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1) SRY (+) 46,XY DSD (disorders of sex
development) (Z331F DMK AED b
bhvbiud, AMERREEH T2 2 HILIER B
BISMEaRE BT 5 2 BIDBEE AT LI (R 1,
1),

F1. fRHTLT- 4 BlOEEEK %

o N Efl2 M3 M4
Ei(%F:8) 25 2:6 23:0 311
REORMH SAMEBRE RS ERN B 1
MEB R N % 3 MEE EXBRRY EXBRY
EfFRmn
Rl T8

BER 23cm 25cm N FH
g3 FEHRME F8 R¥ZL 8
FASER 1—-2mL () 2mL (M) TN 2 mL (/Ef)
RLE R

BENER(F:H) 0:3 2.3 18:6 0:8

Testosterone
(ng/mL) 4.69 <0.05 21 8

LH (mlIU/mL) 26 <0.3 17.8 E:]

FSH (mlU/mL) 6.7 0.62 322 8

EEN T

4/

BRI Y QYA R RE X e ffdh A X, X Y
BERIEASF— | BERME RO EEITT,
REMFERZR 21T, ZORER, BE Y Yt
EOH AR X PEaERESF—AZ—FEDN

—ILINETELZR W EDNHIBA L= (R2), L7zdo T,

SRY (+) 46,XX TDSD D4 biE, HEENHE K
SNTVDEH7e X Beta R RIEL DB K <° position
effect IZ&% SRY OHEBUXTLISMZ, BE Xp;Yp
REEIZ R D7a~TF o 3 RontEE kel 5o
JFRRPHEESND, T72, Xp;Yp DERFEFREMFFIC
%, D72<tt NAHR & NHE] @ 2 OBNFEET DD
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EDVHIBAL 7= (FoSTeS 1Z4<HH)

Case 1 Case 2 Case 3 Cased
HER 3 2 N3 E¥REY EXRED
Efuma
RETR
::&"ﬁ'} ~0.75Mb ~6.5 Mb ~2.3Mb ~72kb
79%:21% 84%:16% y .
XFEEE (X (X°:xM) 56%:44% 47%:53%

2) IMAGe JEEREBF 2175 CDKNIC ZBRD
[ 2

Il IMAGe JEfERE (FB N E B B
BRI, BRI, 5 RAMERRRE) OFRE D,
ATV Ty BRI F (BERBE#BET)
CDKNIC ORETTHELE R THHZ LN RENIZ, b
nbiuid, AT IMAGe FEMERE 3 B & fRtfr
L. 2 iz T CDKNIC ORRETTHEZ B [FE
L7= (K 3), LT, (1) IMAGe JEERER AN
W= B EBRRORB 2 ZTeZ &, (2) M
xFAIFAFH L R 2MEFEL . ZHUE CDKNIC 23Kz 3
WCOATBRMERBR AT T —FT52E, (3)
BT AL BE AT 1A R D B D K Z FER %
VWWIBHTZE, (4) SMERRRE N, BRI IR R
TORBT SR SIME TICER 352 8%,
R THIO TRH LT, F#iZ, SMESFRFICBELT
1. ER M B I BV T, EKIE/ NS TFEL
Zl BEMICBOWTTERE - BRONDWT —4
MIEF ThHol-Z EMRHERIN TS (R3),



(sEfH 1]

[7L-CaH]

Case 1

XFEEE

e
NLGNEX Bieakpoint PABY SRY

(~6.4Mb from Xplei)

Breakpoint
(=34 Mb from the Yotei)

[ 2 Exp:YpRL B RATARTUR] DR ETE AR
M 227bp
1233bp
SRVl Famer| | }
Hpal ()
= {me i
Patient| | |
Hpall (+) Patiert |
Case 1
e xfm( FEEX = 79% : 21% (3R BHEFE)

2. JEF 1 D7 LA CGH, X e (SR E{L/ % —
Ve

| 3. IMAGe JE{EREIZ351F 5 CDKNIC AR |

Ge”°’“'°—|:——-1—i:1—
DNA

t.,.‘-_ h--"-
Protei CDK binding PAPA PCNA~bmdmg
rateln domain domain domain
110 213 A 31Baa.
p.Asp274Asn
p.Phe276Val
p.Phe276Ser
p.Lys278Glu
p.Arg279Pro
p.lle272Ser
p-Arg279Leu
Case 1 Case 2
Patient A A g f
Direct 3\ fz*r\ AR
sequencing |A VUL A
CTLLGGTGAG ("I‘(‘(‘G("I‘GA(‘
A A
Patient T ! , r\g- -
Subcloned | w{ﬂ iy )\y A A \‘,.\ f‘ A
mutant allele "‘-' TATRIRTA'A R N VY VVVIV VY
CTCC AGTGAG CTCCAGTGAG
Patient T i Y A {a
Subcloned AAM A A AAA A
normal allele |/\ [\/ YV YUY A Y 'J' AR
‘T(,(,GGTGAG CTCCGCGTGAG
Father ' roh R
Direct AR sz\ TNAT!
sequencing || WATAVATLATAR
CTCCGGTGAG
Mother Aana N ,f"\ i .
Direct N "\ A Il
sequencing LLLUY TAT'R! /‘ LA 1
CTCCGGTGAG (‘TCLGGTGA

