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lEHOMEQ

Mpobnema HeBbiHaWwWKMBaHUA 6epemeHHocTU (HB) aKTyanbHa, TakK
KaK 4acToTa HeBbIHAWIMBaHUA 6epemeHHOCTH COCTaBAAET OKONO
18-20%.

XpomocomHble aHOManuum (XA) AasnaoTca NPpUYMHOMU
notepu 6epemeHHOCTU B C/lyyaesB, JOCTUTranA B NepBOM
TpumecTpe

XpOMOCOMHbIM MUKPOMATPUUHbIN aHanus3 (XMA),
6narogapa SNP-mapkepam, no3BosseT AUAarHOCTUPOBATL
HecbanaHcupoBaHHble XA pasmepom meHee 10 Mb, Tpunaouautio ,
TeTpanaonanio, MO3amumM3m U KOHTAMUHALUIO MaTEPUHCKUMMU
EE




UccneposaHo: 2109 o6pasuos A HK,
BblAe/1eHHON N3 BOPCMH XOPUOHa, a
TaK)Xe TKaHeu N104A0B Npu

Hepa3BuBaloLWmxca bepemeHHOCTAX

lNepunopa: 2015-2019 rr.

Metoa: SNP-XxpomocomHbI
MUKPOMATPUUYHbIN aHANU3
(XMA)

Pa3pewatowana cnocobHoctb: 800 kb anna
CNV no Bcemy reHomy, ot 400 kb ansn
KNIUHUYECKN 3HAYNMbIX YYACTKOB

NMpoussogutensb: Thermo Fisher
Scientific, CytoScan Optima




y N
EHOMEQ

Pe3ynbTaTthl
nccnepoBsaHuaA



" TEHOMEO

B pe3ynbrate nccnegosaHua 8 51,73% (1091) cnyyaes B abopTUBHOM maTtepuane
obHapyXeHbl KANHMUYECKU 3HaUYMMble aHoOManun, B 48,27% (1018) obpa3u,oB -
HecbanaHcMpoBaHHbIE XPOMOCOMHbIEe aHOManuu pasmepom 6onee 800 1.n.H. He
BbliB/IEHbI.

m XA He BbIfiBNEeHbI

91,73% XA BbISABNEHbI

XA pasmepom meHee 10 Mb (koTopbie He 6bis1n 6bl BbiiBNAHbI C NOMOLLbIO
CTaHAAPTHOrO UUTOreHeTU4YecKoro uccneposaHuna) 6oiam BbiaBaeHbl B 6,05%
(66 cnyuyaes - oT 06L€EM BbIAB/IEHHOW NATO/IOTUM).



" TEHOMEQO

AHeynnouaum sbiaBneHbl B 79,65% cnyyaes, Tpunaongua - 8 10,72%, terpanaougma - 8 1,01% cnyyaes ot
obuwiein BbiIsBAEHHOM naTtonornn. lona apyrux BbiaBaeHHbIX XA coctasuna 8,62% ot obLwien BbiABIEHHOMN
NaToNornmn, U3 HUX aeneunn/aynaMKaumm, ykasbiBaloLme Ha BbICOKYIO BEPOATHOCTb
HecbanaHCMpPOBaAHHDbIX TPAaHCIOKaLU UK BbiABaeHbl B 17,02% (16 cayyaes - 1,47% ot 06wwien BbiABNIEHHOMN
naTonornun) u aeneumoHHble/aynaMKkauMoHHble CUHAPOMbI, onMcaHHble B 6a3e aaHHbIX OMIM TaKxe
BbiABAEHbI B 19,15% (18 cnayyaes - 1,65% oT 06uieit BbiIAB/IEHHOMN NATO/I0TUN)

1,01%

10,7
IEs AHeynnouauu

Tpunnounaus

TeTpannounaus

= Opyrue XA
79,65% by




, »
lEHOMEO

CTpYKTYypa BbiAB/IEHHbIX aHEYN10MANNA n
Haubonee yacto BbisBAAeMble B abOpTUBHOM maTepuane aHeynaomaum
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l’EHOMED

