Supplementary Table S2. Table listing the CDK genes with variants, zygosity, Clin Var classification, OMIM inheritance, sex, age and Allele Frequency

(AF, source: gnomAD). “Variants highlighted in the same color co-occur in the same patients, suggesting digenic inheritance”.

POSITION

GENE hg19 TRANSCRIPT: VARIENT PROTEIN CHANGE ZYGOSITY CLINVAR OMIM SEX Age AF
CASR 121976118 NM_000388.4:c.376G>C p.Asp126His Heterozygosity LP AD F 57 0.000000%
CASR 121976155 NM_000388.4:c.413C>G p.Thr138Arg Heterozygosity LP AD M 26 0.000000%
CASR 121980495 NM_000388.4:c.613C>T p.Arg205Cys Heterozygosity LP AD M 53 0.001627%
CASR 121980727 NM_000388.4:c.845A>G p.Glu282Gly Heterozygosity LP AD F 74 0.001415%
CASR 121980727 NM_000388.4:c.845A>G p.Glu282Gly Heterozygosity LP AD M 88 0.001415%
CASR 121981016 NM_000388.4:c.1134A>T p.Glu378Asp Heterozygosity LP AD M 1 0.000000%
CASR 121994759 NM_000388.4:c.1478A>G p.Asn493Ser Heterozygosity LP AD F 56 0.001053%
CASR 121994759 NM_000388.4:c.1478A>G p.Asn493Ser Heterozygosity LP AD F 28 0.001053%
CASR 121994759 NM_000388.4:c.1478A>G p.Asn493Ser Heterozygosity LP AD M 68 0.001053%
CASR 122002641 NM_000388.4:c.1840A>T p.lle614Phe Heterozygosity LP AD M 76 0.000707%
CASR 122002641 NM_000388.4:c.1840A>T p.lle614Phe Heterozygosity LP AD F 51 0.000707%
CASR 122002641 NM_000388.4:c.1840A>T p.lle614Phe Heterozygosity LP AD M NA 0.000707%
CASR 122002956 NM_000388.4:¢.2160dupG p.Leu721fs Heterozygosity P AD M 16 0.000000%
CCNQ

152864477 NM_152274.5:¢.31_49delGCAGCGCGGGGCCCGGAGGGC p.Ala11fs Hemizygosity P XLD M 4 0.000000%
(FAM58A)
CFHR1 196795975 NM_002113.3:c.273delT p.Phe91fs Heterozygosity LP AD M 55 0.000144%
CFHR1 196797238 NM_002113.3:c.469_470delCA p.His157fs Heterozygosity LP AD F 22 0.001048%
CFHR1 196797331 NM_002113.3:¢.563dupT p.Met189fs Heterozygosity LP AD M 2 0.001083%
CFHR1 196801125 NM_002113.3:c.989delG p.Arg330fs Heterozygosity LP AD F 35 0.000000%
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.5:¢.3749delC

.5:¢.4421T>C

.5:¢.4510T>C
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p.Glu405*
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p.Arg791*
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p.Glu1060fs

p.Ser1108_Gly1110del
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NM_033380.3:c.1871G>A

NM_033380.3:c.1871G>A

NM_033380.3:¢.2088_2089insTCTCCTT
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NM_000169.3:c.574A>C

NM_000169.3:c.427G>A
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p.Arg1428Leu
p.Tyr1497Phe
p.Thr1643lle
p.Tyr591*
p.Thr638fs
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XLD
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XLD
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0.000000%
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p.Gly349Asp
p.Pro317fs
p.Arg5179His
p.Gln4220_Gln4221dup

p.Pro1714Leu

Hemizygosity
Homozygosity
Heterozygosity
Heterozygosity
Hemizygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity
Heterozygosity

Heterozygosity

LP

LP

LP

LP

LP

LP

LP

LP

LP

XLD

XLD

XLD

XLD

XLD

XLD

XLD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

AD

36

33

73

46

54

79

27

39

46

79

90

66

52

84

73

12

50

0.050625%
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0.001818%
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NM_003482.4:¢.4331_4339delTCTGTGATG

