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UYTO TAKOE HUMC?

HWMC (HeMHBa3UBHbLIN MpeHaTasbHbIM CKPUHWHI) — MeTof, KOTOPbIM Mo3BondaeT
OLLEHUTb PUCK TPUCOMKK Mo 13,18, 21 1 NONOBbIM XPOMOCOMaM rJiofa nyTeM aHa-
N3a BHEKeTo4YHOoM niogoBon (betonnaueHTapHowm) OHK no kposu maTtepu ¢ 10
Hepenun 6epeMeHHOCTU.

KAKUE OOKYMEHTbI PEMMMAMEHTUPYIOT
NMPUMEHEHUE HUNC?

® KnumHmyeckme pekoMeHgaumm M3 PO «HopManbHaa 6epeMeHHOCTby, 2023

® MeTogmyeckume pekoMeHgaumm «lposegeHNe HeMHBa3MBHOIO
npeHatanbHoro HK-CKpUHWMHIa aHeynionamm nnoha no KpoBmM Matepu
(HMTMC) MeToooM BbICOKOMPOU3BOAUTENBHOIO CEKBEHMPOBAHUA.
AKyLLEepPCTBO U rnHekonorma. 2024; 3 (MpunoxxeHue): 4-24

® [Mpukas MuHsgpasa Poccnu ot 19.12.2025 N747H «O lMNMopanke okasaHUd
MeOVUMHCKOW MOMOLLM MO MPOdUIIO «aKyLLIEePCTBO U MTMHEKOMTOrna»
(3apervctpmpoBaHo B MuHtocTe Poccrnm 30.12.2025 N 84894)
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KAKUE BUObl HAIMNC BbIBAIOT?

1 HWUNC Ha vacTble aHeynIoMAMM — NO3BONAET BbISBUTb TOUCOMMM M0 21,18
1 13 xpomocomMaM (cmHapom [ayHa, 2aBapaca v MNatay).

2 HWMNC c gpononHmnTeNnbHbIM BbIIBIEHUEM PUCKa aHeyn1ouanm nonoBbIxX
XPOMOCOM.
HITC BO3MOXHO MPOBOAUTb A9 CKPUHMHIA aHEeYyMIoOMANI MO NOSTOBbIM
XpomMocoMaM (MoHocoMUa X, XXX, XXY, XYY 1 aHanornyHble), ogHaKko npm
TaKMX CUHOPOMAX 3aperncTpupoBaHa 3HadyMTeNbHaa A0NS TOXKHOMOO-
YKUTENMbHbIX PEe3YNbLTAaTOB U LUMPOKasa BaprabenbHOCTb KITMHUYECKMX Mpo-
ABNEHUNI.

3 [MMonHoreHoMHbIn BapuaHT HUMC NOMNMO BbIIBNEHNA PUCKOB YacTblX
TOVUCOMUIMN U aHeYNNoOULMM MOMOBbIX XPOMOCOM MO3BOSISAET BbIABAATb
PUCKM PEdKMX TPUCOMUM M HEKOTOPbIX deneuuit/oynnvkaumin (pasme-
poM 6onee 10 MIH M.H.).

B cnyyae BbIgBMeHMA pYCKa aHeyrTIonanmM Mo XPOMOCOMaM, N9 KOTOPbIX
onwmcaHbl CUHAOPOMbI, CBA3aHHbIE C OOHOPOAMNTENBCKMMU ANCOMUAMU (6,
7,11,14,15 1 20), MOTYT BbITb PEKOMEHA0BaHbl JOMONMHUTENbHbIE MCCNeao-
BaHWA ONF UCKTIOUYEHMS COOTBETCTBYOLLEIO cuHApPOoMa [PMID: 32296163,
PMID: 370769732].

