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&J KOHCyNbTaHT
<l CTyAeHTa

Tpenaxxkep GENOSKILL

TpeHaxep GENOSKILL npegHa3sHaveH ons CTyoeHTOB, MarMCTPaHTOB,
aCMMPAHTOB, CNyLLATENIEN KYPCOB MOBbILLEHNS KBaNnU@UKaumm 1 ntobbix
OPYTUX KaTeropmmn 0by4daroLmMxcd. ITa NporpaMmMa NpenoCcTaBuUT BaM
BO3MOXXHOCTb YrNybUTb 3HaHUA B 06N1aCTV MeANLIMHCKOW FrEHETUKN,
OMOMHMOPMATUKN U TEHOMUKW, MOMPAKTUKOBATLCHA B MONYyYEHUN
HaBbIKOB Y MOHMMAHUK NMPUHLXMNOB MHTEPMPETALMN FrEHETUYECKUX
BAPWMAHTOB Y NALIMEHTOB C HACNeACTBEHHbIMM 3360N1eBaHUSAMMN.

Oby4yeHmne NPOXoaAUT NMYTEM PeLleHUs KNMHUYECKMX 33434 Ha
CUHTETUYECKNX OAHHbIX.

B obpa3oBaTenibHy0 CeEPUIO BOLLUNM KITIMHUYECKME Clydau C
PACMNPOCTPaAHEHHbIMW, U3BECTHbLIMU KaXXO0MY MeOULIMHCKOMY PabOTHUKY
3aboneBaHnsaMuM. B 6a30BY0 CEPUIO BKITHOUEHbI Pe3YyNbTaThI
bruonHpopmMaTmyeckom 06paboTkm 10 3K30MOB U 3a4a4M MOUCKA NPUYNH
HacnNeaCcTBEHHOM MaToNnornm C PasnnMyHbIMK TUNAaMM HaCIeq0BaHNS.
PelieHna npeanonaratoT nojlydyeHme KoMneTeHUn N HaBbIKOB MOKMCKA
PA3/INYHbIX MO 3PP EKTY BANUAHUA HA BETOK NAaTOreHHbIX BAPWAHTOB,
KOMMNEKCHbIX annenen, MHcepuuu, geneumm 1 gaxxe 4BOMHOM AMarHos, a
TaKXe gpyrve ocobeHHOCTU OaHHbIX, He0bXoaMMble OJ19 NOrPYyXeHUS B
KITMHUYECKY0 MHTeprpeTauuio.

I myxora MYyKOBHCIIH/]03 bonesus [ome

AxoH/IpoTiasus Cungpom Mapdana

bonesnus Bunscona-Konopanora ['emodunus

[lonmukucTos novyek deHUITKeTOHYPHUSA
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OB bEM 1 EMKOCTb PbIHKA TEHETUYECKOIO TECTUPOBAHWNA B POCCUW B 2020, mnH pybnen

TengeHuu peiHKa oo @
reHeTU4YeCKUX TeXHO/JIOTUU
B Poccumu

1. TexHONOrMm reHeTUYeCcKOro aHasin3a NoCTOSAHHO
COBEPLLUEHCTBYIOTCH, B TOM YMCNE NOABNAOTCSH
POCCUNCKME MNATPOPMbI CEKBEHVPOBAHUA.

2. PbIHOK npepocTtaBneHmns nogobHbix yciyr B Poccnm

2601.8 8461.8
PACTET C Ka)XabIM roA0M.
3. COBpEMEHHbIe TeXHONOIr M Tpe6y|'OT NMPOMHO3 OB bEMA PbIHKA TEHETUYECKOIO TECTUPOBAHWA B POCCKHW B 2020-2025 rr., mnpg pyb6nen
BbICOKOKBANMMULIMPOBAHHbBIX CMEeLManmcToB B 0b6nacTu 55
MOJTEKYISIPHOMN BMONormm, BUOMHMOPMATUKN, 5.0
MeOUMHCKOW FreHEeTUKN. 4.5
4.0
4, Obpa3oBaTesibHble yYpeXxxaeHWsa A0MKHbI yCreBaTb 52
yYOOBJIETBOPATL MOTPEBOHOCTb PbIHKA B MOA0DOHbIX 20
cneuyanmcTax. 22
1.5
5. Hanbonee stpdeKTBHbIM ABNAETCA 00yUeHMe Ha o
KOHKPETHbIX KNIMHUYECKMX CNydasaXx, Npu 3ToM be3 0.5
0OCTYMNa K NepCoHanbHbIM AaHHbLIM MAaLMEHTOB. 0

