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MpunaoxeHue 6

MH®OPMALNA ANA MPUHATUA PELLEHWM B CBA3WU C NMPOBEAEHWMEM MOAHOTEHOMHOIO
CEKBEHMPOBAHUA

Mpexae, Yem Bbl pelunte npoBecT NepcoHaAu3MpoBaHHOE Hay4yHoe uccaepoBaHue B AO «LeHTp MeHeTUKU U
PenpoayktnBHoi MeanumnHbl «FlEHETUKO», noxanyicta, BHUMATEALHO MPOUTUTE COAEPXAHUE CAEAYIOLLMX MYHKTOB:

1.

lNoAHOreHOMHO€e CeKBEHMPOBaHUeE - 3TO aHaAM3 KOAMPYIOLLMX U HEKOAMPYHOLWMX nocAaepoBaTenbHocTer AHK. F'eHom
yenoBEKa COCTOMUT M3 Bonee YeM TPEX MUAAMAPAOB HYKAEOTUMAOB. Mpu CEKBEHMPOBAHMM FrEHOMa MOXHO MOAYUYMTb
MHPopMaLUmto 06 nameHeHnax AHK - reHeTUYecKux BapuaHTax. [eHeTMUeckue BapuaHTbl MOMyT ObiTb U3BECTHLIMMU
(onucaHHbIMKW B AUTEPATYPE MAU CMELMAAM3NPOBaHHbIX Ba3ax AaHHbIX) MAM HEe OMMCaHHbIMK paHee. OnpeaeneHue
KAMHUYECKOIo 3HaUYeHMA NPEXAE HE OMUCaAHHbIX B AUTEPATYPE BapUaHTOB MOXET OblTb 3aTPYAHUTEALHbIM.
MOAHOrEHOMHOE CEKBEHMPOBAHWE MpPeEACTaBASiIET COOOM MNepCOHAAM3MPOBAHHOE Hay4yHOe WCCAeAOBAHWE U He
ABAAETCA 3apPErMcTPUpPOBaHHbIM AMArHOCTUYECKUM TECTOM.

lNoAHOreHOMHOe CeKBEeHUPOBaHWE 3akAlOUaeTcs B MPOYTEeHUMM nocaepoBaTenbHoCT AHK, BblAEAEHHOM U3
6uomatepunana 06cAeAyEMOTO, U AaAbHENLIEN 06paboTKe NMOAYUYEHHbIX A@HHbIX.

«bnomarepmnar» - 310  obpasel  OMOAOrMUECKOro  MaTepuana, WCMOAb3YEMbIA  AAS  MPOBEAEHWSA
nepcoHaAUM3MPOBAHHOIO Hay4YHOrO MCCAEAOBaHUS;

«0bcaeayeMblfi» — 3TO UENOBEK, Ueit bBruiomatepran NpeAoCTaBAEH AASl MOAYYEHMSA UHGOPMALIMK 06 MHAMBUAYAAbHbIX
0COBEHHOCTAXEro HACAEACTBEHHON MHbOPMALIMK.

CylecTBYlOT pasHble TUMbl TEHETUUYECKUX BapuMaHTOB. TEXHOAOTMA CEKBEHMPOBAHUSA HOBOFO MOKOAEHUA
npepHasHaueHa B MNEPBYHD OYEPEAb AAA MOWCKA OAHOHYKAEOTMAHbBIX BapWaHTOB, KOPOTKUX AEAeLMi (noTepb
yyacTkoB AHK) n nHcepuui (BcTaBok yuyactkoB AHK). Hekotopble TMMNbl BapuaHTOB MOAAAIOTCA BbISIBAEHUIO MPU
CEKBEHMPOBAHUMU MAOXO, B TOM UMCAE CTPYKTYpPHblE M3MEHEHWUA XPOMOCOM (MHBEPCUM, TPAHCAOKALMW, KPYMHble
MHCEPLUMU W AEANeLMU), M3MEHEHME UWCAA XPOMOCOM (MOAMMAOWMAMS, @HEYMAOUAMS), NMPOTAXEHHbIE YYaCTKM
TPUMNAETHBIX W APYTMX HYKAEOTMAHBIX MNOBTOPOB, BapWaHTbl B rEHaX C HaAMYMEM B reHome OAM3KOro Mo
NoCAeAOBaTEAbHOCTM NCEBAOTEHa MAM Napanora, BapuaHTbl B GC-6oratbix yuacTkax.

