WH®OPMAILMS JJIS1 IPUHSATUS PELIEHNI B CBSI3M C IPOBEAEHUEM IIOJTHODK30MHOI'O
CEKBEHUPOBAHMSI/ CEKBEHUPOBAHUS IIAHEJIU TEHOB

IIpesxkne, yuem Bpl pemiuTe NpoBecTH NepCcOHATU3MPOBaHHOe HayyHoe ucciaegoBanue B OO0 «llentp I'enernkn u PenpoaykruBHoi
Mennuunbl «'EHETUKO», noxajyiicta, BHUMAaTeJbHO IIPOYTHTE COAEPKAHME CIEAYIOIIHUX IyHKTOB:

1. TlomHOSK30MHOE CEKBEHHPOBAHHWE — ITO ONIpeeieHHe HYKICOTHIHOW MOCIEeNOBaTeNbHOCTH 9K30Ma, T.€. BCEX KOAMPYIOIINX
YYacTKOB OEIOK-KOIMPYIONIMX IeHoB uenoBeka (okoio 20 000), a maHenh TeHOB — 5TO CEKBEHHPOBAHHE KOAMPYIOMNX yIaCTKOB
OTPaHMYEHHOTO KOJNWYECTBA T€HOB, ACCOLMHMPOBAHHBIX C OIpEICICHHONH TPYNNOH HacleACTBEHHBIX 3aboseBaHuil. Ilpu
CEKBEHMPOBAHUM 3K30Ma MOXKHO MONYydHuTh MHpopMmanuio 06 n3meHeHusx JJHK — reHetmueckux BapmaHTax. DK30M COCTaBIISET
okoso 1-2% reHoma uenoBeKka, HO OKOJO 85% BCeX BBI3BIBAIOIIUX HACIEICTBEHHbIE 3a001€BaHUS I'€HETHUECKUX BApPHAHTOB
HaxoAATCA IMEHHO B KOAMpYomuX 061acTsax. CnocoOHOCTh METO/IA BBIIBUTH BBI3BIBAIOINUI 3a00/1€BaHHE BAPHAHT 3aBUCHUT OT TUIIA
usmenenust JITHK u ot Toro, B kakom ydactke JTHK oH HaxoauTcs. I'eHeTHYECKUE BapHAaHTBI MOTYT ObITh H3BECTHBIMHU (OIMCaHHBIMU
B JIUTEPAType WIN CIIEIMATN3HPOBAHHbIX 0a3ax JaHHBIX ) MM He ONMMCaHHBIME paHee. OmpeiesieHne KITMHIYECKOT0 3HaYeHHS IPEKIe
HE OITMCAaHHBIX B JIUTEPATYPe BAPUAHTOB MOKET OBITH 3aTpyXHUTEILHBIM.

2. TIMoamo3kx30MHOe CeKBEHHPOBaHHE/CEKBEHHPOBAHHME MAaHEIN TEeHOB IPEICTaBIsIeT COOOH IepPCOHATM3UPOBAHHOE HaydHOE
HCCIIeIOBaHNE U HE ABIAETCS 3apETUCTPUPOBAHHBIM JHATHOCTUIECKUM TECTOM.

3. TloHO3K30MHOe CeKBEHHMPOBaHHE/CEKBEHHPOBAHME NMAHEJHM TeHOB 3aKII0¥acTcs B NpoyTeHHH mnociexosarenbHoctd JJHK,
BBIJICJICHHOW U3 OnoMaTepHaia o0ciexryeMoro, U JajabHeimei o0padoTke MOMyYeHHBIX NaHHBIX. «buomamepuany — 310 o0paszern
6MOTIOTHUECKOr0 MaTepHaa, UCIONIb3yEeMbIH JUIs IPOBEICHHS IEPCOHATN3UPOBAHHOTO HAYYHOTO UCCIIEI0BAHMUS;

«Obcnedyemblii» — 3TO YENOBEK, Yel OoMaTepHall peI0CTaBIIeH U IOy YeHHsT HH(opMaIy 00 HHIMBUIYTBHBIX 0COOEHHOCTSIX
€ro HacJIe[CTBeHHOH nH(opMaImy.

