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F’EHETUYECKUE UCCIIEOOBAHWA.
[ata B3saTus 6uomartepuana:

3aaBka: 7021359262 Matepuan: BeHosHas kpoBb (npobupka co ctabunusatopom sHeknetouHon JHK)

UccnepoBaHnue: HUMT - HenmHBa3MBHbIV NpeHaTanbHbIN TECT HA TPUCOMMIO Mo 21 XpoMocoMe (onpeaeneHne HanMuus y nnoaa cuHapoma
OayHa)

Onpeaensiembin PesynbTat BeposiTHOCTb KommeHTapwmi
nokasartenb nccnegoBaHUA pucka
®deTtanbHon dpakuumn OHK
deTanbHas dpakums 15,65 % [0CTaTo4YHO Ans NpoBeaeHns
nccnegoBaHus
Tpucomumsa 21 (CuHgpom JdayHa) Bbicokui puck Pexomernosana

KOHCYNbTauua Bpaya-reHeTunka

Hanunune Y-xpomMocombl Ectb

KommeHTapui: VccnegosaHvne no3sonsieT onpeaenntb Hanuuve Y-XpoMOCOMbI: ecniv Y-xpomocoMa He obHapyxuBaeTcsi, non nnoga
onpegensieTca kak xeHckuin. ObHapyxeHne Y-XxpoMOCOMbI onpeaensieT non nnoga kak Myxckow. B cnyvae asynnopHon 6epemeHHOCTM
o6HapyxeHune Y-XpoMOCOMbI CBUAETENBCTBYET O TOM, YTO KaK MUHUMYM OAMH U3 NNOAOB UMEET MY>KCKOM NON. YCTaHOBMEHHbIW Non nrnoja He
UCKIIoYaeT Hanumyne aHeynmnouauni no nosioBblIM XpOMOCOMaM, KOTOpble B JaHHOM TecTe He nccrnefoBanuce. BeposTHOCTL onpeaeneHus
coctaBnset 99%.

3aknioyeHne K uccnepoBaHuto: PesynbTaThl NpoBeAeHHOro TecTupoBaHust dpetanbHon dpakumm OHK ykasbiBaloT Ha BbICOKWIA pUCK
Tpucomum 21 (cuHgpom fayHa). PekomeHayeTcs KOHCynbTaums Bpada-reHeTuka.

OnucaHue uccnepgoBaHusi: HUIMT — BbICOKOTOYHOE HEMHBA3MBHOE MpeHaTanbHoe TecTupoBaHue metogom NGS, koTopoe BbISIBNSiET
XPOMOCOMHbIE aHeynnouanmn.

TecT ocHoBaH Ha aHanuse ceobogHoumpkynupytowen JHK nnoga, onpegensemon B KpoBM XeHLWmHbl ¢ 10-11 Hegenu 6epeMeHHOCTH.

HWUMNT wucnonb3yeT TexHonoruio nuHenHonm amnnudukauum OHK, nossonsiowyo nsbexatb KNOHanbHOro HakonneHus owwubok MUP un
MUHUMAIbHOIO KONIMYECTBEHHOIO UCKaXXeHUs1 BUBNMOTEKN.

BAXHO! Tect HanpaBneH Ha BbisiBiEHWE aHOManuin TONbKO MEPEYNCNEHHbIX Bbille XPOMOCOM, C €ro NnomMoLbi HEemnb3s BbISIBUTb BCE
reHeTnyeckne aHoManuu n aHeynnouamm nonoBbIX XpoMocoMm (X u Y).

MccnepnoBaHue BbINOMHAETCS C MOMOLLbIO CUCTEMbI BbICOKONPOMU3BOAUTENBHOTO cekBeHMpoBaHus lllumina NextSeq 550 (P3H 2021/13216),
obecneunBatoLlen BbICOKME MOKas3aTenu YyBCTBUTENbHOCTM Npu onpedeneHun Tpucomuin 21, 18 n 13, kotopas oueHuBaetcs B 99,17%,
98,24%n97,8% cooTBeTcTBEHHO. O4HAKO HUOAHA U3 CYLLECTBYIOLLMX NabopaToOpHbIX TECT-CUCTEM HE MOXET rapaHTUpoBaTb OTCYTCTBME Y
nnoaa nobbIX reHETUYECKNX OTKMOHEHWIA.

OTpuuaTtenbHbIvi pe3ynbTaT TECTUPOBAHMSA HE MOXET NOSTHOCThI0 UCKITHYNTL BCE BO3MOXHbIE XDPOMOCOMHbIE HapyLLeHus, cBa3aHHblec21, 18,
13 xpoMocomamu, Takne kak MuUKpogeneunn/mMmnkpogynnmkaunm HebonbLlunx y4acTkoB xpomocom. MeTogmka nccrnenoBaHus He No3BonseT
VCKIMIOYMTb MO3auLM3M y nroda u/vnu nnaueHTapHbIn Mo3anLmM3m No uccrnegyemblM XpOMOCOMaM, TpaHCoKaLmMm XpoOMOCOM U TPUMONAKIO.

TecTupoBaHue He NpuMeHUMo npu 6epemeHHocTn Bornee Yyem ABYyMS nNnopgamu, konuyectse detansHon dppakumn AHK meHee 4% v cpoke
6epemeHHOCTM MeHee 10 Heaenb.

OrpaHuyeHusiMu ANs NpoBeAeHUs TecTa Takke SBNSeTCs OAHONNoAHas 6epeMeHHOCTb ABOWMHEN (CMHAPOM «ucyesatllero 6nmsHeuar),
TpaHCNnaHTauMs BHYTPEHHUX OPraHoB WMNW KOCTHOrO MO3ra B aHaMHese, nepenuBaHue KpoBU B Te4YeHWe nocrnepHero roga, Hamuuve
OHKosornyeckoro 3abonesaHvs y 6epeMeHHoN.

Onsa I'IpaBVIJ'IbHOI7I MHTEepnpeTaunmn pe3ynbTaToB UCCTeAOBaHNA peKOMeH40oBaHa KOHCYNbTauua Bpada-reHeTuka.

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 [loporomMmnos;
Bepexkosckas, 4. 20, cTp. 95, atax/kom. 1/1
Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.
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