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PE3YJIbTAT TEHETUYECKOI'O NCCJIEOOBAHUA: 1111

NABOPATOPHbIV HOMEP: BR1111

®.N.0./MHN NMPOBAHLA: Bacunbes Bacunuin Bacunbesuny
OATA POXOEHNSA: 11.1.1999

noJt: MY K.

NCCNEOOBAHHbLI MATEPUAS: | BeHo3Has kposb al'YC?

MPNYMHA NCCIIELOBAHUA: CEeKBEHMPOBaHKMe MOJSIHOrO 3K30Ma
BbIMOJIHEHHOE

VNCCJIELOBAHWE:

OATA BblOAYM PE3YJIBTATA: 11.11.2022

B xofe cekBeHUpOBaHUSA MOMHOMO 3K30Ma y npo6aHp,a ObIS BbIABNEHDI cnegyroume HykneotTnaHble
BapuaHTbl, aCCOLUMNNPOBaHHbIE C 3aboneBaHneMm:

MATOIEHHBIE BAPUAHTHI:

BapuaHT KAHK YacTtoTa PedepeHcHas [nybuHa
(AK) annena* nocnefoBaTeNlbHOCTb*  MpoYTeHus**

He BbIfiBNEHO.

[eH Mosuuus (GRCh37/hg19) TeHoTMn =~ 3K30H

HEW3BECTHOI O KIIMHWNYECKOIO 3HAYEHNA:

BapuaHT kOHK YacTtoTa PedepeHcHas [nybuHa

I Mosuuus (GRCh37/hg19)  Tewotun  SksoH (AK) annena*  nocnegoBaTeNbHOCTb* | MPOUYTEHMS**

He BbifiBNEHO.

BECCVMINTOMHOE N'ETEPO3UIOTHOE HOCUTEJIbCTBO:

Fen Mosvums (GRCh37/hg19) TeHoTun  SK3oH BapuaHT kOHK YacTtoTta PedepeHcHas [nybuHa
(AK) annens* nocnepoBaTeslbHOCTb*  MpoyYTeHua**
c.1103G>A
MUTYH chr1:45797228 C>T CIT 13 p.Gly368Asp 0.31% NM_001048174.2 113x
rs36053993
*YacToTbl annenen npusepeHsbl no 6ase The Genome Aggregation Database (Bbibopka o 251,124 yenoBek); H/A=HeT AaHHbIX (He
onuncaHx)

** KonmyecTBO HE3aBUCKMMbIX NMPOYTEHUI YYacTKa reHoMa, Coaepykallero MyTaLuio.

WHTEPMPETALWA PE3YJIbTATOB UCCJIEAOBAHWA

B o6pasue AHK npobaHpa 66151 npoBeAeH MONCK MAaTOreHHbIX Y BEPOATHO MaTOreHHbIX BApMaHTOB BO BCEX
KOOVPYIOLWMX permoHax reHoma ¢ npuLefibHbIM aHaM3oM FreHOB, aCCOLMMPOBAHHbIX C
HacneACTBEHHbIMY 3ab0n1eBaHNAMM noyek (cM. CANCOK reHoB).

MaToreHHbIX 1 BEPOSATHO MaTOreHHbIX BapMaHTOB, aCCOLMMPOBaHHbLIX C Pa3BUTMEM 3a00/1eBaHNS, He
BbISABNIEHO.

*OLeHKa NaToOreHHOCTU BbIABNIEHHbIX BapnaHTOB NPOBOAMAACh Ha oCcHOBaHUM PekomeHgaumin ACMG n Sherloc no nHtepnpeTtaumm
[OaHHbIX, NOTyYeHHbIX METO40M CEKBEHMPOBaHUA HOBOro nokoneHuns (NGS)'2; PykoBoACcTBa No MHTepnpeTaLmm aHHbIX, MOyYeHHbIX
MeTo4aMun MacCcOoBOrO NnapasnfenbHoro cekBeHnposanus (MPS)3.
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PEKOMEHOOBAHO:

- KOHCYNnbTauunAa Bpada-reHeTnka no pesysibtataM nposeneHHOro nccnegoBaHyA

AHATT3 MTPOBOANIIN: d%//,
buoTtexHonor LlanB.B.
BruonHpopmaTmnk Bapbutos I@Eﬂ
Bpau-reHeTuk Kowesas HO.C.

