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MHOOPMUPOBAHMUE B LIENAX NPUHATUA PELLEHUA O MPOBEAEHUIA
FEHETUYECKOIO MCCZIEAOBAHUA HA BA3E NOJIHOTEHOMHOIO CEKBEHUPOBAHUA,
MOJIHO3K3OMHOIO CEKBEHUPOBAHUA, CEKBEHUPOBAHIA NAHEJIUTEHOB

A (OO nonHocTbo) [ata poxxgeHuna

O3HaKOMMBLUVCb C HACTOALLVM JOKYMEHTOM 1 MpunoxeHnem N2 1 K Hemy, nonyurB 1 obnafas fOCTaTOYHOW MHOPMaLIMEN O MPeACTOALLEM
UCCIeAOBaHNY, MOANMCAHNEM HAaCTOALLErO OKYMEHTA NPYHUMAl0 peLleHre o nposeaeHuy B [My6nnyHoM akumMoHepHOM obLecTse «LieHTp
leHetukn n PenpopyktuBHo MepnumHbl «TEHETUKO» (MAO «UIPM «TEHETWKO»), OTPH 1217700203632, UHH 9731078633, appec
mecToHaxoxpeHua: 119333, r. MockBa, BH.Tep.r, MyHuumnanbHbin okpyr [larapuHckuin, yn. Ty6kmHa, A.3, K.1, nomew. 1/1,
NepcoHNPULUPOBAHHOIO HayYHOrO reHeTUYeCcKoro ucciefoBaHMsAs Ha 6a3e MOSIHOFeHOMHOro CeKBEeHVPOBAHMUA/MOMHO3K30MHOro
CEeKBEHUPOBaHWA/CeKBEHNPOBaHWA NaHeN reHoB*.

*KOHKpemHsbIl 8UO 2eHemuYyeckozo ucciedosanus (ycyaa), omHocauulica K onpedeseHHOMY K/AcCy ucciedo8aHus (nosHO2eHOMHoe
CeK8eHUpPOBAHUE, NOJIHOIK30MHOE CeK8eHUPOBAHUe U/IU CeK8eHUPOBAHUE NAHesIU 2eHOB), yKa3bl8aemcs 8 3aKase, 002080pe, 8 cneyuduKkayuu K
oepme, 1ub0 8 UHOM OOKyMeHMe, onpedesiAluieM HaUMeHO8AaHUe 3aKa3aHHo20 uccnedosarus (ycayau) coenacHo lpedickyparmy MAO «LJIPM
«EHETVIKO». Hekomopeble ucc/iedo8aHus Mo2ym 0mHOCUMbCA CPA3y K HECKOIbKUM K/1dCCam UCc/1e008aHUU.

Mue

Moemy HecoBeplUeHHONETHEMY Pe6EHKY/ nuLly, 3aKOHHbIM
npeacTaBUTENIeM KOTOPOro A ABNAIOCH (06cnegyemomy) [arta poxpeHus

Oa Her A cornawatocb c Tem, 4To:

OcTaBWMIACA NoC/e NPOBeAEHUs nccnefoBaHUa bruomatepuan, BolaeneHHas u3 Hero HK n pe3ynbTaTbl nccnegoBaHus

|:| MOryT 6bITb ncnonb3osaHbl [MTAO «LIF'PM «TEHETUKO» B Lenax KOHTPoss (Banuaauum), B CTaTUCTUYECKUX, MOMYIALNOHHBIX 1
OPYTUX HayuHbIX Lienax, Npy npoBeAeHWN Hay4HbIX MCCNeAoBaHWI, HO UCKOUYNTENbHO B ob6e3nnyeHHOM Buae n 6e3
MCNONb30BaHNA 1 pa3rnalleHna MOUX NepCoHanbHbIX AaHHbIX.

|:| B cnyuyae obHapyxeHuna BTOpUYHON HaxomKm (n. 10 MpunoxeHna N2 1 K HacToAwemy VHbopmmposaHmio), A cornaceH(-Ha)
NoyynTb MOJTHY0 MHOPMALIMIO O TAKOM pesynbTaTe.

B cnyyae obHapyxeHua cnyyaiiHon Haxoaku (n. 11 MpunoxeHua N2 1 K HacToAwemy MHpopmupoBaHmio), Al cornaceH(-Ha)
|:| I:I Nony4YmnTb NOSHYI0 MHGOPMALMIO O TaKOM pe3yrnbTaTe (TONbKO AJiA COBepLUEHHONETHMX 06cneayeMbiXx).

Q' O «UYrPM «TEHETUIKO» He 2apaHmupyem coobujeHue 8cex 8biA8/1eHHbIX C/Ty4aliHbIX HAXOOOK.
=) CnyyaliHble HaXOOKU, 8blAB/IEHHbIE 8 OMHOWEHUU HECOBEPUWEHHOIeMHUX, He CO0bUWarmcsA u 8 3aK/IoYeHue He BHOCAMCS.

