[Ipunoxenue 6
HHO®OPMAIMS JIJISI MPUHATHAA PENIEHUI B CBSI3U C MTPOBEIEHUEM IIOJIHOT'EHOMHOTI'O
CEKBEHUPOBAHUSA

[pesxne, yem Bpl pemnTe NPpoBecTH NePCOHATU3ZMPOBAHHOe HayyHoe ucciaenoBaHue B AO «IlenTp I'eneTuxu u PenpoaykTuBHoii
Meauuunbl «CEHETHUKO», noxajyiicra, BHUMATeJbHO POYTHTE COAeP:KAHUE CJIEAYIOIIUX IIYHKTOB:

1.

10.

11.

IHo/1HOreHOMHOE CeKBEHMPOBAHMe - 3TO aHAIN3 KOIUPYIOUIMX M HeKkoaupyrooumx mnociaenosarensHoctelt JJHK. I'eHom uenoBeka
COCTONT W3 Oojiee 4eM TpeX MIUIHapIOoB HYKJICOTHHOB. [IpM CEKBEHHpOBaHMM T€HOMa MOXKHO MONYYHTh HH(pOpMAmHUio 00
n3meHeHusix JIHK — renerndecknx BapuaHTax. [ eHETHUECKHE BAPUAHTBI MOTYT ObITh H3BECTHBIMH (OMMCAHHBIMHU B JIUTEPAType WX
CHeIMaTN3NPOBaHHBIX 0a3ax JAaHHBIX) WM He ONHCaHHBIMHA paHee. OnpereneHne KIMHIYECKOTo 3HaYeHHs IPEeK/Ie He ONMCAHHbIX B
JIUTEpaType BAPHAHTOB MOXKET OBITH 3aTPYAHUTEIIHHBIM.

ITonrHOreHOMHOe CceKBeHMPOBAaHMe TIPEICTAaBIAEeT COOOH IEePCOHANU3MPOBAHHOE HAyYHOE HCCIEJOBAaHUE U HE SBISIETCA
3aperucTpUPOBAHHBIM JUATHOCTUYECKUM TECTOM.

ITonHOreHOMHOe ceKBEHHMPOBAHHWe 3aKIIOYaeTcss B MNpouTeHuu nocienoBarenbHocTH JHK, BbimeneHHoit u3 OuomaTepuana
obcnexyeMoro, U JanbpHeimei 00padoTKe MOTyYeHHBIX JaHHBIX.

«Buomamepuany — 310 006pazern; OGHOIOTHYECKOT0 MaTepHana, UCIIOJIb3YEeMBIi Ul MPOBEICHNUS TIePCOHATN3UPOBAHHOTO HAYYHOTO
HCCIIeIOBAHMUS;

«Obcnedyempiily — 3TO YEIOBEK, Yeil OMoMaTeprai MpeIoCTaBlIeH I MOTydeHUs] HHPOPMAIK 00 HHANBUAYAIbHBIX 0COOCHHOCTSIX
€ro HacJIeICTBEHHON HH()OpPMAIIH.

CyIIecTBYIOT pa3Hble TUIBI T€HETHYECKHX BapHAHTOB. TEXHONIOTHS CEKBEHHPOBAHHS HOBOTO MOKOJEHUS NpeHa3HaueHa B MEPBYIO
ouepe/b s IOUCKAa OJHOHYKJICOTHIHBIX BAPUAHTOB, KOPOTKUX Jenenuil (moreps ydactkos JJHK) n nHceprmit (BcTaBOK y4acTKOB
JHK). Hexotopble TuUMbl BapHaHTOB MOAJAIOTCS BBIIBICHHIO IPH CEKBEHHPOBAHHHU IIIOXO, B TOM YHCIE CTPYKTYPHBIE U3MEHEHHS
XPOMOCOM (MHBEPCHH, TPAHCIOKALNH, KPYITHBIE HHCEPLMH H JEeLH), H3MCHEHHE YHCITa XPOMOCOM (MOTMILION/HS, aHEYITIOU/IHS),
MIPOTSDKEHHBIE YYACTKH TPUILIETHBIX M JPYTHX HYKJICOTHAHBIX MOBTOPOB, BAPHAHTHI B T€HAX C HAJIMYHMEM B I€HOME OJIH3KOTO IO
MOCJIEeZI0BAaTEIHbHOCTH IICEBIOTEHA MITH Mapaiora, BapuanTel B GC-00raTeix ydacTKax.