4. CymecTBYIOT pa3HbIe THITHI TCHETHIECKUX BapUAHTOB. TEXHOJOTHS CEKBEHNPOBAHUS HOBOTO MOKOJIEHHS IpelHa3HaYeHa B IIEPBYIO
ouepelb VIS TIOMCKa OJXHOHYKJICOTHIHBIX BapHaHTOB, KOPOTKHX Jenenui (motepsb ydactkoB JJHK) u nHCcepuii (BCcTaBOK y4acTKOB
JIHK). HexoTopsle THITBI BapHaHTOB HOAIAIOTCS BBISIBICHUIO PH CEKBEHHPOBAHHUH IUIOXO, B TOM YHCJIE CTPYKTYPHBIC M3MEHEHHS
XPOMOCOM (HHBEPCHH, TPAHCIOKAIIUH, KPYITHbIC HHCEPIUH U JICTICIUH ), H3MEHEHHE YKCIIa XPOMOCOM (TIOJTHILIOU THS, aHESYTUIOUIHS),
NPOTSDKCHHBIE YYaCTKH TPHUILUICTHBIX M JPYTHX HYKICOTHIHBIX ITOBTOPOB, BAPHAHTHI B '€HAX C HAINYHEM B F€HOME OJIM3KOTo IO
MOCJIeJOBATEJIFHOCTH TICEBIOTeHA MK Iapajiora, BapuaHTel B GC-00raThIX ydacTkax.

5. B xozxe uccnenoBaHust MOTYT OBITH COOOIIEHBI BapHaHTHI, BO3MOXKHO HMMEIOIINE OTHOLICHHE K (PEHOTHUITy (T.e. K KIMHHYECKOU
KapTUHE 3a00J1eBaHUs), CO CIELYIONEH KIMHUYECKOI 3HAUUMOCTBIO:

«IlaToreHHBIN BapHaHT» — U3MEHEHHE C JOCTATOYHON JIOKa3aTeIbHOH 6a30i I TOro, YTOOB! pacCMaTPHBATh €ro Kak BEPOSTHYIO
NPUYMHY HPOSBICHUS (PEHOTHUIIA, COOTBETCTBYIOIIET0 3a00JI€BaHNUIO;

«BeposiTHO NaTOreHHBIi BAPHAHT» — paHee He ONMCAaHHOE H3MEHEHHe (JIM00 ONHMCaHHOE OTHOKPATHO), IIPUBOJISIIEE K IIPOSBICHUIO
(eHOTHUIIA, COOTBETCTBYIOLIETO 3a00JICBaHUIO, C BEICOKOH J10JI€H BEpOSTHOCTH;

«BapuaHT HeomnpeJeJIeHHOH KIMHHMYeCKOH 3HAYMMOCTH» — paHee HE ONHCAHHOE W3MEHEHHE, OTHOCHTEIBHO KOTOporo 0Oe3
JOTIOJTHUTEIbHBIX HCCIIEIOBAaHNI HEBO3MOXKHO CKa3aTh, MOXKET JIM OHO BBI3BIBATh COOTBETCTBYIOIEE 3a00I€BaHUE MITH HET;
«I10604HO BbIsIBJIEHHbIE BADHAHTBD), WIH «BTOPUYHbIE HAXOAKH)», — MATOTCHHBIE WIIH BEPOSTHO NMATOTCHHBIE T€HETHIECKHE
BapHaHThl, acCOLMHPOBAHHBIE C 3a00/1eBaHHEM, OTJIHYHBIM OT HANPABHUTEJ]bLHOr0 AMATHO3a, B I'CHAX, BXOJIIMX B CIHCOK
BTOPMYHBIX HAXOJOK B COOTBETCTBUM ¢ pexoMeHmaumusmu ACMG” (American College of Medical Genetics and Genomics —
AMepuKaHCKas KOIUIETHS MENWIMHCKOM TeHETUK M TEHOMHKHM). OJTH TEHBI  CBS3aHBI C OINPENETECHHBIMH TE€HETHIECKUMU
3a00JIeBaHUSAMHE, HY)XIAIOIUMUCA B MEIHUIIMHCKOM KOHTpoie. OT momydeHuss nH(OpMAanuu O BTOPUYHBIX HAaXOJKaX MOXKHO
OTKa3aThCA.

