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IToHOreHOMHOE CeKBEHHPOBAaHHUE - 3TO aHAINM3 KOAMPYIOIIMX U HeKoaupyrouux nociaenosarensHocteil JJHK. I'enom uenosexa
COCTOUT M3 OoJiee 4eM TpeX MHJUIMAPIOB HYKICOTHAOB. [IpM CEeKBEHHMpOBaHMM T€HOMa MOXKHO IIOJNyYHTh HH(pOpMaLuio 00
n3menennsix JJHK — reHernueckux Bapuanrax. ['eHeTH4YecKue BapuaHThl MOTYT OBITh H3BECTHBIMHU (ONMCAHHBIMH B JIUTEPATYPE HIIH
CHELUATN3UPOBaHHBIX 0a3aX JaHHbIX) WIIM HE ONMCAHHBIME paHee. OnpeeeHne KIMHNIECKOT0 3HAYCHUS PEXXE HE ONMCAHHBIX B
JIUTEpaType BAPHAHTOB MOXKET OBITh 3aTPyTHUTEIHHBIM.

ITonHOreHOMHOe CeKBeHHPOBaHMe TIIPEACTaBIsACT COOOH MNEPCOHATM3MPOBAHHOE HAYYHOE WCCICIOBAaHWE M HE SBISIETCS
3apEeruCTPUPOBAHHBIM ANATHOCTHIECKUM TECTOM.

IHosHOreHOMHOE CeKBEeHHPOBaHHE 3aKIIodacTcs B TpouTeHHMH mociepoBatensHocTH JIHK, BeImemeHHON 3 Omomarepmaina
o0crneryeMoro, u TanbHeiIei 00padoTke MOTyYeHHBIX JaHHBIX.

«Buomamepuany — 310 00paser; OHONIOTMYECKOTO MaTepHala, UCTIONb3YEMbIH ISl MPOBENICHUS TIEPCOHATN3UPOBAHHOTO HAYYHOTO
HCCIICIOBaHMUS;

«Obcnedyemplily — 3TO YEIOBEK, Ueii OnoMaTepual NpeJoCTaBiIeH ISl MOIy4eHUs HHGOPMAaL 00 UHIMBHAYAIbLHBIX 0COOCHHOCTSIX
€ro HaCJIEACTBEHHON MH(pOPMAIHH.

CyIecTBYIOT pa3Hble THUIIBI TCHETUYECKUX BapUAHTOB. TEXHOJIOTHS CEKBEHUPOBAHMU HOBOT'O MOKOJICHUS IIpeJHa3HAUCHA B IIEPBYIO
odepens A OUCKA OTHOHYKICOTHAHBIX BaAPHAHTOB, KOPOTKHUX Aenenwii (moteps yaactkos JJHK) u mHCcepumii (BCTaBOK y4acTKOB
JIHK). HexoTopble TUIBI BapHAHTOB IOJAAIOTCS BBISIBICHHIO TIPH CEKBEHHMPOBAHHUH ILUIOXO, B TOM YHCIIC CTPYKTYPHBIE H3MEHEHUS
XpOMOCOM (MHBEPCHH, TPAHCIOKAIIUHY, KPYITHbIE HHCEPIIUH U JACTEINH ), K3MEHEHHE YHCIIa XPOMOCOM (TIOJIUTIIIOU NS, aHSYTIIIOU U ),
MPOTSDKEHHBIE yJacTKU TPUIUIETHBIX M APYTHX HYKICOTHIHBIX IMOBTOPOB, BAPHAHTHI B F€HaX C HAIMYHUEM B T€HOME OJIM3KOTO IO
MIOCJIEI0BATENILHOCTH TICEBIOTCHA WM Napasiora, BapuaHTel B GC-00oraThIx y4acTKax.

B xone uccnenoBaHus MOTYT OBITH COOOLIEHBI BapUaHTHI, BO3MOXKHO MMEIOIIUE OTHOIIEHHE K (eHoTHy (T.e. K KIMHHYECKOM
KapTUHE 3200JIeBaHs1), CO ClIeAYIOLIeH KINHUYECKON 3HAYMMOCTBIO:

«IlaToreHHslii BADHAHT» — M3MEHEHHUE C IOCTATOYHOH OKa3aTeIbHON 0a30H1 1L TOT0, YTOOBI PACCMATPUBATh €TO KaK BEPOSTHYIO
MIPUYUHY TPOSIBICHNS (JEHOTHIIA, COOTBETCTBYIOIETO 3a00I€BAaHHIO;