NM_003482.4:¢.4303C>A
NM_001174147.2:¢c.237G>T
NM_001174147.2:c.691C>T
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2164490
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2166918
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11552071

11559732

204129720

204131245
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43609943

43617415
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42328846

42330696

NM_001009944.3:c.2534T>C

NM_001009944.3:¢.2534T>G

NM_001009944.2:c.2048G>A

NM_001009944.3:c.2048G>A

NM_001009944.3:c.1522T>C

NM_000297.4:c.242C>A

NM_000297.4:c.346delG

NM_000297.4:c.916C>T

NM_000297.4:c.958C>T

NM_000297.4:c.958C>T

NM_000297.4:c.958C>T

NM_000297.4:c.1446_1449delCTTT

NM_001289104.2:c.374_375delAG

NM_001289104.2:¢.1290C>G

NM_000537.4:c.457_460delACAG

NM_000537.3:¢.145C>T

NM_000537.4:c.127C>T

NM_020975.6:¢.1859G>C

NM_020975.6:c.1895A>G

NM_020975.6:c.2752A>G

NM_001378191.1:¢.2467G>T

NM_000342.4:¢c.2422C>G

NM_000342.4:c.2101G>A

p.Leu845Ser
p.Leu845Trp
p.Trp683*
p.Trp683*
p.Cys508Arg
p.Ser81*
p.Val116fs
p.Arg306*
p.Arg320*
p.Arg320*
p.Arg320*
p.Phe482fs
p.Glu125fs
p.Tyr430*
p.Thr153fs
p.Argd9*
p.Argd3*
p.Cys620Ser
p.Glu632Gly
p.Met918Val
p.Gly823*
p.Arg808Gly

p.Gly701Ser
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0.000435%

0.000000%

0.000000%

0.000000%

0.025965%

0.000000%

0.000000%

0.000398%

0.000186%

0.000186%
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0.000000%

0.000812%

0.001193%
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0.004469%

0.001611%
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7SC2
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TTR

TTR

TTR

TTR

TTR

TTR

TTR

TTR

42335888

106065267

101341937

101344331

101362431

101362435

101362437

135781220

135787701

135797303

2121892

2122258

2129160

2129341

2138123

29172903

29172937

29172937

29172937

29175091

29175144

29178618

29178618

NM_000342.3:c.980C>A

NM_017752.3:c.421C>T

NM_004621

NM_004621.6:c.1918delA

NM_004621.6:c.983_984delTT

NM_004621.6:¢.979_980insC

NM_004621.6:c.977_978delAA

NM_000368.5:¢c.1744_1745insAA

.6:¢.2386C>T

NM_000368.4:c.881C>A

NM_000368.5:¢c.566A>T

NM_000548.5:¢.2054C>G

NM_000548.5:c.2114T>C

NM_000548.5:¢.3094C>G

NM_000548.5:¢.3196C>G

NM_000548.5:c.5143A>G

NM_000371

NM_000371
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NM_000371

NM_000371
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NM_000371

4:c.114T>A

.4:c.148G>A
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.4:¢.148G>A

.4:c.209G>A

.4:¢.262A>T

.4:c.424G>A

.4:¢.424G>A

p.Pro327His
p.Arg141*
p.Gln796*
p.lle640fs
p.Phe328fs
p.Asp327fs
p.Lys326fs
p.Thr582fs
p.Thr294Asn
p.His189Leu
p.Pro685Arg
p.Val705Ala
p.Arg1032Gly
p.Leu1066Val
p.Met1715Val
p.Asp38Glu
p.Val50Met
p.Val50Met
p.Val50Met
p.Ser70Asn
p.lle88Leu
p.Val142lle

p.Val142lle
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Heterozygosity
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AD
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AD
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AD
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64

57

29

26

NA

15

78

73

62

52

58

64

27
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14
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49

11

0.000000%

0.000662%

0.000000%

0.000000%

0.000000%

0.000000%

0.000000%

0.000000%

0.000000%

0.000000%
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0.000137%
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0.000000%

0.010153%
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NM_197968.4:c.617dupA
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