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JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

MaumneHnT: TEST TD295 T.
3akas: Oata pernctpaummu: 11.11.2024
Data poxaeHus: 01.01.1980 BospacT: 44 r. Mon: X

F’EHETUYECKUE UCCIIEOOBAHWA.
[ata B3saTus 6uomartepuana:

3asaBka: 7021359291 Matepuan: BeHosHas kpoBb (npobupka co ctabunusatopom sHeknetouHon JHK)

Uccneposanue: HUMT Basosbin (Tpucomun 21,18,13)

OnpepensiemMbin Pe3ynbTart BeposaTHOCTb KommeHTapun
nokasartenb nccnenoBaHuA pucka
PeTtanbHon dpakumm JHK
PeTanbHas dpakums 7,86 % [OCTaToOYHO ANns NpoBeaeHuns
uccnefoBaHust

Tpucomuma 21 (CuHgpom [ayHa) Bbicokuit puck Pexomennosara

KOHCynbTauus Bpaya-reHeTuka
Tpucomus 18 (CuHgpom 3aBapaca) Husknin puck
Tpucomus 13 (CuHgpom Matay) Hu3kuii puck
Hanunune Y-xpoMocombl Ectb

KommeHTapuii: VccnepoBaHve no3BonsieT onpenennte Hanuuve Y-XpomocoMbl: ecniv Y-xpomocoMa He obHapyxuBaeTcs, non nnoja
onpegensieTcsa kak >xeHckui. OBHapyxeHue Y-XpoOMOCOMbI onpedensieT Non nnoga kak Myxckon. B cnyyae gsynnogHon 6epemMeHHOCTH
o6HapyxeHune Y-XpoMOCOMbI CBUAETENbCTBYET O TOM, YTO KAK MUHUMYM OZIMH U3 NIIOA0B MMEET MY>KCKOW Nos. YCTaHOBMNEHHbIN Mo nnoga He
VCKIIOYaeT HanuuvMe aHeynnouamii No nNonoBbIM XPOMOCOMaM, KOTOpble B J@HHOM TeCTe He uccriegoBanucb. BeposiTHocTb onpeaenenuns
coctaBnseT 99%.

3aknuyeHMeKkuccneaoBaHuio: Pe3ynbTaTblNPOBEAEHHOIO TECTUPOBaHUSA eTanbHon ppakumn JHKykasblBaoT Ha HU3KUIA PUCK HANUYUS y
nnoga Tpucomun 18 (cuHgpom dasapaca), Tpucommmn 13 (cuHagpom MNatay).
BbisiBNeH BbICOKUIA puck Tpucomumn 21 (cuHapom [ayHa). PekoMeHayeTcs KOHCYnbTaums Bpava-reHeTuka.

OnucaHue uccnepgoBaHus: HUIMT — BbICOKOTOYHOE HEMHBA3MBHOE MpeHaTanbHoe TecTupoBaHue metogom NGS, koTopoe BbISIBNSET
XPOMOCOMHbIE aHeynnonamu, Bkrovas Tpucommm 13, 18 n 21.

TecT ocHoBaH Ha aHanuse ceobogHoumpkynupytowen AHK nnoaa, onpegensemon B KpOBM XeHLWMHbI ¢ 10-11 Hegenu 6epeMeHHoCTH.

HWUMNT wucnonb3yeT TexHonoruio nuHenHonm amnnudukauum OHK, nossonsiowyo nsbexatb KNOHanbHOro HakonnexHus owwubok MUP un
MWHUMArnbHOIO KOSNIMYECTBEHHOIO UCKaxeHus bubnmoTeku.

BAXHO! Tect HanpaBneH Ha BbisiBIEHWE aHOManui TONbKO MEPEYUCNEHHbIX BblllEe XPOMOCOM, C €ro NoMOLb HENb3s BbISIBUTbL BCE
reHeTuyeckre aHoManumn n aHeynnonamm nonosbix xpomocom (X n'Y).

MccnepgoBaHmne BbINOMHAETCA C MOMOLLbIO CUCTEMbI BbICOKONPOM3BoAuTenbHoro cekseHmpoaHus lllumina NextSeq 550 (P3H 2021/13216),
obecneumnBaroLlen BbICOKME MoKasaTenyu YyBCTBUTENbHOCTM Npu onpeaeneHun Tpucomuin 21, 18 n 13, kotopas oueHuBaetcs B 99,17%,
98,24%n97,8% cooTBeTcTBEHHO. O4HAKOHMOAHA U3 CyLLEeCTBYOLWMNX NabopaTopHbIX TECT-CUCTEM HE MOXET rapaHTMpoBaTb OTCYTCTBUE Y
nnoga ntobbIX reHETUYECKUX OTKMOHEHWIA.

OTpuuaTtenbHbIvi pe3ynbTaT TECTUPOBAHMS HE MOXET NOJSTHOCThI0 UCKITHUYNTL BCE BO3MOXHbIE XDOMOCOMHbIE HAapyLLeHUs, cBA3aHHblec21, 18,
13 xpomocomamu, Takue Kak Mukpoaeneunu/Mmkpoaynnukaumm HebonbLUMx y4acTkoB XxpoMocoM. MeToamka uccnefoBaHusl He No3BonseT
VCKIMOYMTb MO3auLIM3M y nroja u/vnu nnaueHTapHbIn Mo3anLM3mM No uccrnegyembiM XpOMOCOMaM, TpaHCokaLMm XpoOMOCOM U TPUMMOUAuIO.

TecTupoBaHue He NpuMeHUMo npu BepemeHHocTn Bonee Yyem ABYyMS nNnofgamu, konuyectse deTtansHoln dppakunun AHK meHee 4% n cpoke
6epemeHHocTM meHee 10 Hegenb.

OrpaHuyeHusiMu ANs NPOBeAEHUst TecTa Takke SBNAeTCA OAHONNogHas 6epeMeHHOCTb ABOWMHEN (CMHAPOM «ucyesaloLero 6nvsHeuar),
TpaHCMnaHTauus BHYTPEHHUX OPraHoB WM KOCTHOrO MO3ra B aHamMHese, MepenvBaHue KPOBW B TeYeHWe MocrefHero roga, Hanuuuve
OHKonornyeckoro 3abonesaHusi y 6epemeHHoNn.

Onsa I'IpaBVU'IbHOI7I MHTEepnpeTaunn pe3ynbTaTtoB UCCTeAoBaHNA peKoOMeH4oBaHa 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. MyHUUMNanbHbIn okpyr [loperon
Bepexkosckas, 4. 20, cTp. 95, atax/kom. 1/1
Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.
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