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MHd)OpMMpOBaHHOe cornacve naumeHTa Ha nposegeHue ycnyru «lonHO9K30MHOe CeKBEHUPOBaHUE»

MoNHO3K30MHOE CEKBEHMPOBAHUE — 3TO ONpeaeieHNe HYKNeOTUAHON NOCAef0BaTeIbHOCTM 3K30Ma, T.€.
BCEX KOAMPYIOLLMX YYaCTKOB BeN0K-KOAMPYIOLLNX reHOB Yenoseka (okosio 20 000).

[eHom YenoBeKa cOCTOUT U3 bonee yem TpEeX MUNNTNAPL0B HYKNeoTn408B. DK30M cocTaBaAeT 0kono 1-2%
reHoma 4esoBeKa, HO OKono 85% Bcex BbI3bIBalOWMX HacnencCrtBeHHble 3aboneBaHNA reHeTUYeCcKux
BapnaHTOB HaxXxo4ATCA MMEHHO B KOAUPYHOLWKNX obnactax. Mpn cekBeHMPOBAHUN reHOMa, 3K30Ma NN
NaHe/IM reHoB MOXXHO NONy4YuUTb I/IHd)OpMaLI,MIO 06 M3MeHeHuAx OHK — reHeTnyeckunx BapunaHTax.
CnocobHocTb MeTOoda BblABUTbL Bbl3bIBalOLLI,V|l7| 3abonesaHue BapMaHT 3aBUCUT OT TUNa nameHeHma JHK v
OT TOro, B Kakom y4yactke [HK oH HaxoguTcA. [eHeTMYecKne BapuaHTbl MOryT 6bITb N3BECTHLIMMU
(OI'II/ICBHHbIMI/I B untepartype wuan cneunaindnpoBaHHbIX 6aszax LI,aHHbIX) nanm HensBeCTHbIMU (He
OMUCaHHbIMKN paHee). Onpep,eneHme KINHUYECKOTIO 3Ha4YeHUA npexae He OMUCaHHbIX B antepartype
BapnaHTOB MOXeT 6bITb 3aTpyaHUTENBbHbIM NN HeTOLIHbIM/HEAOCTOBeprIM.

MMONHO3K30MHOE  CeKBeHWpOBaHWe  (manee —  CEKBEHMpPOBaHWE)  npeacTasaseTr  coboit
nepcoHMOULMPOBAHHOE HayYyHOe UCCIeA0BaHNE, HEe ABAETCA 3apPerncTPUpPOBaAHHbBIM AMArHOCTUYECKUM
TECTOM U MEeLMULIMHCKOM YCAyroi.

CeKkBEHMPOBaHME 3aK/lo4yaeTca B onpeaesieHnn nocnegosatenbHoct [AHK, BblaeseHHoW u3
nccneayemoro 6uomaTtepuana, u, B Cly4ae 3aKasa MUCCNedoBaHUA C MHTepnpeTauuen, B AanbHenwweln
06paboTKe NoNYYEHHbIX AaHHbIX, C LLe/Iblo BbIAB/IEHWUA FEHETUYECKUX BAPNAHTOB. [eHETUYECKUI BapuaHT
— 3TO M3MEHEeHMe HyKneoTugHou nocnegosatenbHocTn [HK obcnegyemoro  OTHOCUTE/NIbHO
yCpeaHEHHOro YHUGMLMPOBAHHOTO (pedepeHCHOro) reHoma YenoBeKa.

CyLlecTBYIOT pa3Hble TUMbl FTeHETUYECKUX BapUaHTOB. TEXHO/IOMNA CEKBEHMPOBAHMA HOBOTO MOKO/EHUS
npeaHasHayeHa, B Nepsylo oyepeab, A1 MOUCKa OAHOHYKNEOTUAHbIX 3aMeH, KOPOTKMX Aeneunin (notepb
yuyactkos [IHK) 1 nHcepumii (BctaBok ydactkos [IHK). OaHako B onpeaeieHHbIX y4acTKax reHoMa B CBA3U
€ 0COH6EHHOCTAMM MEeToAa AEeTEKLMA TaKUX BaPUAHTOB MOXET BbITb 3aTpyAHEHA UK HEBO3MOXKHa. Kpome
TOro, BEPOATHOCTb OBHAPY)KEeHUA APYrUX BapUaHTOB MPU CEKBEHUPOBAHUM MOXET 6biTb HU3KOW, B
YaCTHOCTU, 3aTPYAHEHA AETEKLUMA KPYMNHbIX U3MEHEHUI CTPYKTYPbl XPOMOCOM (MHBEPCUU, TPAHC/IOKaLLUK,
KpYnNHble MHCEPLUUN U Aeneunn), U3MeHeHUn Yyncna Xpomocom (NoamMnaonams, aHeynaomama), a Takxe
OLIeHKa NPOTAXKEHHOCTM YYaCTKOB TPUMNNETHbIX 1 APYrMX HYKNEOTUAHbIX NOBTOPOB. [Na AeTeKUUU TaKmX
BapWaHTOB MOMeT bbiTb peKoMeHA0BaHO A006CcNeA0BaHUE C UCNONb30BaHUEM APYrUX MONEKYIAPHO-
reHeTUYeCcKMx MeToa0B.