B xoae vccaep0BaHUS MOTYT ObiTb COOOLLEHbI BapuaHTbl, BO3MOXHO MMEIOLIME OTHOLIEHUE K deHoTUny (T.e. K
KAMHWYECKON KapTUHe 3ab0AEeBaHUSI), CO CAEAYIOLLEN KAMHUYECKOW 3HAUYMMOCTbIO:

«[laToreHHblit BapUaHT» — U3MEHEHWE C AOCTAaTOYHON AOKa3aTeAbHOM 6a3ol AAA TOro, UTobbI paccMaTpUBaTh Ero Kak
BEPOSITHYO NPUUKMHY NPOSIBAEHUSI GEHOTUMNA, COOTBETCTBYIOLLLETO 3a60AEBAHMIO;

«BeposiTHO NaToreHHbIW BapuaHT» — paHee He ONMCaHHOe 3MeHeHWe (AMBO oNMcCaHHOE OAHOKPATHO), MPUBOASALLEE K
NPOSIBAEHUIO GEHOTUMA, COOTBETCTBYHIOLLETO 3aB0NEBAHUIO C BbICOKOM AOAEW BEPOSITHOCTH;

«BapuaHT HEONPEAEAEHHON KAMHUYECKOW 3HAUMMOCTU» - paHee He OMucaHHOe W3MEHEHWEe, OTHOCUTEAbHO
koToporo 6e3 AOMOAHUTEAbHbIX MCCAEAOBAHW HEBO3MOXHO CKa3aTb, MOXET AW OHO Bbli3blBaTb COOTBETCTBYHOLLEE
3aboAeBaHUE UAU HET;

«[lo604YHO BbIABAEHHbIE BapUaHTbl», WAW «BTOPUYHbIE HAXOAKW», — MATOTEHHbIE WAM BEPOSITHO MNaTOreHHble
reHeTMYECKME BapUaHThbl, acCOLUMMPOBaHHbIe ¢ 3aboAeBaHWeM, OTAMUHBIM OT HanpaBUTEAbHOIO AMarHo3a, B reHax,
BXOAALLMX B CMMCOK BTOPUYHbBIX HAXOAOK B COOTBETCTBMU C pekomeHaauusamun ACMG™ (American College of Medical
Genetics and Genomics - AMepuKaHCKas KOAAETMS MEAULIMHCKON FEHETUKU U FTEHOMWKK), ITW reHbl™ cBA3aHbl C
ONPEeAENEHHbIMU TEHETUYECKMMU 3aO0NEBAHUSAMMU, HYXAQIOLMMUCA B MEAMUMHCKOM KOHTPOAEe. OT MoAydeHUs
MHPOPMAaLMK O BTOPUUHBIX HAXOAKaX MOXHO OTKa3aTbCAl.

B x0Aae NOAHOTEHOMHOTO CEKBEHWPOBAHUS MOTYT ObITb BbIABAEHbI NAaTOrEHHbIE W BEPOATHO MATOreHHbIE BapuaHThI,
He CBf3aHHblE C MCXOAHOMW LEEAbIO TECTMPOBAHMA U HE BKAKOUYEHHblE B pekomeHaaumn ACMG, KoTopble Mpu 3TOM
MOTYT OKa3aTb BAWSIHWE Ha 3A0POBbe 0OCAEAYEMOrO («CAyYalHble HaxoAKW»). 3a6oAeBaHWA, acCOLUUMPOBAHHbIE CO
CAYYaAMHBIMM HaxXOAKaMM, MMEIOT pasHbli BO3pacT MaHubectauum u MOryT 6biTb COOOLLEHbI AMLAM, AOCTUILLIWMM
COBEPLUEHHOANETHEIO BO3pacTa, MO WX XEeAaHWO (BKAKOYAA HeWpoAereHepatMBHble, HEPBHO-MbILLIEYHbIE
3aboAeBaHUA C NO3AHEN MaHUbecTaumen).

