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MpunoxeHue 5

WHOOPMALNA AN MPUHATUA PELLEHWW B CBA3W C MPOBEAEHUEM MOAHO3K30MHOIMO
CEKBEHMPOBAHWA/ CEKBEHWUPOBAHWA MAHEAU TEHOB

Mpexae, yem Bbl pewMte npoBeCTM NEPCOHAaAU3UPOBAHHOE HayuyHoe nceneposaHue B AO «LleHTp FeHeTku m
PenpoayktuBHoit MeanumHbl <TEHETUKO», noxaAyicra, BHUMaTeAbHO NPoYTUTE CoAePXaHUE CAEAYHOLLMX NyHKTOB:

1. TlOAHO3K30MHOE CEKBEHWPOBAHWE - 3TO OMNPEAEAEHME HYKAEOTMAHOM MOCAEAOBATEABHOCTM 3K30Ma, T.e. BCEeX
KOAMPYHOLLIMX Y4YacTKOB OENOK-KOAMPYIOLLMX reHOB uenoBeka (okono 20 000), a naHeAb [eHOB - 3TO
CEKBEHUPOBAHWE KOAMPYIOLLMX YHACTKOB OMPaHUUYEHHOr0 KOAMYECTBA MEHOB, aCCOLMMPOBAHHbBIX C ONPEeAEAEHHON
rPYnnon HacAeACTBEHHbIX 3aboneBaHW. [pU CEKBEHMPOBAHMM 3K30MA MOXHO MOAYUMTb WHOOPMauUmo 06
nameHeHusax AHK - reHeTuyeckux BapuaHTax. IK30M COCTaBASIET OKOAO 1-2% reHoma yenoBeka, HO OKOAO 85%
BCEX BblI3blBAOLLMX HACAEACTBEHHbIE 3aOOAEBAHUSI FTEHETUUECKHUX BapPUAHTOB HAXOAATCS MMEHHO B KOAMPYHOLLMX
obnacTsx. CnocobHOCTb METOAA BbIABWUTb Bbi3biBatOLLMI 3ab0AEBaHWE BapUaHT 3aBUCUT OT TUNauameHeHns AHK u
OT TOro, B KakoM ydyactke AHK oH HaxoauTcs. FeHeTuueckre BapuaHTbl MOryT OblTb M3BECTHbIMMU (OMMCAHHbIMU B
AMTEPATYPE MAU CMELMAAM3UPOBAHHbLIX 6a3ax AAHHbIX) MAM HE OMUCAHHbIMU paHee. ONpeAereHUe KAMHUUYECKOTO
3HAYEHMWSA NPEXAE HE ONUCAHHBIX B AUTEPATYPE BapUaHTOB MOXET OblTb 3aTPYAHUTEABHbIM.

2. TIOAHO3K30MHO€ CEKBEHWPOBaHUE/CEKBEHUPOBAHUE MaHEAW FE€HOB MPEeACTaBASieT COO0M MepcoHaAn3MpoBaHHOE
Hay4yHOE UCCAEAOBAHUE U HEe ABASETCA 3apermcTpupoBaHHbIM AUArHOCTUYECKUM TECTOM.

3. TOAHO3K3OMHOE  CEKBEHWPOBaHUE/CEKBEHUPOBaAHUE  NaHeAu reHoB  3akAtouvaetcs B npoYTEHNUU
nocaepoBatenbHocT AHK, BblAEAEHHOM M3 BUoMaTeprana obCAeAyeMOro, U AanbHeNLLen 06paboTKe NMOAYYEHHbIX
AaHHbIX. «bromarepuar» - 310 obpasel, OGUOAOTMUYECKOrO MaTepuana, MWCMOAb3YEMbIA AAA  MPOBEAEHMWSA
NnepcoHaAM3UMPOBAHHOMO HAaY4YHOIO UCCAEAOBAHUS;

«0bcaeayeMblir» — 3TO YENOBEK, Uel BuomaTtepuan NPeAOCTaBAEH AAA MOAYYEHUSI UHGOPMaUMK 06 MHAMBUAYAAbHbIX
0COBEHHOCTAX €ro HACAEACTBEHHOM MHPOPMaLMH.

