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JNIABOPATOPUA BYAYLIETO LAB OF THE FUTURE

MaunenT: TT. T.

3akas: Darta peructpauumn: 11.09.2025

Data poxaeHus: 01.01.1980 BospacrT: 45 n. Mon: XK

nny: Tecrosbin T Koa NMY: 999992
F’EHETUYECKUE UCCIIEOOBAHWA.

[aTta B3ATHA 6GuomaTepmana: Marepuan: BeHosHas kposb (Mpobupka co cTabunusaTopom sHeknetouHol [HK)
3asaBka: 7024332547 Tun 6epeMeHHOCTH:

UccnepoBanue: Becta HUMT 21 + reHpep-natu

®deTanbHas dpakuus, % PedepeHcHble 3HaYeHus KommeHTapumn

7,00 >=4 % deTanbHon pakumm AHK goctatouHo gns
[OCTOBEPHOM OLEHKM pucka

Onpepensembin Pe3ynbTat BeposTHOCTb KommeHTapun
noKasaTtenb unccnenoBaHus pucka
PekomeHgoBaHa
Tpucomusa 21 (CuHgpom fayHa) Bbicokuii puck KOHCYNbTaums
Bpaya-reHeTuka

Hanuuue Y-xpomocombl: otckaHmpyinTe QR Kop, 4ToObl y3HaTb non

KomMmeHTapuit: ViccnegoBaHue No3BoNsieT onpeaennTb Hannume Y-XpoMoCoMbl: ecnn Y-XpoMocoMa He
E E obHapyxuBaeTcs, nos nnoaa onpegensieTcs kak xxeHckun. OBHapyxeHne Y-XpoMOCoMbl onpegenseT
-1 non nsioga kak My>ckoi. ®opmMupoBaHme nonay YenoBeka — 3TO CMOXHbIN MHOTOCTaAMAHbIA NPOLEecC,
I'j 3a KOTOPbIN OTBEYAIOT KakK MosioBbIe XPOMOCOMbI, TaK M OTAESbHbIE reHbl, TAKKe 3TOT NPOLIECC 3aBUCUT
E 1 OT rOPMOHArLHOIO BO3AEeCTBUSA BO BpeMsi 6GepemMeHHOCTU. B GonbluMHCTBe criyyaes Hanuyve Y
[ XPOMOCOMbI 03HaYaeT (POPMUPOBAHKME MONa MO MY>KCKOMY TuMy.

BAXKHO! [1ns npaBunbHOW MHTepRpeTauun pe3ynbTaToB UCCref0oBaHNs peKkoMeH40BaHa KOHCYNbTalmsa Bpava-reHeTumka.

3akntoueHune K uccnenoBaHuio: PesynbTaThl NpOBEAEHHOr0 TeCTupoBaHus detansHon dpakumm OHK ykasbiBaoT Ha
BbICOKWUI puck Tpucomuu 21 (cuHapom [ayHa). PekomeHayeTcs KOHCynbTaums Bpava-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 [loporommnol
Bepexkosckas, 4. 20, cTp. 95, atax/kom. 1/1
Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.

MpoTtokon uccnepoBanus BoinonHun: Bpay KINA: Craxkesuny J1. L.

