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MaunenT: OBPA3EL OBPA3EL

3aka3: OBPA3EL Darta pernctpauumn: 12.01.2026

[aTa poxaeHus: BospacrT: 34 . Mon: XK BepemeHHOCTb: 17 Heq.

nny: ObPA3EL Kop I1INY:

F’EHETUYECKUE UCCIIEOOBAHWA.

[arta Baatua 6uomaTtepmana: 12.01.2026 Marepuan: BeHosHas kposb (Mpobupka co cTabunusatopom sHeknetouHow [JHK)
3asaBKa: Tun 6epemeHHocTn: 1. OgHonnoaHas

UccnepoBaHue: Becta HAIMNT ba3sosbin + reHaep-natu

®deTanbHas dpakuus, % PedepeHcHble 3HaYeHus KommeHTapumn

9,60 >=4 % deTanbHon pakumm AHK goctatouHo gns
[OCTOBEPHOM OLEHKM pucka

Onpepensembin Pe3ynbTat BeposTHOCTb KommeHTapun
noKasaTtenb unccnenoBaHus pucka
Tpucomusa 13 (Cunagpowm lMatay) Hu3skuin pmck 0,01%
Tpucomusa 18 (CuHgpom 3aBapaca) Huskun puck 0,01%
Tpucomusa 21 (Cungpom JayHa) Hu3skui pmck 0,01%

Hanuune Y-xpomocombl: oTckaHupyiTe QR kof, 4TOObI y3HaTh non

KommeHTapuit: ViccnegoBaHue no3BonsieT onpeaenuTb Hanuume Y-XpoMOCOMbI: ecnin Y-XpoOMOCOMa He
E E obHapyxuBaeTcs, non nrnoaa onpeaensieTcs kak xxeHckun. ObHapyxeHue Y-XpoMOoCOoMbl onpeaensiet
. - non nnoza Kak My>ckoin. dopmupoBaHune nonay 4enoBeka — 3TO CMOXHbI MHOrOCTaAWNHBIN npoLecc,
I'I 3a KOTOPbIN OTBEYAIOT Kak NOJIOBbIE XPOMOCOMbI, Tak U OTAENbHbIE FeHbI, TaKKe 3TOT NPOLEecc 3aBUCUT
E 1 OT rOpMOHaInbHOIo BO34eNCTBUSA BO BpeMsi 6epeMeHHOCTU. B 6onbLuMHCTBE crnyvaes Hanuuve Y
[ XPOMOCOMbI 03Ha4aeT hOpMUPOBaHME MoNa Mo My>KCKOMY TuMy.

BAXHO! [Ins npaBunbHOM MHTEpNpeTaumm pe3ynbTaToB UCCINEA0BaHNA PeKOMEHA0BaHa KOHCYNbTaumMs Bpaya-reHeTuka.

3aknioyeHue KuccnenoBaHuio: PesynbTaThl NpoBegeHHOro TecTupoBaHusa detanbHon dpakumm OHK ykasbiBatoT Ha HU3KUN
puck Hanuuua y nnopa Tpucommm 18 (cuHgpom daBapaca), Tpucomun 21 (cungpom ayHa), Tpucomumn 13 (cungpom Matay)

7 0 Cpasas aHanusbl B «JlabKsecT»,
Bbl uHBECTUpYeTe B passuTne
pOCCUICKUX BUOTEXHOMOMUA.

OtckaHupyinTe QR-Kkop 1 3arpyanTe
MobunbHoe npunoxeHne JlabKeecr:
TenemenmumHa, yaobHas 3anucb o
K Bpayy v [OCTYN K apXx1By aHan3oB..

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 uccrnefoBaHWs BhINOMHUM: PyKoBOAWUTENb rpynnbl PENpoAy$kTMBHON reHeTUKU, Bpay-reHeTnk: Caupenosa K. A.

OKoHYaTenbHbIN pe3ynbTaT BbinyLweH: AupekTop npo 7 J'I/aGKBeCT, Bpau KIA; « M.l* C@HKeBMq JNin.
CtpaHuua 1 13 2 .