Pe3ynbTaToM CEKBEHWPOBAHWUSA, COTMAaCHO POCCUUCKMM M MeXAYyHapoAHbIM pPeKoMeHAauMaM no
WMHTEpNpeTaumm AaHHbIX CEKBEHUPOBAHUS HOBOIO MOKONEHUS, CNYKMUT 3aK/OYEeHUe, COCTaBleHHOe No
onpeseneHHomy o6pasuy (wabnoHy). 3aknoueHUMe MOMKeT BKA4YaTb B cebs cneayiouime TUnb
KAMHUYECKU 3HAYMMbIX BAPUAHTOB:

e «[laToreHHbIN BapMUaHT» — U3MEHEHME HYKNEOTUAHOMN nocneposatenbHocTn AHK ¢ goctatouHoi
AOKaszaTtesibHOM 6a3on ana Toro, 4tobbl paccmaTpuBaTb €ro KakK BEPOATHYIO MNPUUMHY
HacneACTBEHHOrO 3a601eBaHUS;

e «BepoATHO naToreHHbIN BapMaHT» — U3MEHEHUE, NPUBOAALLEE K Pa3BUTUIO HAaCcNeACTBEHHOro
3aboseBaHUA, C BbICOKOW A0/1EM BEPOATHOCTY;

e «BapwaHT HeonpeAeneHHOM KAMHUYECKON 3HAYMMOCTUY» — USMEHEHME, OTHOCUTENIbHO KOTOPOro
6e3 [AOMNONHUTENbHbIX WCCNef0BAaHUN HEBO3MOMKHO CKa3aTb, MOMET /M OHO BbI3blBaTb
cooTBeTcTByloOlLEee 3ab60/1eBaHNE MU HET (B C/ly4ae CKPUMHMHIA Ha HOCUTENbCTBO PEeLEeCcCUMBHbIX
BApPMaHTOB WM B C/ly4ae CKPUHWMHIA HA HOCUTENIbCTBO BapMaHTOB, aCCOLUMPOBAHHBIX C PUCKOM
pa3BUTUA HaCNeACTBEHHbIX OMYyXONEeBbIX CMHOPOMOB, Yy obcieayembix 6e3 IMYHOW MUCTOPUM
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Hac/neacTBEeHHbIX 3a60NeBaHUM TaKoW BAPMAHT MOXKET ObiTb COOBLWEH B WMCKAHOUMUTENbHBIX
Cnyyasx, CoobLLeHNe He rapaHTupyeTcs).

Ana passutua 3aboneBaHuii C dyTOCOMHO-peL,eCCUBHbIM TUNOM HacnegoBaHUA HEAOCTATOYHO HaANYUA Y
nauneHTa o4HOro reTepo3nroTHOro NaToreHHOro BapmuaHTa,; Takne 3abosieBaHuA pPa3BnBakOTCA TO/IbKO B
CNly4ae Ha/m4nAa NaTtoreHHbIX BapnaHTOB B obeunx Konuax reHa (OTLI,OBCKOVI n MaTepMHCKOﬁ).

