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0 A cornawawcb C NOMMTUKON 06pa60T|<|/| NEePCOHasIbHbIX AaHHbIX W NPUHUMaAK NO0Nb30BaTe/IbCKOE CcornalleHune.

CoxpaHuTb

O nporpamme Mutracker

MporpammHoe o6GecneveHne Mutracker no TY 58.29.32-001-01963278-2023
(PY If P3H 20XX/XXXXX oT XX.XX.20XX)
npefHasHa4yeHo Ansa 06paboTKM W WHTepripeTauun pe3ynbTaToB” MOAYYEHHbIX C UCMOMb30BaHUEM:
CekBeHatopa HyKnemHoBbIXx KucnoT FA-2000 (PY M P3H 2022/17851 ot 25.07.2022),
CekBeHaTopa reHeTtnyeckoro HELICON* G400 un
CekBeHaTopa reHetm4yeckoro HELICON* G50 (PY IP P3H 2023/20825 ot 16.08.2023)
B paMKax CeKBEHMWPOBaHWS 3K30Ma 4YesnoBeka,
KOTOpble MO3BOMAIOT CO3faBaTb NaboOpPaToOpHbIi OTYET Mo cTaTycy
HOCWUTeNs HacnefCTBEHHbIX 3aboneBaHWli ANA 3A40POBbIX MNaLMEHTOB (MPEKOHLEMUMOHHbIA CKPUHWHT) Wan
MeULIMHCKOE 3aK/loYeHre Mo MOWUCKY HacnefcTBEHHbIX MPUYMH
KMMHWUYECKOW KapTUHbI ANS NaLWeHTOB C BEPOATHO reHeTUYeckoi npuymHoli ocobeHHOCTel deHoTMNa.

PykoBogcTtBo Mo akcnayatauuu

[oCTynHO Mo 3TOW CCbINKe.

TexHMueckas MoAAepxKa

Monb3oBaTeneil ocylecTBAsSieTCs chneunanucTamm KomnaHum-paspa6otunka OrAOY BO PHAMY um. H.U. Tuporosa
MuH3gpasa Poccuun
no pabounm gHam c¢ 10 go 20 4 (6MT+3)
no teneoHy: +7 905 702-20-12
Nno 3NeKTPoHHOW noute: korostin do™Brsmu.ru

PUCYHOK 2. JINYHbIA KabuHeT nonb3oBaTtens.
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LLeHTp BLICOKOTOYHOT O PeAaKTUPOBAHUH ¢
reHeTUYeCKNUX TEXHONOTUI ANs GUOMEANLUHbI
®rAOY BO PHUMY um. H.U Muporosa

test

WccnepoBaHue test
MayuneHT test
HanpaBnstowuii Bpay test
Hanpasndawouwas opraHmsauyuns test
ID 6uomartepunana test
fata poxgeHus
ID nabopatopHblii test
Tun 6nomatepunana test
[ata noctynneHus 6uomarepuana

,El,aTa BblAayn 3akKnr4yYeHunqa

HanpaBuTenbHbI AnarHo3

Pe3ynbtaThl aHanmsa
[aToreHHble BapuaHThbl
Monoxexne B FeHotun Ten kAMK Alk 3k3om
revome hg)9 3ameHa  3ameHa

chrilK)eie31S1IC>T ca ATM C.CS9S3T p£T978X exon™O

BepoATHO naToreHHble

Monoxenne«  leHotan  Tew  X[AHK  AM  3H30H
rexome hg)o 3amena 3amene
Cbl12M2BOLIBAC>T ~ CA PTPNU cC5I8T PRITSt exonA

cMH2FA575307K:>C c/c CFAPA10 CC218C P-R73P exonu

HenssecTHoOe 3HayeHue

Monoxexne 8 FeHotun  TeH nAMK Aln OK30H

hup* /»>never genemecanief.ru/reporl.Mml

Tpamckpunt  Uactora
annens no
gnomAO

NM.0000S1

TpaucHpunT  Uacrora
annana

no
gnomAO

NM.001S30A37

NM.0012714-40

Tpawckpunt

0000s

Yactota

rny6una

npouteHus

rny6une

Mpoutenns

rny6una

CrpaHuua 1u« 4

PucyHoK 3. ®aiin 3aKkNto4YeHns no pesynbrtatam GuabTpaumMm n MHTepnpeTauMn BapMaHTOB cTpaHuLa
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r«140m8 hg19 samena  3ameHa annene no npoutexus