MeToa He NO3BONSAET BbIIBUTb PUCKU NONTUMIIOUANUN, CTPYKTYPHbIX aHO-

9 ManiMn XPOMOCOM, MOHOIEeHHbIX N OPYIrMX FreHeTUYecKnx 3abonesaHni,
He CBfI3aHHbIX C aHeynnounansaMu. HecMoTps Ha To, YTO MOTEHLMaNbHO
OaHHbIA CKPUHWHIOBbIM MeTon o6fiafaeT BO3MOXXHOCTbIO BbIABMATb
PUCKN XPOMOCOMHbIX Aeneuni n ayniavkaumim, HasHadeHme nogo6bHbIxX
nccrnenoBaHMM B HACTOALLMIM MOMEHT He NpefcTaBnsgeTca uenecoobpas-
HbIM B CBAI3M C HEAOCTAaTOYHOM BaIMOMPOBAHHOCTbIO

' 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 OT/IUMAETCH HUTIC
OT KOMBUHUPOBAHHOIO
(MPEHATANTbHOIO) CKPUHUHIA?

HUMNC KOM6MHUPOBaHHbIA CKPUHUHI

2TO NpsMon MeTon,

npw KoTopoM mnccnepyetca JHK
nnofa (MnaueHThbl).
BblinonHaeTca Mo BeHO3HOM
KpPOBU MaTepu

3TO KOCBEHHbIM METO[, OLLEHKM PUCKa XPOMOCOMHbIX
aHOManum, MpPw KOTOPOM UCCIENYIOTCA MapKepbl
MaTEPUHCKOW CbIBOPOTKMU.

BK/to4aeT BUOXMMUYECKNI aHaTN3 MapKepoB
MaTepPUHCKOM CbIBOPOTKM (b-XI'Y 1 PAPP-A)

M yneTpasByKoBoe nccnenoBaHme (Y3U)

[No3BONAET BbIIBUTH PUCKU
XPOMOCOMHbIX aHoManuw nNnoga

Boigsngert PUCKN XPOMOCOMHDbIX aHoManuw nnopa,
MOPOKWM Pas3BUTUA Naona, MOo3BOSIAET NPOBECTU
OLEHKY PNCKOB BO3MOXHbIX OCMOXHEHUM
6epeMeHHOCTl/I —npexaespeMeHHbIX POLOB,
3a0epPXKM pPas3BUTUA Noda 1 npesxknamrncum

MNo3BonaeT BbIgBUTb 99% 6epemeH-
HOCTEM NNOAOM C CUHAPOMOM
LayHa

[lona NoXXHOMONOXXUTENbHbIX
pe3yneraToB 0.05%

[No3BoNgeT BbiIgBUTb 85-95% GepeMeHHOCTeN
NAo4oM ¢ cMHApPOMOM [dayHa

Jona NoXXHOMOMOXUTENbHbIX Pe3ynbTaToB 5%

Mposogutcsa ¢ 10 Hegenwu
6epeMeHHOCTH

MpoBoauTca Ha cpoke oT 11 Hegenb 4o 13 Hegenb 6
OHEeM C KOMM/IeKCHbIM PacyYeTOM pUCKa XPOMO-
COMHbIX aHOMaNuM, MocneayoLmMe CKPUHUHIU
BK/OYAIOT TOMTbKO Y/1bTPa3BYKOBOE MCC/1egoBaHMe
M BbIMOHAIOTCA BO BTOPOM U TPETbEM TPUMECTPE

HNTMC 1 KOMBUHUPOBAHHbIN NpPeHaTalbHbIN CKPUHUHE — 6e30MacHble MeTofbl!

*— nna HAUMC, B TOM YMcne BbIMOIHEHHOIO C MpUMeHeHWeM Habopa peareHToB AHeyHWTC
** — paHHWW NpeHaTanbHbIM CKPUHUH

B cnyyae nonyuyeHuna HemHpopMaTuBHoOro pesynsrata HUMC, Hanpumep,
B CBA3M C HM3KOM gonen nnogoson [HK, BO3MOXHO NOBTOPHOE B3ATUE
KPOBM HEe MeHee YeM Yyepes ABe Heaenu nocrne nepBoro NccrnegoBaHUs.

