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WHOOPMUPOBAHHOE JOBPOBOJIbHOE COIJIACHME HA NPOBEAEHME
NMPEMMNJIAHTAUMOHHOIO rEHETUMECKOIO, TECTUPOBAHUA
HA AHEYNIOMAWUW (NIT-A)

Mbl,

MauneHTka (®.Mn.0.
MOHOCTBIO) r.p. nacnopt N2 BblAaH « » r.

Myx/napTHep. (npw Hannumm) (.1.0.
MOJTHOCTBIO) r.p. nacnopt N2 BblaH « » r. UMeHyeMble B fjasibHeli-

WweM «[MaumeHTka/lMaumeHT», @ COBMECTHO — «[laumneHTbI», B COOTBETCTBUM C 4. 1 cT. 20 PesepanbHoro 3akoHa N2 323-03 «O6 ocHoBax oxpaHbl 340pOBbs
rpaxxaaH B Poccuiickoii ®eaepaumu» ot 21.11.2011 r. u Mpukaszom MuHaapasa Poccum ot 31.07.2020 r N2 803H «O nopsiike UCnosb30BaHWs BCOMO-
raTesbHbIX PEMpPOAYKTUBHBIX TEXHOIOMIM, MPOTUBOMOKA3aHUSIX U OrPaHUYEHNSIX K UX MPUMEHEHMIO» HacTOsILWMM fato (eM) A06POBObHOE MHOPMUPO-
BaHHOE corylacue Ha NpoBefeHVe NperMI/IaHTaLUMOHHOMO reHETUYECKOro TeCcTUpoBaHNs Ha aHeynnouanm (MIT-A) B nabopatopum AO «JlabKeecT-IeHeTuka»
(MHH 7730279076, KM 773001001, agpec MecTa HaxoxaeHus: Poccuiickas depepaums, 121059, r. Mocksa, Hab. bepexkoBckas, A.20, cTp.95, aT. 1, koM. 1
(manee no Tekcty - AO «J1abKBecT-leHeTvKa»), ocyLLlecTBAsIOLEee AeATENbHOCTb Ha OCHOBaHUM nnueH3um NQ J1041-01137-77/00956857 ot 04.12.2023,
CpOK AeicTBMS 6eccpoyHo.

Al (Mbl) npouHdopMupoBaHa(bl) BpayoM 0 HMKeCTeayHoLeM:

- MPEeMMMNIaHTaLUMOHHOE reHeTUYeCcKoe TeCTUpOBaHWe Ha aHeynionaumn (MIT-A) — 3To uccnefoBaHue KIEToK TPOoIKTOAEPMbI 3MOpPYOHa Ha XPOMOCOM-
Hble HapyLUeHWs nepes nepeHocoM B Lmke IKO Mpoueaypa 6uoncum (3abop KNeTok) NpoBoanTcs Ha 5-6 cyTku nocrne onnogoTeopeHms. MIT-A ocHoBaH
Ha NOTHOXPOMOCOMHOM CKPUHUHIE, TO €CTb UCCIeA0BaHNM BCeX 46 XPOMOCOM OAHOMOMEHTHO: 22 Mapbl ayTOCOM M 1 napbl NOAOBLIX XPOMOCOM - XX Unu
XY. MosiBNeHWe AOMOHUTENBHON UK NOTEPSt XPOMOCOMbI Y SMBPYOHA HA3bIBAETCS aHEYNIOMANEN U MOXKET GbiTb Bbi3BaHa aHOMaIMSIMU MOJIOBbIX KIETOK
OHOrO U 06oUX poauTenei, MMbo oLWMBEKaMK NpU NMOCNeayioLWeM eNeHnn KNeToK SMEprUoHa. Hanmume aHeynnonamm y SM6proHa MOXET NPUBECTU K
noTepsiMm 6epeMeHHOCTY Ha paHHKX CPOKax (CaMOMPOM3BOSIbHBIM BbIKMABILLAM MM OCTAHOBKOM Pa3BUTHS) MW POXAEHWIO pebeHka C MopoKaMu pa3BuTmUs

- Lenbio MMMT-a SBNSIETC BbISIBNIEHUE HA/MUMSI WM OTCYTCTBUSI YUCTIEHHBIX U CTPYKTYPHBIX @HOMa/IMIA XPOMOCOM Y MCCTIENyEMbIX SMOPUOHOB. MomydeHHas
UHdopMaums nocsie nposeaeHws MIT-A NoMoraeT Bpayy-penpoayKTosory v NauMeHTaM NpUHSTb PeLLEeHMe O nepeHoce SMEpUoHa).

