NMPUNOXKEHUE 2

1) OpuumanbHbI OTYET NOJIHOrEHOMHOTO CEKBEHUPOBaHUA 06pPa3LLOB KpoBu nauueHTa K.

XapaKTepucTuKa annenbHoi NnpeacTaBNeHHOCTU FeHOB K/I0Ha/IbHOro remonoasa B o6pasuax AHK,

BblaeneHHoi us MHK naumenTa K.

2) XapaKTepuCTUKa annenbHou NpeacTaB/IeHHOCTU FTeHOB KOHA/NbHOro remono’sa B o6pasue

TepaneBTUYecKoii hDNAS'

3) PacueT cpegHel oWMBKM NPU OLEHKE YacTOT a/l/Ie/ibHOW NpeaCcTaBAEHHOCTU FeHOB K/IOHa/IbHOro

remonoa3a B obpasuax AHK, svigeneHHon us MHK naymeHTa K.

MHWUOMW um. N.A. l'epueHa - dunuan ®rey "HMUL Paguonorun”™ MuHagpasa
Poccum
NGS uccnepgoBaHus.

125284, @, Hoowma, 2% MOJ'IEI(yrIﬂpHO-FeHETIfNECKHFI aHalnum3

BOTEMHCKIGE Tp., Z. 3
+7 (495) 150-11-2Z

«25» Hos10ps 2024 r.

®UO boasHoro: K-os B.II.

JAuarno3: Heilipo3HIOKPUHHAS OIIYX0J1b TOHKOI0 KHIICYHUKA
HanpasuBmee yupexnenue: Kimmanvecknii rocnurauan «HeiipoBura»

Onucanue ucciaenoBanus (cM. pasaesa MarepuaJbl 1 METObI)

IepMuHaIbHBIE BADHAHTHI HYKJIE€OTH/IHO MOCI€10BATEILHOCTH
1) Kopupyroiyie BapuaHThI

ID o0pa3ua 5402RUXE 9288GZFA  0428WWPS 0927LYOD 6477AAQI

Jdara
MOCTYIJIEHUS 22.06.2022 25.10.2022 01.03.2023 26.02.2024 30.09.2024

MGIEasy Nanodigmbio  Nanodigmbio

Exome Capture Roche KAPA Roche KAPA  NEXome Plus NanOnco Plus
TecT-cucTema V5 Probe set HyperExome HyperExome Panel v1.0 Panel v3.0
ITokpbiTHE 103.7 127.5 71.3 75.3 1451.9

Bbuomarepunan KpoBb KpoBb KpoBb KpoBb KpoBb
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T'en

ASXL1

ASXL1

BCOR

BCORL1

DNMT1

DNMT1

GNAS

JAK2

KRAS

MTOR

MTOR

NLRP3

NLRP3

RAD21

SETBP1

SETBP1

SF3B1

SF3B1

SF3B1

HyxjaeoTnanas
3aMeHa

ENST00000306058.

5:¢.3744T>C

ENST00000306058.

5:¢.2429T>C

ENST00000342274.

4:¢.1260T>C

ENST00000218147.

7.¢.331T>C

ENSTO00000340748.

4:¢.1734A>G

ENST00000340748.

4:¢.1341A>G

ENST00000265620.

7:c.348C>T

ENST00000381652.

3:¢.2490G>A

ENST00000256078.

4.c.483G>A

ENST00000361445.

4:c.6909G>A

ENST00000361445.

4:¢.5553C>T

ENST00000336119.

3:c.732G>A

ENST00000336119.

3:c.786A>G

ENSTO00000297338.

2:¢.1440T>C

ENST00000282030.

5:¢.691G>C

ENST00000282030.

5:¢.3825A>G

ENST00000335508.

6:c.2631T>C

ENST00000335508.

6:c.423A>G

ENST00000335508.

