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MHOOPMALMA AN MPUHATUA PELLIEHWI B CBA3W C NPOBEAEHUEM
CEKBEHWPOBAHWA NAHEAU TEHOB «NMPEKOHLIEMLMOHHAA NGS-TTAHEAb»

Mpexae, yem Bbl pelunte NpoBeCcTU NepcoHaAM3upoBaHHOe HayyHoe uccrepoBaHue B AO «LeHTp FeHeTMKM M PenpoayKTMBHOM
MeaunumnHbl «FEHETUKO»,

NMOXAAYMACTA, BHUMATEABHO MPOYTUTE COAEPKAHUE CAEAYHOLLIMX NYHKTOB:

1. | CeKBEHUpOBAHUE MaAHEAU FEHOB - 3TO CEKBEHUMPOBAHWE KOAMPYIOLLMX YYaCTKOB [EHOB*, aCCOUMMPOBAHHbLIX C PUCKOM
BO3HWKHOBEHMWSA TAXKEAbIX PELECCUBHbIX HACAEACTBEHHbIX 3aboAeBaHWi y Byaylmnx aeTeit. MNpu CeKBEHUMPOBAHUM NaHEAU FEHOB
MOXHO MOAYUYUTb MHOOPMALMIO 06 M3amMeHeHusax AHK - reHeTmueckux BapuaHTax B KOAMPYHOLLMX 0b6AacTax reHoB. CnocobHOCTb
NPUMEHSIEMOrO METOAA BbISIBUTb Bbi3blBatoLLMI 3a60AEBaHWE BAapUaHT 3aBUCUT OT TMNa M3meHeHus AHK v oT Toro, B kakom
yyactke AHK oH Haxoautcsi. leHeTMyeckue BapuaHTbl MOryT ObiTb WM3BECTHbIMWM (OMWCAHHLIMWM B AUTEPATYPE WAM
cneunannavpoBaHHbIx 6a3ax A@HHbIX) UAM HE OMUCAHHBLIMKW paHee.

2. | CekBeHMpOBaHWE MNaHEAM TFEHOB NpPEeACTaBAsSeT CcoO0OM NepcoHaAn3MpOBaHHOE HayyHOEe WCCAEAOBaHUME W He ABAAETCS
3apPErnCTPMPOBaAHHBLIM AMArHOCTUYECKUM TECTOM.

3. | B pamkax ycayru «[pekoHuenumMoHHasa NGS-naHeAb» AOMOAHUTEAbHO MPOBOASTCA €AMHWYHbIE TeCTbl Ha HOCUTEABCTBO AeAeLMn
9K30HOB 7-8 reHa SMN1, mytaumun dele2,3 B reHe CFTR u aHaam3 konamyectBa CGG-noBTopoB B reHe FMR1 (ToAbKO AAA
>KEHLUMHbI).

4. | CeKkBeHUPOBaAHUE MAHEAM TE€HOB 3aKAOYaeTCs B «MPOYTEHMM» (OMpeAeneHuM) nocaepoBaTenbHoCT AHK, BblAEAEHHOW K3
6uomatepurana obcrepyemoro, U AanbHelllen 0bpaboTke NOAyYEHHbIX AAHHbIX. «BMoMaTepmuar» — ato obpasel, BUOAOrMUYECKOTrO
MaTtepuana, UCNoAb3yeMbli AASi MTPOBEAEHUSI MEPCOHAAM3UPOBAHHOIO HAayYHOrO UCCAEAOBaHUS; «OBCAEAYEMbI» — 3TO YENOBEK,
yen 6GuvomaTepuan NPEAOCTaBAEH AASl MOAYYEHUS MHOOPMAUMM 00 WMHAMBUAYAAbHbIX OCOOEHHOCTSIX €ro HaCAeACTBEHHOM
UHGopMaLUuu.

