AMCOR

Asahikawa Medical College Repository http://amcor.asahikawa-med.ac.jp/

HZARERERK (2006.09) FIfft A5 wbfiE & 7+ M:494 ~496.

[ UE IR RECGE IR 7 DML 5 ISTR % 2 C ) MEREREIE Ttk
DI ARNE R RPEIE e 2T A R L7 5 2 — 2 AR

WARE, BiRES



AT uA Ry )77 X —LREIE
AR W, B EC

JBJNERRRZ N

XF—U—R,; A7 NYPLr7yrx—8, BEErLr7 > 2 —8, X #HEEES
PP fa e (X-linked ichthyosis : XLI), BEBEEnIEGRE

LW ; steroid sulphatase deficiency

4, Suzuki Shigeru, Fujieda Kenji

o

HCELEFTE4 ; Department of Pediatrics, Asahikawa Medical College



A T v A4 F ¥ 7 7 X

sulphatase

7 v 2 — ¥

o, 1969 4E

& D e

Shapiro & |

BE

B W

STS

)

XA E T

&L T

He
=

X o T X

T STS M

2 . Xp22.32 I

K & iz + T &

A&

2000

T T H D

»n o, & + T D

% 567

xO#H M)

2o M

o

o

ke X owm £ 9

B < &b

1 4

X

E’E

%

¥

g

LA

i
L.

A

(

L

oM IR RO

s N

( X-linked ichthyosis : XLI )

<

)

( placental sulphatase

I

7=

P

D

%

4 % STS

MIM308100

6000 A IZ

73

iy

PNZS

=

g

(Y

5

il

ff

~—

£ >

A

figk

v

X

—-

5l

( steroid

Non T
S 3 B =
i

fé
™

B HE

7 i

Bl 73

-

i

XLI

-
i
/

-
SEQ

P

%

B



o

it
i
{35

{2

i

e

AR R OW R OR

i o

iy

-

&)

i

11)

-
i
A

Y

S % o m

A

(LS

7%

|7

13

;

<A A

T H

STS

V1.6 5 &

H O L L

A 89 |

%5  Rud JE

D E

Of
I e

/)

T v 2

ES

{3

b

&

-
—

10)
b

i
0k

fln

chondrodysplasia punctata

NORRE

+T 5 Z &

[

5
-

L .

&t %=

Bl

o)

G

(Y

-(:\

% N 9

T 1T Xp22.32 |

90% X

% 3,12)

i

D

5 1

&+

Z

STS

I VA

T oH

i B& HE
Kallmann
g

vy

Seh
B

B
5
fi

i

c*
Hi
=a

K

[

7 13



o
%
>
§
e

w
=
i

oL 7

ROSOs3H + H20

STS I,

171

v 7 v K B

NI
jul
AN
—
R

RO
5
5

STS

A

VAN

o

Z i i

"

it

STS

EREA

ROH

I e

i,

1z

» ﬁ

=

(5

+ H+* + HOSOs

(Y

-

RF

&

!

NG

o)

15

ok

(Y

1E

It

%

i

o T

CRI-232

ﬁj\

N

(

L,

DHEA-S

)

=

=

%

X

G

H

Hnl

&

55

%

&

3)

i

=

(Y

&=

A

=

&



&
[
A
N

STS & M 1T & < , & & F H » 6
#% Wl T o = A bwm F v oE L I ' OE &%

# o B 7~ L T W 5B . = A ko F ovopE A IC N oHE

72 Wi BE % EH T & %5 DHEA-S , 16 o« -OH-DHEA-S %
B XL OOKREICKEKFL TBLHL, Z b O H B
W & 2 STS T i mi B fk = ©, DHEA 7» b T = X

ke v, == X N T ¥V 4 — ) BN 16 o -OH-DHEA »

=
paf)

DHEA-S ¥ 50% 9 > 28 B & B & Ok K » & ft

S % . 16 o -OH-DHEA-S X 90% LI E 28 Jn & 2

oY

kI b o =%, STS X #H T IiX k2 #
£ = 2 b U F — N B EIKMEE R D STS
BE O KB 2 fF 3 5 4 Bk T ox o, MO O K EE
= A N L 5 EN HDY + 4] B
7 O R N =S SN DU S WO B

XLI #H & 2 B W T, K BEMHH.Iic= 1 &

Ml o A

i
e
>
o
%

KL, A H ¥ BEEZEOTD A



\
/)

il 2 & 4+ 28 JE W ° H I b kS5 Y

>
=
\o¥
)
>
S
B
ik
=
s
o
S
]
i

BB EIK N 2 & F T 2 %, A I

s
it

fe B < » 5 Kallmann JE & # %2 & & L
5 72w w o F = fE K E o458 Of
WY b - = T =V ;Y

N

Z L » FJE #fl b W EH S h T v oW

STS " # »n ¥ o X 5 it 8 &5 F+ %5 »

A

oAb wmE I T kY, BB E
o5 3 5 0 F 5 TR WVYE O
HoH L E S T W B o 95 b
MW AR B R o2 f# o kLT A &R
TN S T S OB O OE M oRE O M