6:¢.3657A>G

rsID (eciim
HMeeTcs )

rs4911231

rs6058694

rs5917933

rs4830173

rs721186

rs2228611

rs7121

rs2230724

rs4362222

rs11121691

rs2275527

rs3806268

rs4925543

rs1050838

rs11082414

rs8096662

rs788018

rs788023

rs4685

VAF (%) VAF (%)  VAF (%) VAF (%) VAF (%)

53.846

52.083 49.138 51.562

w S
© ©r
(o2} o
(o) (o0}
ol w

57.143 36.956 54.902 49.206

H/1

49.333 55.039 49.091 36.842 42.041
H/1

40.984 52.98 45.977 50
- )
50.204 52.866 51.807 51.562 42.216
48.485 47.059 40.678 44.444 33.382
53.846 46.032 45.679 53.03 46.131
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2) Hekoaupyromnie BapHaHThI

T'en

ASXL1

ASXL1

ASXL1

ASXL1

ASXL1

ASXL1

ASXL1

ASXL1

ASXL2

ASXL2

BCOR

CBL

CUX1

DNMT1

DNMT1

DNMT1

DNMT1

DNMT3A

DNMT3A

DNMT3A

DNMT3A

GNAS

Hyxkneoruanas
3aMeHa

ENST00000306058
.5:¢.704-100C>T

ENST00000306058
.5:¢.*90T>C

ENSTO00000306058
.5:¢.128+26 A>G

ENST00000306058
.5:€.237+2778A>G

ENSTO00000306058
.5:€.237+3561G>T

ENST00000306058
.5:¢.457-22T>C

ENSTO00000306058
.5:¢.*394A>G

ENSTO00000306058
5:c.*22A>G

ENST00000272341
4:c.-640-3212C>A

ENST00000272341
A.c.-
724+2022G>A

ENST00000342274
4:¢.3746-35T>C

ENST00000264033
4:¢.*4931T>C

ENST00000292535
.7:¢.31-32616A>T

ENST00000340748
A4:¢.1784+14A>G

ENST00000340748
A4:¢.721-149A>G

ENST00000340748
.4:c.756-438C>T

ENST00000340748
.4:¢.996-8del

ENST00000264709
.3:¢.*500del

ENST00000264709
.3:.1122+7G>A

ENST00000264709
.3:¢.2597+197C>T

ENST00000264709
.3:¢.2597+30G>A

ENST00000265620
.7:¢.540+31C>T

ID o6pa3ua

Jdara
MOCTYNJIEHUS

TecT-cucrema
IHokpbiTHE

buomartepuan
rsID (eciim
uMeeTcs)
rs2295765
rs2295763
rs2295454
rs2424879
rs6087374
rs4911230
1s2295762

1s2295764

rs7560766

rs3845680

rs3810694

rs2510145

rs12539310

rs2114724

rs2162559

rs6511677

rs146876823

rs201421902

rs2276599

rs10084238

rs2304429

rs199733353

5402RUXE 9288GZFA  0428WWPS
22.06.2022 25.10.2022  01.03.2023
MGIEasy

Exome Capture Roche KAPA Roche KAPA
V5 Probe set HyperExome HyperExome

103.7 1275 71.3
Kposb Kposb Kposb
VAF (%) VAF (%)  VAF (%)

H/n H/7

100
H/n H/7

47.761
H/n H/7

38.462
H/IL H/IT

46.154
H/IL H/IT

99.074
H/IL H/IT

49.152
H/IL H/IT

47.458
H/n H/7

44,068
H/n H/7

51.887
H/n H/7

48.472
H/z H/7

100
H/1 H/1 H/7
H/IT H/IT H/IT
H/IL H/IT

49.206
H/IL H/IT

52
H/1 H/1 H/7
H/z H/7

50
H/I H/I

50.55
H/I H/I

40.741
H/IL H/IT

375
H/IL H/IT

36.628
H/IL H/IT

50.476

0927LYOD
26.02.2024
Nanodigmbio

NEXome Plus
Panel v1.0

75.3

Kposb

VAF (%)
H/I

H/IL
47.826
H/I
H/I
H/I
H/I
H/IL
H/IL

H/I

H/I

H/I

41.739
53.448

H/I
46.875

58.228
H/I

H/I
H/I

H/I

55.454

6477AAQI
30.09.2024
Nanodigmbio

NanOnco Plus
Panel v3.0

1451.9

Kposb

VAF (%)
H/I

H/IL
44.022
H/1
H/1
H/1
H/1
H/IL
H/IL

H/I

H/1

H/1

H/I

45.714

H/I

H/I

41.379
H/IT

H/IT
H/I

H/I

45.873
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43
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46
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GNAS