5. | CyllecTBylOT pasHble TWUMbl FEHETUYECKUX BapPUAHTOB. TEXHOAOTMS CEKBEHWPOBAHWA HOBOrO MOKOAEHUS MNpeAHa3HayeHa B
NepBYIO OYepeAb AN MOMCKa OAHOHYKAEOTUAHbBIX BapUaHTOB, KOPOTKUX Aeneumi (noTepb yyacTkoB AHK) u MHcepumi (BCTaBOK
yyactkoB AHK). HekoTopble TMNbl BapnaHTOB MOAAQIOTCS BbISBAEHWUIO MPU CEKBEHUMPOBAHUWM MAOXO, B TOM UYWUCAE CTPYKTYpHblE
WU3MEHEHMA XPOMOCOM (MHBEPCUU, TPAHCAOKALMK, KPYMHbIE MHCEPLMK U AEAELUMU), UBMEHEHME YMCAQ XPOMOCOM (MOAUMAOUANS,
aHEeynAOMAMSA), MPOTSHKEHHbIE YYaCTKM TPUMAETHBIX U APYIMX HYKAEOTUAHbLIX NOBTOPOB, BapWaHTbl B reHax C HaAMYMeM B reHome
6AM3KOro Mo NOCAeAOBATEAbHOCTU NCEBAOTEHA MAM Napanora, BapuaHTbl B GC-6oraTbix yyacTkax.

6. | B xoae uccaepoBaHUA MOYT 6biTb COODLLEHBI BapUaHTbl, BO3MOXHO MMEOLLME OTHOLUEHUE K GEHOTUMY (T.€. K KAMHWUYECKOM
KapTMHe 3a60AeBaHUS) 0OCAEAYEMOTO, CO CAEAYIOLLEN KAMHUUYECKON 3HAUMMOCTbIO:

«[laToreHHbI BApUaHT» - M3MEHEHWE C AOCTAaTOYHOM AOKa3aTeAbHOM 6a30M AASt TOFO, YTOObI paccMaTpUBaTb Ero Kak BEPOATHYHO
npuunHy 3aboneBaHUs*; «BepoATHO NaTOreHHbIH BapUaHT» - U3MEHeHWe, NPUBOASLLEE K Pa3BUTWIO 3aboNeBaHUS, C BbICOKOM
AONEV BEPOATHOCTU*; «BapUaHT HEONPEAEAEHHON KAMHUYECKOW 3HAUYUMOCTU» - WM3MEHEHME, OTHOCUTEABHO KOTOoporo 6e3
AOMOAHUTEABHbIX UCCAEAOBAHUI HEBO3MOXHO CKa3aTb, MOXET AU OHO Bbl3blBaTb COOTBETCTBYHOLLEE 3aO0AEBAHUE UAU HET,;
«[o6OUYHO BLIIBAEHHbLIE BapUaHTbl», UAW «BTOPUUYHBLIE HAXOAKW», — MATOreHHble WAM BEPOSITHO MATOr€HHblE FeHETUUYECKHEe
BapWaHThbl, accoUMUpPOBaHHble ¢ 3abBoAeBaHUMEM, OTAUYHBIM OT HamnpaBUTEABHOrO AMArHo3a, B reHax, BXOAALWMX B CMMCOK
BTOPUYHbIX HAXOAOK B COOTBETCTBUKU C pekomeHpaumamu ACMG** (American College of Medical Genetics and Genomics -
AMEpPUKaHCKan KOAAEMMA MEAMLMHCKOM FEHETUKM W TEHOMUKK). ITU TeHbl*** CcBA3aHbl C ONPEAEAEHHbIMU TEHETUYECKUMMU
3a60AEBAHUSAIMW, HYXAQHOLMMUCA B MEAULMHCKOM KOHTpoAe. OT MOAYYEHMSI MHOOPMALMM O BTOPUUHBIX HAXOAKAX MOXHO
OoTKasaTbCs.

7. | MNpoBepeHHOE MCCAEAOBAHWE MOXET MO3BOAWUTb YTOUHUTb PUCK PELECCUMBHON MOHOFEHHOW MATOAOrMM y MOTOMCTBA B paMkax
BKAIOYEHHbIX B UCCAEAOBaAHUE reHOB/reHETUUYECKNX BAPUAHTOB, HO HEBO3MOXHO MOAHOE UCKAKOYEHWE PUCKA.

8. | MpKn HaAMuMK B aHaMHe3e NepeArBaHUA KPOBU/aANOTEHHON TPaHCNAAHTAUMKU KOCTHOrO MO3ra BO3MOXHO MOAyYEHWUE HETOUHOIO
pe3ynbTaTta. B Takom caydae HeoBXOAMMO 3apaHee CoOoOLWMTb AevalllemMy Bpady M Aabopatopunm O dakre nepeAvBaHusi
KPOBW/aAAOTEHHOM TPpaHCNAAHTaUMKU KOCTHOTO MO3ra AASt MPUHSTUA PeLleHus O LeAecoobpasHOCTU NPOBEAEHNA TECTUPOBAHKA U
BblbOpe BUAa BroMaTepuana AN TECTUPOBAHUS.

