TEXEEIEIRR G U  — X

B3R KRIE
BREEEKREME

XERMAFXFREROER ZERNIZLTWLWET,
XBETZNMA TWEITHEBERIGWIGELH Y £,
XIFMEED-O, AAFBUANDO XFBIZZLELTWET,

SN EBRER : 2023FE8A 18H (F 1R R K IRE)
B LE31—AR : 20254128 1H

BERI/NRERtLVZ— EER




2023. 08.18

[SEF NN
EEITMK

EEEVVNEERT Y- B
= R




AHOANE

>ERKFAECEIL T
> fIEA 451K

>FEREIR(CDOULT

> HE AT =EDDEND



IR

*SRIX

=

ERKFAELS

RE, 2, I\, I, PR REITIE
Hiiﬁﬁ,ﬂé Fiﬁ (DF IR (ZHERFHSIR
n. $ZF2BeLEIFERIRZE bz 3.
 IKBKGIE{FER

10K AB&I(CO0.7 A
B . 1z=1:20






BIR
AR
@)w"ﬁ) REBRER
BEEEEE

15 xE YO | @ 5
19 20 21 22 X Y

BEREBIK 44K
HEREBIA 1 2K (XX or XY)
SEHAEATIHEREN TS




Xq28

C D

B FIMEKTZ8IC(E

KSR vy = 1bo

(p) DNA

75 W
MRNA
R
(a) R &
A=

IKBKG

HWEEZ DD



},'ﬁ |$| []I7Y> e >0
DNA

ikekGEEF -[HHHHHHHHH]-

MRNA
I/Y>4-100KR% RX
(#980%DRE[A])

ZDOREDEZEIC

MLPAE A %
AR om

IEBERAINIEBNIERKR TSR
FERENZ L




EICOUNE (BneikitE(s)

mEM1DIDEU
B Faz kS

—

LA (B1E) &R

@000

B [EJE3

1 DDIEIGF
EE CHRIE

BE(FHE)EIR

=& | KEE @R

M5 DELF



Acid—+

10

?

IEI
(IR —\,)
A R EE

IE

(1§Jh R)

EREE ROLE
@

XY

1

O
X X

IE

‘W(ﬁfﬁ

[ESI=LVn

'1L}_§78~5%/u, r—bﬂ)ﬁm,

BERZLIBHL: 1 1DMESR

TEIND
FFNILIRDI5
50% THAET B



TOMLDFEIEARTN

FTHEZEARE B
) RSB Rk

L |

FEDIBIE CIEIGFIC
ZEREENMEUD

XY X X
Re/BT
7 R
TN THIHTHAET D
=R BmRE 4R | 7R
() () (2F)|(m5)




11

FLEANDFF1X

BB L S 8 BE
RIE T2, KA, BRIXELE 2151
ES BAHHEE, EFR1E, M 90%
=52 - NN OfzRi E45E, D ZE 50%
AR JAME, BIERIEE, BIEMERE 35%

R RAEREEER, EERE (TLnA 30%

ANEAE EZFE EIR
I - EE T BRER
ﬁ?i}*_*c‘:/)lbfi i




13

K.

I

S5 1HA 55 2HA 55 3HA 54HA
> N > S > N IAY
KIE EARFETZ BRALE BREE

nias

4hH

SIN=

A

A

>



L= 2
B

BE I EE

ESpZ i

DI DR (FEERRE)

(I ELEEZES)

EE2

ﬂ%——-B{I
woolly hair
GERMRCEZEBRE

lI\

Tt
!

TDPEFT @M

r

FR R Z= ﬁﬂt




iR

-HEIRFTEIE >R, KEHDURY
BFFERFER - D40 B HB (6mMBEREACEISRL)

+/]NHREBK
=i

- FHR,

- PR
RE




HHADXFHRE

FUONA

AEBDEERIFLUAICHEERT B.
1EIDHF(ETANALLTEERR B ZED.
FAFBIHZLIEL 1R,

AE SR
SRR
20t

AR AN E R E R EEALE, A,

1[I

HERE



TOMMDFFES

- FLE
AR IR RIFLEE, FAREROEERE

- M
RFCRZEREIRDL - 2BATHINEKIE S 2 1T

- JRFE A= [T fiE




e,  HEFEECTE

PEREEFBVTENZL,
RS ROIREEHD

<FE>
HBEFIERBRIENZ L,

ENHN®HDROR T, FEESENZSIMERICHD.

(EEHEPSHRIET)

FBPE~BENE X CERA BIZE OB imZ2 9 2L

EHd.
<FE>

— i~
SEE TR

RZIEREIN(SERIRL, FraE B HAPELL) EHA(CE
SFENRIN(SFan(EREIBLRIU.




WHEIREERTTA

G=d0)

IKIE, FIZIW I RERE, FLRIERIDZETD
s ZRBYRRRRENE U ROBEY) R EFEIS S
[ER)
EHHH’JBHEﬂ 2
~4h = EE# :
~1m% : 3nHCE
~3% . 6HHCE
3~ ‘EEE

- AR R BED T Bhia
(LY —8ER8L)



WHNETRERRTT A
(FRARAAE)
Fi5%
AR DR S ST L BT S4B

TN A
A, MRIGEDZIERE
FAEI> MO-)LEUTHUWT VN AZEOANAR



BTSRRI T

(E52
wy.=a

- BREBODAR

L\\‘

E3)

- DV ER HUEBESICRz2520,

BR2InH3.

- NHIEPFEEE( %ﬁ*";‘
RET(CHAER

73‘3551%

[CIE=E:EHEE

BCEESMZITOHZEEHD.

TE AR

ALz,

X0



NS EEBIIT A

[ZDAt)
B Y)IREFHR(CARAND IR BEn B L IR R DD

FREANDBLNI>EI)



AMATET L =RAUSIR

<EBEEHK>

NS R ERR
(%&fF)
TEIRELTHVNAFESE, BalEE, INRFEEIES,
BT X(EAREIDS5—DL EHiIZE THD L.

ZOMBICEVWINERFATETEHDN,

FIR(RE Fik, BAHRESEFIR)P
FE(IERIIRERETFS, BEEFEWUFILRON
o, &R ICAHED PIEE.




AMATET L =RAUSIR

<HHEAEO>

<EBEJ >

REE, WitE
=]

t/g—

%E?%li

REBTAT7

EBBB’(‘D S

<&

a sz iR>

LZAINANT7
>3—~ATA
nEﬁ:ﬁEuz uﬁﬁzﬁ) | 55z

h—iGs1&

DE ﬁ:ﬁ U} \tU

REEFR

HEH Eﬁt’f
FBamHEk

<ZDAE>
KT

=]

P4

[B¥RIEA®
ZKIxE T D

A




ANV TR KR, ERbZ(EUD
MRt SO ZEARNEE I HETIOR
WEHLZ

St EEE T

N2

AN CEI&

SN

- B {TAT



	スライド番号 1
	色素失調症�集団外来
	�本日の内容
	色素失調症とは
	スライド番号 5
	スライド番号 6
	スライド番号 7
	原因
	遺伝のしかた（常染色体性遺伝）
	X連鎖顕性遺伝
	その他の発症様式
	よく見られる特徴
	皮膚
	歯・毛髪・爪
	眼
	中枢神経
	その他の特徴
	成長発達と予後
	必要な医療的介入
	必要な医療的介入
	必要な医療的介入
	必要な医療的介入
	利用できる社会福祉資源
	利用できる社会福祉資源
	スライド番号 25