6. B xoJe MOIHO3K30MHOTO CeKBEHHPOBAHMUS MOTYT OBITh BBISIBIICHBI IIATOT€HHBIC U BEPOSITHO NATOTCHHBIE BAPHAHTHI, HE CBSI3aHHBIC C
HCXOIHOHM LEeNbI0 TECTHPOBAHHUSA M He BKIIOYeHHBIE B pekoMeHmammun ACMG, KoTopsle IpU 3TOM MOTYT OKa3aTh BIMSHHE HA
3/10poBbe 00CIEenyeMoro («CiIydaifHble HaxXOAKW»). 3a0o0JieBaHHs, ACCONMHMPOBAHHbIE CO CJHYYAHHBIMH HAXOAKAMH, UMEIOT
pa3HBI BO3pAacT MaHU(ECTalMH U MOTYT OBITH COOOIIEHBI JHI[AM, JOCTUTIINM COBEpPIICHHOJIETHETO0 BO3PAcTa, 10 WX >KEIAHUI0
(BKIIOYAs HEWpOAeTeHepaTHBHBIE, HEPBHO-MBILICYHBIC 3a00JIEBaHNUS C MTO3IHEH MaHUpecTaIHeH).

7. Kinmandeckas wHpOpPMAmust O COCTOSHHH 3J0pOBBbS 00OCIEILyeMOro sBISieTCs HEoOXOAMMOH ISl WHTEpPIpeTanuH JaHHBIX
CeKBEHMpOBaHUA. MHopmamus momKHa OBITH TPEACTAaBICHa B BHAE PE3yNbTaTOB HCCIEAOBAHHH (J1a0OPAaTOPHBIX H
JUAaTHOCTUYECKHX), a TaKXKe 3aKIMOYeHHWH Bpadedl W/WMiM BBINHCOK W3 HCTOpuH Oone3HH. [Io BO3MOMKHOCTH MOJKHBI OBITH
MPEIOCTABIICHbI JaHHBIE O CEMEITHOM aHaMHe3e U 3a00JIeBaHUsX Y IPYTHX WICHOB CEMBH.

8. Ilpum Hammuuy B aHAMHe3€ NEpeTHBaHMs KPOBH/AJUIOTEHHONW TPAHCIIAHTAI[MH KOCTHOTO MO3Ta BO3MOXHO IOJyYeHHE HETOYHOTO
pesynpTraTa. B TakoMm ciydae HEOOXOOMMO 3apaHee COOOLINTH JIeHalmleMy Bpady M JlabopaTopud O (QakTe IeperBaHuUs
KPOBH/AJUIOTEHHOH TPaHCIIAHTAI[MM KOCTHOTO MO3Ta IS MPHHATHS PEUICHHsS O IIEIeCO0OPa3HOCTH MPOBEACHUS TECTUPOBAHUS H
BBIOOpE BU/Ia OHOMaTepHana Uil TECTUPOBAHUS.

9. 3akmoveHWe TO pe3yibTaTaM IPOBEAEHHOTO IEPCOHANTU3NPOBAHHOTO HAYYHOTO WCCIICOBAaHMS COCTABISIETCSI HAa OCHOBE
COBPEMEHHBIX 3HAaHMH B 00JIaCTHM MEIHUIMHCKOI T'eHeTHKH W MEJULMHCKOI Hayku B menoM. Clienyer OTMETHTb, YTO BO3MOXKHO
CYLIECTBOBAHUE AOMNOJIHUTEIIbHBIX, ITOKA emé HE U3YYCHHBIX, (baKTOpOB, BJIMAIOLINX HA POABJIICHHUE TOI'O UJIK HHOT'O 3a00JIeBaHuUs.

