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MWHO®OPMUPOBAHHOE J,O6POBOJIbHOE COrNNACUE HA NPOBEAEHUE
NMPEUMNIAHTALMOHHOINO FrEHETUYECKOI0O TECTUPOBAHUSA
HA MOHOFEHHOE 3ABOJIEBAHUE (NI T+M)

Mbl,
MauneHTka
(®.11.0. nonHocTbi0) r.p. nacnopt N BbIAAH « » r.
Mys/napTHep (npw Hanu-
unn) (@.11.0. noaHocTbio) r.p. nacnopt N BblfaH « » r.

nMmeHyeMble B aanbHeliwem «MayunenTka/MayneHT», a coBMecTHo - «[launenTsi», B cootBeTcTBMM C 4. 1 cT. 20 PegepanbHoro 3akoHa

N2 323-@3 «06 ocHoBax oxpaHbl 340poBbs rpaxaaH B Poccuiickoit Oepepaumm» o1 21.11.2011 . u Mpukasom Munzpgpasa Poccun ot
31.07.2020 r N° 803H «0 nopsike NCNoab30BaHWS BCOMOraTeNlbHbIX PenpoyKTUBHbIX TEXHOIOMMIA, MPOTUBOMNOKA3aHNAX U OrPaHUYEHNSX
K MX MPUMeHeHMI0» HacTosWmMM Aato (eM) 4o6poBonbHOe MHGOPMUPOBAHHOE Corfacue Ha NPoBeeHNe NPEeUMMIaHTaLMOHHOr0 reHeTuye-
CKOTo TECTUPOBaHWA Ha MoHoreHHoe 3abonesanune (M7T-M) B nabopatopun AO «JlabKeect-Tenetunka» (MHH 7730279076, KIMM 773001001,
afipec mMecTa HaxoxaeHus: Poccuitckas @egepaums, 121059, r. Mocksa, Hab. Bepexkosckas, 4.20, cTp.95, a7. 1, koM. 1 (ganee no Tekcty

- AO «JlabKBecT-leHeTvka»), ocyllecTesiolLee AeATeNbHOCTb Ha 0CHOBaHUM nunueH3un N J1041-01137-77/00956857 ot 04.12.2023, cpok
LeiicTBua beccpoyHo.

fl (Mbl) npouHdopMmupoBaHalbl) BpauoM o HUKeCneayOWeM:

- MPEMMIIaHTaLMOHHOE reHeTUYeCKoe TeCTUpoBaHue 3M6pUOHOB Ha MOHOTeHHOe 3abonesaHue ([TT-M) - 310 KOMMNeKe MeToLoB Hcche-
[0BaHWIi reHeTuyeckunx BapnaHTtos B obpasue JHK TpodakTogepmbl 3MbproHa yenoBeka Ha [OMMMNAHTALMOHHOM 3Tane.

- uenbio MIT-M ABAAETCA CHUKEHNE pUCKa AOMUHAHTHBIX N PELLeCCMBHBIX MOHOreHHbIX 3a60neBaHmnil (MyKoBNCLMA03, reModuams,
BonesHb [eHTUHITOHa, MblleyHas AncTpodus [ioweHHa v Ap.) y NOTOMCTBa penpofyKTUBHbIX Nap, A8 KOTOPbIX ONpeaeNieH BbiCOKNI puck
reHHbIx 3abonesaHnit, uan npodunakTuka pesyc-koHdankTa (Mpu HanMuMmu pesyc-ceHcnbUnnsaumnmu y MaTepm v Npu reTepo3nroTHOCTM 0TLa
no annensM reHa pesyc-cdakropal.