GNB1

GNB1

GNB1

IDH1

IDH1

IDH2

IDH2

IDH2

JAK2

JAK2

JAK2

JAK2

JAK2

JAK2

JAK2

JAK2

KRAS

KRAS

KRAS

MTOR

MYD88

NLRP3

NLRP3

NLRP3

ENST00000265620
.7:¢.994-127T>C

ENST00000378609
A:c.-
96+12169G>A

ENST00000378609
4:c.-95-5592G>T

ENST00000378609
4:c.-96+24312T>C

ENST00000345146
.2:¢.1155-13del

ENST00000345146
.2:C.7492G>T

ENST00000330062
.3:¢.207+100del

ENSTO00000330062
.3:¢.116-65T>C

ENST00000330062
.3:¢.116-119del

ENST00000381652.
3:¢.*1325_*1330del

ENST00000381652
.3:¢.-108-61A>G

ENST00000381652
.3:¢.2571+2976T>
A

ENST00000381652
.3:¢c.2571+3688A>
G

ENST00000381652
.3:¢.2572-3765C>T

ENST00000381652
.3:¢.2886+71G>A

ENST00000381652
.3:¢.3060-72A>G

ENST00000381652
.3:¢.2572-
3815G>C

ENST00000256078
4:¢.%298T>G

ENST00000256078
4:¢.*385C>T

ENST00000256078
4:¢.112-7944C>A

ENST00000361445
4:¢.5130+859T>C

ENST00000396334
3:.*¥1244A>G

ENST00000336119
.3:¢.-405T>C

ENST00000336119
.3:€.2328-147G>C

ENST00000336119.
3:¢.2328-37_2328-
36insTCTGAGGCC
TTCTCTATTCCA
GAGCTCTCTGGT
CAGATGT

rs234628

rs7525092

rs4648727

rs9660106

rs200686278

rs6730955

rs995128991

rs10852126

rs1596076858

H/I

rs2274471

rs6476939

rs73395341

rs772354091

rs10974955

rs10815163

rs62543876

rs712

rs4285970

rs7133635

rs6701524

rs7744

rs7523422

rs10802498

56.25

47.191

54.546

o

o}
=
)=

46.875

48.98

40.476

26.374

H/I

H/I

H/

H/

H/

H/

H/

=

5

=

=

H/q

/g

H/1

H/1

H/1

H/1

H/[

H/

H/

H/

H/1

H/I

H/I

H/I H/1
H/I H/1
H/I H/

H/I

H/I

H/I

H/I

H/1 H/1
H/1 H/1
H/1 H/1
H/IL H/71

H/IT
H/IT H/7
H/IT H/7
H/IT H/7
H/IT H/7
H/1 H/1
H/1 H/1
H/1 H/1
H/1 H/1
H/1 H/1
H/1 H/1
H/1 H/1
H/1 H/1
H/1 H/1
H/1 /1
H/1 /1

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/I

H/I
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49

50
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52
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54

