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MHOOPMUPOBAHHOE J,O6POBOJIbHOE COrTIACUE HA NPOBEAEHUE
NMPEUMNIAHTALMUOHHOIO FrEHETUYECKOIO TECTUPOBAHUSA
HA AHEYMJIOUAWUW (NTT-A)

Mbl,

MauneHTka (®.1.0.
MOJIHOCTb0) r.p. nacnopt N° BbliaH « » r.

Myx/napTHep (npu Hanuuum) (®.1.0.
MOJIHOCTbO) r.p. nacnopt N BblfiaH « » I. IMeHyeMble B AasibHel-

weM «MayneHTka/MaumeHT», a coBMecTHO - «[NauneHTbl», B cooTBeTcTBMM C 4. 1 cT. 20 PepepansHoro 3akoHa N2 323-M3 «06 ocHoBax oxpaHbl 340POBbSA
rpaxpaaH B Poccuitckoit ®epepaumnn» o1 21.11.2011 . n Mpukasom Munsppasa Poccum ot 31.07.2020 r N2 803+ «O nopsiake McMonb30BaHUs BCMOMO-
raTefibHbIX PenpoayKTUBHbIX TEXHONIOTMIA, MPOTUBOMOKA3aHWUAX U OTPaHUYEHNAX K UX MPUMEHEHMI0» HAacToALWMM fato (eM) nobpoBonbHOe HbOpMUpo-
BaHHOE cornacue Ha NpoBefeHe NPeNMIaHTaLLMOHHOTO FeHETUYECKOro TeCTUpoBaHua Ha aHeynnonauu (MIFT-A) B nabopatopuu AO «JlabKeecT-leHeTnka»
(MHH 7730279076, KM 773001001, agpec Mecta HaxoxaeHus: Poccnitickas ®epepauus, 121059, r. Mocksa, Hab. Bepexkosckas, 4.20, cTp.95, 3T. 1, koM. 1
(manee no Tekcty - AO «J1abKBecT-leHeTuka»), ocyllecTeasoLLEe AEATENLHOCTL Ha 0OCHOBaHWUM nuueH3umn Ne J1041-01137-77/00956857 ot 04.12.2023,
CPOK [leiCTBMS BeccpoyHo.

1 (Mb1) npouHdopMuposaHalbl) BpayoM o HKecneayoLEeM:

- NpenMMNIaHTaUMOHHOE reHeTUYeCKoe TeCTUpPOBaHWe Ha aHeynonauu (MIT-A) - 310 uccnegoBaHme KneTok TPO3KTOAEPMbI IMBPUOHA Ha XPOMOCOM-
Hble HapyweHus nepeq neperdocom B uukne IKO Mpouenypa 6uoncuu (3abop knetok) nposoauTea Ha 5-6 cyTku nocne oniogoteopenus. MI'T-A ocHosaH
Ha NOJIHOXPOMOCOMHOM CKPUHUHTE, TO eCTb UCCNe0BaHUN BCEX 46 XPOMOCOM OGHOMOMEHTHO: 22 napbl ayTocoM 1 1 napbl MofoBbIX XpoMocoM - XX unu
XY. MosiBneHne AONOAHUTENBHON UK NOTEPS XPOMOCOMbI Y SMBPHOHA Ha3bIBAETCS aHeynaonAnen N MOXET bbITb BbI3BaHa aHOMaNUSMM NMOOBbIX KNETOK
O[LHOTO MK 0boux poamnTeneit, nubo owmnbkaMm Npy NocieAyoLEM feNeHnn KNeTok 3MbpuroHa. Hanuume aHeynnonanum y sMbpuoHa MOXeT MpUBeCTU K
notepsiM 6epeMeHHOCTM Ha paHHWX CPoKax (CaMoNpoU3BONbHBIM BbIKMAILLAM UM OCTAHOBKOM Pa3BUTUS) AW POXAEHWIO peBeHKa C NopoKaMu passnTus

- uenbto MM T-a ABnseTCS BbIBAEHWE HANIMUUS MW OTCYTCTBUS YUCTIEHHBIX W CTPYKTYPHBIX aHOMasMiA XpOMOCOM y UccnefyeMbix 3MbproHoB. MonyyeHHas
nHdopmauus nocne nposefeHus MNIT-A noMmoraet Bpady-penpogyKTonory v naLmMeHTaM NpuHATL peLleHue o nepeHoce aMbpuoHal.