KAMHUUeckasi MHGOPMALMA O COCTOSIHUM 3A0POBbS 0OCAEAYEMOrO SIBASIETCS HEOOXOAMMOM AAA WMHTEpPNpeTaLmK
AQHHbIX CEKBEHWpPOBaHUA. MHPopMaums AOAKHA ObiTb NpPeACTaBAEHa B BUAE PE3YAbTATOB MCCAEAOBaHMWM
(habopaTopHbIX U AMArHOCTUUYECKMX), @ TakKKe 3aKAUEHWH Bpayeir W/UAW BBbIMUCOK U3 WUCTOPUM 6oAe3HW. [lo
BO3MOXHOCTM AOAXKHbI ObiTb MPEAOCTABAEHbI AAHHbIE O CEMEMHOM aHaMHe3e U 3abOAEBaHUSX Y APYrMX UAEHOB
CEMbM.

Mpn HanMuMM B aHamHe3e MNepeArBaHUSA KPOBW/AAAOT€HHOW TPaHCMA@HTAUMKM KOCTHOTO MO3ra BO3MOXHO
MOAyYEHME HETOYHOro pesyAbTaTa. B Takom cAyyae HeOOXOAMMO 3apaHee COoOobOLWMUTb AeyalleMy Bpayy W
AabopaTtopuu 0 dakTe NepPeAuBaHUS KPOBW/AAAOTEHHON TPAHCNAAHTALUMKW KOCTHOrO MO3ra AAA MPUHSITUSE PELLUEHNS O

AO «LleHTp leHeTrKN @ 119333, MockBa Jinyensna

1 PenpopyKTBHOM MeanLIMHbI yn. [y6KuHa, g. 3, Kopn. 1 N10-77-01-017137

«TEHETUKO»




L o www.genetico.ru
enecico 38002509075

LeAecoobpasHOCTM NPOBEAEHUS TECTUPOBAHKA 1 BblbOpe BUAA BUOMaTeEpPUana AAS TECTUPOBAHMUS.

9. 3aKkAlueHWe no pesyabTataM MPOBEAEHHOrO MEePCOHAAM3MPOBAHHOIO Hay4yHOrO0 MCCAEAOBAHWA COCTABASIETCA Ha
OCHOBE AOCTYMHbIX COBPEMEHHbIX 3HaHWM B 0OAACTM MEAWMLMHCKOM FeHETUKU U MEAUUMHCKOM Hayku B LIEAOM.
CnepyeT OTMETUTb, UTO BO3MOXHO CyLLLECTBOBAHWE AOMOAHUTEABHbIX, NOKa eLé HE U3YYEHHbIX, aKTOPOB, BAUSIOLLIMX
Ha NPosSBAEHWE TOrO UAM MHOTO 3ab0AEBaHMS.

10. AAA MHTEpNpEeTaLMn MOAYYEHHbIX PE3YABTATOB UCCAEAOBAHUS HACTOATEABHO PEKOMEHAOBAHa KOHCYAbTaUMsA Bpava-
reHeTMka. TOAbKO 3aKAlOUEeHME Bpaya-TeHETUKA O KAMHWMYECKOM 3HAUMMOCTU BbISIBAEHHbIX BapUaHTOB MOXET
CAYXMWTb OCHOBaHUEM ANAINPUHATUSA KAMHUYECKM 3HAUMMbIX PELLEHUI AAS 0BCAEAYEMOTO.

11. Bce AMUHble A@HHble, KacatollMecss 06CAEAYEMOro M ero 3akOHHbIX NMPEACTABUTEAEN, TaK Xe, Kak U Pe3yAbTaTbl
NepcoHaAN3NPOBAHHOIO Hay4yHOro nccaepoBaHus, nposoammoro AO «LUIFPM «TEHETUKO», cTporo KOHGUAEHUMAAbHbI
W He MOTyT ObiTb MepeAaHbl APYrMM AML@M MHaue, Kak C COrAacHsa 06CAeAYEMOrO UAM €r0 3aKOHHbIX NPEACTaBUTEAEN.
Cornacve no OAHOMY WMAM BCEM HUXEMPUBEAEHHLIM MyHKTAM MOXET ObiTb 0TO3BaHO B Atoboe Bpemsa 6e3
06BACHEHUST AOMOAHWUTEABHBIX MPUUMH.