55

56

57

58

59
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63

64

65

66

67

68

69

70

71

72

NLRP3

NLRP3

NLRP3

NLRP3

NLRP3

PPM1D

PTEN

PTEN

PTEN

PTEN

RAD21

RAD21

RAD21

RAD21

RAD21

RAD21

RAD21

RAD21

RAD21

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

ENST00000336119
.3:¢.2328-41_2328-
40insAT

ENST00000336119
.3:¢.2328-76C>T

ENST00000336119
.3:€.2669+2153T>
C

ENST00000336119
.3:€.404-229T>G

ENST00000336119
.3:¢.2498+85del

ENST00000305921
.3:¢.472+4036G>T

ENST00000371953.
3:¢.253+109_253+1
10insTCTTA

ENST00000371953
.3:c.-366del

ENSTO00000371953
.3:¢.-326G>C

ENST00000371953
.3:¢.*3415del

ENST00000297338
.2:€.688+147G>A

ENST00000297338
.2:¢.688+46T>C

ENST00000297338
.2:¢.*91_*92insG
ENST00000297338
.2:€.689-232del

ENST00000297338
.2:c.937+447T>A

ENST00000297338
.2:€.1621-248A>G

ENST00000297338.
2:¢.*1132_*1133ins
AT

ENST00000297338
.2:¢.*1350C>T

ENST00000297338
.2:€.-32-369C>G

ENST00000475045
.2:C.-
771+20818T>A

ENST00000475045
.2:C.-
771+20806A>C

ENST00000475045
.2:C.-
532+13604A>G

ENST00000467692
.1:n.101+17062A>
G

ENST00000475045
.2:.C.-
532+13526A>G
ENST00000475045
.2:C.-
532+13497A>G

rs772851137

rs12124866

rs12239046

rs4925651

rs1572201385

rs755026783

rs1454015229

rs2943772

rs897970115

rs16888926

rs16888927

rs201466177

rs28419487

rs2289938

rs4570

rs16889050

rs1012057

rs2187298

rs1734528

rs764508

rs1235287

rs12483148

49.18

58.14

55.882

H/

51.064

49.64

49.55

45.806

49.265

58.17

H/IT

54.902

50.781

53.333

52.273

H/I

H/

H/

H/

H/

H/

H/

H -
H/1

/g

H/q

/g

/g

H/1

H/1

H/1

H/1

H/[

H/

H/

H/

H/I

H/I

H/1

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

57.576
H/1

H/1

H/1

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/1

H/1

H/I

H/I

H/I
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74

75

76

77

78

79

80

81

82

83

84

85

86

87

88

89

90

91

92

93

94

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

RUNX1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

SETBP1

ENST00000475045
.2:¢.-196-
80787G>A

ENST00000475045
.2:¢.-196-
80649T>C

ENST00000467692
.1:n.167-
28848G>A

ENST00000467692
.1:n.101+16941G>
A

ENST00000467692
.1:n.167-
28693A>G

ENST00000467692
.1:n.101+17182A>
C

ENST00000475045.
2:C.-771+26734 -
771+26735insTT

ENSTO00000300305
.3:¢.58+67479G>A

ENSTO00000300305
.3:€.613+8537A>G

ENST00000300305
.3:¢.614-1164G>A

ENSTO00000475045
.2:C.-
771+26657T>G

ENST00000282030
.5:¢.4001-
18530A>G

ENST00000282030
.5:¢.540+7422_540
+7423insTCTT

ENST00000282030
.5:¢.540+7405G>A

ENST00000282030
.5:¢.4001-
18463A>G

ENST00000282030
.5:c.486+44089G>
A

ENST00000282030
.5:¢.4171+1913G>
A

ENST00000282030
.5:¢.4001-
18665A>T

ENST00000282030
.5:¢.4171+5589A>
T

ENST00000282030
.5:¢.486+33312A>
G

ENST00000282030
.5:¢.4001-
18376C>T

ENST00000282030
.5:¢.4001-
18271C>G

rs9305561

rs2834803

1s7278477

rs764509

rs34062705

rs4145271

rs1981392

rs60855390

rs9976946

rs2835172

rs4890500

