[a b AkunoHepHoe obwecTBo «JlabKBecT»

Quest OFPH 1167746128692
1 ] 121059, r. Mockea, bepexkoBckas Hab., a. 20, ctp. 13

JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

MaumnenT: TEST TD122 T.
3akas: Oata pernctpaummu: 11.11.2024
Data poxaeHus: 01.01.1980 BospacT: 44 r. Mon: X

F’EHETUYECKUE UCCIIEOOBAHWA.
[ata B3saTus 6uomartepuana:

3aaBka: 7021359266 Marepuan: BeHosHas KpoBb (Npobrpka co cTabunusatopom sHekneTouHon [HK)

Uccneposanue: HUMT Ctangapt (Tpucomum 21,18,13 n aHeynnongmm X n'Y)

OnpepensiemMbin Pe3ynbTart BeposaTHOCTb KommeHTapun
nokasartenb ncenenoBaHusA pucka
PeTtanbHon dpakumm JHK
PeTanbHas dpakums 8,99 % [OCTaToOYHO ANns NpoBeaeHuns
nccnegoBaHus

Tpucomumsa 21 (CuHgpom JayHa) Husknin puck
Tpucomus 18 (CvHapom 3aBapaca) Hu3akuii puck
Tpucomus 13 (Cungpom Matay) Husknin puck
MoHocomusi X (Cunapom LLepeluesckoro-TepHepa) Husknin puck
Tpucomusa X, XXX (CuHapom TponHom X) Hu3akuii puck
XXY (CuHppom KnaiiHdenbTepa) Hu3akuii puck
XYY (CvHppom [xerikobea) Huakuin puck
CuHgpom XXYY Husknin puck
Hanunune Y-xpomocombl Ectb

KOMMeHTapr”I! WccnepoBaHue nossonsiet onpegennTb Hanu4dune Y-XpOMOCOMbIZ ecnu Y-xpomocoma He 06Hapy)KVIBaeTCF|, non nnoaa
onpegendeTca Kak XKEHCKUN. O6Hapy>|<eHme Y-XpOMOCOMbI onpependeT non nnoaa Kak My)KCKOl71. B cny4yae ,D,BYI'IJ'IO,D,HOIZ 6epeMeHHOCTI/1
06Hapy)KeHVIe Y-XpOMOCOMbI cBuaeTenbCcTByeT O TOM, YTO KaKk MUHUMYM OWH U3 NNOA0B UMeeT My)KCKOI7I non.

3aknouyeHnekmuccneaoBaHuio: Pe3ynbTaTbl NpoBeAeHHOro TecTupoBaHus detanbHon dopakuun JHKykasbiBaloT Ha HU3KUIA pUCK HaNUuns y
nnoga tpucomun 18 (cuHgpom 3aBappca), Tpucomun 21 (cuHgpom fayHa), Tpucomum 13 (cuHgpom [MaTay), moHocomum X (CuHgpom
LLlepewwesckoro-TepHepa), Tpucomusi X, XXX (CuHgpom TporiHoi X), XXY (CuHgpom KnaiHdenbtepa), XYY (Cunapom [xenko6ea), CuHapom
XXYY.

OnucaHue uccnepgoBaHus: HUIMT — BbICOKOTOYHOE HEMHBA3MBHOE MpeHaTanbHoe TecTupoBaHue metogom NGS, koTopoe BbISBNSET
XPOMOCOMHbIE aHeynnonanu, Bknoyas Tpucommmn 13, 18 n 21 n aHeynnomaum nonoBbIX XPOMocom X n'Y.

TecT ocHoBaH Ha aHanuse ceobogHoumpkynupytowen AHK nnoga, onpegensemon B KpoOBM XeHLWMHbI ¢ 10-1 Hegenu 6epemMeHHoCTH.

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

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

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

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

TecTupoBaHue He NpuMeHUMo npu 6epemeHHocTn Bornee Yyem ABYyMS nNnofgamu, konuyectse deTtansHon dppakumn AHK meHee 4% n cpoke
6epemeHHocTM meHee 10 Hegenb.

OrpaHuyeHusiMu ANs NPOBeAEHUst TecTa Takke SBNAeTCH OAHONNofgHas 6epeMeHHOCTb ABOWMHEN (CMHAPOM «ucyesalolero 6nvsHeuar),
TpaHCMnaHTauus BHYTPEHHUX OPraHoB WM KOCTHOrO Mo3ra B aHamHese, MepenvBaHue KPOBW B TeYeHWe MocrepHero roga, Hanuuume
OHKonornyeckoro 3abonesaHusi y 6epemeHHoNn.

Onsa I'IpaBVU'IbHOI7I MHTEepnpeTaunn pe3ynbTaTtoB UCCTeAoBaHNA peKoOMeH4oBaHa KOHCYNbTauna 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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