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MHOOPMUPOBAHMUE B LLIENAX NMPUHATUA PELLEHWA O NPOBEAEHUN
FEHETUYECKOIO UCCNIEAOBAHUA HA BA3E NOJIHOFEHOMHOIO CEKBEHUPOBAHUA,
MONHO3K30MHOIo0 CEKBEHWPOBAHWA, CEKBEHUPOBAHWUA NMAHEJIN TEHOB

A (ONO nonHocTbIO) [lata poxxpeHnsa

O3HaKOMMBLUVCb C HACTOALMUM JOKYMeHTOM U MprnoxeHnem N2 1 K Hemy, nosyums 1 obnafias AOCTaTOUHOW MHPOPMaLen O NPeAcToALLEM NCCIeA0BaHIN,
noAnvcaHneM HacTOALLEro JOKYMEHTa MPYHMMAL0 pelleHne o nposefeHnn B My6anyHom akLymoHepHom obuectse «LleHTp feHeTuKM 1 PenpopyKTuBHOM
MepnumHbl «FTEHETUKO» (MAO «LI'PM «TEHETWKO»), OTPH 1217700203632, MHH 9731078633, appec mectoHaxoxgeHua: 119333, r. MockBa, BH.Tep.r.,
MyHvuvnanbHbIi oKpyr larapuHckui, yn. ly6kuHa, f.3, K.1, nomew. 1/1, nepcoHnrLMPOBAHHOIO HayYHOrO FEHETUYECKOro WCCNefoBaHnA Ha 6ase
MOJSIHOreHOMHOTO CEKBEHNPOBaHVA/MOTHOIK30MHOIO CEKBEHNPOBaHMA/CEKBEHNPOBaHNA NaHeV reHoB*.

*KOHKpemHbIl 8UO 2eHemMUYECKo20 UCC1e008aHUA (yciyed), omHOCAWULCA K onpedesileHHOMY K/dccy ucciedo8aHus (NoHO2eHOMHOE ceKseHUposaHue,
NOJIHOIK30MHOE CeKBeHUPOBAHUE UJIU CeKBeHUPOBAHUE NaHesIU 2eHO08), yKa3bleaemcs 8 3akase, 002080pe, 8 cneyupukayuu K opepme, 1Uu60 8 UHOM OOKYMeHmMe,
onpedenAwem HauUMeHO8aHuUe 3aKa3aHHo20 ucciedosaHus (ycyau) coenacHo [llpetickyparmy MAO «IPM «[EHETUKO». Hekomopele uccnedosaHus moaym
OMHOCUMbCA CPA3y K HECKOIbKUM K/TACCam Ucc1ie008aHudl.

Moemy HecoBepLIeHHONETHEMY Pe6&HKY/ nuLy, 3aKOHHbIM NpeAcTaBMTeNnemM
Mue KOTOpOro 5 ABAA0Ch (06cnegyemomy)
®UNO nonHocTbIO Jarta poxxpgeHusa
Oa Her A cornawatocb Cc TeEM, UTO:

OcTaBlWINCA MOCNe NPOBefeHUA nccnefoBaHusa buomatepuan, BbiaeneHHaa u3 Hero JHK v pesynbtathl MccnefoBaHMAa MOryT ObiTb

I:' D ncnonb3osaHbl MAO «UI'PM «TEHETUKO» B Lenax KOHTpona (Banugaumn), B CTaTUCTUYECKUX, MONYNALNOHHbIX Y APYTUX HAYUYHbIX Liensax, npu
NPOBEAEHNN HayUHbIX WCCNEeAOBaHWUIA, HO WCKNIOYMTENIbHO B 06E3/IMYeHHOM Buae U 6e3 MCMONb30BaHWA W pPasrialeHns Moux
nepcoHanbHbIX AaHHbIX.

|:| I:' B cnyyae o6HapyxeHua BTopmnuHo Haxomku (n. 10 MpunoxeHus N2 1 K HacToAwemy VIHpopmrpoBaHuio), A cornaceH(-Ha) NoyumnTb NOSIHYO
MHPOPMALIMIO O TaKOM pe3sysibTaTe.

B cnyuae obHapy»xeHua cnyyanHoii Haxoaku (n. 11 Mpunoxerus N2 1 K HacToAwemy ViHGopMrpoBaHuio), 1 cornaceH(-Ha) NonyunTb NOsHyio
D D MHPOPMALIMIO O TaKOM pe3ysibTaTe (TOSIbKO AJ1A COBEPLUEHHONETHUX 06CIeyembiX).