B xoze nccnenoBaHus MOTYT OBITH COOOIIEHBI BApHAHTHI, BO3MOXHO IMEIOIINE OTHOLIEHHE K (peHOTHUITy (T.€. K KIIMHUYECKOH KapTHHE
3a00JIeBaHMsA), CO CIEAYIOMICH KIMHUIECKOW 3HAYNMOCTBIO:

«IlaToreHHbIil BAPUAHT» — H3MEHEHHUE C TOCTATOYHOU JOKA3aTeIbHOM 0a30i IS TOTO, YTOOBI pacCMaTpPHBaTh €ro Kak BEPOSTHYIO
MIPUYUHY NPOSIBICHUS (PEHOTHUIIA, COOTBETCTBYIOIIETO 3a00JI€BaHNUIO;

«BeposiTHO NaTOreHHbIi BApHAHT» — PaHee He OINMCAHHOE H3MEHEeHHe (JIN0O0 OMMCaHHOE OAHOKPATHO), IPUBOASAIIEE K IPOSBICHUIO
(heHOTHIIA, COOTBETCTBYIOIIETO 3a00I€BAHUIO C BEICOKOH 10JI€i BEPOSTHOCTH,

«BapuaHT HeompesieleHHOH KJIMHMYeCKOH 3HAYMMOCTH» — paHee HE ONHMCAHHOE W3MEHEHHE, OTHOCHUTENBHO KOTOporo 0e3
JOTIOJTHUTEbHBIX HCCIIEJOBAHNI HEBO3MOXKHO CKa3aTh, MOXKET JIM OHO BBI3BIBATh COOTBETCTBYIOILIEE 3a00I€BaHNUE HIIH HET;
«I1o60uHO BBHISIBJIEHHbIE BApPHAHTHI», WIH «BTOPHYHBbIE HAXOJKHW», — NAaTOT€HHBIC WIM BEPOSTHO IAaTOTCHHBIC I'€HETHUYECKUE
BapUaHTbl, aCCOLMHPOBAHHBIE C 3a00eBaHHEM, OTIMYHBIM OT HANPABUTEJLHOI0 JMATHO3a, B I'€HAaX, BXOIAIINX B CIIUCOK
BTOPHYHBIX HAXOJAOK B COOTBETCTBUH ¢ pekomenmamusmu ACMG™ (American College of Medical Genetics and Genomics —
AMepUKaHCKas KOJIIETHS MEIUIMHCKON F'eHETHKH M TCHOMHKH). DTH TeHBl . CBS3aHBl C ONPEACTCHHBIME TEHETHYECKUMHU
3a00JIeBaHMSAMY, HYXXIAIOIMIUMHUCS B MEIHMIIMHCKOM KoHTposie. OT monydeHWs MHGOPMAnUH O BTOPHUYHBIX HAaXOAKaX MOXKHO
OTKa3aThCH.