rs3085861

rs663651

rs4890501

rs16978151

rs7228266

rs12963102

rs3861813

rs10502840

rs12967290

rs58228944

51.429

45.486

51.163

99.306

57.143

58.261

52.941

48.291
H/1

100

51.675

49.342

47.727

47.719

50.431

H/1

45.93

40.741

H/1

48.447

55.625

50

H/7

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/1

H/1

44.444

42.162
H/1

H/1

H/1

H/1

H/1

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/I

H/I

H/I

H/I

H/I

38.71

46.789
H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/I

49,558
H/I

H/I

H/I

42.857

48
H/I

48.551

H/I

H/I

41.482

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/1

H/I

H/I

H/I

H/I

H/1

H/I

H/1

H/I

H/I

H/IT

H/IT

H/I



95

96

97

98

99

100

101

102

103

104

105

106

107

108

109

SF3B1

SF3B1

SF3B1

SF3B1

SF3B1

TET2

TET2

TET2

TET2

TP53

TP53

TP53

U2AF1

U2AF1

ENST00000335508
.6:¢.496-108A>G

ENST00000335508
.6:¢.2719-15A>T

ENST00000335508
.6:c.2718+89A>G

ENST00000335508
.6:¢.2078-89G>A

ENST00000335508.
6:¢c.1720-13_1720-
12dup

ENST00000265149
5:¢.*368+2658C>
T

ENST00000265149
.5:¢.*1608A>G

ENST00000265149
5:c.*368+2451C>
T

ENST00000265149
.5:¢.*862-113C>T

ENST00000269305
4:c.672+62A>G

ENST00000269305
4:¢.376-91G>A

ENST00000269305
4:¢.97-29C>A

ENST00000291552
.4:¢.250-39A>G

ENST00000291552
4:C.348+44A>G

ENST00000291552
4:c.349-72_349-

U2AF1 71insCA

Tab6anua 1. XapakreprcTika aluiesHON PeCTaBIEHHOCTH IT'€HOB KIIOHALHOTO TeMoIto33a B oopasnax JIHK,
BbienieHHor n3 MHK manuenta K. B Toukax 0 (o Tepamnun), 4, 8, 12, 27 Mec. nociie NpoBeACHHON peuH(y3un

rs699318

rs788017

rs12621129

rs788019

rs2647249

rs2454206

rs2726461

rs2647243

rs1625895

rs2909430

rs17883323

rs2839634

rs4920040

rs1555878922

pexoHcTpynpoBaHHbIX I'CK

[IpuBenenst

OYHMIICHHBIC 3HA4YCHHUA YaCTOThI

63.636

44512

50.968

100
H/I

45.892

50.685

49.315

100

100

100

54.546

40.506

38.235

50.388

H/7

H/7

H/I

H/1

H/1

H/1

46.875

H/1

H/1

H/1

H/I

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/I

H/I

H/I

53.333

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

BcTpeuaeMocTH  BbIsABIEHHBIX SNP,

H/1

50.602

H/1

H/I

51.724
H/I

44.526

H/I

H/I

H/I

H/I

H/I

H/I

H/I

H/I

mo osk30HaM (1) u

H/1

51.367

H/1

H/I

50
H/I

48.661

H/I

H/I

H/I

H/1

H/1

H/1

H/1

H/I

HCKOANPYIOUINM (2), MPUICTAOIIHUM K MECTY MHTPOH-3K30H COCAUHCHU S, DJICMCHTAM. H/,Z[ — HCT JaHHBIX.

3akjao4yeHue

I[Ipu wuccnenoanuun JIHK,
109 HekOAMPYIOMIUX TePMUHATBHBIX BAPUAHTOB HYKJICOTHUIHON ITOCIIECIOBATSIIEHOCTH B UCCIICTYEMBIX

regax, aCCOOMUPOBAHHBIX C KIIOHAJIBHBIM I'€MOIIO330M.

Haxoqok ACMG (SF 3.2) He BBIsSBIIEHO.

ITaToreHHpIX WM BCPOATHO MAaTOI'CHHBIX BAPUAHTOB B I'CHAX, BXOAAIIUX B CIIMCOK BTOPUYHBIX

[Ipu uccnemoBanuu JIHK, BbIIeneHHON W3 OmoMarepuana, HE BBIIBIECHO JIOMOJHUTEIbHBIX

BBIZIEJIEHHON W3

Oouomarepuaia,

BBIAABJICHO

19 konupyromux u

COMATHYCCKHX MYTaHI/Iﬁ B UCCIICAYEMBIX I'CHaX, aCCONUMNPOBAHHBIX C KIIOHAJIBHBIM I'€MOIIO330M.