- NPW NOKa3aHNAX K NpoBedeHUto MrT-a pekoMeH[0BaHO NCNO0b30BaTh NKCW kak I'Ipe,D,I'IOHTVITeﬂbeIﬁ MeTo[ NCKYCCTBEHHOro ONJIOAOTBOPEHNS;

- nabopatopusi AO «JlabkBecT-leHeTnka» He HeceT OTBETCTBEHHOCTb 3a Ka4YeCTBO M KonMyecTBo brioMaTtepuana, nonyyeHHoro npu buoncuu, a, Takxe,
BO3MOXHOE NoBpexaeHue aMbproHa npu nposefeHnn buoncuu;

- TOYHOCTb MPeNMNIaHTaLMOHHOr0 reHeTUYeCcKoro TecTupoBaHus Ha aHeynnonaun (MMT-a) coctanaet ot 95% 4o 98%, To ecTb CyLiecTByeT BEpOAT-
HOCTb HeJJ0CTOBEPHOro pe3ysbTaTa;

- B peakux cnydasx JHK 13 o6pasuos TpodakTogepMbl MOXeT paspylumTtbcs (gerpagauns), us-3a yero nposegeHve NI T-a u nonyyeHne JOCTOBEPHOMO
pesynbTaTa 0KaXeTCst HEBO3MOXHbIM;

- B PEAKMX CNyYasix BO3MOXHO NoJlyyeHne HeonpeLeneHHoro pesynbraTa;
- npoBegeHune [MIT-a cHUXKaAeT, HO He UCK/KYaeT NOJHOCTbIO PUCK POXAEHNS pebeHKa ¢ XpOMOCOMHbBIMU HapyLLeHUSMU.
- N0 pe3ynbraTtaM NpoBeAeHHOro MrT-an 3M6pVIOJ'IOFVI‘-IECKOI7I OLeHKN BHeWHUX M0p¢0ﬂ0FMHECKMX XapakTepucTuk 3M6pVIOHOB, MOTYT OTCYTCTBOBATb
3MOpPWOHBI, NpUrofHble 418 NepeHoca B MOS0CTb MATKK.
1 (Mbl) nponHboOpMUpPOBaHbLI 0 TOM, 4TO Npouecc uccneposaHus MIT-a ocywecTeAseTcs ceayowmuM obpasom:

1. MoproToBka o6pasua:

Mocne nposeaeHus skcTpakopropansHoro onnopoteoperns (3K0) Ha 5-6 cyTku passuTus sMBproHa NpoBOANTCA Npouedypa 6uoncum TpodaKTo-
nepmbl. JlabopaTtopus «JlabKeecT-leHeTuka» npepoctaBaseT cTepunbHble Npobupku ¢ bydpepoMm, B koTopble noMellaetcs buonTat. LUTaTue ¢ obpasuamu
nomeLaeTcs B Mopo3uibhyto kamepy (-200C-250C) go atana TpaHcnopTUpoBKM B nabopatopuio.

2. TpaHcnopTupoBKa o6pasyoB:

lMpepctaButens knnHuku 3KO 3apaHee npepynpexpaaet nabopatopuio «J/labKeect-feneTnka» o nnanupyemoii broncun sMbproHoB [ns opraHun3aLnm
TpaHcdepa MaTepuana B nabopatoputo. MaTepuan TpaHcnopTMpyeTcs B CeLanbHbIX CTEPUIIBHBIX KOHTeHEepaX, repMeTUYHO YMaKoBaHHbIX, Npyu cobto-
[eHnn TeMnepatypHoro pexuma (-200C-250C).

3. MpoBepenme uccnepoBanus:

[I'T-A npoBoAMTCa KBaNMPMLMPOBaAHHBIMK CrielnanuctaMmu nabopatopum ¢ UCNONb30BaHWEM TEXHONIOTUW BbICOKONPOU3BOANUTENBHOIO CEKBEHVPOBA-
Hus cnepyiowero nokonexus (NGS). PeaynstaT nccnefoBaHns B 31eKTPOHHOM BUAe OTMNPABASETCS CNEeLNanucTy KIMHUKM, HanpasuelueMy obpasiibl Ha
ncenefoBaHue.