9. | 3akAloueHrMe no pesyAbTaTaM MPOBEAEHHOIO MEPCOHAAM3UMPOBAHHOIO HAyYHOrO WMCCAEAOBAHWS COCTaBASIETCA Ha OCHOBE
COBPEMEHHbIX 3HAHWI B 0O6AACTH MEAULIMHCKON FEHETUKU U MEAULIMHCKOM Hayku B LEAOM. CAeAyeT OTMETUTb, UTO BO3MOXHO
CYLLECTBOBAHWE AOMOAHUTEABHBIX, NOKA ELLE HE U3YUYEHHbIX, PAKTOPOB, BAUAIOLLMX HA NPOSBAEHME TOTO UAM MHOTO 3aboAeBaHUS.
Kpome Toro, BO3MOXHbI CAyuYau, KOrAa B 3aKAKOUEHUK MO pe3yAbTaTaM BUOMHHOPMATUUECKOTO aHaAU3a A@HHbIX CEKBEHWPOBAHMUS
AHK o6caeayeMoro oTCyTCTBYHOT KAMHMUYECKM 3HAUMMbIE TEHETUUYECKME BapUaHThl (T.€. 3aKAIOUEHHWE «MycToe»). ITO He O3HAYaET,
UTO UCCAEAOBAHWE BbINMOAHEHO HEKAYECTBEHHO WAM He B MOAHOM O06bEMe. OTCYTCTBME BbISIBAEHHbIX KAMHUUYECKM 3HAUUMBbIX
BapUaHTOB B 3aKAOUYEHWWM MOXET OblTb CBA3AHO C HEAOCTAaTOUHOM WM3YUYEHHOCTbHO TEHETMUECKUX BaApPWaHTOB, F€HOB W/UAW WX
cBA3el C MOHOreHHbIMU 3a60AeBaHUAMK AMOO C OrPaHUYEHUSIMU METOAUKM UCCAEAOBaAHUSA.

104 AAA vHTepnpeTaumMu MOAYYEHHbIX PE3YAbTATOB WMCCAEAOBAHWA HACTOATEABHO PEKOMEHAOBaHa KOHCYAbTaUMs Bpauva-reHeTuKa.
TOAbKO 3aKAOUEHME Bpaya-rTeHETUKA O KAMHUYECKOW 3HAUMMOCTW BbISIBAEHHbIX BApWaHTOB MOXET CAYXWTb OCHOBAHWEM AAS
NPUHSATUSE KAMHUYECKM 3HAYUMbIX PELLIEHWI AN 06CAEAYEMOTO.

11| Bce AMUHble AaHHble, Kacalolmeca OOBCAEAYEMOrO M €ro 3akOHHbIX TMPEACTaBUTEAEN, TakXe, Kak W pesyAbTartbl
NepCcoOHaAU3UPOBAHHOIO Hay4yHOro nccaepoBaHus, nposopumoro AO «UI'PM «TEHETUKO», cTporo KoHOUAEHLMAAbBHBI U HE MOTYT
6bITb NepeAaHbl APYTMM AML@M MHauye, Kak C cornacua 06CAEAYEMOrO MAM €ro 3aKOHHbIX NpeacTaBuTener. Coraacme no oAHOMYy
WAV BCEM HUXEMNPUBEAEHHBIM MyHKTAM MOXET ObiTb 0TO3BaHO B At060€e BpeMsi 6e3 06bACHEHWUA AOMOAHUTEABHBIX MPUUMH.