,U,DKyMeHT nognucbliBakoT

Bpau knmuHnyeckoi 1abopaTopHOi TMArHOCTUKH

I'en
ASXL1
ASXL1
BCOR
BCORL1
DNMT1
DNMT1
GNAS
JAK2
KRAS
MTOR
MTOR
RAD21
SF3B1
SF3B1
SF3B1

HykJieoTnaHnas 3aMmeHa
ENST00000306058.5:¢.3744T>C
ENST00000306058.5:¢.2429T>C
ENST00000342274.4:¢c.1260T>C
ENST00000218147.7:¢c.331T>C
ENST00000340748.4:c.1734A>G
ENST00000340748.4:¢.1341A>G
ENST00000265620.7:¢.348C>T
ENST00000381652.3:¢.2490G>A
ENST00000256078.4:¢.483G>A
ENST00000361445.4:¢.6909G>A
ENST00000361445.4:¢.5553C>T
ENST00000297338.2:¢.1440T>C
ENST00000335508.6:¢.2631T>C
ENST00000335508.6:¢.423A>G
ENST00000335508.6:¢.3657A>G

ID obpasma

Jara
NOCTYIJIEeHUS

Tecr-cucrema
IloxpbiTHE

Bbuomartepuan

rsID (ecn
HMeeTCs1)

rs4911231
rs6058694
rs5917933
rs4830173
rs721186
rs2228611
rs7121
rs2230724
rs4362222
rs11121691
rs2275527
rs1050838
rs788018
rs788023
rs4685

Hopomenko FO.A. /

,ﬂ,OKyMeHT noanucaH 3!leI'(TpOHH0171 noanucbro

MHUOWU um. N.A. FepueHa - Punnan Grey "HMUL,
Paguonorumn" MuHsapasa Poccun

CBEAEHMA O CEPTUGUKATAX B 3N

5402RUXE

22.06.2022

MGIEasy Exome Capture V5

VAF (%)
53.846
100
100
100
100
57.143
100
100
100
100
100
49.333
50.204
48.485
53.846

Probe set
103.7
Kposb

I'nyOuna
CeKBeHHPOBAHUS

52
135
161

45

39

49

64
120
411

10

36

75
245

66

39

6477AAQI

30.09.2024

Nanodigmbio NanOnco Plus

VAF (%)

46.083

99.6
99.355
98.585
98.804
39.665
99.268
99.849
99.619
99.214
98.837
42.041
42.216
33.382
46.131

Panel v3.0
1451.9
Kposb

I'nyouna
CeKBEHHPOBaHUS

217
248
155
212
673
896
825
663
785
764
600
828
714
683
662

Taéanna 2. XapakTeprucTika aJuielIbHOW PEICTaBIEHHOCTH IT'€HOB KIIOHAJILHOTO TeMoro33a B oopasmax JIHK,
BbieneHHor u3 MHK marmenta K. B Toukax 0 (o Tepanuu) u 27 Mec. mociie NpoBeACHHON peuH(py3un

pexonctpyupoBaHHbix I'CK ¢ ncnons3zoBanuem miardopmer All-FIT
CpasuuBarorcsa SNP, mpunaiexanye 3K30HaM.




Kogupylouue
SYMBOL

AKT1
ASXL1
ASXL1
BCOR
BCOR
BCORL1
DNMT1
DNMT1
DNMT3A
GNAS
JAK2
JAK2
KRAS
MTOR
MTOR
MTOR
MTOR
NLRP3
NLRP3
RAD21
SETBP1
SF3B1
SF3B1
SF3B1
TP53

Hekopgupyrowme
SYMBOL rs index 4263KFDO

Data_postupleniia_display 10.01.2023

CBL
CBL
PTEN
PTEN
SETBP1
SETBP1
TET2

rs

rs1130233
rs6058694
rs4911231
rs6520618
rs5917933
rs4830173
rs721186
rs2228611
rs2276598
rs7121
rs2230724
rs2230722
rs4362222
rs1135172
rs1064261
rs1057079
rs11121691
rs4925543
rs3806268
rs1050838
rs8096662
rs4685
rs788018
rs788023
rs1042522

rs3833768
rs7108857
rs2943772
rs1454015229
rs663651
rs3085861
rs2454206

Puc. 1. Xapakrepuctuka amuieIbHON

tepaneBTHyeckoit NDNAY,

index 4263KFDO
Data_postupleniia_display 10.01.2023
Kit_pri_obogashchenii Roche KAPA HyperExome
Tip_materiala OHK
MNokpbiTHe 96.396921
VAF