4. CywecTBYylOT pasHble TWMbl TEHETUUYECKUX BapUAHTOB. TEXHOAOTUS CEKBEHWPOBAHWSI HOBOIO MOKOAEHMS
npepHasHayeHa B MEPBYHD O4YEpPeAb AASl MOUCKA OAHOHYKAEOTMAHBIX BapWaHTOB, KOPOTKMX AeAeuui (noTepb
yyactkoB AHK) u nHcepumin (BctaBok yyactkoB AHK). HekoTopblie TUMNbl BapuaHTOB MOAAAKOTCA BbIABAEHWUIO MPU
CEKBEHUPOBAHMU MAOXO, B TOM YUCAE CTPYKTYpPHble M3MEHEHUSA XPOMOCOM (MHBEPCUM, TPAHCAOKALIMK, KPYMHbIE
MHCEPUMU WU AeAeumn), U3MEHEHME UYMCAa XPOMOCOM (MOAMMAOMAMA, AHEYNAOMAMSA), MNPOTSKEHHbIE YYACTKM
TPUMAETHBIX W APYIMX HYKAEOTMAHbIX MOBTOPOB, BapuaHTbl B FEHax C HaAMYMEM B reHome OAM3KOro no
NOCAEAOBATEABHOCTU NCEBAOTEHA MAM Napanora, BapuaHTtbl B GC-6oratbix yuacTkax.

5. B xoAe MccAepOBaHWS MOTyT ObiTb COODLLEHbI BapuaHTbl, BO3MOXHO MMEOLLME OTHOWIEHME K deHoTUny (T.e. K
KAMHUYECKOM KapTUHe 3a60AEBaHUSA), CO CAEAYHOLLEN KAMHUUYECKOW 3HAUYMMOCTbIHO:

«[laToreHHbIn BapuaH™ - M3MEHEHME C AOCTAaTOYHOW AOKa3aTeAbHOM 6a30i AAS TOro, UTobbl paccMaTpuBaTtb €ro
KaK BEPOATHYI NPUYMHY NPOSABAEHUSA GEHOTUMNA, COOTBETCTBYHOLLLETO 3a60AEBaHUIO;

«BepoATHO NaToreHHbI BapUaHT» — paHee He ONMCaHHOE U3MEHeHKe (AMBO ONMCaHHOE OAHOKPATHO), MPUBOASLLEE K
NPOSIBAEHWIO GEHOTUMA, COOTBETCTBYOLLLETO 3ab0AEBAHMIO, C BbICOKOW AOAEN BEPOATHOCTH;

«BapuaHT HeonpeAeAeHHONW KAMHWYECKON 3HAUYMMOCTU» - paHee He OnWcaHHOoe W3MEHEHMEe, OTHOCWUTEAbHO
KOTOPOro 6e3 AOMOAHUTEAbHbIX UCCAEAOBAHMIA HEBO3MOXHO CKasaTb, MOXET AM OHO BbI3blBaTb COOTBETCTBYHOLLEE
3ab0AEBaAHUE UAU HET;

«[l060YHO BbIABAEHHblE BapHUaHTbl», MAW «BTOPUYHbIE HAXOAKW», - MAaTOTEHHble WAM BEPOSATHO NaTOreHHble
reHeTMYeCK1e BapraHTbl, aCCOLMMPOBaHHbIE C 3a6OAEBAHUEM, OTAUUHBIM OT HANPaBUTEALHOTO AMArHo3a, B reHax,
BXOASILLMX B CMIMCOK BTOPUYHbBIX HAXOAOK B COOTBETCTBUM C pekomeHpaumamu ACMG™ (American College of Medical
Genetics and Genomics - AMepUKaHCKasa KOAETUA MEAULMHCKOW FTEHETUKU U TEHOMUKHK). ITW FeHbI™™ CBSA3aHbI C
OMNPEeAENEHHBIMU TEHETUUYECKUMU 3aO0AEBAHUSIMW, HYXAAOWMMUCH B MEAUMUMHCKOM KOHTpPoAe. OT MOAydYeHMs
MHOOPMALMKM O BTOPUYHBIX HAXOAKAX MOXHO OTKa3aTbCsl.

