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Chr9:99006675
Chr9:99017189
Chr10:12136140
ChrY:2655248
ChrY:2655265
ChrY:2655325
ChrY:2655361
ChrY:2655362
ChrY:2655368
ChrY:2655436
ChrY:2655453
ChrY:2655467
ChrY:2655633
ChrY:2655641
Chr13:78477491
Chr4:100543913
Chr3:148897374
Chr12:53701482
Chr12:53702942
Chr5:149357747
Chr8:87680283
Chr8:87656008
Chr1:168274374
Chr12:121174897
Chr12:121176971
Chr8:143960496
ChrX:30322912
Chr4:155486984
ChrX:100608184
ChrX:100608201
ChrX:100608252
ChrX:100608317
ChrX:100608324
ChrX:100608867
ChrX:100608923
ChrX:100609675
ChrX:100611047
ChrX:100611048
ChrX:100611090
ChrX:100611151
ChrX:100611833
ChrX:100611846
ChrX:100613399
ChrX:100613660
ChrX:100614313
ChrX:100615569
ChrX:100615577
ChrX:100615614
ChrX:100625039
ChrX:100630176
ChrX:100630190
ChrX:100630230
ChrX:100630236
ChrX:100630271
Chr15:34536194
Chr19:12918142
Chr20:35563451

Gene
HSD17B3
HSD17B3
DHTKD1
SRY
SRY
SRY
SRY
SRY
SRY
SRY
SRY
SRY
SRY
SRY
EDNRB
MTTP
CP
AAAS
AAAS
SLC26A2
CNGB3
CNGB3
TBX19
ACADS
ACADS
CYP11B1
NROB1
FGB
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
BTK
SLC12A6
RNASEH2A
SAMHD1

Mutation
€.608C>T
€.238C>T
c.1228C>T
c.397C>T
C.380A>T
€.320G>A
C.284G>A
€.283G>C
c.277C>T
€.209G>A
c.192G>A
c.178G>C
c.12T>A
c.4C>T
c.871C>T
C.2674G>T
€.2630G>A
c.1432C>T
€.934C>T
c.532C>T
c.607C>T
c.1148delC
€.856C>T
c.319C>T
¢.1058C>T
C.347G>A
Cc.1197C>A
c.139C>T
€.2008G>T
c.1991T>A
€.1940G>A
c.1875C>A
€.1868A>G
€.1843T>C
c.1787G>C
c.1676G>A
c.1661G>A
c.1660C>T
c.1618T>C
c.1557C>A
€.1390A>G
c.1377C>A
c.1103A>C
c.1021A>G
€.964C>T
€.865C>T
c.857G>A
€.820G>T
c.440T>A
c.199A>C
c.185G>A
c.145C>T
c.139C>T
c.2T>C
€.2023C>T
€.322C>G
c.490C>T
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Chr20:35563513
Chr11:88911261
Chr11:88911182
Chr11:88911351
Chr11:88911654
Chr11:88911688
Chr11:88911770
Chr11:88924446
Chr11:88961066
Chr11:89017965
Chr11:89028444
Chr15:28171315
Chr9:12695626
Chr9:12704544
Chr3:120363252
Chr3:120393748
Chr3:120393784
Chr11:5248004
ChrX:76776310
ChrX:107826132
ChrX:107829881
ChrX:107829929
ChrX:107834821
ChrX:107909742
ChrX:107911649
Chr2:73717247
Chr2:73717466
Chr2:73799775
Chr2:73799993
Chr1:43804305
Chr19:51411852
Chr17:66551883
Chr4:155506863
Chr18:29175144
Chr14:21161845
Chrd:74274452
Chr17:68171379
ChrX:66931495
ChrX:66765509
ChrX:66937368
ChrX:66937437
ChrX:66941779
ChrX:66942786
Chr20:18505624
Chr20:18506532
Chr3:39433004
Chr3:39433447
Chr13:110844605
Chr11:31822356
Chr1:173883863
Chr1:173883864
Chr11:116701353
Chr6:131902418
Chr6:131904950
Chr15:51504657
Chr16:16256935
Chr6:112382301
Chr6:112382377

SAMHD1
TYR

TYR

TYR

TYR

TYR

TYR

TYR

TYR

TYR

TYR
OCA2
TYRP1
TYRP1
HGD
HGD
HGD
HBB
ATRX
COL4AS5
COL4AS5
COL4A5
COL4A5
COL4A5
COL4A5
ALMS1
ALMS1
ALMS1
ALMS1
MPL
KLK4
FAM20A
FGA
TTR
ANG
ALB
KCNJ2
AR

AR

AR

AR

AR

AR
SEC23B
SEC23B
SLC25A38
SLC25A38
COL4A1
PAX6
SERPINC1
SERPINC1
APOC3
ARG1
ARG1
CYP19Al
ABCC6
WISP3
WISP3

c.428G>A
c.140G>A
Cc.61C>T
€.230G>A
c.533G>A
c.572delG
€.649C>T
€.896G>A
c.1112A>C
€.1209G>T
€.1501dupC
€.2037G>C
c.497C>G
c.1103delA
€.688C>T
c.175delA
c.140C>A
c.118C>T
c.7156C>T
€.955G>C
c.1074delA
c.1117C>T
c.1376delC
c.3474delG
€.3709_3710dupCC
€.8158C>T
c.8377C>T
€.10769delC
€.10986G>A
€.305G>C
c.458G>A
c.406C>T
c.1718G>A
C.262A>T
c.122A>T
c.412C>T
c.199C>T
€.2137C>T
c.521T>G
€.2222C>G
C.2291A>G
€.2423T>C
C.2567G>A
€.649C>T
c.790C>T
€.349C>T
¢.560G>C
€.1492G>C
c.448C>T
€.236G>A
€.235C>T
c.55C>T
€.389G>A
€.895C>T
c.1123C>T
€.3421C>T
c.210C>A
€.286T>C



6 Chr6:112386045 WISP3 C.488G>A

6 Chr6:112390751 WISP3 C.1047G>A
9 Chr9:32974493 APTX c.879G>A
11 Chr11:108121593 ATM €.1402_1403delAA
11 Chr11:108121752 ATM €.1564_1565delGA
11 Chr11:108200960 ATM c.7327C>T
21 Chr21:45706968 AIRE €.415C>T

4 Chr4:123663370 BBS12 €.323C>G
11 Chr11:66299163 BBS1 €.1645G>T
20 Chr20:10393286 MKKS €.873_876dupCCTG
20 Chr20:10393721 MKKS €.431_441delTTAGTAGTACT
4 Chr4:123664110 BBS12 €.1063C>T
12 Chr12:88471004 CEP290 c.5704G>T
16 Chr16:56536702 BBS2 €.823C>T
16 Chr16:56548535 BBS2 c.175C>T

3 Chr3:97506848 ARLG6 €.364C>T

7 Chr7:33376099 BBS9 €.1063C>T
7 Chr7:33423280 BBS9 c.1792C>T
X ChrX:153640466 TAZ €.153C>G
X ChrX:153641585 TAZ €.280C>A
X ChrX:153648376 TAZ c.589G>A

1 Chr1:55464881 BSND c.22C>T

1 Chr1:196659255 CFH €.1222C>T
11 Chr11:5247870 HBB c.251delG
11 Chr11:5248170 HBB c.82G>T

4 Chr4:187117229 CYP4V2 c.400G>T

4 Chr4:187126386 CYP4vVv2 €.1020G>A
4 Chr4:187130126 CYP4V2 €.1198C>T
4 Chr4:187130127 CYP4vVv2 C.1199G>A
8 Chr8:65517310 CYP7B1 c.1162C>T
3 Chr3:15677121 BTD €.241C>T

3 Chr3:15685833 BTD Cc.476G>A

3 Chr3:15685994 BTD €.637C>T

3 Chr3:15686006 BTD €.649C>G

3 Chr3:15686027 BTD C.670G>A

3 Chr3:15686298 BTD C.941G>A

3 Chr3:15686795 BTD €.1438G>A
3 Chr3:15686821 BTD c.1465delT
3 Chr3:15686975 BTD €.1618C>T
16 Chr16:50744822 NOD2 c.1000C>T
4 Chr4:89039366 ABCG2 C.736C>T