Ha ocHOoBaHWW BbILLEU3AOXEHHOTO

A, roAa POXAEHUS,
[o]7]6]
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Bblpaxato cBoe corrnacue Ha npoBEAEHWE FrEHETUYECKOrO MCCAEAOBAHNSA:

[ ] Mue

[] moemy pebéHky,

A HET

, roaa POXAEHUS,
(damuAmna, M8, OTYECTBO NPEACTABASEMOTO)

O6paseu 6MOM8T€DMaAa 1 BblpeneHHas 13 Hero AHK, noAyyeHHble B LEeAsX NPOBEAEHUSA MEPCOHAAM3UPOBAHHOMO

TAKXE A COTAACEH(COTAACHA) HA TO, YTO:

Hay4YHOro nuccaepoBaHust, no yemotpeHuto AO «LUIFPM «TEHETUKO» MoryT 6biTb COXpaHeHbl U MCMOAb30BaHbl AASl KOHTPOASR
(BanMpaumn) v apyrux ueneit AO «LI'PM «TEHETUKO» 1 ero napTHeEpPCKUX opraHv3aumii, B YacTHOCTH, 6e3 pasraalleHus
MOWX MEPCOHAAbHbIX AAHHbIX, 6uomatepran U AHK MoryT 6biTb MCMOAL30BaHbI AN MPOBEAEHWS AOMOAHUTEABHOMO
FreHETUYECKOro TECTUPOBAHUA, a TaKXe AAA CTAaTUCTUYECKUX, NONYAALNOHHBLIX U HAYYHbIX VICC/\eAOBaHVIVI.

[
[

Mpwu HEOHXOAMMOCTH pe3yAbTaThbl MCCAEAOBAHUN MoryT 6bITb UCMNOAL30BaHbl B MEAUKO-TEHETUYECKOM KOHCYAbTUPOBaHUU
WAV TEHETMYECKOM 0O6CAEAOBaAHUN APYrux YAeHOoB MOEI CEMbM.

]
]

Mpwu HEoHX0AMMOCTH Pe3yAbTaThl MCCAEAOBaAHUM MoryT 6bITb 3anpoLleHbl MOUM AevallumM BpPayoM U BblAaHbl €My AAA

npoBEAEHNA MOETO AaAbHeWLIero HabArAEHUSA U 06cAepA0BaHMSA.

Ol 0 Mpn HEOBXOAMMOCTU PE3YALTATbI UCCAEAOBAHMI MOTYT BbiTb 3aMNpPOLLEHbI MOMMU POACTBEHHUKAMMU, B T.4.:

’

(o]7]6} CcTeneHb PoACTBa

Ol

KOHTaKTHYIO MHGOPMaUUIO.

10 B cayyae obHapyXeHUsi BIOPUYHON HaXOAKM (MaToreHHoro/BeposTHO NaToreHHoro BapuaHTta B reHe u3 cnucka ACMG* *)

fl corAaceH(Ha) NOAyYMTb MOAHYIO UHGOPMALIMIO O TAKOM pesyAbTare.

* Cnucok reHoB B naHeaw «lpekoHuenumoHHas NGS-naHeaw»: ABCA3, ABCC8, ABCD1, ACADM, ACADVL, ACAT1, AFF2, AGA, AGXT, AHI1, AIRE, ALDOB,
ALPL, ANO10, ARSA, ARX, ASL, ASPA, ATP7B, BBS1, BBS2, BCKDHB, BLM, BTD, CBS, CC2D2A, CCDC88C, CEP290, CFTR, CHRNE, CLCN1, CLRN1, CNGBS3,
COL7A1, CPT2, CYP11A1, CYP21A2, CYP27A1, CYP27B1, DHCR7, DHDDS, DLD, DMD, DYNC2H1, ELP1, ERCC2, EVC2, F81, F9, FAH, FANCC, FKRP, FKTN,
FMO3, G6PC, GAA, GALT, GBA, GBE1, GJB2, GLA, GNPTAB, GRIP1, HBB, HEXA, HPS1, HPS3%, IDUA, L1CAM, LRP2, MCCC2, MCOLN1, MCPH1, MID1,
MLC1, MMACHC, MMUT, MVK, NAGA, NEB, NPHS1, NROB1, OCA2, OTC, PAH, PCDH15, PKHD1, PLP1, PMM2, POLG, PRF1, RARS2, RNASEH2B, RPGR1,
RS1, SCO2, SLC19A3, SLC26A2, SLC26A4, SLC37A4, SLC6AS8, SMPD1, TF, TMEM216, TNXB?, TYR, USH2A, XPC

1 BaxHoO OTMETUTb, YTO HE BCE 4YacCTO BCTpedarLlinecsi TUMbl NaTtoreHHbIX BapunaHToOB B AaHHbIX reHax Moryt 6blTb BblsiIBA€Hbl B paMKax AaHHOIro
nceaeaoBaHuA

