L o www.genetico.ru
enecico 58002509075

MpuroxerHue 6

MHOOPMALNA ANA MPUHATUA PELLEHWM B CBA3WU C NMPOBEAEHWMEM MOAHOTEHOMHOIO
CEKBEHMPOBAHUA

Mpexae, yem Bbl pelunte NnpoBECTM NEPCOHAAM3UPOBAHHOE HayuHoe uccaepaosanve B AQ «LleHTp MeHeTUkK M PenpoayKTMBHOM
MeaunumHbl «TEHETUKO», noxanyicra, BHUMaTeEAbHO MPOYTUTE COAEPXaHUE CAGAYIOLLMX MYHKTOB:

1. TOAHOreHOMHOE CEKBEHMPOBAHME - 3TO aHaAN3 KOAMPYIOLLMX U HEKOAMPYIOLLMX MocAeaoBaTeAbHocTell AHK. FeHoM uenoBeka CoCTouT M3 Bonee
yem Tpex MWAAMAPAOB HYKAEOTUAOB. MpPU CEKBEHUPOBAHWU FEHOMAa MOXHO MOAYYWUTb MHOPMaLMIO 06 M3MeHeHUsix AHK - reHeTnueckux
BapuaHTax. ['eHeTnyeckne BapuaHTbl MOryT ObiTb M3BECTHBIMU (OMUCAHHBIMKW B AUTEPATYPE MAM CMEeLMaAM3MPOBaHHbIX 6a3ax AaHHbIX) AW He
onucaHHbIMU paHee. OnpeAeAreHUe KAMHUYECKOTO 3HAUYEHUS MPEXAE He ONMUCaHHbIX B AUTEPATYPE BapUaHTOB MOXET ObITb 3aTPYAHUTEABHbIM.

2. ToAHOrEHOMHOE CEKBEHMPOBAHUE NPEACTaBAAET cobOi NEPCOHAaAM3MPOBAHHOE Hay4YHOEe UCCAEAOBAHWE U HE ABASETCS 3aperucTpUpoBaHHbLIM
AMArHOCTUYECKUM TECTOM.

3. TOAHOTEHOMHOE CEKBEHMPOBAHWE 3aKAOUAETCA B MPOUTEHWM NOCAeAOBaTeAbHOCTM AHK, BblAGAEHHON M3 Buomatepuana obCAeayemoro, u
AanbHenLweln 06paboTke NOAYYEHHbIX AGHHbIX.

«bromatepuan» - 310 obpaseL, BUOAOTMUECKOTO MaTEPHUAAA, UCTIOAb3YEMbIN AAA MPOBEAEHHWS NEPCOHAAU3UPOBAHHOTO HAYYHOrO UCCAEAOBAHMUS;
«0bcreayeMblii» - 3TO UYEAOBEK, uel Buomatepuvan NPeAOCTaBAEH AASl MOAYYEHWS WHGOPMALMUM 06 WHAMBMAYAAbHBIX OCOBEHHOCTAX ero
HaCAEACTBEHHOM MHbOPMALIMHU.

4. CyulectByloT pasHble TUMbl FEHETUYECKUX BapUaHTOB. TEXHOAOTUA CEKBEHUPOBaHWA HOBOTO NOKOAEHWA MPeAHasHaueHa B NEepBylo OUepPeAb AAF
noucka OAHOHYKAEOTMAHBIX BapWaHTOB, KOPOTKWUX AeAeumit (notepb ydactkoB AHK) v uHcepumit (BcTaBok ydacTkoB AHK). HekoTtopble Tvnbl
BapWaHTOB MOAAAIOTCS BbISIBAEHUIO NPU CEKBEHUPOBAHUMU MAOXO, B TOM YUCAE CTPYKTYPHblE MU3MEHEHUSI XPOMOCOM (MHBEPCUM, TPAHCAOKaLMK,
KPYNHbIE WMHCEPLMU U AEAELMM), UBMEHEHWE UYWUCA@ XPOMOCOM (MOAMMAOUAMA, AHEYNAOWMAUS), NPOTAXEHHbIE YYACTKU TPUMNAETHBIX U APYTUX
HYKAEOTUAHbIX MOBTOPOB, BapuaHTbl B reHax C HaAMuMeM B reHoMe BGAM3KOro Mo MOCAEAOBATEAbBHOCTM MCEBAOTEHaA MAM Mapanora, BapuaHThbl B
GC-60raTbix yyacTkax.