4 Chr4:89039396 ABCG2 c.706C>T
15 Chr15:91312667 BLM €.2407dupT
X ChrX:153420209 OPNI1LW  ¢.739C>T

2 Chr2:219924906 IHH C.284A>G
16 Chr16:31122037 BCKDK C.671G>A
16 Chr16:23632683 PALB2 €.3113G>A
16 Chr16:23646274 PALB2 €.1592delT
17 Chr17:41201157 BRCA1l €.5450C>A
17 Chr17:41243920 BRCAl €.3627dupA
17 Chr17:41215948 BRCA1 c.5158C>T
17 Chrl17:41228597 BRCA1 c.4454delC
17 Chrl7:41243788 BRCA1 €.3756_3759delGTCT
17 Chr17:41243887 BRCA1 €.3661G>T
17 Chrl7:41244159 BRCA1l €.3389C>G
17 Chrl7:41245476 BRCA1l c.2071delA
17 Chr17:41245861 BRCA1l c.1687C>T

17 Chrl17:41246039 BRCA1 €.1504_1508delTTAAA
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13
13
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13
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13
13
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13
13
13
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Chrl7:41246618
Chr17:41256250
Chr13:32912206
Chr13:32912963
Chr13:32913125
Chr13:32954180
Chr13:32903604
Chr13:32914137
Chr13:32913140
Chr13:32937558
Chr13:32914437
Chr13:32893420
Chr13:32900690
Chr13:32900701
Chr13:32905062
Chr13:32905069
Chr13:32905148
Chr13:32906852
Chr13:32906871
Chr13:32906907
Chr13:32907365
Chr13:32907447
Chr13:32910420
Chr13:32910583
Chr13:32910901
Chr13:32911297
Chr13:32911310
Chr13:32911471
Chr13:32911601
Chr13:32911650
Chr13:32911658
Chr13:32912035
Chr13:32912089
Chr13:32912180
Chr13:32912337
Chr13:32912414
Chr13:32912714
Chr13:32912767
Chr13:32912770
Chr13:32912940
Chr13:32913365
Chr13:32913702
Chr13:32913757
Chr13:32913777
Chr13:32913794
Chr13:32913970
Chr13:32914065
Chr13:32914106
Chr13:32914109
Chr13:32914288
Chr13:32914319
Chr13:32914472
Chr13:32914698
Chr13:32914859
Chr13:32914935
Chr13:32914953
Chr13:32914973
Chr13:32920966

BRCA1
BRCA1
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2
BRCA2

€.929delA

€.329dupA
c.3717delA
C.4472_4475delTGAA
€.4638delT
€.9154C>T

€.658 659delGT
c.5645C>A
c.4648G>T
C.8219T>A
c.5946delT

C.274C>T

c.574 575delAT
c.582G>A

C.688A>T

€.700delT

C.778 _779delGA
c.1238delT
c.1257delT

€.1296 1297delGA
€.1755_1759delGAAAA
c.1832C>A
€.1929delG
c.2092delC
€.2409T>G

€.2808 2811delACAA
€.2818C>T
C.2979G>A
€.3109C>T
€.3158T>G
€.3170_3174delAGAAA
c.3545 3546delTT
€.3599 3600delGT
€.3689delC
c.3847_3848delGT
€.3922G>T
€.4222C>T
C.4276dupA
€.4284dupT
c.4449delA
c.4876_4877delAA
€.5213 5216delCTTA
€.5266_5269delGTAT
€.5290 5291delTC
€.5303 5304delTT
€.5482 5486delAAATT
c.5576_5579delTTAA
c.5614A>T

c.5621 5624delTTAA
€.5799 5802delCCAA
c.5828delC
€.5980C>T
€.6206T>G
€.6373dupA
€.6444dupT

€.6468 6469delTC
€.6486_6489delACAA
€.6941delC



13 Chr13:32920967 BRCA2 €.6944_6947delTAAA

13 Chr13:32920978 BRCA2 €.6952C>T
13 Chr13:32929123 BRCA2 €.7133C>G
13 Chr13:32929366 BRCA2 C.7379_7382delACAA
13 Chr13:32929400 BRCA2 C.7412_7421delCAAAGTGTGA
13 Chr13:32930609 BRCA2 c.7480C>T
13 Chr13:32930687 BRCA2 c.7558C>T
13 Chr13:32930690 BRCA2 C.7567_7568delCT
13 Chr13:32936711 BRCA2 C.7857G>A
13 Chr13:32936732 BRCA2 c.7878G>C
13 Chr13:32936828 BRCA2 C.7974C>G
13 Chr13:32937635 BRCA2 €.8297delC
13 Chr13:32937659 BRCA2 €.8322dupT
13 Chr13:32945105 BRCA2 c.8501delC
13 Chr13:32945179 BRCA2 €.8575delC
13 Chr13:32945189 BRCA2 €.8585dupT
13 Chr13:32953568 BRCA2 €.8869C>T
13 Chr13:32953650 BRCA2 €.8951C>G
13 Chr13:32953957 BRCA2 €.9026_9030delATCAT
13 Chr13:32969000 BRCA2 €.9435_9436delGT
13 Chr13:32971132 BRCA2 €.9599C>G
13 Chr13:32972626 BRCA2 C.9976A>T
3 Chr3:38592480 SCN5A €.5383T>C
3 Chr3:38608045 SCN5A €.3695G>A
3 Chr3:38655249 SCN5A C.688A>G

X ChrX:43591031 MAOA c.886C>T

1 Chr1:22965784 C1QA €.622C>T

6 Chr6:86181054 NTSE C.662C>A

2 Chr2:211504769 CPS1 €.2963G>T
1 Chr1:156106776 LMNA €.1445G>A
1 Chr1:201332519 TNNT2 c.505C>T

6 Chr6:112460366 LAMA4 €.3238C>T
6 Chr6:118880200 PLN c.116T>G

2 Chr2:179444429 TTN C.67495C>T
X ChrX:31196868 DMD €.10141C>T
X ChrX:31196901 DMD €.10108C>T
X ChrX:31224780 DMD €.9568C>T
X ChrX:31462738 DMD €.8944C>T
X ChrX:31496447 DMD c.8713C>T
X ChrX:32235098 DMD €.6373C>T
X ChrX:32235179 DMD €.6292C>T
X ChrX:32360240 DMD €.5899C>T
X ChrX:32486656 DMD c.3121C>T
X ChrX:32583859 DMD €.1952G>A
14 Chr14:23896042 MYH7 €.1988G>A
X ChrX:100656740 GLA C.427G>A

7 Chr6:118880200 PLN c.116T>G
11 Chr11:47353626 MYBPC3 €.3811C>T
5 Chr5:131714072 SLC22A5  ¢.396G>A

5 Chr5:131719847 SLC22A5  c.506G>A

5 Chr5:131722736 SLC22A5  ¢.844C>T

5 Chr5:131729380 SLC22A5  ¢.1463G>A
6 Chr6:57059615 RAB23 C.434T>A
13 Chr13:20716865 GJA3 c.563A>G
19 Chr19:39062803 RYR1 €.13891T>A
9 Chr9:2643480 VLDLR C.769C>T
10 Chr10:124266333 HTRA1L €.904C>T
10 Chr10:124268274 HTRA1 €.1108C>T
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Chr10:50669519
Chr19:45855769
Chr17:8140757
Chr2:219674478
Chr2:219677436
Chr2:219678909
Chr2:219679132
Chr2:219679425
Chr1:40546155
Chr1:40555128
Chr1:40555167
Chr1:40562882
Chr11:6638271
Chr13:77570221
Chr15:68501977
Chrl17:15142825
Chr1:12069698
Chr8:75272419
Chr8:75274121
Chr1:6528438
Chr5:148389835
Chr5:148406466
Chr5:148406585
Chr5:148406435
ChrX:70444347
Chr1:235875388
Chr1:235940505
Chr2:169847329
Chr7:87082366
Chr7:87041264
Chr18:55328514
Chr18:55342081
Chr18:55362420
Chr2:169788931
Chr2:169826641
Chr2:169847329
Chr6:42672347
ChrX:85149206
ChrX:85149219
ChrX:85149232
ChrX:85212923
Chr6:116938111
Chr6:116949338
Chr8:133645039
Chr8:133645077
Chr7:21789320
Chr9:133355791
Chr9:133355833
Chr7:95820501
Chr7:95750995
Chr7:95813688
Chr7:95822414
Chr16:53679807
Chr1:169524538
Chr10:50686483
Chr8:100396522
Chr8:100454763
Chr8:100454845