MAO «YIPM «TEHETUIKO» He 2apaHmupyem coobujeHue 8cex 8bl8/IeHHbIX CTy4aliHbIX HAXOO0OK.
C- Y CryyatiHele HaXOOKU, 8biAg/IeHHblE 8 OMHOWeHUU Heco8epUEHHOEMHUX, He COOOWAMCA U 8 3aK/TI04eHUe He BHOCAMCA.

Mpr HeobxoaMMOCTM pe3ynbTaTbl UCCefoBaHMsA MOTYT ObITb Ucnonb3oBaHbl [AO «LUMPM «TEHETUKO» B MeanKo-reHeT4eCKom KOHCYNIbTUPOBAHUN UV B
LienAxX reHeTn4ecKoro obcnejoBaHNA CleayoLWmnx nvL (3anonHAETCA MO KeNaHu):

O®ONO nonHocTblIO [laTa poxxpeHnsa TenedoH

A cornawatocb ¢ Tem, YTO :

B cnyyae moei cmepTu, pe3ynbTaTbl MCCNEAOBaHNA, «Cbipble» AaHHble CeKBEHUpPOBaHWA B dopmaTe fastg, a TakkKe OCTaBLIMICA MOCHe MpoBeAeHUs
nccnenoBaHus 6uomatepuan (Bkntoyas BoigeneHHyto JHK), moryT 6biTb npegocTtasneHbl [AO «UIPM «TEHETUKO» nomMumo Mownx 611M3KMX POLCTBEHHKOB
(cynpyra/cynpyru, feTei, poaunTteneil, yCbIHOBNEHHbIX, yCbIHOBUTENE, POfHbIX 6paTbeB 1 POAHbBIX CeCcTep, BHYKOB, fieAyluek, 6abywek) cornacHo n.n. 3.1 m.3ct.
13 QepepanbHoro 3akoHa ot 21.11.2011r. «O6 ocHoBax OXpaHbl 300poBbA rpaxaaH B Poccuiickon Mepepauun» N 323-03, Takxe cieayowym nnLam
(3anonHAETCA No XKenaHuto):

®UO nonHocTbIO [ata poxpeHnsa TenedoH

O6paszey 3anosHeHuUs UHPOPMUPOBAHHO20 CONIACUS
npu npogedeHuU UCCIe008aHUSA
Hecoeep y nuyy

MAO «LIrPM «FEHETUKO» Appec: 119333, r. MockBa, BH.Tep.r., MyHMLMNanbHbIN JlnueHsna: J1041-01137-77/00362852
okpyr larapuHckuii, yn. y6kuHa, a.3, k.1, nomeuy. 1/1 071 06.12.2018
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A nHpopmupyto o Tom, uTto:

Y MeHs (ob6cnesyemoro) Meny MecTo Cilyyau nepenvBaHna KPOBU U/UV CIlyYan annoreHHoON TpaHCMiaHTaLym KOCTHOro mosra:

[lata nepenuBaHnsA KPOBM 1/UNN TPAHCMIAHTaLMMN KOCTHOFO MO3ra
mecsL, rof

* [lpu Hanuyuu 8 aHamHese 06cnedyemMo20 UUd Cry4des nepesusaHus Kposu U/umu  dnnozeHHoU MpAaHcnaaHmayuu KoCcmHo20 Mo3ed,
B03MOXHO NOJIyYeHUe HeMOYHO20 pe3ysbmama ucciedo8aHUs (CeK8eHUpOBAaHUs). B makom cryyde yciyea He cyumdemcs OKA3AdHHOU
HeKayecmeeHHo Usu He 8 NOJIHOM o6vene.

flnofTBEpPKAAl0, UTO Mepes NPOBefeHNeM reHEeTUYECKOro UCCIef0BaHMsA MHe Oblna NpefsioXKeHa KOHCYbTaLnsA Bpaya-reHeTuKa. f Takke MogTBEPXKAato, UTO Yy MeHs
6blla BO3MOXXHOCTb 3afaTb M s 3afas(-a) BCe BO3HMKLUME BOMPOCHI B OTHOLIEHVM U3NOXKEHHOW B HacTosAweM VHGOPMUPOBaHNM 1 B MPUNOXKEHUAX K HEMy
nHbopMaLmK, a TakKe B OTHOLUEHVM NPeACTOsALEero reHeTUYeCKoro nccnefoBaHuns. f rapaHTMpyo 4OCTOBEPHOCTb 1 aKTyasIbHOCTb YKa3aHHbIX MHOW JaHHbIX
(cBeneHun).