B cnyyae, Korda ceKBeHMpPOBaHWE NMPOBOAUTCA C LIe/IbI0 NMOUCKa NPUYMHBbI BEPOSATHO Hac/ieACTBEHHOro
MOHOreHHOro 3a60/1eBaHUA, B 3aK/IOYEHME BbIHOCATCA NAaTOreHHble, BEPOATHO NaTOreHHble BapuaHTbI U1
BapuaHTbl HeonpeaeneHHOW KAMHUYECKON 3HaYMMOCTU B reHax, acCoLMMpPOBaHHbIX C 3aboneBaHMAMM,
UMeLWNMU GEeHOTUNUYECKOE CXOACTBO C ONMUCAHNEM KAMHUYECKOW KapTuHbI obcneayemoro. BapuaHTsl
B OCTa/lbHbIX reHax B 3aK/lOYeHWEe He BbIHOCATCA (33 MCKAOUYEHMEM «BTOPUUHBIX» M «CAYYaNHbIX»
HaxXx040K, CM. HUMKe), B CBA3U C YeM KAMHMYecKaa nHbopmaLma O COCTOAHUKM 340p0BbaA 0bciegyemoro
nmua asnaetca 06A3ateNbHbIM YCN0BMEM O/1A MPOBEAEHUA UHTEPNpPEeTaLUn AaHHbIX CEKBEHUPOBaHWUA.
NHbopMaLMa 0 COCTOAHMM 340Pp0BbA 06C/IeayeMoro AnuUa AoAXHa 6bITb NpeacTasieHa B MaKCMMaibHOM
obbeme [0 NpoBeAeHMA WCCAEAOBaHWA, B BUAE Pe3y/ibTaToB WcCAeaoBaHWUA (nabopaTopHbIX U
MHCTPYMEHTa/IbHbIX), a TaKXe 3aK/alo4YeHMin Bpayei n/uan BbINUCOK M3 ucTopun 6GonesHu. [o
BO3MOXHOCTM A0/1KHbI 6bITb NPeAoCcTaBAeHbl JaHHble 0 CEMeNHOM aHamHese 1 3a6o1eBaHnAX Y Apyrux
Y/IeHOB CEMbM.

B cnyyae, Korga CeKBeHMpPOBaAHME MPOBOAUTCA C LE/bl0 CKPUHMHIA Ha HOCUTE/IbCTBO PEeLLeCCUBHbIX
BAPWAHTOB, B 3aK/OYEHME BbLIHOCATCA MATOrEHHbIE M BEPOATHO NATOreHHble BapuaHTbl B reHax,
acCcoLUMMPOBAHHbIX C Pa3BUTUEM PELLECCMBHbIX HAacNeACTBEHHbIX 3aboneBaHUA. BapnaHTbl HEM3BECTHOM
K/IMHWUYECKOM 3HAYMMOCTN MOTYT ObiTb COODLLEHbI B UCK/IOYUTE/bHBIX C/Iy4asx, Npu 3Tom coobuieHne
TAaKUX CBeAEHMUI He rapaHTupyeTcs. MccnegoBaHue, NPoBeAEHHOE C Le/ibio CKPUHMHIA HA HOCUTENBLCTBO
PELLECCMBHbIX BapWMaHTOB, MOMKET MO3BO/INTb YTOUYHUTb PUCK PA3BUTUA PELLECCMBHOMN MOHOTEHHOM
NnaTo/IornMn y NOTOMCTBA, HO HEBO3MOXHO MOJIHOE MCK/KOYEHUE PUCKA. BaXKHO OTMETUTb, YTO, €C/IN B
cembe OblIM  CAy4an pPOXKAEHMA OeTeln C NOAO3PEHMEM Ha Hac/eacTBEHHOe 3aboneBaHue,
npeaocTaBAeHUe KANHUYECKON MHDOPMALLIMM O TaKUX C/IyYasx NO3BONUT NPoBecTU 6oJiee NOSIHOUEHHYHO
MHTEepnpeTaumnio AaHHbIX C Y4€TOM BO3MOXHOIO PUCKA NMOBTOPHOIO POXKAEHMA pebeHKa C TaKUM Ke
3aboneBaHnem.

B cnyyae, Korga ceKBeHMpOBaHME MPOBOAWUTCA C LEAbID CKPUHWHIA Ha HOCWUTENbCTBO BApPMAHTOB,
aCCOUMMPOBAHHBIX C PUCKOM PA3BUTMA HACNEACTBEHHbIX OMyX0aeBbIX CUHAPOMOB, Yy obcneasyembix 6e3
JINYHOM UCTOPUM OHKONOTMYECKUX 3ab0neBaHUIA B 3aKAHOYEHME BbIHOCATCA MATOreHHbIE U BEPOATHO
naToreHHble BapWaHTbl B COOTBETCTBYOWMX reHax. BapmMaHTbl HEM3BECTHOMN KAMHUYECKON 3HAYMMOCTM
MOryT OblTb COOOLLEHbI B WCKAKOUUTENbBHBIX CAY4asX, NpuM 3TOM coobLLeHMe TaKUX CBEAEHWI He
rapaHTupyetca. Ba)KHO OTMETUTb, YTO MpPenoCTaB/eHME MAKCMMaJbHO PAa3BEPHYTOW MHPOpMaUUKU O
CEMENHOW WCTOPUM OHKONOTMYECKUX 3aboNeBaHUI NO3BOAAET npoBecT 60nee NOJAHOLEHHYHO
WHTEePNPETaLMIO AaHHbIX CEKBEHUPOBAHUA.