ERCC6
ERCC2
CTC1
CYP27A1
CYP27A1
CYP27A1
CYP27A1
CYP27A1
PPT1
PPT1
PPT1
PPT1
TPP1
CLN5
CLNG6
PMP22
MFN2
GDAP1
GDAP1
PLEKHGS5
SH3TC2
SH3TC2
SH3TC2
SH3TC2
GJB1
LYST
LYST
ABCB11
ABCB4
ABCB4
ATP8B1
ATP8B1
ATP8B1
ABCB11
ABCB11
ABCB11
PRPH2
CHM
CHM
CHM
CHM
RSPH4A
RSPH4A
LRRC6
LRRC6
DNAH11
ASS1
ASS1
SLC25A13
SLC25A13
SLC25A13
SLC25A13
RPGRIP1L
F5
ERCC6
VPS13B
VPS13B
VPS13B

€.3862C>T
C.2041G>A

C.724_727delAAAG

C.434G>A
€.808C>T
c.1183C>T
c.1214G>A
c.1421G>A
c.541G>A
c.490C>T
c.451C>T
C.29T>A
€.622C>T
C.671G>A
€.663C>G
€.281dupG
€.2119C>T
€.358C>T
c.487C>T
C.2695G>A
€.3325C>T
€.2829T>G
€.2710C>T
€.2860C>T
€.790C>T
€.9893delT
c.5317delA
€.890A>G
c.430C>T
€.2869C>T
€.2599C>T
c.1804C>T
€.923G>T
€.3169C>T
c.1723C>T
€.890A>G
c.584G>T
c.1497C>A
c.1484C>A
c.1471G>T
c.877C>T
€.325C>T
c.1468C>T
€.598 599delAA
c.562C>T
€.8698C>T
€.793C>T
€.835C>T
C.674C>A
c.1816C>T
c.1081C>T
¢.550C>T
C.2413C>T
¢.1000A>G
€.2203C>T
c.2911C>T

€.3348_3349delCT

€.3427C>T
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Chr8:100830757
Chr8:100865697
Chr16:89211719
Chr3:158363475
Chr15:65295576
Chr9:123725027
Chr9:123812470
Chr5:39306855

Chr5:39341378

Chr1:196645148
Chr1:196659324
Chr1:94544895

Chr1:94473807

Chr16:8900255

Chr1:59042210

ChrX:25031114

Chr7:148080972
Chr20:4680489

Chr17:79892986
Chr7:117120167
Chr7:117149093
Chr7:117149094
Chr7:117149101
Chr7:117149146
Chr7:117149177
Chr7:117170971
Chr7:117171005
Chr7:117171007
Chr7:117171028
Chr7:117174369
Chr7:117174372
Chr7:117175317
Chr7:117175339
Chr7:117175441
Chr7:117176660
Chr7:117180217
Chr7:117180229
Chr7:117180272
Chr7:117180284
Chr7:117180297
Chr7:117180312
Chr7:117180339
Chr7:117180359
Chr7:117188810
Chr7:117199525
Chr7:117199563
Chr7:117199602
Chr7:117199666
Chr7:117199697
Chr7:117227854
Chr7:117227865
Chr7:117227883
Chr7:117227887
Chr7:117230448
Chr7:117232346
Chr7:117232349
Chr7:117232367
Chr7:117232394

VPS13B
VPS13B
ACSF3
GFM1
MTEMT
C5

C5

C9

C9
CFH
CFH
ABCA4
ABCA4
PMM2
TACSTD2
ARX
CNTNAP2
PRNP
PYCR1
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR
CFTR

€.8515C>T
€.10156dupA
c.1411C>T
c.139C>T
€.994C>T
c.4426C>T
c.55C>T
c.1280C>G
c.346C>T
€.380G>T
c.1291T>A
c.1222C>T
c.5882G>A
€.338C>T
€.619C>T
€.998C>A
€.3709delG
€.623G>A
c.437G>A
c.19G>T
c.170G>A
c.171G>A
c.178G>T
€.223C>T
C.254G>A
€.292C>T
€.326A>G
€.328G>T
€.349C>T
c.531delT
c.532G>A
c.595C>T
c.617T>G
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Chr18:19395685
ChrX:133607495
ChrX:133609285
ChrX:133609287
ChrX:133609298
ChrX:133627554
ChrX:133627594
ChrX:133632461
ChrX:133632463
ChrX:133632685
ChrX:133632700
ChrX:133634060
Chr10:79745718
Chr3:184071901
Chr3:183855763
Chr16:23392048
Chrl7:7577538
Chrl7:7577094
Chrl7:7577548
Chr22:29121242
Chr13:108861177
Chr9:139571055
Chr9:139571989
Chr7:116166660
Chr1:156106776
Chr1:150482172
Chr17:2569346
Chr17:2569346
Chr17:2583499

RPGRIP1L ¢.2050C>T
RPGRIP1L c.697A>T

ARL13B
CC2D2A
NAGA
HPRT1
HPRT1
HPRT1
HPRT1
GALC
LCT
GHR
GHR
GHR
GHR
GHR
CEP290
CEP290
CEP290
RDH12
RPEG5
RPEG5
RPEG5
SPATA7
SPATA7
AIPL1
LCAS
CRB1
LCAT
MIB1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
HPRT1
POLR3A
CLCN2
EIF2B5
SCNN1B
TPS3
TPS3
TPS3
CHEK2
LIG4
AGPAT2
AGPAT2
CAV1
LMNA
ECM1

PAFAH1B1 ¢.2569346GA>G
PAFAH1B1 ¢.2569346GA>GAA
PAFAH1B1 @.2583499TG>T

C.246G>A
€.2848C>T
C.986G>A
€.396T>G
c.481G>T
c.582C>G
Cc.602A>G
€.1153G>T
c.4170T>A
c.123G>A
c.189C>A
c.202C>T
c.324C>A
C.724C>T
€.2249T>G
€.5668G>T
C.4723A>T
c.184C>T
Cc.907A>T
c.700C>T
c.1102T7>C
€.253C>T
€.322C>T
€.834G>A
c.835C>T
c.1576C>T
c.321C>A
€.1588C>T
c.134G>A
€.209G>A
c.211G>C
C.222C>A
Cc.419G>A
c.459T>G
c.527C>T
€.529G>T
c.580G>A
c.595T>G
€.610C>G
c.3014G>A
c.1709G>A
c.584G>A
c.1849C>T
C.743G>A
c.844C>T
C.733G>A
c.562C>T
€.2440C>T
c.570C>A
c.202C>T
c.112G>T
c.1445G>A
c.157C>T
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Chr17:2583499
Chr12:49578884
ChrX:25028379
ChrX:25031117
Chr11:2594101
Chr11:2594112
Chr11:2606443
Chr11:2799220
ChrX:128703273
ChrX:123019864
Chr8:87656008
Chr16:83940623
Chr6:80878662
Chr19:41930487
Chr12:121426700
Chr4:15504502
Chr8:94794684
Chr8:94777845
Chr12:88524101
Chr12:88471040
Chr16:53679606
Chr4:15511840
Chr4:15589551
Chr3:132419192
Chr10:17113434
Chr1:45973938
Chr1:45974001
Chr1:45974520
Chr4:146560724
Chr2:71351575
Chr21:47773029
Chr8:6266851
Chr8:6293668
Chr8:6312706
Chr9:123171463
Chr1:197060021
Chr1:197061162
Chr1:197062298
Chr1:197069873
Chr1:197070248
Chr1:197070283
Chr1:197073231
Chr1:197073245
Chr1:197091104
Chr1:197094289
Chr1:197111651
Chr1:197111709
Chr1:197113179
Chr13:25480590
Chr15:49059645
Chr2:74089381
Chr14:75022332
Chr2:201950249
Chr2:219525876
Chr2:219526568
Chr16:66551110
Chr15:89864473
Chr15:89873488