Mpn HeobxoOMMOCTY pe3ynbTaTbl UCCNefoBaHUA MOryT 6biTb mcnonbzoBaHbl MMAO «LUPM «TEHETUKO» B mepuko-
reHeTNYEeCKOM KOHCYNIbTMPOBaHWUM U B LIENSIX FeHETYeCKOoro 06ceioBaHUsA creayoWwmx anL:

O

OWNO nonHocTbIO, AaTa poXKaeHus, TenedpoH
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A cornawatocb c Tem, 4TO :

B cnyuae moein cmepTw, pe3ynbTaTbl UCCEAOBaHNWA, «Cblpble» AaHHble CEKBeHWpoBaHusA B dopmate fastqg, a Takxke

OCTaBLUMICA NOCe NpoBefeHs NCCNefoBaHna 6riomatepuan (Bkntodas BoigeneHHyto JHK), MmoryT 6biTb MpefocTaBnieHbl

MAO «L'PM «TEHETUKO» nommnmo momx 6an3K1Ux pOACTBEHHUKOB (Cynpyra/cynpyru, AeTeil, pogutenei, yCbIHOBIEHHDIX,

YCbIHOBUTESIEN, POLHbIX 6PaTbeB 1 POLHbIX CECTEP, BHYKOB, AefylueK, 6abyliek) cornacHo n.n. 3.1 n. 3 ct. 13 GepepanbHoro

3aKkoHa o1 21.11.2011r. «O6 ocHOBax oxpaHbl 300pOBbs rpaxaaH B Poccuinckon Gepepauun» N 323-03, TakKe cnegyowmnm
|:| I:' nuuam (3anosiHAETCA MO XeNaHui):

®UO nonHOCTbIO, AaTa PoXKAeHNA, TeniepoH

A nHpopmupyto o Tom, uTto:

!{ ! \E Y meHsa (OGCHEHYGMOFO) nmvenn mecTo cnyvyan nepenrBaHnA KPOBU n/nnn cnydaum annoreHHom TpaHCnIaHTayMm KOCTHOro mo3sra: *

Rara nepesnnBaHNA KpoBun n/vnn TPpaHCcJIaHTaUN KOCTHOro mos3ra

mecsL, roa

*[lpu Hanuyuu 8 aHamHese 06cedyemozo 1UYd Crly4Haes nepenusaHus Kposu u/uiu anmo2eHHol mpaHcnaaHmayuu KOCmMHo20 Mo3ed,
B03MOXHO NOJTyHeHUe HEMOYHO20 pe3yibmdama ucciedo8aHus (CekseHUpo8aHuUs). B makom ciyyae yciyaa He ciumaemcs oKa3aHHou
HeKayecmeeHHO UsIU He 8 NOSTHOM 0bbeMe.

Al nogTBEpPXKAaAlo, UTO Nnepen MPOBeAEeHMEM FEeHETUYECKOro MCCIIeAoBaHNs MHe Bbina MpefiokeHa KOHCYsbTaums Bpava-reHeTrKa. fl Takke
MOATBEPXKAAl0, UTO Yy MeHs Bblfia BO3MOXKHOCTb 33faTb M A 3afan(-a) BCE BO3HUKLIME BOMPOCHI B OTHOLIEHVMN W3JIOKEHHOW B HACTOALLEM
NHbOPMUPOBAHIM 1 B NMPUOXKEHNSX K HEMY MHGOPMALMK, @ TaKXKEe B OTHOLIEHU NPEACTOALLEro reHeTUYECKOro NCCefoBaHus. fl rapaHTpyto
[AOCTOBEPHOCTb M aKTyaslbHOCTb YKa3aHHbIX MHOW AaHHbIX (CBEAEHWI).

ono

« » 20 r. Mopnucb

MAO «LF'PM «TEHETUKO»
@© 119333, . Mocksa, [y6KkmHa, A.3, k.1, oM. 1/1

genetico.ru O J1041-01137- 77/00362852 o1 06.12.2018




Génetico

8 (800) 250 90 75

Al TakXKe noATBEpPKAAl0, YTO NPONHPOPMUPOBaH(-a) 0 HMXKecnegyLwem:

lNpoBoaumoe reHeTnyeckoe mMccnefoBaHMe Ha 6ase MOSIHOFeHOMHOroO CeKBEHUPOBaHWA, MOMHO3K30MHOrO CeKBEHMPOBaHWUA,
CEKBEHVIPOBAHUA NaHes i reHOB), Aarnee — CEKBEeHNPOBaHMeE, NPeCTaBaseT COO0M NepcoHNPULMPOBAHHOE HAYYHOE UCCTIelOBaHME,
He ABNAETCA ANarHOCTUYECKMM TECTOM, a TaKXKe He ABNIAETCA MeAULIIHCKOW YCYToi.

