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MpuaoxeHue 5

MHOOPMALUMA AAA MPUHATUA PELLEHWW B CBA3K C MPOBEAEHMEM MOAHO3K30MHOIO
CEKBEHUPOBAHUf/ CEKBEHUWPOBAHUA MAHEAWU TEHOB

Mpexae, yem Bbl pelumute NpoBecT NepCoOHaAM3MpOBaHHOE HayuyHoe uccaepoBaHue B AO «LleHTp MeHeTukn u PenpoayktmeHoM MeaULMHBI
«'EHETUKO», noxanyicra, BHUMaTEAbHO NPOYTUTE COAEPXXAHUE CASAYIOLLUX NYHKTOB:

1. TIOAHO3K3OMHOE CEeKBEHUPOBAHUE - 3TO ONPeAEAeHWEe HYKAEOTUAHOW MOCAEAOBATEABHOCTM 3K30Ma, T.e. BCEX KOAMPYHOLLMX Yy4aCTKOB
6ENOK-KOAMPYHIOLLIMX FeHOB yenoBeka (0kono 20 000), a naHeAb reHOB - 3TO CEKBEHWPOBAHWE KOAMPYHOLLIMX YYaCTKOB OrpaHUYEHHOro
KOAMYECTBa FeHOB, aCCOLMMPOBAHHBIX C OMPEAEAEHHON PYNNoON HaCAEACTBEHHbIX 3aboaeBaHWI. MpU CeKBEHUPOBAHMMN 3K30Ma MOXHO
NOAYYUTb UHDOPMaLUMIO 06 u3MeHeHUax AHK - reHeTMYeckux BapuaHTax. IK30M COCTaBASET OKOAO 1-2% reHoma yenoBeka, HO OKOAO
85% BCEX BbI3bIBAIOLMX HACAEACTBEHHblE 3a00AEBAHUSI FEHETUYECKMX BaPUAHTOB HAXOAATCS MMEHHO B KOAMPYHOLLUMX OOAaCTSX.
CnocobHOCTb METOAA BbISBUTb Bbi3blBatOLLIMIM 3a60AEBaHUE BapUaHT 3aBUCUT OT TUNan3mMeHeHna AHK v ot Toro, B kakoMm ydactke AHK
OH HaxoaMTcs. TeHeTMYecKne BapuaHTbl MOryT ObiTb M3BECTHBIMU (OMMUCAHHBIMWUB AUTEPATYPE WAW CMELMAAU3MPOBAHHbIX 6a3ax AAHHbIX)
WAW HE OMUCaAHHbIMKU paHee. ONpeAeneHUE KAMHWYECKOrO 3HAUYEHWsi NPeXAe He OMUCaHHbIX B AMTepaType BapWaHTOB MOXET ObiTb
3aTPYAHWUTEABHbBIM.

2. TIOAHO3K30MHOE CeKBEHWPOBaHUE/CEKBEHWPOBaHWE MNaHeAW T[eHOB npeAcTaBasieT CcoboW  NepcoHaAM3UMPOBAHHOE  HayyHoe
MCCAEAOBAHME U HE ABASIETCA 3aPErnCTPUPOBAHHbLIM AMArHOCTUYECKUM TECTOM.

3. TOAHO3K30MHOE CEeKBEHWPOBaHWEe/CEKBEHUPOBAHWE MNaHEAM T[EeHOB 3aKAOYaeTcsi B MNpOYTeHUWM nocaepoBatenbHocTr  AHK,
BblAEAEHHON M3 6uomaTtepuana obcaeayeMoro, M AanbHeNwen o06paboTke MOAyUYEeHHbIX AAHHbIX. «Buomarepuar» - 310 obpasel,
6MONOrMUECKOrO MaTepuana, UCMOAb3YEMbIN AASI TPOBEAEHWSA NEPCOHAAM3MPOBAHHOIO HAYYHOTO UCCAEAOBaHNS;

«0bcaeayembiti» — 3TO UENOBEK, Yelt BUomaTepuan NPeAoCTaBAEH AASI MOAYYEHUST MHGOPMALMK 06 MHAMBUAYAABHBIX OCOBEHHOCTSX €ro
HaCAEACTBEHHOW MHOOPMALMK.