10 ﬂ.]'lﬂ UHTEPIIPETAIUU TIOJYUYCHHBIX PE3YJIbTATOB HCCICAOBAHHSA HACTOATEILHO PEKOMEHAOBAHA KOHCYJbTAallUs Bpada-r€HETHUKA.
Tonbko 3aknroueHUe Bpaya-reHe€TuKa o KIMHUYECKOH 3HAYMMOCTH BBISIBIEHHBIX BAapUAHTOB MOJXET CIIy>XUTb OCHOBaHUEM JUIA
NPUHATHS KIMHAYECKN 3HAYUMBIX PELIeHHI I 00CIIeIyeMoro.

11. Bce nwuHBIE MAaHHBIE, Kacalolmuecs OOCIeIyeMOr0 M €ro 3aKOHHBIX IIPEACTAaBUTENICH, Tak Jke, KaKk M Pe3yJbTaThl
MEePCOHANM3UPOBAHHOTO HaydHOTo Hccienosanus, nmposoaumoro OO0 «III'PM «'EHETHUKO», ctporo xoH(pHAEHIHATLHBI U HE
MOTYT OBITh TEepefaHbl JPYTHM JIMI[AaM HWHade, KaK C COTIacHsl 00CIIeIyeMOro MM €To 3aKOHHBIX mpexacTaBurenei. Coriacue 1mo
OTHOMY WJIM BCEM HI/I)Kel'IpHBe)IéHHbIM IIYHKTaM MOXET OBITH OTO3BAaHO B H}OGOC BpEMs 0e3 00BsICHEHUSs JONOJTHUTEIbHBIX TPUYUH.




Ha ocHoBaHuu BbIIICHU3JI0KCHHOI'0,
Bblpa.)f(’alo Cc80¢€ coznacue Ha npoeec)enue 2EHEMUYECKO20 UCCIe006AHUA
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I:' MoeMy peOEHKY
, laTa POXKICHUSA

(damuHst, UMsI, OTIECTBO)

a makyice co2nacen(Ha) Ha mo, Ymo:

O06paser; 6uomarepuana u BeiaencHHas u3 Hero JJHK, noiydeHHbIC B 1eISX TPOBEICHUS
MePCOHATM3UPOBAHHOTO HAYYHOTO HccienoBanus, o yemorperuto OO0 «III'PM «I'EHETUKO» moryT ObITh

COXPaHEHBI U UCTIOJIb30BaHbI A KOHTpoJs (Banuaammu) u apyrux neneit OO0 «LI'PM «'EHETUKO» u ero

Ia HeT [IaPTHEPCKUX OpFaHHSaHI/Iﬁ, B 4aCTHOCTH, 0e3 pasrjialicHus MOUX MCPCOHAIBHBIX JaHHBIX, 6I/IOMaTepI/IELH n ﬂHK
MOTYT OBITh MCIIOJB30BAHbI JUISL TPOBEACHUS AOTIOJIHUTEIBHOTO TEHETUICCKOTO TECTUPOBAHUS, a TAKXKE IJIA
CTaTUCTUYCCKUX, MOIMYJIAIMMOHHBIX M HAYYHBIX HCCIICIOBAHMM.

[Tpy HEOOXOMMOCTH PE3yIBTATHI HCCIEIOBAHMHA MOTYT OBITh HCIIOJIB30BAHBI B MEANKO-TCHETHIECKOM
na Her [KOHCYIBTHPOBAHHH MIIM TCHETHYCCKOM 00CICIOBAHMHU APYTUX WICHOB MOEH CEMBH.

[Tpy HEOOXOAMMOCTH PE3yIbTATHI HCCIEIOBAHMHA MOTYT OBITh 3aIIPOIICHBI MOUM JIEYAIINM BPAadOM H BBIIAHbI
na Her EMY JUIA NPOBEIEHHS MOETO JalbHEHIIEro HabMOAEH s U 00CIeI0BAHHS.

HpI/I HeO6XOZ[I/IMOCTI/I PE3YIbTAThI HCCIIeIOBaHUM MOTYyT OBITh 3alpoeHbl MOUMH POACTBECHHUKAMU, B T.4.

