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WHOOPMUPOBAHHOE [OBPOBOJIbHOE COIJIACUE HA NMPOBEAEHWE
NMPEUMNJIAHTAUMOHHOIO FEHETUYECKOIO, TECTUPOBAHUA
HA AHEYIJIOUWAWUWU (MIT-A)

Mbl,

MaumeHTka (®.1.0.
MOJSTHOCTbIO) r.p. nacnopt N2 BblAaH « » r.

Myx/napTHep (npu Hannuun) (¢.1.0.
MOJSTHOCTbIO) r.p. nacnopt N2 BblaH « » I. UMEHYEMbIE B Aa/IbHEN-

weM «MaumeHTka/MaumeHT», a COBMEeCTHO — «[laumeHTbl», B COOTBETCTBUM C Y. 1 cT. 20 ®epepanbHoro 3akoHa N2 323-33 «06 ocHoBax OXpaHbl 30POBbst
rpaxxaaH B Poccuiickoit ®eaepaumm» ot 21.11.2011 r. n Mpukasom MuHsapasa Poccun o1 31.07.2020 r N2 803H «O nopsiake UCrnosib30BaHWs BCTIOMO-
raTenbHbIX PENPOAYKTUBHBIX TEXHOJIOMMI, MPOTUBOMOKA3aHUSX M OFPaHUUEHMSIX K MX NMPUMEHEHWIO» HACTOSLLMM Aato (eM) A06poBoNbHOE MHGOPMUPO-
BaHHOE Coryiacve Ha NpoBeAeHNe NPeMMMIaHTaLUVMOHHOrO reHEeTMYECKOro TeCTUpoBaHNs Ha aHeyrnouamm (MIFT-A) B nabopatopumn AO «JlabKeecT-IeHeTvka»
(MHH 7730279076, KM 773001001, agpec MecTa HaxoxaeHus: Poccuiickasi ®epepaumsi, 121059, r. Mockea, Hab. bepexxkoBckast, A.20, cTp.95, 3T. 1, koM. 1
(nanee no TekcTy - AO «J1labKBecT-I'eHeTuka»), oCyLLeCTBNsIOLEee AesTeNbHOCTb Ha OCHOBaHUM nnueH3un N J1041-01137-77/00956857 ot 04.12.2023,
CPOK AencTBuSt 6eCCPOYHO.

A (Mbl) nponHdopMUpoBaHa(bl) BpauoM 0 HMKeCneayoLeM:

- NPeVMMIaHTaLMOHHOE reHeTUYeCKoe TeCTUpOoBaHue Ha aHeynnouanm (MIT-A) — 3To uccienoBaHue KNeTok TPodaKToAepMbl SM6pUOHa Ha XPOMOCOM-
Hble HapyLUeHWs nepes nepeHocoM B umkiie KO lMpoueaypa 6roncum (3abop KneTok) NpoBOAUTCS Ha 5-6 CyTku nocne onnogoTeopeHms. MIT-A ocHoBaH
Ha MO/IHOXPOMOCOMHOM CKPUHUHIE, TO CTb UCCeA0BaHNMN BCeX 46 XpOMOCOM OAHOMOMEHTHO: 22 Napbl ayTOCOM M 1 napbl NOMOBbIX XPOMOCOM - XX Unu
XY. MosiBneHWe AOMOMHUTENBHON UK NOTEPSt XPOMOCOMbI Y SMEPUOHA Ha3bIBAETCS aHeynonane M MOXeT BbITb Bbi3BaHa aHOManMsiMK MOJIOBLIX KIIETOK
oaHoro unu oboux poauTenen, 6o owmMbKamMu Npy NoCIeAyOLLEM AeNeHUU KIETOK 3MEproHa. Hanmume aHeynnovamy y sME6proHa MOXET NPUBECTU K
noTepsiM 6epeMeHHOCTH Ha paHHKX cpokax (CaMOMPOM3BO/IbHBIM BbIKMABILIAM UM OCTAHOBKOM Pa3BUTUST) UK POXKAEHUIO pebeHka C MopokaMu pa3BuTmUs

- uenbto MIT-a SBNSETCS BbISIBIEHWE HASIMUMS! UM OTCYTCTBUS YNCTIEHHBIX 1 CTPYKTYPHBIX @HOMAsIMIA XPOMOCOM Y UCCTIEAyeMbIX SMBPUOHOB. MonyueHHast
MHbopMaums nocse nposeaeHus MIT-A NoMoraeT Bpady-penpoayKTosiory 1 NalMeHTaM NpUHSTL peLleHmne o rnepeHoce SMbpUoHa).