K>Ke NoATBepKAalo, YTo NPponHGOPMMPOBaH(-a) 0 HIKeCeayoLeM:

[poBoaMMOe reHeTUYeCcKOe nccnefoBaHne Ha 6aze NOHOreHOMHOro CeKBeHMpPOBaHMA, NMOTHO3K30OMHOI0 CEKBEHNPOBAHUA, CEKBEHUPOBaHUA
® naHesnvi reHoB), fjanee — CeKBeHMpPOBaHWe, NpeacTaBnAeT cobon I'IepCOHVI(I)I/ILI,I/IpOBaHHOQ HayyHoe nccnefoBaHve, He ABNAETCA ANarHOCTUYeCKUmM
TeCToM, a TaKXKe He ABNAETCA MeQULINHCKON ycnyroﬁ.

B x0ofe cekBeHMPOBaHWA BbIABNAETCA 6OMbLIOE KOIMUYECTBO reHETUYECKNX BAPUAHTOB (OT HECKOJTbKIX AECATKOB ThICAY O MUIIVIOHOB, B 3aBUCUMOCTA
oT Bupa wuccnefoBaHua). Nogaensiolee GONbLWMHCTBO 3TWX BapWAHTOB MNPEACTAaBAAIOT CO6ON AOOpOKaUYeCTBEHHblE MOAUMOPOU3MBI U He

° accouMMpoBaHbl C Pa3BUTMEM HACNEACTBEHHDBIX 3a601eBaHuii. COrnacHo PoCCUiicKUM 1 MeXAYHapOAHbIM PeKOMEeHAALMAM MO UHTepnpeTaummn
AaHHDBIX CEKBEHNPOBAHUA HOBOTFO MOKONEHWUA, [0OpoKayecTBEHHble N BEpPOATHO [O6poOKauyecTBEeHHble BapuaHTbl He BHOCATCA B
3aK/loYeHune N He coobLuatoTcs.

PesynbTaToM reHeTM4eckoro mccnefoBaHnA Ha 6ase ceKBEHWPOBaHUA ABNAETCA 3aK/lOYeHMWe NO OKasaHHON yciyre (NpoBefieHHOMY
reHeTMYeCKOMY MCC/IeA0BaHMI0), KoTopoe B CUNy HeMeAMLMHCKOro XapaKrepa YCIYrM HOCUT aHanuTUYecKuil, Hay4Ho-
nccnepoBaTenbcknil XapaKrep, 1 MeAULIVHCKMM 3aK/loYeHeM, NOCTaHOBKOM narHo3a, Ha3HauyeHeM leYeHNs He ABNAETCA. 3aK/oyeHne
COCTaBNAETCA Ha OCHOBE COBPEMEHHbIX 3HaHWI B 0611aCTU FeHETVKI 1 HAayKW B LIENIOM, C YY4ETOM POCCUNCKINX U MEXYHAaPOAHbIX peKOMeHAaLi no
MHTEprpeTaLuuy AaHHbIX CEKBEHVPOBAHVA. BO3MOXHO CyliecTBOBaHVE AOMONHUATENbHBIX, NMOKa elé He M3yYeHHbIX $GaKTOpOB, BAVAOLWMX Ha
nposBeHne TOro 1in UHoro 3abonesaHus. Kpome Toro, BO3MOXHbI Cllyyawi, KOTAa B 3aK/OUEHNN MOTYT OTCYTCTBOBATb KIMHUYECKM 3HauYMMble

° reHeTMYeckMe BapuaHTbl. OTCYTCTBME BbIABAEHHbIX KAMHUYECKM 3HAYMMbIX BapuaHTOB B 3aK/IOYEHMM MOXeT 6biTb CBA3aHO ¢
He[l0CTaTO4YHOI N3Y4YeHHOCTbIO FeHeTUYeCKNX BapuaHTOB, FeHOB N/UAN UX cBA3eil C MOHOreHHbIMU 3a60/1eBaHNAMM, C OrpaHNYeHNAMN
MeTOAMNKMN MCCIeAO0BaHNA NGO C OrpaHUYEHUAMU MPefoCTaBIEHHON KIMHUYeCKol uHpopmaumu. B Takom cnyvae, ycnyra He cumtaerca
OKa3aHHOUl HeKayeCcTBEHHO WM He B MNofHOM ob6beme. [lpoBefeHue MOBTOPHOrO 6MOMHPOPMATAUECKOTO aHanM3a W KAUHUYECKON
MHTeprpeTaLuun aHHbIX CEKBEHMPOBaAHWA CMYyCTA HeKOTopoe BpemA (rof Uiv HECKONbKO JIeT), MOXKeT NPUBECTU K BKIIOYEHUIO B 3aK/l0UYeHNe
reHeTMYeCKMX BapraHTOB, He COODLLEHHbIX paHee, B CBA3M C NOABMEHNEM HOBOI MHPOPMaLIMN B HayuHbIX Mybnmkaumax n 6asax gaHHbIx. Ycnyra
NMOBTOPHOro 61OVMHGOPMATNUECKOrO aHann3a NPeAoCTaBAAETCA Ha N1aTHON OCHOBeE.

npOBO,EI,I/IMbIe reHeTn4yeckmne nccnegoBaHmA Ha 6aze CEeKBEHNPOBAHNA UMEKOT CBOW OrpaHNYEHNA KaK MeTO4 NCC1ieOBaHNA, HE AaloT BO3SMOXHOCTU
BbIABUTb BCE NPUCYTCTBYIOLLINE B 06pa3ue reHeTnyeckmne BapmaHTbl.