3 Nicolaides, K.H. (2011), Screening for fetal aneuploidies at 11 to 13 weeks. Prenat. Diagn., 31: 7-15. https://doi.

0rg/10.1002/pd 2637
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KOMY PEKOMEHAOOBAH HUINC?

BCEM 6epeMeHHbIM C ogHOMIoAHOM 1 ABYN/oAHOM 6epeMeHHOCTbio ¢ 10 He-
nenb. B cnyyae ABYNaoAHOM 6epeMeHHOCTV He onpenenstoTcs PUCKU Mo Mosio-
BbIM XpOMOCOMaM. B cnyyae MHoronnofgHon 6epeMeHHoCTM (6onee AByX Mio-
[O0B) NpoBefeHue NccrefoBaHMA AOMYCKAETCA B HAyUHbIX Lienax.

KAKUE OTPAHUYEHUA HUINC
CYWECTBYIOT?

1 MeTof He npefHa3sHayveH O/19 BbiaBeHMa purCcKa C6aﬂaHCMpOBaHHbIX CTPYK-
TYPHDbIX aHOManmmn XpoMocoMm, nonnniaongmnm, MOHOIreHHbIX N Opyrnx reHeTtm-
UecKux 3aboneBaHMIM Nnoaa, He CBA3aHHbIX C aHeyraiongmnamn.

2 He pekomeHOyeTcs WCMOMb30BaTb B PYTUHHOM CKPUHUHIE OS89 BbiaB-
NIEHUA  PUCKOB XPOMOCOMHbIX MUKPOAeneumnn/MmMkpooynivkaumnm (Ha-
npumep, cnmHapoma geneummn 229112 — cuHgpoma Oun [xopoyXu) B CBA3U
C HE4OCTaTOYHOW BaNMOMPOBAHHOCTbHO.

3 WccnenoBaHve He npegHasHavyeHo O/19 CKPUHUMHIA HOCUTEIbCTBa ayTOCOMHO-
peueCCMBHbIX MyTaLl,l/lVI N 6epeMeHH01?| XXEeHLWWMHbI.

4 [pyMeHeHMe MeToda OrpaHWYeHO Ha CpokKe 6epeMeHHOCTUM MeHee
10 Hefenb, T.K. B yKa3aHHbIM Nepropn ypoBeHb [IHK nioaa B KpoBU MaTepu B
6OMbLUMHCTBE Cy4YaeB HMXKE MNopora aHanmMTUYeCcKom YyBCTBUTENbHOCTU Me-
ToOa, KoTopaa 0ob6bldHO cocTaBngaeT 3,5% a9 oQHOMMoAHOM 6GepeMeHHOCTH,
7% — ona asynnoaHon 6epemeHHocTy. [lona JHK nnoga 3aBUCUT KaK OT CPO-
Ka 6epeMeHHOCTU, TaK M OT MaccChl Tefa B6epeMeHHOM YKeHLWMHbl U OpYyrnX
PaKToOpPOB.

5 [pu BHYTpWyTpo6HOW rnbenu ogHOro M3 3MOPUMOHOB Ha MpoBeAeHMe
MCCNefoBaHUA MOXET BMIUATb HallMyMe B MaTePUHCKOM KpoBoTOke ero OHK
(CMHAPOM «McYe3atoLLero 6msHeLa)

6 Pesynbrathbl MccnefoBaHWMA MOTYT 3aBUCETb OT HaNM4mMa y 6epeMeHHoP1 XKeH-
LLWMHbBI OMNyXxosieBoro 3abo0/1eBaHMg, B T.U. ,D,O6pOKaHeCTBeH HOTO.