CeKBEHMPOBAHME C LEeNbl0 CKPUHMHIA Ha HOCUTE/IbCTBO BapWaHTOB, B TOM YWCIE AaCCOLMMPOBAHHbIX C
PUCKOM pPa3BUTUA HACNEACTBEHHbIX OMYXO/JEBbIX CMHAPOMOB W ApyrMx 3abonesaHWin C MNoO3gHUM
HayaNoM, He MPOBOAWUTCA HeCOBepLUEHHONETHUM obcnegyembim 6e3 cooTBeTcTBylOLWEro ¢eHoTuna
(3abonesaHus).

B xope CEKBEHNPOBAHUA MOTyT ObITb BblABAEHbI NATOrEHHbIE U BEPOATHO NATOr€HHbl€ BAPWMaHTbI, HE
CBA3aHHbIE C MCXOAHOI‘;i Lenbro nccneanoBaHmA M He COOTBETCTBYHOWME ONMUCAHUIO K/IMHUYECKOM KapTUHbI
O6C/'|€AVEMOFO, accounmnpoBaHHble C 3a6OI'IEBaHMF|MM, KOTOpble He NpoABUIUCL Y o6cnep,yeM0ro Ha
AaHHbIl‘a MOMEHT, HO MOTYT NPOABUTLCA NO3XKe: TaK Ha3blBaemble «KBTOPUYHbIE» U «cnyqaﬁHble» HaXo4KW.

«MoBOYHO BbISBNEHHbIE BapuaHTbl», WUAN «BTOPUYHblE HAXOAKW», — NATOreHHble WAn BEPOATHO
NnaToreHHble reHeTn4YeCKkMe BapunaHTbl B reHax, BXOo4AWNX B CMUCOK PEKOMEHAOBAHHbIX K COO6LLI,EHI/IIO
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reHoB B Ka4eCcTBe BTOPMYHbIX HAXOA0K B COOTBETCTBUM C pekomeHaaunamm ACMG (American College of
Medical Genetics and Genomics — AMepuKaHCKasa Koanerns MeanuumMHCKON reHeTUKU U TeHOMUKK). ITu
reHbl CBA3aHbl C onpeaeneHHbIMU FreHeTUYEeCKUMKN 3a60/1eBaHMAMM, HYKAAOLWMMNCA B MeANLNHCKOM
KoHTpone (ACTA2, ACTC1, ACVRL1, APC, APOB, ATP7B, BAG3, BMPR1A, BRCA1, BRCA2, BTD, CACNAIS,
CASQ2, COL3A1, DES, DSC2, DSG2, DSP, ENG, FBN1, FLNC, GAA, GLA, HFE, HNF1A, KCNH2, KCNQ1, LDLR,
LMNA, MAX, MEN1, MLH1, MSH2, MSH6, MUTYH, MYBPC3, MYH11, MYH7, MYL2, MYL3, NF2, OTC,
PALB2, PCSK9, PKP2, PMS2, PRKAG2, PTEN, RB1, RBM20, RET, RPE65, RYR1, RYR2, SCN5A, SDHAF2, SDHB,
SDHC, SDHD, SMAD3, SMAD4, STK11, TGFBR1, TGFBR2, TMEM127, TMEM43, TNNC1, TNNI3, TNNT2,
TP53, TPM1, TRDN, TSC1, TSC2, TTN, TTR, VHL, WT1).

0}y nonyyeHuA VIHd)OpN\aLI,VII/I O BTOPUYHDbLIX HaxOoAKaX MOMHO OTKa3aTbCA, NMyTem COOTBETCTBYI'OLLI,EI‘/JI
OTMETKU HUXKE B HACTOALLEM AOKYMEHTE.

