Case 2

Variant 1
chr2:44102330 (GRCh37) NM 022437.3:¢c.1534G>A  p.(Gly512Arg) (rs376069170)
NGS sequencing:
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Sanger sequencing results (reverse reads):
Probe identification
Proband - 1
Proband’s mother - 2
Proband’s sister - 11C
Proband’s father DNA — not available
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Variant 2
chr2:44102511 (GRCh37) NM 022437.3(ABCGS8):c.1715T>C p.(Leu572Pro) (rs769576789)

NGS sequencing:

VariFind: Applications / Runs: Analyses / LM4: Analysis variants
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Sanger sequencing results (forward reads):
Probe identification

Proband - 1

Proband’s mother - 2

Proband’s sister - 11C

Proband’s father DNA — not available

' 1F_A8.ab1 - Chromas —
ile  Edit Options Help
=

X

=2 =] W & o A P N
Open Save  Export Print Next Find Reverse Etrhance [ ‘Sample: Heleds

150 160 170 180 190
T ¢ T ARCRARARCT O CCTTITOCTMBACC Y YCG CCGG GGG CTIT TCU ATG AT ARARABRACTTG AG CUBAG CC

b Y

-




| 2F_C8.ab1 - Chromas — O X
= Edit Options Help

= ‘ S —_———
Jpen Save Export Print ‘ Next Find Reverse En ‘ \Sample 2B CE 2]
100 110 120 130 140 150

C T CTACAMACTOCCT T CTACCTCG CCG G666 6CT TITCATG AT AAACT TG AGCAG CCTG TG 6

m_ I mu, (il .\,AM o

—

. 11C_for_C7.ab1 - Chromas — O
ile Edit Options Help
= =] ¥ & i #h 2 —_—
Open  “ave  Export | Print Next  Find | Reverse fnf ‘ Sample: 11C_for_C7.ab1
200 210 220 230 240

CTCTHCHACTCCIICTHCCTCGCCGGGEGCTICHTGnTnaaCTTG'AGCHGC

MA ﬂ A,

Case 3
ABCGS chr2:44099233G>A NM_022437.3:c.1083G>A p.Trp361* (rs137852987)
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Sanger sequencing results (forward reads):
Probe identification

Proband’s mother - DEC7

Proband’s father - DAL7

Proband - DAA7
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chr2:44102511 (GRCh37) NM_022437.3(ABCGS):c.1715T>C (p.Leu572Pro) (rs769576789)

Sanger sequencing results:
Probe identification
Proband’s mother - DECI11
Proband’s father - DALI11
Proband - DAAI11
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