NHdopMupoBaHHOe AO6pPOBO/IbHOE cornacue

MHO®OPMALMA ANA NPUHATUA PELLEHWUIA B CBA3U C NPOBEAEHMEM MNOJIHOFEHOMHOIO CEKBEHMPOBAHUSA

no
1.

AJIVUCTA, BHUMATEJIbHO NMPOMTUTE COQEPXAHUE CNEQYHOLLUNX MYHKTOB:

CexkBeHupoBaHue nonHoro reHoma (WGS) — nuccnepgosanme Bceit nocnegosatenbHoctn [IHK uenoBeka, Bitouas kak 6enok-
Koaupyouwme ydyactkm (3K30M), TaK M Hekogupylwue <«Mmonyawme» obsactu reHoma. CnocobHOCTb MeTofa BbISIBUTH
Bbi3blBatoLWii 3a60/M1€BaHNe BapuUaHT 3aBUCUT OT Tuna uaMeHeHus AHK u oT Toro, B kakoM ydyactke AHK oH HaxoauTcs. FeHeTuueckue
BapMaHTbl MOryT 6blTb M3BECTHLIMKU (OMUCAHHLIMX B NIMTEpaType MW Creumanm3MpoBaHHbIX 6a3ax AaHHbIX) WM He OMWCaHHbIMK paHee.
OnpeaeneHme KIMHUYECKOro 3HaYEHNs NPEXe HE ONMCaHHbIX B IMTEPATYpe BapMaHTOB MOXET 6bITb 3aTPYAHUTENbHBIM.

NMonHoreHoOMHoOe CeKBEeHUpPOBaHMe NpeacTaBaseTr co6oil nepcoHann3MpoBaHHOE HayuYyHOe uccieqoBaHUe U He aBngercal
3aperucrpMpoBaHHbIM ANArHOCTUYECKUM TECTOM U MEeAWUMHCKOW ycnyroi. NMonHoreHoMHoe CceKkBeHMpOBaHME NPOBOAUTCS:
Npy1 NOMOLLIM COBPEMEHHOIO BbICOKOMNPOU3BOAMTENbHOro MeToaa — Next Generation Sequencing (NGS) B Meanko-reHeTu4eckoin abopatopum

AO «®epct F'eHetunke» (OrPH 1167746676680, anpec MecToHaxoxaeHus: 121205, MockBa, MHHOBALIMOHHBIV LIeHTP CKOIKOBO, BosbLuoi 64

p, Aom 42, ctpoenue 1, nomellienne 619).

MonHoreHOMHOe CeKBEHUpOBaHME 3aK/l0YaeTcsl B MpoyTeHMn nocnegoBaTenbHocTv  [AHK, BblgeneHHol w3 6vomatepuana
obcnefyemoro, 1 aanbHeliwei o6paboTke NMonyyYeHHbIX AaHHbIX.
«buomarepnasn» — 310 obpasel 6GMONOrMYEcKoro MaTepuana, WCMONb3yeMblid AN NPOBEAEHWUS MEPCOHANM3UMPOBAHHOMO Hay4yHOro
nccnefoBaHus;
«06criegyempiii» — 3TO YenoBek, ueil GuomaTepuan NpefocTaBfeH Ans MonyvyeHus MHdbopMauum 06 WMHAMBMAYaNbHbLIX OCOGEHHOCTSIX]
€ro HacneacTBeHHoW MHdopMaLumu.