4. CywecTBylOT pasHble TWUMbl FEHETUYECKUX BAPUAHTOB. TEXHOAOTUSI CEKBEHUPOBAHUS HOBOFO MOKOAEHUS MpeAHa3HayeHa B NepByto
oyepeAb AAA NMOMCKA OAHOHYKAEOTUAHBIX BapUaHTOB, KOPOTKMX AeAeLmit (noTepb ydactkoB AHK) 1 MHcepumit (BcTaBok yyactkoB AHK).
HekoTtopble TWMbl BapMaHTOB NMOAAAHOTCS! BbISIBAEHWIO MPU CEKBEHUMPOBAHWM MAOXO, B TOM YUCAE CTPYKTYPHbIE M3MEHEHUSI XPOMOCOM
(MHBEPCHM, TPAHCAOKALMK, KPYMHbIE UHCEPLMK U AENELMU), UIBMEHEHWE YMCAA XPOMOCOM (MOAMUMAOUAWS, aHEYNAOUAMS), MPOTSXEHHbIE
YUaCTKU TPUMAETHBIX U APYTMX HYKAEOTMAHbIX MOBTOPOB, BapUaHTbl B reHax C HAaAMYMEM B reHoMe BAM3KOro Mo MoCAeAOBaTEAbHOCTU
nceBAOreHa UAM napanora, BapuaHTbl B GC-6oraTbix yyacTkax.

5. B xoae McCAep0BaHUA MOTYT ObiTb COOOLLEHbI BapUaHTbl, BO3MOXHO UMEIOLME OTHOLIEHUE K GEHOTUMY (T.e. K KAMHMYECKON KapTuHe
3aboneBaHUsA), CO CAEAYIOLLEN KAMHUUYECKOW 3HAUMMOCTbHO:

«[latoreHHbI BapuaHT» - WU3MEHEHWE C AOCTATOYHOM AOKasaTeAbHOW 6a3oi AAS TOro, uTobbl paccMaTpuBaTb €ro Kak BEPOATHYH
NPUYUHY NPOSBAEHUSI pEHOTUMA, COOTBETCTBYHOLLLETO 3a60AEBAHUIO;

«BepoATHO NatoreHHbli BapuaHT» - paHee He ONUCaHHOe M3MEHeHWE (AMBO OMMCaHHOEe OAHOKPATHO), NPUBOASALLEE K MPOSBAEHWUIO
¢beHoT1Na, COOTBETCTBYHOLLENO 3a60AEBAHWIO, C BbICOKON AOAEN BEPOSITHOCTH;

«BapuaHT HeonpeAeneHHOW KAMHUYECKOW 3HAYUMMOCTU» - paHee He OfMUCaHHOe W3MEHeHWE, OTHOCUTEAbHO KoToporo 6e3
AOMOAHUTEABHbIX UCCAEAOBAHWIA HEBO3MOXHO CKa3aTb, MOXET AW OHO BbI3blBaTb COOTBETCTBYtOLLEE 3ab0OAEBAHUE UAU HET;

«[T0604YHO BbISIBAEHHbIE BapWaHTbl», AW «BTOPUUHbIE HAXOAKW», — NaTOre€HHble UAM BEPOSATHO NAaTOrEHHbIe FEHETUYECKUE BapuaHThI,
accouMmnpoBaHHble ¢ 3aboneBaHWEM, OTAWYHBIM OT HanpaBWUTEABHOrO AMArHo3a, B reHax, BXOASLLMX B CMUCOK BTOPUYHBIX HAaxOAOK B
COOTBETCTBUMU C pekoMeHpaumamu ACMG* (American College of Medical Genetics and Genomics - AmepuKaHCckas KOAAErus
MEAWMLMHCKOW FEHETUKU U TEHOMUKM). ITU TeHbl™™ CBA3aHbl C OMPEAEAEHHBIMW FEHETUYECKUMK 3aB0AEBAHUAMM, HYXAQAOLWMMUCS B
MEAULMHCKOM KOHTpoAe. OT NoAyYeHUsA MHGOPMaLMK O BTOPUUYHBIX HAXOAKaX MOXHO OTKa3aTbCsl.