«Cny4yaiiHO BbIABMIEHHbIE BAPUAHTBIY, NN «C/Ty4alHble HAXO4KNY», — MAaTOreHHble U BEPOATHO NaTOreHHble
BApWaHTbl B reHax, He BK/IIOYEHHbIE B CMUCOK PEKOMEHAOBAaHHbIX K COOOLIEHUIO TEeHOB B KayecTse
BTOPUYHbIX HAXOAOK B COOTBETCTBUM C peKomeHaaumamm ACMG, KoTopble Mpu 3TOM MOFYT OKasaTb
BNMAHME Ha 340poBbe obcnegyemoro nuua. 3aboneBaHWs, acCoOUMMPOBAHHbLIE CO  CAYYalHbIMM
Haxo4KamMW, MMelT pasHblii BO3pacT MaHudecTaumMm M MOryT 6biTb COOBLWIEHbI AMLAM, AOCTUTLMM
COBEpLUEHHO/IETHErO BO3PacTa, Mo UX XKenaHUIo (BKAoYasa HellpoaereHepaTuBHbIE, HEPBHO-MbILEYHbIe
3abonesaHuA ¢ no3agHein maHudectaumei).

«Cblpble» (HeobpaboTaHHbIe) AaHHble CEKBEHUPOBAHUA MOTYT BbITb BblAaHbl B dopmate fastq 3akasumky
ycayrm unm obcnegyemomy anuy (Mo AOCTUNKEHUM YCTAHOB/IEHHOMO 3aKoHoAaTeibcTBoM PO Bo3pacTa),
no 3anpocy. Cneayet yumTbiBaTb, YTo dopmar fastq He npeanonaraeT NPOCMOTP AAHHbIX CEKBEHUPOBAHUSA
6e3 fonoNHUTeNbHON BUONHbOPMATUYECKO 06PaboTKM.

B xo4e cekBeHWpPOBaHMUSA BbiABASETCS DONbLIOE KONMYECTBO reHEeTUYECKMX BAapUMaHTOB (OT HECKOJIbKMX
OEeCATKOB TbICAY 40 MUIIMOHOB B 3aBUCMMOCTM OT 06bema uccnenosanma). Mogasnstowee 60AbLIMHCTBO
3TUX BapWAHTOB NpPeACTaBAAT coboi Ao6pOoKayecTBEHHbIE NMOAMMOPPU3MbI U HE ACCOLMUPOBAHDI C
pa3BUTMEM HacNeACTBEHHbIX 3a601eBaHMN. COrnacHO POCCUMCKUM U MEXAYHAPOAHbIM PEKOMEHAAUNAM
Mo MHTepnpeTauum AaHHbIX CEKBEHWPOBAHMA HOBOIO MOKONEHWA, AO0OPOKAYECTBEHHbIE U BEPOATHO
[06pOKayecTBEHHbIE BapUAHTbl He BbIHOCATCA B 3akatoveHue. Jlabopatopua AO «JlabKeecT-FeHeTMKa»
He NpeaoCTaBAAeT HUKAKMX UHbIX pe3y/ibTaTOB CEKBEHUPOBAHMA, KPOME 3aK/lo4eHuA U, Nno 3anpocy,
«CbIpbIX» AaHHbIX B dopmaTe fastq.

3ak/toyeHne no pesyabTaTaM NpPoBeAeHHOro CEKBEHMPOBAHMA COCTABAAETCA HAa OCHOBE COBPEMEHHbIX
3HaHWI B 061aCTU TEHETUKM U HAYKM B LLEJIOM U C Y4ETOM POCCUNCKUX U MEXKAYHAPOAHbIX PEKOMEHAaumin
Mo WHTepnpeTauuMu AaHHbIX CeKBeHWpoBaHuA. CreayeT OTMETWUTb, YTO BO3MOMKHO CylLECTBOBaHMWe
OOMONHUTENbHbIX, MOKa elé He M3y4yeHHbIX GaKTOPOB, BAUAIOWMX Ha MPOSABAEHWE TOTO WM MHOTO
3aboneBaHuA. Kpome TOro, BO3MOXKHbI C/ly4yan, KOr4a B 3aKNOYEHUU MO pe3ynbTaTaM CEKBEHUPOBaHMA
OTCYTCTBYIOT KJAMHWUYECKM 3HAUMMble reHeTMYecKue BapuaHTbl. ITO He O3HayaeT, YTo UccnedoBaHue
BbIMNOJIHEHO HEKAYECTBEHHO UK He B NOJIHOM 06beme. OTCYTCTBUE BbIABAEHHbIX KAMHUYECKN 3HAUYMMbIX
BApMaHTOB B 3aK/OYEHMM MOMET OblTb CBA3AHO C HEAOCTaTOMHOW WM3YYEHHOCTbIO FeHeTUYeCKMUX
BapPWaHTOB, FreHOB U/UM UX CBA3E C MOHOTEeHHbIMM 3a60/1€BaHNAMM IMBO C OrpaHUYEHNAMN METOANKM
uccnefoBaHua.  MpoBedeHWe MOBTOPHOTO  OMOMHPOPMATMUECKOro aHanAM3a U KAWHWUYECKOW
MHTepnpeTaunn AaHHbIX CEKBEHMPOBAHWUA CMYCTA HEKOTOPOE Bpems (rof, UAM HECKONbKO NeT) MoXKeT
NMPUBECTU K BK/IIOYEHMUIO B 3aK/IHOYEHME TEHETUYECKMX BapUaHTOB, He COODLLEHHbIX paHee, B CBA3U C
nosBAeHNEM HOBOM MHPOPMALMM B HAYUYHbIX NyHAMKaLMAX U 6a3ax AaHHbIX.