[ata rotToBHOCTM pedynbTaTa: 16.01.2026 12:19
[aTa nevatu pesynbTata: 16.01.2026 12:19:36
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MHOOPMALIUA ONA NAUMEHTA

OnucaHue uccnepoBaHus: HenHBa3uBHOe npeHaTtanbHoe TecTupoBaHuwe (HWUIMT) ocHoBaHO Ha aHanu3e BHEKNETOYHON
deTonnaueHTapHor [OHK, unpkynupytowien B KpoBu 6epemeHHol xeHwWwmHbl. HUMT BbINONHAETCA METOAOM NapHOKOHLIEBOIO
NMOJSIHOFEHOMHOIO  BbICOKOMPOM3BOAUTENbHOIO cekBeHnpoBaHua (NGS) Ha nnatgopme BbICOKONPOU3BOAUTENBHOIO
cekBeHupoBaHusa lllumina NextSeq 550 (P3H 2021/13216) ¢ ncnonb3oBaHmeM nporpammHoro obecneuveHusi «CekBapuo
AHeyCkpuH» ans 6uomHdgopmaTnyeckom o6paboTky aHHbIX.

HasHauyeHne HUMT: ckpuHUHr GepeMeHHbIX XeHwmrH ¢ 10 Hegenu (akywepckuin cpok) 6epeMeHHOCTN, MaTepuanom ans
nccrnenoBaHns ABMSETCH BEHO3HAsA KPOBb OE€peMEHHOM XKEHLLMNHBI.

Moka3aHua K NpPoOBeAEHUI0 UCCIeAOBAaHUA: OLEeHKa pUcka Hanumumss XPOMOCOMHbIX aHOMarnui y nrnoga — TPUCOMMUIA MO
aytocomam 13, 18, 21, aHeynnovami no nonosbiM XxpomocoMaMm X 1 Y, peakux aHeynrnonani, a Takke YacTU4YHbIX Aynnnkaumn
1 geneummn ¢ NomMoLLblo uccnegoBaHus BHeknetTouHon [HK nnoaa.

MpenmywectBa npumeHeHmsa HAMT:

- Beicokas wyBcTBMTENBHOCTE HUMT NoO BhISBNEHWIO aHeynnonguin xpomocom 21, 18 n 13, kotopas oueHnBaetcs B 99,17%,
98,24% 1 97,8% COOTBETCTBEHHO.

- BO3MOXHOCTb yCTaHOBMEHMS puUcKa peaknux U YacTUYHbIX aHeynnouann (4yBCTBUTENbHOCTb U CNEUNEMUYHOCTb BbISIBNEHNUS
3TOW NATONOIMNKN HUXXE, YeM MPU BbISBITIEHUN OCHOBHbLIX TPUCOMUIA).

Pesynbtatbl HUMT moryT 6bIThb:

- MNonoxutenbHble — CBMAETENbCTBYIOT O BbICOKOM PUCKE Hanuums y nnoga u/vnv BbiiBNEHHOW B NnaueHTe XpOMOCOMHOW
aHomanuu (XA);

- OTpuuaTenbHble — CBMAETENbCTBYIOT O HU3KOM PWUCKE HanMuus y Mrnofa XPOMOCOMHBIX aHOMarnui, HO He WCKMYaloT
BEPOSATHOCTb HanmMyus XPOMOCOMHbIX HapyLleHWUA MOMHOCTbI0. OCOOEHHO BaXXHO 3TO MOMHUTbL B Criyyae BbICOKOrO pucka
TpUcCOMUN NO pes3ynbTaTam BMOXMMUYECKOro CKpuHMHra u Y3W — B 3TOM cnydae Ans yTOYMHEHUS AanbHEWWwux AencTBuin
HeobxoAmnma KOHCYnbTaums Bpava-reHeTuka.

- HeBanuaHble — pesynbTaThl, NPU KOTOPbIX pacyeT pucka XA nNpousBecT HEBO3MOXHO BBUAY HU3KOW AOMNU BHEKNETOYHOMN
OHK nnoga B kKpoBu matepu unu no Apyrum npuynHam;

- JlJoxxHONONOXUTENbHbIE — KOrga nonoxuntensHole pedynbtatbl HAMT He HaxoaaT NOATBEPXXAEHWSI C MOMOLLbI UHBA3UBHOM
npeHatanbHOM AMAarHOCTUKM unu no ucxogy 6epemMeHHOCTU. MNPUYNHON NOXKHOMOMOXUTENbHbLIX pe3ynbTaToB MOryT 6biTb
nnaueHTapHbI MO3anLM3M, MO3anLM3M B COMaTUYECKMX KNeTkax maTepu, GeHOMEH «ucyesatoLlero 6nnsHeay, onyxonesble
o6pa3oBaHus y maTepu, B T.4. JOOpoOkayYeCcTBEHHbIE, 0COOEHHOCTU KapuoTMna MaTepuu ap.