B xofe CeKBeHMPOBAHUA BbIABMAETCA 6OMbLIOE KOMMYECTBO TEHETUYECKMX BAapUAHTOB (OT HECKONIbKMX AECATKOB ThiCAY A0
MWIMOHOB, B 3aBUCUMOCTV OT BuAa ucciefoBaHus). MNopasnsowee 6O/bWMHCTBO 3TUX BapMAHTOB MPeAcTaBAsAloT cobol
[06POKaUYeCTBEHHbIE MOMMMOPGU3MbI 1 HE ACCOLMMPOBAHbI C PAa3BUTUEM HACeACTBEHHbIX 3a60neBaHuil. COrlacHO POCCUINCKUM 1
MeXAYyHapOoAHbIM peKOMEeHAALMAM M0 MHTepnpeTaLui AaHHbIX CEKBEHUPOBaHUA HOBOIO NOKONeHNA, o6poKauecTBeHHbIe
11 BepPOATHO fO06pOKayeCcTBeHHble BAPNAHTbI He BHOCATCA B 3aKJ1l0UeHMe 1 He coobuiatoTcs.

Pe3ynbTaToM reHeTMYecKoro ucciefjoBaHNA Ha 6a3e CeKBeHMPOBAHUA ABAAETCA 3aK/lOYeHMe Mo OKasaHHOoW yciyre
(NnpoBefleHHOMY reHeTUYeCcKOMy WCCNefoBaHUIO), KOTOpoe B CUIYy HeMefULMHCKOro XapaKTepa ycnyrm HOCWT
AHANUTUYECKNI, HAyYHO-UCCNEeAOoBaTeNbCKUI XapaKTep, U MefULMHCKMM 3aK/louyeHWeM, MOCTaHOBKOW [AMarHosa,
Ha3HaYeHNeM fleYeHNsA He ABAAETCA. 3aK/II0UeHNe COCTABIISETCA HAa OCHOBE COBPEMEHHDBIX 3HAHWI B 06/1aCTV TEHETVKY 1 HAYKM B
LieNioM, C YYeTOM POCCUIACKMAX M MEXAYHAPOAHbIX peKoMeHAauuin Mo MHTepnpeTauuy AaHHbIX CEKBEHUPOBaHUA. BO3MOXHO
CyLLECTBOBAHVE AOMONHUATENbHBIX, MOKa eLLE He U3yUYeHHbIX GaKTOPOB, BAVSIOLLMX HA MPOSBEHUE TOro UM MHOTO 3a60NeBaHus.
Kpome Toro, BO3MOXHbI Clydau, Korga B 3aK/IIOUYEHUW MOTYT OTCYTCTBOBATb KIVHWYECKM 3HAuMMble TeHeTUYecKme BapuaHTbl.
OTCyTCTBME BbIABAEHHDBIX KANHUYECKN 3HAauYMMbIX BAapMAHTOB B 3aK/IOYEHUUN MOXKeT 6biTb CBA3AHO C HeAOCTaTOUHON
M3y4YeHHOCTbIO reHeTUYeCKNX BapuaHTOB, reHOB U/UAn NX CBA3eil ¢ MOHOreHHbIMY 3a601eBaHUAMM, C OFPaHNYEHUAMM
MeTOAMKN NCCnefoBaHusA NGO C OrpaHNYeHNAMMN NPEROCTaBNEHHON KMHMYECKo HpopMaumy. B Takom ciyyae, ycnyra He
CUNTaeTCA OKa3aHHOI HeKaueCTBEHHO W He B NONTHOM o6beme. [poBefieHrie NOBTOPHOTO 6UONHPOPMATYECKOrO aHan3a 1
KIIMHNYECKOW UHTepnpeTaLumn LaHHbIX CEKBEHNPOBAHUSA CMYyCTA HEKOTOPOEe BPems (FOf 1iv HECKOSIbKO NIET), MOXET NPUBECTH K
BKJTIOUEHMIO B 3aK/lOYEHME FeHeTUYECKrX BapWaHTOB, HE COOOLLEHHbBIX paHee, B CBA3M C MOABMIEHWEM HOBOMN MHbOpMaLun B
HayuHbIX Ny6nvKaumax 1 6asax jaHHbIX. YCnyra noBTOPHOro 61onHGopMaTiyecKoro aHanv3a npejoCcTaBaseTcs Ha NiaaTHOM OCHOBE.

npOBOFlI/IMbIe reHeTn4yeCckne nccnegoBaHMA Ha 6aze CeKBEHNPOBAHMA NMEIOT CBOU OrpaHNYeHNA Kak MeToa nccrenoBaHua, N He
Oal0T BO3SMOXHOCTU BbIABUTb BCE MPUCYTCTBYOLLME B o6pa3L|e reHeTn4yeCKne BapnaHThbl.