OkoHYaTenbHbIN pe3ynbTaT BbinyLweH: dupekTop nponasoacTea JlabKeecT, Bpay KO, k M-H. C@HKeBMq JNin.
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UWHOOPMALUUA ONA NAUMEHTA
OnucaHue uccnepoBaHus: HenHBa3uBHOe npeHaTtanbHoe TecTupoBaHuwe (HWUIMT) ocHoBaHO Ha aHanu3e BHEKNETOYHON
deTonnaueHTapHor [HK, unpkynupytowien B KpoBu 6epemeHHolM xeHwmHbl. HAMT BbiNoNHAeTCAS METOA0M NapHOKOHLLEBOTO
NMOJSIHOFEHOMHOIO  BbICOKOMPOM3BOAUTENbHOIO cekBeHMpoBaHua (NGS) Ha nnatgopme BbICOKONPOU3BOAUTENBHOIO
cekBeHupoBaHusa lllumina NextSeq 550 (P3H 2021/13216) ¢ ncnonb3oBaHmeM nporpammHoro obecneuveHust «CekBapuo
AHeyCkpuH» ans 6nomHdopmaTnyeckom o6paboTkm gaHHbIX.
HasHauyeHne HUMT: ckpuHUHr GepeMeHHbIX XeHwmnH ¢ 10 Hegenn (akywepckuin cpok) 6epeMeHHOCTN, MaTepuanom ans
nccrnenoBaHns ABMSETCSA BEHO3HAsA KPOBb 6€peMEHHOM XKEHLLMUHBI.
Moka3aHua K NpPOBeAEHUI0 UCCIEeAOBaHUA: OLEeHKa pUcka Hanumums XPOMOCOMHbIX aHOMarnuin y nnoga — TPUCOMMUIA MO
aytocomam 13, 18, 21, aHeynnovami no nonosbiM XxpomocoMaM X 1 Y, peakux aHeynnovani, a Takke YacTUYHbIX Aynnvkaumn
1 geneummn ¢ NOMoLLbIo uccnegoBaHus BHekneTouHon [HK nnoaa.
MpenmywectBa npumeHeHma HAMT:
- Beicokas wyBcTBMTENBHOCTL HUMT NO BhISBNEHMIO aHeynnonguin xpomocom 21, 18 n 13, kotopas oueHnsaetcs B 99,17%,
98,24% 1 97,8% COOTBETCTBEHHO.
- BO3MOXHOCTb yCTaHOBMNEHMS pUCKa peaKknux U YacTUYHbIX aHeynnouamn (YyBCTBUTENbHOCTb U CNEeUNEMUYHOCTb BbiSIBNEHNS
3TOV NATONOIMMUN HUXKE, YEM MPU BbISBIIEHNN OCHOBHbLIX TPUCOMMUIA).
Pesynbtatbl HUMT moryT 6bITh:
- MNonoxutenbHble — CBMAETENLCTBYIOT O BbICOKOM PUCKE Hanuuus y nnoga u/vnu BbisiBNEHHOW B NnaueHTe XpOMOCOMHOWM
aHomanuu (XA);
- OTpuuaTenbHble — CBMAETENbCTBYIOT O HU3KOM PWUCKE HanMuus y nrnofa XPOMOCOMHBIX aHOMaruvi, HO He WCKMYaloT
BEPOSATHOCTb HanmMyus XPOMOCOMHbIX HapyLleHWUA MONMHOCTb0. OCOBEHHO BaXXHO 3TO MOMHUTbL B Criyyae BbICOKOrO pucka
TpUcoMun no pesynbTatam BGUOXMMUYECKOrO CKpUHWMHra n Y3W — B 3TOM cny4vae Ans YTOYHEHUs anbHewnwnx OencTBui
Heobxoamnma KOHCymnbTaumsa Bpava-reHeTuka.
- HeBanngHble — pesynbTaThl, NPU KOTOPbIX pacyeT pucka XA nNpoM3BecT HEBO3MOXHO BBUAY HU3KOW AOMW BHEKNETOYHOMN
OHK nnoga B kpoBu matepu unu no Apyrum npuynHam;
- JlJoxXHOMONOXUTENbHbIE — KOrAa nonoxuntensHele pedynbtatbl HAMT He HaxoaaT noATBEp>KAEHWS C MOMOLLBbI UHBA3UBHOMN
npeHaTtanbHOM OMAarHOCTUKM unu no ucxogy 6epeMeHHOCTU. TNPUUMHON NOXKHOMOMOXUTENbHbLIX pe3yrnbTaToB MOryT GbiTb
nnaueHTapHbI MO3anLM3M, MO3anLM3M B COMATUYECKMX KNeTkax maTepu, GeHOMEH «ucyesatoLlero 6nnsHenay, onyxonesble
obpasoBaHus y maTepu, B T.4. JOOpoOKkayeCTBEHHbIE, 0COOEHHOCTUN KapuoTMna MaTepuu ap.
