m Gastric cancer

M Intestinal cancer

E Skin cancer

E Lung cancer

o Breast cancer

O Primary ovarian insufficiency
e Pontocerebellar hypoplasia type 1C
E Pancreatic cancer

E Larinks cancer

- Azoospermia

O Female infertility

® Uterus cancer

m Mental retardation

@ Trizomi 21

[l Lymphoma

E Prostat cancer

EI Myocardial infarction
o Spontan abortus

|E| Unknown Cancer Types
O Mayer-Rokitansky-Kister-Hauser syndrome
O Hypotonia

@ Renal failure

n Leukemia

E Brain cancer

* Analyzed Individual

*Pedigree Symbols Used to Indicate Clinical Information



Information on Families with Identified Potential Candidate Variants



F1

Exon 9
c.779T>G

14.24 kb Forward strand g

SPO11-001 - ENST00000371263 >
protein coding

p.Leu260Ter

Topo IIA-type catalytic

A c T T T T A <} T c A
11 L I v
SPO11-"ENST00000371263
L I v

| SPO11-ENST00000345868

9
%
0 o0 M

MR 1 lee
i 12 13 / 1na 15 16 7

SPO11 INITIATOR OF MEIOTIC DOUBLE-STRANDED BREAKS; SPO11 HGVSc: ENST00000371263.3:¢.779T>G

o 11110-11

PR RRR R RRERRRRRRRRB

Vi V2



F2

Exon 8
c.673C>T

< MEIOB-201 - ENST00000412554
protein coding
. Reverse strand 38.20 kb

p.Arg225Ter

: 1 ' ' '
50 100 150 200 250 300 350 400

[N

11 * 12
111

LA S S b ¢

112

k

OM-O

i 2 ] na s e "7 8 e
<5> ___
IV1-4 IV5-7 IV6-10

MEIOSIS-SPECIFIC PROTEIN WITH OB DOMAINS; MEIOB

MEIOB-*ENST00000412554

MEIOB-ENST00000452140

R0 E>E> >

HGVSc: ENST00000412554.2:¢.673C>T



F3

; 135.35 kb
STS-001 - ENST00000217961 >
protein coding
I 1 1 I 1 1
50 100 150 200 250 300
1
200
Sulfatase
4 |1| 12
| L Ix *
11 112 13-7 118 1S 1110 i1 ni2
* * bk k[ k |k
16 mnz na s

III1/ nz2 3 na s

STEROID SULFATASE; STS

1 1
50 400 450

400

p.Ala518Thr
ll I
500 550
583
c c A G c A T c

STS-*ENST00000217061

PRS0 >> >0

HGVSc: ENST00000217961.4:¢.1552G>A

Exon 10
c.1552G>A

Forward strand  _gm



F4

Exon 12
c.1086del

— 4~ 4 A

- Reverse strand 46.65 kb

p.Phe362LeufsTerl5

|

' 1 1
100 200 200 400 500 600 700

< CCDC79-203 - ENST00000433154
protein coding

~I
N
~

Myb-like

TERB1-ENST00000415744
TERB1-ENST00000432602

*x |k

15 (5] 17

* * T <} A A (] c A c A A A T [} T (<] (<] c
1
3

10 J 0
S
s I
146

n1-3 114-6

LT

TELOMERE REPEAT-BINDING BOUQUET FORMATION PROTEIN 1; TERB1 HGVSc: ENST00000433154.1:c.1086del



F5

Exon 1
c.31C>T

< USP26-002 - ENST00000511190
protein coding

= Reverse strand 72.08 kb

p.GInl1Ter

Peptidase C19, ubiquitin carboxyl-terminal hydrolase

c T A T T T e e A c A A A
USP26-ENST00000370832
11 a 13 14 USP25-ENST00000406273
/7
i 112 113 14 116 n7 118

2

&5 " INEEEEEE .
115
B

-*
i 12 3

Dol
T/T —

UBIQUITIN-SPECIFIC PROTEASE 26; USP26 HGVSc: ENST00000511190.1:¢.31C>T
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F6

Exon 11
c.1124A>G

l

63.24 kb

Forward strand

L | e || I e e [

CENPI-004 - ENST00000372927 >
protein coding

12

ﬂu#¢ 1

1 112 113

*x |k

1 12 3 mna s e

V2

CENTROMERIC PROTEIN I; CENPI

p.Tyr375Cys

'
400

'
500

' '
600 700

756
A c T A c A T T
H Y |
CENPI-ENST00000218507
H Y 1

CENPI-ENST00000423383

SRR ReRRReRRAReRRRRR R

HGVSc: ENST00000372927.1:c.1124A>G
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F7

Exon 1
¢.965T>C

l

< NAP1L3-001 - ENST00000373079
protein coding

- Reverse strand 2.64 kb
p.Val322Ala
50 100 150 200 250 300 350 400 450 50_0“
1 506
T (<] T c A A c A T T
#
NAP1L3-*ENST00000373079
/ /14 b v N
NAP1L3-ENST00000475430

g o
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15

*

1-2 3 ma s e
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NUCLEOSOME ASSEMBLY PROTEIN 1-LIKE 3; NAPIL3 HGVSc: ENST00000373079.3:¢.965T>C