gnomAO
chr22954369ST>C  XfC ALK CA1468C pTad0P e*n7 NM.00A3<K 143
CcblB:90934970T»A  T/A N8N CAIST  PNSTY exon2 NM.002Aes 146
CMIT7598766A6C»>A  C/A  BRIPL CCI25ST pRAIOW exond NM.0320A3 00002 176
chr7117267W2C>T  ¢/T  CITP cC3AB3T pAMG62C exon22 NM 000492  00O0E 90

3aknwyeHune

JinTepaTtypHble UCTOUYHUKMN 3aKIOYEHUA

MeTpukn kavyectsa aHanmsa

Habop aompoa gns MeavaHHoe CpepgHee Monwuora MonHoTa MonHoTa
o6orawomus noepwiHa MNO«p« KX % 20x. % 30x. »

Agilent all-exon v8

AHann3 He N03BOJIAET BbIABUTb

[N

Jeneunn n uHcepuuu annHon 6onee 40 n.o,;
BapuaHTbl, CBA3aHHbIE C 3KCMaHCcuelt KOPOTKUX NOBTOPOB;

. BapuaHTbl U3MeHeHUs Ynucna HykneoTMA0B B FOMOMNONNMEPHbIX
pernoHax gnuHotii 6onee 10 n.o,;

4. BapuaHTbl B HATPOHAX (3a UCKNK>YeHNEM KaHOHWUYECKMX caiiToB
cnnalicmHra);

. BapunaHTbl B reHax, UMeloL X NceBforeHsbl,

. Mo3aunuHble BapnaHThl;

. Monunnongun, aHeynnonguu;

. dnureHeTuyeckune mogudukaLnm.

w ™~

N U

MeTognka aHanusa

MopgrotoBka 06pa3L 0B K CEKBEHVPOBAHUIO; BblAeNeHne reHoMHol ANK
13 06pa3L,0B BEHO3HOI KPOBM NPOU3BOAUTCS C MOMOLLbI HaGOPOB ANs

bl ru/reporl T

PucyHoK 4. ®aiin 3aK14veHns No pesynbTaTam GpuabTpaunmn n MHTepnpeTauMm BapnaHToB cTpaHumua 2.
S)
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BblgeneHus AHK (Qiagen) no npoTtokony npoussoautens. fanbHeliwas
Npo6onoAroToBKa BK/IOYAeT ybTPasByKOBYO G)parMeHTaL o reHOMHoO
AHK v ctaHgapTHble aTanbl NOAroToBku 6ubnmnotek hparmeHtos AHK.
O6oraweHune 6ubnmnotek pparmeHtTos JHK nocnefoBateNbHOCTAMMN 3K30HOB
NPOBOAMUTCA C MOMOLLbIO 30HA0B N0 Na6opPaTOPHOMY MPOTOKONY!.

CekBeHUpOBaHUe GeNoK-KOAMPYIOULMX NOCNe[0BaTeNbHOCTEN
oCyL|ecTBASeTCA METOAOM NapHO-KOHLEBLIX MPOYTEHMI MO NPOTOKONY
Npon3BOAUTENS.

AHanu3 gaHHbIX. Micnonb3oBaH aBTOMATM3NPOBaHHLI nannaiiu,
HanucaHHbI Ha si3blke ~hon, BkIovarowmii B cebsi OLeHKy KauyecTBa
cekBeHnpoBaHus (FastQC),yganeHue pa3banaHcpoBaHHbIX OCHOBaHUIA U
PUAOB ¢ HM3KMM KayecTBOM (Trimmomatic), BbipaBHWBaHWE NPOYTEHUIA Ha
pethepeHcHyto c6op»” reHoma Yyenoseka CRCh37/hgl9 npu nomowm Bwa
MEM, KONNWHI BapMaHTOB ¢ NnoMoLbio BCFtools. MeTpuky NoKpbITUA Gblnv
nonyyeHbl nporpamMmoii Picard. AHHOTaL St MONYyYeHHbIX BapUaHTOB Gbina
peanusosaHa npu nomown OMIM n ANNOVAR.

