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FrEHETUYMECKUE UCCJIENOBAHUA.

[arta Baatua 6uomaTtepuana: 03.01.2026 Matepuan: BeHosHas kpoBb (Mpobupka co cTabunnsatopom BHeknetouHomn [JHK)

3asBkKa: _ Tun 6epeMeHHOCTH:

UccnepoBanue: HUMNT BECTA 21 (HeuHBa3MBHbIV NpeHaTanbHbl TECT Ha TPMCOMMIO NO 21 XpOMOCoMe)

®deTanbHas dpakuus, % PedepeHcHble 3HaYeHus KommeHTapumn

11,50 >=4 % deTanbHon pakumm AHK goctatouHo gns
[OCTOBEPHOM OLEHKM pucka

Onpepensembin Pe3ynbTat BeposTHOCTb KommeHTapun
noKasaTtenb unccnenoBaHus pucka
Tpucomusa 21 (Cungpom JayHa) 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 MHAMBMAYamNbHbIA NON Kaxaoro nnoga. B Takmx
cnyyasix npucyTcTBme Y- XpOMOCOMbI CrieyeT MHTEPNPeTUPOBaTh Kak 03HavalLLee, YTO OAMH Unu oba nnoaa MMeT MYXXCKOW
non. OTcyTcTBME Y-XPOMOCOMbI CrnefyeT WHTeprnpeTupoBaTb Kak TO, 4YTo oba nnoga MMEeRT XeHCKMW nom. TOoYHOCTb
onpegeneHunsa nona nnoga coctasnset 99%.

3aknio4yeHue K uccrniegoBaHuio: PesynbTaTbl NPOBEAEHHONO TECTUPOBaHMA dheTanbHom pakumm OHK ykasbiBatoT Ha HU3KWIA
puck Hanuuus y nnoga Tpucomum 21 ( cnapom [ayHa

OnucaHue nccnepoBaHusa: HUIMT — BLICOKOTOYHOE HEMHBA3MBHOE NpeHaTtanbHoe TecTupoBaHne metogom NGS, koTopoe
BbISIBNSIET XPOMOCOMHbIE aHeynnonamu.

TecT ocHoBaH Ha aHanu3e csobogHouupkynupytowen OHK nnopa, onpegensiemon B KpoBuW >xeHWwwuHbl ¢ 10- Hegenwn
6epemMeHHOCTH.

HWMT ucnonb3yeT TexHonoruio nuHeriHon amnnudukaumm OHK, nossonsiowyto n3bexarb 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 BbINOMHAETCS C MOMOLLbHO CUCTEMbI BbICOKONPOU3BOANTENBHOIO cekBeHmpoBarus lllumina NextSeq 550 (P3H
2021/13216), obecne4ynBatoLLen BbICOKME NOKa3aTeNu YyBCTBUTENBHOCTY Npu onpedeneHnn tpucomun 21, 18 n 13, kotopas
oueHuBaeTcsa B 99,17%, 98,24% n 97,8% cootBeTCcTBEHHO. OAHAKO HM OfHA M3 CYLLECTBYHOLLINX NabopaToOpHbIX TECT-CUCTEM
He MOXeT rapaHTMpOBaTb OTCYTCTBUE Y NoAa NOObIX reHETUYECKMUX OTKITOHEHWIA.

OTpuvuaTtenbHbli pe3ynbTaT TECTUPOBAHUS HE MOXET MOJSTHOCTbI0 UCKMOUYUTL BCE BO3MOXHbIE XPOMOCOMHbIE HApYLUEHUS,
cBas3aHHble ¢ 21, 18, 13 xpomocomamu, Takme Kak MuKpogeneuvu/MMKpoaynnukaumm HebomnbLUMX YY4acTKOB XPOMOCOM.
MeToauka uccnefoBaHusi He NO3BONSET UCKIIOYUTL MO3auLM3M Y NoAa U/Mnuv nnaueHTapHbIi Mo3anunam no uccrnegyembsiMm
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.

OrpaHuyeHnssMK ANa NpoBeAeHUs TecTa Takke ABnseTca ogHonnogHas 6epeMeHHOCTb ABOWHEN (CMHOPOM «McYe3aloLero
6nusHeua»), TpaHCMMaHTauMa BHYTPEHHUX OPraHoB WMM KOCTHOTMO MoO3ra B aHamHe3e, nepefvBaHue KpOBWM B TeuyeHue
nocnepHero roga, HanM4Me OHKOmNormyeckoro sabonesaHnsa 'y 6epemeHHoM.

[ns npaBvnbHOM MHTEpNpeTauumn pe3ynbTaToB UCCNEA0BaHNS pEKOMEHLOBAaHA KOHCYNbTaLMs Bpaya-reHeTunka.

Pe3ynbmam nabopamopHoeo uccnedosaHusi He sinsemcs OuazHo30M, UHmMepnpemayusi AO «JIK-TEHETUKAY, - 1227700289013
pesynbmamos npoeoduMCcs C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 121059, Poccus, r. Mocksa, BH.Tep.r. MyHULMNanbHbIA okpyr [loporommnol
Bepexkosckas, 4. 20, cTp. 95, atax/kom. 1/1
Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.

MpoTokon nccnepoBaHvs BbiNonHUM: PykoBoauTenb rpynnbl penpoaysTUBHOW reHeTUKu, Bpay-reHeTuk: Ceupenosa K. A.
OKoHYaTenbHbIN pe3ynbTaT BbinyLweH: AupekTop npo 7 J'I/aGKBeCT, Bpay KIA; « M-H. C@HKeBMq JNin.
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AO «JIK-FEHETUKAN, - 1227700289013
121059, Poccus, r. Mocksa, BH.Tep.r. MyHULMNanbHbIA okpyr [loporommnol
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Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.

Pe3synsmam nabopamopHozo uccriedosaHusi He sensemcs OuazHO30M, UHmeppemayusi
pe3synbmamos npogodUMCH C y4emom KIMUHUYECKUX MPOA8NeHuUl U OaHHbIX aHamMHe3a.
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