5. B xoae uccrepoBaHWA MOMYT 6biTb COOBLUEHBI BApWUaHTbl, BOSMOXHO WMEIOWME OTHOLIEHWE K (EHOTUMY (T.e. K KAMHMYECKONH KapTuHe
3a60AeBaHMSA), CO CAEAYIOLLEN KAMHUUYECKOW 3HAUNMMOCTbIO:
«[laTOreHHbI BapuaHT» - M3MEHEHWe C AOCTAaTOUYHOM AOKa3aTeAbHOM 6a30M AAsi TOro, UTOObl paccMaTpuBaTb €ro Kak BEPOATHYIO MPUUMHY
nposiBAeHUA GEHOTHMNA, COOTBETCTBYIOLLETO 3a60AEBaHUIO;
«BepoATHO NaToreHHbI BapUaHT» — paHee He OMUMCaHHOe U3MEHEHWE (AMOO OMUMCaHHOE OAHOKPATHO), MPUBOASILLEE K MPOSIBAEHUIO GEeHoTUNa,
COOTBETCTBYHOLLLEr0 3a60AEBAHNIO C BLICOKOI AOAEHM BEPOATHOCTH;
«BapuaHT HEeONPEeAeAeHHONW KAMHWUUYECKOW 3HAUMMOCTW» — paHee He OMUCaHHOEe W3MeHeHMe, OTHOCMTEAbHO KOTOPOro 6e3 AOMOAHWUTEAbHbIX
VICCI\eAOBaHVIVI HEBO3MOXHO CKa3aTtb, MOXET AU OHO BbI3bIiBaTb COOTBETCTBYOLLEE 3aboreBaHne UAK HET,
«[10604YHO BbIIBAEHHbIE BapUaHTbl», WAWM «BTOPUYHbIE HAXOAKM», — MNATOrEHHbIE WAM BEPOATHO MATOTEHHblE FeHEeTUYECKWE BapWaHThl,
accouuvpoBaHHble ¢ 3aboAeBaHMEM, OTAMUHBIM OT HaMpPaBUTEABHOTO AMArHO3a, B reHax, BXOAALLUMX B CMMCOK BTOPWUUHBLIX HaxOAOK B
COOTBETCTBUM C pekomeHpaumsamm ACMG* (American College of Medical Genetics and Genomics - AMepUKaHCKasi KOAErHs MEAULIMHCKOW
FreHEeTUKU n FeHOMMKVI). JTU reHbl™ cBA3aHbl ¢ onpepAeneHHbIMU TreHETUYECKUMU Saﬁol\eBaHMﬂMl/l, HY>XAQOLWMUMUCA B MEAULIMHCKOM KOHTPOAE. or
NoAyYeHWst KHGOPMALMU O BTOPUUHbBIX HAXOAKaX MOXHO OTKa3aTbCsl.