["eHepanbHbIN AUPEKTOP AceesM }/ T




MPUMEYAHNE

PesynbTaTbl aHHOIO UCCNe0BaHUs cnefyeT BepudrumpoBaTh C MOMOLLbIO albTepHaTUBHOrO MeToaa
1 CONOCTaBUTb C KNMHUYECKMMM AaHHbIMU NaLMeHTa.

B 3aK/IOYEHUW OMKMCaHbl TOJIbKO BapUaHTbl, UMEIOLLNE BO3MOXHOE OTHOLLIEHME K KIIMHUYECKUM
NPOSIBNEHNAM Y NauneHTa. NepBrYHbIe AaHHble CEKBEHUPOBaHMA MOTyYT 6blTb NpefoCTaBeHbl MO
odurumanbLHoMy 3anpocy.

MOCKObKY 3HAYMMOCTb BapUaHTOB MOXET OblTb NepeoL,eHeHa B CBSA3U C OGHOBMIEHMEM HayYHO
nHdopMauun (ycTaHoBNEHa CBA3b 3a60MeBaHNS C USMEHEHUSIMU B APYrUX reHax, HoBasi MHoopMaLus B
XapaKTepuCTUKe reHa(-os) U/unm 3abonesaHnsa 1 T.4.) PEKOMEHAYeTCs Npu oTpuLaTENbHOM
pesynbTaTe NPOBOANUTL MOBTOPHbIN aHaNM3 faHHbIX exerogHo. O6paliaem Bawe BHUMaHue! 3a
MOBTOPHbIN aHanM3 MoXeT BaMMaTbCcA nnata. Moxanyncta, NnpeaBapuTesibHO CBAXUTECH C HAMU ANs
NoNy4YeHUs AOMNOSHUTENBHON MHGOPMALMM NPU 3anpoce NOBTOPHOrO aHanmaa.

OMNMNCAHWME METO[JA

AHanuna [HK nauneHTa npoBefeH Ha cekBeHaTope HOBOro nokosexHns « MGISEQ-2000» («MGI Tech»,
KnTal) MeTo4oM napHO-KOHLEBbIX YTeHUI (2x150M.H.) CoO cpeaHnUM NOKPbITUEM LLeNeBbIX PErmoHOB
67x. Ansa npobonogroToBku bbifa NCNoNb3oBaHa METOANKA CENEKTUBHOIO 3axBaTa KOOMPYHOLWMNX
yyacTtkoB OHK «nonHoro» ak3oma.