6. B xoae NOAHO3K30MHOMO CEKBEHWMPOBAHWUS MOTYT ObITb BbISBAEHbI NATOFEHHbIE U BEPOATHO NATOreHHblE BapWaHThl,
He CBfA3aHHble CUCXOAHOW LIeAbID TECTMPOBAHWA U He BKAOUEHHble B pekomeHpaunn ACMG, KoTopble Npu 3TOM
MOTyT OKa3aTb BAMSIHWE Ha 3A0POBbE 0BCAEAYEMOTO («CAyUYaliHble HaxoAKW»). 3aboAeBaHWs, aCCOUUMUPOBAHHbLIE CO
CAYYalHbIMWU HAXOAKAMMW, UMEIOT pa3Hbli BO3pacT MaHUdecTauun v MoryT 6biTb COOOLEHBI AMLAM, AOCTUILLIWMM
COBEpPLIEHHOAETHEro BO3pacta, MO WX XEAaHWK (BKAKOYAs HeMpOAereHepaTvBHble, HEPBHO-MblLLEYHbIE
3ab60AeBaHUs C NO3AHEN MaHUdecTaumen).

7. KAMHMueckass MHOOPMaLMS O COCTOAHWWM 3A0POBbA OBCAEAYEMOrO ABASIETCH HEOOXOAMMOW AASI MHTEpnpeTaumu
A@HHbIX CEKBeHMpOBaHWA. MHPopmMaums AOAKHa ObiTb MPEACTaBAEHA B BWAE PE3YAbTATOB WMCCAEAOBaHMWM
(hnabopaTopHbIX M AMArHOCTUUYECKMX), @ TaKXKe 3aKAOUEHWI Bpauyeir W/UAM BbIMUCOK U3 UCTOPUM HBoAe3HW. Tlo
BO3MOXHOCTU AOAXHbI OblTb NPEAOCTABAEHbI A@HHbIE O CEMEWHOM aHaMHe3e U 3ab0AeBaHUAX Y APYrMX UAEHOB
CEMbM.
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8. [lpM HaAMuMM B aHaMHe3e NepeAMBaHWUS KPOBW/AAAOTEHHOM TpPaHCMA@HTaUMKM KOCTHOrO MO3ra BO3MOXHO
NMOAyYEHME HETOUHOrO pesyAbTata. B TakoM cAyyae HeobHxoAMMO 3apaHee CoobLMTL AevallemMy Bpady U
Aabopatopuun o dpakTe nepeArBaHUs KPOBW/AAAOTEHHOM TPAHCMAGHTALIMM KOCTHOrO MO3ra AASl MPUHATUS PeLlEHUs
0 Lenecoobpa3HOCTU NPOBEAEHNS TECTUPOBAHUSA U Bbibope BUAa BUoMaTepuana ANt TECTUPOBAHUSA.

9. 3akAloueHWe Mo pesyAbTaTaM MPOBEAEHHOINO MEPCOHAAM3MPOBAHHOIO HAy4YHOro MCCAEAOBAHWMA COCTaBASETCH Ha
OCHOBE COBPEMEHHbIX 3HAHWIA B 0OAACTM MEAWMLMHCKOW TFEHETUKM W MEAMLIMHCKOM Hayku B uUenoM. Caepyet
OTMETUTb, YTO BO3MOXHO CYLLECTBOBAHME AOMOAHMUTEABHbIX, MOKA €Wé He M3YYEHHbIX, GPaKTOPOB, BAWUSIOLLIMX Ha
NPOABAEHWE TOFO UAU MHOTO 3aOOAEBaAHMUS.