Pe3yJ'IbTaTbI reHeTn4yeCkoro mccnenoBaHmA Ha 6aze CeKBEHMPOBaHNA He ABNAITCA AMAarHO30M. I/IHTepnpeTauvm nosly4YeHHbIX pe3ynbTaToB
CeKBeHMPOBaHNA A0JKHaA OCYLLEeCTBNATbCA BpauyOM-reHeTUKOM. TonbKo 3aknouyeHne Bpaya-reHeTnka o KIMMHNYECKOW 3HAaYMMOCTM BbIIBJIEHHbIX

° BapKMaHTOB, C y4eToOM KNUHNYECKOWN KapTUHbI o6cne,qyeM0ro nnuda, MOXeT CJTyXXNTb OCHOBaHWEM A/1A MOCTaHOBKM AMarHo3sa U NpUHATUA KNNMHNYECKN
3HAa4YNMbIX peUJeHI/IIh, B TOM 4ucne peLUeHI/IIh MO TaKTUKe nevyeHuA. KOHCyI'IbTaLl,I/IFI BpaYa-reHeTnka n nHTepnpetTauna nojlyd4eHHbIX pe3ynbratoB B
CTOMMOCTb reHeTU4eCKOoro nccniejoBaHA He BXOAUT.

«Cbipble» (HeobpaboTaHHble) AaHHble CeKBEHUPOBaHUA MOryT ObiTb BblfaHbl B popmate fastq no 3ampocy obcnepyemoro nvua/3akoHHOroO
npeacTaBUTena obcnefyemMoro nnua, a Takxke JInL, yKasaHHbIX Ha BTopoli ctpaHuue ViHpopmupoaHua. ®opmar fastq He npeanonaraetT npocmMoTp
[aHHbIX CeKBEHMPOBaHWA 6e3 fononHuTenbHOW bruonHpopmatuyeckon obpabotkm. MAO «LIFPM «TEHETUKO» He npepocTaBnAeT HUKaKUX MHbIX
pe3ynbTaToB CEKBEHMPOBaHUA, KPOME 3ak/loYeHWs U1, MO 3amnpocy, «Cbipbix» (HeobpaboTaHHbIX) AaHHbIX B dopmate fastq. 3a ycnyry no
npefoCTaBEHMIO «CbIPbIX» (He06pPaboTaHHbIX) JaHHbIX CEKBEHMPOBaHWA B popmaTe fastq MoxeT ycTaHaBNMBaTbCA JOMONHUTENbHAA MN/1aTa COrnacHo
MpeiickypanTy MAO «LIFPM «EHETUKO».

Al BHYMaTENbHO 03HAKOMUICA(-N1acb) C HACTOALYMM [OKYMEHTOM, CYyTb KOTOPOIO MHE ICHA V1 MOHATHA.

ono
« » 20 r Mopgnuncb
MAO «LIrPM «FEHETUKO» Appec: 119333, r. MockBa, BH.Tep.r., MyHMLMNanbHbIN JlnueHsna: J1041-01137-77/00362852
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MPUNOXEHUE N1 K UHOOPMUPOBAHUIO B LIENAX NMPUHATUA PELUEHNA
O NPOBEAEHNU TEHETUYECKOIO UCCNEAOBAHIA HA BA3E NOJIHOTEHOMHOIO CEKBEHUPOBAHUA,
NMONTIHO3K3O0OMHOIO CEKBEHUPOBAHUA, CEKBEHUPOBAHUA NAHEJIN TEHOB

nncaHne nepcoum])mumposaHHoro Hay4HOro nccienoBsaHus

* MonHoreHoMHoOe ceKBeHMpPOBaHMe — 3TO ONpeAesieHne HyKNeoTUAHON NoCefoBaTeNbHOCTM FEHOMA, BK/IOYaA y4acTKN FeHOB, Koaupyiolmne
6e10K, HeKOAVPYIOLLME YYaCTKN FeHOB, @ TakXKe MexKreHHble yuacTku JHK.