6. B xope NMOAHO3K30MHOIO CEKBEHUPOBAHWUS MOTYT ObITb BbIABAEHbI NATOrEHHbIE U BEPOSATHO MaToOreHHble BapWaHTbl, HE CBA3AHHbIE C
MCXOAHON LEAbIO TECTUPOBAHUSI U HE BKAKOUEHHblE B pekoMeHAauun ACMG, KoTopble npy 3TOM MOFYT Oka3aTb BAUSIHWE Ha 3A0POBbE
obcAepyemMoro («cAyvaiiHble HaxoAkW»). 3aboAeBaHWsi, acCOLMMPOBaHHbLIE CO CAy4alHbIMA HaxOAKaMM, WMeT pas3Hbii Bo3pacT
MaHudecTauMm u  MoryT ObiTb COOBWEHbI AMLUAM, AOCTWILUIMM _COBEPLIEHHOAETHErO BO3pAacTa, MO WX KEAaHW (BKAtOYasn
HelpoaereHepaTUBHbIE, HEPBHO-MbILLEYHbIE 3a60AEBaHWS C NO3AHEN MaHUbecTaumen).

7. KAMHMYeckana WHOOpPMaAUMA O COCTOSIHUM 3A0POBbS  0OCAEAYEeMOro ABASIETCS HEOOXOAMMOM AAA MHTEPMpETauMu  AaHHbIX
CEKBEHUPOBaHUA. MHPOopMaLMs AOAKHA OblTb MPEACTaBAEHA B BUAE PE3YALTATOB MCCAEAOBaHMUI (A@BOPATOPHbIX M AMArHOCTUYECKMX),
a TakxXe 3aKAUEeHWI Bpauyel W/WAW BbIMUCOK M3 UCTOPUU BOAE3HM. 10 BO3MOXHOCTU AOAXHBI ObiTb NMPEAOCTaBAEHbI AAHHblE O
CEMENHOM aHaMHe3e U 3a60AeBaHUAX Y APYTUX YANEHOB CEMbM.

8. TMpu HaavuuKM B aHaMHe3e NepeAvBaHWsA KPOBW/aAAOr€HHOM TPaHCMAAHTALUMU KOCTHOrO MO3ra BO3MOXHO MOAYyYEHME HETOUYHOro
pesyabTata. B Takom cayyae HeobxoAMMO 3apaHee COOOLWMTL Aevallemy Bpaudy M Aabopatopuu O ¢dakte nepearBaHuA
KPOBW/aAAOF€HHON TPAHCMAAHTALMKU KOCTHOTO MO3ra AAA MPUHATUS pelleHns O LeAecoobpasHOCTM MPOBEAEHUSI TECTUPOBAHWUA W
Bblibope BMAA BUOMaTEPMAnA AAS TECTUPOBAHMUS.

9. 3akaloueHue no pesyAbTatam NMpPOBEAEHHOTO NEePCOHAAM3UPOBAHHOIO HAy4YHOrO UCCAEAOBAHUS COCTABASIETCS HA OCHOBE COBPEMEHHbIX
3HaHUN B 0ONACTM MEAWMUMHCKOW TEHETUKM U MEAWUMHCKOW Hayku B LeAoM. CAepyeT OTMETWTb, YTO BO3MOXHO CyLLeCTBOBaHWE
AOTOAHUTEABHBIX, MOKa eLLE He U3yUYEHHbIX, GaKTOPOB, BAUSIIOLLMX HA NPOSIBAEHUE TOro UAM MHOTO 3aboAeBaHUs.

10. AAsi MHTEpnpeTauuy NOAYYEHHbIX PE3YALTATOB WCCAEAOBAHWSI HACTOATEALHO PEKOMEHAOBAHA KOHCYAbTALMA Bpaya-TeHeTUKa. TOAbKO
3aKAIOYEHME Bpaya-TEHETUKA O KAMHUYECKOW 3HAYMMOCTU BbIABAEHHbIX BapWaHTOB MOXET CAYXWUTb OCHOBAHMEM AAS MPUHATUA
KAMHUYECKM 3HAUMMBbIX peLlleHni A obcaeayemoro.