** Haauune y oBCAEAYEMOro OAHOTO MAaTOreHHOro/BEPOSITHO MATOreHHOro BapuaHTa B reHe He MPUBEAET K Pas3BWUTUIO COOTBETCTBYIOLLENO ayTOCOMHO-
peueccrBHOro 3aboneBaHus (06CAEAYEMbII ABASIETCA HOCUTEAEM NAaTOreHHOro/BEPOATHO NAaTOFEHHOTO BapuaHTa); AA PA3BUTUA PELECCUBHOrO 3a60AeBaHUs
HEeo6X0AMMO HaAWuKe NaToreHHbIX BApUAHTOB B 06eMX KOMUsX reHa (OTLOBCKOW M MaTEPUHCKOM).

*** 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

**%% Cnucok reHoB ACMG: ACT2, ACTC1, APC, APOB, ATP7B, BMPR1A, BRCA1, 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

A nponHdopmMmupoBaH(a), 4To NMPOBOAMMOE MEPCOHAAM3IUPOBAHHOE HAayYHOE WUCCAEAOBaHWE MMEET CBOM OrpaHUYEHUA U He
BCeraa AaéTt BO3MOXHOCTb BbISIBUTb BCE MPUCYTCTBYIOLLUE FEHETUYECKUE BaPUaHTI.

MoanuceiBasa AaHHy0 GOpMy, A MOATBEPXKAAID, YTO Aat0 CBOE coraacve A0OpOBOABHO, 06Aapas AOCTAaTOYHOW MHGOpMaUMeN, a
TakXe YTo Y MeHsi 6biAa BO3MOXHOCTb 3aAaTbh BCE BOMPOCHI, KOTOPbIE MOMAU Y MEHSA BO3HWKHYTb, B OTHOLUEHUW NPEACTOSILLErO
NnepcoHaAM3MPOBaAHHOIO HAYYHOIO UCCAEAOBAHUA.

A1 NOATBEpPXAAD, UTO MNepeA MPOBEAEHWEM FEHETUUECKOro TeCTMpPOBaHUA MHe OblAa NPEeAAOXEHA KOHCYAbTauWs Bpaua-
reHeTuKa.

A pato AO «UIPM «TEHETUKO» cornacve Ha 06paboTKy B LEAX OKa3aHWA MHE YCAYrM MOWX MNEPCOHAAbHBIX A@HHbIX,
BKAKOUAIOLWMX GaMUAUIO, UMSA, OTYECTBO, MOA, AATY U MECTO POXAEHWSA, AGHHble AOKYMEHTA, YAOCTOBEPSIOLLENO AMYHOCTD,
KOHTaKTHbIV TeAedOH, aAPeCc 3AEKTPOHHOM MOYThbl M MPOYME AaHHblE, HEOOXOAMMbBIE AAA OKa3aHWA YCAYTM, C NPaBoOM
OCYLLECTBASITb C TAKUMU A@HHbIMU cHOp, CUCTeMaTU3aLMio, HakoNAeHWE, XpaHeHUe, Nepeaavy TPeTbUM AMLaM, 06HOBAEHMWE,
U3MeHeHue, obe3nmunBaHne, BAOKMPOBAHME, YHUUTOXEHUE U MHOE UCNOAb30BaHKE. AaHHOE Cornacue AencTByeT 6eCCPOYHO U
MOXET BbITb 0TO3BAHO B AOOOM MOMEHT nyTeM HanpaBAaeHus B appec AO «LUIFTPM «[EHETUKO» COOTBETCTBYHOLLETO 3aABAEHMS.

m B cAyyae HE0BXOAMMOCTU COTPYAHUK MAKM NoapsipunK AO «LFPM «TEHETUMKO» MmoxeT cBsi3aTbCA CO MHOM, UCMOAL3YS MO

AOCTOBEPHOCTb U AKTYAAbHOCTb YKASAHHbIX MHOM AAHHDbIX (CBEAEHWW) TAPAHTUPYHO
OUO KnneHTa:

IAaTa POXAEHUS:

nacnopt cepua: HOMED!
|

IBbipaH (kem):

iAaTa BblAa4yn

faapec perucTpaumu:

lkoHTaKTHBbI TeredoH:

OAEKTPOHHaA noyta:

O.1.0. AaTa NoOANUCH
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