* MoNnHO3K30MHOE CeKBeHMpOoBaHe — 3TO onpefesieHre HyKNeoTUAHON NoC/ejoBaTeNIbHOCTU SK30Ma, T.e. BCeX KOAMPYIOLLMX Y4acTKOB 6enokK-
KOZMPYIOLLMX reHOB Yenoseka (okono 20 000).

» CeKBeHMpOBaHNe MaHeNN FreHOB — 3TO CEKBEHVPOBaHWE KOAUPYIOLMX YHAaCTKOB OrpaHMYEHHOro KOMM4ecTBa reHOB, aCCOLMUPOBAHHBIX C
onpefeneHHo rpynmnoi HacneCTBEHHbIX 3a60NeBaHNN.

1 [eHOM yenoBeKka COCTOUT 13 Bonee Yem Tpex MWIIMAPAOB HYKIEOTUAOB. IK30M COCTaBnAET OKomo 1-2% reHoma uyenoBeka, HO OKono 85% Bcex
BbI3bIBAIOWMX HaCNe[CTBeHHble 3a00NeBaHNA reHeTUYeCKNX BapMaHTOB HaXOAATCA MMEHHO B Kogupylowwmx obnactax. Mpu cekBeHMpoBaHUK
reHoMa, 5K30Ma UV NaHenu reHoB MOXXHO MoNyUnTb MHpopmaLuio 06 nsmeHeruax IHK - reneTnyeckunx sapmarTax. CnocobHOCTb METOAA BLIABUTD
BbI3blBaloLMIi 3ab0NeBaHme BapuaHT 3aBUCUT OT Trna nsmeHenua [IHK n ot Toro, B kakom yuactke IHK oH HaxoauTcA. [eHeTUYecKmne BapraHTbl MOTYT
6bITb M3BECTHbIMK (OMWCAaHHBIMM B NUTepaType WM Crelnan3vpoBaHHbIX 6asax AaHHbIX) WM HeU3BEeCTHbIMU (He OMMCaHHbIMK paHee).
OnpepeneHne KNMHNYECKOTO 3HaYeHWA MpeXAe He OMNMCaHHbIX B NUTepaType BapWaHTOB MOXKET ObiTb 3aTPyAHUTENIbHBIM WA HETOYHbIM/
He[JOCTOBEPHbIM.

CeKkBeHMpOBaHMe 3aK/oyaeTcsa B onpeaeneHun nocnegosatenbHocty [JHK, BbigeneHHon U3 nccnepyemoro 6romatepurana, 1, B Cllyyae 3akasa
NCcnefoBaHNA C UHTEPpeTaLueli, B AanbHenLen o6paboTke NONYUYEHHbIX faHHbIX C LieSblo BbIABIEHNA FeHETUYECKUX BapnaHToB. [eHeTnYecKnil
BapuaHT — 3TO U3MEHeHWe HyKneoTuaHow nocneposatenbHocTn [HK obcnefyemMoro OTHOCUTENBHO YCPEAHEHHOTO YHUGULMPOBAHHOIO
(pedepeHcHOro) reHoMa YenoBeka.

CyLlecTByIOT pa3Hble TUMbl FeHeTUYECKNX BapMaHTOB. TEXHONMOIMA CEKBEHUPOBAHNA HOBOTO MOKONIEHUsA MpeAHa3HaueHa, B MepByio ouepenb, Ans
NMoucKa OAHOHYKNEeOTHAHbBIX 3aMeH, KOPOTKKX Aeneunn (notepb yuactkos LHK) v nHcepuwnii (BctaBok yyactkoB [JHK). OgHako B onpeaeneHHbix
y4yacTKax reHoMa JeTeKLUA TakUX BapraHTOB MOXKET OblTb 3aTPyAHEHA UIIM HEBO3MOXHa B CBA3U C 0COOEHHOCTAMY MeToa. Kpome Toro, BeposATHOCTb

3 0bHapyXeHUsA JPYrux BapnaHTOB NpW CEKBEHVPOBAHMMN MOXET ObITb HU3KOW, B YaCTHOCTW, 3aTPYAHEHA AeTEKLUA KPYMHbIX U3MEHEHWIA CTPYKTYpbl
XPOMOCOM (MHBEPCWW, TPaHC/IOKaUMK, KpymHble WHCEpUMM, amMnavuKauuy u Aeneuun), U3MEHEeHUn Yucna XpoMOoCoM (monunnompus,
aHeynnonansA), a TakxKe oLieHKa NPOTAXEHHOCTN YYaCTKOB TPUMIETHbIX U APYTUX HYKNEeOTUAHbIX MOBTOPOB. [INA AeTeKLUMN TaK/X BapPUAHTOB MOXKET
6bITb peKOMeH0BaHO f006CejoBaHNE C ICMONIb30BAaHNEM Py T X MONEKYNAPHO-TEeHETUYECK/X METOL0B.