XLI & & o @B & k&8 & v ' v 2 B8 7
S £V G A N4 S VA N/ R | I = 7 AN S SR )

R
M
-
r\\!r
Eit
=
N,
&
i
s

A VA

7



K

\—
o

-
Lq

(EN

vAS

il

2 W

a. ‘E

STS

.

ki
iy

i
Pz

* oK

e E

4l
&l

&

g

&—
it}

®
G

HlE

H

B

7K

o
It

o
oy
om

S
|

Sl

DHEA-S

B

i

b

IER
F

&

S T

A4 K

SR

Bl

e

\—
cd

ad

i

il

4)

3R

N
\

-

~ao
Eor

iy

iz

Nt

ey

Nt

1K

R FE

Tt

\—
co

i

=
=

73

uE

ik

(i3]

73

il

b

B

(i

yab)



N

VA

RS

Bk

(Y

e

» D

i

=S

STS

g Bt

it
P

i

i

i

53

L/

ik

73

\
/

1z

STS

&
+

JE O

AN

PCR

H
it

—
o

¢
i

& o T

iE M

s

fmf

90%

VA

FS

R R

i%

By

{2

kg

e
&

oI
RF

R
RE

R

H

i

|7

N b¥,

A

D,

(Y

s

«Qo

%

+ X K

W X 3

in situ hybridization

UN

sequence

2

3k

D

%

=

)

Tk

A

ES
Iz

it

Z w0

S/

E & A

B & 72

-

B

N



(Y

%

i

A

T

—’G

A

-

"

g e 1h E
» D n
£ T,
T o B

X v C

73

i

it
b

VA

15)



1)

2)

3)

4)

5)

6)

7)

8)

9)

BN

France, J.T., Liggins, G.C. : Placental sulfatase deficiency. J. Clin.
Endocrinol. Metab. 29 : 138-141, 1969.

Shapiro, L.dJ. et al. : X-linked ichthyosis due to steroid-sulphatase

deficiency. Lancet. 1: 70-72, 1978.

Hernandez-Martin, A. et al. : X-linked ichthyosis: an update. Br. J.

Dermatol. 141 : 617-627, 1999.

Lykkesfeldt, G. et al. : Placental Steroid Sulfatase Deficiency:
Biochemical Diagnosis and Clinical Review. Obstet. Gynecol. 64 :
49-54, 1984.

Solomon, I.L. & Schoen, E.J. : Sex-linked ichthyosis in X0 gonadal
dysgenesis. Lancet. 1 : 1304-1305, 1971.

Merovah, B. et al. : X-linked recessive ichthyosis in three sisters:
evidence for homozygosity. Br. J. Dermatol. 105 : 711-717, 1981.
Thauvin-Robinet, C. et al. : X-linked recessive ichthyosis in a girl:
strategy for identifying the causal mechanism. Br. J. Dermatol.

152 :191-193, 2005.

Lykkesfeldt, G. et al. : Steroid sulphatase deficiency disease. Clin.

Genet. 28 : 231-237, 1985.

woR MM E @ AT v A4 FY L7 v X — ¥ K



B O R OK B OB

H i
S N T VA S G = B N < R -

95 :64-70, 1991
10) Munke, M. et al. : Genetic heterogeneity of the ichthyosis,

hypogonadism, mental retardation, and epilepsy syndrome :

Clinical and biochemical investigations on two patients with Rud

syndrome and review of the literature. Eur. J. Pediatr. 141 : 8-13,
1983.

11) Bick, D. et al. : Male infant with ichthyosis, Kallmann syndrome,

chondrodysplasia punctata, and an Xp chromosome deletion. Am. J.

Med. Genet. 33 : 100-107, 1989.

12) Sugawara, T. et al. : Molecular analysis of X-linked ichthyosis in

Japan. Horm. Res. 56 : 182-187, 2001.
13)

Reed, M.J. et al. : Steroid Sulfatase: Molecular Biology, Regulation,

and Inhibition. Endocr. Rev. 26 : 171-202, 2005.
14) Traupe, H. & Happle, R. : Clinical spectrum of steroid sulfatase

deficiency: X-linked recessive ichthyosis, birth complications and

cryptorchidism. Eur. J. Pediatr. 140 : 19-21, 1983.

15) Lykkesfeldt, G. et al : Steroid sulphatase deficiency associated with

testis cancer. Lancet 11 : 8365-66, 1983.

10



BHA Rafg Ra!R

DHEA-S > DHEA « DHEA-S(BI&)
(50%) STS l STS (50%)
« estrone «— estradiol > ‘
16a-hydroxylase
| (FFHE)
16a-OH-DHEA-S » 16a-OH-DHEA -« 16a-OH-DHEA-S
(10%) STS l STS (90%)

A

v

estriol

E1 BREICEITATAMNAS U ELELSTSOER
FBIIAOMFIEIBABSIUVRBRREERDEEZRY
DHEA-S : dehydroepiandrosterone sulfate,
DHEA : dehydroepiandrosterone, STS : steroid sulphatase
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