B X0/1e MOJTHOreHOMHOT0 CEKBEHHPOBAHHS MOTYT OBITh BBISBJICHBI TATOTCHHBIE U BEPOSITHO MATOT€HHBIC BAPHAHTHI, HE CBA3aHHBIE C
HCXOIHOH eJIbI0 TECTHPOBAHMS M He BKIIIOUeHHBIE B pekoMeHaaruu ACMG, koTopble IpH TOM MOTYT OKa3aTh BIIMSHUE Ha 3J10POBbE
o0cnenyeMoro («ciyyaiiHble HaX0AKN»). 3a601eBaHNsI, aCCOIMHPOBAHHbIE €O CYYaiiHBIMI HAXOAKAMH, HMEIOT Pa3HBIil Bo3pacT
MaHU(ECTallMud ¥ MOTYT OBITH COOOLIEHBI JIMIAM, IOCTHUTIIMM COBEPIICHHOJICTHEr0 BO3PAcTa, 110 MX JKEIaHHWIO (BKIIIOYAs
HelpoJlereHepaTHBHbIE, HEPBHO-MBIIIEYHbIE 3a00JIeBaHMs C O3HeH MaHudecTanuei).

Knuandeckas wuHQOpMAIMs O COCTOSIHUM 3J0pPOBbs OOCIEAYyeMOro SBISIETCS HEOOXOOUMOHM JUIi WHTEpPIpEeTaldH JTaHHBIX
cexBeHupoBaHus. VHdopmarms gomkHa OBITH HpeNCTaBieHa B BHIE pe3yNIbTaTOB HCClenoBaHHMN  (JTabOpaTOpHBIX U
JMArHOCTHYECKHX), a TAKKe 3aKIFOYCHHI Bpadeil W/WMIM BBITUCOK M3 WCTOpHU Oone3HH. [10 BO3MOXHOCTH JOJDKHBI OBITH
MIPEIOCTaBIICHbI JaHHbIE O CEMEHHOM aHaMHe3e ¥ 3a00JIeBaHUsIX Y JPYTHX YICHOB CEMBH.

[lpn Hanuuuu B aHaMHe3e IepeMBaHUS KPOBH/AJUIOTEHHOH TpPaHCIUIAHTAIMM KOCTHOTO MO3ra BO3MOXKHO ITOJIyYeHHE HETOYHOTO
pe3ynpTaTta. B TakoM ciyyae HEOOXOAMMO 3apaHee COOOLIMTH JieyamieMy Bpady H JlabopaTopuu O (akTe IepeBaHus
KPOBH/aJUIOTEHHO} TpaHCIUIAaHTallMK KOCTHOTO MO3ra JUlsl IPHHATHS PEIICHUs O IeNecOoO0O0pPa3HOCTH IPOBENCHUS] TECTUPOBAHUS U
BBIOOpE Busia OoMaTepuaia s TECTUPOBAHMUS.

3aKiII04YeHHe 110 pe3yNbTaTaM IPOBEIEHHOTO MEePCOHATN3UPOBAHHOTO HAYYHOTO MCCIICOBAHMS COCTABISETCSI HA OCHOBE JIOCTYITHBIX
COBPEMEHHBIX 3HAaHUI B 00JACTH MEIUIMHCKON I'CHETMKH M MEIUIMHCKON Hayku B nesoM. Ciemyer OTMETHTh, YTO BO3MOXKHO
CYIIECTBOBAHHUE JIOTIOJTHUTEIBHBIX, TOKA eII€ He N3y4YEeHHBIX, ()aKTOPOB, BIHSIOIINX Ha MPOSIBJICHHE TOTO MIIM HHOTO 3a00JIeBaHus.
Jnst MHTepHpeTanyy TOJMyYeHHBIX Pe3yJIbTaTOB HCCIIENOBAaHUSI HACTOSTENBHO DPEKOMEHIOBaHAa KOHCYJIbTAllMs Bpaya-TeHEeTHKa.
Tonbko 3aKirOYCHUE Bpadya-reHeTukKa o KIMHHYECKOH 3HAYMMOCTH BBISBIIEHHBIX BAPUAHTOB MOXET CIIYXXUTb OCHOBAaHHUEM [UIA
OPUHATHS KIMHUYECKH 3HAYUMBIX PeIIeHHH U1sl 00ceyeMoro.