Pe3ynbTaTom CeKBeHMPOBaHUA, COMNMAacHO POCCUNCKUM 1 MEXAYHAPOAHbIM PEKOMEHAALMAM MO MHTeprpeTaumnn faHHbIX CeKBEHVPOBaHWA HOBOTO
NOKOJIEHNSA, CIY>KUT 3aKJTI0YEHNE, COCTABMIEHHOE MO onpefesieHHoMy 06pasLy (LabnoHy). 3aknoueHe MOXET BKIIOUaTb B ce6A creayoLne Tunbl
KINUHMYECKM 3HAUMMbIX BAPMAHTOB:

«aToreHHbIli BapuaHT» — MU3MeHeHVe HYKNeoTWAHOWN nocneposaTtenbHocTn [HK ¢ poctaTouHoi AokasaTenbHoOn 6a3oil AnA Toro, UToobl
paccmaTpurBaTb ero Kak BepOoATHYI0 MPUUMHY HaceCTBEHHOro 3aboneBaHuns*®;

«BepoATHO NaToreHHbIl BAPNAHT» — I3MEHEHVEe, MPUBOAALLEE K Pa3BUTUIO HACTeCTBEHHOTO 3a60/1eBaHus C BbICOKOW JONIeN BEPOATHOCTI;
«BapuaHT HeomnpepAeneHHO KJANHUYECKON 3HAYMMOCTU» — U3MEHeHMWe, OTHOCUTENIbHO KOTOpPOro 6e3 JOMONHWTENbHbIX UCCNEe[OBaHMIA
HEBO3MOXKHO CKa3aTb, MOXET /I OHO BbI3blBaTb COOTBETCTBYIOLLEe 3aboneBaHne Uin HeT (B Cllyyae CKPUHMHIA Ha HOCUTENbCTBO PELeCCMBHBIX
BapVaHTOB MK B CJlyyae CKPUHMHIa Ha HOCUTENIbCTBO BAapMAHTOB, aCCOLMUPOBAHHbBIX C PUCKOM Pa3BUTUA HACNeACTBEHHbIX OMyXONeBbIX
CUHLPOMOB, y 0bcnefyemMblx 6e3 NMMYHON NCTOPVN HACEACTBEHHDBIX 3a00NeBaHMNii TaKoW BapyaHT MOXET ObiTb COOOLUEH B MCKIIOUUTENBHbIX
CIlyyasnx, COOBLLEeHME He rapaHTpyeTCA).

Y

B cnyuae, Koraa cekBeHMpoBaHMe MPOBOAUTCA C Liefbio MOUCKa NPUYMHbI BEPOATHO HAac/1eICTBEHHOrO MOHOreHHOTo 3a60/1eBaHNA, B 3aK/l0UYeHe
BHOCATCA NaTOreHHble, BEPOATHO MaTOreHHble BapnaHTbl 1 BapUaHTbl HEONPeAeNEHHON KNNHNYECKON 3HAYMMOCTU B FreHax, aCCoOLMMPOBAHHbIX C
3aboneBaHVAMY, MMeloWnMMN GeHOTUNNYECKOe CXOACTBO C ONcaHNeM KJIMHNYeCKol KapTuHbI 06cnefyemoro. BapriaHTbl B OCTanbHbIX FeHax B
3aK/oYeHne He BHOCATCA (3a NCKIIoUeHMEM KBTOPUYHbIX» U «CIyYaliHbIX» HAXOA0K, CM. HUXKE), B CBA3M C YeM KNIMHUYecKana MHPOPMaLA O COCTOAHNM
340p0oBbA 06CNIefAyemMoro nuua ABIAeTcA 06A3aTeNbHbIM YCIOBMEM ANA NMPOBEAEHUA VHTepPpeTaLnmn JaHHbIX CeKBEHVPOoBaHMA. MHdopmaums o
COCTOAHMM 3[0POBbA 06CNeAyeMoro nuua [Jo/mkHa ObiTb NMpeAcTaBieHa B MaKCMMarbHOM obbeme A0 MPOBEAEHUA WCCNeAoBaHWA, B BUAe
pe3ynbTaToB MCCNEeAOBaHNN (nabopaTopHbIX U MHCTPYMEHTasIbHbIX), @ TakKe 3aK/loueHnin Bpadenn U/uny BbINMCOK U3 muctopuu GonesHu. Mo
BO3MOXHOCTU [JO/MKHbI ObiTb NPEAOCTaB/eHbl AaHHbIe O CEMEHOM aHamHe3e 1 3aboneBaHuAX y APYrnx YneHoB cemMbi. MonyyeHne HeMosHbIX
pe3ynbTaToB MHTEpPNpeTaLnn AaHHbIX CEKBEHUPOBAHUA BCNeACTBIE NPeAOCTaBEHNA HEMOHON N HEJOCTOBEPHON UHPOPMALIN O COCTOAHMN
3[]0pPOBbA He ABAETCA HeKaueCTBeHHbIM OKa3aHveM unu HeokasaHnvem ycnyr [AO «LIFPM «TEHETUKO».