«BeposiTHO MaTOreHHBII BAPHAHT» — paHee HE ONMCAaHHOE U3MEHEeHUE (JINOO0 OITUCaHHOE OJHOKPATHO), ITPUBOJISILEE K IIPOSIBICHHIO
(eHOTHIIA, COOTBETCTBYIOMIETO 3a00JIEBAHHIO C BHICOKOH JI0JIE€H BEPOSITHOCTH;

«BapnaHT HeompeeJeHHOH KJIMHUYECKOH 3HAYMMOCTH» — paHee HE ONHMCAaHHOE HM3MEHEHHE, OTHOCHUTEIBHO KOTOpOro 0Oe3
JIOTIOJTHUTEIBHBIX HCCIIeIOBAaHUI HEBO3MOYKHO CKa3aTh, MOXKET JIM OHO BBI3BIBATh COOTBETCTBYIOIIEE 3a00IeBaHUE UM HET;
«I10004YHO BBISIBJICHHbIC BAPMAHTBI», WIH «BTOPHYHbIE HAXOAKHW», — MAaTOTCHHbIC WM BEPOSTHO IATOTEHHBIC I€HETHYECKUE
BapuaHThl, aCCOLMHPOBAHHBIE C 3a00JIeBaHHEeM, OTIMYHBIM OT HANMPABUTEJIbHOr0 AMArHO3a, B I'CHaX, BXOIIIUX B CIHCOK
BTOPMYHBIX HAXOJOK B COOTBETCTBMHM ¢ pekomeHmanusmu ACMG™ (American College of Medical Genetics and Genomics —
AMepI/IKaHCKaﬂ KOJIJICTHUA Me}lHHHHCKOﬁ IT'CHCTUKHU H FeHOMI/IKI/I). Ot FCHI)I** CBsA3aHbl C OIPCACICHHBIMU TCHETHUYCCKUMU
3a00JIeBaHMSIMH, HY)KIAIOUIMMHUCA B MEAWIMHCKOM KOHTpoie. OT moiydeHus WHPOpPMAIMM O BTOPHYHBIX HAXOAKAX MOXKHO
OTKa3aThCsl.

B X0A€ MOJHOTCHOMHOI'O CCKBEHUPOBAHUA MOT'YT OBITH BBISIBJICHBI IATOTCHHBIE U BEPOATHO MAaTOTCHHBIC BAPUAHTLI, HC CBA3AaHHBIC C
HCXOJJHOM LIEJIbIO TECTUPOBAHNS U He BKJIIOYeHHbIE B pekoMeHnannn ACMG, KoTopble U 3TOM MOT'YT OKa3aTh BIMSHHE Ha 3[0POBbE
o0crneryeMoro («cirydaiiHble HaXOAKW»). 3a001eBaHNsI, ACCOLMUPOBAHHBIE €O CJAYYAlHBIMH HAXOAKAMHU, IMCIOT Pa3HbIH BO3pacT
MaHI/I(beCTaL[I/II/I n MOryT OBITh COO6IJ_[eHI)I JMoaM, JOCTUTHIMM COBCPHICHHOJICTHETO BO3pacTa, IO WX KCJIAHUIO (BKHIO‘IaH
Helpo/iereHepaTuBHbIC, HEPBHO-MBIIICUHbIE 3a00JI€BaHMs C [T03/1HEeH MaHuDecTaen).

Knuanueckass wHGbOpMALUs O COCTOSHHM 3/10pOBbS 00CIEAyeMOro sBIseTCs HEOOXOAMMOM Ui WHTEpIpEeTaldy JTaHHBIX
cexBeHupoBaHus. MHpopmanus 1omKkHa OBITH NpeACTaBICHA B BHAEC pE3YJIbTaTOB HCCIEIOBAHMK (Ja0OpAaTOPHBIX H
JMUATHOCTHYECKUX), & TaKXKe 3aKIOYCHUN Bpadeldl W/WIM BBIMUCOK W3 HCTOpUH Ooyie3HH. I10 BO3MOMKHOCTH JOJDKHBI OBITH
IIPEI0CTaBIICHbI JAHHBIE O CEMEHHOM aHaMHEe3€e U 3a00JIeBaHMAX Y APYTHUX WICHOB CEMBH.

[Tpn Hanu4uM B aHaMHe3€ MEpeIMBaHMS KPOBHW/AJUIOTEHHON TPaHCIUIAHTallMM KOCTHOTO MO3Ta BO3MOJKHO IOJIydeHHE HETOYHOTO
pesynbrata. B Takom ciydae HeoOXxoguMmMo 3apaHee COOOIIUTH JiedamieMy Bpauy U JjabopaTopun o (akTe IHepearBaHUs
KpOBH/aHHOFeHHOfI TpaHCIJIaHTallU KOCTHOI'O MO3ra JJid NPpUHATHA PEIICHUA O uenecoo6pa3H00TI/1 MpOBEACHUA TCCTUPOBAHUA U
BBIOOpE BHIa OMoMaTepuana AJsi TECTUPOBAHMA.