Bce nuuHble [aHHBIE, Kacamoluecs OOCIEAyeMOro W €ro 3akOHHBIX IPEACTaBHTENIel, Tak JKe, Kak M pPe3yJbTaTsl
HEePCOHATM3UPOBAHHOTO HAay4YHOro uccienoBanus, nposoaumoro AO «LII'PM «'EHETUKOp, cTporo koH}uAEHIIATEHBI H HE MOTYT
OBITh MepeaHbl IPYTHM JIMLAM HHa4e, KaK ¢ coryacus 00Clie[yeMoro il ero 3aKkOHHbIX npenacraButeneii. Coracue mo oJHOMY WIIH
BCEM HIDKETIPUBEIEHHBIM ITyHKTaM MOXET OBITH OTO3BAHO B JIF000E BpeMst 6€3 0OBSICHEHNS JOTIOIHUTENBHBIX IPUIHH.




Ha ocHoBaHuM BbIIIC€HU310KEHHOI'0,
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|:| MoeMy peOEHKY
, 1aTa POXKICHUSL

(Damunus, ©Ms, OTIECTBO)

a makice co2nacen(Ha) Ha mo, Ymo:

O6pasen; 6momarepuaina u BeiaeneHnas u3 Hero JJHK, noxydeHHbIe B HeIsIX IPOBEICHHS
MEPCOHATM3UPOBAHHOTO HAYYHOTO HcclienoBanus, o yemorpenuto AO «LII'PM «TEHETHUKO» moryT ObITh

COXPaHEHBI U UCIIOJIB30BaHbI A1 KOHTpois (Banuaanuu) u apyrux neneit AO «L{I'PM «I'EHETHUKO» u ero
1a Her [MapPTHEPCKHMX OpTraHHM3allMii, B YACTHOCTH, 0€3 pasrilallieHns] MOMX MepCOHaIbHBIX JaHHBIX, Onomatepuan u JJTHK

MOT'YT OBITH MCIIOJIL30BAHBI JUJTA TIPOBEACHUA NJOMMOJTHUTCIIBHOTO TCHETUYECKOI0 TCCTUPOBAHMS, 4 TAKXKE JJId
CTAaTUCTUUYCCKUX, MOMYJIAIMOHHBIX U HAYYHBIX HUCCJICIOBaHUM.

HpI/I HeO6XO[[I/IMOCTI/I PE3YIbTAThI HCCIIeIOBaHUM MOTYyT OBITh MCIIOJIb30BaHEI B MCAUKO-TCHCTUYCCKOM

na HET KOHCYJIbTUPOBAHNU I T€CHETUICCKOM O6CJIC,HOB3HI/II/I APYTUX YICHOB MOEH CEMBH.

[Tpy HEOOXOAMMOCTH PE3YJIBTATHI HCCIECAOBAHUI MOTYT OBITh 3aIIPOIIECHBI MOMM JIEYAI[M BPa4OM U BBITaHBI

na HeT CMY IJId IIPOBEACHUA MOCTO JaJIbHEHUIIero HaGJ’IIO)JeHI/Iﬂ n 06CJ'I€L[OBaHI/I$I.

ITpy HEOOXOAMMOCTH PE3YJIBTATHI HCCICAOBAHNI MOTYT OBITh 3aIIPOIIEHB MOUMH POJCTBEHHUKAMH, B T.4.

aa HET

(PUO, creneHp pocTBa)

B cryuae HeoOxoammoctr cotpyaauk win moapsaank AO «LII'PM «TEHETUKO» mMoxeT cBsS3aThCS CO MHOH,

na per [ACIONB3YS MOIO KOHTAKTHYIO HH(OPMALHMIO.