Ia HET
(PUO, creneHp poicTBa)
B cirygae meobxoaumoctu coTpyaHuk mwiu moapsgank OO0 «UI'PM «I'EHETUKO» moxeT cBsi3aTbest CO MHOH,
na Her ACTIOJNB3ys MOIO KOHTAKTHYIO HH(OPMAIIHIO.
B cirydae oOHapyKeHUsT BTOPHYHON HaXOIKH (TATOT€HHOTO/BEPOSATHO MIATOTCHHOTO BapHAHTa B T€HE U3 CIIHCKa
na ger ACMG**) 1 corsiacen(Ha) noJly4uTh I0JHYI0 HHGOPMALIHIO 0 TAKOM pe3yJibTaTe.

Ilone 3anonnsemcsa mobvKo 6 ciyudae nPoGeOeHUss MeCMUpOSAHUs COBEPULIEHHOIEMHEMY 00c1edyemomy:

B ciy4ae oOHapyKeHUs ciaydaiiHO# HaxoAKH (MaTOreHHOT0/BEpPOsTHO ATOTCHHOTO BAPHAHTA B I'eHE, HE
na pmer BxojsmeM B ciucok ACMG**) s1 corsacen(Ha) moJIy4uTh MOJIHYI0 HHPOPMALUIO 0 TAKOM pe3yJibTaTe.

Vlabopamopust ne capanmupyem coobwenue 8cex Ciyuatinblx Haxo0oK.

* 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, CACNAL1S, 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

S1 npoundopmupoBat(a), 4YT0 HPOBOJMMOE MEPCOHATU3NPOBAHHOE HAyYHOE HCCIIEOBaHME MMEET CBOM OTPAaHMYEHHS M HE Bceraa naér
BO3MOXXHOCTbH BBISIBUTBH BCE PHCYTCTBYIOIINE T€HETHYECKIE BAPHAHTHI.

IMoamuceiBast JaHHYIO GopMy, 51 TOATBEPIKIAO, YTO AA0 CBOE corlacue J0OPOBOJIBHO, 00Jaaas JOCTaTOYHON HH(pOpMaIHeii, a TakkKe 4To y
MeHs1 OblJIa BO3MOXKHOCTB 33/1aTh BCE BOIIPOCHI, KOTOPBIE MOTJIM Y MEHSI BOSHUKHYTh, B OTHOIICHHUH TIPEJCTOSIIErO MePCOHATN3HPOBAHHOTO
Hay4YHOTO MCCIIEIOBaHUSL.

51 noaTBepIK/Iat0, UTO Mepe]t MPOBEACHHEM T'eHETHYECKOT0 TECTHPOBAHHUS MHE ObUIa MPEIoKEeHa KOHCYIIBTAIS Bpaya-TeHeTHKA.

S naro OO0 «LUI'PM «I'EHETHKO» cornacue Ha 00paboTKy B LIEJISIX OKa3aHHs MHE YCIYI'H MOUX IEPCOHAIBHBIX JaHHBIX, BKIIOYAIOIINX
(aMmMio, UM, OTYECTBO, TI0JI, IATy U MECTO POXKACHHMS, JaHHBIE JOKYMEHTA, YAOCTOBEPSIOLIEro JIMYHOCTh, KOHTAKTHBIN TenedoH, aapec
JNIEKTPOHHOW TOYTHl M IPOYME JaHHbIE, HEOOXOOUMBIE Ul OKa3aHUs YCIYTH, C NPaBOM OCYLIECTBISATh C TaKUMH IaHHBIMH cOOp,
CHCTEMaTH3allMio, HAKOIUIGHHE, XpaHEeHWe, IepeAady TPEeTbUM JMIaM, OOHOBIICHHE, W3MEHEHHe, O00e3IMYnBaHue, OJOKMpOBaHUE,
YHUYTOKEHHE W HHOE HCMONb30BaHue. JlaHHOe corjacue AeiCTByeT OeCCpOYHO M MOXKET OBITh OTO3BAHO B JIFOOOH MOMEHT MyTeM
HanpasneHus B agpec OO0 «II'PM «'EHETUKO» cooTBEeTCTBYIOIIETO 3asBICHUSI.
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