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FrEEHETUYECKUE UCCIIEOOBAHUA.

[arta Baatua 6uomaTtepmana: 31.12.2025 Marepuan: BeHosHas kposb (Mpobupka co cTabunusatopom sHeknetouHow [JHK)
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UccnepoBanue: HUMNT BECTA 6a30BbIli (HeMHBA3UBHbIN NpeHaTanbHbI TecT, Tpucomun 21, 18,13)

®deTanbHas dpakuus, % PedepeHcHble 3HaYeHus KommeHTapumn

8,00 >=4 % deTanbHon pakumm AHK goctatouHo gns
[OCTOBEPHOM OLEHKM pucka

Onpepensembin Pe3ynbTat BeposTHOCTb KommeHTapun
noKasaTtenb unccnenoBaHus pucka
Tpucomusa 21 (Cungpom JayHa) Hu3skuin pmck 0,01%
Tpucomusa 18 (CuHgpom 3aBapaca) Huskun puck 0,01%
Tpucomusa 13 (Cunagpowm lMatay) Hu3skuin pmck 0,01%
Hanunume Y-xpomocombl Ectb

KommeHTapui: Mpu ogHonnogHon 6epeMeHHOCTM Mon nnoga MYXCKOW, Npu Hannumm — Y XPOMOCOMbI, U XEHCKUIA, Npu ee
otcyTcTBUN. B cnyvyae 6epemeHHOCTM ABOMHEN HEBO3MOXHO OnpedenvTb MHAMBMAYanbHbIA NON Kaxaoro nnoga. B Takmx
cnyvasix npucyTcTBme Y- XpOMOCOMbI CrieyeT MHTEPNPeTUPOBaTh Kak 03HavalLLee, YTO OAMH Unu oba nnoaa MMeoT MYXXCKOW
non. OTcyTcTBME Y-XPOMOCOMbI CrnefyeT WHTeprnpeTupoBaTb Kak TO, 4To oba nnoga MMEeRT XeHCKMW nomn. TOoYHOCTb
onpegeneHunsa nona nnoga coctasnset 99%.

3aknio4yeHue K uccrniegoBaHuio: PesynbTaTbl NPOBEAEHHONO TECTUPOBaHMA dheTanbHom pakumm OHK ykasbiBatoT Ha HU3KWIA
puck Hanuuusa y nnoaa Tpucommm 18 (cuHgpom dasapaca), Tpucommn 21 (cungpom ayHa), Tpucomumn 13 (cungpom Matay)

OnucaHue nccnepoBaHusa: HUIMT — BLICOKOTOYHOE HEMHBA3MBHOE NpeHaTtanbHoe TecTupoBaHne metogom NGS, koTopoe
BblSIBSiET XPOMOCOMHbIE aHeynnonaun, Bknoyas Tpucommnn 13, 18 n 21.

TecT ocHoBaH Ha aHanuse csobogHouupkynupytowen OHK nnopa, onpegensiemon B KpoBUW >xeHwWwuHbl ¢ 10- Hegenwn
6epemMeHHOCTH.

HWMT ucnonb3yeT TexHonoruio nuHeriHon amnnudukaumm OHK, noszsonsiowyo n3bexartb KNOHaNbHOro HakonmeHust owmbok
MUP 1 MMHUManbHOro KONMYECTBEHHOIO UCKaXKeHNst BUGNnoTeku.

BAXHO! Tect HanpaBneH Ha BbiSIBNEHWE aHOManun TOMNbKO MEePEeYUCrIEHHbIX BbillEe XPOMOCOM, C €ro MOMOLLbIO HENb34
BbISIBUTb BCE r€HETMYECKME aHOMANUN U aHEYNoNaNN NONOBbLIX XPOMOCcoM (X 1 Y).

VMccnepoBaHme BbINONHAETCS C MOMOLLbHO CUCTEMbI BbICOKONPOU3BOANTENBHOIO cekBeHmpoBarus lllumina NextSeq 550 (P3H
2021/13216), obecne4ynBatoLlen BbICOKME NOKa3aTenNu YyBCTBUTENBHOCTY Npu onpedeneHnn tpucomun 21, 18 n 13, kotopas
oueHuBaeTcsa B 99,17%, 98,24% n 97,8% cootBeTCcTBEHHO. OAHAKO HM OfHA M3 CYLLECTBYHOLUNX NabopaToOpHbIX TECT-CUCTEM
He MOXeT rapaHTMpOBaTb OTCYTCTBUE Y NoAa NOObIX reHETUYECKMUX OTKITOHEHWIA.

OTpuuaTtenbHbIi pe3ynbTaT TECTUPOBAHUS HE MOXET MOJSTHOCTbI0 UCKMUYUTL BCE BO3MOXHbIE XPOMOCOMHbIE HApYLUEHUS,
cBas3aHHble ¢ 21, 18, 13 xpomocomamu, Takme Kak MuKpogeneuvu/MMKpoaynnukaumm HebomnbLUMX YY4acTKOB XPOMOCOM.
MeToauka uccnenoBaHmsi He NO3BONSET UCKIIOYUTL MO3auLM3M Y NoAa U/Mnuv nnaueHTapHbIi Mo3anunam no uccnegyembiM
XPOMOCOMaM, TpaHCoKaLMm XpoOMOCOM U TPUMMONANIO.

TecTupoBaHue HenpumeHMo nNpy 6epemeHHoCTU Bonee Yem ABYMS nrnodamu, konvyecTse deTtansHon dpakuumn AHK meHee
4% v cpoke 6epemeHHOCTM MeHee 10 Hegenb.

OrpaHuyeHnsasMK ANa NpoBeAeHUs TecTa Takke ABnseTca ogHonnogHas 6epeMeHHOCTb ABOWHEN (CMHOPOM «McYe3aloLLero
6nusHeua»), TpaHCMNaHTaUMA BHYTPEHHUX OPraHoB WMM KOCTHOTO MoO3ra B aHamHe3e, nepefvBaHue KpOBW B TeuyeHue
nocnepHero roga, HanM4Me OHKOmNormyeckoro sabonesaHnsa 'y 6epemeHHoM.

[ns npaBnnbHOM MHTEpNpeTauumn pe3ynbTaToB UCCIEA0BaHNS pEKOMEHLOBaHa KOHCYNbTaLMs Bpaya-reHeTunka.
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