiHeHMe nccnegoBaHmg QF-PCR AHey.



AHEYCKPWUH NJTM

NMPMEPDBI BJTAHKOB PE3YJIbTATOB AHEYCKPUH UJTM

HeuHBa3uBHbIN NpeHaTanbHbii JJHK-CKPUHUHI aHeyrJionanm
(no KpoBU MaTepm)

3AKJ/TIOMEHUE
Hona nnogoson OHK 6,20. Mon nnoga »XeHCKMW. YCTaHOBNEH BbICOKMI (Bbile 90%)
PUCK TPUCOMUU MO XpoMocome 13. YcTaHOBMeH HU3KUM (<1%) pUCK aHeynnouanii no
MOSTIOBbIM XPOMOCOMaM.

HasBaHue danna Sample
HOona nnoposow OHK 6,2
Yucno npouteHU 7466945
T Score no 13 xpoMocome 15,61

T Score no 18 xpomocome -2,01

T Score no 21 xpoMocome -0,71

T Score no X xpomocome 1,56

T Score no Y xpoMocome 1,23

MpumMmevaHue: [JHK-CKPUHUHI He 3aMeHsIeT AMarHoCcTU4YeCKnue MHBa3uUBHbIE TeCTbl.
Ecnv paHHbIM MeTOgOM HapyLLleHMm Yy nnona He BblgBNeHO, HeMb34 NOJTHOCTbIO NCKITHO-
UUTb aHeyn/Ionamm Kak no mccneoBaHHbIM, TakK U NO APYrMM XpoMoCcoOMaM. MeTopn
mnmMeeT orpaHnyeHud, B 4aCTHOCTU, HEBO3MOXXHOCTb BbldB/IeHUA MVIKpOBHOMaJ'II/II;I
XpPOMOCOM, MO3anLun3mMa, nonuniongun, CTPYKTYPHbIX aHoManum XPOMOCOM, MOHO-
FreHHbIX U Opyrnx reHeTn4yecKunx 3a60ﬂeBaHMVI, He CBA3aHHbIX C aHeynTonanamMu.

Mpadmk oTKIOHEeHUM (Z Score)

13
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S0
ﬂfS 12 3 5 6 8 9 o g 12 14 18 20 21 22
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15
XpoMocoMHasa Bbi3biBaeMoe YCTaHOBNEHHbIN KoMMeHTapum
natonormna 3aboneBaHue pPUCK
Tpucomma 21 CuHaopoMm HdayHa <1/100 (<1%) PUCK HU3KUIA
Tpwrcommns 18 CuHOpoM 3aBapaca <1/100 (<1%) PUcK HU3KNM
Tpucomua 13 CuHppowm Matay >90/100 (>90%) PUCK BbICOKUI
HapylieHue ymcna CuHapom TepHepa/Tpucomma X <1/100 (<1%) PUCK HU3KMI
MOMOBbIX XPOMOCOM




AHEYCKPWH NJTM

HeuHBa3uBHbIN NpeHaTanbHbii JJHK-CKPUHUHI aHeynJionanm
(no KpoBU MaTepm)

3AKJ/TIOMEHUE
Oona nnogosow OHK 8,14. Mon nnoga My>CKoW. YCTaHOBMEH HU3KUM (<1%) pUCK aHey-
NAOUAMK MO UCCeayeMbiM XPOMOCOMaM. YCTaHOBMEH HM3KUM (<1%) pucK aHeyrnou-
AW MO MOMOBbLIM XPOMOCOMaM.

HasBaHue danna Sample
Oona nnogosow OHK 814
Yucno npoyteHnn 8321835
T Score no 13 xpoMocome -0,36

T Score no 18 xpoMmocome 0,24

T Score no 21 xpoMocome 0,73

T Score no X xpomocome -19,77

T Score no Y xpoMocome 4,66

MpumMmeyaHue: IHK-CKPUHUHI He 3aMeHsIeT AMarHoCTU4YeCKnue MHBa3UBHbIE TeCTbl.
Ecnv gaHHbIM MeTOOOM HapyLLIeHI/IVI y nnonda He BblgB/1eHO, He/1b3d NMOJTHOCTbIO NCKJITHO-
UNTb aHeyrnIonaomm Kak no mccnegoBaHHbIM, TakK U MO APYrMM XpPOMOCOMaM. MeToq,
nMmeeT orpaHnyveHmMd, B 4aCTHOCTKU, HEBO3MOXXHOCTb BblABNEHNA Ml/IKpoaHOMa]'II/IPI
XpoMOCOoM, MO3anLn3mMa, nonMnNIonanin, CTRYKTYPHbIX aHoManmmn XpoMoCcoM, MOHO-
reHHbIX N Opyrnx reHeTn4yeCcKnx 3360ﬂeBaHMI;I, He CBA3aHHbIX C aHeyn/iongnaMmm.