- NpY NokasaHusx K nposeaeHuto MNIMT-a pekomeHaoBaHo mcrnonb3osaTth MKCU kak I'Ipe,Cl,I'IOHTVITEJ'IbeIﬁ METOA NCKYCCTBEHHOIO ONJI0AOTBOPEHUSA,

- nabopatopusi AO «JlabkBecT-TeHeTUKa» He HECET OTBETCTBEHHOCTb 3a KAYeCTBO M KOSIMYECTBO broMaTepurana, nosy4eHHoro npu b1oncum, a, Takke,
BO3MOXHOE NOBpexaeHne sME6p1oHa Npy NPoBEAEHNMN broncum;

- TOYHOCTb MPEUMI/IAHTALMOHHOIO FrEHETUYECKOro TeCTUPOBaHKs Ha aHeynnonaun (MIT-a) coctaensieT ot 95% 0 98%, TO €CTb CyLIeCTBYeT BeposT-
HOCTb HEe[JOCTOBEPHOrO pe3ynbTaTa;

- B peakux cnyyasix [JHK n3 06pa3uoB TpodhaKToaepMbl MOXET pa3pyLunTbes (Aerpagaumnst), us-3a yero nposegeHue MNMT-a u nonyyeHne JOCTOBEPHOrO
pe3ynbTaTa OKaXeTCs HEBO3MOXHbIM;

- B PEAKMX CIlyHasix BOSMOXHO MOJTyUeHMe HEONpeaeieHHOro pesyribTaTa;

- npoBeseHue MIT-a CHKAET, HO HE UCKITIOUAET MOHOCTBLIO PUCK POXKAEHMS PeGEHKA C XPOMOCOMHBIMU HAPYLLEHWSIMU,

- M0 pesynbTaTaM npoBeaeHHoro MIT-a 1 3MEPUOSIOrMUECKOi OLEHKM BHELIHWX MOPOMOrMUECKUX XapaKTEPUCTUK SMBPMOHOB, MOMyT OTCYTCTBOBATL
3M6PUOHDI, MPUTOAHbIE A/15 MEPEHOCA B MOOCTb MATKM.

1 (Mbl) NpouHcOpPMMpPOBaHbI 0 TOM, 4TO Npouecc uccneposanus MIT-a ocywecTenseTcs cneayowmuM obpazom:

1. NMoprotoBka o6pasua:

Mocne nposeaeHns skCTpakoprnopasnbHoro onnogoTeopeHns (3KO) Ha 5-6 cyTku pa3euTUS 3M6pHOHa NPOBOAMTCSA NpoLieaypa buoncumn TpodaKTo-
nAepmbl. JlabopaTtopus «JlabKeecT-TeHeTvka» NpefocTasnsieT crepusbHble Npobupky ¢ Bydepom, B KoTopble noMellaeTcs buonTat. LLtatme ¢ obpasuamm
MOMELL@eTcs B MOPO3UbHYHO kamepy (-20°C-25°C) ao 3Tana TpaHCrNopTUpOBKK B labopatopuio.

2. TpancnoptupoBka 06pa3LioB:

MpeacTaBuTens knHUKK KO 3apaHee npeaynpexaaeT nabopatopuio «/labKeecT-leHeTrka» 0 nnaHUpyemoi 61oncum SM6PUMOHOB /15t OpraH13aLmumn
TpaHcdepa MaTepuana B nabopatopuio. MaTepuan TpaHCMopTUPYETCs B CrieLMarbHbIX CTEPUIbHBIX KOHTEMHEpaX, repMETUYHO YraKoBaHHbIX, Mpy cobrio-
JeHWV TemnepaTypHoro pexuMa (-20°C-25°C).

3. MpoBepeHne uccnenoBaHus:

MIT-A NpoBoOANTCA KBaNNMULIMPOBAHHLIMKU CrieLmancTamMmn 1abopaTopum € UCMONb30BaHNMEM TEXHOOM MM BbICOKOMPON3BOAUTENBHOrO CEKBEHMPOBA-
Hus cnegytowero nokoneHus (NGS). Pesynbtat uccnefoBaHus B 31EKTPOHHOM BUAE OTNPABASETCS CNELMANNCTY KIMHMKKW, HanpaBvBLueMy obpasubl Ha
nccneaoBaHue.