- NpU NoKasaHusix K nposeaeHuto MT-a pekoMeHAo0BaHo Mcrosnb3oBaTh MKCU kak npeanoyTUTeNbHbIN METOA UCKYCCTBEHHOIO OMI040TBOPEHMS;

- nabopatopusa AO «JlabkeecT-I'eHeTUKa» He HeCeT OTBETCTBEHHOCTb 3a Ka4eCTBO M KONMYECTBO HroMaTepwrana, nosy4eHHoro npu buorcuy, a, Takke,
BO3MOXKHOE MOBpeXxaeHne aMbproHa Npu nposBeaeHnn uoncuu;

- TOYHOCTb MPEUMIIAHTALMOHHOIO MrEHETUYECKOrO TECTUPOBaHUs Ha aHeyrnovamn (MIFT-a) coctaBnsieT ot 95% A0 98%, TO eCTb CyLUeCTBYeT BEpOST-
HOCTb HEJOCTOBEPHOrO pe3y/bTaTta;

- B peakux cnydasx JHK 13 06pasLoB TpodaKTOAEPMbI MOXKET PaspylUMTLCS (AerpaaaLms), ns-3a vero nposeaeHuve NiT-a 1 nonyyeHre AOCTOBEPHOrO
pe3ynbTaTa OKaXKETCs HEBO3MOXKHbIM;

- B pefiKVX Clyyasix BO3MOXKHO MOSTyYeHNe HEOMpeeneHHOro pesynsTaTa;

- npoBefieHne MIT-a CHWXAET, HO HE UCKITIOYAET MOTHOCTBLIO PUCK POXKAEHUSI pebeHKa C XPOMOCOMHBIMU HapYLLEHUSIMU.

- 10 pe3y/nbTaTaM npoBeaeHHoro MIT-a ¥ 3MEPUONOTMYECKON OLEHKW BHELIHUX MOPMONOrMUECKUX XapaKTePUCTUK SMBPUOHOB, MOTYT OTCYTCTBOBaTb
3MBPUOHBI, NPUrOAHBIE A4S NEPEHOCa B MOMOCTb MaTKy.

A1 (Mbl) npouHcdOpMUPOBaHbLI 0 TOM, YTO Npouecc uccnenoBaHus MIT-a ocylwecTBAseTCs cnepyroWUM 06pasom:

1. MogroTtoBka o6pa3ua:

Mocne npoBeaeHns 3KCTpakoprnopanbHOro onofoTsopeHns (AKO) Ha 5-6 cyTkn passutnsg sMOproHa NpoBOAMTCS npoueaypa Gruoncum TpodaKTo-
niepMbl. JlabopaTopus «J/labKeecT-leHeTnka» NpeaocTaBnseT crepunbHble Npobupkm ¢ BydepoM, B KoTopble noMellaeTcs buonTat. Ltatve ¢ obpasuamu
NOMELLAETCs B MOPO3uIIbHYyto kamepy (-20°C-25°C) o 3Tana TpaHCNopTUPOBKM B 1abopaTopuio.

2. TpaHcnopTupoBka 06pa3LoB:

MpeactaBuTens knHuky KO 3apaHee npeaynpexaaeT nabopaTtopuio «JlabKBecT-leHeTvka» 0 nnaHupyemolt 6uoncum SM6pUOHOB ANst OpraHn3aLmm
TpaHcdepa MaTepuana B nabopatoputo. MaTtepuan TpaHCMOpPTUPYETCS B CMeLMasbHbIX CTEPUITbHBIX KOHTEMHEPaX, repMETUYHO YMaKoBaHHbIX, Npu cobto-
JIleHUM TeMmnepaTtypHoro pexxmma (-20°C-25°C).

3. MpoBeaeHne nccneaoBaHus:

MIT-A NpoBOANTCS KBAMMMULMPOBAHHLIMK CreLuanucTamMm nabopaTopum C UCMNOb30BaHNEM TEXHOOMMN BbICOKOMPOU3BOAWTENBHOMO CEKBEHWNPOBaA-
Husa cnegytowlero nokoneHust (NGS). PesynbTaT UcCienoBaHWs B 3N1EKTPOHHOM BUAE OTMPaBISIeTCs CNELManuCTy KIMHKKKM, HanpaBvBLueMy 06pasLbl Ha
nccnefoBaHue.