B cnyuae, Korga cekBeHMpOBaHWE MPOBOAWTCS € LeNblo CKPUHMHIa Ha HOCUTENIbCTBO PELIECCUBHbBIX BAPWAHTOB, B 3aK/OUEHME BHOCATCA
MaToreHHble 1 BEPOATHO MATOreHHbIe BAPUAHTbI B F€HAX, aCCOLMMPOBAHHbIX C Pa3BUTUEM PELIECCUBHDIX HACIEACTBEHHDBIX 3a60/1eBaHNi. BapuaHTbl
HeonpeaeneHHOW KIUHNYECKON 3HAUMMOCTU MOTYT ObiTb COOOLLEHbl B UCKIIOUYUTENbHBIX CAlyyasx, NPy 3TOM COOOLIeHMe TakUX CBEAEeHWUN He

6 rapaHTupyetcs. ViccnefoBaHuve, NpoBeAeHHOE C Lefbio CKPUHMHIA Ha HOCUTENTbCTBO PELIeCCMBHbBIX BAPUAHTOB, MOXET MO3BOJIUTb YTOUHUTb PUCK
pPa3BUTUA peLecCBHOM MOHOTEHHON MAToIOMM Yy NOTOMCTBA, HO HEBO3MOXHO MOJTHOE UCK/IOUEHNEe pUCKa. BaXKHO OTMETUTD, UTO, eCNn B CeMbe
6bINn CIyyan pPoXKAEHNA feTell C MOJO3PEHNEM Ha HacNeCTBEHHOE 3aboneBaHue, NPeAoCTaBeHne KIIMHUYECKON MHGOPMaLMM O TaKmX Cllydanx
NO3BOJIUT NMPOBECTN Gosiee MOMHOLEHHY UHTEPMPETaLMI0 JaHHbIX C Y4ETOM BO3MOXHOIO pUCKa NMOBTOPHOTO POXAEHMA pebeHKa C TaKniM e
3aboneBaHunem.

B cnyuae, Korga ceKBeHVpOBaHVE MPOBOAUTCA C LE/blo CKPUHUHIA Ha HOCWUTENbCTBO BapuaHTOB, acCOLMUPOBAHHBIX C PUCKOM pa3BUTUA
Hac/leICTBEHHbIX OMYXOMNeBbIX CMHAPOMOB, y 06C/eflyeMbix 6€3 IMYHON NCTOPMN OHKOIOTMYECKUX 3ab0ieBaHWiA, B 3aK/IIOUYEHNE He BHOCATCA
naToreHHble 1 BEPOATHO NMaTOreHHble BapyaHTbl B COOTBETCTBYIOLWMX reHax. BapraHTbl HeonpeaeneHHON KNMHNYECKON 3HaYMMOCTU MOTYT ObITb

7 COOﬁLLleHbI B UCKMKYNTENIbHbLIX Cny4adax, npu 3TOmM COO6LL[€HI/Ie TaKunx CBe,El,eHVIVI He rapaHTnpyeTtca. BakHo OTMETUTb, YTO NpefocTaBieHne
MaKCnmanbHO pa3BepHyTOI2 VIH¢OpMaL|,VII/I O cemenHom NCTOPUN OHKONOINMYeCKnx 3a60/1eBaHNN No3BosiAeT nposectn bonee MOJIHOLIEHHYO
NHTepnpeTaynio JaHHbIX CEKBEHMPOBaHUA.

MAO «LIrPM «FEHETUKO» Appec: 119333, r. MockBa, BH.Tep.r., MyHMLMNanbHbIN JlnueHsna: J1041-01137-77/00362852
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CeKBEHMPOBAHME C LeNblo CKPUHMHIA Ha HOCWTENbCTBO BAapUAHTOB, B TOM UMC/e acCOLMMPOBAHHBIX C PUCKOM Pa3BUTUA HaCNeLCTBEHHbIX
8 OMyXONEBbIX CMHAPOMOB Y [pYrMx 3aboneBaHWin C MO34HMM HauyaroM, He NpPOBOAUTCA HeCcOBepLUeHHONEeTHUM, obcnepyembim 6e3
cooTBeTCTBYOLEro peHoTuna (3aboneBaHus).