MHe (HaM) U3BeCTHO, 4TO:

- MPeaoTBpaLleHne FreHETUYECKOTO HAPYLLIEHWS I XPOMOCOMHOM aHOManum y SM6proHa Unn pebeHka, a Takke NOPOKOB Pas3BUTUS, HE MOXET BbITb
rapaHTUpoBaHo B pesynbTate M T-Mm;

- NS AOMNONMHUTENBHOMO CHUXKEHUS pUCKa MOHOTEHHOro 3aboneBaHnsi peKoOMeHA0BaHO NPOBEAEHWE MHBA3VIBHOMO NpeHaTanbHOro AnarHoCTUYeCKoro
nceneanoBaHus, KOTopble MOryT HECTU PUCKKU, HE aCCOLMMPOBaHHbIE C HAaCNeACTBEHHbIMU MAaTONOrNAMNA.

HaM pa3bsiCHEHO M HaMM MOHSATO, YTO CYLIECTBYIOT C/IEAYHOLYME PUCKM W OFPaHNYEHMS:

1. He Bce XxpoMoCOMHbIE aHOManMK MOTyT 6bITb 06HapyxeHbl B npouecce MIT-A. FeHeTMYeCKMe N3MEHEHHUSI, He uccnegyeMble AaHHbIM TECTOM,
BKJIFOYAIOT B ce6s:

. C6asnaHc1poBaHHbIE TPaHCIOKALMM 1 MHBEPCUM
o MWKpOAEneLmn 1 MUKPOAYMMKaLIMM

. OaHopoauTesbCKas AYCOMMS

. MoHoreHHble 3a60s1eBaHNs

. Monunnonaus




o Hannune PobepTcoHOBCKOM TpaHCIOKaLwmy (BO3MOXHA st XpOMOcoM 13,14,15,21 1 22) unm U30XpOMOCOMbI Y OAHOMO U3 poauTeneiMoryT
[aBaTb 3¢EKT TPMCOMUM OAHOW U3 XPOMOCOM.

Mopoku pasBuUTKS, CBS3aHHbIE C HEXPOMOCOMHBIMM HApYLLEHWSIMW U Bbi3BaHHbIE BHELIHUMM (DaKTOPaMu, He MOTyT ObiTb BbISIBNIEHbI B pe3y/ibTaTe
nposeaeHus MIT-A.

2. OrpaHuyeHne YpPOBHSI [AETEKLUM.

Vicnonb3yemas nabopatopueii «/1abKeecT-I'eHeTvKa» TEXHONOMMS HanpaB/eHa Ha onpeneneHue Hanmuus NonHov aHeynnonaun (noTepo unn aobaene-
HU1e Lieoli XpOMOCOMbI), @ TakoKe - YaCTUYHOW aHeynouany (Leneumuy, Aynavkaumm u HecbanaHCcMpoBaHHble TpaHCIoKaLmK) pasMepoM 6onee 15 MB.

3. B He3HaUMTENbHOM KOIMUECTBE CJTy4YaeB HEBO3MOXHO NMPOBECTU MHTEPrpeTaLMs pe3ynbTaToB. s onpeaeneHys Ymcsia Konmi XpoMocoM B
Ka>xaoM obpasLie ucnonb3ytoTcst BroMHgopMaTUyecknue 1 cTaTucTudeckue Mogenu. MHoraa, HanpuMep, B Ciyyae Aerpagaumn buomatepuana u/vnm
KOHTaMMHaLumn obpasLia ApyruM MaTepuanom, AaHHbIE He YA0BNETBOPSIOT YCIIOBUSIM MOZENN U UHTEPrpETaLms pesynbTaTa HeBO3MOXHa.

4. OWwn60Y4HBI pe3ynbTar:

o OwwnboYHbIN pe3ynbTaT Mo TEXHONOrMYECKoW NpuumHe (aHanuTudeckuin): MIT-A sBnseTcs AOCTOBEPHbIM METOAOM AN 06HapY>KeHWs aHey-
NIOUAWIA, HO €ro TOYHOCTb He aocTuraeT 100%. SMMMpUYEcKkn onpenesieHHast BEPOSITHOCTb OLWMBKU cocTaBnseT 1-2% kak Anst OXKHOMONOXUTENb-
HbIX, TaK ¥ AN TOXXHOOTPULATENbBHbIX pe3y/ibTaToB UCCIef0BaHUS.