MHe (HaM) U3BECTHO, 4TO:

- NpeAoTBpaLleHUe reHETUYECKOrO HAPYLLIEHWS I XPOMOCOMHOW aHOManuu y aMEp1oHa unn pebeHka, a Takxke NOPOKOB PasBUTHSI, HE MOXET 6biTb
rapaHTVpoBaHo B pesynbTate MIT-M;

= ANa AOMONHUTENBHOIO CHUXXEHUA PUCKa MOHOMEHHOIro 3aboneBaHus PEKOMEHA0BAHO NMPoOBEAEHNE NHBA3UBHOIO NpeHaTa/ibHOro AMarHoCcTn4eckoro
nceneanoBaHns, KOTopble MOryT HECTU PUCKK, HE aCCOUMMPOBaHHbIE C HAaCNeACTBEHHbIMU NATONIOMUAMN.

HaM pa3bsicHeHO ¥ HaMK MOHATO, YTO CYLIECTBYIOT Clefytolue PUCKN U OrpaHUYeHUs:

1. He Bce XpoMOCOMHble aHOManuu MoryT 6biTb 06HapyeHbl B npouecce MIT-A. FeHeTMUeCKMe N3MEHEHUS], He UCCNIEAYEMbIE JAHHBIM TECTOM,
BKJIFOHYAIOT B cebs:

o CbHanaHcMpoBaHHbIE TPAHCIOKaLUMKN U MHBEPCUN
. MwKkpoaeneLmm 1 MUKpoaynMKaLmmn

. OpHopoauTenbckast ANCoMUSE

. MoHoreHHble 3aboneBaHus

. Monunnonamns




. Hanunune PobepTCOHOBCKOM TpaHCIoKaumm (BO3MOXHa A1t XxpoMocoM 13,14,15,21 v 22) uim U30XpOMOCOMbI Y OAHOMO M3 poanuTeneiMoryT
fAaBaTb 3G HEKT TPUCOMUU OLHON U3 XPOMOCOM.

Mopoku pa3enTus, CBA3aHHbIE C HEXPOMOCOMHBIMU HAPYLLIEHWSIMUA U Bbi3BaHHbIE BHELLHUMM (aKTopaMu, He MOryT ObiTb BbiSIBNIEHb! B pe3y/bTaTe
nposeaeHus MNIT-A.

2, OrpaHnyeHune ypoBHS AeTEeKLMH,

Mcnonb3yemas nabopatopuelt «JlabKeecT-leHeTrka» TEXHOMOMMs HarnpasneHa Ha onpeaeneHne Hanuyus NonHoM aHeynnomavy (noTepto unu fobaene-
HUE LieNnIoi XpOMOCOMBI), @ TakxKe - YaCTUYHOM aHeyrnionanmn (Aeneumuu, Aynavkaumm v HecbanaHcupoBaHHbIe TpaHCI0KaLwmK) pasmepom Gonee 15 MB.

3. B HE3HAUMTENIbHOM KOJIMYECTBE C/lyYaeB HEBO3MOXHO MPOBECTU MHTEPMPETaLMs pe3ybTaToB. 1 onpeaeneHms YMcia Konmii XpoMocoM B
KakaoM 06pasLe UCrosb3yoTcs 6MonHMOPMaTUUECKUE M CTAaTUCTUYECKME MoAeNM. VIHoraa, HanpuMep B Clyyae Aerpajaumm 6uoMatepuana u/unm
KOHTaMMHaLmn obpasLa ApyrvM MaTepuanoMm, aHHble He YAOBIETBOPSIOT YCIOBUSIM MOAEMM U MHTEpNpeTaumns pesysbTata HEBO3MOXHa.

4. Own60oYHBIA pe3ynbTart:

o OWwnBOYHbIN pe3ynbTaT Mo TEXHOMOMMYECKOW NPUUMHE (@HanuTudeckuit): MIT-A SBNsSieTCs AOCTOBEPHBIM METOAOM [U1st OGHAPYXXEHUS aHey-
NIoMANIA, HO ero TOYHOCTb He aocturaeT 100%. IMNMPUYECKU onpeaeneHHas BEpOSTHOCTb OLLIMOKK COCTaBnsieT 1-2% Kak [N1si NIOXKHOMONOXUTENb-
HbIX, TaK ¥ ANs NOXHOOTPULATENbHBIX PE3YNbTaTOB UCCNIEA0BAHUS.