Ha 0CHOBaHWM BbILIEU3AOXEHHOTO,
Bbipaxato CBO& cornacne Ha pOBEAEHHE rEHETMYECKOIO MCCASAOBaHMS

O wmHe

O moemy pebéHky
, AaTa POXAEHUS

(Pamuans, Mms, OTYECTBO)

a TaKxe coraceH(Ha) Ha 1o, 4To:

O6pasel, buomaTepuana 1 BbipeAeHHas M3 Hero AHK, noAyyeHHble B LIEASIX NPOBEAEHUSA
NnepcoHaAM3NPOBAHHOIO Hay4YHOro UCCAeAOBaHUS, No yeMoTpeHuto AO «LUFPM «TEHETUKO» moryT 6bITb
COXpaHEeHbI 1 UCMOAb30BaHbl AN KOHTPOAS (BaAMaaUmMK) u aopyrux ueaev AO «UJI'PM «TEHETUKO» 1 ero
napTHEPCKMX OpraHu3aLmii, B YaCTHOCTH, 6e3 pasraalleHra MOUX NePCOHAAbHbIX A@HHbIX, BuomMaTepuan u AHK
MOTYT 6bITb UCMOAB30BaHbI AN NPOBEAEHWSA AONOAHUTEABHOTO FEHETUUECKOIO TECTUPOBAHUSA, @ TaKXe AAA
CTaTUCTUYECKUX, NONYASILMOHHBIX M HAYYHbIX UCCAEAOBAHUMN.

Mpn HEOOXOANMMOCTU PE3YAbTAThI UCCAEAOBAHWIA MOTYT ObITb UCMOAB30BaHbI B MEAUKO-

oAa O HeT reHeTMUYECKOMKOHCYALTUPOBAHWUM UAW TEHETUYECKOM 0BCAEAOBAHWUM APYTMX YUAEHOB MOEN CEMbMU.

oAl O HeT

I'Ile HeobxoAMMOCTH pe3yAbTathbl MCCAEAOBaAHMWN MoryTt 6bITb 3anpoweHbl MOUM AeYallM BPpavyoM U BblAaHbI

oaa O HeT EMYy AAA NPOBEAEHUA MOETO AaAbHENLWero HabAAEHUSI U 06CAeAOBaHMSA.

Mpy HEOHXOAMMOCTU PE3yAbTaTbl UCCAEAOBAHWIA MOTYT ObITh 3aMNPOLLEHbI MOMMUW POACTBEHHUKAMMU, B T.U.
oAl O HeT

(®HUO, cteneHb poacTBa)
B cAyuae He0bX0AMMOCTH COTPYAHUK UAK NoapsAurK AO «LUIFPM «TEHETUKO» MoxeT cBA3aTbCsA CO MHOM,
oAa O HeT MCMOAb3YSl MOKO KOHTaKTHYHO MHOOPMALLMIO.

B cAyuae ob6HapyXeHMs BTOPUYHON HAXOAKM (NAaTOreHHOro/BEPOATHO NaToreHHOro BapuaHTa B reHe U3 cnucka

0l O HeT ACMG**) 7 coranaceH(Ha) NOAYYUTb NOAHYHO UHGOPMALMIO O TAKOM pesyAbTaTe.

IlMoAe 3arMoAHAETCA TOAbKO B CAyYae NMpoBEAEHUSA TECTUPOBaHUS COBEPLLUEHHOAETHEMY 0bcaeayemomy:B
oAl O Her CAyYae 0BHapyXXeHWA CAYYaNHON HaXOAKU (MATOreHHOro/BEPOSTHO NAaTOreHHOrO BapuaHTa B reHe, He
BXoAALLEM B cnncok ACMG™ *) 4 cornaceH(Ha) MOAYYUTb MOAHYIO MHGOPMALMIO O TAKOM pesyAbTate.
N\abopaTopusi He rapaHTUPYET COOBLLIEHME BCEX CAYHaAKHbIX HAXOAOK.