6. B xoae MOAHOrEHOMHOrO CEKBEHMPOBAHUA MOTYT BbiTh BbIABAEHbI MATOreHHbIE Y BEPOSITHO NaTOreHHbIEe BapuaHThbl, HE CBA3AHHbIE C UCXOAHO
LEeAbI0 TECTUPOBaHUS U He BKAIOUEHHble B pekomeHpauun ACMG, KoTopble Mpu 3TOM MOMYT OKasaTb BAMSHME Ha 3A0POBbe 06CAEAYEMOro
(«cAyyaiiHble HaxoAkW»). 3aboAeBaHUA, acCOLMMPOBAHHbLIE CO CAyYaWHBIMU HaxOAKaMM, UMEIOT PasHblii BO3pacT MaHUdecTaumn v MoryT 6biTb
coobLleHbl AMLAM, AOCTWILMM COBEPLIEHHOAETHEro BO3pacTa, MO WX KEAaHWI0 (BKAOUAs HeWpoAereHepaTWBHble, HEepPBHO-MbILLEYHbIe
3aboAeBaHNA C MO3AHEN MaHUdecTaumen).

7. KAMHWYecKas MHOOPMAUMS O COCTOSIHMM 3AOPOBbA OBCAEAYEMOrO ABAAETCA HEOOXOAMMOW AAS WHTEPMPETAUMW AAHHbLIX CEeKBEHMPOBAaHMA.
UHdopmaumsa AOAKHa ObiTb NPeACTaBAEHa B BUAE PE3YALTATOB MCCAEAOBAHMI (AaBOPaTOPHbIX U AMArHOCTUUECKMX), @ TaKXe 3aKAOUEHUId Bpaden
W/VAU BBINIUCOK 13 UCTOPUKM HOAE3HHM. 0 BO3MOXHOCTU AOAKHbI BbITb MPEAOCTAaBAEHbI AAHHbBIE O CEMEWHOM aHaMHe3e 1 3aboAeBaHUAX Y APYTUX
UAEHOB CEMbM.

8. Mpu HaAMuMM B aHaMHe3e nepeArBaHUS KPOBW/aAOFEHHONM TPAHCMAAHTALMU KOCTHOTO MO3ra BO3MOXHO MOAYYEHUE HETOYHOro pesyAbTata. B
TaKOM CAydae HeoBXOAMMO 3apaHee COOOWMTL Aevaluemy Bpady v Aabopatopun O GpakTe NepeAvBaHWs KPOBW/aANOTEHHOW TPaHCNAaHTaLMUK
KOCTHOTO MO3ra AAA MPUHATUS peLleHus 0 LeAecoobpasHOCTH NpoBeAeHUs TECTMPOBaHWS 1 Bbibope Buaa Guomatepuana AN TECTUPOBAHMS.

O. 3akAoueHMe NO pesyAbTaTaM MPOBEAEHHOTO MEPCOHAAM3MPOBAHHOMO HAYYHOrO WMCCAEAOBAHWA COCTABASETCA Ha OCHOBE AOCTYMHbIX
COBPEMEHHbIX 3HaHUIM B 0OAACTU MEAULMHCKOW TEHETUKU U MEAULIMHCKOW Hayku B LeAOM. CAepyeT OTMETUTb, UTO BO3MOXHO CyLLeCcTBOBaHWeE
AOMOAHWUTEABHbIX, MOKa eLLE He U3YYEeHHbIX, GAaKTOPOB, BAUSIOLLMX Ha NPOSIBAEHUE TOTO AU MHOTO 3a00AEBaHMS.

10. AAs vHTEpNpeTaUMM MOAYYEHHbIX PE3YALTaTOB MCCAEAOBAHMA HACTOATEAbHO PEKOMEHAOBaHA KOHCYAbTAUMA Bpaya-reHeTMKa. TOAbKO
3aKAOUEHWE Bpayva-reHeTHKa O KAMHMYECKOW 3HauMMOCTU BbISIBAEHHbIX BapUaHTOB MOXET CAYXUTb OCHOBaHMEM AAA MPUHATUA KAMHUYECKU
3HaUYMMBbIX peLleHnin A obcaeayemoro.