. OLWMB0YHbIN pe3ynbTaT Mo NpuUUMHe Mo3anLm3Ma (B1ONOrMUECKIIA): MPU TECTUPOBAHWM SMEPUOHA HA aHEYNIOUANM aHANN3 HECKOMbKUX Kie-
TOK MOXET HETOYHO OTPaXaTb COCTOSIHUE OCTasIbHbIX KIIETOK 3MBPUOHA. Takoe AB/EHNE HA3bIBAETCA MO3aMLIM3MOM (KNETKW C Pas/inyHbIM reHeThYe-
CKVM HAabopoM B OIHOM SMBPUOHE). ITO MOXKET MPUBECTU KaK K JIOXKHOMOJOXKUTENTbHBIM, TaK M K JIOKHOOTPULIATESbHBIM PE3yribTaTaM.

MoaroToBka obpasLia ABnseTcs Havbonee BaXKHbIM 3TanoM Ans NoyYeHWs AOCTOBEPHOrO pesynbTaTta. B peakvx ciydasix, NpeaocTaBneHHble
06pasLbl He NpoxoadT atan amMmnandmkaummn HK. 3To MOXeET 6biTb CBS3aHO C OTCYTCTBMEM KINETOK 3MOpKOHa B MPOBUPKeE, NU3MCOM KIETOK U Siaep,
HapyLLEeHWeM TeMnepaTypHOro pexuMa XpaHeH!s 1/Mnv TPaHCMopTUPOBKM 0bpasLia, TEXHUYECKMMU OLwnbKaMmn Npu NpoBeaeHnn uoncum MaTepuana
1 nocneaytoLLein 0TMbIBKM, TEXHUYECKUMM OLUIMGKaMu Npy NpoBeAeHnM 3Tarna NoIHoreHoMHoM amnndukaummy. MoBTopHOe UccnefoBaHUEe AaHHOTO
MaTepuvana HEBO3MOXHO. PellieHre 0 MOBTOPHOM G1OMCUM NMPUHUMAET SMEPUOIIOT, HanpaBMBLLMIA 06pa3Lbl Ha UcCNeaoBaHVe- Npy NposeaeHUu MIT-a
nabopaTopusi He HeceT OTBETCTBEHHOCTU 3a HaC/IeACTBEHHbIE 3a601eBaHMsl, 0 KOTOPbIX Mbl HE COOBLUMAN UK COOBLLMNM HEAOCTOBEPHYIO MHOPMALWIO
1 BbISIB/IEHHbIE B MOCNEAYIOLWEM Y NIoAa Npy HACTyrnaeHn 6epeMeHHOCTY.

Mbl 06513yemcs Ao nposeaeHns MIT-a NpeaocTaBUTb BCE M3BECTHbIE HAM CBEAEHWS, KOTOPbIE MOTYT MOBMSTb HA KAQYECTBO M CPOKM BbINOSTHEHNS
VICCHELIOBaHVIl)‘I, B T.4. BCE U3BECTHbIE HAM AaHHbIE O HAaCNEACTBEHHbIX, XPOHUYECKUX, VIHCbeKLlMOHHbIX naop. 3aboneBaHNsX B HaLLEN CEMbe.

A1 (Mbl) noaTBEpXKAAEM, YTO:
- N0 HalleMy TpeboBaHWIO HaM Pa3bsiCHEHbI U HAMU MOHSATbI BCe acnekTbl npoBeaeHus MNIT-a;
- BHMMATE/IbHO MPOYIM TEKCT HACTOSILLEro Cornacust U NOHSM BCO MHbOpMaLMIo, O NpoLeaype;

- MeNM BO3MOXHOCTb 06CYANTb C BPa4oM BCE MHTEPECYIOLME UM HEMOHSATHbIE BOMPOCH B 06/1aCTV NPUMEHEHNS BCNOMOraTesbHbIX penpoayKTuB-
HbIX TeXHOJ'IOFVIl‘/'I;

- Ha BCe 3afjaHHble BOMpOCh! MOYYu/IN YAOBNETBOPUBLLME HAC OTBETHI;
- HaM MOHSATEH CMbIC/ BCEX TEPMUHOB, B TOM YNC/IE MEAVNLIMHCKMX, YNOTpebnseMbx B HACTOSILLEM COrIacuu.
- 4yT0 A(Mbl) NponHbopMUpoBaHa(Hbl) O LENsX, MeToAaX, BapuaHTax, NOCIEACTBUSX M NPeAnonaraeMblx pesynbTaTax ccienoBaHus;

- 4T0 9 (Mbl) NPOUHMOPMIUPOBaHBI, UTO BrOMaTepHan MOXET BbITb MCMO/b30BaH 1St MPOBEAEHUS IOMOSTHUTENBHOMO FEHETUYECKOTO TECTUPOBaHWS, a
TaKKe AN CTaTUCTUYECKUX, NOMYNSILMOHHBIX M HAYYHbIX MCCNefoBaHWI, 63 pa3rnialleHns Movx (Halumx) NepcoHanbHbIX AaHHbIX.

