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MauunenT: TECT TECT

3akas: Darta pernctpauumn: 29.01.2026

Darta poxaeHusa: 01.01.2000 BospacrT: 26 n. Mon: XK BepemeHHocTb: 10 Heq.

JINY: TecToBbin 'eHeTHKa Kog IMY: 99991271
FrEEHETUYECKUE UCCIIEOOBAHUA.

[arta Baatua 6uomaTtepmana: 31.12.2025 Marepman: BeHosHas kpoBb (Npobupka co cTabunmaatopom sHekneTouHon [HK)
3anBka: 00126126126/1 Tun 6epemeHHocTn: 1. OgHonnoaHas

UccnepoBanue: HUMNT BECTA paclumpeHHbIvi (HeMHBa3MBHbIN NpeHaTanbHbin TecT, Tpucomun 21, 18, 13 n aneynnongum X n 'Y nntoc
OuarHocTuka aeneuui u gynnmkaumin XxpoMocoM METOAO0M MOSTHOFEHOMHOIO CEKBEHUPOBAHUST)

®deTanbHas dpakuus, % PecdhepeHCHble 3HaYeHus KommeHTapumn

8,00 >=4 % PetanbHon dpakumm OHK gocratouHo ans
[JOCTOBEPHOM OLEHKM pucka

OnpeagensieMbiv Pe3ynbTart BeposiTHOCTb KommeHTapumn

noKa3saTtenb nccnenoBaHus pucka
Tpucomusa 21 (CuHgpom [ayHa) Hn3knn puck 0,01%
Tpucomusa 18 (CuHapom SaBapaca) Huskuii pyck 0,01%
Tpucomusa 13 (CuHagpom lNaTay) Hn3knn puck 0,01%
MoHocomust X (CuHgpom HU3KWA pUcK 0,01%
LllepelueBckoro-TepHepa)
Tpucomusa X, XXX (CuHgpom TponHom X) Hun3kun puck 0,01%
XXY (Cungpom KnanHdenbTepa) Hun3kun puck 0,01%
XYY (Cungpom Dxerkobeca) Huskun puck 0,01%
Cungpom XXYY Huskun puck 0,01%
Hanunuyme Y-xpomocombl Ectb

KommeHTtapuit: MNpu ogHonnogHon 6epeMeHHOCTM NoM NoAa MYXCKOM, MpU Hann4umm — Y XpOMOCOMbI, Y XXEHCKUR, Npu ee
oTcyTcTBUN. B cnyyae 6epemeHHOCTM ABOMHEN HEBO3MOXHO ONpeaenvTb MHANBMAYaNbHbIA NOM Kaxaoro nnoaa. B taknx
cnyyasix npucyTcTeue Y- XpoOMOCOMbI crielyeT UHTEPNPETMPOBATbL Kak 03Ha4vatoLLee, YTo OAuH unm oba nnopa umetoT
My»ckor non. OTcyTcTBME Y-XPOMOCOMbI CrielyeT MHTEPNPETMPOBATL Kak TO, YTO 06a NNofa UMEIDT XXEHCKUIA Nnosl. TOYHOCTb
onpeaenenus nona nnoga coctaesnset 99%.

3akntoyeHue KuccneaoBaHuio: PesynbTaThl NpoBegeHHOro TecTupoBaHusa cetanbHon dpakumm [HK ykasbiBatoT Ha HU3KUN
puck Hanuuua y nnoga Tpucomum 18 (cungpom BaBapaca), Tpucomum 21 (cuHapom flayHa), Tpucomun 13 (cuHgpom MaTtay),
mMoHocomun X (CuHapom Lepelwuesckoro-TepHepa), Tpucomusa X, XXX (Cungpom TponHom X), XXY (CnHapom
KnanHdenbtepa), XYY (CuHgpom xerkobea), Cungpom XXYY.

Ons I'IpaBVIJ'IbHOVI MHTEepnpeTaunn pe3ynbTaTtoB NCcnegoBaHNA peKoMeH4oBaHa KOHCYNbTauna Bpaya-reHeTmka.

