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Kl HEANBE LB 2BETER

BE POR R
S B Fi BN EELE TIBER
JN—T7A: RASTHREHE AR

1 46XY 5.0 Sporadic 1370 G>A /1370 G>A R457H /R45TH

2 46, XY 23.8 Familial-A 1370 G>A /1370 G>A R457TH /R45TH

3 46, XY 226 Familial-A 1370 G>A /1370 G>A R45TH /R45TH

4 46, XY 6.7 Sporadic 1370 G>A /1370 G>A R457H /R45TH

5 46,XY 04 Sporadic 1370 G>A /1370 G>A R457H /R45TH

6 46,XX 04 Sporadic 1370 G>A /1370 G>A R457H /R45TH

7 46, XX 0.4 Sporadic 1370 G>A /1370 G>A R457H /R45TH

8 46XX 2.0 Sporadic 1370 G>A /1370 G>A R457TH/R45TH

9 46,XX 14.1 Sporadic 1370 G>A /1370 G>A R457H /RASTH

10 46, XX 15.0 Familial-A (P) 1370 G>A /1370 G>A R457TH /R457TH

11 46, XX 3.0 Sporadic 1370 G>A /1370 G>A R457TH /R45TH

12 46,XX 02 Sporadic 1370 G>A /1370 G>A R45TH /R45TH

13 46XX 0.1 Sporadic 1370 G>A /1370 G>A R457H /R45TH

14 46, XX 18.0 Sporadic 1370 G>A /1370 G>A R457H /R45TH
TN —TB: RASTHLEHREE R OB E~T o4 K

15 46,XY 168 Familial-B (P) 1370G>A / 601C>T R457H/ Q201X

16 46, XY 15.7 Familial-B 1370G>A / 601C>T R457TH/ Q201X

17 46, XY 14.8 Sporadic 1370 G>A /1329-1330insC R457H / 14441sX449

18 46, XY 17.5 Sporadic 1370G>A / (15A>G) R457H / Non-transcribed (G5G)
19 46 XY 2.1 Sporadic 1370G>A / 143delG R457H / R48f5X63

20 46, XY 0.2 Sporadic 1370G>A / 1665delG R45TH / Q555fsX612
21 46, XY 13.1 Sporadic 1370G>A/ (-) R457H / DExons 2-13
22 46, XX 9.0 Sporadic 1370G>A /IVS7T+1G>A R45TH /TVST+1G>A
23 46 XX 14.8 Sporadic 1370G>A / 1698-1699insC R45TH / Y567{sX574
24 46,XX 13.2 Sporadic 1370 G>A /1329-1330insC R457H / 1444£sX449

25 46, XX 129 Familial-B 1370G>A / 601C>T R457H/ Q201X

26 46, XX 6.6 Sporadic 1370G>A/ (=) R457H / Non-transcribed
27 46 XX 4.2 Sporadic 1370G>A/ () R457H / Non-transcribed
28 46, XX 17.0 Sporadic 1370 G>A / 1329-1330insC R457H / 1444{sX449
TN—TC: DO E R E—

29 46 XY 04 Sporadic 1370G>A / 1386-1387insATCGCC R457H / A462-S463insIA
30 46, XY 23.5 Familial-C (P) 1370G>A / 1835-1858del R457H / 1612-W620delinsR
31 46, XY 18.0 Familial-C  1370G>A/1835-1858del R457H /1.612-W620delinsR
32 46, XY 179 Familial-D  1733A>G/1329-1330insC Y578C / 14441sX449

33 46, XX 038 Sporadic 1370G>A/ 1738G>C R457H /E580Q

34 46,XX 0.7 Sporadic 1370G>A / 1042-1044 del GTC R45TH / 348delV

35 46, XX 0.5 Familial-D (P) 1733A>G/ 1329-1330insC Y578C / 1444£sX449




F2. HIN—FITBITBEROHBRSEEE
Th—T A T N—7B TN—FC FNi—7Avs B

n=14 n=14 n=7 PiE

L33! M:F=5:9 M:F=7:7 M:F=4:3 035
i 4.0 (0.1-23.8) 13.1 (0.2-17.5) 0.8 (0.4-23.5) 0.19
FRER

T_TOFER 7/14 14/14 17 0.0029

HEE RS 0/14 14/14 6/7 0.000000025

FEAERA 0/14 7/14 477 0.0029

<bikds 5/14 14/14 17 0.048

% B EpA 0/14 5/14 /7 0.020

B e 7/14 14/14 717 0.0029
RIE#ERS

BENEIBRRE 0/14 4/14 1/7° 0.049

A RCARIY—= 5/8 3/8 2/4 0.31
B LRE

HAERFOIMESRERE 1/5 3/7 3/4 0.42

RETH 0/5 2/7 1/4 0.32

ERER 0/5 3/7 2/4 0.16

hEE 1/5 2/7 3/4 0.64
TS {ERE

HAERROAEREE 9/9 717 33 1.0

S9N 8/9 5/7 313 0.40

BEES 8/9 517 2/3 0.40

R AR 2/9 217 0/3 0.61
BB 8/14 5/14 4/7 0.22
BHREHRETTS

MEER 0/2 3/4 2/3 0.20

/NER (<2 SD) 0/2 2/4 173 0.40

R RSEEET 0/2 2/2 33 0.17
T NERETRE

BEARER 3/3 4/4 1.0

ERARE 0/2 2/2 0.17

JRRMEME AR T 3/3 3/3 1.0
BRELEERE 4/9 3/6 1/3 0.62
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