Ha 0CHOBaHWM BbILLEN3NOXEHHOTO, MOMYYMB BCIO MHTEPECYIOLLYHO MeHS/Hac MHMOPMaLMIO O NMoKa3aHUsIX, 0COBEHHOCTSX U MOPSAKE NPOBEAEHUS
NpenMnIaHTaLUMoOHHOMO reHeTnyeckoro Tectuposanus (M) s/Mbl LO6POBOILHO M OCO3HAHHO NMPUHMMAID/EM peLleHne 1 Aato/eM A06poBObHOE MHGOP-
MMUPOBaHHOE Cornacue Ha NpoBeaeHVe NPEUMNIAHTaLUNMOHHOIO FreHETMYECKOro TeCTMPOBaHUe Ha aHeynnonauu (MIrT-a).

Halwue peluerve o nposeseHum MM T-a sBnsieTcs cBOGOAHBIM, 0CO3HAHHBIM, A06POBOMbHBIM U NPEACTaBASET CO60M MHEGOPMUPOBAHHOE AO6POBOSIL-
HOE Coriacve Ha NpoBeaeHWe AaHHOM NpoLeaypbl.

MoAnwucbiBas AaHHbI AOKYMEHT, A (Mbl), UbM AQHHbIE M3MIOXKEHDI BbILLIE, HACTOSLLMM MOATBEPXKAAEM, YTO Ha OCHOBaHWM NPeOCTaBIeHHOM MHbOop-
Maumu, cBo6oAHO M 6e3 NPUHYXXAEHWS, OTAABAst OTYET O NOCNEACTBUSIX, NMPUHSANM PELLEHME NPOWTY uccnegoBaHve MiT-a.

MoaTBep>xaato/NoATBEPXKAAEM, HYTO A (Mbl) MPOYMTasN/NPOYUTaNN, UM MHE/HAM NPOYMTNM STOT JOKYMEHT M, YTO €ro COAep>KaHWe MHe/HaM BCeLeno
MOHSTHO.

S (Mbl) NpoMHGOPMMPOBaH/NPOMHMOPMUPOBaHbI B NMOTHOM 06beMe, 0CO3HaK/0CO3HaeM 1 MOHKMMALO/MOHMMaEM BCe acreKTbl 3TOr0 AOKYMeHTa.

5 (Mbl) 03HaKOMIIEH/03HAaKOMAEHbI M COrNaceH/coriacHbl CO BCEMU NMYHKTaMM HACTOSILLEro JOKYMEHTa, MOMIOXEHNS KOTOPOro MHE/HaM pasbsiCHEHbI,
MHOIO/HaMW MOHSATHbI M AO6POBO/BHO a0/ AaeM Cornacue Ha BbILLEN3NOXEHHOE, B TOM Ync/e Ha cbop 1 06paboTky MomX/HaLLMX AaHHbIX, HEOBXOAMMBIX
ansa nposefeHus MNiT-a.

HacTosLumii fOKYMEHT MOANMCaH Ha PYCCKOM si3bIKe, COCTaB/IEH Ha 2 (ABYX) CTpaHML@X M B ABYX SK3eMMisipax.
®.1.0., noanuce MaumeHTku:

/ /
[aTa « » 20 roga
®.1.0., nognuck MNauneHTa: / /
[Jara « » 20 ropa

1 CBMAETENbCTBYIO, YTO Pa3bsCHU NaUMeHTKe/MaumeHTaM CyTb, M PUCK NpoBeaeHus npoueaypsl MIT-M, 4an OTBETbI Ha BCe BOMPOCh.
Bpau

(®.1.0., AOMKHOCTb, NMOAMNMUCh) / /

[aTa « » 20 roga

HenocpeacrseHHbIM ochopMUTENEM COrNacKs ABNSIETCA

(HavmeHoBaHue, agpec

opraHusaumy, ocbopMUBLUEN AaHHbINA JOKYMEHT).