* Recommendations for reporting of secondary findings in clinical exome and genome sequencing, 2016 update
(ACMG SF v2.0): a policy statement of the American College of Medical Genetics and Genomics. 2017

** ACT2, ACTC1, APC, APOB, ATP7B, BMPR1A, BRCA1, BRCA2, CACNA1S, COL3A1, DSC2, DSG2, DSP, FBN1,
GLA, KCNH2, KCNQ1, LDLR, LMNA, MEN1, MLH1, MSH2, MSH6, MUTYH, MYBPC3, MYH11, MYH7, MYL2, MYL3,
NF2, OTC, PCSK9, PKP2, PMS2, PRKAG2, PTEN, RB1, RET, RYR1, RYR2, SCN5A, SDHAF2, SDHB, SDHC, SDHD,
SMAD3, SMAD4, STK11, TGFBR1, TGFBR2, TMEM43, TNNI3, TNNT2, TP53, TPM1, TSC1, TSC2, VHL, WT1

AO «LleHTp leHeTrKN @ 119333, MockBa JinueHsusa

1 PenpopyKTBHOM MeanLIMHbI yn. [y6KuHa, g. 3, Kopn. 1 N10-77-01-017137

«EHETUKO»




flurelnside 5./, www.genetico.ru
enecdco 3800 2509075

e A NpoMHPOPMMUPOBAH(a), YTO MPOBOAMMOE NEPCOHAAM3UPOBAHHOE Hay4yHOE MCCAEAOBAHWE UMEET CBOU OrpaHUUYEHUs U He
BCerpa A@éT BO3MOXHOCTb BbISiIBUTb BCE NMPUCYTCTBYIOLLME FTEHETUYECKME BApUaAHTbI.

e [loanucbiBasi A@HHYIO GOpMY, 1 MOATBEPXKAAID, YTO Aal0 CBOE cornacre A0BPOBOALHO, 06Aapan AOCTaTOUuHOM MHbOPMaLKMeER, a

Takxe 4YTo Y MeHs 6bina BO3MOXHOCTb 3aAaTb BCE BOMPOCHI, KOTOPbIE MOTAWM Y MEHS BO3SHWKHYTb, B OTHOLLEHWU MPEACTOSLLErO

NepcoHaAM3MPOBAHHOIO Hay4YHOro UCCAEAOBAHUA.

f noATBEPXAAID, UTO NEPEA NPOBEAEHUEM FEHETUUECKOTO TECTUPOBAHUSA MHE BblAa MPEANOXKEHA KOHCYAbTALIMSA Bpaya-reHeTuKa.

e A pato AO «UIPM «JEHETUKO» cornacve Ha o06paboTky B LEAAX OKa3aHWs MHE YCAYrM MOMX MEPCOHAAbHbIX AAHHBbIX,
BKAIOUAIOLLMX PaMUAMIO, UMSA, OTYECTBO, MOA, AGTY U MECTO POXAEHUA, AQHHbIE AOKYMEHTA, YAOCTOBEPSAIOLWETO AUUYHOCTD,
KOHTaKTHbIA TeAedOH, aAPEC IAEKTPOHHOW MouYThbl U MPoYMe AaHHble, HEOOXOAMMbBbIE AAS OKa3aHWSi YCAYTM, C MpaBoOM
OCYLLECTBASITb C TAKMMM AAHHbIMU COOP, CUCTEMATU3aLMIO, HAaKOMAEHWE, XPaHeHWe, nepepayy TPeTbUM AnLamM, 0OHOBAEHUE,
n3MeHeHue, obe3nnurBaHne, BAOKMPOBAHWE, YHUUTOXEHME U UHOE MCMOAb30BaHME. AaHHOE cornacue AencTByeT 6eccpoyHo

M MOXeT OblTb 0TO3BAHO B AOOWM MOMEHT nyTem HanpaBaeHus B appec AO «UI'PM «EHETMKO» cooTBeTcTByHOLLErO
3aABAEHUA.

PUO:

AaTa POXAEHUSA: , MECTO POXAEHUSA:

nacnopTt cepus: HOMeEp: ,BblpaH " " r.
3apeructpmpoBaH(a) no appecy: , TOPOA , appec:

KOHTaKTHbIE TEAEDOHDbI:
email:

Aata 3anoAHEHMUSA: MoANUCb KAMEHTa:
« » 20 r.
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