D OLWMBOYHBI pesynbTaT Mo NpUYMHe Mo3anumaMa (61MoNorMUEeckuin): Npy TECTUPOBaHUM SMBPVOHA Ha aHeYNIoNAUM aHanM3 HECKOMBbKUX Kie-
TOK MOXET HETOYHO OTPaXaTb COCTOSIHME OCTasIbHbIX KIIETOK 3MEPHOHA. TaKoe SIBNEHNE HA3bIBAETCSl MO3anLM3MOM (KNETKM C Pa3fIMYHbIM reHeTUYe-
CKMM HabopOM B OiHOM 3MBPUOHE). DTO MOXKET MPUBECTU KaK K JIOXKHOMONOXUTENBHBIM, TaK U K IOKHOOTPULIATENbHBIM pesy/ibTaTaM.

MoaroToBka obpasLa sBnseTcs Hanbonee BaXKHbIM 3TArNoM A/s MOyYeHUs AOCTOBEPHOrO pesynbTaTa. B peakux cnyyasix, npeaoctaBieHHble
06pas3upl He NpoxoaaT 3Tan aMnadukaumn JHK. 3To MoXeT 6bITb CBA3aHO C OTCYTCTBMEM K/IETOK 3MBpMOHa B NPOBUpKe, IM3UCOM KNETOK U aaep,
HapyLLEeHWeM TeMnepaTypHOro peXxuMa XpaHeHus U/vv TpaHCNopTMPOBKM 06pasLia, TEXHUYECKUMU owmnbKkaMmn Npu npoeeaeHny Groncum MaTepuana
1 nocneayoLLeit OTMbIBKU, TEXHUYECKMMU OLUMGKaMK NP NPoBeAEHWM 3Tana NMoHOreHOMHOM amnndukaumm. NMoBTopHOe nccnefoBaHne faHHOro
MaTepyvana HEBO3MOXHO. PellieHVe 0 MOBTOPHOM G1ONCUM NPUHUMAET SMBPMONOr, HanpaBMBLLUMIA 06pa3Lbl Ha UCCTIeaoBaHWe- Npy NpoBeaeHun M T-a
nabopaTopusi He HeceT OTBETCTBEHHOCTM 3@ HAacNeACTBEHHbIE 3a601eBaHMs, O KOTOPbIX Mbl HE COOBLLMIM UM COOBLLMIN HEAOCTOBEPHYHO MHOPMaLWIO
1 BbISIB/IEHHbIE B MOC/eAyOLEeM Y NIoAA NPU HaCTyneHUn 6epeMeHHOCTY.

Mol 06513yeMcs 10 NpoBeseHws MM T-a NpeaocTaBUTb BCe M3BECTHbIE HaM CBEAEHUS], KOTOPbIE MOTYT MOB/IMSITb Ha KAUYECTBO U CPOKU BbIMOJTHEHNS!
UCCNefoBaHUM, B T.4. BCE M3BECTHbIE HAaM AaHHbIE O HAaCNIEACTBEHHDBIX, XPOHUYECKMX, MHPEKLMOHHDBIX 1 Ap. 3a60/1eBaHMsIX B HaLLel ceMbe.

fl (Mbl) noaTBEpXAAEM, YTO:
- M0 HalleMy TpeboBaHWIO HaM pasbsiCHEHbI U HaMM MOHSITLI BCe acnekTbl npoBeaeHust MM T-a;
- BHUMATESIbHO MPOYIMN TEKCT HACTOSILLIEro COornacust U MoHsIM BCO MHGOpMaUuio, 0 Npoueaype;

- MIMENN BO3MOXXHOCTb 06CYMTh C BPAaYoM BCE MHTEPECYHOLLME WU HEMOHSITHBIE BOMPOChI B 06/1aCTV NMPUMEHEHUS BCMIOMOTaTe bHbIX PENPOAYKTUB-
HbIX TEXHOSOMUIA;

- Ha BCe 33aHHbIE BOMPOCH! MOMTYYWIIN YAOBNETBOPUBLLME HAC OTBETI;
- HaM MOHSATEH CMbIC/ BCEX TEPMUHOB, B TOM UYMC/IE MEANLIMHCKMX, YMOTPEBNSIEMbIX B HACTOSILLEM COMTIAcHM.
- 4TO Si(Mbl) MPOMHOPMMPOBAHA(HBI) O LIENSX, METOAAX, BapuaHTax, MOCTIEACTBUSX W MPEANONaraeMbIX Pesy/bTatax UCCIenoBaHms;

-4yTo 4 (Mbl) I'IpOVIHq)OpMMpOBaHbI, 4yTo 6MOMaTepVIaJ'I MOXET ObITb MCMOMb30BaH ANs nposeaeHNA AONOIHUTENBHOMO reHETUYECKOro TECTMPOBaHUA, a
TaKXe ana CtatuCTU4eCKmX, NnonynsaumMoHHbIX N HaYYHbIX VICO'IE,U,OBE]HVIVI, 6e3 pasrnatieHna Momx (HaLI.IVIX) NEPCOHANbHbIX AaHHbIX.