Mue (HaM) usBecTHo, 4TO:

- NpefoTBpaLLEeHNe reHeTUYEeCKOro HapyLLIeHUs UKW XPOMOCOMHO aHoManuu y aMbproHa nnu pebeHka, a Takxe NopokoB pa3BUTUS, He MoXeT BbiTb
rapaHtuposaHo B pe3synbtate M T-M;

- ANa [ONOJIHUTENbHOIO CHUXKEHNA pUcka MOHOreHHoro 3aboneBaHua peKoMeHA0BaHO nNpoBeaeHe MHBAa3MBHOMO NpeHaTaibHoro AnardH0cTun4eckoro
nccnenoBaHud, KOTopble MOTYT HECTU PUCKK, HEe aCCOUMMPOBaHHbIe C HacneACTBEHHbIMW NATOIOMNAMN.

HaM pasbsicHeHO U HaMM MOHSATO, YTO CYLLECTBYIOT CNlefyioLue PUCKU U OrpaHNYeHHs:

1. He Bce xpoMocoMHble aHOManuu MoryT 6b1Tb 06HapyxxeHb! B npouecce MI'T-A. leHeTMYecKue M3MeHEHUS, He UccNeayeMble AAaHHbIM TECTOM,
BKJIIOYaIOT B cebs:

o CbanaHcupoBaHHble TpaHCI0KaLUK 1 MHBEPCUM

D Mukpogeneuuy n MUKpoAynaInKaLmum

o OpHopoanTenbCKas AncoMms \

. MoHoreHHble 3aboneBaHus \

. Monunnonana \




o Hanunune PobepTcoHosckom TpaHciokaumuu (Bo3MoxHa ansa xpomocom 13,14,15,21 1 22) unm n30xpoMoCoMbI Y OLHOTO U3 POAUTENEAMOTYT
AaBaTb 3G PeKT TPUCOMUU OAHON U3 XPOMOCOM.

[Topoku pa3BuTUS, CBA3aHHbLIE C HEXPOMOCOMHbLIMW HapYLIEHWSIMU U BbI3BaHHbIE BHELIHWMU GakTopaMu, He MOTyT bbiTb BbISB/IEHbI B pe3ynbTaTe
nposegeHus MIT-A.

2. OrpaHuyeHue YpoBHS AeTeKLUM.

Vcnonbayemas nabopatopueit «JlabKsecT-leHeTKa» TexHONOrUsA HanpaeseHa Ha onpefesieHne Hanuuus NonHol aHeynnouann (notepio unu fobasne-
HIE eSOl XpOMOCOMBI), a Takxe - YaCTUYHOM aHeynnonanu (neneunn, aynamkaumm v HecbanaHcMpoBaHHble TpaHcnokauuu) pasmepom bosee 15 MB.

3. B He3HauuTenbHoOM KonmyecTBe C/ly4aeB HEBO3MOXXHO NPOBECTN NHTeprnpeTauna pe3ynbTaToBs. ,D,J'Iﬂ onpepeneHnd Yncna Konmn XPOMOCOM B
Ka>xgom 06pa3u,e MCNoNb3yrTCA 6VI0VIH¢0pMaTVILIeCKVIe u cTatuctnyeckve mogenu. MHoraa, HanpuMmep B cny4vae fgerpagaumn 6MOMaTepmana n/vnu
KOHTaMUHauun oﬁpaaua APpyrnMm MaTepuanoM, faHHble He YO0BNeTBOPAOT YC/I0OBUAM MOLeNn U UHTepnpeTauua pesysbTata HEBO3MOXKHA.

4. Ownb0oYHbIW pesynbrarT:

o OwuBoYHBbI pesynsTaT Mo TexHonoruyeckor npuuuHe (aHanutuyeckuit): NMIT-A aBnseTca [OCTOBEPHBIM METOAOM AN 0BHAPYXeHUs aHey-
nAouAMIA, Ho ero To4yHocTb He focTuraeT 100%. IMnupuyeckun onpepeneHHas BEpoSTHOCTb owmnbku cocTaBnseT 1-2% Kak Ans NoXHOMNON0XNTENb-
HbIX, Tak U 19 TOXKHOOTPULLATENbHLIX pe3yibTaToB UCCeA0BaHNS.

o OWMBOYHBI pe3ynbTaT no NpuYMHe Mo3anumama (bronorndeckunit): Nnpu TeCTMpoBaHUM SMBPUOHA HA aHEYNIONANN aHAIN3 HECKOJTbKUX Kile-
TOK MOXET HETOYHO 0TPaXKaThb COCTOSAHWE OCTalbHbIX KNETOK 3MBproHa. Takoe ABNIeHUe Ha3blBaETCA MO3aNLUM3MOM (KIETKM C Pa3inuHbIM reHeTuye-
CKM HabopoM B 0AHOM 3MBpUOHE). ITO MOXKET NPUBECTU KaK K JIOXKHOMOJOKMTENbHBIM, Tak U K JIOXKHOOTPULATEbHBIM pe3ysibTaTaM.