7 TlpoBefeHWe MCCNeaoBaHWa OrpaHMYeHo Npu MHOEKCe Macchbl Tena Gepe-
MEHHOM YeHLWMHbI 6onee 30 Kr/M2B CBA3M C BbICOKOM BEPOATHOCTbIO HU3KOM
nonu nnogosown AHK.
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8 [poBefeHue nccneqoBaHNSA MOMYT 3aTPRYAHATb OCOGEHHOCTM KapmuoTuna
MaTepu (HanpuMep, Hanndmne Kapuotmna 47, XXX), Mo3anuUmn3mM B cOMaTU-
YECKMX KNEeTKax y Nioaa, B NaueHTe nnmy Matepu (HanpuMmep, Mo3aunu-
HbI BapmaHT KapuoTmna 45, X).

9 [MpoBefieHMe NccnegoBaHUsA OrpaHMYeHo Nnocie NnepenmBaHng anoreH-
HOWM KPOBMW, Tepanmmn anoreHHbIMM KNeTKaMu, TpaHCMTaHTaLUMM OpraHoB
NN KOCTHOIo Mo3ra.

10 Ha BO3MOXXHOCTb MpPOBEAEHUS WUCCNeNoBaHUA MOTyT BAWATb TaKeNble
ayTOMMMYHHbIe MPOoLEecchl B opraHmname mMaTepu [PMID: 254277974, PMID:
24862357,

11 Ha nonto nnoposon OHK B Mnasme KpoBM 6GepeMeHHOM EeHLMHbI 1 pe-
3ynbTaT UccnegoBaHmsa MoryT Bnuate: OPBU v gapyrme BocnanuTenbHble
npouecchl [PMID: 36359370]° nedunumnt ButammHa B12 [PMID: 273282037,
HBB-remarnobuHonatum [PMID: 317363848, paHee yCTaHOBNEHHas u-
neptoHna [PMID: 25963912]°, mpuéM HeKoTopbix MpenapaTtoB [PMID:
30740743, PMID: 36572105 v gpyrme cocToaHMS.

4 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.

5Hui 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.

6 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.

7 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.

8 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.

9 Zhou Y. 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.

10 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.

T 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?

Pesynbtatbl HUATC MoryT 6bITh:

1 NoONoXWUTENbHbIE — CBUOETENLCTBYIOT O BbICOKOM PUCKE Hanuumna y nnogda u/
WM BbIABNEHHOM B MaLeHTe XPOMOCOMHOM aHoManmm (XA);

2 oTpuuaTesnbHble — CBUOETE/IbCTBYIOT O HU3KOM PUCKE Hannuma y nnofda xpo-
MOCOMHbIX aHOMasuM, HO He UCKoYaoT BEPOATHOCTb HalMumMa XPOMOCOM-
HbIX HapyLUEeHUIM MONHOCTbI. OCOBEHHO BaXXHO 3TO MOMHUTL B ClyYae Bbl-
COKOMO pUCKa TPUCOMUKM MO pe3ynbTaTaM BGUOXMMUYECKOTO CKPUHUHIA U
Y3 - B 3TOM cliydae Ofa yTOUHeHWs OanbHeMWwux OencTBuM Heobxoomma
KOHCy/bTaL s Bpaya-reHeTmka.

3 HeBanupHble — pe3ysbTaThl, MPKW KOTOPbIX pacyeT puUcka XA NMpomnsBecTu He-
BO3MOXXHO BBUAY HU3KOW O0NM BHekNeTodHon [HK nnoga B KpoBWM Matepu
NN No OpyrumMm npuvmnHam;

OTpumuartenbHble pe3ynstatel HATC MOryT MHTEPMNPETUPOBATLCH BPAaYOM aKylLle-
POM-FMHEKONOroM NIM60 BpavyoM-reHETUKOM.

B cnyyae nonoxkmTtenbHbix 1M60 HeBanuaHbIX pesynstatoB HUIMC HeobxogmMma
KOHCY/bTaLMa Bpada-reHeTuKa Uam KOHCUIMyMa Bpaden ¢ pelleHrneM Bonpoca
O MpPoBeAeHUN MHBA3MBHOWM NpeHaTanbHOW gmarHoctukm (UMO).