Cnncok reHoB nNaHenun «HacneacTBeHHble 3aboneBaHms nodek»: ACE, ACTG2, ACTN4, ACVR2B, ADAMTS13, ADCK4, AGT, AGTR1, AGXT,
AHI1, ALG1, ALGY, ALMS1, ALPL, ANKS6, ANLN, ANOS1, AP2S1, APOL1, AQP2, ARHGAP24, ARHGDIA, ARL13B, ARL6, ARMC4, ATP6VOA4,
ATP6V1B1, AVP, AVPR2, BO9D1, BOD2, BAP1, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BCSIL, BICC1, BMP4, BMP7,
BSND, C1QA, C1QB, C1QC, C210orf59, C2CD3, C3, C50rf42, C50rf52, CA2, CASR, CC2D2A, CCDC103, CCDC114, CCDC151, CCDC28B,
CCDC39, CCDC40, CCDCB5, CCNO, CCNQ, CD151, CD2AP, CD46, CDC5L, CDC73, CDKN1C, CEP120, CEP164, CEP290, CEP41, CEP83,
CFAP53, CFB, CFD, CFC1, CFH, CFHR1, CFHR2, CFHR3, CFHR4, CFHR5, CFI, CHD1L, CHEK2, CLCN5, CLCNKA, CLCNKB, CLDN16,
CLDN19, CNNM2, COL4A1, COL4A3, COL4A4, COL4A5, COL4AB, COQ2, COQ6, COQ8B, CRB2, CRELD1, CSPP1, CTNS, CUBN, CUL3,
CYP24A1, CYP27B1, CYP2R1, DCDC2, DDX59, DGKE, DICER1, DIS3L2, DMP1, DNAAF1, DNAAF2, DNAAF3, DNAAFS5, DNAH11, DNAHS,
DNAI1, DNAI2, DNAJB11, DNAL1, DRC1, DSTYK, DYNC2H1, DYX1C1, DZIP1L, EGF, EMP2, ENPP1, EPCAM, EVC, EVC2, EYA1, EYA4, F12,
FAH, FAMS8A, FAN1, FANCB, FGF20, FGF23, FGFR2, FH, FLCN, FLG, FN1, FOXC1, FOXC2, FRAS1, FREM1, FREM2, FXYD2, GALNT3,
GANAB, GAS8, GATA2, GATA3, GDF1, GDNF, GLA, GLB1, GLI3, GLIS2, GLIS3, GNA11, GRHPR, GRIP1, HLA-DQA1, HNF1B, HOGA1, HOXA13,
HOXA4, HOXB6, HPRT1, HPSE2, HSD11B1, HSD11B2, HYLS1, IFT122, IFT140, IFT172, IFT27, IFT43, IFT80, INF2, INPPSE, INVS, IQCB1,
ITGA3, ITGAS, ITGB4, KANK2, KCNA1, KCNJ1, KCNJ10, KIAA0586, KIF7, KL, KLHL3, LAMB2, LBR, LCAT, LEMD3, LIN28A, LMX1B, LRP2,
LRP4, LRP5, LRRC6, LYZ, LZTFL1, MAFB, MAGI2, MCIDAS, MCKD2, MEFV, MET, MITF, MKKS, MKS1, MLH1, MSH2, MSH6, MUC1, MYH9,
MYO1E, NEIL1, NEK1, NEK8, NIPBL, NMES8, NODAL, NOTCH2, NPHP1, NPHP3, NPHP4, NPHS1, NPHS2, NPS, NR3C1, NR3C2, NUP107,
NUP205, NUP93, OCRL, OFD1, PAX2, PBX1, PDE6D, PDSS2, PHEX, PIGA, PKD1, PKD2, PKHD1, PLA2R1, PLCE1, PLEC, PMM2, PMS2,
POC1B, PRKCSH, PTEN, PTH1R, PTPRO, RBM8A, REN, RET, ROBO2, RPGR, RPGRIP1L, RRM2B, RSPH1, RSPH4A, RSPH9, SALL1, SALL4,
SARS2, SBDS, SCARB2, SCLT1, SCNN1A, SCNN1B, SCNN1G, SDCCAG8, SDHA, SDHB, SDHC, SDHD, SEC61A1, SEC63, SGPLI1, SIX1, SIX2,
SIX5, SLC12A1, SLC12A3, SLC12A6, SLC16A12, SLC22A12, SLC25A13, SLC26A3, SLC2A2, SLC2A9, SLC34A1, SLC34A3, SLC3AT1,
SLC4A1, SLC4A4, SLC5A2, SLC6A19, SLC6A20, SLC7A7, SLC7A9, SLCO9A3R1, SLC9A6, SMARCAL1, SMARCB1, SOX17, SPAG1, STAR,
STRAG, STX16, TBC1D32, TBX18, TCTN1, TCTN2, TCTN3, TFAP2A, THBD, TMEM138, TMEM216, TMEM231, TMEM237, TMEM67, TNIP1,
TNXB, TP53, TRAP1, TRIM32, TRPC6, TRPM6, TSC1, TSC2, TTC21B, TTC8, UMOD, UPK3A, VDR, VHL, VPS33B, VWF, WDPCP, WDR19,
WDR34, WDR35, WDR60, WDR73, WNK1, WNK4, WNT4, WT1, XPNPEP3, ZIC3, ZMPSTE24, ZMYND10, ZNF423.

[na HasBaHWSA BbISBIEHHbIX BApPUaHTOB MCMOJIb30Banacb CTaHg4apTHaa HoMeHknaTypa HGVS
(https://mutalyzer.nl/ Bepcus 2.0.25)

BNONHPOPMaLLMOHHBIV KOMIMHT U GUNBbTEPUHT Pe3Yy/IbTaTOB CEKBEHNPOBAHUA NPOBOAMUIICSA C MOMOLLbHO
nporpamMmmHoro obecneyeHuna GATK (https://www.broadinstitute.org/gatk/) B cooTBeTCTBUM C
pekomeHpaumamm BROAD Institute (https://www.broadinstitute.org/gatk/events/slides/1506/GATKwr8-
D-4-Manual_filtering.pdf).