2020 2021 2022 2023 2024 2025
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Oby4yeHune cneumanmncToB MHTePNpeTaunm reHeTUYeCKMX AaHHbIX Ha POCCUMCKOW nNnaTdopme

CHHTeTHUYEeCKHE JJaHHbIE

B GENOSKILL peann3oBaHbl KEUCbI MALIMEHTOB Ha
CUHTETUYECKMX OaHHbIX C PACNPOCTPAaHEHHBIMU
NaTOreHHbIMY FreHETUYECKMMU BapUaHTaMMU,
CrneunuUYHbIMU 7159 KOHKPETHOW NATOI0M UM,

DTO IpeAOTBpaLlaeT
MCIIO/Ib30BAHUE TIePCOHAIBHBIX
TAaHHBIX B cUCcTeMe Oe3 yIepoa
U1 Ka4YeCTBA MEeJULIUHCKUX
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Oby4yeHune cneumanmncToB MHTePNpeTaunm reHeTUYeCKMX AaHHbIX Ha POCCUMCKOW nNnaTdopme

CxeMa reHeTHUYECKOU AUArHOCTUKHU 3a00/1eBaHuI

[Taumen

=

3a00p KpoBWU

CekBeHMpPOBaHMe
OaHHbIX NGS

NHPpaCTpyKTYyPa
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BeiyncnurenbHble
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XpaHunuuie
NaHHbIX
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ObyyeHume cneumnanmcToB MHTEPMNPETALMM TEHETUYECKMX AAaHHbIX HA POCCUMNCKOM nnaTdopme _§J c"f;;g::;a“
GENOMENAL — nporpammuoe obecrieueHue
HOBOTI'O ITIOKOJ/IEHHUA J1/I4 pa6OTI>I C I HOMHBIMH J1dHHbBIMHU
BoiuncnutenbHble
cepBepbl
OT4yéTbl

buonornyeckne - CekBeHUMpPOBaHME

HacnencTteeHHble
3aboneBaHmMga

KabuHet nonb3oBatens nnu GRM
MHOronoJsib30BaTeNbCKUN nHTepdenc

opraHn3sauuu

obpa3upbl OaHHbIX NGS
XpaHunuuie

FASTQ / BAM / VCF AaHHBIX

OHKOreHeTukKa

~ - = — | GENOIMENAL

ObneryeHHasa n ynobHas

3arpy3Ka 06pa3LIoB. [1poBepka Ka4ecTsa, [MpeHaTanbHoe
OYUCTKA NapHbIX hainnos, TeCTUpPOBaHMeE
ABTOMaTU4ecKoe pacnosHaBaHue BbipaBHMBaHWe Ha GRCh38 .. —
— nnatdopmM cekBeHMpoBaHUA llumina, (BWA, Botie2) PUNLTPaLMS
BGI/MGlI, lonTorrent, TUNoB AaHHbIX . MOMCK BapUaHTOB MHTQpI‘IpETaLLM,FI
v ‘ 3 l ]
C NOAAEPXKKOM pa3NnYHbIX hopMaToB a3b [ycoBeplueHcTBOBaHHbIe GATK MonureHHble
BXOZAHbIX (painnos a CNVKkit), aHHOTaums PUCKM
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eJIMHOM peecTpe POCCUMNCKOro NporpaMMHOro obecnevyeHmd
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OOyueHue HaBbIKAM OMOMH(POPMATUKU

BO3MOXHOCTb BUAETb BECb NPOLIECC aHANM3a BMN0Tb 40 KOMaHAHOW CTPOKM, YTO XOPOLLO A/19 MOHUMAHMUS
3TanoB 06paboTkM 06pPa3L0oB, CTaHOAPTM3ALMM, MPOTOKONTNPOBAHUA 1 0BYyYeHUA BMOMHIOPMATUKOB.