NMPUHYNHDbI HECOOTBETCTBUYA PE3YJIbTATOB
HUMNC KAPUOTUNY NMNJIOOA

® JOXKHOMONOXXUTENbHbIe — KOrAa MonoXutenbHble pesynsratel HUMC He Ha-
XOOAT noareBep>XXaeHmM4d C NMoMoOLLbIO MHBa3MBHOM npeHaTaanoPl OnarHoCcTm-
KW U Mo ncxony 6epeMeHHOCTVI.

MPUUMHOW NOXKHOMONOXMTEbHbIX PE3yNbLTaTOB MOryT 6biTh MaLeHTapHbIM
MO3aMLM3M, MO3aMLM3M B COMATUYECKUX KeTKax MaTepu, GeHoMeH «mcYe-
3atollero 61M3HeLa», onyxoseBble 06paszoBaHMga y MaTepu, B TU. oOpoKaye-
CTBEHHbIe, 0OCOBEHHOCTU KapUoTmMna MaTepu 1 ap.

® JIo)XHOOTpULUATesbHble — BbiBIEHME XPOMOCOMHOWM aHOManmm no gaHHbIM
MHBA3MBHOW MpeHaTanbHOM AMArHOCTUKW WUAKM MO ucxody GepeMeHHOCTU
npw oTpmuUaTeNbHbIX pe3ynbrtatax HATC.

MPUUMHOW NOXKHOOTPULIATENbHbBIX PE3Yy/1bTaTOB MOXET CIY>KUTb UCTUHHbIN
MA040BbIN MO3aULIM3M.
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Pesynbratbl AHK-CKPUHWHIA He OO/MKHbI pacCMaTpUBaTbCs B OTPbIBE OT
a pe3ynbraToB APYrUX KIMMHUYECKMX TeCTOB. B HacTHOCTK, Mpu nonagaHunm
6epeMeHHOM B rpyrny BbICOKOIoO PUCKa Mo pe3y/fibTaTaM paHHero
npeHaTanbHoro ckpuHuHra (PrC) nnu BbisBNEHUM MOPOKOB Pa3BUTUA
naoga ¢ NoMoLpbo Y3 HeobxoaMMo npoBedeHune reHeTUYeCcKoro
KOHCYbTUPOBaHUSA ON19 peLleHUsa BONnpoca 0 BO3MOXXHOM Ha3Ha4YeHUn
MHBAa3MBHOM NpeHaTanbHoM anarHoctuku (UML) BHe 3aBUCUMOCTU
OT NpefwecTBytoLero pesynsrata HUMC.

Mpw BbiIgBNEHUK C MoMoLLbio HATIC BbICOKOro puvcKa YacTbix XA, on4a nposeae-
HUA MoATBepPXXAalolWen MHBA3MBHOWM OMArHOCTUKM OOMYCTUMO MpUMEeHeHune
aKkcnpecc-metonoB FISH mn QF-PCR. B cnyyae oTpuuaTesibHOro pes3yssrtaTta npu
BbICOKOM pucKe no HATIC BO3MOyHO NMpopomKkeHme obcnegoBaHud, B T.U. MpoBe-
OeHne KaproTUNMpoBaHUA.

[na npoBegeHUa NoaTBep»KOAALWEN UHBA3MBHOW OMArHOCTUKKM MO PEOKUM U
YaCTUYHbIM XPOMOCOMHbBIM aHOMaNUAM MOTYT MPUMEHATLCH LLUTOrEHETUYECKUM
MeToq (KapuoTUMMpPOBaHME), MoneKynapHo-umToreHetnyeckme (FISH, m-FISH,
m-Band) v MonekynapHoO-reHeTu4yeckme (MoneKkynapHoOe KapuoTUMUpoBaHMe
Ha OHK-MukpomaTtpuuax, CGH) MeToabl, Kaxkabl 13 KOTOPbIX MMEET CBOW Mpeu-
MYLLLECTBa M OorpaHMdeHus. Boibop MeTofda 3aBUCUT OT TOro, Kakad XpOMOCOMHad
aHoManmga obHapy»keHa Mo gaHHbiM HATIC
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AJITOPUTM OBCJIEAOBAHUA
NPU BbICOKOM PUCKE XPOMOCOMHOM
NATOJIOITMU NJTIOAOA