- JloxHooTpuuaTenbHble — Mpu oTpuuaTeneHbix pedynbtatax HWIMT, Hannune XpOMOCOMHOM aHOManuu No AaHHbIM
WHBa3MBHOWNpeHaTanbHOM AMarHOCTUKM UK No ncxony 6epeMeHHoCTU. [pUYnHON NOXHOOTpULATENbHBIX pe3ynbTaToB MOTyT
CNYXWUTb UCTUHHbBIA NNOAOBLIA MO3auLUn3M, TEXHUYECKUe nnn GuonHdopmMmaTuyeckne ocobeHHoOCTU MeToaa UCCNefoBaHMS U
Aap.

MHTepnpetaunss oTpuuarteneHbix pesynbtatoB HUIMT  ocywectBnserca BpadoM  akyLLepOM-TMHEKONorom  nubo
BpayoM-reHeTukoM. VIHTepnpeTaunsi NONOXUTENbHbIX U HEBaNWAHbLIX pe3ynbTaToB OCYLLEeCTBNAETCH BpaYOM-reHEeTUKOM Unu
KOHCMMMYMOM Bpayen ¢ pelueHnem Bonpoca o NpoBeAEeHUN MHBA3MBHOW NpeHaTanbHon agnarHoctuku (AMQ).

OrpaHu4yeHusa meToaa:

- MeToa He npegHasHayeH Ons BbISIBMEHUS pucka cOanaHCUPOBAHHBIX CTPYKTYPHbIX aHOMArMN XpOMOCOM, NOMUMMOWANM,
MWUKPOXPOMOCOMHbIX aHomanuin pasmepom mMeHee 10 Mb, apyrux reHetudeckux sabonesaHuil nnoaa, He CBA3aHHbLIX C
3asB€HHbIMU XPOMOCOMHbLIMW aHOManNUsMu.

- MpumeHeHne MeToAa orpaHMYeHo Ha cpoke bepemeHHoCTM MeHee 10 Heaenb, T.K. B yKa3aHHbIN nepuog ypoBeHb HK nnoaa
B KPOBU MaTepu B BOMbLUMHCTBE CMyYaeB HMXKE Nopora aHanuTU4eckon YyBCTBUTENbHOCTU MeToAa.

- MHpekc macchbl Tena naumeHTkuy Bollwe 30 MOXET ABNATbCS NPUYUHON HEBANMAHOMO pe3ynbTaTta.

- Hannume xpoMoCcoMHbIX HapyLleHWIn y OAHOro U3 poauTenei (cbanaHcnpoBaHHbIE UHBEPCUN, TPAHCNOKaLun)

- CuHppom «ucyesatowero 6nunsHeua». OTo COCTOSHME, KOTOPOE BO3HWKAaeT MpWM MHOronnofgHon GepemMeHHoCTH, korga
ocTaetcs 1 nnog nnu aMGpUOH N3 HECKONbKMX. TO €CTb KONMMYECTBO 3a4aTbiXx 3MOPMOHOB, Habnaaemoe ¢ nomoubio Y3 Ha
paHHMX CpoKax 6epeMeHHOCTU, OTNNYaEeTCHa OT KONMYeCcTBa POOUBLLUXCS MIOLO0B.

- MNepenuBaHne KpoBK B TeYEHME NocnegHero roga Ao uccrnenoBaHus

- [NepeHeceHHble onepauun No TpaHcnnaHTauMm opraHoB

- JleyeHune cTBONOBLIMY KIeTkamu

- OHkonornyeckne 3aboneBaHnst UNKU 3noKkavyeCcTBEHHbIE HOBOOOPA30BaHNS B aHAMHe3e

- MaTepuHckuin, oeTanbHbIA UK NaueHTapHbIN MO3anLM3M.

Bce aTu daktopbl MOryT SABNATbCSA MNPUYMHOW MOMYYEHUA HeBanuOHoOro pesynbTaTa, SfOXHOMOMOXUTENbHOIO UMn
NOXHOOTPULATENBHOTO pe3ynbTaTta, Ui NPUYMHON HEBO3MOXHOCTM MONYyYeHUs pesynbTaTta Tecta.

BHUMAHMUE! OMPEAOENIEHUE PUCKA HANTM4YKNA PEOKUX AHEYNnouaum MIoaA n
AENELUMOHHLIX/AYMNMUKALUMOHHBIX CWMHAPOMOB MNPW MNPOBEAEHMM HUNT METOAOM MONMHOMEHOMHOIO
CEKBEHWPOBAHUA HOCUT XAPAKTEP CITYHAUHBLIX HAXOLOK.

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

KOHCYNbTUPOBaHNA B PENPOAYKTMBHON MeauunHe B doopmaTte TenemeguLmMHCKon
KOHCYyInbTaLlNW.