OETAJIN TTPOUECCA AHATIN3A

GENOIMENAL 3asepLeHo (113 6 MeTPHK He

v 2. BblpaBHMBaHue 15.09.2023 19:53:46 21.11.2023 13:30:53 YAOBNETBOPAIT KPUTEPUAM

BblpaBHMBaHMFI)

(R) OBPA3LbI

NALMEHTDI

daitnbl ¢ pesynbTaTaMmu

3AMYCKM

l Ckavate BAM o/ OTKpbITb B IGV bpaysepe

rPYNMNOBON AHANN3S
l, Ckauvatb BAI

KOroPThl
MeTpuku
HACTPOWKMU
MAPPED READS Mapped reads percent 100% meets the threshold 85% v/ PASSED
AOMUHUCTPUPOBAHUE
MULTIPLE ALIGNMENTS Multiple alignments percent 0% meets the threshold 15% v/ PASSED
FORWARD/REVERSE BALANCE Forward/reverse strand alignments difference 0 meets the threshold 10 v/ PASSED
PAIRED MAPPED READS Paired mapped reads percent 100% meets the threshold 80% v/ PASSED
PAIRED PROPERLY MAPPED READS Paired properly mapped reads percent 100% meets the threshold 75% v/ PASSED
COVERAGE PER NUCLEOTIDE Coverage per nucleotide 0.092X less than threshold 0.1X A FAILED
TexHuyeckue gertanu

WHCTPYMEHT: BWA2 Burrows-Wheeler Aligner

MAPAMETPbI:  C6opka pedpepeHca: GRCh38 (hg38)

BbIBO] KOHCOJ1IU:

Application version: 2.4.0-SNAPSHOT-ca528aa8

Start process: set -o pipefail && bwa-mem2 mem -t 4 /root/storage/shared/references/hg38/ref.fa /root/storage/users/5al918aa-
7d60-4dcf-8a85-e615197e0df5/1cadfe87-8943-4832-aff9-837c3e123c42/79bb6a66—-d5c9-4e10-b571-01fd941231b7d/1173e43b-8633-46cd—-9691-
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Oby4yeHune cneumanmncToB MHTePNpeTaunm reHeTUYeCKMX AaHHbIX Ha POCCUMCKOW nNnaTdopme

O6nayHoe BeO-TIpUNOKEHUE

[na ncnonb3oBaHmg GENOSKILL BaM He
noTpebyerca npmobpeteHne JOPOroCToSLLEro
cepBepHOro obopynoBaHNA 1 YCTAHOBKA
LOOMONTHUTENIBHOIO MPOrPaMMHOI0
obecneyeHns Ha BaLLeM KOMMbIOTepe.

JlocTaTouHO IpoOCTO
O K/IIOUUTHCHA K UHTEPHETY
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KOHCYNIbTaHT
CTyAeHTa



OneKTpoHHas 61bnoTeYHas cucTema

KOHCYNIbTaHT

ObyyeHme cneLnanncToB MHTEPNPETaLMM FTEHETUYECKNX OaHHbIX HAa POCCUMNCKOM NnaTdopme é_i crynenTa
¢