BbiaBneHHble B abOpTUBHOM maTepuane geneyuoHHble U AYNJIMKaLUOHHbIe CUHAPOMbI, ONUCAHHbIE B
6a3e gaHHbIXx OMIM (18 cnyyaeB - 1,65% oT 06L1ei BbiIABNEHHOW NATO/IOTUMN)

JeneunoHHble U AYNIUKALUOHHbIE
Yucno cnyuaes, abc. (%)
CUHAPOMDbI, ONMUCaHHble B 6a3e gaHHbIXx OMIM

CMHAPOM PEKOMBUHAHTHOM XPOMOCOMbI 8 1(0,09)
Cunapom aeneumn 10926 1(0,09)
CuHapom geneumn 15q11.2 6 (0,55)
CuHapom mukpoaeneumm 20913.33 1(0,09)
Cunapom aeneumn 22911.2 1(0,09)
CuHApoM aucTanbHoM aeneunn 22q11.2 1(0,09)
CuHapom gynamnkaumm 22g11.2 1(0,09)
CuHppom geneuunn 8p23.1 3(0,27)

CnHapom gynavkaummn Xq28 + MECP2
1(0,09)

Aynankanuma

CuHapom aeneunn 5p 1(0,09)

CuHapom aeneunn 16p11.2 1(0,09)




SNP-XpOMOCOMHbIN MUKPOMATPUUYHDbIN
aHanu3 (XMA) abopTuBHOro marepmana

lNo3BonAaer AeTeKTUpPOBaTh:

*  [AONOJIHUTE/IbHbIE U HEeA0CTaloLWMe XpOMOCOMbI (aHeynaonaum),

*  NOJHbIN AONOAHUTENBbHDbIN HAbop Xxpomocom (Tpunaoaum),

*  [AONOJIHUTE/NIbHbIE WX OTCYTCTBYIOLLME YaCTU XPOMOCOM (AynanKauum un
aeneuun),

* [ABe KOMUU XPOMOCOMbI OT O4HOro poauTtena (ogHopoauTenbcKaa gUcomms)

NMomoKerT:

* cAaenatb NpPaBW/IbHbIN NPOrHO3 gaA nocaeayouwein 6epemeHHOCTY,

* onpeaenntb NOKasaHuAa gna nposepgeHua MIT,

*  NOBbICUTb 3PPEKTUBHOCTb LnKNOB KO,

*  un3bexarb poxKaeHnA pebeHKa C XpOMOCOMHbIMM aHOMAIUAMM,

*  npeaynpeauTb pa3sBUTUE OC/IOXKHEHUMN, BKIKOYAA reCTalMOHHYIO
Tpodobnactnueckyro 6onesHb

MmeeT npeumyLiecTsa nepeg TaKUMU MeTOgUKaMM KaKk KapuotunmposaHue, FISH-
uccneposaHua, KO-MLUP, array-CGH, NGS

fAlBnAeTcA 3aperucTpupoBaHHbIM meauunHckum tectom (feHockan 3000 (PY
NedCP 2010/08511 ot 11.08.2010).



l&EHoMmEO

B xope Hawero uccneposaHna B 51,73% cny4vyaes B
npepocraBieHHOM abopTMBHOM MmaTtepuane b6bina BbifB/lEHaA
pa3/InYHaA XPOMOCOMHAA NaToNOruUA.

XMA B Hawem nccnegoBaHUU NoKasan cebs
3P PeKTMBHLBIM MEeTOAO0M, TaK KaK NO3BOJINA C BbICOKOMU
TOYHOCTbIO AEeTEeKTUPOBATb LUMPOKUIN CNEKTP
HecbanaHcmpoBaHHbIX XA.

BbiasneHne XA B abopTMBHOM maTepuane nossonser
onpeaennTb NPUUMHY notepu bepemeHHOCTU U NOMOraerT
rPamoTHO NOAOUTU K BONPOCAM NJIaHUPOBAHUA nocnep,ylou.l,e/ﬁ
6epemeHHOCTM.