MpY NoOTBEPXKOEHMN BbICOKOTO purcka XA U/MNM MOPOKOB PasBUTUA Mnioaa,
ACCOLIMMPOBAHHbIX C XPOMOCOMHbIMKW aHOManmUAMu, no gaHHbiM HUMC n/unm
Mo OaHHbIM CKPUHWMHIA 1-ro Uan 2-ro TpUMecTpa C nepepacyeTtoM MHOAMBUAY-
aNlbHOro pUcKa poxkaeHus pebeHka ¢ XA Ha OCHOBE [aHHbIX MOBTOPHO MpPO-
BegeHHoro Y3M nnona, pekoMeHAoBaHO HampaBuTb 6epeMeHHyto nauneHTKy
Ha NpoBedeHne MHBAa3MBHOW MpeHaTaslbHOM AMArHOCTUKM (B1oncmsa XoproHa,
MAaLeHTbl, aMHMOLEHTE3, KOPAOLUEHTE3) C UCCNe0BaHMEM MOSYYEHHOIoO Ma-
Tepwmana UMToreHeTM4YeCKUMIM (LUTOreHeTUYecKoe mccnegoBaHme (KapmoTtmmn))
UM MONEKYNAPHO-FreHETUUYECKMMM MeTodaMM. B CBA3M C BO3MOMHbIMU OLLING-
KaMu B gmMarHoctuke XA nnoaa, CBA3aHHbIMK C NNaLeHTapHbIM MO3anLM3MOM,
npw npoeeneHnm UMMO no pesynstataMm HUMC npegnoytuTenbHee NpoBOAUTb
aMHMOLLEHTE3, @ He acmMpaLmio BOPCUH XopUuoHa/MnaueHToueHTes.

Bbi6op MeToaa B3ATUA MaTepuara naoga assg MHBa3sMBHOM NMpeHaTasibHoMn
OMNArHOCTUKU 3aBUCUT OT CpoKa 6epeMeHHOCTM U NpearnoriaraeMon aHoManmm.

©® Buoncua xopuroHa npoBoanTcs Npu cpoke 10-14 Hegenb 6epeMeHHOCTU.
® AMHMOLLEHTE3 NPOBOAMTCA MPU CpoKe BepeMeHHOCTM >15 Heaernb.

© B cnyyaax obHapyxeHusa MapkepoB XA WM NMOPOKOB Pa3BUTUA Mo4a npu
Y/1bTPa3BYKOBOM MCCNeO0BaHMK M BbICOKOM PUCKE TPUCOMMM MO XPOMOCO-
MaM 21 unmn 18 no HUIMC ong paHHen noaTBepy<aatoLe AnarHoCcTMKuM B | Tpu-
MecTpe OoMnycKaeTca NpoBefeHe acnpaL M BOPCUMH XOPUMOHa.

©® B cny4dae BbIiIBIEHUS BbICOKOIO PUCKa TPMCOMUM XPOMOCOMbI 13, MOHOCOMKM
X, peaKux U 4acTUUHbIX XA MNPy OTCYTCTBUU Y/bTPA3BYKOBbIX MapKEpPOB Xpo-
MOCOMHOWM MaToNOrm UM MOPOKOB PAa3BUTUA PEKOMEHO0BAHO NpoBeaeHve
aMHMoLEeHTe3a.