PAFAH1B1
TUBA1A
ARX
ARX
KCNQ1
KCNQ1
KCNQ1
KCNQ1
OCRL
XIAP
CNGB3
MLYCD
BCKDHB
BCKDHA
HNF1A
CC2D2A
TMEM67
TMEM67
CEP290
CEP290
RPGRIP1L
CC2D2A
CC2D2A
NPHP3
CUBN
MMACHC
MMACHC
MMACHC
MMAA
MCEE
PCNT
MCPH1
MCPH1
MCPH1
CDK5RAP2
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
ASPM
CENPJ
CEP152
STAMBP
LTBP2
NDUFB3
BCS1L
BCSIL
TK2
POLG
POLG

0.2583499TG>TGG
c.1265G>A
c.1117C>T
C.995G>A
€.806G>A
c.817C>T
c.1034G>A
c.1747C>T
€.1499G>A
c.352G>T
c.1148delC
¢.560C>G
€.548G>C
c.1312T>A
c.391C>T
€.394C>T
c.1127A>C
C.622A>T
€.613C>T
€.5668G>T
€.2614C>T
c.517C>T
c.4168delG
c.1729C>T

€.2614 2615delGA
c.331C>T
€.394C>T
c.482G>A
c.433C>T
c.139C>T
c.1468C>T
c.74C>G
c.427dupA

€.1869 1870delAT
c.4546G>T
C.9595A>T
€.9319C>T
€.9178C>T
€.8506_8507delCA
€.8131 _8132delAA
€.8098C>T

g.197073231AT>AATT

c.5136C>A
c.3811C>T
€.2968delG

€.1729 1730delAG
c.1671 1672delTT
€.349C>T
€.1586C>G
€.2034T>G
c.1270C>T
c.895C>T
€.208G>T
c.166C>T
c.547C>T
c.547C>T
€.2617G>T
c.679C>T
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Chr2:27534776
Chr8:103225057
Chr8:103231146
Chr2:26427019
Chr2:26486320
Chr2:71780201
Chr2:71901372
Chr6:39895101
Chr5:52394458
Chr5:148406435
Chr2:145156671
Chr12:102151014
Chr12:102164207
Chr12:102183729
Chr12:102147187
Chr12:102147247
Chr12:102147187
Chr12:102147247
Chr16:1412641
ChrX:148564603
Chr12:102164875
Chrl17:78188471
Chr17:78190860
Chr17:40693092
Chr10:43609077
Chr2:233399858
Chr3:4403877
Chr3:4403907
ChrX:32456489
ChrX:32466728
ChrX:32717369
Chr6:129571327
Chr6:129573388
Chr6:129618874
Chr6:129636783
Chr6:129802567
Chr6:129837376
ChrX:31341742
ChrX:31792217
ChrX:31893448
ChrX:31947835
ChrX:32364095
ChrX:32407722
ChrX:32429889
ChrX:32472913
ChrX:32482791
ChrX:32503048
ChrX:32519938
ChrX:32519944
ChrX:32563427
ChrX:32613987
ChrX:32717312
ChrX:32717336
ChrX:32862911
ChrX:32867853
ChrX:31196868
ChrX:31196901
ChrX:31224780

MPV17
RRM2B
RRM2B
HADHA
HADHB
DYSF
DYSF
MOCS1
MOCS2
SH3TC2
ZEB2
GNPTAB
GNPTAB
GNPTAB
GNPTAB
GNPTAB
GNPTAB
GNPTAB
GNPTG
IDS
GNPTAB
SGSH
SGSH
NAGLU
RET
CHRND
SUMF1
SUMF1
DMD
DMD
DMD
LAMA2
LAMA2
LAMA2
LAMA2
LAMA2
LAMA2
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD
DMD

c.451dupC
€.1066C>T
C.796G>A
€.1132C>T
c.182G>A
c.1867C>T
€.5830C>T
c.217C>T
¢.539 540delAA
€.2860C>T
€.2083C>T
€.3410T>A
€.1090C>T
c.310C>T
€.3565C>T

€.3503_3504delTC

€.3565C>T

¢.3503_3504delTC
¢.640_667delGAGGATGCTGGCTACTTAAAGACCCCAG

€.1327C>T
€.832C>T
C.449G>A
€.220C>T
c.889C>T
€.1833C>G
€.1390C>T
c.1076C>A
€.1046G>A
€.3940C>T
€.3631G>T
C.691T>A

€.1854_1861dupACGTGTTC
€.2049_2050delAG

C.2901C>A
c.3718C>T
Cc.7732C>T
€.9253C>T
C.9197C>A
c.7402G>T
€.6955C>T
€.6790C>T
c.5551C>T
c.4414C>T
€.4213C>T
€.3469G>T
c.3188G>A
C.2791G>T
c.2314G>T
C.2308A>T
c.2017C>T
c.1489C>T
c.748G>T
C.724C>T
€.253C>T
c.178C>T
c.10141C>T
€.10108C>T
€.9568C>T
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ChrX:31462738
ChrX:31496447
ChrX:32235098
ChrX:32235179
ChrX:32360240
ChrX:32486656
ChrX:32583859
Chr15:42676699
Chr15:42680000
Chr15:42693953
Chr15:42695170
Chr15:42698129
Chr15:42703124
Chr2:71780261
Chr2:71901372
Chr5:155771584
Chr5:156022052
Chr11:22296185
Chrl14:77743795
Chr9:134385788
Chr14:77745192
Chr9:108380248
Chr9:134381571
Chrl14:77743730
Chrl14:77745163
Chrl14:77743729
Chr19:47259606
Chr7:94257600
Chr6:145948827
Chr21:45194178
Chr2:11913792
Chr19:39034060
Chrl:26136244
Chr2:220288539
Chr9:129377766
Chr11:119216248
Chr2:110959061
Chr11:117257920
Chr9:103046624
Chr9:103055234
Chr9:103055258
Chr3:132415642
Chr3:132423185
Chr1:5947463
Chr1:5964776
Chr19:36322260
Chr5:147499626
Chr11:71906498
Chr20:3888734
Chr22:38565325
Chr22:30051610
Chr12:977938
Chr9:111662583
Chr17:42153148
Chr11:6413083
Chrl11:6415434
Chr11:6414850
Chr18:21118528

DMD
DMD
DMD
DMD
DMD
DMD
DMD
CAPN3
CAPN3
CAPN3
CAPN3
CAPN3
CAPNS3
DYSF
DYSF
SGCD
SGCD
ANO5
POMT2
POMT1
POMT2
FKTN
POMT1
POMT2
POMT2
POMT2
FKRP
SGCE
EPM2A
CSTB
LPIN1
RYR1
SEPN1
DES
LMX1B
MFRP
NPHP1
CEP164
INVS
INVS
INVS
NPHP3
NPHP3
NPHP4
NPHP4
NPHS1
SPINKS
FOLR1
PANK2
PLA2G6
NF2
WNK1
IKBKAP
G6PC3
SMPD1
SMPD1
SMPD1
NPC1

€.8944C>T
c.8713C>T
c.6373C>T
€.6292C>T
€.5899C>T
c.3121C>T
€.1952G>A
€.328C>T
c.550delA
C.1469G>A
c.1715G>A
€.1795dupA
€.2306G>A
c.1927G>A
€.5830C>T
Cc.89G>A
€.493C>T