CyLLECTBYIOT pasHble TUMbl FEHETUYECKUX BapuaHTOB. TeXHONOMUS cekBeHMpoBaHUs HOBoro nokonerust (NGS - next generation sequencing)
npeAHasHaueHa B NEpBYO oYepeab A1 NMOMCKA OAHOHYKIEOTUAHBIX BapUaHTOB, KOPOTKMX Aeneumit (notepb yuactkoB JHK) 1 nHcepumin
(BcTaBok yyactkoB [JHK). HekoTopble TWMbl BapuaHTOB MOAAAIOTCA BbISIBNIEHWIO NMPU CEKBEHWUPOBAHWMU MI0X0, B TOM YMCTIE CTPYKTYPHble
M3MEHEHNs1 XPOMOCOM (MHBEPCUM, TPAHC/IOKaUMKM, KPYMHble WMHCEpPUMM W [efieunn), M3MEHeHWe umucia XpoMocoM (Monuvniouaus,
aHeynnouans), NPOTSHKEHHbIE YUYACTKM TPUMIIETHBIX U APYIMX HYKNEOTUAHBIX MOBTOPOB, BapUaHTbl B FeHax C Ha/IMYMEM B reHoMe 6IM3Koro
Mo NocefoBaTeNbHOCTU NCeBAOreHa, BapuaHTbl B GC-60raTbiX y4acTkax.

«Cblpble» (Heo6paboTaHHbIe) [aHHble CEKBEHMPOBaHWSI BbIAAOTCS  AKUMOHEpHbIM  06lecTBoM «®epcT eHeTuke»  (OCHOBHOM
roCyAapCTBEHHbIN PErMcTpaLMOHHbIN HoMep B EAMHOM rocyaapCTBEHHOM peecTpe topuanyeckmx nuu: 1167746676680) B BUAE CCbINKM Ha
SlnpekcOuck B cdopmate fastq. Cnegyer yuutbiBaTh, 4To dopmat fastq He npeanonaraeT NpPocMOTP AaHHbLIX CekBeHWpoBaHWS 6e3
LOMNOSTHUTENBHOW BUONHOPMaTNYECKOV 06paboTKK.

WccnepoBaHue He npoBoanTcs Ha [HK, BblgeneHHoM 13 neikoumToB nepudepryeckont KpoBM, €CNM MaUMEHTY B TEYEHWE XKU3HU
NpOBOANIIACh TPAHCMIaHTaLMsa KOCTHOro MO3ra Wn CTBOJIOBbIX KI1ETOK.
WiccnepoBaHue He crieflyeT MpOBOAMTL, €C/IM 3a NocnefHve 4 Hepenu nauveHTy Gbl1o NpoBeAeHO MepenvBaHue LiefibHOW KPOoBWU UK

NeViKOLMTApHOWM Macchl v He npowio 120 AHel nocie XMMUoTepanuu.

Ha oCHOBaHUM BbILIEN3M0XEHHOIO

A,

' rofia PoXXaeHus,
(®10)

noareepXaatd O3HaKOMJIEHME C N3NT0XKEHHON BbllLe MHd)OpMaLI,VIel‘/'I,
BblpaXXalo CBOE cornacune Ha 1o, YTO B CBA3U C NpoBeAeHMeEM NePCOHaIN3UPOBAHHOIO Hay4HOro NccneaoBaHns:

0
0

MHE,

MoeMy pebéHky (nogoneyHomy) , rofa poXxaeHus,

(®UO npeacrasnsemMoro)
A1 npouHdopMmMpoBaH(a), YTO NPOBOAMMOE NEPCOHANM3MPOBAHHOE HayYHOE UCCNEeAOoBaHNE UMEET CBOM OrpaHMYeHnsl U He Bceraa AaéT
BO3MOXHOCTb BbISIBUTb BCE MPUCYTCTBYIOLLME FrEHETUYECKUE BapUaHTbl.

MoanucbiBas AaHHY0 hopMy, 1 NOATBEPXKAAD, YTO 0611aZako AOCTAaTOYHON UHGOPMAaLIMEN, @ TaKXKe YTO Y MeHs 6bl/la BO3MOXXHOCTb 33a4aTh
BCE BOMPOChI, KOTOPbIE MOMMIN Y MEHSI BO3HWUKHYTb, B OTHOLUEHWW MPEACTOSALIEro NePCOHaNM3NPOBaHHOMO Hay4YHOro UCCNEeNO0BaHMS, Ha
BCE MOW BOMPOCHI MOJTyHYEHbI UCHEPTLIBAOLLNE OTBETHI.

(®K10) nata Moanuck

Pacrincancs B MOeM NpuCyTCTBUM:
MNpeacrasutens UcnonHutens

(momkHocTb, UO) nata Moanuce