MHTepI’IDETaLI,I/IFI NONIY4YE€HHbIX pe3y/1bTaTOB CEKBEHNPOBAHUA MOXET 6bITb ocywiecrts/ieHa TOJ/IbKO Bpa4Yom-
reHeTMKom. TO/IbKO 3aKAoYeHWe Bpava-reHeTuKa o KNIMHUYECKOM 3HAYMMOCTU BbIBAEHHbIX BapunaHTOB,
C y4eTOM KIMHUYECKOM KapTUHbI o6cne,u,yeM0ro Nnnua, MOXKET CAYyXKUTb OCHOBaHMEM ON1A NOCTaHOBKU
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AVMarHo3a U NPUHATUA KAMHUYECKM 3HAUMMbIX PeLleHuli, B TOM YWCae pPelleHnit No TaKTUKe JieYeHus
obcnegyemoro nAnua. KoHcynbTauus BpayareHeTMKa M MHTepnpeTauma MoyYeHHbIX Pe3ynbTaToB B
CTOMMOCTb MCCeA0BaHMA He BXOOAT.

MpyM HannumMm B aHamHese obcnedyemoro nvua nepenuBaHMA KPoBM/annoreHHoW TpaHcnAaHTauum
KOCTHOrO MO3ra BO3MOKHO MOJlyYeHMe HETOUYHOTO pes3y/ibTaTa CEKBEHMPOBAHUSA (B TaKOM C/lyyae ycyra
He cuMTaeTCsA OKa3aHHOW HeKayecTBEHHO WM He B NoAHOM obbeme). HeobxoamMmo 3apaHee cOOBLWMTD
JlevallemMy Bpady, HanpaBAslOLWEMY HA NpoBefeHWe uccnefoBaHua B nabopatopuio AO «JlabKeecT-
leHeTMKa», O ¢daKTe NepenuBaHMA KPOBWU W/MAW aNaOreHHOW TPaHCMAAHTALMM KOCTHOrO MO3ra A/
NPUHATUA pelleHna O LenecoobpasHoOCTU NpoBeaeHMA UcciegoBaHua M Bbibope Buaa buomatepuana
ANA UccneloBaHwWA, a TakKe B o6A3aTensHOM nopaake — nabopatoputo AO «JlabKeecT-TeHeTnKa», nyTtem
NPOCTaB/IeHNA OTMETKU HUMKE B HACTOSALLLEM SOKYMEHTE.

Bce nnuHble fAaHHble, Kacatowmecs obciefyemoro M ero 3aKOHHbIX NPeACTaBUTeNel, TaKkKe KaKk u
pe3ynbTaTbl NEPCOHUPULMPOBAHHOIO HAYYHOTO MUCCNEA0BAHUA, CTPOTO KOHPUAEHLMANbHLI U HE MOTYT
ObITb MepefaHbl OPYrMM IMLAM MHaye, Kak C coriacua obciesyemoro /iMua MAM ero 3akoHHOro
npeactasuTens. Cornacue No 0g4HOMY UAN BCEM HUMXKENPUBEAEHHBIM NMYHKTaM MOMKET ObITb OTO3BAHO B
noboe Bpemsa 6e3 06bACHEHUA LOMNONHUTENbHBIX MPUYUH.

