(F) GENETICS nc

MHdopMupoBaHHOeE corjlacue naluueHTa Ha npoBefeHune
uccnenoBaHUA METOAOM CeEKBeHMpoBaHuA no CaHrepy

O6wan nipopmaumna

MccnepoBaHne MeToaoM CceKBeHMpoBaHUs no CaHrepy siBASETCS 3010TbIM CTaHAAPTOM ANg onpeaeneHus nocnepgosatenbHocty AHK,
MCMNONb3yEMbIM B MOJIEKYNSIPHO-FEeHeTUYeCckoln amarHoctuke. CpaBHeHne nocnegosatenibHocTn AHK nauneHTa ¢ pedepeHcHbIM
(aTanoHHbLIM) reHOMOM YenloBeKa NMO3BOJISIET BbISBUTb M3MEHEHUSA B CTPYKTYpPeE FEHOB U UX PEryNAaTOPHbIX 31eMeHTOoB. Mpn Hanuumn
nokasaHWi K NPOBEeAEHUIO UCCIeA0BaHUSA ANA NOATBEPXAEHUS /UM NOMCKa NAaTOreHHOro BapuaHTa/ BapnaHTa C HEU3BECTHOM
KJTIMHUYECKOWM 3HAYMMOCTbIO Hay4HbI coTpyaHuk AO «PepcTleHeTUKC» METoA0M CeKBeHMpPOoBaHMs no CaHrepy yctaHaBnimMBaeT
nocneposaTenbHOCTb yyacTka AHK naumeHTa anvHoi ao 1000 n.o. (nap ocHOBaHMi), coaepkallero nocrenoBaTelIbHOCTb FreHoMa

C uccrnepyeMbiM BapuaHTOM. Bbi6op pernoHa ocyLlecTBNseTcs C y4eTOM peKOMeHAaumMin Bpaya, HanpaBuBLIEro Ha uccnenoBaHue,
yKasaHHbIX B HanpaBUTENbHbIX AOKYMeHTax. Pe3ynbTaToOM UCCiefoBaHUs SIBNSETCS 3akovyeHne 06 oTcyTcTBuU/Hanmuum (B romo-

nnn retTeposnroTHoOM COCTOSIHMM) MCKOMOro BapuaHTa B reHoMe nauneHTa.

[ns npoBeAeHus uccneaoBaHus HeobxoAMMa BEHO3HAs KpoBb U3 nepudepuyeckoii BeHbl B 06beMe oT 1 A0 3 MA (UK MHOM

6uomaTepuan npu Heo6xXxoaAMMOCTHN), U3 KOTOPOI MoToM ByaeT BbiaeneHa AHK ansa nposeaeHns nccnenoBaHus.

Llenb nccneposaHusa

MccnepoBaHne MeToA0OM CeKBEHMPOBaHMA No CaHrepy valle BCero npuMeHsieTcs ANa NOATBEPXAEHUS AaHHbIX, MOMYyYEeHHbIX METOAOM
NGS (Next Generation Sequencing, Win MeToAbl CEKBEHUPOBAHMUS HOBOIO MOKOJSIEHUS) MPWU BbISIBJIEHMM MaTOFEHHbIX BapuUaHTOB Un
BapWaHTOB C HEN3BECTHOW KJIMHUYECKOM 3HAUMMOCTbIO, @ TakxXe ANS YCTaHOBJ/IEHUSI FTeHEeTUYEeCKOro cTaTyca nauMeHTa B ciy4dae, Koraa

y KOro-nn6o 13 poACTBEHHUKOB YXXe Oblsl BbISIBIEH BapuaHT, N €ro rnonoXeHne B reHoOMe U3BECTHO.

Bce nnyHble AaHHbIE,

Kacatowmecs Bac v Bawmx poacTBEHHMKOB, TaK Xe, Kak U pe3ynbTaTbl FEHETUYECKOro UccneaoBaHus, nposoanmble AO «depct
[eHeTUKC», CTPOro KOoHdbUAEHUMaNbHbI U HE MOTYT 6bITb NepeaaHbl APYrMM MuaM MHayve, Kak ¢ Bawero cornacusi. Bol MoXeTe 0T03BaTb

CBOE corslacue rno 04HOMY WM BCEM HUXKENpPUBEAEHHbIM NyHKTaM B Nito6oe BpeMs 6e3 06bSCHEHUS AONONHUTENbHbLIX MPUYMH.