11. Bce AMUHbIE AAHHblE, KacatoLmeca 06CAEAYEMOro U ero 3aKOHHbIX NPEACTaBUTEAEN, TaK Xe, KaK U pe3yAbTaTbl NepCOHAAM3UPOBAHHOIO
HayuyHoro nccaepoBaHus, nposoarmoro AO «LU'PM «TEHETUKO», cTporo KoHGUAEHUMAABHBI U HE MOTYT BbITh NepeaaHbl APYrMM AUL@M
MHaue, Kak C cornacus 06CAeAyeMOro UAM ero 3akoHHbIX NpeacTaButenei. Cornacue no OAHOMY UAWM BCEM HUXEMPUBEAEHHBIM MyHKTaM
MOXeT BbITb 0T03BaHO B At060€e BpeMs 6e3 06bACHEHUA AONOAHUTEABHbIX MPUYMH.
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Ha ocHoBaHWK1 BbILIEU3AOXEHHOTO,

Bbipaxato CBOE cornacue Ha npoBEAEHUE MeHETUYECKOr0 MCCAEAOBaHUA
O wHe

O moemy peb&Hky
, AaTa POXAEHUA

(Pamuauma, Mmsa, 0THECTBO)

a TaKKe cornaceH(Ha) Ha To, 4To:

O Aa

O Aa

O Aa

O Aa

O Aa

O Aa

O Aa

(Obpazel, bromatepuana 1 BbiaeneHHasi U3 Hero AHK, noAydeHHbIe B LEASIX MPOBEAEHWS

NepcoHaAM3MPOBAHHOIO Hay4YHOro UccaepoBaHust, o yeMmotpeHuto AO «LIFPM «FTEHETUKO» MoryT 6bITbCOXpaHEHbI 1

O Het MCMOAB30BaHbI AN KOHTPOAS (BanrMaaumm) u aopyrux ueaen AO «LUFPM «TEHETUKO» u ero

NapTHEePCKMX OpraHu3aLuii, B YacTHOCTH, 6e3 pasraalleHns MOoUxX NepcoHanbHbIX A@HHbIX, Buomatepuan u AHKmoryT 6biTb
MCMOAL30BaHbI AN TPOBEAEHWUA AOMOAHUTEABHOTO FrEHETUUECKOrO TECTUPOBAHMSA, a TaKkxke AAA

ICTAaTUCTUYECKMX, MOMYASLIMOHHBIX M HAYUYHbIX UCCAEAOBAHUM.

I'Ipw H&OGXOAMMOCTM PE3yAbTaThI VICCI\eAOBaHVIVI Moryt 6bITb MCNOAL30BAHbI B MEAUKO-TEHETUYECKOM

KOHCYABTUPOBAHWN UAU TEHETUYECKOM OGCI\eAOBaHMM APYrmx YAeHOB MOEW CEMbM.

O HeT
Mpy HEO6XOAMMOCTU pe3yAbTaTbl UCCAEAOBAHWIA MOTYT ObITb 3aMPOLLEHbI MOUM AEYALLMM BPaYOM W BblAAHbIEMY AAS
NPOBEAEHUSI MOEro AAAbHEWLLIEro HabAOAEHHUA 1 06CAeA0BaHMSA.
O HeT
Mpr HEOHXOAMMOCTU PE3YALTaTbl MICCAEAOBAHUI MOTYT 6bITb 3aMPOLLEHbI MOUMU POACTBEHHUKAMMU, B T.4.
O HeT
(PUO, cTreneHb poacTBa)
B cAydae He06XOAMMOCTH COTPYAHMK MAK NoApsAAUMK AO «LITPM «TEHETUMKO» MOXeT cBA3aTbCs CO MHOM,UCMOAB3YSt MO
O HeT KOHTaKTHYIO MHGOPMAaLMIO.
B cayuae obHapyXeHUst BTOPUYHON HAaxoAKM (MATOreHHOro/BEPOSiITHO NAaTOreHHOro BapuaHTa B reHe U3 cnuckaACMG™* *) A
coraaceH(Ha) MOAYUMTb MOAHYIO MHGOPMALMIO O TAKOM pesyAbTaTe.
O HeT