- Npu nokasaHusx k nposegeHuto MM T-M pekoMeHfoBaHo ncnonb3oBath MKCU kak npegnoyTuTensHbI METOL MCKYCCTBEHHOMO OM0L0T-
BOpeHUs;

- nabopatopus AO “JlabksecT-leHeTvka” He HeceT OTBETCTBEHHOCTb 3@ KAYeCTBO W KOIMYECTBO B1oMaTepuana, nojy4eHHoro npu
Buoncum, a, Takxe, BO3MOXHOe NoBpeXAeHe aMBpuoHa npu nposefeHUn buoncuu;

- TOYHOCTb NPENMMIAHTaLMOHHOIO reHeTUYECKOro TeCTMPOBaHNS 3MBpMoHa Ha MoHoreHHoe 3abonesanue (M1 T-m) coctaenseT o1 95%
1,0 98%, To ecTb CyLLecTByeT BEPOSTHOCTb HEAOCTOBEPHOTO pesybTaTa;

- B pefkux cnydasx [HK 13 06pasuos TpodakTogepMbl MOXET pa3pylunTecs (gerpagaunsa), us-3a yero nposeserue MIT-M v nonydeHne
LLOCTOBEPHOIO pe3y/ibTaTa 0KaXKeTCs HEBO3MOXHbIM;

- B peaKux cnyyadax BO3MOXKHO nojslydeHne HeonpeneneHHoro pesynbraTa;

- npoBefeHne [ T-M CHUXKaeT, HO He UCKIItOYaET NMONHOCTLIO PUCK poXxgeHnd pe6eHKa C reHHbIM 3aboneBaHueM. MM T-m npoBoAnTCA
TONbKO B OTHOLLEHUW U3BECTHOTO B CEMbE reHeTMyeckoro 3aboneBaHus, PWUCK KOTOPOro BbiABAAETCA NpU NpeaBapuTesibHOM O6CJ'Ie,EI,OBaHI/IM
BPa4YOM-TreHEeTUKOM. y 3M6pMOHa MOXeT BbITb npyroe reHeTn4eckoe 3aboneBaHune unu MyTaLud, He BbiaBN1€HHbIe NpU NpeaBapuUTeNbHOM
nccnefoBaHMM N He yKa3aHHble B HanpasieHUK, PUCK KOTOPbIX He 6y,qu aHann3npoBaTbCAa B paMKax MrT-m.

- no pesynbTatam npoBeaeHHoro NI T-M 1 3MBPUONOTNYECKOi OLEHKN BHELLHUX MOPdONOrMYeckMX XapakTepucTK 3MEPUOHOB, MOFYT
0TCYTCTBOBATb 3MBPUOHBI, NPUTOAHbIE A8 NepeHoca B MONOCTb MaTKM;
MHe (HaM) usBecTHo, yTo:

- NpeAoTBpaLLeHNe reHeTUYEeCKOr0 HapyLLIEHUs UM XPOMOCOMHOI aHOManuu y aMBpuoHa unm pebeHka, a Takke MOpoKOB pa3BUTUS, He
MOXeT bbITb rapaHTMpoBaHo B pesynbtate [ T-M;

- 0Na OONOSIHNTENbHOI0 CHUXXEeHNA pUCKa MOHOIeHHOro 3aboneBaHus pekoMeHnoBaHO npoBefeHe NHBA3MBHOIO NpeHaTaabHOro agna-
FHOCTNUYEeCKOro nccnefoBaHmnsa, Kotopble MOryT HECTW PUCKK, HE aCcCoUUMpPOBaHHbIe C HAacNnenCTBeHHbIMU NAaTONOTUAMN.

HaM pasbacHeHO 1 HaMu NOHATO, YTO:

- NPEMMM/IaHTaLMOHHOE reHeTUYeckoe TeCTUpoBaHue aM6pMOHOB Ha MoHOTeHHOe 3abonesanue (MMT-m) BktouaeT B cebs Takxe Moaro-
TOBUTENbHbIN 3Tan, HE0DX0AUMbIN ANg:

- NoATBEPX/AEHNA BO3MOXHOCTM npoBesieHns M T-M B KOHKPETHOM KIMHUYECKOM Clyyae;

- pa3paboTku oNTUManNbHOM aHaNWTUYeCKo cTpaTeruu v naHenn MapkepoB A5 nochegywuiero nccnegosanus AHK Tpodaktogepmbl
3IMOpUOHOB;