AHHOTaL WA BbISIB/IEHHbIX BapWaHTOB NPOBOANIACh MO BCEM M3BECTHbLIM TPaHCKPMATaM Ka)goro reHa
13 6as RefSeq u Locus Reference Genomic ¢ npumeHeHneM psiaa anropuTMOoB NpeAckasaHus
natoreHHocTu 3ameH (SIFT, PolyPhen2, PROVEAN, fathmm-MKL), a Tak)xe MeTo40B pacyeTa
9BOJIOLMOHHO KOHCepBaTMBHOCTY nosnumii (GERP, PhyloP). p

[na oueHKn NonynALMOHHbIX YaCTOT BbIABNIEHHbIX BapMaHTOB MCMOJIb30BaHbl BbIGOPKY np&KTOB
Exome Aggregation Consortium, Genome Aggregation Database, Exome Variant Server, 1000 Genomes
Project.

A5 OLEeHKN KITMHNYEeCKOWN peneBaHTHOCTM BbisiIB/IEHHbIX BAPUAHTOB MCMNOb30BaHbl 6a3a gaHHbIX
dbSNP, Clinvar, OMIM, HGMD, DMDM, LOVD un nuTepaTypHble faHHble. B 3ak/oyeHne ﬁ?ﬂoqubl
TOJIbKO BapunaHTbl, UMeroLL e BO3MOXHOE OTHOLLEHMNE K KITIMHUYECKUM NPOSIB/IEHNSAM Y nau,TAeHTa. /
BapuraHThbl, KnaccndumumnpoBaHHble MO PasfiMyHbIM KPUTEPUAM KaK HeETpasbHble, B 3aK/ItOYEHNE He'
BKJIHOUEHbI. [OJTHbIA CMMCOK BbISABIEHHbIX BApMaHTOB M AaHHble CEKBEHNPOBAHMUA MOTYT ObITb
npefAocTaBsieHbl MO 3aMpocy flevallero Bpaya.



http://www.broadinstitute.org/gatk/)
http://www.broadinstitute.org/gatk/events/slides/1506/GATKwr8-D-4-Manual_filtering.pdf)
http://www.broadinstitute.org/gatk/events/slides/1506/GATKwr8-D-4-Manual_filtering.pdf)
http://www.broadinstitute.org/gatk/events/slides/1506/GATKwr8-D-4-Manual_filtering.pdf)

OrPAHUYEHUA METOLA

MeTopn UMeeT OrpaHuYeHns 1 He BKIKOYaeT B Cebsi UCCefoBaHNE HEKOAMPYIOLWMX PernoHoB. MeTog He
npefHa3HayeH AN OLEHKW YPOBHA METUIMPOBAaHUS, BbISIBIEHNS XPOMOCOMHbIX NMepecTpoeK (TpaHCcnoKauuii,
VHCepLWiA, feneuni, Aynavkaunin u nieepcuii 6onee 10 nap HyKNeoTUAOB B KOAUPYHOLLUX PErMOHAX FeHOB),
aHeynnouann v NOAUNIOUANM, BbISBAEHNUA MyTaLuii B COCTOSIHAM MO3auLM3Ma, aHanm3a Bapuaunui 4nHbI
MOBTOPOB (B TOM YMC/E SKCMaHCUW TPUMIETOB).

CBEOEHNA O KAYECTBE NCCJIE[JOBAHNS:

CpepHss AMHa 25150 f.0. Bcero BbIABEHO 76487
NpPoYTEHUN BapunaHToB
CpepHee nokpbliTne 67x
5 BapuaHToB nocne
% LLeNIEBbIX PErMOHOB C SUNbTpALIM 1
NMOKPbITUEM HE MEHEE 98
10x

CMMCOK NCTOJIb3YEMbIX NMPOIPAMM W JINTEPATYPBI:

1) Richards S, Aziz N, Bale S, et al. Standards and guidelines for the interpretation of sequence variants: a joint
consensus recommendation of the American College of Medical Genetics and Genomics and the Association
for Molecular Pathology.Genet Med. 2015 May;17(5):405-24.

2) Nykamp K, Anderson M, Powers M. Sherloc: a comprehensive refinement of the ACMG-AMP variant
classification criteria.Genet Med. 2017 Oct;19(10):1105-1117.

3) Pbixkosa O.I1. n gp. PykoBogcTBO NO MHTepNpeTaLumn AaHHbIX, NOAyYeHHbIX METOA4aMU MacCOBOro
napannenbHoro cekBeHnposaHmsa (MPS) (pegakuus 2018, Bepcusa 2). MeanuymHckan reHeTumka. 2019;18(2):3-
23.

4) dbSNP - Database of Single Nucleotide Polymorphisms (www.ncbi.nlm.nih.gov)

5) ClinVar (http://www.ncbi.nlm.nih.gov/clinvar/)

6) OMIM (http://omim.org/)
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