Cornacue Ha nposeaeHne aHa/IM3a CEKBEHMPOBAHUA FreHOMaA

MIMA MAUMEHTA: .ottt et ae e s e

TIMUHDBIM KO wvviveevieresreerecteeeeeeeeeteesnrereeeeeeessssnsseseesesesesesnenns

CeKBeHMpOBaHME reHoMa, TO ecTb onpegesneHuve nocaegosatenbHocTn Bcet AHK, B HacToswee Bpems BCE wupe
NPUMEHSETCS B KNIMHUYECKON MeaULMHE KaK AMarHOCTUYECKU meToa nccnegoBaHuma. OH No3BoAAET O4HOBPEMEHHO
nuccnenoBaTb BeCb reHeTUYECKUI maTepuan opraHmsma, To ecTb Bce reHbl (6onee 20 000), ¢ LeNbio BbISBAEHUA
reHeTUYECKUX WU3MEHEHUN, NeXKallnx B OcHOBe 3abosieBaHMA. AHanuM3 npoBoguTca, Kak npasuno, Ha [OHK,
BblAeNeHHOMW u3 obpasua Kposu. 1A NOJy4eHMA MaKCMMasbHO TOYHOrO pes3ynbTaTa Npu NOCTaHOBKE AMArHosa
pebeHKy peKomeHAayeTcA BbINOMHATb UCCNeA0BaHMeE NapaniefibHO Ha 06pasuax KpoBu camoro pebéHka n oboumx ero
poauTenen.

MeToamKa: [1 CekBeHMpoBaHMe reHOMa TO/IbKO MaumeHTa (0ANHOYHbIN aHanus)

[1 CekBeHMpoBaHMe reHOMa NaumeHTa 1 ero poauTenei (Tpuo-aHanns)

L] Opyraa meToamKa (Mo AOrOBOPEHHOCTU C NABOPATOPUEMN): .veveverereeeeereeereereeeerrerssesaneenne
MpoBegeHMe UCCNe0BaHNA MOXKET 3aHUMaTb 40 6 mecALes.

e HacTtoAawum noaTBeprKaato CBOE corfiacue Ha nposeaeHue aHanu3sa CeKBeHUMpoBaHWA reHoma 3 moero IHK

/ OHK moero pe6éHka / Moero nogoneyHoro ¢ Le/iblo YCTaHOBAEHMA NPUYMH 601e3HMN.

e fl oco3Hato cnegytoulee:

o [OHK, BblgeneHHaa M3 obpasLa KpoBM, a TAKKe AaHHble, NOJIyYEHHbIE B pe3ynbTaTe CEKBEHMPOBAHMA
reHoma, 6yayT XPaHWUTbCA B KAMHWKE FEHETUKU U MepcoHasbHON MeauuMHbl KAMHUKYMa TapTycKoro
yHMBepcuTeTa.

o B xope paHHOro wccnefoBaHWA cyliecTByeT HebosbllaA BEPOATHOCTb BbIABAEHUS COMYTCTBYHOLLMX
reHeTMYeCKMX WM3MEHEHMUIM, He CBA3aHHbIX C 3aboseBaHMemM o6cCnegyemoro, HO MMEILWMX BaXKHOE
3HauYeHune gna ero 300poBba. O6cnegyeMomy coobLLaeTca 0 UISMEHEHUAX TONIbKO TEX FTeHOB, B OTHOLLEHWUU
KOTOPbIX BO3MOMHO MpPUMEHEHME NPOPUAAKTUYECKMX WM NieYebHbIX Mep C UENblo COXPaHeHUs
3goposbA. [lepevyeHb TaKUX T[EHOB ABAAETCA MEXAYHApPOAHO COrIaCcoOBaHHbIM U YTBEPXAEH
AMEPUKAHCKUM KONINeaKeM MeaULMHCKOM reHeTUKN u reHomuku (ACMG). B ciiydae oTKasa OT NoayyeHus
MHOOPMALMM O CAy4alHbIX HaXoAKaX MOXHO JIMWKUTbCA MNOTEHUMANbHO BaxKHOW WHbOpPMaUUK O
cyLecTByoWMX y meHsa / moero pebEHka / moero nogonevyHoro puckax Asaa 340P0BbA.

L1 CornaceH Ha HGOpMUPOBaHME O CAyYalHbIX HaX0AKaX
(1 He cornaceH Ha MHHOPMUPOBAHUE O C/IyYaitHbIX HaXoAKax

o CsepaeHusa 06 nccneayemom 3abosesaHnMm MoryT B byayLiem AONOAHUTLCA. B ciyyae BbiiBAEHUSA HOBOM
MHOPMaLMK O CBA3M MMmetoLLeroca y meHa / moero pebéHka / moero nogonevyHoro 3abosiesaHus ¢
pe3y/sbTaTaMi CEKBEHUPOBAHMA rEHOMa CO MHOM MOTYT CBA3aTbCA.
o B cnyyae npoBeaeHUs nccneaoBaHna 6UONOTUYECKUX poanuTeENen UNU APYITUX POACTBEHHUKOB (T.H. TPUO-
aHanus):
=  HeobxoaMmo NUCbMeHHOE cornacne ob6oux poautenei (Bcex uccneayembix YIEHOB CEMbM).
= PesynbTaTbl UCCNEA0BaHWUA NPEAOCTABAAIOTCA TO/IbKO B OTHOLIEHMMW 06CieayemMoro naumneHTa, 3a
WCK/TIOUYEHNEM C/TYYaiHbIX HaX040K, MHPOPMALMA O KOTOPbIX Nepeaaétca BCem UCCeayeMbiM
NMLAM, C UX COrNacusa, B NopAaKe, ONMCaHHOM BbllLe.

= B xoge uccnefoBaHNA MOXeT 6bITb YCTAaHOBAEHO, YTO BUOOrMYEcKoe PoACTBO obcneayemblx He
COOTBETCTBYET M3BECTHLIM POACTBEHHbIM CBA3AM.

e fl MOHMMal0, YTO MMeto NPaBo B 1to60oe Bpems 0TKa3aTbCsA OT COracusa Ha NpoBeaeHue A4aHHOro
NCCNe0BaHNA, U 3TO HE MOBAMAET Ha IeueHne meHa / moero pebéHKa / Moero noaoneyHoro, o4HaKo
0CO3Halo, YTO NPW NPEKPALLLEHUN UCCNeA0BaHNA OTCYTCTBUE MHPOPMALLMM O FTEHETUYECKOM MarHo3e MOXKeT
3aMea/INTb ANArHOCTUYECKUIA NMPOLLECC U CHU3UTb 3G PEKTUBHOCTb IeUEHUA.

e MHe 6blna NnpeaocTaBneHa BO3MOMHOCTb 3a4aTb AOMO/HUTE/IbHbIE BOMPOCHI, U A YA0BNETBOPEH
MoJly4YeHHbIMM 06 BACHEHMAMM.



Cornacue Ha nposeaeHne aHa/IM3a CEKBEHMPOBAHUA FreHOMaA

Al palo cornacue Ha NpoBeAEeHME aHaNM3a CEKBEHUPOBAHUA reHoma MHe / moemy pe6EHKy / moemy
nogoneyHomy:

O6cneayemblii / poauTens / onekyH:

MIMAL ettt e MOAMUCD: et JaTa: e
B cnyyae Tpmo-aHanunsa Heobxoammo cornacme obounx poauteneit:
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Bpau, npeaocrasuswnin nHbopmaumio obcnegyemomy / ero poautensam / onexkyHy:
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