10. AAS MHTEpnpeTauumn NOAYYEHHbIX PE3YAbTATOB MCCAEAOBAHUSA HACTOATEABHO PEKOMEHAOBAHA KOHCYAbTaLMA Bpava-
reHeTMka. TOAbKO 3aKAOYEHWE Bpauva-reHeTMKa O KAMHWMYECKOW 3HAYMMOCTWM BbIABAEHHbIX BapWaHTOB MOXET
CAYXXWTb OCHOBaHUEM AAA NMPUHATUSA KAMHUUYECKU 3HAUMMbIX PELLEHUI AN 0BCAeAyEMOTO.

11. Bce AMUYHblE AQHHbIE, KacatolMecss 06CAEAYEMOro M ero 3akOHHbIX MPEACTaBUTEAEN, TAaK Xe, KaK U pe3yAbTaThbl
NepPCoOHaAM3MPOBAHHOIO  HAyyHOro  MCCAeAOBaHusa, nposoaumoro  AO  «UPM «EHETUKO», cTporo
KOHOMAEHUMAAbHBI U He MOryT ObiTb MepepaHbl APYrMM AMLAM MHAuye, Kak C corracusi 06CAeAyEMOro UAM €ero
3aKOHHbIX NpeAcTaBuTenel. Coranacue No OAHOMY MAM BCEM HUXEMPUBEAEHHBIM MYHKTAM MOXET OblTb OTO3BAHO B
Aoboe BpeMsi 6e3 06bACHEHUSA AONOAHUTEABHBIX MPUYKH.

Ha ocHoBaHWM BbILLEU3AOXKEHHOTO,
Buipaxaro cBO& cornacue Ha npoBEAEHNE MrEeHETUHECKOIO MCCAEAOBaHUS

O wmHe

O moeMmy pebeéHky
, AaTa POXAEHUSA

(damuams, UMs, OTHECTBO)

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

O6paszel, buomaTtepuana 1 BbipeneHHas M3 Hero AHK, noAyyeHHble B LIEAIX NPOBEAEHUSA
NepcoHaAM3MPOBAHHOMO HAyYHOro UCCAeAOBaHMSA, NO yeMoTpeHuto AO «LUT'PM «TEHETUKO» MoryT 6biTb
ICOXpaHeHbl U UCMOAb30BaHbI AN KOHTPOAS (BaAMaaumn) u apyrux uener AO «LUIF'PM «TEHETUKO» u ero
NapTHEPCKMX OpraHu3aLmi, B YaCTHOCTH, 6e3 pasraallieHns MOUX NePCOHAAbHbIX AAHHbIX, BUomaTepman u AHK
MOTYT 6bITb MCMOAL30BaHbI A MPOBEAEHUS AOMOAHUTEABHOTO FEHETUYECKOTO TECTUPOBAHMUS, @ TaKXKE AASI
CTaTUCTUYECKNX, MONYASILMOHHBIX U HAaYYHbIX UCCAEAOBAHUN.

Mpr HEO6XOAMMOCTHU Pe3yAbTaTbl UCCAEAOBAHUIM MOTYT BbITb MCMOAL30BaHbI B MEAUKO-

o A2 O HeT reHeTMYECKOMKOHCYALTUPOBAHWUM UAW TEHETUYECKOM 0BCAEAOBAHWUM APYTMX YUAEHOB MOEN CEMbMU.

Y O HeT

Mpu Heo6X0AMMOCTH pe3yAbTathbl UccAeAO0BaHWM MoryT 6bITb 3anpolweHbl MOUM AeYvallum Bpayom “

0 pa O HeT BblAdHblEMY AAA MPOBEAEHUA MOEIro AaAbHEeNLEero HabAroAeHUA U 06cAep0BaHMSA.

Mpu Heo6X0AMMOCTH pe3yAbtathbl nccAepA0BaHUM MoryT 6bITb 3anpolweHbl MOUMMU POACTBEHHUKaMU, B T.4.
O Ad O HeT

(®HO0, cteneHb poacTBa)
B cAyyae He0bXOAMMOCTH COTPYAHUK MAK noapsiaunk AO «LIFPM «TEHETUKO» MoXxeT cBA3aTbCs CO MHOM,
O Aa O HeT MCNOABL3YA MO KOHTaKTHYHO MHGOpMaLMIO.