A, KNWeHT (PNO nonHocTbio)

Bblpaxato CBOE cornacme Ha NpoBefeHue reHeTMYECKOro NCcneaoBaHus,

O MHe

O moeMy pebeHKy (dMO nonHocTbio)

TakXe cornaceH(cHa) Ha To, 4To:

O O6pa3zey 6MomMaTepunana, NoNy4YeHHbIN B LEIsAX NpoBeAEHNS FEHETMYECKOro nccnenoBaHus, no ycMoTpeHuto AO «depct NeHeTUke»
M €ro napTHepPCKUX opraHmsaunii MoxeT 6biTb COXpPaHEH U UCMOAb30BaH ANs KOHTpoasa (Banuaauum) v apyrux uenem,
B YAaCTHOCTW, ANs NPOBEAEHUS AOMOMHUTENBbHOMO FrEHETUYECKOro TECTUPOBaHMS, @ TakxXe AN HaYUHbIX UCCefoBaHUA U MOXeT
BOWTW B 06LLYI0 MEAUKO-FreHETUYECKYO AOKYMEHTaUM0, NP1 YCN0BUM, YTO 3TO HEMPUBEAET K PacKpbITUIO OXPaHSEMON 3aKOHOM

TalHbI.

O Mpu Heo6XoAMMOCTU pe3yNbTaTbl UCCNEA0BaHUI MOMYT 6bITb UCMOIb30BaHbI AN MEAMKO-TE€HETUYECKOr0 KOHCYIbTUPOBAHUS N

reHeTuyeckoro obcnenoBaHus AOPpYyrnx 4neHos MOeln CceMbM.

1uns2


https://f-genetics.com/

(FJ GENETICS me

O I'IpM HeobxoanmocTum pPE3yNnbTaTbl nccnenoBaHui MOoryT 6bITb 3anpoweHbl MOMM neYyawumm Bpa4oM M BblAaHbl €MY ON14 NpoBeAEHUA

MOero ganbHenwero HabnwoaeHus n obcnenoBaHus.

O B cnydyae Heo6XxoaMMocTu coTpyaHUK AO «DepcT FeHEeTUKC» MOXET CBA3aTbCA CO MHOM, UCMOJMb3Yysl MO KOHTaKTHYIO

nHdopmMaumio.

PuUcCku n orpaHuyeHusn:
1 npouHdopmMmpoBaH (a), uTo:

1. CyuwecTtByeT BeposiTHOCTb pa3pyweHus JHK (ecTtecTBeHHbIM npouecc), 4To MoXxeT notpeboBaTb NOBTOPHOro 3abopa 6mosormyeckoro

MaTepuana ana nccneaoBaHua.

2. C yyeToM npoLecca npoBeaeHus nccnefoBaHns MeToAoM ceKBeHMpoBaHus no CaHrepy, ero MHOro3TanHOCTbO U MHAMBUAYaNbHbIM
FpaCbVIKOM npoeeageHua uccnenoBaHui, CpOK npoBeaeHns uccneaosanusa B AO «®epcT NeHeTUKC» MOXeT COCTaBnAaTb A0 25 pa6ow|x

aHen.

3. UccnepoBaHne MeToaoM CeKBeEHMpoBaHMA No C3Hrepy MO3BOJIAET BbISABUTb HaJ'II/Il-WIe/OTCYTCTBVIe BapuaHTa, 3adaBJIEHHOI0
B HanpaBJsieHNUN Ha uccnegosaHme, ogHakKo He MOXeET O6Hapy)KVITb Kakne-n1nmbo naMeHeHus OHK BHe Mccne,qyeMon

nocneaoBaTe/bHOCTW.

4. NccnepoBaHne MeToAOM CekBEHUMpPOBaHMA No CaHrepy He NO3BOMISIET AeTeKTUPOBaTh U3MEHEHUS B HeKOTOpOﬁ nonynaunn KNeTok,
Koraa B 6onblien yactu o6pa3ua npeactaBsieHa HOpMaJZibHaa Konusa reHa, HanpuMep natoreHHble BapuWaHThbl, NpeaACTaB/€HHbIE B
coOMaTn4eCKnx KneTkax (onyxonw). CekBeHnpoBaHue no CaHrepy nNo3BoONSET AETEKTUPOBATb U3MEHEHUS TONIbKO €CIM OHU MPOSABASIOTCA

He MeHee 4yeM B 15-20% uccnegyemoii HK.

ONO knneHTa

®UO coTpyaHUKa, NpU KOTOPOM MOAMNUCHIBAETCS JaHHOEe MH(OPMUPOBaHHOE cornacue

[aTta

2132


https://f-genetics.com/