MoaroToBKa obpasua sBnseTcs Haubonee BaXKHbIM 3TanoM AJs NOSyYeHWUs AOCTOBEPHOro pe3ynbTaTa. B pekux ciyyasx, npefocTaBieHHble
06pasubl He NpoxoaaT atan amnandukaumm JHK. 3To MoxeT bbITb CBA3aHO C OTCYTCTBMEM KNeTok 3MBproHa B npobupke, TM3NCOM KETOK U a4ep,
HapyLLeHWeM TeMMepaTypHOro pexmnMa XpaHeHns 1/uiam TpaHcnopTUPoBKY 06pa3Lia, TeXHUYECKUMM oLWNBKaMK Npu NpoBegeHnn broncum Matepuana
1 nocnenyioLlen 0TMbIBKM, TEXHUYECKUMM OLLIMOKaMU Npu NMPOBEAEHNM 3Tana NosHoreHoMHo aMmnnudukaumu. NosTopHoe uccnefoBaHWe AaHHOMO
MaTepuana HeBO3MOXHO. PelleHne o NOBTOpHOM BruoncmMu npuHMMaeT aMbpuronor, HanpaBMBLLIMI 06pa3Lbl Ha uccnepoBaHune- npu nposegeHuu MMT-a
nabopaTopusi He HeceT OTBETCTBEHHOCTM 3a HaCNeCTBeHHble 3ab0f1eBaHNs, 0 KOTOPbLIX Mbl HE COOBLLMAN MU COOBLLMAN HELOCTOBEPHYIO MHGOPMaLMIO
¥ BbISIBJIEHHble B MOCNeAyioLeM y Naofa Npy HacTynaeHnn bepeMeHHoCTH.

Ml O6ﬂ3yeMCﬂ [0 npoBefeHnda Mrt-a npenoctaBuUTb BCe N3BECTHbIe HAaM CBeeHNA, KOTOpble MOryT NOBIUATbL Ha KAQ4eCTBO N CPOKUM BbINOJSIHEHUA
MCCNefoBaHNUii, B T.4. BCE U3BECTHbIe HAM [laHHble 0 HacNeACTBEHHbIX, XPOHUNYECKHUX, VIH(I)eKLl,I/IOHHbIX nap. 3aboneBaHusIX B Hallen ceMbe.

1 (Mb1) noaTBEpXKAAEM, UTO:
- No HaleMy TpebOoBaHMI0 HaM pa3bsaCHeHbl 1 HAaMU NOHATLI BCe acnekTsbl nposeaeHus MMM T-a;
- BHUMATENIbHO MPOYM TEKCT HACTOSALLEro COrNacus v NoHANMN BCl MHbOPMaLLMIo, 0 MpoLeaype;

- UMesi BO3MOXHOCTb O6CWJ,I/ITI:: C Bpa4oM BCe NMHTepecytoLne NN HeNnoHATHbIe BOMPOCHI B obnactu npMMeHeHa BCnoMoraTesibHbIX penpoayKTnBe-
HbIX TEXHONOTWIA;

- Ha BCe 3afiaHHble BOMPOChI MONy4uUnn ynoBaeTBopmuBLLIME HAC OTBEThI;
- HaM MOHATEH CMbICJ1 BCEX TEPMUHOB, B TOM YKCsie MeOULLMHCKKX, yl'lOTpeﬁJ'IﬂeMle B HacTosdLleM cornacunu.
- 4T0 ﬂ[MbI] I'IpOVIHqJOpMVIpOBaHa[HbI] 0 uendx, MetTofax, BapuaHTax, nocnedctBnax n npefnonaraeMblX pesynbratax nccnefoBaHuq;

-4yT0 4 [Mbl] HpOMH¢OpMMpOBaHbI, 410 6VIOMaTepVIaJ'| MOXET BbITb UCMONb30BaH ANs nposefeHUa LONOJIHNUTESIbHOro reHeT4eCcKoro TeCTUpoBaHng, a
TaKXe 0sigd CTaTUCTUYECKNX, NoNyNALUOHHbBIX N HayYHbIX nccnenoBaHui, bes pasrnaweHna Moux [HaLIJVIX] NepcoHasibHbIX OAaHHbIX.