- JloxHooTpuuatensHble — npu oTpuuartensHbiX pesdynstatax HWUIMT, Hanuyne XpoMOCOMHOW aHoManuu Mo AaHHbIM
WHBa3MBHOWNpeHaTanbHOM AMarHOCTUKM UK No ncxony 6epeMeHHoCTU. NMpUYnHOM NOXHOOTpULATENbHBIX Pe3ynbTaToB MOTyT
CNYXWUTb UCTUHHbIA NNOAOBLIA MO3auLUN3M, TEXHUYECKUe nnu GuorHdopmMmaTnyeckne ocobeHHoCTn MeToaa UCCNeLoBaHUS 1
Aap.
WHTepnpetaunss oTpuuarteneHbix pesynbtatoB HUIMT  ocywectBnserca BpaydoM  akyLepOM-TMHEKONorom nubo
BpayoM-reHeTMkoM. IHTepnpeTauns NONOXUTENbHbIX U HEBamNMAHbLIX pe3ynbTaToB OCYLLECTBNAETCH Bpa4YOM-TeHETUKOM Unu
KOHCUMMYMOM Bpayen ¢ peLueHnem Bonpoca o NpoBeAEeHUN MHBA3MBHOW NpeHaTansHon gnarHoctukm (UMQ).
OrpaHun4eHus MmeToaa:
- MeToa He npegHasHayeH Ons BbISIBIIEHUS pucka cOanaHCUPOBAHHbBIX CTPYKTYPHBIX aHOMArMN XPOMOCOM, MOMUMIOWANM,
MMUKPOXPOMOCOMHbIX aHomanui pasmepom meHee 10 Mb, gpyrux reHeTuyeckux 3aboneBaHwui nnoga, He CBSA3AHHbIX C
3asBeHHbIMU XPOMOCOMHbLIMW aHOManNusMu.
- MpumeHeHe MeToaa orpaHMYeHo Ha cpoke bepemeHHoCTM MeHee 10 Heaenb, T.K. B yKa3aHHbIN nepuog ypoeHb AHK nnoaa
B KPOBU MaTepu B BOMbLUMHCTBE CMyYaeB HWXKE Nopora aHanuTU4eckon YyBCTBUTENbHOCTU MeToAa.
- MHpekc maccbl Tena naumeHTkuy Boilwe 30 MOXET ABNATLCS NPUYUHON HEBANMAHOMO pe3ynbTarta.
- Hannume xpomMoCcoMHbIX HapyLleHuin y OAHOro U3 poauTenei (cbanaHcnpoBaHHbIE UHBEPCUN, TPAHCNIOKaLUN)
- CuHppom «wucyesatowero 6nunsHeua». OTo COCTOSAHME, KOTOPOE BO3HWKAaeT MpWM MHOronnofHon GepeMeHHoCTH, korga
ocTaetcs 1 nnog unu aMmGpMOH N3 HECKONbKMX. TO €CTb KONMMYECTBO 3a4aTbiX aMOPMOHOB, Habnaaemoe ¢ nomoublo Y3U Ha
paHHMX CpoKax 6epeMeHHOCTU, OTNNYAETCH OT KONMYeCTBa POOUBLLUXCS MIOAOB.
- MNepenuBaHune KpoBK B TeUYEHME NocnegHero roga Ao uccrnenoBaHus
- MNepeHeceHHble onepauun No TpaHcnnaHTaumMm opraHos
- JleyeHune cTBONOBLIMM KIeTkamu
- OHkonornyeckne 3aboneBaHnst UNKU 3noKkavyeCcTBEHHbIE HOBOOOPA30BaHNsI B aHAMHe3e
- MaTepuHcknin, oeTanbHbI UK NaueHTapHbIN MO3anLM3M.
Bce ot daktopbl MOryT SABNATbCSA MNPUYMHOW MNOMYYEHUA HeBanuOHoro pesynbTaTa, fOXHOMOMOXUTENbHOIO Wnn
NoXHoOoTpULUaTenbHOro pesynestara, Unm NPUYNHON HEBO3MOXHOCTU MOSyYeHNs pesdynbTaTta Tecta.

BHUMAHME! OMPEAOEJIEHUE PUCKA HAJNTM4NA PEOKUX AHEYNnouaum nnonA n
OENEUMOHHLIX/AYMNMUKALUMOHHBIX CWUHAPOMOB MNPWU MNMPOBEAEHMM HUNT METOAOM MONHOMEHOMHOIO
CEKBEHWPOBAHUA HOCUT XAPAKTEP CITYHAUHbBLIX HAXOLOK.

Monyuute 6GecnnaTHyo OHNaH-KOHCYNbTaLUIo Mo pedynbTaTam
BbINONIHEHHOIO UCCreaoBaHus
KOHCyanaLU/II/I npenocTtaBnAalnTCA BpadyamMmun-reHeTukamu € ornbiTtom

KOHCYNbTUPOBaHNA B PENPOAYKTMBHON MeauunHe B doopmaTte TenemeguLmMHCKon
KOHCyInbTalNW.