Pe3yanaTb| reHeTn4yeckoro mccnegoBaHnA Ha 6ase CEKBEHMNPOBAHNA HE ABNAKTCA AUNArHO30M. I/IH'repnpe'ral.wm MosTy4YeHHbIX
pe3ynbTaTOB CeKBEHMPOBaHNA A[OJKHaA OCYyLWecCTB/ATbCA Bpa4OM-reHeTMKom. Tonbko 3aknyeHne Bpaya-reHeTnkKa O
KIMVHMYECKON 3HAYMMOCTU BbIABNEHHbIX BapMaHTOB, C y4Ye€TOM KNMHMYeCKon KapTUHbI O6CJ'IEF|yEMOFO mya, MOXeT CNy>XUTb
OCHOBaHMeM AnA NOCTaHOBKWU AMarHo3a 1 NpUHATNA KINHNYECKN 3Ha4YMbIX pEIJJeHI/IIZ, B TOM 4yunucne pEIJJeHI/IIh No TaKTUKe neyeHuA.
KOHCyﬂbTaLWIFI Bpaya-reHeTrKa nnHTepnpeTayna nony4yeHHbIX pe3ynbTaToB B CTOMMOCTb FreHeTUYeCKOro nccieoBaHA He BXOOUT.

«Cblpble» (HeobpaboTaHHble) AaHHble CEKBEHUPOBaHMA MOTyT ObiTb BblgaHbl B ¢dopmate fastq mo 3anpocy obcnepgyemoro
NNLA/3aKOHHOTO NpeAcTaBUTeNnsa obcefyemMoro nrua, a TakKe nL, yKaszaHHbIX Ha nepBoli cTpaHuue MHpopmuposaHusa. Qopmat
fastq He mpeanonaraeT NPOCMOTP AaHHbIX CEKBEHNPOBaHWA 6e3 fononHuTenbHom 6ronHpopmatyeckoi obpaboTku. MAO «LIF'PM
«TEHETUKO» He npepocTaBniAeT HUKaKMX WHbIX Pe3ynbTaToB CEKBEHMPOBaHMA, KPOMe 3aK/IloUeHMA 1, MO 3anpocy, <CbIPbIX»
(HeobpaboTaHHbIX) faHHbIX B dopmaTe fastq. 3a ycnyry no npefocTaBneHuo «Cblpbix» (He06paboTaHHbIX) AaHHbBIX CEKBEHMPOBAHNA B
dopmare fastq MoxxeT ycTaHaBNMBATbLCA AONONHNUTENIbHAA NaTta cornacHo MpeickyparTy MAO «LIFPM «TEHETUKO».

A1 BHMATENIbHO 03HAKOMUICA(-AaCb) C HACTOALWMM AOKYMEHTOM, CyTb KOTOPOIo MHe ACHa 1 MOHATHa. Al umen(-a) BO3MOXKHOCTb 3afaTb 1 3agan(-a)
BCe MHTEpecyLlmne MmeHAa BOMpPOChbl KacaTe/ibHO TEPMUHONOINK, CYyTU N XOA4a NpoBefeHUA, OXKNAaeMbIX Pe3ysibTaTOB U OFpaHI/NeHVIVI mMeToda
npencroAwero I'IepCOHI/Id)I/ILI,VIpOBaHHOFO Hay4YHOro reHeTn4yeckoro nccniegoBaHnA Ha 6aze CeKBeHMpPOBaHMA.

» 20 r. [Moaonuce

O6pasey 3anosHeHUA UHPOPMUPOBAHHO20
coanacus npu npogedeHUU ucciedosaHus
HecoeepuieHHOJIeMHeMy uyy

O6pasey 3anosiHeHUA UHGOPMUPOBAHHO20
co2n1acus npu nposedeHuUU Ucc/1e008aHuUs
cosepuwieHHo/lemHemy uyy
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NPUNOXEHUE N21 K UHOOPMMNPOBAHUIO B LIENAX NMPUHATUA PELLEHA O NPOBEAEHUU FTEHETUMECKOIO NCCNEAOBAHNA HA
BA3E NOJIHOFEHOMHOIO CEKBEHUPOBAHUA, MOTIHO3K30MHOIO CEKBEHUPOBAHUA, CEKBEHUPOBAHUA NMAHEJIN TEHOB

OnwucaHwne I'IepCOHI/Id)I/ILII/IpOBaHHOFO Hay4yHOro nccnenoBaHunA

* MonHoreHoMHOe ceKBeHVpPOBaHUe — 3TO onpeAesieHre HyKNeoTUAHON NociefoBaTeNbHOCTI FEHOMA, BKIOYasA y4aCTKU FreHOB,
KoaupyioLmne 6enok, HekoAMpPYLoLLMe YYacTKU reHOB, a Tak»ke MexkreHHble yyacTku JHK.

