TEKEFIFIREF G U/ — X

S IR /M (EBE
a@E,.JEE%LOL\’C

XKERAFKREROER ZERICLTWLWET,
XBETZMA TWEITHERIGTWIGELH Y £
XIBHRMERED-O, AAFBUND XFBIFEZELELTWET,

EMNKFEER : 2013FE8 86 H (F 1RSI/ EEEE)
B 2—H :2025&F1281H

W,

HmERINREEREEV2— EEE




% SR PR /)N
(HAJ/‘rLo%J:’)LJ:’))g-I'Eﬂ;ﬁ

REDOEIEIZDUNT

2013.8.6 E£H4}FE
EinFl BKET]




KBS RFETIE--

Blepharophimosis (L 27A774E—L X)
— BRI IFANDELILELD
Ptosis (Th—TR)
— ERETZE:AATFANTL
Epicanthus Inversus (ZEAVHYRX A2 /\—HX)
- BRARAER TGN
Syndrome (> kO—LA)
- JEIREE

x BENFEEDT'BPES” ¢ LIENBHZENZINTT




AR J5] Bl 0D 44 /i

1]

° E'"
o L ARHE/T AR A
o NEEE
« FAfE
o [REKFEIR

» ARAE (F)

u 1
(b n




AR [l BEl D 28 FR

R (D <FEK) E i
U0%92)
RN e R
UGS + RTINS
/ = TERES
KR £ > THRE
(F2UVAS A BN J (DDYAITA)
26




IR J55] BH 0D 24 Fh

IREEH (IFAND) or BEH
LRI TERER = b o CHER D)




BPES: EFRIGRAED AT RIZDULNT

1. BREEZ 3£/ (Blepharophimosis)
REEHRDO LT, £ DEARIZEL BREAOEBEL /NI
I D EA1E20-22mm (— & AL A 25-30mm)

2. BRERE T ZE (Ptosis)
EFESENTRYREEALDOSLKE, EEDIGERENREDLLY
3. W NHER A& K (Epicanthus inversus)
EEDREI(OHBLD) DEEN T EANBULINASAZTSHEIIZHEET HE
4. NER A RERR
EEDANESDOEDERNARINE




1. EET NERAGHE

o R4 R R E55¢R
— + oA ELZLVKEE (RET E) AR
EIREDT=OIZ+ 0TI RE A HEIE(Z @AY

ZETHRANREZELLGUVIKEE
s FfR. 2EREERE
o TR, =R, ELREED[

=

|

hES

LL



ARE - RN E TH 740 —

o REIEBMHMNFIC zr*aL\’CHEﬂE'VbHﬁ%

15 il‘ﬁz

f&&d)nIH R T A
{3310 T [ - RER T EDIEIE -

e%ﬂ%ﬁ

« NERATZ

 BITERDE

—
—

s

IF (AR %)

F i

V=
D AZERE .

s
)




2. NEEEEIERT

s WHEIZHITAHERRBERIETIZTER
— R EHHEMNFE 515 S ZBPES type |
HE WG S [Ftype | E95E
— ZHIZX T SHERFRILE DRI T KT
DINER DR EERIFE M ERILEV B FTIEE
—BEETADZETE(HILVODL EFIV)
— AT HEHME T+ —
—RFARDWETOD NI
e EIZFMAETEIYDITDTFTHI?




T D1t

o« RS HHAE LINEHLEEIR FIER LA D

B HE (T — AR50

s MIMFKZFEFIEFZEHTHLI_ENS

o DEIGHLLUTDEHEDHS

—FEXRME
- BR7R)

[RY- =1

/

_/ﬁj\/,ll\Té |’E1‘E_E§'Z

1l

-REDEN  GE



EARTR ¥R E AL

e DNA: EIEEHROE/NESTHAD FIEE, 1BEHL
KIENBATBEED D FDIEIZED (X HBEHA
S5BAIRIZELGY ., EFOEEGREHRZHEELTLNS

o LMK IHYI-T-FNI-DNANZEOHEATTET
WSME ., MR D KEFIZERER SN D, 23X46 R TF1E

o IBHIGF BECLIZRSITLI=-DNADO M -FEY, &
FEMAELEIZF2AIESEFRE




FOXL2:E{GF

o EMNZHASFN2HIEFEDEERZTFD—DOT.,
3T EMARERMB(3922.3) ICHFHE

o BERIF/NEIXEFERB DHHBHI90%IZ
AREGEFICEEZRY

s KDEEEMBIZEWTEELRE

« MMDEEFDEETZEE T HEE

(Bc B A +)

o F(CAREEACINRGE DR RICEE

\
[Ty




EROWAWALGERAT

FOXLZEE?A%ﬁFU)j(%é
[ A

—_— -

+ Y

REZIGBAT1. FOXKAY RKEIBAT2. Poly Ala repeat
faDDONAIZHEE T HER S T53=2(P3/8) M 14E &Y R T EHH

SEEFICIERESHHY . TP THRELIGAAHYET
-—RBICEGEF N OLB-AIRKE DTN KRENEER AR
"FOXL2BIEFERIZEVLNTEHEWNDOHhDEL1THIHY

- DBEFLEOTRE (D) THEE
Iﬁ#ﬁib\

- EANEPNCERTELGE
- —DDTI/BHAELLTSHES




19

EEAE D>

SEAARMERE (1)

XRANIZ— AN (ERETE)

LM MERTERICKDEDERESNTINS

o EEEEF

® ZEERT

* BEFMNORDHRANIXRFRIZ
SER120EETIRATLK




B A EEEERE(2)
= RN

O EEIEBEF
g [C ® FTREMEF

BEEMNORDBEAILL/20FEZET
TERBEFEEAD




Wiz e
BRI G

INAEFEFTIRRDHTHS

D 2 O IEEBIEF
H o EREEF

FERELCFREESATRIE
p.Ala230 Ala234dup




	スライド番号 1
	瞼裂狭小�（けんれつきょうしょう）症候群��疾患の概要について
	疾患名：英語では・・
	BPES: 医学的な眼の所見について
	１．注意すべき眼合併症
	眼科・形成外科でのフォロー
	２．卵巣機能低下
	その他
	遺伝情報の単位
	FOXL2遺伝子
	変異のいろいろなタイプ
	スライド番号 12
	常染色体顕性遺伝（2）�家系内に複数存在
	稀な場合�常染色体潜性遺伝�現在まで1家系のみで報告