Ha oCHOBaHWK BbILLEN3NOXEHHOIO, NMOYYMB BCHO MHTEPECYHIOLLYHO MEHSI/Hac MH(OPMaLMIO O NOKa3aHUsIX, 0COBEHHOCTSX 1 NOPsiAKE NPOBEAEHUS
NpenMMnIaHTaUMOHHOro reHeTnyeckoro TectupoBanus (M) s/Mbl O6POBOMBHO 1 OCO3HAHHO MPUHMMAD/eM peLleHne 1 ato/eM A06PoBOIbHOE MHAOP-
MMPOBaHHOE Coriacue Ha NpoBeAeHNe NPeUMNIaHTAUMOHHOIO FreHETUYECKOro TeCTMpoBaHue Ha aHeyniouamn (MIrT-a).

Halwe pelwerue o nposeaeHn MIT-a SBNSeTCs cBOGOAHBIM, 0CO3HAHHBIM, 40BPOBOSLHBIM W MPEACTABNSAET CO60M MHGOPMMPOBAHHOE A06POBOSIb-
HOe corfiacvie Ha NpoBeAeH1e AaHHOM Npoueaypbl.

MoanuckiBast AaHHbBINA JOKYMEHT, 51 (Mbl), UbW aHHbIE U3MTOXKEHBI BbILLE, HACTOSILLMM NOATBEPXKAAEM, UTO HA OCHOBaHWUM NPeoCTaBIeHHON UHGOp-
Maumm, cBo60aHO U 6e3 NPUHYXXAEHUS, OTAABAsi OTYET O MOCNEACTBUSIX, NMPUHSIM PELLEHWe NPOTY nccienoBaHme MiT-a.

nO,Cl,TBep)K.U,aIO/ NOATBEPXKAAEM, YTO A (Mbl) npquTan/ npo4yutanu, nam MHe/Ham npoYnUTann 3ToT AOKYMEHT U, YTO €ro Coaep>xaHne MHe/HaM BceLeno
MOHATHO.

51 (Mbl) NponHbopMMpOBaH/NPoMHMOPMMPOBaHbI B MOSIHOM 06bEME, 0CO3HaK/0CO3HAEM M NMOHMMAIO/MOHMMAEM BCe acMeKTbl 3TOro AOKyMEeHTa.

51 (Mbl) 03HaKOMNIEH/03HAKOMIIEHbI U COrNAaceH/CornacHbl CO BCEMM MyHKTaMM HACTOSILLEro AOKYMEHTA, MOSIOXKEHWSI KOTOPOrO MHE/HaM pPa3bsiCHEHbI,
MHOI/HaMM1 MOHSTHbI U AOOPOBOMBHO [ako/AaeM Cornacue Ha BbILLEN3MTOKEHHOE, B TOM UMcie Ha cbop 1 06paboTKy MOMX/HaLWMX AaHHbIX, HEOBXOANMBIX
ans nposefeHus MNiT-a.

HacTosiumii JOKYMEHT MOAMNMCaH Ha PYCCKOM S3bIKe, COCTaBMEH Ha 2 (ABYX) CTpaHWLAX v B ABYX SK3eMMIsipax.
®.1.0., noanuce MauneHTkK:

/ /
[aTa « » 20 roga
®.1.0., noanuce MaumeHTa: / /
[ata « » 20 roga

51 CBMAETENbCTBYIO, YTO Pa3bsiCHUN MaUMeEHTKe/NauveHTaM CyTb, U pUCK NpoBeaeHns npoueaypbl MIT-a, Aan OTBETbI HA BCE BOMPOCHI.
Bpau

(®.1.0., BOMKHOCTb, NOAMUCH) / /

[ata « » 20 roga

HerocpeacTBeHHbIM 0(hOPMUTENEM COracus SBNSETCS

(HavMeHoBaHKe, agpec

opraHvsaumum, opopMmUBLLIEN AAHHBIN AOKYMEHT).