€.2311_2312delCA

Cc.2177G>A
c.907C>T
c.1912C>T
€.919C>T
c.193G>A
€.2242T7>C
c.1941G>A
€.2243G>C
€.899T>C
€.304C>T
Cc.721C>T
c.202C>T
C.790G>T
c.11763C>A
Cc.841G>A
€.1285C>T
C.244C>T
c.523C>T
c.80T>A
c.1726C>T
c.1807C>T
€.2695C>T
C.2719C>T
€.2104C>T
c.1381G>T
€.2368G>T
€.2044C>T
€.3325C>T
€.2368C>T
c.352C>T
€.790C>T
c.109C>T
c.544G>T
€.3046C>T
c.2087G>A
c.778G>C
C.788T>A
€.1493G>T
c.1267C>T
€.3019C>G
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Chr18:21119357
Chr5:178413394
Chr4:110791223
Chr9:36218221
Chr12:112915523
Chr18:58038687
Chr18:58039478
Chr2:219747090
Chr2:234237188
Chr10:14996008
Chr11:36596041
Chr11:36596535
Chr11:36596536
Chr11:85365183
ChrX:38260601
ChrX:38268240
Chr4:4861991
Chr10:97442533
Chr7:94043234
Chr3:33171463
Chr1:43215921
Chr22:29130456
Chr17:7577094
Chr17:7577548
Chr2:113888645
Chr11:67814947
Chr11:67815200
Chr7:42007467
Chr1:15767020
Chr1:15772212
Chr5:147211113
Chr7:117227832
Chr7:117227860
Chr11:88027665
Chr11:88029334
Chr11:88042344
Chr1:17359573
Chr5:223624
Chr6:162394349
Chr12:40704236
ChrX:103041422
ChrX:103042760
ChrX:103042880
ChrX:103043389
ChrX:103043414
Chr7:107342468
Chr7:107302088
Chr7:107312690
Chr7:107315415
Chr7:107329499
Chr7:107336429
Chr7:107338530
Chr7:107342483
Chr7:107350577
Chr19:50771512
Chr7:92131227
Chr17:33904199
Chr8:77896060

NPC1
GRM6
LRIT3
GNE
PTPN11
MC4R
MC4R
WNT10A
SAG
DCLRE1C
RAG1
RAG1
RAG1
TMEM126A
OoTC
OoTC
MSX1
TCTN3
COL1A2
CRTAP
LEPRE1
CHEK?2
TPS53
TP53
ILIRN
TCIRG1
TCIRG1
GLI3
CTRC
CTRC
SPINK1
CFTR
CFTR
CTSC
CTSC
CTSC
SDHB
SDHA
PARK?2
LRRK2
PLP1
PLP1
PLP1
PLP1
PLP1
SLC26A4
SLC26A4
SLC26A4
SLC26A4
SLC26A4
SLC26A4
SLC26A4
SLC26A4
SLC26A4
MYH14
PEX1
PEX12
PEX2

€.2873G>A
c.1861C>T
c.1318C>T
€.1985C>T
C.922A>G
C.896C>A
c.105C>A
c.321C>A
c.577C>T
c.2T>C
c.1187G>A
c.1681C>T
c.1682G>A
c.163C>T
c.460G>T
€.829C>T
€.365G>T
c.1327C>T
c.1640G>A
€.826C>T
c.1656C>A
C.254C>T
c.844C>T
C.733G>A
€.238G>T
c.1213G>A
c.1392C>A
c.2157delC
c.164G>A
c.760C>T
c.27delC
€.1624G>T
c.1652G>A
c.901G>A
€.856C>T
€.628C>T
€.268C>T
c.91C>T
c.719C>T
c.4321C>T
C.220G>A
c.487T>C
€.607G>C
€.646C>T
c.671T>C
€.2000T>G
c.2T>C
c.412G>T
€.626G>T
€.1003T>C
c.1489G>A
€.1588T>C
€.2015G>A
C.2168A>G
C.2921G>A

€.2391_2392delTC

€.538C>T
€.355C>T



22

19
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12
12
12
12
12
12
12
12
12
12
12
12
12
12
12

Chr22:18562662
Chr6:137166758
Chr2:38302361
Chr19:1221236
Chr12:103234255
Chr12:103234270
Chr12:103234271
Chr12:103237466
Chr12:103237547
Chr12:103240716
Chr12:103245479
Chr12:103246653
Chr12:103246659
Chr12:103246671
Chr12:103246714
Chr12:103248926
Chr12:103249059
Chr12:103260410
Chr12:103288534
Chr12:103310906
Chr1:17359573
Chr2:178879181
Chr11:67250669
Chr11:67250669
Chr5:177421146
Chr6:161152261
Chr6:161159615
Chr17:17125815
Chr6:51712669
Chr6:51923147
Chr6:41129159
Chr6:41129295
Chr3:148727064
Chr14:97342370
Chr17:73517898
Chr17:73518189
Chr11:118962123
Chr4:187157943
Chr15:89864109
Chr8:103220438
Chr15:89865008
Chr19:33902603
Chr13:100925472
ChrX:66943543
ChrX:66943552
ChrX:66943553
ChrX:66943628
Chr1:182555149
Chr1:182555939
Chr12:6458147
Chr16:16251626
Chr16:16256866
Chrl16:16256944
Chr16:16256935
Chr5:1266639
Chr2:203378530
Chr2:203421005
Chr2:203421084

PEX26
PEX7
CYP1B1
STK11
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
PAH
SDHB
PDE11A
AIP
AIP
PROP1
PLG
PLG
FLCN
PKHD1
PKHD1
TREM2
TREM2
GYG1
VRK1
TSEN54
TSEN54
HMBS
KLKB1
POLG
RRM2B
POLG
PEPD
PCCA
AR

AR

AR

AR
RNASEL
RNASEL
SCNN1A
ABCC6
ABCC6
ABCC6
ABCC6
TERT
BMPR2
BMPR2
BMPR2

c.254dupT
c.345T>G
c.171G>A
C.759C>A
€.1238G>C
c.1223G>A
c.1222C>T
c.1157A>G
c.1076C>G
€.926C>T
€.898G>T
C.782G>A
c.776C>T
C.764T>C
c.721C>T
€.694C>T
c.561G>A
c.473G>A
c.331C>T
c.3G>A
c.268C>T
€.919C>T
c.40C>T
c.40C>T
€.301_302delAG
c.1435G>T
c.1848G>A
C.779G>A
c.8011C>T
c.1486C>T
€.233G>A
c.97C>T
c.487delG
c.1072C>T
c.736C>T
c.1027C>T
€.499C>T
€.337C>T
€.2869G>T
c.1195C>T
c.2557C>T
C.793C>T
€.937C>T
€.2623C>T
C.2632A>G
€.2633C>G
€.2708A>G
C.793G>T
c.3G>A
€.1699C>T
€.3775delT
€.3490C>T
c.3412C>T
c.3421C>T
C.2594G>A
c.507C>A
€.2617C>T
C.2696G>A
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Chr1:150772083
Chr1:150778585
Chr1:150778667
Chr17:46024047
Chr1:155261709
Chr7:138400509
Chr1:204131245
Chr4:47953414
Chr8:55537628
Chr8:55542239
Chr1:216420436
Chr1:197396689
Chr6:35467877
Chr1:94544895
Chr1:68910541
Chr1:68903896
Chr2:182423344
Chr2:62066830
Chr2:62067454
Chr1:215814065
Chr1:216420527
Chr3:129247749
Chr3:100961664
Chr6:42689937
ChrX:18665421
Chr14:29237109
Chr6:137191088
Chr6:137219351
Chr1:26135587
Chr1:26136244
Chr8:145738796
Chr1:161276553
Chr16:3900690
Chr6:74320242
Chr16:50744822
Chr9:136536816
Chr9:136570084
Chr8:27634429
Chrl1:67474795
Chr2:219747090
Chr22:36691115
Chr20:62070061
Chr1:160011728
Chr1:160012129
Chr1:5947496
Chr1:5964848
Chr3:121500619
Chr3:121508980
Chr15:89868751
Chr10:14987109
Chr20:43251695
Chr20:43255158
Chr20:43255238
ChrX:70330453
ChrX:70330830
Chr9:36234102
Chr9:36234103
Chr2:44050063

