12
EDAR EDARADD

hypohidrotic e
ctodermal dysplasia: HED
3

HE
D ectodysplasin EDA
EDA receptor EDAR ED
AR-associated death domain EDARADD

HED
HE
D
HED
HED
DNA ED
A, EDAR, EDARADD
PCR
100
DNA PCR-RFLP
1 8
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11, 12
12 10 EDA X
6
4
2 EDAR 2

EDARADD 1

12 10 EDA 1

1 EDA €.851T>C
(p.Phe284Ser) hemi

2 EDA €.1045G>A
(p-Ala349Thr) hemi

3 EDA c.467G>A
(p.Arg156His) hemi

4 EDA c.252delT
(p.Pro84Profs*6) hemi

5 EDA €.895G>A
(p-Gly299Ser) hemi

6 EDA €.730C>T
(p.Arg244*) hemi

7 EDA €.462T>C
(p.Arg155Cys) hemi

8 EDA €.917A>G
(p.Glu306Arg) hemi

9 EDA €.731_738delGAGAAAC
(p.Arg244Profs*9) hemi

10 EDA Ex3-8del hemi

11 EDAR €.1193 1194delTT
(p-Phe398*) hetero

12 EDARADD | ¢.350A>T
(p.Asnl17lle) hetero

hemi, hemizygous; hetero, heterozygous
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