B xope CEKBEHNPOBAaHWA MOTYT ObITb BbIAABIEHbI NATOTEHHbIE U BEPOATHO NMaToOreHHble BapnaHTbl, He CBA3aHHble C VNCXOAHOW Lienblo NccieloBaHNA 1
9 He COOTBeTCTBYOWME ONNCaHUIo KIMHNYeCKOon KapTWHbI 06cne,qye|vnoro, accounmnpoBaHHble C 3aboneBaHnaMH, KOTOpble He MNpPOoABUWINCL Y
o6cnenyemor0 Ha aHHbI MOMEHT, HO MOTYTNPOABUTbCA NO3XKe: TaKk Ha3blBaeMble «BTOPUYHbIE» N «cnyqaﬁuble» HaxogKu.

«M0604YHO BbISIBNIEHHbIE BapUaHTbI», NN «BTOPUYHbIE HaXOAKIU», — NAaTOreHHbIE UM BEPOSATHO MATOrEHHbIE FEHETUYECKIE BapMaHTbl B FreHax,
BXOAAWMX B CMUCOK PEKOMEHAOBAHHBIX K COOOLLEHNIO FEHOB B KayecTBe BTOPMYHbBIX HAaXO4OK B COOTBETCTBMM C pekomeHpaumamu ACMG**
(American College of Medical Genetics and Genomics — AMeprKaHCKasa Konnerna MeauLUHCKON reHeTNKN U FeHOMUKM). DTU FeHbl*** cBA3aHbl C
onpefeneHHbIMU reHeTUYeCKMMY 3a6051eBaHUAMM, HY>KAAOLWMMICA B MEAULIMHCKOM KOHTpoOse. Takne HaXxoAKM MOTyT ObITb COOBLLEHbI MO KeNaHuio.

10

«Cny4ailHo BbiiBIeHHbIe BapUaHTbI», NN «ClyyaliHble HaXOAKWN», — MaTOreHHble 1 BEPOATHO NaToreHHble BapyiaHTbl B FeHax, He BK/OUeHHble B
CMUCOK PeKOMEH0BaHHbBIX K COOBLLEHMIO FeHOB B Ka4eCTBe BTOPMYHbIX HaXOLOK B COOTBETCTBUM C pekoMeHaauuamu ACMG, KoTopble npu 3Tom

11 MOryT OKa3aTb B/MAHME Ha 3A0POBbe 0bcnieAyemoro nvua. 3aboneBaHns, accoLMMpPOBaHHbIE CO CNY4aliHbIMN HaXoAKaMu, MeoT Pa3HbIi
BO3PacT MaHupectaumm U MOryT ObiTb COOOLeHbl NULaM, JOCTUTIIMM COBEpLUEHHONETHEero BO3pacTa, Mo VX »KenaHuwo (BKovas
HelpoaereHepaTBHbIE, HEPBHO-MblLLIEYHble 3a6051eBaHNA C NO3AHeN MaHUbecTaLuen).

*  [lna passumus 3a60/1e8aHuLi C aymoCOMHO-peueccusHbiM MUNOM HAced08aHUA HeOOCMAMOYHO HAIUYUA Y Ye/108eKAa 00HO20 2eMepPO3U20MHO20 NAMO2EHHO20 8aPUAHMJ;
makue 3a60/1e8aHUsA pa3eusaoMCs MoJbKO 8 Cy4ae HaAUYUA NAMO2eHHbIX 8APUAHMOB 8 06eUX KONUAX 2eHA (OMYO08CKOU U MamMepuHCKoU).
**  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.
**x ACTA2,ACTC1,ACVRL1, APC,APOB, ATP7B, BAG3, BMPR1A, BRCA1,BRCA2, BTD, CACNATS, CASQ2, COL3A1, DES, DSC2, DSG2, DSP, ENG, FBN1, FLNC, GAA, GLA, HFE, HNF1A, KCNH2,
KCNQT, 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, TNNCT, TNN{3, TNNT2, TP53, TPM1, TRDN, TSC1, TSC2, TTN, TTR,
VHL, WTI.

A BHMMaTeNIbHO 03HaKomMucA(-nacb) HACTOALNM OKYMEHTOM, CyTb KOTOPOIo MHe ACHA N MOHATHa.
A nmen(-a) BO3MOXHOCTb 3a4atb U 3a,qan(—a) BCe MHTepecyLwne MeHA BONpPOChl KacaTeslbHO TEPMUHONOTNN 1 XOA4a NPOoBeAeHNA, OXNAAeMbIX pe3ynbTaTOB n
orpaHquan?l MeTOoa npeacroAallero ﬂepCOHVId)I/ILlI/IpOBaHHOFO HAay4YHOro reHeTn4eckoro nccnenoBaHnAan nonqun(—a) Ha HUXuncyepnbiBawoLwme OTBETbI.
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