CTSK
CTSK
CTSK
PNPO
PKLR
ATP6VOA4
REN
CNGA1
RP1
RP1
USH2A
CRB1
TULP1
ABCA4
RPE65
RPEG5
CERKL
FAM161A
FAM161A
USH2A
USH2A
RHO
IMPG2
PRPH2
RS1
FOXG1
PEX7
PEX7
SEPN1
SEPN1
RECQL4
MPZ
CREBBP
SLC17A5
NOD2
SARDH
SARDH
ESCO2
SLC35D1
WNT10A
MYH9
KCNQ2
KCNJ10
KCNJ10
NPHP4
NPHP4
IQCB1
IQCB1
POLG
DCLREILC
ADA
ADA
ADA
IL2RG
IL2RG
GNE
GNE
ABCG5

c.721C>T
C.236G>A
C.154A>T
€.685C>T
c.1456C>T
€.2257C>T
c.145C>T
€.398delG
c.1186C>T
c.5797C>T
€.2299delG
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Chr2:44099233
Chr2:44100948
Chrl17:19575117
Chr11:71146639
Chr11:71150031
Chr11:71150032
Chrl11:71152446
Chr11:71155996
Chr13:23910511
Chr15:44867113
Chr15:44876255
Chr15:44887628
Chr15:44888406
Chr15:44920983
ChrX:103041611
ChrX:103042782
Chr8:38109734
Chr8:65517310
Chr8:65509470
Chr8:65528273
Chr16:89576947
Chrl11:68679067
Chr19:39994770
ChrX:13732620
Chr1:94466426
Chr1:94577135
Chr1:94544895
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Chr15:72668313
Chr12:52309267
Chr12:52309891
Chr6:43006687
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Chr1:169529939
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Chr2:128183783
Chr2:128183803
Chr2:128186071
Chr2:128186002
Chr2:128186163
Chr2:128186471
Chr3:93617306
Chr9:136319562
Chr8:133894854
Chr8:133935642
Chr15:45396374
Chr2:179598224
Chr2:219747090
Chr6:43488699
Chr6:43488700
Chr1:171083232

ABCGS8
ABCGS8
ALDH3A2
DHCRY
DHCRY
DHCRY
DHCR7
DHCR7
SACS
SPG11
SPG11
SPG11
SPG11
SPG11
PLP1
PLP1
DDHD2
CYP7B1
CYP7B1
CYP7B1
SPG7
IGHMBP2
DLL3
TRAPPC2
ABCA4
ABCA4
ABCA4
ABCA4
LIFR
ALDH5A1
MAPT
ABCAl
HEXA
HEXA
HEXA
HEXA
ACVRL1
ACVRL1
CuL7
WAS

F5
PROC
PROC
PROC
PROC
PROC
PROC
PROC
PROS1
ADAMTS13
TG

TG
DUOX2
TTN
WNT10A
POLR1C
POLR1C
FMO3

c.1083G>A
€.1234C>T
€.1297_1298delGA
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c.1250G>A
C.825T>A
C.233T>A
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c.712C>T
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c.1789C>T
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Chr16:2121893
Chr2:166611525
Chr2:166626727
Chr15:80465435
Chr15:80473390
Chr15:80473411
Chr12:122284825
Chr12:122285117
Chr10:100249807
Chr11:76867729
Chr11:76867812
Chr11:76867950
Chr11:76868015
Chr11:76869472
Chr11:76883896
Chr11:76885862
Chr11:76885871
Chr11:76894153
Chr11:76901153
Chr11:76901753
Chr11:76913402
Chr11:76919517
Chr11:76919826
Chr11:76922215
Chr11:17554815
Chr10:55698632
Chr10:55849801
Chr10:56424016
Chr10:56077174
Chr17:72919056
Chr1:215848123
Chr1:215848539
Chr1:215901574
Chr1:216019240
Chrl:216219874
Chr1:216243614
Chr1:216538300
Chr1:216420436
Chr1:215814065
Chr1:216420527
Chr5:89938703
Chr5:89986808
Chr9:117266775
Chr3:150645894
Chr3:150659434
Chr3:150690307
Chr1:209974625
Chr7:117304834
Chr12:58157930
Chr12:58157931
Chr12:58159103
Chr8:63978501
Chr8:63978615
Chr12:6122710
Chr12:6127609
Chr12:6143978
Chr12:6155891
Chr8:30938648

TSC2
GALNT3
GALNT3
FAH
FAH
FAH
HPD
HPD
HPSE2
MYO7A
MYO7A
MYOT7A
MYO7A
MYO7A
MYOT7A
MYOT7A
MYOT7A
MYO7A
MYOT7A
MYO7A
MYO7A
MYOT7A
MYOT7A
MYO7A
USH1C
PCDH15
PCDH15
PCDH15
PCDH15
USH1G
USH2A
USH2A
USH2A
USH2A
USH2A
USH2A
USH2A
USH2A
USH2A
USH2A
GPR98
GPR98
DFNB31
CLRN1
CLRN1
CLRN1
IRF6
CFTR
CYP27B1
CYP27B1
CYP27B1
TTPA
TTPA
VWF
VWEF
VWF
VWF
WRN

€.2056_2059dupTACT

c.1441C>T
c.484C>T
C.786G>A
€.1069G>T
€.1090G>T
Cc.774T>G
€.600C>G
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C.494C>T
c.582delC
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€.6901C>T
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c.189C>A
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€.4056G>C
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c.1165C>G
C.566A>G
c.513 514insTT
c.400C>T
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C.2561G>A
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WRN
WRN
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
ATP7B
WAS
WFS1
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XPA
XPC
ERCC2

€.3493C>T
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€.3955C>T
c.3809A>G
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€.2930C>T
€.2906G>A
€.2827G>A
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Disease
HepocTtaTtouHocTb 17-6eTa-rugpokcuctepoung aervaporeHass
a-aMMHOagUNMHOBas aumMaypus

NCTUHHBIN repmadpoamTmnsm

Cungpom ABCD

AbeTanunonpoTenHemus

AuepynonnasmmHemMus

TpoKHOM CUHAPOM

AxoHgporeHes, Tun 1b

AxpomaTtoncusi, 3

M3onupoBaHHbIn gedovumnt AKTI

Oedmumt aumn-CoA -germaporeHasbl C KOPOTKOW LieMnbio
BpoxoeHHas runepnnasusa HagnoyvevyHrkoB BereacTene gecduvumra 11-6eta-rmgpokcunasbl
HacnepncteeHHada runepnnasnsa HagnoyevyHMKoB

AdnbprHoreHemusi, BpoXXaeHHast

X-cuenneHHas arammMarnodynuHemus

CvHapom AHgepmaHHa

CwuHgpowm Ankapawn, 4

CwvHapom Ankapaum, 5

ANbOVHU3M rNasoKoXHbIN, TMN 1

AnbOVHU3M rnas3okoXxHbIn, TN |A

AnbOVMHU3M rNa3oKoXxHbIA, Tun |l

AnbOVHM3M rnasokoXHbIn, Tvn |l

AnkantoHypwusi

X-cuenneHHasa anbga-Tanaccemms

CvHgpom AnbnopTta

CuHgpom AnbcTpéma

AmerakapuoumTapHasa TpoMmbounToneHus

HecoBepLueHHbIn amenoreHes, runokansumdukaums, [1A1
HecoBepLueHHbIn amenoreHes, Tvn 1g

AMUNIONA03, CEMENHDBIN BUCLeparbHbIf

AmMuUnonaos, HacneacTBEHHbIN, TPAHCTUPETUH-3aBUCUMBbINA

BokoBon ammnoTpochmyeckuin cknepos, 9

AHanbbymnHemus

CuHgpom AHpepceH-TaBun

CvHOPOM HEYYBCTBUTENBHOCTU K aHOpPOreHam

CvHOpPOM YaCTUYHOW HEYYBCTBUTENBLHOCTU K aHApOreHam
[nsaputponoatnyeckas aHemus, Tun 2

AHemus cuaepobnactHas, NMPUOOKCUH-aedULUTHasS
HacnepctBeHHasa aHrmonaTtus ¢ HecpponaTuen, aHeBpu3MamMu, MbllLEYHbIMK CNasMamu
BpoxageHHasn kaTapakta

HepocTtaTtoyHoCcTb aHTUTpoMOuMHa llI

HepocTtaTtoyHocTb anonunonpoTtenHa C-ll|

ApruHuHemuns

HepocTtaTtouHoCTb apomarassl

ApTepuanbHas kanbumdukaums, reHepannu3oBaHHbIN, BPOXAEHHas, 2
ApTponaTus (nceBgopeBMaTongHas opma), getckast

ATakcus ¢ anpakcmen okyrioMOTOPHOW U runoansbymMuHeMunen, paHHee Havyano
ATakcus TeneaHrnakTasus

