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Normal
Age 1) 29 26 52 Values

FT4 (ng/dL) 1.20 1.38 1.0—2.0
TSH (mU/L) 0.5 4.8 0.5—3.5
TG (ng/mL) <50 2.3 0.3 69.0 5—30
TGab/TPOab Ve —/ e — /=
Thyroid Volume (mL) 15.0 23.4 7—20

==
SINAEL DR



Family A (1993)
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Family A (1993)
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Family B (THYROID, 2017)

O

Age 69 40 37 e orme
FT4 (ng/dL) 1.06 1.09 1.29 1.1 0.8—1.9
FT3 (pg/mL) 2.28 2.48 2.61 1.64 1.6—4.2
TSH (mU/L) 1.6 0.4—3.6
TG (ng/mL) NE 17 27 2—38
TGab/TPOab = s e = — = — —/
Thyroid Volume (mL) NE 9 10 (K] 7—20
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MUTATION

rs 748793969 A649 E

rs181461079 R885Q
rs771198569 P1391A

Wild—type nucleotide in BLACK, mutated nucleotide in RED

Family B (2017)

ol

T

C ||C

DUOX2

WT<} Mut

GCG—¥» GAG
Ala— Glu

A649 E

WT<]> Mut

CGA—P CT A
Arg—® Leu

R 885 Q

WT<> Mut

ccc—» Gee
Pro—® Ala

P 1391A




FamilyBT®D DUOX2:EIzFDEE

Exon17

rs748793969
15:45106327
c.1946C>A (GCGOGAG)
p.Ala649Glu

MAF <0.01

Polyphen: 0.736 SIFT: O

Exon20

rs181461079
15:45103960
c.2654G>T (CGAOCTA)
p.Arg885Leu

MAF <0.01

Polyphen: 0.631 SIFT: O

Exon31

rs/ 71198569
15:45095505
c.4171C>G (CCCOGCC)
Pro1391Ala

MAF <0.01
Polyphen: 0.542 SIFT: 0

CCCCAGEGA“GGAG_GGCC
40 a0

_GA_GEEG_A_GGG
100

cTCcaccMlcc TT T
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