[IpocToii, coBpeMeHHBIN U MOHATHBIN Irpaduyeckuil UHTEPdEnc

SNV VIEWER
Y( [Sample1_R1.fa... >4 J [Tvm My Tauum v j (HaHenb reHoe v ] (FEH ¥ ] {HPO I LnaTOFeHHOCTb R J [Baum 3anpochbl v ]
: I1x 10x 20x 30x 50x 100x 200x 300x 4
O6pasel Nokyc Tan Mozuymna End HGVS 3ameHa HGVSc 3K30H O6pasey O6pasey JddekT BapuanTa BHeluHue cCbiNkn nomAD 3 AF MatoresHoctb T enigmaClinSig2.n... ClinVar
palen y MyTaLuu W P Fny6una (Anbt/Ped) GT P 9 EnigmaPathogeni...
@/\—‘Tz'““ i 3 ] N :
| V) B %) v sample2 PALB2 Germline  chr16:23637885 23637889  p.QB60RfsX7 GAC..>G c172.175del 3 131 (58/73 44%) 0N Frameshift (Rs)(vs)(cv) 2.629e-5 (n) (n)
¢ o [§) B %) samplet KRAS Somatic  chr12:25245345 25245345  p.\14l C>T  c.40G>A 2 56 (4/52 7%) 0/ Missense (Rs)(vs)(cv) (n)A (n)
2 o [V B &) samplet BRCAT Germline  chr17:43063873 43063873 C>A  c5152+1G>T 22 (16/6 73%) o/1 Splice donor (RS (Vs (cv| (n)a (n)
2 o [ B &) v sample2 MAPAK3 | Germiine chr2:39309548 39309548 ASATTT  ¢.998-32 998-3... 49 (11/8 22%) on Intron (Rs)(vs)(FR] 0,098 (N/A |
22 o (8 B &) v sample2 ~ EPCAM Germline chr2:47373967 47373967  p.MM5T T>C  ¢.344T>C 3 365 (188/17752%) O/ Missense (Rs)(vs)(cv) 0,577 (N/A | ()
22 o [ B &) v sample2 MSH2 Germline chr2:47403411 47403411 C>G  c.211+9C>G 202 (101/10150%)  0/1 Intron (Rs)(vs)(cv 0,53 (N/A ) (a)
2 2 [H B &) v sample2 MSH? Germline chr2:47408384 47408385 CT>C  c.212-4del 143 (32/98 22%) 0/1 Intron (Rs)(vs)(cv 2.280e-3 (N/A | )
2 o [ B %) vsample2 MSH2 Germline  chr2:47414420 47414422 TAAST  ©.942+28_942+.. 65 (16/15 25%) 0/1 Splice region* (RS | vs | cv 0,157 'N/A | KHo |*
2 2 [§) B %) v sample2 MSH2 Germline chr2:47416318 47416318  p.G322D G>A  c965G>A 6 156 (71/85 46%) 0N Missense (Rs)(vs)(cv 0,012 (N/A | (a)
2 & [ B &) v sample2 MSH2 Germline chr2:47466820 47466820 G>A  c1661+12G>A 209 (115/94 55%) o/ Intron (Rs)(vs)(cv) 0,399 N/A | (a)
22 o [3) B &) v sample2 MSH2 Germline  chr2:47476361 47476361 T>C  ¢.2006-6T>C 300 (157/14352%)  O/1 Splice region* (RS | (vs|(cv | i 0,089 (N/A ()
2 o [4 B &) v sample2 KONK12 Germline  chr2:47512394 47512394 G>A  c*8513C>T 2 181 (74107 41%) 0/1 3-HTO (rs)(vs)(cv 0,012 (N/A ) HI |
= | £ — — — . — ——
X?‘ o\ @ E,'_ ev) + Sample2 MSH2 Germline chr2:47512394 47512394  p.R909Q G>A c.2726G>A 16 181 (74/107 41%) 0N Missense |RS|(VS]|(CV]: 0,012 | N/A | HMN
OTYET O NMYBWHE NOKPbLITUA
100 +
OPAKLIR
FNYBUHA MOKPLITUA
AAHHbIX
, ; 92.15%
=
-
o)
¥
o 10 89.05%
@
s
O
=,
= 20 80.74%
30 62.92%
1
:
Dpakuua AaHHbIX 50 4.98%
MoKpbITHE reHa [ Q ey ] dkcnopT
Fen/TpaHckpunTt 1x 10x 20x 30x 50x 100x 200x 300x
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[IpodeccuonansHbIe U oy viewer
1T 2\ (e | © Om—
IPOJABUHYThIE UHCTPYMEHTHI