AYTOUMYHHbIN NOMM3HAOKPUHHBIA CUAPOM

Cunapom bapae-buans, 1

Cwungpom bappe-bunansa, 12

Cungpom bapae-buans, 14

Cwungpom bappe-bunans, 2

Cwungpom bappe-bunans, 3

CuHgpom bapoe-buans, 9

CwuHgpom bapTta

CwuHpgpom BapTtepa, Tvn 4a

basanbHble naMmMHapHble Apya3bl

Bbeta-tanaccemusa



Mo3axeykoBas aTakcusi, yYMCTBEHHAs OTCTANOCTb, CMHAPOM HapyLleHus paBHoBecus, 1
LlepebpanbHas apTepmonaTnsa ¢ NOAKOPKOBbIMU MHAAPKTaMu 1 NenkoaHuedanonatuen
Llepebpo-okyno-taumno-ckeneTHbI CUHAPOM, 1
Llepebpo-okyno-caumo-ckeneTHbIN CUHAPOM, 2

LlepebpanbHasi MMKpoaHrnonaTusi ¢ kanbuudurkaumen n kmtcamm
LlepebpoTeHamHanbHbIi KCaHTOMAaTOo3

HenpoHanbHbIn uepong-nmnodycumHos, 1

HelipoHanbHbIn Lepona-nunodycumnHos, 2

HenpoHanbHbIn uepong-nunodycumHos, 5

HelipoHanbHbIn Lepona-nunodycumnHos, 6

bonesHb WWapko-Mapu-TyTa, akcoHanbHasa dopma, 1a

BonesHb LWapko-Mapu-TyTa, akcoHanbHas hopma, 2a2

BbonesHb LWWapko-Mapu-TyTta, akcoHanbHasa dopma, 2k

BonesHb LWapko-Mapu-TyTa

BonesHb LWWapko-Mapu-TyTta, akcoHanbHasa popma ¢ napesamu
bonesHb WWapko-Mapu-TyTa, 4¢

BonesHb LWapko-Mapu-TyTta, X-cuenneHHas, 1

CuHgpom Yepamaka-Xuracum

BHyTpuneyeHouYHbIN Xonecras, 2

XonecTtas, BHYTPUMNEYEHOYHbIN, Y 6EpPEMEHHbIX, 3

XornecTas, BHyTpUneyeHoYHbIn, y 6epeMeHHbIXx, 1

XonecTas, BHYTpMNEeYeHOUHbIA, NPOrpeccupyoLmn, ceMenHbIn, 1
XornecTas, BHyTpUNeyYeHoYHbIN, MPOrpeccupyroLmii, CEMenHbln, 2
XopuovganeHasa guctpodus, 2

Xopouaepmus

UnnunapHas gnckmHesus, 11

UunnapHas guckuHesus, 19

LunuapHas guckuHesus, 7

UntpynnuHemus

LunTtpynnuHemunsa, B3pocnas opma, tmn 2

LintpynnuHemus, BpoxaeHHas dopma, Tmn 2

CwuHgpom HObepTa

Hedunumt koarynaynoHHoro daktopa V

CwuHgpom KokkelHa, b

CwuHgpom KosHa

KombuHumpoBaHHas ManoHoBas 1 MeTunManoHoBas aumaypusi
KoMOuHMpoBaHHbIN edUunT OKUCNNTENBbHOro dhocdopunupoBaHms, 1
KomMOuHMpoBaHHbIN edhnuunt okMcnutensHoro dpocdopunupoBanus, 15
Oednunt koMnoHeHTa 5 cucTeMbl KOMNNEMeHTa

Hednunt kKoMNoHeHTa 9 cUCTEMBI KOMMNIIEMEHTA

Oednumt komnnmumeHTa daktopa h

Ounctpodus kondouek, 3

BpoxaeHHbIN paccTpOMCTBO MMMKO3UNIMpPoBaHus, Tun 1a
Ouctpoduma porosuubl

AreHesuns MO30fIMCTOro Terna ¢ aHOManuaMn reHuTanui
dokanbHas KopkoBas aucnnasus

BonesHb KpenTudenbaa--Akoba

Cwungpom KyTtuc nakca, tun 2b

MykoBucumaos

Hedponatnyeckuin unucTmHo3

Lnctunypusa

CwuHgpom HepgocTaTouHOCTM D-6mndbyHKUMoHanbHoro terka
Cungpom [e CaHkTuca-KakkboHe

myxoTa, 6

myxoTa, 12

myxoTta, 18a

myxoTa, 1a

myxoTa, 2

nyxoTa, 24

myxoTa, 28



OputpounTtos, cemenHas dopma, 4

BonesHb Pabpu

Oedwnunt caktopa V

Hedunumt caktopa VIl

Oednunt daktopa Xl

Hedunumnt aktopa Xl

CeMeliHbI ageHOMaTO3HbI Nonunos, 1

CeMenHbI ageHOMaTO3HbIN Mosimno3, 2

CemenHag xonogosas kpanveHuLa, 2

AHemunsa daHKoHU, KoOMMNNeMeHTaunoHHas rpynna A
AHemusa ®aHKoHU, KoMMNNeMeHTaunoHHas rpynna C
AHemusa daHKoHK, KoMnneMeHTaunoHHas rpynna D2
AHemuna daHKoHU, KoMnnemMeHTaunoHHas rpynna E
AHemusa ®aHKoHK, KOMNNeMeHTauuoHHas rpynna G
AHemusa daHKoHU, KOMNNeMeHTaunoHHas rpynna |

AHemusa ®aHKOHU, KOMMNNeMeHTaUnoHHas rpynna J

AHemunsa daHkoHU, KoMnnemeHTaunoHHas rpynna N
Cungpom daHkoHu-bukens

MpucTynbl nuxopagkun, cemenHas gopma, 4

MaTHa Ha ceTyaTke, ceMeliHasa obpokavecTBeHHas dopma
JlobHoBUCOYHaAA gereHepaums, conpoBoXxaatoLerica 6onesHblo MoToHenpoHoB, TDP-43-accoummpoBaHHas
HenepeHoCcMMOCTb (OPYKTO3bl, HACNEACTBEHHAs

Hedunumt dpykTo30-1,6-gudocdaTta

OedurunTta ranakTokmHasbl

ManakTo3emus

BonesHb [Nowe, nepuHaTanbHbIN NeTanbHbIN TUN

BonesHb [Nowe, Tvn 3

BbonesHb Nowe, T1n 1

HenponaTtnsa ruraHTCKMX akcoHOB

CwuHgpowm M'mTenbmaHa

TpombacTteHus MaHumaHa

(aykoma oTkpbITOro yrna, A

maykoma oTkpbiToro yrna, O

MepBu4Has BpoxaeHHas rmaykoma, 3a

MNepBrnyHas BpoxaeHHas rnaykoma, 3d

"mytapoBas aumaypus, Tun 1

HepocTaTo4YHOCTb MyTaTUOH CUHTETa3bI
MMuunH-3aBncumasn saHuedanonaTus

[MukoreHos

bonesHb ['Mpke

MmukoreHos, Tun 2

[MmukoreHos, Tun 3

mukoreHos, Tun 4

MmukoreHos, Tun 9

mukoreHos, Tmn 5

MukoreHos, Tmn 6

Mmukorenos, Tun 10

GM1-raHrnnosngos, Tun 1

GM1-raHrnnosngos, Tun 2

XpoHunyeckasi rpaHynemartosHas 605esHb, UMTOXpOM b -oTpuuaTensHas
XpoHuyeckasi rpaHyrniemato3Has 6onesHb, LMTOXpPOM b -nonoxuTtensHas
XpoHun4yeckasi rpaHynemartosHas 60nesHb

bonesHb XapTHana

emoxpomaTos, Tun 2a

remodaroumTapHbin NMMAOrMcTMOUNTO3, cemenHasa dopma, 3
lemodounua A

remodunus B

HacnenctBeHHbIM NENOMMOMATO3 U NOYEYHOKIETOUHbIN paK
CwuHgpowm NepmaHckn-INygnaka, 2

BucuepanbHag retepoTakcus, 1



MIMMyHHO-kOCTHas gucnnasus Lnvke

Mwuo3unT ¢ BknoYeHnamm, 2

BocnanuTtenbHoe 3aboneBaHne kueYHuka, 25
Oedpunumt IRAK-4

YKenesogeduuntHan aHeMns, pe3aUCTEHTHas K Tepanum npenapaTtamu xenesa
M3onupoBaHHbIN 4ednunt ropMoHa pocTa, tmn 3
CwvHgpom XKybepa, 2