F8

Exonl
C.263G>A

|

844 bp

Forward strand

——

ZCCHC13-001 - ENST00000339534 >
protein coding

p.Arg88His

I

' 1
20 40 60 80 100 120

1
140

'
160

> :
x

* *
1 112 114 @
L é L
L1bS m2 m3 4 s e /III7

Vi1-2 \UE

ZINC FINGER, CCHC DOMAIN CONTAINING 13; ZCCHC13

ZCCHC13-"ENST00000339524

FESE>EESEEEEEEEEEEEE>EE> >

HGVSc: ENST00000339534.2:¢.263G>A



F9

Exonl
C.263G>A

844 bp

Forward strand

—-—

ZCCHC13-001 - ENST00000339534 >
protein coding

p.Arg88His

1 1
20 40 60 80 100 120

* I
11 112 113 . 14 115
* kX

7 me-11 112

mi w2 m3 /Ill4

VI1-2

RETINOBLASTOMA-BINDING PROTEIN 7; RBBP7

1
140

A G T G T (<] T c

T H G
RBBP7-ENST00000425606

T H G

RBBP7-ENST00000380087

PP RReRARRRRRRRRREReRERe R

HGVSc: ENSTO0000380084.4: ¢.1247A>C

1
160



F10

Exon 5
c.197C>T

AR AR AR A AN AAR A A A A ]

< HUWE1-001 - ENST00000342160
protein coding

- Reverse strand 152.06 kb

p.Ala66Val

|

' ' ' ' ' '
500 1.000 1.500 2,000 2,500 3.000 3,500 4,000

UBA,UIM WWE HECT

11 12 13 714

OrLIMC IO

111 112 113 115 116 7

*

i 2 3 4

/=

HECT, UBA, AND WWE DOMAINS-CONTAINING PROTEIN 1; HUWE1 HGVSc: ENST00000342160.3: c.197C>T
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F11

Exon 1
c.1475G>T

I 3.47 kb Forward strand g
RBMXL3-001 - ENST00000424776 >

protein coding

p.Ser492lle
1 1 1 1 1 1 J
100 200 300 400 500 600 700 800 200 1.000 ]
1 1067
RNA
recognition
motif domain

LRCH2-"ENST00000217135

LRCH2-ENST00000538422

11 112

*x |k *x Dk

mi mz2 m3 ma us
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RNA-BINDING MOTIF PROTEIN, X-LINKED-LIKE-3; RBMXL3 HGVSc: ENST00000424776.3: ¢.1475G>T



F12

Exon 3
c.114_125dup

44.61 kb Forward strand g

CEP85-002 - ENST00000252992 >
protein coding

p.Ser39_Phe42dup

|

1 762

<

(CEPBS-ENST00000451420
T P s E
CEPB5-ENST00000476272

1 112 113 14
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B

mi 2 mn3
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CENTROSOMAL PROTEIN, 85-KD; CEP85 HGVSc: ENST00000252992.4:¢.114_125dup



F13

Exon 7
c.1163_1164del
c.1688C>T

|

6.03 kb Forward strand

ADAD2-001 - ENST00000268624 >
protein coding

Double-stranded
RNA-binding domain

11 112 113 114

i 12 1]

Vi1

ATP-BINDING CASSETTE, SUBFAMILY D, MEMBER 1; ABCD1

p.GIn388ArgfsTerd3 p.Thr563lle

Adenosine deaminase/editase

ABCD1-*ENST00000218104

ABCD1-ENST00000443684

A A A A A A A A A A A A A A A

HGVSc: ENST00000218104.3:¢.1229C>T
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F14

412.78 kb

Exon 6
c.833G>T

|

Forward strand

E

ESR1-201 - ENST00000440973 >
protein coding

1
100

T /

112

* bk
112

i /V

Vil

ESTROGEN RESISTANCE, ESTROGEN RECEPTOR 1; ESR1

*

13

Nuclear receptor

p.Gly278Val

1
350

' '
400 450 500

Nuclear receptor ligand-binding domain

ESR1-ENST00000427531

ESR1-*ENST00000440973

'
550

A A A A A A A A A A A A A A A A A A A A A A A=~

HGVSc: ENST00000440973.1:¢.833G>T



Genes as Potential Candidates for Functional Studies



F15

Exon 5
c.1271C>T

l

< HIRIP3-001 - ENST00000279392
protein coding

. Reverse strand 4.11 kb
p.Pro424Leu
' | \ \ ' ' ' \
1 50 100 150 200 250 300 350 400 450 500
Histone
chaperone
domain CHZ
c A G c c @ {c} {c} T
| DR P .|
HIRIP3-*ENST00000270382
7 HIRIP3-ENST00000564026
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V1

HIRA-INTERACTING PROTEIN 3; HIRIP3 HGVSc: ENST00000279392.3:¢.1271C>T




F 16 Exonl

c.427G>C

< FTHL17-001 - ENST00000359202
protein coding

. Reverse strand 811 bp
p.Vall43Leu
I ! 1 ! ' 1 1 1 1 |
I 20 40 80 80 100 120 140 160 180.11'
1 183
Ferritin-like diiron
c T T [ A c T T e c T
* * FTHL17-"ENST00000350202

11 12

11 112
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(11K8

FERRITIN HEAVY POLYPEPTIDE-LIKE 17, FTHL17 HGVSc: ENST00000359202.3:¢.427G>C



Information on Families with No Identified Potential Candidate Variants
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**For individuals F43, F44, F45, F46, F47, FA48, and F49, family history information is unavailable