ENST00000349310.3:¢.726G>A  23.404
ENSTO0000306058.5:¢.2429T>C 100.0
ENST00000306058.5:¢.3744T>C 42.308
ENST00000342274.4:¢.1692A>G 17.266
ENST00000342274.4:¢.1260T>C 93.548
ENST00000218147.7:¢.331T>C  100.0
ENST00000340748.4:¢.1734A>G 100.0
ENST00000340748.4:¢.1341A>G 52.941
ENST00000264709.3:¢.1266G>A 20.755
ENST00000265620.7:¢.348C>T  46.053
ENST00000381652.3:¢.2490G>A 36.842
ENST00000381652.3:¢.489C>T  27.5

ENST00000256078.4:¢.483G>A  100.0
ENST00000361445.4:¢.1437T>C 71.304
ENST00000361445.4:¢.2997C>T ' 76.744
ENST00000361445.4:¢.4731G>A 72.165
ENST00000361445.4:c.6909G>A 26.562
ENST00000336119.3:c.786A>G 93.617
ENST00000336119.3:c.732G>A 54.471
ENST00000297338.2:¢.1440T>C 29.231
ENST00000282030.5:¢.3825A>G 73.874
ENST00000335508.6:c.3657A>G 58.974
ENST00000335508.6:¢.2631T>C '50.495
ENST00000335508.6:c.423A>G 58.823
ENST00000269305.4:¢.215C>G  74.074

Kit_pri_obogashchenii Roche KAPA HyperExome
Tip_materiala OHK
MNMokpbiTHe 96.396921

VAF

ENST00000264033.4:c. *559_*56r18. 571
ENST00000264033.4:c.-125C>T '58.333
ENST00000371953.3:c.-326G>C ' 100.0

ENST00000371953.3:c.-366del  91.667
ENST00000282030.5:c.540+7405 42.767
ENST00000282030.5:¢.540+7422 40.141
ENST00000265149.5:c. *1608A>( 31.373

MMpEeACTaBJICHHOCT TC€HOB KJIIOHAJIBHOI'O

reMoIiod3a B

oOpa3iie



Hykaeornan Bpems nocie Tepannu, Mec. Cpen Cr. Cr.
Ien rs 1D OTKJI.
ast 3aMeHa 0 4 8 20 27 Hee OTKJIL. %
ENSTO000003
DNMT1 | 40748.4:c.17 | rs2114724 | 49,206 0 0| 53,448 | 45,714 | 49,46 387 | 7,83
84+14A>G
ENSTO000003
SF3B1 | 35508.6:c.27 | rs788017 | 44,512 0 0| 50,602 | 51,367 | 48,83 3,76 | 7,69
19-15A>T
ENSTO000002
TET2 65149.5:c.*1 | rs2454206 | 50,685 | 46,875 | 53,333 | 44,526 | 48,661 | 48,82 339 | 6,95
608A>G
ENSTO000003
ASXL1 | 06058.5:c.12 | rs2295454 | 38,462 0 0| 47,826 | 44,022 | 43,44 4,71 | 10,84
8+26A>G
Cpennee 8,33

Tab6amua 3. PacueT cpenHeili omuOKy MpH OLICHKE YacTOT a/UICIbHOMN MPEACTaBICHHOCTH IEHOB KJIOHAIHLHOTO
remoro33a B oopasuax JIHK, Beraenennoi u3 MHK manuenTa K. B Toukax 0 (o tepanun), 4, 8, 12, 27 mec.

rocIie MpoBeneHHoN penH(y3un pekoHcTpyrnpoBaHHBIX ['CK, ¢ ncnonp3oBaHmeM HECKOIBKUAX

MYJIbTUIIJICKCHBIX MMaHeaen

st aHanu3a BbIOpaHbl BapUAHTHI M3 HEKOAMPYIOIIEH 007acTH, B KOTOPHIX AETEKTHPOBAINCH 3HAUCHUS KaK B
HYJICBOH, TaK ¥ B KOHEYHOH TOYKaX HAOIIOJEHHSI M KOTOPbIe OBUIA COMIOCTABUMBI (OJIM3KH) 10 3HAYCHHUSIM.
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