- NONOXWTENbHbINA Pe3yNbTaT NOAroTOBUTENLHOMO 3Tana no3BosseT NPUCTYNUTL 0CHOBHOMY 3Tany [ T-Mm, B paMkax KOTOPOro npoBofuT-

ca uccnegoBsaHune ,D,HKTPO¢3KTO,D,eprI 3M6pVIOHOB Ha HacnencTBeHHoe 3aboneBaHue, B pe3ynbTaTe 4ero MoXeT ObITb BbINOSHEH nepeHoc
TOJIbKO- TEX 3M6pVIOHOB, BJ19 KOTOPbIX UCKITHOYEH BbICOKMI puck VICCJ'Ie,D,yeMOl\/'I reHHOM NaTosnormu.

/
- 3¢ GEKTUBHOCTE MeTOAMK, Ucnosb3yeMbix Ans nposefenns M T-m He ansetcs 100% TouHOR, CyLLECTBYET PUCK JIOXKHOMONOXMTENbHBIX




N TOXKHOOTPULaTeNIbHbIX PE3yNbTaToB.

- npu nposegeHuu NI T-M nabopaTopns He HeceT OTBETCTBEHHOCTU 3a HacneLCTBEHHbIE 3a601eBaHUs, 0 KOTOPbIX Mbl He CO0bLWMAN naK
Co0BLLMNN HelOCTOBEPHYO MHGOPMALLWIO M BbiSBAIEHHbIEe B MOC/EAYIOLLEM Y N0La NPV HACTynNeHnn bepeMeHHOCTH.

Mbl 0653yeMcsa go nposegeHus MITT-M NpefocTaBUThL BCE U3BECTHLIE HAM CBELEHUS, KOTOPbIe MOryT MOBAUSTL Ha KAYeCTBO U CPOKU
BbINOJIHEHUS UCC/IE0BaHUIA, B T.4. BCE U3BECTHbIE HAM [LaHHbIE 0 HACJELCTBEHHbIX, XPOHNYECKUX, MHDEKLMOHHBIX U Ap. 3aboneBaHnsX B
Hallen ceMbe.

1 (Mbl) nogTBEpPXKAAEM, UTO:

- Mo HalweMy TpeboBaHW HaM pa3bsACHEHbI M HAMUW MOHATHLI BCE acnekTbl npoBefeHns MIMT-M;

- BHUMATE/bHO NPOYAN TEKCT HACTOSLLLErO COMIacusa U NoHANM BCo MHOPMaLWIo, 0 NpoLeaype;

- UMenn BO3MOXHOCTb 06CYAUTL C BPaYOM BCE MHTEPECYIOLLME UK HEMOHATHbIE BONPOCHI B 061aCTW NPUMeHeHUs BCMOMOraTesbHbIX
penpomyKTUBHbIX TEXHONOTUIA;

- Ha BCe 3aflaHHble BOMPOCHI Nony4ynsiv yaooBieTBOPUBLLIME HAC OTBETHI;
- HaM NOHATEH CMbIC/1 BCEX TEPMUHOB, B TOM Yucsie MegnLUNHCKNX, yr|0Tpe6n9|eMb|x B HacTodleM cornacuu.
- 4YTo ﬂ[MbI] I'IpOVIHq)OpMVIpOBaHa[HbI] 0 uendx, MeTofdax, BapnmaHtax, nocnefcTBuAxX U npennonaraeMblix pesynbratax nccnenoBaHugd;

-4yTo 4 [Mbl] I'IpOI/IHd)OpMI/IpOBaHbI, 4yTo 6V|0MaTep|/|an MOXeT BbITb NCMOSIb30BaH 0na nposefeHUd oONOJIHUTENbHOIO reHeTn4yeckoro
TeCTUpoBaHU4A, a Takxe ONa CTatTucTuyeckunx, nonynaunoHHbIX U HayYHbIX MCCJ'IE,D.OBBHMVI, 6es pasrnaweHna Monx [HaLIJMX] nepcoHasbHbIX
AaHHbIX.