CwvHpgpom XKybepa, 3

CuHgpom Xybepa, 5

CwvHppom Xybepa, 6

CuHgpom XKybepa, 7

CwuHpgpom XKybepa, 8

CwvHgpowm XKybepa, 9

BonesHb KaHsakn-LLUnHanepa

Cungpom Kennu-Curmunnepa

BonesHb Kpabbe

BpoxxaeHHasa naktasHas He4OCTaTOYHOCTb

CwuHgpowm JlapoHa

BpoxaeHHas cnenota lNebepa, 10

BpoxxoeHHasa cnenota Jlebepa, 13

BpoxaeHHasa cnienota Jlebepa, 2

BpoxaeHHasi cnenota Jlebepa, 3

BpoxneHHas crienota Jlebepa, 4

BpoxgaeHHas cnenota Jlebepa, 5

BpoxneHHas crienota Jlebepa, 8

Oedununta akTMBHOCTM NEUUTUH-XONeCcTepuH-aunnTpaHcdepasbl
MMnepTpodusa nesoro xenyaoyka, 7

CwuHgpowm Jéwa-HnxeHa

Jlenkoguctpodun ¢ runommuenmHmusaumen, 7
JlenkoaHuedanonaTnsa ¢ atakcuen

Jlenkogunctpodumsa ¢ gemmenusaumein B 6enom BeLLECTBE roflIOBHOrO Mo3ra
Cwungpowm JNlngana

Cwungpowm Jn-dpaymenn, 1

CuHgpom JIn-dpaymern, 1

Cwungpowm Jn-dpaymenn, 2

CwvHpgpowm Lig4

JIlnnoanctpodus, BpoxXaeHHasi reHepanu3oBaHHas, Tun 1
Jlnnoanctpodus, BpoxXaeHHasi reHepanuaoBaHHas, Tmn 3
Jlnnoguctpodus, cemenHas, Tmn 2

JlnnonaHebIn npotenHo3 Ypbaxa-Bute

JlnccaHuedpanus, 1

JlnccaHuedanus, 3

JlnccaHuedpanus, X-cuenneHHas, 2

CuHpgpom yanuHeHHoro uHtepsana QT, 1

Cwungpowm Jloy

JTlnmdonponudgepaTnBHbIN CUHAPOM, X-CLUENNEHHbIN, 2
Ouvctpodua cetyaTkn, rOBEHUNbHAA doopma

HOedunumt manoHnn-KoA aekapbokcunasbi

CaxapHbIi guabeT B3pOCoro Tvna y Monogpix

Cwungpom Mekkens, Tvn 1

CuHgpom Mekkens, Tun 3

Cungpom Mekkens, Tun 4

CuHgpom Mekkens, Tun 5

Cungpom Mekkens, Tun 6

Cungpom Mekkens, Tun 7

MeranobnacTtHas aHemus, 1

MeTunmanoHoBow aumagypus u romouncTuHypus, Tun cblC
MeTunmanoHoBou aumaypuvs, Tun cblA

Oedpunumt metunmanoHmn-KoA annvepasbl
MukpouedansHas octogncnnacTuieckas n3HavyanbHasa KaprmkoBocTb, Tun |l



[MosICHO-KOHEYHOCTHAs MblleYHas anucTpodus, Tun 2a

MosiCHO-KOHEYHOCTHadA MbllwedHas auctpodums, Tmn 2b

MosAACHO-KOHEYHOCTHasA MbllleyHasn gucTpodus, Tmun 2f

BpoxgeHHas mbllwedHast AMCTpodma-aucTpornnkaHonaTna ¢ aHomanmen mosra u rnas, 2
BpoxxaeHHasa MblledHast ANCTpoUA-aAUCTPOrnNnMKaHonaTnsa ¢ aHomanuen mosra u rmas, tvn A, 1
BpoxaeHHas MbllleyHas oUCTpopua-aucTporinnmkaHonaTns ¢ aHomanuen moara v rnas, tmn A, 2
BpoxaeHHast MbllievHas ANCcTpons-gUCTpornmkaHonatusa ¢ aHoMmanumen mosra u rnas, tmn A, 4
BpoxaeHHasi MbllievHas ANCTpodUsa-gGUCTPOriMKaHoNaTus C yMCTBEHHOW OTCTaNoCTblo, BpOXAEHHasi, Tvn B, 1
BpoxaeHHas mblwedHast ANCTpoma-auCcTpornnkaHonaTna ¢ YyMCTBEHHOW OTCTaNoCTbio, BpOXaeHHasi, Tun B, 2
BpoxaeHHasa MblledHas AMCTpoUA-aUCTPOrnNnMKaHonaTns ¢ nopaxeHueMm nosica koHevHocten, tun C, 2
BpoxaeHHas mbllwedHasi AMCTpoma-auCcTpornnkaHonaTns ¢ nopaxkeHmeMm nosica koHevyHocten, tmun C, 5
MwuoknoHunyeckasi AUCTOHUS

BbonesHb Jlacdopbl

BonesHb YHheppuxTa-flyHabopra

Pabaomnonuna ocTphbii peLManBrpYyOLLIMIA

BpoxaeHHas muonatung

BpoxxaeHHasa aucnponopumst TUNOB MblLLEYHbIX BOSTOKOH

MwnodunbpunnsipHas muonaTusi

CuvHOpPOM HOrTen-HagKoNeHHMKa

MukpodTanbmus, 2

HedpoHodTns, 1

HedpoHodTHs, 15

HedpoHodhTHs, 2

HedpoHodTns, 3

HedpoHodTHs, 4

HedpoTtuueckmin cuHapom, tvn 1

CuHgpom HetepToHa

HenpopgereHepauna ns-3a HapyleHnsa TpaHcrnopTa onnmeBon KNCAOTbl

AuepynonnasmuHemusi, 1

AuepynonnasmmHemus, 2a

HelpodubpomaTos 2-ro Tuna

HacnegcteeHHast MOTOpPHO-CeHCOpHas HenponaTus, Tyn |IA

HacnepncteeHHass MOTOPHO-CceHcopHasa HenponaTtus, Tvn

HelTponeHus, Tsbkenas BpoxaeHHas ¢opma, 4

BonesHb HumaHHa-MNuka, Tvn A

BonesHb HumaHHa-MNuka, Tvn B

BbonesHb HumaHHa-Nuka, Tun C1

BpoxaeHHas ctauuoHapHas KypuHas cnenota, tun 1b

BpoxaeHHasa cTaunoHapHas KypuHas cnenota, tvn 1f

MwuonaTtua HoHaka

Cungpom HyHaH, 1

OxunpeHue

Jducnnasus

BonesHb Oryun, 1

CvHgpom OMeHHa

ATpodhus 3puTenbHoro HepBa, 7

'MnepammoHvemMus (4eduUmMT OPHUTUH TpaHcKapbamunasbl)

OpodauuansHbie wenu, 5

Opo-thaumo-guruTtanbHbI CMHAPOM, TuM 4

HecoBepLueHHbI ocTeoreHes , Tun 2

HecoBepLueHHbIN ocTeoreHes , Tmn 8

OcrTeoreHHas capkoma

Cwungpowm Mannuctepa-Xonna
MaHkpeaTnT, HacNeaCTBEHHbIN
CwuHgpowm Manuiion-Jledespa
MaparaHrnuoma 4
MaparaHrnuoma 5

bonesHb NapkuHcoHa, 2
BonesHb NapkuHCcoHa, 8



CwuHgpowm Ywepa, Tun 2d

CwuHgpom Ywepa, Tvn 3a

CwuHgpom BaH gep Byna

BbonesHb BunnebpaHaa, tvn 1

CuHgpom BepHepa

BbonesHb BunbcoHa

CwuHgpom BuckoTTa- ongpuya

CwuHgpom Bonbdpama, 1

lMurmeHTHas kcepogepma, KOMNAMMEHTapHas rpynna A
MurmeHTHasa kcepoaepma, KOMNIMMeHTapHasa rpynna B
lMurmeHTHas kcepogepma, KomnnumeHTapHas rpynna C