B cityuae oOHapyKeHUST BTOPUYHON HAXOIKH (MATOr€HHOT0/BEPOSATHO MATOTCHHOTO BaApHAHTA B [CHE U3 CIIHCKA
IACMG™**) 51 corstaceH(Ha) MOJYYUTDH MOJHYI0 HH(OPMAIMIO 0 TAKOM pe3yJbTaTe.

aa HET

Ilone 3anonnsaemcs moJibKo 6 cayuae npoeebeuu}l mecmupoeanusn coeepuieHnol1emHuemy oﬁcﬂeOyemomy:

B ciryuae oOHapyskeHNs CIy4aitHOM HaXOIKH (ITaTOr€HHOT0/BEPOSITHO NATOTEHHOTO BAPHAHTA B I'CHE, HE
na ger [BXomsmieM B ciicok ACMG**) s1 corsacen(Ha) moJIy4uTh MOJIHYI0 HHPOPMAILUIO 0 TAKOM pe3yJibTaTe.

Vlabopamopus ne capanmupyem coodujeHue 6cex Cy4auHblx HaxX000K.

* 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, ACTCL, APC, APOB, ATP7B, BMPR1A, BRCAL, 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, PRKAGZ2, PTEN, RB1,
RET, RYR1, RYR2, SCN5A, SDHAF2, SDHB, SDHC, SDHD, SMAD3, SMAD4, STK11, TGFBR1, TGFBR2, TMEM43, TNNI3, TNNT2, TP53, TPM1,
TSC1, TSC2, VHL, WT1

51 mpomHpOpMHUpOBaH(a), YTO MPOBOAMMOE IEPCOHATU3UPOBAHHOE HAYYHOE HCCIECJOBAaHHE MMEET CBOM OTPAaHMYCHUS M HE Bceraa HaéT
BO3MOXKHOCTH BBISIBUTH BCE IPUCYTCTBYIOIIE T€HETHIECKIE BAPUAHTHL.

[NonnuceBas nanHy™0 HOpMY, 5 TOATBEPKIA0, UTO A0 CBOE COTache JOOPOBOIBHO, 00JIa1asi TOCTATOYHOM HHPOpMAIIHEH, a TakKe YTO Y MEHS
OBLTa BO3MOYKHOCTE 33/1aTh BCE BOTIPOCHI, KOTOPHIE MOTJIH y MEHS BOSHUKHYTh, B OTHOIIECHUH MPEICTOSIIETO IIEPCOHANN3UPOBAHHOTO HAYTHOTO
HCCIIeTOBAHUSL.

51 monTBepIKaaro, 9TO Mepe MPOBEICHIEM IeHETHUECKOTO TECTHPOBAHUS MHE ObITa IpeIoskeHa KOHCYIBTAIUs Bpada-TeHEeTHKA.

S mato AO «III'PM «'EHETUKO» cornacue Ha 0OpabOTKy B IENAX OKAa3aHWS MHE YCIYTH MOWX MEPCOHANBHBIX JaHHBIX, BKITIOYAFOLIHX
(baMuIMIo, UMsI, OTYECTBO, MOJ, ATy M MECTO POXKACHHMS, JaHHBIE TOKYMEHTA, yJOCTOBEPSIOIIEro JIMYHOCTh, KOHTAKTHBIN TenedoH, aapec
QJIEKTPOHHOW TIOYTHl W TPOYHE [aHHBIE, HEOOXOIOMMBIC Ui OKa3aHWS YCIYTH, C MPaBOM OCYIIECTBISATH C TaKUMH JaHHBIMH cOOp,
CHCTEeMAaTH3aINI0, HAKOIUIEHNE, XpaHeHHe, iepeiady TPETbUM JIMIaM, OOHOBJIEHHE, U3MEHEHHE, 00e3IMYNBaHNe, OJJOKUPOBAHNE, YHHUTOKEHIE
¥ MHOE HCIOJb30BaHue. JlaHHOe coracue AeHCTBYyeT OECCPOYHO W MOXKET OBITh OTO3BAaHO B JIFOOO MOMEHT ITyTeM HampaBiieHHs B agpec AO
«UI'PM «'EHETUKO» coOTBETCTBYIOIIETO 3asBICHUS.
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