11. Bce AMuHbIE AaHHbIE, KacatoLecs 06CAEAYEMOTO M €ro 3aKOHHbIX MPEACTABUTEAEH, TaK Xe, KaK M PE3yAbTaTbl NEPCOHAAM3NPOBAHHOMO Hay4HOTO
uccaepoBaHus, npooarMoro AO «LUFPM «TEHETHMIKO», cTporo KoHGUAEHLMAAbHbI U HE MOTYT ObITb NEPeAaHbl APYTMM AULL@M MHaue, Kak C CorAacus
06CAEAYEMOTO UAW €70 3aKOHHbIX NPeACTaBUTenei. Cornacue no OAHOMY UAM BCEM HUXENPUBEAEHHBIM NYHKTAM MOXET ObiTb 0TO3BaHO B Ato6oe
Bpems 6e3 06bACHEHWSI AOMOAHUTEABHbBIX MPUUMH.
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Ha ocHOBaHWK BbILLENZAOXEHHOTO,

Bblipaxaro CBOE COracHe Ha MpOBEAEHHE FEHETMYECKOTO HCCAEAOBaHHS
O wre

O  wmoemy pe6érky
, AT POXAEHMS

(Pamunamns, UMA, OTHECTBO)

a TaKKe CornaceH(Ha) Ha To, uTo:

(O6pasel, GromaTepuana 1 BblAEAEHHAsA M3 Hero AHK, noAydeHHble B LEASIX NPOBEAEHUS

NepcoHaAM3MPOBaHHOTO HAy4YHOro UCCAEAOBaHUS, No yeMoTtpeHuto AO «LIFPM «TEHETUKO» MoryT 6bITbCOXpaHeHbl U MICMOAb30BaHbI

0Aa O HeT AR KOHTPOAS (BaAMAaLMK) 1 Apyrux ueaen AO «LUIFPM «TEHETUKO» u ero

NapTHEPCKMX OpraHn3aumii, B 4aCTHOCTH, 6e3 pas3raalleHns MOUX NEPCOHaAbHbIX A@HHbIX, BuomMatepuan 1 AHKMOoryT ObiTb UCMOAB30BaHbI
IAAS TPOBEAEHUSA AOMOAHUTEABHOIO FrEHETUYECKOIrO TECTUPOBAHUSA, @ TaKXe AN

[cTaTUCTUYECKMX, MOMYAALMOHHBIX U HAYUYHbIX UCCAEAOBAHUN.

Mpu HeobxoAMMOCTH pe3yAbTaThl MUCCAEAOBaAHUMN MoryTt 6bITb MCMOAL30BaHbI B MEANKO-TEHETUHECKOMKOHCYAbTUPOBaHUN UAU
reHeTYeckom 06cAep0BaHUM APYrMX YAEHOB MOEW CEMbM.

0Aa O HeT
Mpu HEOOXOAMMOCTU Pe3yAbTaTbl UCCAEAOBAHUIA MOTYT ObITh 3aMPOLLEHBI MOUM AEYALLMM BPAYOM U BblAGHLIEMY AASI TPOBEAEHUSI MOETO
INaAbHEWLLEro HabAAEHUA M 06CAeAOBaHUA.
0Aa O HeT
Mpn HEOBXOAMMOCTH PE3YAbTaTbl UCCAEAOBAHMWIM MOTYT ObITb 3aNpPOoLLEHbl MOMMW POACTBEHHUKAMMU, B T.4.
0Aa O HeT
(PUO, cTeneHb poacTBa)
B cAyuae He0HXOAUMMOCTU COTPYAHUK MAM NoAPSAUMK AO «LIFTPM «TEHETUKO» MOXeT CBSI3aTbCst CO MHOWM,MCMOAL3YSi MOK KOHTaKTHYHO
MHOPMaLMIO.
0Aa O HeT bopmay
B cAyuae 06HapyXeHUst BTOPUYHOW HAXOAKM (NATOreHHOro/BEPOATHO NATOrEHHOro BapuaHTa B reHe 13 cnuckaACMG™* *)
A COrnaceH(Ha) MOAYYUTb MOAHYIO MHPOPMALIMIO O TAKOM pe3yAbTaTe.
0Aa O HeT
IMone 3anoAHAETCA TOABKO B CAydae NpoBEAEHHST TECTUPOBaHNS COBEPLLIEHHOAETHEMY 06CAeAyeMOMY:B cayuae obHapyxeHus
0 A3 0 Her ICAy4aHON HaXOAKM (NaToreHHOro/BEPOSITHO NAaTOreHHOro BapuaHTa B reHe, He BXoAsALLeM B cnucok ACMG™* *) a1 cornaceH(Ha)