MPOTUBOMOKa3aHUAMM K MHBA3WMBHOW MpeHaTanbHOM OMarHOCTUKe ABNAI0TCA:
MHbEKLMOHHbBIE WM BOCManuTenbHble 3aboneBaHna Niobon noKanmsaumm, yrpo-
YKaOLLMIA BbIKUObILW WX MpPeXOeBpeMeHHble podbl. B cnydyaax ceHcnbunmsa-
UMM no cucteme Rh(D) HeobxoOMMO B3BECUTb MOTEHLMANbHYIO MOMb3y/PUCK
OT NpoBefeHNs MHBA3MBHOWM OAMArHOCTUKN. [KNUHMYeCKMe pekoMeHdaumm M3
PD «HopManbHaa 6epeMeHHOCTby», 2023].
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AHeyHUINC {’ AHK-TEXHONOInA

Habop peareHToB AHeyHWIC npegHasHavyeH Ona HeuHBasuBHoro [OHK-ckpu-
HUHIra 6epeMeHHbIX YXEHLLWH C LeNnblo 06Hapy)KeHWs XPOMOCOMHbIX aHoManmm
nfoda — aHeynaonaunim no aytocomam 13, 18, 21, nonoBbiM XpomocomMam X n Y, ¢
MOMOLLbIO MCCNeagoBaHUA BHekneToudHon [JHK mnoga mMeTogoM MapHOKOHLLe-
BOro MOSIHOMEHOMHOIO BbICOKOMPOWM3BOAMTENbHOIO CcekBeHMpoBaHusa (NGS) ¢
MCcnofb3oBaHWeM MporpaMmHoro obecnedeHuna «CekBapuo AHeyHWUTC». Mo-
cne npoBefeHus cekBeHupoBaHMa O «CekBapuro AHeyHUTC» onpepenaet
nonto AHK nnopa (bpakuma ¢etanbHom BHeknetodHow OHK) 1 puck Hanuuma
aHeynnouamin no 13,18, 21, X n Y xpoMocoMaM (HU3KUM/BbICOKUM). Mpu Hanmumum
BbICOKOIO pUCKa TPUCOMUK MO APYTMM XPOMOCOMaM U HaMUYymMM YaCcTUUHbIX
neneun n oynamKaumMm aTo TakKe MOXKET OblTb OTMeYEHO B 3aK/toUeH K No pe-
3ynbrataM nccnegoBaHma (OnuMoHanbHO).

MCCNEOYEMbIN MATEPUAN
KPOBb 6epeMeHHOM MeHLLMHbI, HaYMHas
¢ 10 akyLLepcKoW Hegenn 6epeMeHHOCTH.

B cnyyae HeobxoanMMoCTV NpoBeaeHna MHBa3MBHOM AMArHOCTUKIM Ha aHeynioun-
O BO3MOXXHO BblMosiHeHMe nccnegoBaHmna QF-PCR AHey.
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NMPUMEPDBI PE3YJTbTATOB AHeyHUTIC

HeuHBa3uBHbIN NpeHaTanbHbi JJHK-CKPUHUHI aHeynJionanmn
(no KpoBU MaTepm)

3AKJ/TIOMEHUE
Hona nnogoson OHK 6,20. Mon nnoga »eHCKMn. YCTaHOBNEH BbICOKMM (Bbilwe 90%)
PUCK TPUCOMUU MO XpoMocome 13. YcTaHOBMeH HU3KUM (<1%) pUCK aHeynnonanii no

Mos1I0BbIM XPOMOCOMaM.

XpOMOCOMHBq natonorung

Bbi3biBaeMoe 3aboneBaHue

KoMmMeHTapui

Tpwcomms 21

CuHapom OdayHa

PUcK HU3KNM

Tpwcomua 18

CuHapom 2aBapaca

Puck HM3Kkun

Tpucomusa 13

CuHapoM lMaTtay

PUcK BbICOKM

Hapr_IeHl/Ie 4YmMcna NonoBbIX
XpOMOCOM

Cunapom TepHepa/Tpucomms X

Puck HM3Kun

HeunHBa3suBHbIN NpeHaTanbHbii JHK-CKPUHUHI aHeynnonamnm

(no KpoBU MaTepm)

3AK/TIOHMEHUE
[Oona nnogosow OHK 8,14. Mon nnoga My>CKoW. YCTaHOBMEH HU3KUM (<1%) pUCK aHey-
NAOUAMK MO UccnenyeMbiM XPOMOCOMaM. YCTaHOBAEH HU3KUM (<1%) prck aHeymnou-
OV NO MONOBbLIM XPOMOCOMaM.