3axIIioYeHre 1o pe3yaIbTaTaM MPOBEAEHHOTO MEPCOHATM3UPOBAHHOTO HAYYHOTO UCCIIEIOBAHNS COCTABIISIETCS] HA OCHOBE JTOCTYITHBIX
COBPEMEHHBIX 3HAHUK B 00J1aCTH MC}IHHHHCKOﬁ TCHCTHUKH U Me}IPIL[PIHCKOﬁ HayKH B LECJIOM. CnezlyeT OTMECTUTH, YTO BO3MOXHO
CYIIECTBOBaHHUE JIONOJHUTENbHBIX, TI0Ka eI HE U3YYEHHBIX, ()aKTOPOB, BIUIONINX HA MPOSBICHHAE TOTO MM HHOTO 3a00JICBaHus.
Jlng uHTepnpeTanuu MOJIYyYEHHBIX PE3YyIbTaTOB HCCIEAOBAaHHUS HACTOATENBHO PEKOMEHNO0BaHA KOHCYIbTAllUsl Bpada-TeHETHKA.
Tonpko 3akmrodYeHHE Bpadya-réHCTUKa O KJIMHHUYECKOW 3HAYMMOCTH BBISBICHHBIX BApUAaHTOB MOXCT CIYXHUTb OCHOBAaHHUEM IJIA
MIPUHATHS KIMHIYECKN 3HAYMMBIX PEUICHUH IS 00CIeyeMoro.

Bce nuuHBle naHHBIE, Kacalomuyecs O00CIeoyeMOro M €ro 3aKOHHBIX MpeICTaBUTENEeH, Tak ke, KaKk W pe3yJbTaThl
MEPCOHANM3UPOBAHHOTO Hay4dHOTro HccaenoBanus, mpoBoaumMoro OO0 «III'PM «'EHETUKO», ctporo KoHpHUACHINATBHB U HE
MOTYT OBITh IIEpEaHbl IPYTUM JIMIAM MHa4e, KaK C COIVIaCHs OOCIeayeMOro WM €ro 3aKOHHBIX IpezctaButeneii. Cormacue mo
OJTHOMY WJIM BCEM HIKENPUBEIEHHBIM ITyHKTAM MOXET OBITh OTO3BAHO B J1I000€ BpeMs 0e3 00BSICHEHHS IOTIOTHUTENbHBIX IIPHYHH..
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Ha ocHoBaHuM BbIIIC€HU310KEHHOI'0,

Bblpa.)f(fam C80¢€ coznacue Ha npoeedenue 2CHEMUYECK020 UCCIe008AHUA
L] e

|:| MoeMy peOEHKY
, ZIaTa POKICHHS

(DamunHs, M, OTYECTBO)

a makoice co2aceH(Ha) Ha mo, Ymo:

O0bpazen; 6uomarepuana u BeiaeneHnas u3 Hero JJHK, noxydeHHbIe B HeIsIX IpOBEICHAS
MePCOHAIM3UPOBAHHOTO HAYYHOTO HccienoBanus, mo yemorpernto OO0 «UI'PM «'EHETUKO» moryT OBITH
COXpaHEeHB! ¥ UCTIONB30BaHbI A KOHTpos (Banunamuu) u apyrux neneit OO0 «LI'PM «'EHETHKO» u ero
na Her [MapPTHEPCKHUX OpraHHM3alMii, B YaCTHOCTH, O€3 pa3riallleHHus MOMX MEPCOHANIBHBIX JTaHHBIX, OnoMarepuan u JJHK
MOTYT OBITh CIIOJIb30BaHbI JJIs TPOBEACHMUS JOMOJIHUTEIBHOTO TEHETHYECKOTO TECTUPOBAHMS, & TAKIKE JJIS
CTaTUCTUYECKHX, TIONYJISIIIMOHHBIX U HAYYHBIX HCCIIEIOBAHHH.

[Tpu HEOOXOTUMOCTH PE3YIIBTATHI UCCICIOBAHUN MOTYT OBITh HCIIOJB30BAHBI B MEIUKO-TCHETHYCCKOM
1a per [KOHCYNBTHPOBaHMH MIIM FT€HETHYECKOM O0C/ICIOBAHNM IPYTUX YJIEHOB MOEH CEMBH.

[Tpu HEOOXOTUMOCTH PE3YIIBTATHI UCCIACIOBAHUN MOTYT OBITh 3AIPOLICHBI MOMM JICYAl[UM BPAYOM W BBIIAHBI
xa per [EMY JUIA IPOBENEHHS MOETO JaibHEHIIEro HabI0IEHUs U 00CTIeI0BaHMS.