NOAYYUTB MOAHYHO UHOOPMALMIO O TAKOM PE3YALTATE.
NabopaTopusi He rapaHTUpyeT COOBLLEHNE BCEX CAyYasHbIX 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

e A npovHPOpPMHUPOBaH(a), UYTO MPOBOAMMOE MNEPCOHAAUM3UPOBAHHOE HayyHOE MCCAEAOBAHME MMEET CBOM OrpaHUMuYeHUs U He BCErpa AAET BO3MOXHOCTb
BbISIBUTb BCE NPUCYTCTBYHOLLIME FTEHETUUECKME BapUaHTbI.

e [loAnucbiBasi AaHHYO GOpPMY, i MOATBEPXKAAID, UTO AAl0 CBOE cornacue A0BPOBOAbHO, 06Aapasi AOCTATOUYHOM WMHbOpMaUMeEN, a Takke UTo y MeHs Bbina
BO3MOXHOCTb 3aAaTb BCE BOMPOCHI, KOTOPbIE MOTAW Y MEHSI BO3HUKHYTb, B OTHOLLEHUW NMPEACTOALLENO NEPCOHAAU3UPOBAHHOIO HAYYHOTO MCCAEAOBAHUS.

® £ NOATBEPXAQAHD, UTO NEepeA NPOBEAEHUEM FEHETUUECKOIO TECTUPOBAHUSA MHe BbiAa MPEANOXEHA KOHCYALTALMA Bpaya-reHeTMKa.
A pato AO «LUIFPM «TEHETUKO» cornacue Ha 06paboTky B LEAAX OKa3aHUsi MHE YCAYTM MOMX NEPCOHAAbHbIX AAHHbIX, BKAHOUAIOLLMX GaMUAWLO, UMSI, OTUECTBO,
NoA, AaTy U MECTO POXAEHMS, AAHHble AOKYMEHTa, YAOCTOBEPSIOLLETO AMUYHOCTb, KOHTAKTHbIA TEA€DOH, AAPEC IAEKTPOHHOM MOYTbl U MPOYME AAHHbIE,
HEOBXOAMMbBIE AAS OKA3aHWS YCAYTU, C NMPaABOM OCYLLECTBASITb C TAKMMU A@HHbIMU COOP, CUCTEMATU3ALMIO, HAKOMAEHWE, XPaHeHWE, Nepeaady TPETbUM AWULEAM,
06HOBAEHUE, M3MEHEHUE, 00Ee3AMUMBaHME, BAOKMPOBAHME, YHUUTOXEHUE U MHOE UCMOAb30BaHWE. AaHHOE cornacue AEncTByeT 6ecCPOYHO U MOXET ObiTb
0TO3BaHO B AtOOOKM MOMEHT nyTeM HanpasBAeHua B aapec AO «LF'PM «TEHETMKO» COOTBETCTBYIOLLLETO 3asiBAEHUS.

®UO:

AaTa POXAEHUSA: , MECTO POXAEHUA:

nacnopr cepus: Homep: , BblpaH " ! r.
3apeructpupoBaH(a) no appecy: , FOpoA , aApec:

KOHTaKTHblE TeAeOHbI:
email:

Aarta 3anoAHeHus: MoAnUCb KAMEHTa:
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