WHTepnpeTayns. OueHKa KNMHUYECKO 3HAUNMOCTU BbISBNEHHbIX
BapuaHTOB NPOU3BOAMNTCA & COOTBETCTBUYU C KpuTepuamm ACMC 2,3, ¢
MCcnosb3oBaHMeM 6a3 JaHHbIX BAPMAHTOB U INTEPATYPHbIX NCTOYHUKOB.

Cnucok aHanusupyemblx reHos: ATM. BARD1, 6RCA1, BRCA2, BPIP1, COH1.
CHEK2, NBN. NR. PALB2, PMS2, PTEN. RAD50. RAD51C, RAD51D, STKII, TP53.
MLHI. MREIIA. MSH2, M5H6. XRCC2.

icnonb30BaHHbIE cNeunann3vpoBaHHble
pecypcsl

. Belova, V. et al. System analysis of the sequencing quality of human
whole exome samples on BCl NCS platform. Scientific Reports 12. (2022).

2. Richards S. et al. Standards and guidelines for the interpretation of
sequence variants; ajoint consensus recommendation of the American
College of Medical Genetics and Genomics and the Association for
Molecular Pathology //Genetics in medicine. - 2015. - T. 17,- N*. 5.- C.
405-423,

. Pbonkkosa O. M. n ap. PyKoBOACTBO NO MHTepnpeTaunumn jaHHbIX
nocnegosatenbHocTn [JHK yenoBeka, NoMy4yeHHbIX MeTOAaMU
MaccoBOro napannenbHoro cekseHmposaHus (MPS) (pegakuus 2018,
Bepcus 2) //MeguumHckasn reHeTtuka. - 2019. - T. 18.- N« 2. - C. 3-23.

4. HUGO Gene Nomenclature Committee (HCNC) - Committee of the

Human Genome Organisation that sets the standards for human gene

[N

w

(&

. GENCODE - High quality reference gene annotation and experimental
validation. https:/AArww.aencodeQenes.orq/
. Ensemble - Genome browsers for the retrieval of genomic information.

o
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11.

12

13

14,

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25

26.

ex him |

. dbSNP - Database ofshort genetic variants.
. gnomAD ~Cermline variant frequencies exome-wide.

. |lOOOCenomes - Cermline variant frequencies gerwme-wide.

PUSeq - Ba3a gaHHbIX reHe'lWw4YecknX BapnaHToB, ecTpeyaons”xca y
Xuteneii P®. http.7Auseq.ru/

Pfam - Collection of protein familiesAlomains. htiQs://Dfamjcfam.ofq/
UniProtkB - Comprehensive resource of protein sequence and
functional information. https.//tfvww.uniDroLQfQ/

. CORUM - The comprehensive resource of mammalian protein

KEGG - Knowledge base on the molecular interaction, reaction and
relation networks. httDs7/www.Qenome.iP/keQCnetwork.html
ClinVar - Database of genomic variants of clinical significance.

VarSome - The human genomic variant search engine.
httPs:/A<afsome.com/

Orphanet - Database with the aspiration of gathering, providing and
improving knowledge on rare diseases. httD:/Avww.orpha.net/

HPO - Vocabulary that contains phenotypic information about genes or
product genes. httPs7/hDo.iax.orQy

OMIM - Catalog of all known human genes and genetic phenotypes.

CancerMine - Literature-mined database of tumor suppressor
genesAxoto-oncogenes. httD.//bionlp.bcgsc.ca/canccrmine/

CIViC - Clinical interpretations of variants in cancer. https/Aivicdb org/
NCCN - The National Comprehensive Cancer Network, an alliance of
leading cancer centers that creates clinical practice guidelines.

OncoBRCA - ba3a fjaHHbIX 4aCTOT BAPUAHTOB B rEHax CUCTEMbI
penapauuun OHK, nonyyeHHbIX B paMmKax npoekra «HacneicTBeHHble
cuHApoMbl B PP». httos7A)ncQbrca.ru/

OncoTree - Open-source ontology develop>ed at MSK-CC for
standardization of cancer type diagnosis, j

CPIC-pecypc nodapmakoreHomuke t

PharmCKB - 6a3a filaHHbIX N0 hapMmakoreHoMunke
https/AArww.ohafmgkb.oro
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