padumk oTKNIOHeHUM (Z Score)
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XpoMocoMHaa Bbi3biBaeMoe YCTaHOBNEHHbIN KoMMeHTapui
natonorus 3aboneBaHue puck
Tpucomma 21 CuHaopoMm [dayHa <1/100 (<1%) PUCK HU3KUIA
Tpwcomua 18 CuHOpoM DaBapaca <1/100 (<1%) PucK HU3KUM
Tpucomna 13 CuHapom Matay <1/100 (<1%) PUCK HU3KUIA
HapylweHwne yucna XXY (cvHapoM KnanHdenstepa)/ <1/100 (<1%) PucK HU3KUM
MOJIOBbIX XPOMOCOM XYY (cuHopom Dxenko6c)




AHEYCKPWUH NJTM

MPUMEP BPAYEBHOIO 3AKJ/TIOYEHNA*

HeuHBa3uBHbIN NpeHaTanbHbii JJHK-CKPUHUHI aHeynJionanm
(no KpoBU MaTepm)

HasBaHuWe HanpaBMBLLEro yuYpexaeHua
Homep kapThbl
®.N.0. naumeHTa
[ata poxxgeHus
MHpaekc maccbl Tena (MMT) Kr/M?

HanpaBuBLUUK Bpay

Bospact MNONHbIX NeT

Cpok 6epeMeHHOCTU (Ha MOMEHT 3abopa KpoBW)
KonwnyecTtBo nnogos
BepeMeHHoCTb — (camocTosTenbHas/dKO/aoHopcKas anueKneTka)
MaTepwan nonyyeH «

201

SAKJ/TIOMEHUE
Oona nnogosow OHK 8,14. Mon nnoga My>KCKow. YCTaHOBNEH HU3KUM (<1%) pUCK aHey-
NAOUAMK MO UCcneayeMbiM XPOMOCOMaM. YCTaHOBAEH HM3KUM (<1%) pUCK aHeymnou-
OUM MO MOOBbIM XPOMOCOMaM.

XpoMocoMHasa naTonormsa

Bbi3biBaeMoe 3aboneBaHue

YcTaHOBNEHHbIV PUCK

Tpwcomua 21

CuHapom OdayHa

PUCK HU3KNI

Tpwvcomua 18

CuvHApoM DaBapaca

PUcK HU3KNI

Tpwcomma 13

CuHgpom Matay

PUCK HU3KWI

HapyLueHue ymcna konum
MONOBbIX XPOMOCOM

CuHaopom KnaneHdensrepa /
CuHapoM dkobea

PUcK HU3KNI

Oata «__ » 20 .

Bpau:

MpumMevaHue: O HK-CKPUHUHI He 3aMeHsIeT AUarHoCTU4YecKne UHBasmUBHbIE TECTbl.
Ecnu paHHbIM MeTOQOM HapymeHw?l Yy nnona He BblFgBNeHO, HeMb34 MOJTHOCTbIO NCKITHO-
YNTb aHeYn/Iouaun Kak Nno nccnegoBaHHbIM, TakK U NO ApYyrMM XpoMocoMaM. MeTtopn
nMeeT orpaHunyeHumd, B 4aCTHOCTU, HEBO3IMOXXHOCTb BblABIeHUA MMKpoaHOMaJ'IVIVI
XPOMOCOM, MO3anLM3Ma, NONUMNIONANN, CTPYKTYPHbIX aHOManum XpPoMocoM, MOHO-
FreHHbIX N OpYyrnx reHeTn4eCKnx 3a60ﬂeBaHMVI, He CBA3aHHbIX C aHeyrniongnaMnm.

* He BblgaeTcsa MO «AHeyCKpPUH»
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