IMoAe 3anoAHAIETCA TOABKO B CAyYae MPOBEAEHHSA TECTUPOBaHUA COBEPLLIEHHONETHEMY ob6caeayeMoMy:B cayuae

O HeT l06HapyXeHUsi cAy4ariHOW HaXOAKM (MATOreHHOro/BePOsiTHO NATOreHHOro BapuaHTa B reHe, He BXOASLLEM B CMIUCOK
ACMG**) a1 corAnaceH(Ha) NoOAyYHTb MOAHYIO HHOOPMAaLMIO O TAKOM pesyAbTate. /\abopaTtopusi He rapaHTUpyeT coobLieHue
IBCEX C/\yLIal;IHbIX HaxoAO0K.

* 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

A1 npovHpopmMHpOBaH(a), YTO NPOBOAMMOE MNEPCOHAAM3MPOBAHHOE HAayYHOE WCCAEAOBAHWE WMMEET CBOM OrpaHUYeHUss U He BCerpa Aaér
BO3MOXHOCTb BbIABUTb BCE NPUCYTCTBYIOLLIUE TEHETUHECKUE BaPUAHTbI.

MoanuceiBas AaHHYHO GOpMY, i MOATBEPXKAALD, UTO A0 CBOE cornacke A0OPOBOALHO, 06AaAasA AOCTAaTOUHON MHOOPMALMEN, @ TaKXKe UTo Y MeHs
6blAa BO3MOXHOCTb 3aAaTb BCE BOMPOCHI, KOTOPbIE MOTAW Y MEHS BO3HUKHYTb, B OTHOLUEHUW NPEACTOSILLErO NEePCOHAAM3UPOBAHHOMO Hay4YHOro
MCCAEAOBaHUS.

1 NOATBEPXAAIO, UTO NepeA NPOBEAEHUEM FEHETUUECKOTO TECTUPOBAHUA MHe OblAa NPEANOXEHA KOHCYAbTALMSA Bpaya-reHeTUKa.

A pato AO «LUIFTPM «TEHETUKO» cornacue Ha 06paboTky B LEAAX OKa3aHUs MHE YCAYTM MOMX MEePCOHAAbHbIX AAHHbIX, BKAKOUAKOLWMX GaMUAULO,
MMS, OTYECTBO, MOA, AATY U MECTO POXAEHUS, AQHHbIE AOKYMEHTA, YAOCTOBEPSAIOLLIETO AMYHOCTb, KOHTaKTHbIV TEAEPOH, aAPEC INEKTPOHHOM MOYTHI
W Npoyne AaHHble, HEOOXOAUMbIE AAA OKA3aHUSI YCAYrM, C MPAaBOM OCYLLECTBASITb C TAKUMM A@HHbIMK cOOp, CUCTEMATU3ALMIO, HAKOMAEHHWE,
XpaHeHWe, nepeaayy TPETbUM AMLLAM, 0OHOBAEHHE, U3MeHeHUe, 06e3nnurBaHe, BAOKMPOBaHUE, YHUUTOXEHUE U UHOE UCNOAb30BaHKe. AaHHOe
cornacue pencteyetr 6eccpoyHo M MOXET OblTb 0TO3BaHO B AOOOWM MOMEHT nyTem HanpasBaeHusi B appec AO «UMPM  «TEHETUKO»
COOTBETCTBYIOLLETO 3aABAEHUSA.

OUO KaveHTa:
AaTa POXAEHMS: ,

nacnoprt cepus: HOoMeEp: , BblpaH "
Kem

3aperunctpupoBaH(a) no appecy: Poccusa, ropoa
appec:

KOHTaKTHble TeAeDOHbI:
email:

Aarta: MoAnUCb KAMEHTA:
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