OA/HET TAKXKE A1 COTNACEH(-HA) HATO, YTO:

O O O6pasew 6uomatepuana u BblaeneHHas 3 Hero [HK, nonydyeHHble B LeNax NpoBeaeHUs
NepCcoHNPULMPOBAHHOTO HAYYHOTO MCCNeaoBaHMA, Mo ycMmoTpeHuto AO «JlabKeecT-TeHeTMKa» moryT
ObITb COXPaHEHbl M MCMOAbL30BaHblI (B TOM YMC/e YacTMYHO) B 06€3/MYEeHHOM BUAE ANA KOHTPOAS
(sanupaumn) n gpyrux ueneit AO «/labKeecT-freHeTMKa» 1 ero NapTHEPCKUX OpraHM3aunii, a TakKe gns
CTAaTUCTUYECKMX, NONYAALMOHHBIX U HAaYYHbIX UCCNef0BaHMIN, HO 6e3 pasrnaeHma MOMX NePCOHANbHbIX
OaHHbIX.

1 I Buomatepwman v BblgeneHHas us Hero JHK moryT 6bITb coxpaHeHbl U ncnonb3oBaHbl AO «JlabKeecT-
FeHeTMKa» B UeNsAxX NpoBeAeHUs OOMNOJIHUTENIbHbIX TeHEeTUYECKUX UCCNeAO0BaHUIA B OTHOWEHUU MEHS,
b0 B MHTEpecax YneHoB Moel cembk (yKazaTb ®UO, roa u aaty poxaeHua 1 cTeneHb poacTea):

O O B cayyae HeobxogumocTu coTpyaHunk AO «JlabKsecT-FTeHeTUKa» MOMKET CBA3aTbCA CO MHOW,
MCMOb3YyA MO0 KOHTaKTHYO MHGOpMaLmIO.

[ I B cnyyae, ecnum B pesynibTaTe 06HOBAEeHUA 633 AaHHbIX AW B pe3y/ibTaTe NOSABAEHMSA HOBbIX Hay4YHbIX
ny6anKaumii, B MOUX [aHHbIX CEKBEHMpPOBaHUA ByaeT(-yT) BbiaBAeH(-bl) paHee He COObLUEeHHbI(-e) B
3aK/II0YEHUU TeHETUYECKUI(-e) BapuaHT(-bl), UMEIOLWNI(-e) KIMHMYECKOE 3HaYyeHuMe, A cornaceH(-Ha) Ha
nosiy4eHMe ob6HOBNEHHOrO 3aK/IlOYEHUA MO pe3y/bTaTam cekBeHupoBaHuA. Mpu atom AO «J/labKsecT-
leHeTMKa» He rapaHTUPYeT BbiABAEHME TaKMX BapMaHTOB NOC/E BblAauyM 3aKA0YEHUA NO pe3ynbTaTam
nccnenoBaHus, HO BNpaBe COOBLWUTb MHE O HUX, eCIM OHU ByAyT BbISIB/IEHDI.

0 O B cnyyae o6HapyKeHMA BTOPUYHOWN HaXoAKM (naToreHHOro/BepoATHO NaTOreHHOro BapMaHTa B reHe
n3 cnucka ACMG***), a cornaceH(-Ha) nonyuYnTb NOAHYO MHPOPMALMIO O TAKOM pesy/bTaTe.

[0 [ B chyuae o6Hapy»KeHUs caydamHom HaxoaKM (naTtoreHHoro/BepoATHO NaTOreHHOro BapuaHTa B reHe,
He Bxoasauiem B cnncok ACMG***), a cornaceH(-Ha) Nofly4nTb NOHYI0 MHPOPMALLMIO O TaKOM pesybTaTe.
AO «J1abKBecT-TeHeTUKa» He rapaHTMpyeT coobLeHne BCex Cy4aHbIX HAaXO40K.

O O Hanuuve B aHamHe3e o6cnedyemMoro Avua Caydaa MepennBaHUA KPoBU W/UAWM annoreHHom
TPaHCNAaHTAUUKM KOCTHOTO MO3ra.