* MonHO3K30MHOE CeKBEHNpPOBaHNe — 3TO OfnpejeNieHne HyKIeoTUAHOW NoCiefoBaTeNlbHOCTM 3K30Ma, T.e. BCeX KOAVPYIOLMX
yuyacTKoB 6esIoK-KOAVPYOLLMX FreHOB YesioBeKa (o0kono 20 000).

* CeKBeHMpOBaHWE MaHeNn FeHOB — 3TO CEKBEHWPOBaHVE KOAMPYIOLMX YYaCTKOB OFPaHMYEHHOro KOSIMYecTBa FeHOB,
accoLMMpoBaHHbIX C ONpeeNieHHO FPYNMoi Hacne[CTBEHHbIX 3a6051eBaHMIA.

leHoM yenoBeka cocTouT 13 6onee YeM Tpex MUIIIMAPAOB HYKNEOTNAO0B. IK30M COCTaBIAET OKOO 1-2% reHoMa YenoBekKa, HO OKOMo

85% Bcex Bbi3blBatoLMX HaCNeCTBEHHble 3a60MeBaHNA FeHeTUYECKIX BapMaHTOB HAXOAATCA IMEHHO B KogupyioLlyx obnactax. Mpu

CeKBEHVPOBaHMN FeHOMa, dK30Ma WS MaHenu reHoB MOXKHO Monyuutb MHopmaumio 06 nameHeHnax OHK - reHeTnyeckux

BapuaHTax. CnocobHOCTb MeTO/ja BbIABMTb Bbi3bIBAIOLLMIA 3a60NeBaHMe BapyaHT 3aB1CUT OT Tna nameHeHna IHK v oT Toro, B kKakom

yyactke [HK oH HaxopuTca. leHeTMueckne BapuaHTbl MOryT ObiTb W3BECTHbIMM (OMMCaHHbIMKM B NUTepaType Waun

cneLnann3npoBaHHblXx 6asax faHHbIX) WM HeW3BECTHbIMK (He OomMcaHHbIMU paHee). OnpepeneHne KAMHUYECKOTO 3HaveHuA

NpexAe He OMNVCaHHbIX B IMTEPATYpPe BapUAHTOB MOXKET OblTb 3aTPYAHUTENIbHBIM UIIN HETOUYHbIM/HEJOCTOBEPHbIM.

CeKBeHMpPOBaHMWe 3aKIIOYAETCA B onpefeneHnn nocneposatenbHocty AHK, BbiaeneHHon s uccnegyemoro 6uomatepuana, v, B
clyyae 3aKasa MCCNefoBaHUA C VHTeprnpeTauueid, B fanbHenweln obpaboTke MOMyYeHHbIX AaHHbIX C LEeNblo BbiABNEHNA
reHeTMYeCcKUx BapuaHToB. leHeTUYECKMIA BapuaHT — 3TO U3MEHeHWe HYKNeoThaHoN nocnegosatenbHocTn JHK obcnepyemoro
OTHOCUTENBbHO YCPeHEHHOTO YHUPULIMPOBAHHOIO (pedepeHCHOro) reHoMa YenoBeka.

CyLLecTBYIOT pa3Hble TWMbl FTeHETUYECKMX BAPUAHTOB. TEXHONOMNA CEKBEHNPOBAHMSA HOBOTO MNOKONEHNA NpefiHa3HauyeHa, B NepByio
ouepefb, 1A MONCKa OAHOHYK/IEOTUAHbIX 3aMeH, KOPOTKMX Aeneunii (notepb yuyactkoB [JHK) n uHcepumin (BctaBok yuactkos [IHK).
OpHako B onpefeneHHbIX yyacTKax reHoMa [eTeKUMsA TaknX BapraHTOB MOXET ObiTb 3aTpyAHEHA WM HEBO3MOXHa B CBA3U C
ocobeHHocTAMM MeTofa. Kpome Toro, BepoATHOCTb O6HaPYXeHWA APYrX BapraHTOB NPY CEKBEHVPOBAHNMN MOXET OblTb HU3KOM, B
YaCcTHOCTK, 3aTpyAHEHa JeTeKUMA KPYMHbIX U3MEHEHUIN CTPYKTYPbl XPOMOCOM (MHBEPCUM, TPAHC/IOKaLUMK, KPYMHbIe NHCEPLIN,
aMnandrkaumm n geneuun), M3MeHeHW Ymncna XpoMocom (MOoNunnouansa, aHeynnouansa), a TakkKe OLEeHKa MPOTAXKEHHOCTU
YYaCTKOB TPWMNETHbIX W APYrVX HYKNEOTUAHbIX MOBTOPOB. A JEeTeKuMM TakMX BapUaHTOB MOXET ObiTb peKoMeHAOBaHO
foobcnefoBaHMe C CMOMb30BAaHNEM APYTVX MOJIEKYIAPHO-FEHETUYECKNX METOAOB.