[Tpu HEOOXOTUMOCTH PE3YIBTATHI UCCICTOBAHUN MOTYT OBITh 3aMPOIICHBI MOMMH POJICTBCHHUKAMH, B T.4U.
Ja HET

(®UO, cTenenb poJCcTBa)

B ciydae Heooxoaumoctu cotpyauuk win noapsaaauk OO0 «III'PM «'EHETUKO» mMoxer cBsI3aThCst CO MHOM,
1a per [ACIOJNB3YS MOIO KOHTAKTHYIO MH(OPMAIIHIO.

B ciydae oOHapyKeHUsT BTOPUYHON HAXOIKH (MTATOI€HHOI'0/BEPOSATHO MATOTCHHOI'0 BApHUAHTA B TCHE U3 CIIMCKA
1a wer ACMG**) 51 cornacen(Ha) oJIy4uTh NOJIHYI0 HH(POPMANHIO 0 TAKOM pe3yJibTaTe.

Ilone 3anonnaemca MoavKo 6 ciyuae NPo8edeHUss MeCMmUpPOSaHUs CO8EPUICHHOIENHEM) 00C1e0yemMomy:

B ciydae oOHapyKeHHUs ClIydaiiHON HaXxOIKH (TATOreHHOT0/BEPOSATHO MATOTCHHOTO BapHaHTa B ICHE, HE
na ger [BxojsaieM B ciucok ACMG**) 1 corsiaceH(Ha) MOJTYYHTh IMOJHYI0 HHPOPMAHIO 0 TAKOM pe3yJbTaTe.

Vlabopamopus ne capanmupyem coodujeHue ecex CiyyauHvlx Haxo00oK.

* 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, ACTCL1, APC, APOB, ATP7B, BMPR1A, BRCAL, 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

¢ S npounpopmupoBaH(a), YTO IMPOBOJMMOE NIEPCOHATM3NPOBAHHOE HAYYHOE MCCIICAOBAaHNE MMEET CBOM OTPaHWYEHHS U HE BCET/a
JTaéT BO3MOXHOCTh BBISIBUTH BCE NMPHUCYTCTBYIONIME T€HETHUECKUE BAPHAHTEI.

e [loanuceiBasg AaHHYIO (OpMY, S MOATBEPIKAAI0, YTO JAI0 CBOE corjlacue A0OpPOBONBHO, 00Jagas AOCTaTOUHOH mH(opManuei, a
TaKkXe 9TO Yy MEHs OblsIa BO3MOXKHOCTH 3aJ1aTh BCE BOIIPOCHI, KOTOPBIE MOTJIM y MEHSI BO3HHUKHYTh, B OTHOIICHHUHU IPEICTOAIIErO
MEPCOHATM3UPOBAHHOTO HAYYHOTO UCCIIEJOBaHHU.

e S moaTBepkaar0, 4TO Mepes] MPOBEACHUEM IeHETHYECKOr0 TECTUPOBAHM MHE ObljIa Mpe/I0)KeHa KOHCYJIbTAIUS Bpaya-TeHEeTHKA.

e S nato OO0 «III'PM «I'EHETHUKO» cornacue Ha 00pabOTKy B IENIAX OKa3aHHs MHE YCIyTH MOUX IEPCOHAIBHBIX JIAHHBIX,
BKITIOYAIONUX (PaMUINIO, UMS, OTYECTBO, IIOJI, ATy M MECTO POXKICHMSA, JaHHBIE TOKYMEHTa, YAOCTOBEPSIOIIEr0 JIMYHOCTE,
KOHTaKTHBIN TeneoH, afpec 3JICKTPOHHOM MOYTHI ¥ IPOYNe TaHHbIE, HEOOXOIUMBbIE JUIS OKa3aHUsl YCIIYTH, C IPAaBOM OCYIIECTBIATh
C TakUMH JaHHBIMH cOOp, CHCTEMAaTH3alWio, HaKOIUIEHWE, XpaHEHHe, Iepelady TpPeTbHUM JHIaM, OOHOBJICHHE, W3MCHEHHE,
o0e3munBanue, OJOKMPOBAHUE, YHHUITOKEHNE W MHOE HCIIOJIb30BaHue. JJaHHOe coriacue AeHCTBYyeT O€CCpodHO M MOXKET OBITh
0TO3BaHO B 000K MOMeHT mmyTeM HamnpasieHus B angpec OO0 «UT'PM «'EHETUKO» cooTBeTCTBYIOIIETO 3asSBICHUS.
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