¢ A nponHdopMMpoBaH(-a), YTO NPOBOAMMOE NMEPCOHUPULMPOBAHHOE HAy4yHOe Mcc/egoBaHMe UMeeT
CBOM OFPaHWYEHM U He BCeraa AaéT BO3MOXKHOCTb BbIIBUTb BCE MPUCYTCTBYlOWME B 06pasue
reHeTU4YecKue BapuaHThl.

e [loanucbiBaa HacCTOAWMIA AOKYMEHT, A MOATBEPMKAAlo, YTO [Aal0 CBOE corfiacve Ha nposedeHue
nccnenoBaHuna ob6poBobHO, 061a4an AOCTAaTOYHOW MHOPMaLMEN, a TaK:Ke NOATBEPIKAAL0, UTO Y MEHS
6blNa BO3MOXHOCTb 33JaTb M A 3adan (-a) Bce BOMPOCHbI, KOTOPble MOMIM Y MEHA BO3HWKHYTb, B
OTHOLWIEHWM U3/I0KEHHOM B HACTOALWEM AOKYMeHTe MHGOPMaLMK, a TaKKe B OTHOWEHMUM NPeaCcTOALLEro
NepcoHNPULMPOBAHHOTO HAYYHOTO UCCeA0BaHUA.

e A pato AO «JlabKsecT-FeHeTMKa» cBOe cornacuMe Ha o6paboTKy B LEeAAX OKasaHWs ycayru Momx
NepPCOHaNbHbIX AAHHbIX, @ TAKXXe NePCOHA/bHbIX AAaHHbIX NLA, 3aKOHHbIM NPeaCcTaBUTENIEM KOTOPOTO S
ABNAIOCL (€CAM NMPUMEHMMO), BKIOYaOWMX B ceba damuanio, Mms, OT4ecTBO, MOJ, AATy U MECTo
POXAOEHUA, LOaHHble [OOKYMEHTa, YAOCTOBEPAOWEro JIMYHOCTb, KOHTaKTHble TenedoHbl, agpeca
3NEKTPOHHOM MOYTbI U NPOYME AaHHblE, HEODXOAMMbIE ANA OKa3aHWA YCAYrM, a TaKXe cneumanbHow
KaTeropum MNepcoHaNbHbIX AAHHbLIX, B TOM 4YuC/e CBeAeHW O ¢aKTax obpalieHus 3a MegMLMHCKOM
NOMOLLbIO, CBEAEHMUI O COCTOAHMM 34,0P0BbSA, A TAK¥KE MHbIX CBEAEHWNIN, COCTABAAIOLMX BPayebHYo TalHy,
C NPaBOM OCYLLLECTBAATb C TAaKUMM JAHHbIMK COOP, CUCTEMATU3ALMIO, HAKOMNEHWNE, XPaHEHWE, Nepeaayy
TPeTbUM nMuam, obHoBNEeHWEe, n3MeHeHue, obesnnmumBaHue, BAOKMPOBAHME, YHUUTOXKEHUE U WHOE
ncnonb3oBaHue. [JaHHOe cornacue aencteyeT 6eccpoYHO U MOXKET OblTb OTO3BAHO B JII06ON MOMEHT
nytem HanpasseHus B agpec AO «JTabKBecT-feHeTUKa» COOTBETCTBYIOLLETO 3aABAEHMA.

[OCTOBEPHOCTb M AKTYA/IbBHOCTb YKA3AHHbIX MHOWM OAHHbIX (CBELEHWI) TAPAHTUPYIO

®UO 3aKkasumKka (obcnegyemoro)

[AaTa porKaeHun
nacnopT cepus Homep:

BblAaH (Kem)

AaTa Bblgaumn

afipec perucrpaumm

KOHTAKTHbIN TenedoH

3/1EKTPOHHAA NOYTa

[OCTOBEPHOCTb M AKTYA/IbHOCTb YKA3AHHbIX MHOW AAHHbIX (CBEAEHWW) TAPAHTUPYIO

(Pa3pen 3anonHAeTCA Ha ML, 3aKOHHbIM NPeACTaBUTENEM KOTOPOTO ABAAETCA 3aKasuuK, ecau
NPUMEHNMO)

®UO obcneayemoro




CreneHb poAacTBa NO OTHOWEHUIO K 3aKa34unKy

AaTa poXaeHus

nacnopT cepms/cB-BO O POXKAEHUN Homep:

BblAaH (Kem)

AaTa BblAauu

aZipec pernctpauum

C yueTom npuBegeHHOI Bbilwe MHGOPMALUN HACTOALLEro AOKYMEHTA, Al BbipaXKalo CBOe cornacue Ha
nposegeHne AO «JlabKsecT-TeHeTMKa» B OTHOWEHUM MeHA/AnuLa, 3aKOHHbIM npeacTaBuTenem
KOTOporo A ABAAKOCb (ecam npumeHMMO), NepcoOHMPUULMPOBAHHOTO TFEeHEeTUUYECKOro HayyHoro
uccnepoBaHus

d.1.0. paTa no4nucb
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