XpoMocoMHasa natonormsa

Bbi3biBaeMoe 3aboneBaHue

KoMMeHTapui

Tpwvcomus 21

CuHapom OdayHa

PUcK HU3KNM

Tpwcomua 18

CuHapom 2aBapaca

PUCK HU3KNM

Tpwvcommsa 13

CuHpapom lMatay

Puck HU3KNM

HapyLueHme 4YmMcna NnonoBbIX
XpOMOCOM

XXY (cuHapoM KnanHdenstepa)/
XYY (cuHAapom [Dkernko6c)

PUCK HU3KNM
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MPUMEP BPAYEBHOIO 3AKJ/TIOYEHWNA*

HeuHBa3uBHbIN NpeHaTanbHbii JJHK-CKPUHUHI aHeynJionanm
(no KpoBU MaTepm)

HasBaHue HanpaBmBLIEro ydpexgeHna

Homep kapThbl HanpaBuBLUUIM Bpay

®.N.0. naumeHTa

[ata poxxageHus Bospact MONHbIX NeT
MHpaekc maccbl Tena (MMT) Kr/M?

Cpok 6epeMeHHOCTU (Ha MOMeHT 3abopa KpoBw)
KonuyecTtso nnopos

BepeMeHHoCTb _ (camocTosTenbHasa/dKO/noHopckas anLeKneTka)
MaTepwan nonyyeH « 20 r.
3AKJ/TIOMEHUE

LOona nnogosow OHK 8,14. Mon nnofa My>CKow. YCTaHOBMEH HU3KUM (<1%) pUCK aHey-
NAOUAMK MO UCcneayeMbiM XPOMOCOMaM. YCTaHOBAEH HM3KUM (<1%) pUCK aHeyrnoun-
OU MO MOOBbIM XPOMOCOMaM.

XpoMocoMmHas natonorms Bbi3blBaeMoe 3a6oneBaHne YCcTaHOBMEHHbIN PUCK
Tpwcomua 21 CuHapom OdayHa PUCK HU3KNI
Tpwvcomua 18 CuvHApoM DaBapaca PycK HU3KMI
Tpwcomma 13 CuHgpom Matay PUCK HU3KNI
HapyleHune ymncna konuin CuHaopom KnaneHdensrepa / PycK HU3KMI
MOMOBbIX XPOMOCOM CuHapoM Oxenkobc

OaTta «___» 20 r. Bpau:

MpumMeyaHue: O HK-CKPUHUHI He 3aMeHsIeT AUarHoCTU4YecCKnue UHBa3UBHbIE TeCTbl.
Ecnv paHHbIM MeTOQOM HapyLueHw?l y nnofa He BblgBNeHO, HeMb34 MOJIHOCTbIO NCKIHO-
YUTb aHeYn/Iouaun Kak no nccnegoBaHHbIM, TakK U No ApYyrMM XpoMocoMaM. MeTtopn
nMeeT orpaHunyeHumd, B 4aCTHOCTU, HEBO3MOXXHOCTb BblABNeHUA MMKpOBHOMaJ’IVIVI
XPOMOCOM, MO3auLM3Ma, NONUMIONANN, CTPYKTYPHbIX aHOManum XpPoMocoM, MOHO-
FreHHbIX N OPpYyrnx reHeTn4eCKnx 3a60)‘|eBaHVIVI, He CBA3aHHbIX C aHeyrniongnamMnm.

* He BblgaeTca MO «CekBapuo AHeyHUNTC»
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