Pe3ynbtaTtoM CeKBEHMPOBaHWUSA, COIMACHO POCCUMIACKUM W MEXOYHAPOAHbIM pPEeKOMeHZauMAM Mo WHTeprnpeTaunn AaHHbIX
CEKBEHVIPOBAHUA HOBOTO MOKONEHUA, CITYXKUT 3aKJTloUeHe, COCTaBleHHOe No onpefesieHHoMy obpasuy (lwabnoHy). 3aknoueHne
MOXET BKJIIoUaThb B Ce6A CriefiytoLime TUrbl KIMHNYECKM 3HAaUMbIX BapPVIAaHTOB:

* «lMaToreHHbIll BApUMaHT» — U3MEHEHWE HYKNeoTUaHO nocnegoBaTenbHocT IHK c focTaTouHOM JoKa3aTenbHOW 6a3oi As Toro,
4TOO6bI PaCCMaTPMBATbL Er0 KaK BEPOATHYIO MPUYMHY HAaCIeACTBEHHOIO 3aboneBaHUA*;

* «BepoATHO NaToreHHbIN BapuaHT» — U3MEHEHUE, NPUBOAALLEE K Pa3BUTHIO HACNeACTBEHHOIO 3a0051eBaHMA C BbICOKOW fonen
BEpPOATHOCTU;

* «BapuaHT HeonpegeneHHON KAMHUYECKON 3HAYMMOCTU» — N3MEHEHWe, OTHOCUTENIbHO KOTOpPOro 6e3 [JOMOJSIHUTENbHbIX
nccnefoBaHN HEBO3MOXHO CKasaTb, MOXKET I OHO Bbi3blBaTb COOTBETCTBYIOLLEe 3ab0n1eBaHMe UK HeT (B Cllyyae CKPUHMHTA Ha
HOCUTENbCTBO PELIECCMBHBIX BapMAHTOB WU B CllyYyae CKPUHKMHIA Ha HOCUTENbCTBO BapUaHTOB, aCCOLMMPOBAHHBIX C PUCKOM
pa3BUTUA HacNeACTBEHHbIX OMYXOJIEBbIX CUHAPOMOB, y 06cneflyeMbix 6€3 IMYHOM MCTOPUM HAaCeACTBEHHbIX 3aboneBaHNii Takon
BapPVAHT MOXET ObITb COOOLLEH B UCKITIOUUTESIbHBIX CJTyYasiX, COOOLEHMNE HE FapaHTHPYeTCs).

B cnyuae, Koraa ceKBeHVpoBaHMe NPOBOANTCA C LieSiblo NOMCKa NPUYMHBI BEPOATHO HaceiCTBEHHOrO MOHOreHHOro 3aboneBaHua,
B 3aK/lOYeHNEe He BHOCATCA MNaTOreHHble, BEPOATHO MNaTOreHHble BapWaHTbl U BapuaHTbl HeomnpeAeneHHoOW KANHUYeCKomn
3HaYMMOCTU B reHax, aCCOLMNPOBaHHbIX C 3aboneBaHNAMY, UMeILWMN GEeHOTMNNYECKOE CXOACTBO C ONMCaHNEeM KITMHNYECKO
KapTuHbl 06cnepyemoro. BapraHTbl B OCTanbHbIX FeHax B 3aK/l0UYeHUe He BHOCATCA (3a UCKIIOYEHNEM KBTOPUYHBIX» U «CITyYaNHbIX»
HaxO[ 0K, CM. HVXe), B CBA3M C YeM KITMHMYeCKan MHPOPMaLmMA 0 COCTOAHMM 30POBbA 00C/IefyeMoro nnLa ABIAETCA 06A3aTeNIbHbIM
yC/oBMEM AJ1A NPOBefeHNA MHTeprpeTaLuy AaHHbIX CEKBEHPOBaHWA. IHpopmaLa 0 COCTOAHMM 300poBbA 06CeayeMoro nnua
JOMmKHa OblTb MpefcTaBfieHa B MakcMMarbHOM obbeme [0 MPOBeAeHVA UCCIeAOBaHUA, B BUAe Pe3ynbTaToB MCCnefoBaHUN
(nabopaTopHbIX N MHCTPYMEHTasbHbBIX), @ TaKXKe 3aK/IOUYeHMWA Bpayell U/unmn BbINUCOK 13 NCTOpuKU 6one3HN. o BO3MOXHOCTY
[OMKHbI ObITb MPeAoCTaBeHbl JaHHbIE O CEMENHOM aHamHe3e 1 3ab0f1eBaHNAX Y APYTUX YNeHOB cembi. [onyyeHre HenomHbIX
pesynbraToB MHTEprpeTauuMn [aHHbIX CeKBEHWPOBaHUA BCEACTBME MNPEeAOCTaBNEHUA HEeMoSHONW WAN  HeJoCTOBEpHOM
MHOOPMaLIL O COCTOAHUN 3[0POBbA HE ABMAETCA HEKaueCTBEHHbIM OKa3aHuem unm HeokasaHnem ycnyru MAO «LIF'PM «TEHETUKO».
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NPUNOXEHUE N21 K UHOOPMMNPOBAHUIO B LIENAX NMPUHATUA PELLEHA O NPOBEAEHUU FTEHETUMECKOIO NCCNEAOBAHNA HA
BA3E NOJIHOFEHOMHOIO CEKBEHUPOBAHUA, MOTIHO3K30MHOIO CEKBEHUPOBAHUA, CEKBEHUPOBAHUA NMAHEJIN TEHOB
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OnucaHwne nepconmd)mumpOBaHHoro Hay4yHOro nccnenoBaHunAa