A
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#3. IMAGe JEMRHEBE DERRE

IMAGefEfZBE  Casel Case 2 Case 3
#E 46,XX 46,XY 46,XY
FH#h (y) 8.5 16.5 15
FEAREEE + + +
F e im R i BUE + + +
BB E /2 BUE + + +
_______________ Mram® - o r ot
HFERIEETR + + +
B (cm) (SD) 92.8(-6.2)  124.7(-7.8) 135.2(-5.1)
{KE (kg) (SD) 16.0(-1.9) 25.4(-35)  30.4(-2.6)
BBF (cm) (SD) 52.0(-0.2) 53.0 (-2.5)
<0.1 3.9 4.8
LHMIU/mL) (01~ 13] [02~7.8] [0.2~7.8]
] ) 3.5
After GnRH-stimulation (1.6~ 4.8] N.E. N.E.
0.7 4.2 17.6
FSHMIU/MU (51~ 13] [0.3~184] [0.3~ 18.4]
After GnRH-stimulation [10.71'2;038.1] N.E. N.E.
Testosteron (ng/mL) [1.74’;-'38.7] [1.7278.7]
FK@D

3) HFZHEIE - JRIE T 2L BHLHA9

Db, KERE-BF -HFEHBELHEIER
FRE HFHREZHOBE . HFHBIEDOH
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A T

A
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+2
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Proband 1 (11. I—_—
-2
+2
+
Pmband23(1]--..n L g
2 S
R BHIHAS TUSC5 vl R
= = c—— —=3
:: Py
Wild type F2 P
Dy 3 B4 Triplication P3P P3 P4

) 1] Fusion point GA
‘I-'.!mm ABRIVS1 ACTC

AGA AA YWHAE IVS1 G
4 bp a\edap
Fusion point
YWHAE Exons 2-6 ¢ ABRExon1
c — ——
BEits
P5 P6
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BE CTHE RiMEXR—ThH b
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RImLAMERR ORI 53 52 LA R4 5,

rm .
“

14.6 dpe male

14.5 dpe female

6. ~ 2 Bhlha9 OFH 5 — |

4) Backdoor pathway |(ZE5TER T ARAT 1 PE
A D

Backdoor pathway . testosterone (T) Zf&H L7a
V" dihydrotestosterone (DHT) PEARERE L THE
BT -lwEICB O TRIESZ, EFTIE, POR
EHEIE (PORD) X° 21 KER{LEER REIE (21-
OHD) 235135 46,XX DSD 345D B L LTk B
S, R IREIE LA A BRI O AAER 2 backdoor
pathway F 3B MRV £ EAZRS RIS T
W5 (X 7). LA, backdoor pathway EH 3D H fif
REEEH OENNIE PORD BH F5L 00 21-0HD &
& @ cross-sectional 72 JR AT 0 A R M T/REHUT
WAHH DD, backdoor pathway (285 DHT FEA%

ELHERNRT T —ZIIFELRV, ZhuT, RRAT
A K438 Cid DHT Z IEREICHIE TSRV e, M
th 27 0 A R o3 i Crd B i D R 7 A IR -
FLIRED LL N TEIRNZ LT LD (e B R -1
VROFRIMASTELRY),

] Tammer wallaby pouch young testis ]

Alternative Backdoor Pathway.

| [%] 7. Backdoor pathway 45 =[] l

bhvbiud, IRPORMEB ML, TR ELEHEIC
AT 2MERR B AL, IR RIS D0 R =
a— ko bpiE - RE@E25 PORD 26§ 5L
ARSI S A, IR I 2 F O T2 AT G 46,XY
(SRY+) & POR #{nFZ# (p.Q201X/p.R457H)
DRIESHI=EM% 2 1 H O POR B HIE B %R
ELT, £L T, 20 POR BHIES R B L O
BRI 5 B0 IR X BRI B BUE A Th D
(4 L DERBU LB A RIC AT AN T 22N Z e
b, IR EKRMHEE BRITB W TRRES T
D). BUE, SO0 BT AE RO EEH A
HEHTND, £, I8 REIB OB EMITT 570
W2 BIEOHE 0, Hilis 5. BB 31 O MRk AL
BEE A THY, Fi=, A3, Am 6, A 12 0
RAEEROREEZS D, RERE, Kb HiEra=
T AR HEDR E L THDH LC-MS/MS THtfr
L. backdoor pathway Hi3& DHT DIF(EDH L,
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MET B,
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B4 5ZL T, MOk EE BB FEELS
DYEENBONDEHFIILD, ZDTDITIE,
functional MRI & Fi\\7=fEAT 23 A THDHH, 2D
IO IR RGO EE CER 7 VLT
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