B caydae o6HapyxeHMs BTOPUYHOW HaxOAKM (NaTOreHHoro/BeposiTHO NaTOreHHOro BapuaHTa B reHe U3 Cnucka
ACMG**) A cornaceH(Ha) NOAYYUTb MOAHYIO MHGOPMALIMIO O TAKOM pe3yAbTaTe.

o pa O HeT

IMoAe 3anoAHSIETCA TOALKO B CAy4Yae npoBeAEHMs TECTUPOBaHUS COBEPLLIEHHOAETHeMY 06caeayeMomMy: B
o Aa O HeT CAy4ae 0OHaPYXEeHUS CAyYalHOW HaXx0AKM (MaTOreHHOro/BEPOSITHO NATOreHHOro BapuaHTa B reHe, He
BXOAALLEM B cnucok ACMG**) a1 coranaceH(Ha) NOAyUMTb MOAHYIO UHOOPMALMIO O TAKOM pe3yAbTaTe.
NabopaTopusi He rapaHTUPyeT CO0bLLIEHNE BCEX CAyYariHbIX 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, CACNALS, 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
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A npoMHOGOPMUPOBAH(a), UTO NPOBOAMMOE NEPCOHAAU3MPOBAHHOE HAYYHOE UCCAEAOBAHUE UMEET CBOU OFPaAHUYEHUS U HE
BCErpa AQET BO3MOXHOCTb BbIiBUTb BCE NMPUCYTCTBYIOLLME FrEHETUUECKME BapUaHTbI.

MoanucbiBasi AaHHYO GOpMYy, S MOATBEPXAAD, UTO AalD CBOE coraacMe A06poBOAbHO, 0BAapasi AOCTATOUHOM
MHPOPMALMEN, a TaKXe UTO Y MeHs BbirAa BO3MOXHOCTb 3aAaTb BCE BOMPOCHI, KOTOPbIE MOTAM Yy MEHSI BO3HWKHYTb, B
OTHOLLUEHWU NPEACTOALLENO NEPCOHAAM3UPOBAHHOIO HAYYHOIrO0 MCCAEAOBAHMKS.

A noATBEPXAALD, UTO NEPEA NPOBEAEHUEM FEHETUUECKOIO TECTUPOBAHUSI MHE BblAa MPEANOXEHA KOHCYAbTALIMS Bpaya-reHeTuKa.
A pato AO «UIPM «TEHETMKO» cornacve Ha 06paboTKy B LIEAsiX OKa3aHUsi MHE YCAYrM MOMX MEePCOHAAbHbIX AAHHbIX,
BKAKOUAKOLLMX GaMUAKLO, UMSA, OTYECTBO, MOA, AATy U MECTO POXAEHUSA, AAHHbIE AOKYMEHTA, YAOCTOBEPSIOLLETO AMYHOCTD,
KOHTaKTHbIA TeAedOH, aApec SAEKTPOHHOM MOoYTbl U MPOUME AAHHble, HEOBXOAUMbBIE AASI OKa3aHWA YCAYrM, C NMpaBOM
OCYLLECTBASITb C TaKUMKW AaHHbIMW cOOp, CUCTEMATU3ALIMIO, HAKOMAEHWE, XpaHeHWe, nepepady TPETbUM AULAM,
06HOBAEHUWE, M3MeEHeHWe, obe3nrurBaHue, OAOKMPOBAHUE, YHUUTOXEHWE M MHOE WCMOAb30BaHWE. AAHHOE Coraacue
AENCTBYET BECCPOUHO M MOXET ObiTb OTO3BAHO B AOOOW MOMEHT nyTemM HanpaBaeHus B appec AO «UIPM «[EHETUKO»
COOTBETCTBYHOLLETO 3aABAEHMS.

OUO KaneHTa:
AaTa POXAEHUSA: ,

nacnopt Cepus: HOMeEp: ,BblpaH "
Kem

3apeructpupoBaH(a) no appecy: Poccus, ropoa ,
appec:
KOHTaKTHbl€ TeneOHbI:
email:

AaTa: Moanncb KAMEHTA:
« » 20 r.
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