B cnyyae, Koraa cekBeHMpPOBaHie NPOBOAMUTCA € LieNbio CKPUHUHIA Ha HOCUTENbCTBO PeLIeCCBHBIX BAPMAHTOB, B 3aK/oUeHne He
BHOCATCA MNaTOreHHble 1 BEPOATHO MaTOreHHble BapuaHTbl B FeHax, acCCoLMMPOBaHHbIX C Pa3BUTNEM PeLleCCHBHbIX HaCeACTBEHHbIX
3aboneBaHui. BapraHTbl HeonpeaeneHHON KINHNYECKOW 3HaYMMOCTN MOTYT ObITb COOGLUEHBI B UCKIOUUTESTbHBIX CIyYasx, npu
3TOM cooOlleHe TakMX CBefleHWI He rapaHTupyeTca. MccnefoBaHue, NpoBefeHHOe C Lenblo CKPUHMHIA Ha HOCUTENbCTBO
peLeccrBHbIX BapUAHTOB, MOXKET MO3BOJINTb YTOYHUTb PUCK PA3BUTUA PELLeCCMBHON MOHOTEHHOW MaTosior y NoTOMCTBA, HO
HEeBO3MOXKHO MONHOE WCKJTIoUYeHMe prcKa. BaXKHO OTMeTUTb, UTO, ecnn B cembe 6binn Cllydan poxaeHnA AeTell C No[03peHnemM Ha
HacnefcTBeHHOe 3aboneBaHuWe, MPeAoCTaBlieHNe KAMHUYECKON MHOOPMaLuM O TakuMX Ciydyasx MO3BOMAUT MpoBecTn Gonee
MOSTHOLIEHHYI0 MHTEPMPEeTaLuio AaHHbIX C y4ETOM BO3MOXXHOTO pricka MOBTOPHOMO POXKAEHUA pebeHKa C TakMM »Ke 3aboneBaHmeMm.

B cny4ae, Korga cekBeHMpoBaHMe nNpoBoAUTCA C LeNnblo CKPUHUHIA Ha HOCUTENTbCTBO BapUaHTOB, aCCOLUMNPOBAHHbBIX € PUCKOM
pa3sBuTNA HaceaACTBEHHbIX ONnyXoJsieBbiX CUHAPOMOB, Y o6cnenyeMblx 6e3 nuyHoM NCTOPUN OHKONOIrNYyeCcKnx 3aboneBaHui, B
3aKJo4veHre He BHOCATCA NaToreHHble 1 BePOATHO NMaToreHHble BapraHTbl B COOTBETCTBYHOLNX FreHaX. BapI/IaHTbI HeonpeneneHHoM
KIMMHMYECKOWN 3HAYMMOCTU MoryT 6bITb COOOLLEHBI B UCKMOUUTENBHbIX cnydasax, npu 3TOM CcoobLleHNe TaKUX CBELEHU He
rapaHTUpyeTcA. BaxkHO oTmeTuTb, uTO npefnocrtaBneHne MakcrmasibHO paaaepHyToﬂ VIH(I)OpMaLWII/I O CcemelnHon ncropun
OHKOJIOrMYeCcKmnx 3a60oneBaHNin No3BonaeT npoeecTn 6oneenon HOLUEHHYI0 MHTepnpeTauuio AaHHbIX CEKBEHNPOBaHUA.

CeKkBeHMpPOBaHME C LENbl0 CKPVHMHIA Ha HOCWTENbCTBO BapUaHTOB, B TOM YMUC/E aCCOLMMPOBAHHBIX C PUCKOM Pa3BUTWA
HaceACTBEHHbIX OMYXOJEBbIX CHAPOMOB U APYTUX 3a60eBaHNI C MO3AHUM HauyanoM, He MPOBOANTCA HeCOBEPLUEHHONETHUM,
o6cnepyembim 6e3 cooTBETCTBYOLEro peHoTrNa (3aboneBaHnA).