Ha ocHOBaHMU BbILIEN3NOXEHHOTO, MOAYYUB BCIO UHTEPECYIOLLYIO MeHsI/Hac MHGOPMALIMIO 0 MOKa3aHUsX, 0COBEHHOCTSX U NopsiAKe
MpoBefeHNs NPeUMMIaHTaLMOHHOTO reHeTyeckoro Tectuposanus (M) a/Mbl L0BPOBOALHO U 0CO3HAHHO NPUHMMAKD/eM pelleHue 1 fato/
eM fobpoBonbHOe MHPOPMUPOBAHHOE COrNacue Ha NMpPoBefeHMe NPerMNIaHTaLWOHHOTO reHeTUYEeCKOro UCCIeA0BaHUs Ha MOHOTEHHOe
3abonesanue (MIT-m) JHK TpodakTogepMbl 3MBpMoHOB UK aaep 61acToMepos 3M6PHUOHOB.

Hawe pewweHnune o npoBeaeHum M T-M aBnseTcs cBOOOAHbBIM, 0CO3HAHHBIM, A0DPOBONBLHBIM W NMpeAcTaBaseT cobolt MHPOPMUPOBaHHOE
L,06poBO/IbHOE corflacue Ha NpoBefeHne AaHHON NpoLeaypbl.

MognucbiBas AaHHbIN LOKYMEHT, & (Mbl), UbM JaHHbIE M3I0XKEHbI BbllUe, HACTOALMM NOATBEPXKAAEM, YTO HA OCHOBAHWW NPeLOCTaBNEHHON
nHbopmaumm, ceobofiHo 1 Be3 NpUHYXAEHNS, 0TAABas OTYET 0 NOCNeACTBUSX, MPUHANM pelleHne NponTu uccneposarme MIT-m.

Moateepxaato/noaTeEpXAaEM, 4To 4 (Mbl) MpoUNTan/NpoYnTanu, UM MHe/HaM NpoYNTanM 3TOT LOKYMEHT W, YTO ero cogepxaHne MHe/
HaM BCeL,eno NMoHATHO.

A (Mbl) nponHdopMUpoBaH/NpoNHGOPMUPOBaHbI B NONHOM 06bEME, 0C03Ha0/0CO3HAEM U MOHKUMAI/MOHMMAEM BCe acnekThl 3TOro [OKy-
MeHTa.

A1 (Mbl) 03HakoMNIeH/03HAKOMIIEHbI M COMNIaceH/CornacHbl CO BCEMM MYHKTaMM HAaCTOSALLErO LOKYMEHTA, MO0XKEHUs KOTOPOro,MHe/HaM
pasbsiCHEHbI, MHOIO/HaMM MOHATHBI M LOBPOBOILHO Aa0/AaEM COrlacue Ha BbILUEN3TIOKEHHOE, B TOM Ynciie Ha cbop n 0bpabotky Monx/Ha-
LIMX AaHHbIX, HeobxoAuMbIX Ans npoBefeHus MNIT-wm.

HaCTOFILLl,I/IVI LOOKYMEHT noAnncaH Ha pyCCKOM A3blke, COCTaBJieH Ha 3 [Tpex] CTpaHMLUax 1 B ABYyX aK3eMnjaapax.

®.1.0., nognuck MauneHTky:

/ /
JaTa « » 20 ropa
®.1.0., nognuce MaymeHTa: / /
JaTa « » 20 ropa

A CBULETENIbCTBYIO, YTO Pa3bACHUN I'IaLI,VIeHTKe/I'IaLWIEHTaM CyTb, W pUCK nNpoBefeHna npouenypbl [ T-M, pan oTBETHLI Ha BCe BOMPOCHI.

Bpau
(®.1.0., ponxHOCTb, NOANMUCE) / /
JaTa « » 20 ropa

HEI'IOCpe,D,CTBEHHbIM Oq)OpMVITeJ'IeM cornacuda asndeTca

(HauMeHoBaHUe, aapec opraHMn3aLUmm, 0bopPMUBLIEN AaHHBIN AOKYMEHT).