Ha oCHOBaHWY BbILIEU3NOXEHHOTO, MOYYMB BCIO UHTEPECYIOLLYI0 MeHS/HAaC MHPOPMALIMIO 0 MOKa3aHMX, 0COBEHHOCTAX M MOpPSLKe NPOBeAeHNs
NpenMNIaHTaLUoHHOro reHeTyeckoro Tectuposanus (MITT) s/Mbl LOBPOBOALHO U 0CO3HAHHO MPUHUMalD/eM pelleHue v fat/eM LobpoBONLHOE UHOP-
MMUPOBaHHOE COrflacve Ha NpoBefeHe NPenMNIaHTaLMOHHOMO FreHeTUYeCKOro TeCTUpoBaHue Ha aHeyniouaum (MM T-a).

Halwe pelueHue o npoBepeHnu M T-a aBasieTcs cBOOO[HbLIM, 0CO3HAHHbIM, 06POBONLHLIM U NpeAcTaBnseT coboit MHPopMUpoBaHHOe Ao6poBONL-
HOe cornacue Ha NpoBefieHe AaHHON NpoLeaypbl.

MoanuceiBasa AaHHbIN JOKYMEHT, & (Mbl), UbM AaHHbIE N3N0XeHbI BbILLe, HACTOSALLMM NOATBEPXAAEM, YTO HAa OCHOBAHWUM NMPefOCTaBIeHHON UHbOP-
Mauum, cBobofHO 1 6e3 NpUHYXAEHNs, 0TAABas 0TYET 0 NOCNeACTBUAX, MPUHSANW pelleHne NpoiTh uccnegosatue MIT-a.

HO,D,TBep)K,D,aIO/I'IO,D,TBep)K,D,aeM, 4yTo 4 [Mbl] npquTan/npquTanM, nu MHe/Ham npo4unTann 3TOT AOKYMEHT W1, 4TO ero cogepxaHue MHe/HaMm Bceueno
MOHATHO.

1 (Mbl) nponHdopMmUpoBaH/NPOUHGOPMUPOBaHSI B MOMHOM 06beMe, 0C03Halo/0CO3HaeM 1 MOHUMal0/NOHUMaeM BCe acnekThl 3TOro LOKYMeHTa.

1 (Mbl) 03HaKoMIeH/03HaKOMAEHbI W COMNIaceH/CornacHbl Co BCEMU MyHKTaMM HAaCTOALWLErO JOKYMEHTa, MOIOXEeHUA KOTOPOro MHe/HaM pa3bsCHEHbI,
MHOI/HaMW MOHATHBI U B06POBOJILHO Aal0/AaeM COrniacue Ha BbiLENU3IOKEHHOE, B TOM Y1Cie Ha cBop 1 06paboTky MoMx/HaluX aHHbIX, HE0BXOAUMbIX
nns nposefeHus MrT-a.

HacToqawmit ROKyMeHT MOANMCaH Ha PycCKoM A3biKe, cOCTaBsieH Ha 3 (Tpex) cTpaHuuax 1 B ABYX dK3eMnispax.
®.1.0., nognuck MNaymeHTkmn:

/ /
JaTta « » 20 ropa
®.1.0., nognuce NauuerTa: / /
Jata « » 20 rofa

A CBUOETEeNbCTBYH, HTO Pa3bACHUN I'IaLl,MeHTKE/I'laLI,MeHTaM CyTb, U pUCK NpoBeAeHUd npouenypbl MIT-M, Lan oTBeThl Ha BCe BOMpPOChHI.

Bpau
(®.1.0., ponxHoCTb, Noanuch) / /
[ata « » 20 roga

HeI'IOCpe,EI,CTBeHHbIM 0¢0pMI/ITeJ'IeM cornacusa apndaeTca

[HaMMeHOBaHMe, agpec

opraHu3sauuu, 0bopMUBLLIEN AaHHbIA BOKYMEHT).