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

CrtpaHuua 1 u3 3
[ata rotToBHOCTM pedynbTaTa: 29.01.2026 11:26
[ata nevatu pesynbTata: 29.01.2026 11:27:05

( ¢ } e




MauunenT: TECT TECT

3akas:

Darta poxaeHusa: 01.01.2000

JINY: TectoBbI 'eHeTuka

AkumnonepHoe obuecteo «JlabKpsecr-leneTnka»

121059, r. Mockea, Bepexxkoeckasn Hab., 4. 20, cTp. 95, atax/kom. 1/1
WHH 7730279076; KNMN 773001001; OFPH 1227700289013

info@lggen.ru; 8 (800) 7 000 999

www.lggen.ru

Data peructpauum: 29.01.2026

BospacrT: 26 n.

Mon: XK

BepemeHHocTb: 10 Heq.
Kop NMY: 99991271

CMNPABOYHASA MHOOPMALIUA O CNTYYANHbLIX HAXOOKAX

Mpn npoBegeHUM HeuHBa3MBHOro npeHatanbHoro [HK-ckpuHuHra aHeynnouguidi nnoga nNo KPOBM MaTepu METOAOM
BLICOKOMPOU3BOANTENBLHOrO cekaeHnpoBaHna NGS «BECTA HUMT PACLIMPEHHBIN» onpemeneHue pedkux aHeynnouauii
nnoga v AeneuMoHHbIX/OYNINKALUMOHHBIX CUHOPOMOB HOCWT XapakTep CryYalHbIX HaxodoK O XPOMOCOMHbIX aHOManusx.
OnpepeneHne TakMx PUCKOB He IBNAETCA MEAULIMHCKON YCIyron U HOCUT MH(POPMALIMOHHBIN XapakTep.

CNYYANHbIE HAXOOKMU

PUCKN AHEYNJIOUAWUU NO OAPYIT'MM XPOMOCOMAM

XPOMOCOMHbIE AHOMAINUA

PE3YNbTAT

XPOMOCOMA 1

Hwn3kuin prck

XPOMOCOMA 2 Hu3knid pyck
XPOMOCOMA 3 Hwn3kuin puck
XPOMOCOMA 4 Hwuzkuii pyck
XPOMOCOMA 5 Hwn3kuin puck
XPOMOCOMA 6 Hu3skuia puck
XPOMOCOMA 7 Hwn3kuin puck
XPOMOCOMA 8 Hwn3kuin puck
XPOMOCOMA 9 Hwuskuii pyck

XPOMOCOMA 10

Hwn3kuin puck

XPOMOCOMA 11

Huskun puck

XPOMOCOMA 12

Hwn3knin puck

XPOMOCOMA 14

Hwuskun puck

XPOMOCOMA 15

Hwuskuin pmnck

XPOMOCOMA 16

Hwn3kuin puck

XPOMOCOMA 17

Hwuskun puck

XPOMOCOMA 19

Hu3kuin prck

XPOMOCOMA 20

Hwn3kuin puck

XPOMOCOMA 22

Huskun puck

Puckn geneumoHHbIX/gynnmnkaumoHHbIX cMHapomMoB (6onee 60

CYHOPOMOB)

Hwn3kuin puck

3akntoueHue: H13kmii puck XpOMOCOMHbIX aHOMarnuiA.

Pe3synsmam nabopamopHozo uccriedosaHusi He sensemcs OuazHO30M, UHmeppemayusi
pe3synbmamos npogodUMCH C y4emom KIMUHUYECKUX MPOA8NeHuUl U OaHHbIX aHamMHe3a.

OKoHuaTenbHbIM pesynbTaT BbinyLleH: QupekTop npo
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AO «JIK-FEHETUKAY, - 1227700289013

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.
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UWHOOPMALUUA 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
nccrnenoBaHus ABMSAETCSH BEHO3HAsA KPOBb OEpeMEHHON XKEHLLMHBI.
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
AHK nnopa B kKpoBM mMaTepu unu rno Apyrum npuyanHam;
- 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
ap.
WHTepnpetaunss oTpuuarteneHbix pesynbtatoB HUIMT  ocywectBnserca BpaydoM  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 macchl Tena naumeHTkuy Bolwe 30 MOXET ABNATbCS NPUYUHON HEBANMAHOMO pe3ynbTarta.
- 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 nccrefoBaHus
- [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 HANTU4YKNA PEOKUX AHEYNnouaumn MIoaA n
AENELUMOHHLIX/AYMNMUKALUMOHHBIX CWMHAPOMOB MNPW MNPOBEAEHMM HUNT METOAOM MONMHOMEHOMHOIO
CEKBEHWPOBAHUA HOCUT XAPAKTEP CITYHAUHBLIX HAXOLOK.