B xofie ceKBeHVPOBaHMA MOTYT ObITb BbIABJIEHbI MATOrEHHbIE Y BEPOATHO NMaTOreHHble BapyaHTbl, He CBA3aHHbIE C ICXOLHOW Lienbio
NCCIeAOBaHNA 1 He COOTBETCTBYIOLLME OMMCAHNIO KIIMHNYECKON KapTrHbI 06CneyeMoro, acCcoLMmnpoBaHHble ¢ 3aboneBaHnamy,
KOTOpble He MPOoABUANCL Y 06CIeAyeMOro Ha AaHHbI MOMEHT, HO MOTYT MPOABKTLCA MO3XKe: Tak Ha3blBaeMble «KBTOPUYHbIE» 1
«cnyYanHble» HaXOAKu.

«M060YHO BbIABNEHHbIE BAapNAHTbI», 11 KBTOPUUYHbIE HAXOAKU», — MAaTOreHHbIe WMV BEPOATHO MaTOreHHble reHeTnyeckme
BApVaHTbl B reHaX, BXOAALMX B CMCOK PeKOMEHAOBaHHbIX K COOOLLEHNI0 FTeHOB B KaYecTBe BTOPUYHbIX HAXO4OK B COOTBETCTBIM C
pekomengauuamu ACMG** (American College of Medical Genetics and Genomics — AMepuKaHCKaa Konnerns MeauuMHCKon
FEeHETUKMN Y FeHOMMKMN). DTN FreHbI*** cBA3aHbI C ONpeAeNeHHbIMY TeHETUYECKUMM 3a60N1EBAHNAMU, HYKAAOLMMUNCA B MEAULIMHCKOM
KOHTpose. Takune HaxoAKU MOTYT GbITb COOOLLEHbI MO >KENAHMIO.

«Cnyu4aiiHO BbisiBJIEeHHbIE BapUaHTbI», UM «CJ1yvaliHble HAaXOLKU», — MAaTOreHHbIE 1 BEPOATHO NAaTOreHHble BapraHTbl B reHax, He
BKJ/IOUYEHHbIE B CMIMCOK PEKOMEHI0BAHHbIX K COOOLLEHI0 FEHOB B KaueCTBe BTOPMYHbIX HAXO[0K B COOTBETCTBUY C peKoMeHAaLuAMM
ACMG, KoTopble Npu 3TOM MOTYT OKa3aTb B/VAHME Ha 300pOBbe 0bCneayemoro nuua. 3a6oneBaHus, accounipoBaHHbIe CO
CyYallHbIMM HaXofKaMu, WMelT pa3Hbll BO3pacT MaHudecTauuym U MOryT ObiTb COOOLeHbl fvuaMm, AOCTUrLIAM
COBepLUEHHOJIETHEr0 BO3PacTa, Mo 1X KefaHuio (BKJIloUas HelpoaereHepaTBHble, HEPBHO-MbILLEYHbIE 3a001eBaHNA C No3aHeN
MaHudecTaumen).

/ina passumus 3a6onesaHuli c aymocomMHO-peyeccusHbIM MUNom Hacnedo8aHus HedOCMAMOYHO HAIUYUA Y Yes08eKa 0OHO020 2eMepO3U20MHO20 NAMO2EHHO20 8APUAHMA;
makue 3a60/1€8aHUA PA38UBAIOMCA MOJILKO 68 C/Ty4ae HA/IUYUs NAMo2eHHbIX 8apUAHMO8 8 06eUX KONUAX 2eHa (OMu08cKoli U MamepuHcKoU).

Miller DT, et al. ACMG SF v3.1 list for reporting of secondary findings in clinical exome and genome sequencing: A policy statement of the American College of Medical Genetics and
Genomics (ACMG). Genet Med. 2022 Jul;24(7):1407-1414.

ACTA2, ACTC1,ACVRL1,APC, APOB, ATP7B, BAG3, BMPR1A, BRCA1, BRCA2, BTD, CACNA1S, 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, WTT.

A BHMMaTenbHO 03HaKOMVI}'ICF|(-)'IaCb) CHaCToALWMNM OKYMEHTOM, CYyTb KOTOPOIO MHE ACHA N NMOHATHa.

Al nmen(-a) BO3MOXHOCTb 3afaTb 1 3afan(-a) BCe UHTepecyloLe MeHA BONPOChl KacaTelbHO TEPMUHONOIMN U XOfa NPOBeAeHNA, OXKMAAEMbIX
pe3ynbTaToB M OrpaHMYeHNn MeToAa NPeACTOALLErO NePCOHNOULNPOBAHHOMO HAayYHOIO FrEHETUYECKOTO NCCIELOBAHMA U NONYyYM(-a) Ha HUX

ncyepnbiBatowne OoTBeTbI.
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