/ \

T 10x 20x 30x SOx 100x 200x 300x

Noxkyc Noawnyuna HGVSp 3amena HGVSc IK30H Fhy “:g?rnﬁ: IPed) NogrAL
MeAI/II—II/IHCKOFO FeHeTI/IKa oY B ARID1A chr1:26697012 p.H203Q C>A  c.609C>A 1 328 (148/180 45%) on
o D EW FANCD2 chr3:10046615 p.5390= C>T  cM70C>T 15 305 (100/205 33%) o1
o B W ROS1 chr6:117301021 £.52223C G>C  C.6668C>G 43 94 (35/5937%) ol
== ————— . ——
Y O\ 1 I= g".—\'r .
> KOHCprKTOp yC JTOBUI CbVl Il praLI,MM @ o [ B G AL512408.1 chr1:26697012 C>A 328 (148/180 45%) 01
K? o |+ = *'GV JAK1 chr1:64844806 p.P733= T>C C.2199A>G 16 115 (53/62 46%) on
| 2 —
OI-Ir*')elule'rleHl/Ie Cba3OBbIX rpynn Q QN | S5 Y""\L JAK1 chr1:64845433 G>C c.2115+80C>G 21 (813 38%) oh
2 2 [ B W JAK? chr1:64845434 C>T  €.2115+79G>A 21 (8/13 38%) ol1
> BO3MO>XXHOCTb noucka BEpPOATHO KOMMNayH[ - o d |
o\ & % MDM4 chr1:204542972 T>C  c672+28T>C 58 (26/32 45%) on
reTepo3NroTHbIX BApMaHTOB bl e
S? o |+ LEJ_ 'GV/' MDM4 chr1:204543067 A>T c.672+123A>T 6 (4/267%) on
> BcTpeyaemocTb BapuaHTa B obpasuax 2 [0 B W AKT3 chr1:243572908 CTT>C  c.819+16.819+17del 10 (2/8 20%) on
opraHunsaugunm 2o ) B W ALK chr2:29196725 G>T  c.4164+45C>A 178 (93/85 52%) 0/1
o 9B W ALK chr2:29223262 A>G  ©.3359+80T>C 44 (21/23 48%) on
> NIHTerpaunsa c IGV, HPO = :
1-50u3 5293068 3anuceit Ha
> [MpuHATME/OTKNIOHEHWE KPUTEPMEB ~
Common Gene ClinVar GnomAD ExAC Other frequencies Conservation Protein function effect I
knaccudpunkaunmn ACMG+AMP
BHelwHue CCbiNku Mudopmayma 06 obpasyax MUHTepnpeTauua BapMaHTa / KOMMEHTapui
| 2
AHanVI3 CNV (7 rs619203 Name Genoty.. Read d.. Refco.. Altcount AF
E_J: VarSome eCTb BapHaHTbl PAAOM
- : son.subset.1 0|1 94 59 35 0,372
(5 Franklin
N
EL UCSC_ & BcrpevaemocTb 8 o6pasyax: 16/212
KOHCTPYKTOP YCNOBUN ®UNbTPALUNN IGV BROWSER
IGV hg3s |chr22 v| | chr22:18,207,809-21,383,963 | Q 3,176 kb (‘cursor Guide ) ( Center Line | ((lEiTaaay ( Sample Names ) (‘Save SVG ) Q - 0
rAE Phenotypes copepxut Pathogenic c : [ - .
> —ll I N e
nnu Phenotypes copepXuT Likely pathogenic i - B - DA : 2000k - 205010 - 21000k _
%
72017 Consequence fABnReTcA Splice donor, Splice acceptor L [01_125 CNV cerrerrs!) o
. 037) L01 125 CNV I0g2CR —~ K-
nwu Consequence nABnsetca Stop gained, Stop lost
7]
il Consequence ABNReTCA Frameshift 1001 [FND00005116_E100061852_L01_125 BoipaBrnsanie | Zoom in to see features K
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OBby4veHue crneunanncToB NHTepnpeTaumm reHeTUYeCKNX JAHHbIX Ha POCCUUCKOW nnaTdopMe &.n KoHCyNbTaHT
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Hagbiku nosnyuyeHnus
3HAHUY O BAPUAHTE

Bce 6a3bl aHHOTaLMM B OOHOM MecTe.

B GENOSKILL BcTpoensl

caMpble ITOITy/ISIPHbIE

Iy OTMaHbIEe Oa3bI 1A
AHHOTAITNY e HeTUIECKUX
BapHUAHTOB.

ClinVar, Ensembl, 1KG, doNSFP, dbSNP,
gnomAD v3, VarSome n gpyrue

CTYyOeHTa

3ATPY3KA MOJ/Ib3OBATE/IbCKOW AHHOTALIAN
GENOI\/IENAL < HavanbHan cTpanuua / Monb3osarenbckue aHHoTauum / freq.out.vef.gz

NMA

freq.out.vcf.gz
OMUCAHVE

1. 3arpy3ka ¢anna
v HACTPOWKMU

3arpysute ¢ann B popmate VCF unu CSV/TSV

/'\7) ACTY AKL A
s HacTpoiku CEOPKA PE®EPEHCA ®AUNA
freq.out 1007

[ET LLiabnoHbl OTYETOB hg38

; lNMaHenu reHoB
2. ConocTaBnieHne KOJIOHOK
— PeareHTbl Capture

— Kit

MpeanpocmoTp freq.out.vef.gz

? lMonb3oBarenbckue

¢ aHHoTauwmn CHROM POS ID REF ALT QUAL FILTER INFO
chrl 16682 rs12405913 G A 64.6 PASS AC=2
chrl 16682 rs12405913 G A 64.6 PASS AC=2
chr1 16682 rs12405913 G A 64.6 PASS AC=2
chri 17379 rs754322362 G A 682.06 PASS AC=3
chrl 17379 rs754322362 G A 682.06 PASS AC=3
chrl 17379 rs754322362 G A 682.06 PASS AC=3
chri 46633 rs751105903 T A 44.01 PASS AC=2

MOUCK MO JINMTEPATYPE

ACMG Knaccudukauus Nurepartypa
; Q Mow Ho6asute PMID @ Bce ’:/ N36panHbie G UckaTts 8 Google Scholar
Human genetics | Apr 2022 | [ PMID:34839402 |
A common founder effect of the splice site variant c.-23 +1G > A in GJB2 gene causing autosomal recessive deafness 1A (DFNB1A) in Eurasia.
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